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MPEANCNOBUMNE K PYCCKOMY N3OAHWIO

B npeacTtaBnsemMoM uyuMTaTentd BTOPOM Tome «PYyKOBOACTBa
HenbcoHa» 13-ro uagaHua (1987 r.) cocpefoTo4yeHbl pasfefnbl, Mno-
CBSILLEHHbIE MEAMLMHCKON TeHeTuKe, HacneACcTBEHHbIM 3aboneBa-
HUAM O06MeHa BELeCTB M COCTOSAHUIO fAeTeli B MNepuHaTa/ibHOM
nepuoge. Pepaktopbl amepukaHckoro wusgaHuva P. E. BepmaH wu
B. K. BoraH cyLlecTBEHHO MepeKOMMNOHaBanu pasfefibl 3TOro Toma
(no cpaBHeHUO € 12-M u3gaHuUeM). 3HAUYNTENbHO pacliMpeHbl ra-
Bbl MO BPOXAEHHOW naTosiormm obmeHa BelecTB. TakMm 06pasom,
cofep>kaHne BTOpPOro TOMa MpPeACTaBfseT MWCKIYUTENbHbIA WHTe-
pec 4N LIMPOKOrO0 Kpyra CcreumannctoB MO NEpPUHATONOrMU U
MeANUMHCKOM reHeTUKe B KayecTBe  COBPEMEHHOrO CrhpaBOYHOro
nocobus. [naBHOE >Xe Ha3HauyeHWe 3TOW KHUIMM — CAYXUTb y4yeb-
HUKOM W PYKOBOACTBOM A/ CaMOl LUMPOKOW  rpynnbl Bpadei
obwenegmuaTprMyeckon 1 obLiern MpakKTUKKW, WHTEPHOB W CTYLEHTOB
neguaTpuyeckmx (akynbTeToB. B camoil MoMHOA Mepe 3TO OTHO-
CUTCA K TeM rnasam, B KOTOPbIX paccMaTpvBatOTCA BOMPOCbl Nepu-
HaTa/IbHOW MeAuUMHbIL. ABTOpaM W pejakTopam YyAanocb B O4YeHb
OrpaHU4YeHHOM 00beme MpeAcTaBUTb MOMHbIA 00630p CamMbiX Heob6-
XOOUMbBIX [N1A MPaKTUKU CBeAEeHWI No naTtonoruyM nnoga W HoOBO-
POXAEHHOro pebeHKa KakK [AOHOLWEHHOro, TaK W HeAOHOLUEHHOrO.
JaHbl KpaTKuMe, HO ucYyeprnbiBaloWMe PeKOMeHZaUUN MO BbIXaXW-
BaHWIO, BCKapM/IMBaHWUIO AeTel, pacno3HaBaHWUIO W NIEYEHUIO LUMPO-
KOro Kpyra 3aboseBaHuWii B WX OTHOCUTENIbHO TUMUYHBLIX (hOpMax.
Upes3BblUaiiHO CTPOro 1 OTBETCTBEHHO OTO6paHbl peKoMeHAauumn Mo
Tepanuu: BK/OYEHbl TO/IbKO Te, KOTOpble YAOBMETBOPSAOT Tpebo-
BaHWSAIM CTPOro NOATBepXaemMol 3(PHEeKTUBHOCTU, HALEXHOCTU U
6e3onacHOCTN ANs 60NbHOr0 pebeHKa. ECTECTBEHHO, YTO AN MHO-
rMx Bpadyel, OCOBEHHO CMNeuManncToB-HeOHaTO/0roB, 06BEM Mpu-
BOANMbIX CBEAEHWA MOXET OKa3aTbCA HeAOCTaTOYHbIM, MO3TOMY B
KOHLle pas3fenioB NPUBOAUTCA CMNUCOK COBPEMEHHOM aHr1053bI4HON
NNTepaTypbl, 03HAKOMJ/IEHWE C KOTOPOIM MOMOXET paclimpuTb npea-
CTaBfleHUs N0 MHTepecylwmnm Bonpocam ¢GU3NONOTUM UM NAaTo-
NOTM HOBOPOXAEHHbIX AeTell. [1nA COBEeTCKOro umrtaTens MOXeT
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0Ka3aTbCA HECKOMbKO HeonpasfaHHbIM W TO, 4TO 3aboneBaHWA
HOBOPOX/JEHHbIX paccMaTpMBalOTCA  OAHOBPEMEHHO B OTHOLUEHMWM
KaK [OHOLWEHHbIX, TaK M HEAOHOLEHHbIX AeTel, YTO HepeaKo npu-
BOAWUT K yTpaTe MpeAcTaB/feHUi i 0 CyLleCTBEHHbIX OT/NYUAX KW-
HWYECKOM KapTWHblI W TeyeHus 6oNnesHein nNpu HELOHOLIEHHOCTH.
B pasgene, NOCBAWEHHOM MNepuHaTanbHOW WH(EKTONornm, B OTnu-
yMe OT OTEYEeCTBEHHbIX PYKOBOACTB He HalaM OTpaxeHus Tybep-
Kynes3, MWKOMMNa3Mo3, reHepasn3oBaHHble (OpPMblI pecnnpaTopHoO-
BMPYCHbIX WH(peKuuini n xnammgunosa. OuveHb 6erno onvcaHbl Chiu-
Ha/lbHble pPOAOBble TPaBMbl. Be3ycnoBHO, B 3TUX OT/IMUUAX €CTb He
NMpoCTOe BbIpaXeHWe CYOBLEKTMBHOINO MNPUCTPaACTUA amMepUKaHCKUX
WM OTEeYeCTBEHHbIX aBTOPOB K TeM WM VHbIM pasfenam nepuHa-
TaNbHOM MNaTONOrMKU, HO Mpexae BCero Cyrybo 06beKTUBHbIE (ak-
TOpbl, OTpaxarllie pasHyl 3HAYMMOCTb WM YaCTOTY TeX WIN WHbIX
3aboneBaHNi B pasHbIX CTpaHax, a TakKXe pas3/nyHbie Noaxoabl
K VX pacno3HaBaHui0. TakKue «afbTepHATUBHbIE» MOAXOAbl WCKJIO-
UUTENbHO UEHHbl ANA aHaauM3a COCTOSHWA W Bblbopa nepcnekTus
pasBUTMA MEAULMUHCKON NPaKTUKM W COLMabHOW MNonuTukn. [Ans
COBETCKOr0 umMTaTens wusy4yatb pasfefibl 0 NepuHATONornm Xxena-
Te/lbHO NapasnfiefibHO C OCHOBHbIMW  OTEYECTBEHHbIMW PYKOBOACT-
BaMW M MOHorpadusaMm nocnegHux net. K HUM oTHocaTcsa: «Heo-
HaTtofnormsa» nog pegakuven B. B. FaBprowoBa u K. A. COTHWKO-
Bo (1985), «HeoHaTonormsa» noa pegakumein H. M. LWabanosa
(1988) , «MMaTonornyeckas aHaTomMms 6one3Heli naoga M HOBOPOX-
JeHHoro» nog pegakumeid T. E. MBaHoBckoi w J1. B. JleoHoBoOW
(1989) , «Cerncuc HOBOPOXAEHHbIX» A. [l. OcTtposckoro n A. C. Bo-
po6beBa (1985), «Achukcua HOBOpPOXAeHHbIx» H. . Lla6anosa,
B. K. flpocnaeckoro, . A. XogoBa n B. A. Jllo6umeHko (1990).
Bonblwyo Nonb3y uMTaTeNto MOXET MPUMHECTU M 3HAKOMCTBO C He-
KOTOPbIMA OYeHb YAayHbIMW MEPEeBOAHbIMW M34AHUAMW MOCAELHMUX
net:  «bakTepuanbHble MHMEKUMM NA04a W HOBOPOXAEHHOr0»
M. A. flaBuca n J1. A. Totedopca (1987), «pakTuyeckas HeoHa-
Tonorua» B. Muagnuna u V. Bouena (1986), «PecnupaTopHble pac-
CTpOliCTBa Y HOBOPOXAEHHbIX» K. Buktopa B. X. (1989).

lnaBbl, MOCBSILLEHHbIE HACNEACTBEHHbLIM U BPOXAEHHbIM 3a60-
NEBAHNAM, MPeACTaBNAAOT B HACTOSILLEM TOME CBOEOOPA3HYH 3HUU-
KMoMeanio MeAWLUHCKOW TFeHeTUKU Ans neguatpa. O6palleHHOCTb
3TUX pas3fgenioB K MeguaTpy W faxe neanaTpy-HEOHaTosory BbiTe-
KaeT y>Xe M3 TOro, YTO OCHOBHble CBEAEHUS OTHOCSATCS K Mepuomy
HOBOPOXAEHHOCTU U paHHeMy Bo3pacTy. OCOGEHHO LEeHHbIM Mnpef-
CTaBnsieTcs BK/KUEHWe pasfena no AucMopdoniorMm, B KOTOPOM
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NpvBeAeHO CUCTEMHOE OMucaHWe reHe3a BPOXAEHHbIX aHOManuii
pasBUTUSA HeHacneACTBEHHOro npoucxoxgeHus.  Cyw,ecTBEHHOe
BHMMaHWe yaeneHo Hanbonee pacnpoCcTpaHeHHbIM 3K30reHHbIM
(hakTOpam TepaToreHesa, a TaKXe TeHeTUYEeCKOMY KOHCYNbTUPO-
BaHWIO. B oTAnMuve OT cofepxaHus pasfena B 12-M uv3gaHum
«PykoBoACTBa» BK/YEHbl W [NaBbl MO MyKOMosuMcaxapugosam Wu
HapyweHusaMm obMeHa NMNONPOTeMHOB. HecmoTps Ha un306wnve
KMHNKO-OMOXMMUNYECKMX AaHHbIX B 3TUX pasfenax n ux cuctema-
TU3auMi0 Ha  OCHOBAHUM OWOXMMWYECKUX  HapyLUeHWW, uyuTaTesb
nosyyaeT JOCTaTOYHOE MNpefCcTaBfeHne O KAVHWYECKOW CMMMATOMAaTo-
nornn 6narogapsa o6unuio Tabnuy ¢ KIMHUYECKMMU XapaKTepucTu-
KaMun 6one3Hei. VI3 0TeyeCTBEHHbIX M3AaHWUIA MOCNEAHMX JIET MOX-
HO yKa3aTb Ha CMpaBOYHWK NoAo6HOro Tuna «HacnegcTBeHHbIe
CUHOPOMbI N MEeAMKO-reHeTUYecKoe KOHcynbTupoBaHue» C. U. Kos-
nosoii, E. CemaHoBoii, H. C. Aemukosoiri, O. E. BAnMHHMKOBO/
{1987). N3 nepeBogHbIX MOHOrpaguii  uMTaTeNto LenecoobpasHo
NO3HaKOMUTbCS C KHUION «PaHHSAS AMarHocTMKa 60/ne3Heit o6meHa
BewectB» P. M. KoHa u K. C. PoT (1986). MOXHO 6bITb yBEpPEH-
HbIM, YTO [NaBbl, MOCBALEHHbIE KVMHWYECKOW TFEHETUKE, MPUHeCyT
0C06Yyl0 NOSb3y HaWKUM 4unTaTenssM eule M B Cuay OTHOCUTENbHO
cnaboli MoAroToBKM 6OMbLUMHCTBA MPaKTUYECKUX Bpayeill U CTydeH-
TOB MO 3TUM BaXKHEWLIMM pasgenam negnaTpuu.

Mpoteccop V. M. BOPOHL,0B



MPEHATAJIbHbLIE HAPYLWIEHWNA 6

MPEHATAJIbHBLIE ®AKTOPbI B PA3BUTI
3ABONIEBAHUN Y OETEN

FTEHETUWYECKWE ®AKTOPbI

leHeTMYeCKMe HapyLeHWS 4acTo CAyXaT npuyvHoi 3abonesa-
HWIA, UHBaNMAM3auum N cmeptn geteil. Y 11— 16%' 60/bHbIX, MO-
CTynawwmnx B negnarpuyeckre OTAENEHUSA KIUHWUK, ONArHOCTUPYIOT
reHeTuyeckoe 3aboneBaHue. Y 1—2 % HOBOPOXAEHHbIX BbISBAAIOT
HacneACcTBEHHble MOPOKM pa3BuTuA N y 0,5 % — BpPOXKAEHHbIE Ha-
pyweHuns MeTabonmMsama WM MNOJIOBbIX XPOMOCOM, KOTOpble He
006ycnoBAnBalOT (PU3NYECKMX aHOManMA U MOryT ObiTb OMNpeaeneHbl
TO/LKO MPW MpPOBefeHUM creynasnbHbiX  N1abopaTopHbIX MCCnefo-
BaHWiA.

K Tunam 6MOXUMMWYECKMX  HapYLeEeHWUR, WUAEHTUPULNPOBAHHbIX
KaK MNpuYMHblI reHeTu4eckux 3aboneBaHWid, OTHOCATCA 3amelleHune
O[HO/ aMWHOKMCNOTbl B Monekyne 6enka (Tak HasblBaeMmble cep-
NOBUAHO-KNETOYHblE 60M€3HN) WM U3OLITOYHBIA CUHTE3 aMWHO-
KUCNOTHbIX OCTaTKOB B MOJeKyne 6enka (Hanpumep, OCHOBHOIO
KOMbLa remorsiobrHa), CHUXeHue aKTUBHOCTUM (pepmeHTa, B HOpMme
JIOKa/IN30BaHHOI0 B /IN30COMaX, MUTOXOHAPUSAX WIN BHEK/IETOYHOM
npocTpaHcTBe (Hanpumep, (EHUKETOHYpUSA Npu geduunTe AUrna-
ponTepuanHpeaykKTasbl) W cuHapom Jinepa—[fAannoca Tun VI
npu gdeduuute nenTuaasbl MNPOKOJNAareHa; HefoCTaTOYHOCTb CUH-
Tesa crneumduyeckoro 6enka waM  rAMKOMNPOTEMAHONO KOMIJeKca
(nATHMCTaA  AUCTPOMS poroBuubl, 06yCNoBAeHHas AehuuMTOM
CMHTe3a KepaTaHCy/b(aTrnpoTeornMkKaHa), a TakXe HapyLleHus
6uocmHTe3a (Hanpumep, NojaBfeHWe akKTMBHOCTM Q acTepasbl Npu
HacnefCTBEHHOM aHTMOHEBPOTUMYECKOM OTEKE).

B HacToswee Bpemsa o6HapyXeHa fokanu3aums MHOTUX FeHOB
B pas/IMyHbIX XpoMoOcOoMax. BHeapeHne MeTOAOB pPeKOMOMHAHTHO
AT K pano BO3MOXHOCTb KapTUPOBAHUA TEHOB, a TaKXe 3Hauu-
TeflbHO Jlerye CTano BbISABNATL AeNeuunm M NepecTaHOBKW, 3amelle-
HVEe TeHOB, AB/AKOLWMECH OCHOBOW 0O6HapyXMBaeMblX (PepMEHTHbIX
HapylweHuii. Pa3paboTKa HOBbIX METOLOB OKpPAackyM XPOMOCOM Ye-
NOBEKa W BbIIBIeHWE CKPbITbIX Aynavkauuii n geduumTta XpoMo-
COMHOro MaTepuana 3HauMTeNlbHO pacWupuan MOHUMaHNEe XPOMO-
COMHbIX HapyLleHWi y yenoBeka.

bonee nosHOe MOHMMaHWE OCHOBHOIO AedieKTa NpU MHOIMUX
reHeTUYecKnX 3ab0/M1eBaHMAX W3MEHWO  CYLeCcTBYIOLWMNE KIMHUYe-
CKMe knaccuukaumu. Hanpumep, pasHble TUMbl remMouInn B Ha-

9



cTosiwee BpeMS UAEHTUMULMPYIOT NO YPOBHIO aHTUIeHa W CBEPTbI-
Batouwieli aktmBHocTu VIII akTopa. FOMOLUCTUHYpPUS, paHee cuu-
TaBlasaca oAHMM  3aboneBaHMeM, KakK OKa3anocb, npefcTaBnset
cob60oii  MpOSIBIEHNE  HECKOMbKMX  MEeTabo/IMYECKUX  HapyLUEeHWIA.
JepuumTt  rnokoso-6-ocpataervgporeHassl (M-6-®4)  mMoxeTt
6bITb 00yCNOB/IEH HE TO/IbKO OAHUM FEHHbIM HapyLleHWeM, HO, BO3-
MOXHO, 6onee 100 oTAeNbHbIMM FEHETUYECKMMMU OLnbKamu, 60/b-
el 4YacTbl0 3TO — KakK MWTOr  3amelleHMs OAHOM  aMWHOKWUCAOTbI
B MOJieKysie hepMeHTa.

NeTanbHoe 3aboneBaHue, cuyMTaBLIeecsd paHee 06YC/I0BAEHHbIM
TONbKO OAHWM FeHeTUYECKUM HapylieHnem (HecoBepLUEHHbI OCTeo-
reHes), CBA3aHO C HECKO/MIbKMMWU HapyLEHUAMW TeHa KosareHa,
B TOM 4uUCMe C BHYTPEHHVWMW [AeNeHWsAMU B CTPYKTYpe FeHa, ero
HEecnocobHOCTbIO (POPMMPOBATL HOPMasibHYK CTPYKTYPY M KOHTPO-
NMpoBaTb CeKPeTUpoBaHMe KneTkamMn npeallecTBEHHUKOB Ko/na-
reHa. VigeHTUdUKaumMa reHeTUYeCKMX MapKepoB C MOMOLLbID sBJie-
HUS nonMMopgu3Ma O/IMHbl PEeCTPUKLWOHHBIX (parmMeHTOB, KOTO-
pble TecHO cBfi3aHbl C MyTaHTHbIMW TeHamMu, MO3BONSET B MoOcne-
OyIOLWKNX MOKONEHMAX OBHapy>XmBaTb MyTaHTHble reHbl npu 6ones-
HU TeHTUHrToHa, remogunmm B un Tanaccemmm.

Y uyenoBeka O6blI0 BbISAB/AEHO 4YeTblpe KaTeropmm reHeTUYeCcKnx
HapyLIeHNA: eANHCTBEHHbIA MYTaHTHbIA reH, M3MEHEHUS XPOMOCOM,
MyNbTUGAKTOPUanbHbIA TUN HacnegoBaHUA W LMTOMIa3MaTuyeckoe
HacnegoBaHue. bbbl nNocTynMpoBaHbl, HO He AOKasaHbl WU Apyrue
reHeTUYeCKMe HapylleHWsl, HanpuMep OTCPOYeHHas MyTauus, Mpo-
ABNAKOLWANACA B OTBeT Ha [feicTBME (haKTOpPOB OKpYyXalwlen cpe-
Obl, NN geneums B XPOMOCOME, BbISIBASAKOLWAEA AeliCTBUE COCeHEro
reHa Wan [AONycKawLlias 3KCMpPeccuto AelicTBUA MYTaHTHOroO peuec-
CUBHOMO reHa Ha roMoJSIOrMYHYK XPOMOCOMY.

Mpn KAWHWYECKOW OUEHKE W fledYeHUU pJeTeid C HacnenCTBeH-
HbIMW 3a60n1eBaHUSAMU OCOIGEHHO BadKHbl TpW KpuTepusa: 1— pac-
no3HaBaHWe Hac/leACTBEHHOro xapakTepa naTtonoruu; 2— ycTaHOoB-
NeHne Tuna HacnefoBaHWs; 3— NPOSICHEHWE KAWUHMYECKOW npupo-
Obl 3aboneBaHUs, B TOM 4MUC/E MOHMMAaHWE puUCKa BCTPEYAEMOCTMU
3a6oneBaHna y CUMGANHIOB WKW APYrMX 4YIEHOB CeMbW. Pacno3Ha-
BaHWe HacneACcTBEHHOro XxapakTepa 3abofnieBaHMA MOXeT OblTb 3a-
TPYAHEHO, ecivu Yy 60NbHOro HeT 60MelLWmx pPoACTBEHHUKOB. Bpau
[O/MKEH 3HATb TUMbl FEHETUYECKMX 3abofieBaHU U ObITb CNOCO6eH
NMOEHTN(PULMPOBATb WX NPU3HaKW,  UCMOMb3ys COOTBETCTBYHOLME
noco6us (Hanpumep, MOHorpagus «MeHeneBcKuii Tun Hacnego-
BaHWA Yy 4enoBeka» McKusick), B KOTOpbIX nepeyncrieHbl COCTOS-
HUS, 06YC/NOB/IEHHble [eACTBMEM eAMHWYHON0  MYTaHTHOrO reHa.
[na onpefeneHns HapylleHW, CBA3aHHbIX C My/bTU(aKToprasb-
HbIM TWMOM HacnefoBaHWA, He NPWUroAeH HW OAWH KaTanor Ha-
CNeACTBeHHbIX 3aboneBaHWiA; WX pacrno3HaBaHWe 3aBUCUMT OT OCBe-
JOMJIEHHOCTM Bpaya. TofIbKO AN OnpefeneHnss XPOMOCOMHbIX Ha-
PYWeHWi  cywecTBylOT slabopaTopHbie TecTbl, MNO3BONSAKLME
BM3Yya/lbHO pacno3HaTb FeHeTUYECKUn aedekT.
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EQVHUYHBIA MYTaHTHbIW TeH

Kaxablil eAUHUYHbBIA MyTaHTHbIA Terr NposiBNsSeTCA N0 O4HOMY
H3 YeTbipex TWUMOB MeH[ENeBCKOro Hac/iefoBaHUA: ayTOCOMHO-pe-
LEeCCUBHOMY, ayTOCOMHO-LOMWHAHTHOMY, X-CLienjieHHOMY peLec-
CUBHOMY M X-CLUEnJeHHOMY AOMWHaHTHomy. B Ta6n. 6-1 nepeuuc-
NeHbl HEKOTOpble 4acTo BcTpevawlmnecs  3abonesBaHUss € 3TUMK
TMnamn HacnegosaHusA. MeTon TpyrnnupoBKU TeHeTuyeckux 3abo-
neBaHWii vacTo 6blBaeT MOME3HbIM AN WX KIAMHWYECKOro onuca-
HMA. Takue OCHOBHblE KOHUEMNuUMW, Kak CTpykTypa mosiekynbl AHK
N nepejaya reHeTUYeCKOn MHGOpMaLMM nepBoHavyasbHO MH{opMa-
unoHHoii PHK (nPHK), a 3aTem topmMupoBaHue crneymnguyeckoro
nonvnenTuaa, NOMOrN O6bACHUTbL OCHOBHOIM AeeKT npuv HeKoTo-
pbix 3aboneBaHMAX. K HUM OTHOCATCA MHOrOYMCNEHHbIE HapyLue-
HUA CTPYKTYpPbl FeMOrnobuHa, npy KOTOPbIX MEPBUMYHbIE Hapylue-
HUA BKNHOYAOT B cebsA 3amelleHWe OAHMX aMWHOKMUCAOT ApYyrvMu
N VX geneuuvio, yaJMHeHWe rno6MHOBLIX Ueneid W CAvsHue, Win
«rmbpung», rnobuHOBbLIX Ueneil. [pyrve MexaHU3Mbl —Mepefayn
reHeTUYeCKo uHdopmaLmu, onpefensiemble MpU U3YYEHUU MUKPO-
OpraHn3moB, HanpuMep pasHble TWMbl FEHHbIX MyTauwuii, reHbl-pe-
MPeccopbl, TeHbI-PeryiAaTopbl, A0 CUX MOP elle He WCNoMb3yTcs
ONS MOHUMaHMA reHeTMYecKux 3aboseBaHWin YenoBeKa.

Ana o0603HayeHMs efMHUYHbBIX MYTaHTHbIX TEeHOB WCMO/b3YIoT
MHOrOYUC/IEHHbIE TepMUHbI. Tak, 23 XpPOMOCOMbI CnepmaTo3ouia,
COeAMHAACL C 23 XpPOMOCOMaMu SRLEKNeTKU, 06pas3yloT 3UroTy
C 23 mapamu XpomMocom. [eHHbI /OKYyC — MecTo JsioKanu-
3auMn onpefenieHHOro reHa B OMNpPefesieHHOW Xpomocome. Pesynb-
TaTbl WCCNefOBaHWM MOC/AeLHEr0 BPEMEHM CBUAETENLCTBYIOT O TOM,
4YTO KOAMpYylolMe 4acTu reHa, HanpuMep reH 6eTtarnobuHa, npe-
pblBalOTCA BCTaB/IEHHbIMM MocnegoBaTensHocTaAMM  JHK pasHoli
ONVHBbL. 3TN BCTaBMeHHble nocnegosaTtesibHocT AHK oTcyTcTBYIOT
B 3penoii MPHK, cooTBeTcTBylOUWei reHy. [On8 KaXporo cyuiect-
BYeT aHasior ¢ TOW >Ke foKanusauuer B TFOMOSIOTMYHOM (gpyras
napa) XpoOMOCOME; WAEHTUYHYIO napy /10Kyca Ha3blBalOT ToOMO/0-
TMYHBLIM JIOKYCOM. [eHbl TrOMOMOrMYHLIX JIOKYCOB  Ha3blBa-
IoTcA annenamMu. AnnefbHble FeHbl aHanornyHbl (T. €. 06bIYHO
KOAVPYIOT OAUH W TOT XXe MNpu3Hak), HO HepeAKO OblBatOT HeupeH-
TUYHBIMUW; MOXET ONpefenATbCA 3HauynTenbHasd BapuabenbHOCTb BO
MHOrMX TuWMax CbIBOPOTKN OENKOB Yy /UL, KaK OAHOM K TOM Xe
pacoBOM NpUHAANEXHOCTW, TaK W npeacTaBuTesneli pasHbIX paco-
BbIX rpynn. C TOYKM 3pEeHUs TeHETUYECKOW BapumabenbHOCTM MHO-
rMX FeHHbIX JIOKYCOB MOXHO MPOU3BOJIbHO CYUTATb, YTO HEKOTOPble
reHbl MyTaHTHbl; OObIYHO pasvyMe COCTOMT B TOM, YTO MYTaHT-
Hbli reH OKa3blBaeT OCHOBHOe oOTpuuaTenbHoe aelicTeme. Ecnn oH
HaxoguTca B JIOKyce 1-1 XpOMOCOMbI, HO He B TFOMOJSIOTMYHOM J10-
Kyce [ApYro napHOi XpOMOCOMbl, 60/bHON FeTepo3UroTeH
Mo OTHOLWEHWIO K 3TOMY MYTaHTHOMY reHy. Ecnu y reteposurot-
HOro WHAVBWUAA TEH He MNpPOSABMAETCHA, ero Ha3blBaldT peLecCuB-
HbIM, €C/N e NpuM 3TOM COCTOSHUW MYTaHTHbIA TFeH nposBns-
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Ta6nuuya 6-1. 3a6oneBaHus, O6YCNOBNeHHble [eACTBUEM OAMHOYHOTO MYTAHT-

HOro reHal

leHeTuyeckoe 3abonesBaHue YacToTa reteposuror

AYTOCOMHO-PELIECCMBHBIA UM
HacnefoBaHus!

ALPEHOreHUTaNbHbIA  CUHA-
pom

ANbOUHM3M  TUPO3MHA300T-
pyLaTenbHbIN

ANbGUHM3M  TUPO3UHA30MO-
NOXUTENbHbIA

LedhnunT CU-aHTUTPUNCUHA:

/ Tvn SZ Pi
1 ™vn ZZ
KuncTosHbI hrbpos 4% (nMua esponeo-
naHon  nonyns-
UM,  NpoXuBaro-
wye B CLUA)
["anakTo3emns
emMornobuH:
S-S (cepnoBugHo-kne- 8% (nvua Herpowa-
TOYHast aHeMus) HOM  nonynsuuu,
NpoXusaroLmne B
CLUA)
S-C 3% (nmua Herpowa-
HOM  monynauun,
npoxusarwoupe B
CLWA, o6nagatoT
remorn1061MHoOMm
A-C)
S-P-Tanaccemus 1% (nmua Herpouna-
HOM  monynsuun,
npoXxuearolime B
CLUA)
(3-Tanaccemus no  16%  (kutenn
NTanun)
MeTaxpomaTunyeckas fenKoamcT-
podms
CuHgpom lypnepa npu gedmunte
a-naypoHunaasbl
CuHgpom CaHdumnmnno
PeHnNKeTOHYpYA
bonesHb Tes—Cakca 3% (eBpen, NPOXu-

Batowme B CLUA)

12

Yncno nopaxeHHbIX Ha 1 MAH
HOBOPOX/AEHHbIX

25
25

(mua  eBponeona;
240  HoiA nonynsaumn

6000 npoxusatowime B

Lseuunn2)
2701

(Mua  eeponeowns-

Holi nonynaummn)
25

1600 (fMua  HerpougHou

nonynsiuun, MpoXu
Batowme B CLUA)

1200 (70 xe)
600 (» »)

100 (» »)

400 (ropopackve  >kuTenu
CLWIA, Bbixogubl u3

Cpeavi3eMHOMOPCKOro
bacceiiHa)

25
25
20

70 (nvua  eBpOMEOVAHOA

nonynsuun)

400 (eBpen AulKeHaswn,

NpoXxuBeatoLime
CLUA)

B



l'eHeTuyeckoe 3aboneBaHune YacToTa reteposHrot

AYTOCOMHO-AOMUHAHTHBIA TWM
HacnefoBaHUs!

AxoHAponniasna
AKpouedanocuHaaKTUANA
(cvHgpom AnepTa)
AHnpuamsa
HecoBepLUeHHbI  AeHTUHOre-
He3
Mne4yeKOHeYHOCTHO-NNLIEBAA
hopma  MbILEYHOW  AUCTPO-
thun
Xopess [eHTUHrToHa
mnepnunonpotengemus, Tmn |l
(cemeiiHasn rmnepxosnecTepuHe-
MHS1)
CuvHgpom MapdaHa
HelipotmbpomaTos
MonnkncTo3 nouyek (Bce TUMbl)
PeTuHo6nactoma
TaHaTohopHas KapiMKOBOCTb
Ty6epo3Hblii Ck1epo3
CvHppom BapaeHb6ypra

X-CUEM/MEHHbIN PELECCBHBIA TN YacToTa  KEHLUMH-
HacnefoBaHus HocuTenei

ArammarnobynmHemunsi  bpto-

TOHa

Anb6UHW3M rnas

HecoBepLUeHHbI amenioreHes

bonesHb ®abpu

Axpomatoncus (deutan)

(protan)

HecaxapHblii anabeT Hepo-

reHHbI

Oepnunt M-6-0[ (appukan- 24% (amepukaH-

CKUA TN A-MUHYC BapuaHTa) CKMe  >KeHLUMHbI
HerpoungHoli nony-
naumn)

XPOHUYECKWIA rpaHyIoMaTo3

MbllweyHas auctpodma [to-

LUeHHa

OedununT daktopa VIII (Te-

Mocmnmsa A)

OednunT daktopa IX (remo-

unmH B, 60ne3Hb Kpucrma-

ca)

CnHgpom [yHTepa

NxTno3

MArMEHTHBIA PETUHUT

1[aHHble Benirschke K. Carpenter G, Epstein C. u gp.

Fetal and Perinatal Disease/Eds. R. L. Brent M. J. Harris.
Pub. No. (NJI1) 76—853, 1976 pp. 219—26

1).
1 faHHble Sveger T. (N. Engl. J. Med.. 1976, 294: 1316).

MpogonxeHue

Uucno nopaxeHHbIX Ha 1 MAH

HOBOPOXAEHHBbIX

10-15
10
40
2-1

6% My>XUUH
2% MY>XUNH
01

10—14% nwny, HerpougHown
nonynaumn, npo-
XKUBAKOLLUX B

CWA
-5
200—220

~ 100—120
20—30
20

200
4-5

(In: Prevention of Ewbrionic,

— Washington, D. C.:

DHEW
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eTcA, ero HasblBalOT [JOMWHaHTHbIM. YesoBek, Y KOTOpoOoro
OANH N TOT Xe MyTaHTHbII7I red npucyTcTtByeT B 060MX roOMOOrny-
HbIX JIOKyCax, TOMO3UroTeH TMO 3TOMY TrEHYy. AyTOCOMHO-pe-
LeCCMBHbIE TE€Hbl KIMNHUNYECKN TIPOABJIAKOTCA TOJ/IbKO TMpPpU TroOMO3un-
FOTHOM COCTOSHUWN. 3TU pasnnyna mexpay peueccMBHbIM 1 OOMU-
HaHTHbIM TeéHaMWn CTa/in CNOpPHbIMU NOCNe NoABNEHNA BO3MOXHOCTU
VI,D.EHTI/ICbVILI,I/IpOBaTb reTeposnroTHoe CoctodHme C TMOoMOLLbHO 6uo-
XUMUYECKNX METOAOB WM Npn nNpoABNEHNN TETEPO3UTOTHOCTUN HeE-
3Ha4YNTEJIbHO BbIPpaXXEHHbIMW TPU3HaKaMn 3aboneBaHuA.

Ka)K,U.bIVI T™™MnN MeHAeneBCKOro HacnepoBaHuA oOTAM4YyaeTca npu-
3HakaMW, KOTOpble MOryT ObITb MOME3HbI aona AgnarHoCTUKM Wnnn
MeANKO-TreHETUYECKOIo KOHCY/IbTUPOBaHUA pO,ﬂ,MTeﬂel\fl, Y KOTOpPbIX
poannncob 60/1bHbIE OeTn, Nno BoOnpocam p,aane|7IUJero nnaHMpoBa-
HUNA CEMbMN.

AYTOCOMHO-PELIECCUBHbIA TUM HAC/IELOBAHUA

PopgocnoBHas npw 3ToM Tune HacnegosaHusa (puc. 6-1) oTau-
yaeTca TeMm, 4To Yy pebeHKa, POXAEHHOro OT ABYX FeTepo3UroTHbIX
poguTenei, cywecTtByeT 25 % PUCK rOMO3UIrOTHOCTU (T. €. B OAHOM
cnyyae u3 ABYX pebeHOK MOonyyaeT MyTaHTHbIA FeH OT Kaxaoro
pogutena: V2X 12= 1i)', My>XUYMHbI 1 XXEHLLNHbI NOPaXKatTCA C O4U-
HaKOBOI 4acTOTOM; MOPaXeHHble WHAVMBWAbI MNOYTW Bcerga poXx-
[aloTca TONMbKO B NEPBOM MOKOMEHUM CeMbW; AeTu 60/bHOro (romo-
3UrOTHOr0) HOCUTENA BCErga reTepo3uroTHbl; AETU TOMO3UFOTHOrO
poauTens MoryT ObiTb MOpaXeHbl TOMIbKO B TOM C/ly4ae, ecim ero
poouTenn reTepo3nroTHbl (4TO Cc/yyaeTcs peako  U3-3a HU3KOM
YacTOTbl PeLecCMBHbBIX MNATOMOMMYECKNX FrEHOB B 06LLe nonynaunm).

Mpy M3BECTHOI 4acTOTe ayTOCOMHO-PELLecCCMBHOro 3abosnieBaHus
no ¢opmyne Xapam—BailiHb6epra MOXHO paccumTarb 4YacTOTYy reTe-
po3uUroT WM COCTOAHWA HOCUTENbLCTBA reHa: p2+ 2pg+ g2= 1
rge p—vacrtota OAHOM w3 nap annenei, a — 4vactota ApPyron.
Hanpumep, npn uvactoTe KuMcTOoMbpo3a y ameprkaHLeB eBporneo-
ngHon nonynauum 1 Ha 2500 (p2) MOXHO paccuMTaTb 4acToTy
retepo3unrot (2pq): npu p2= 1/2500 p= /50 un q=49/50; 2pqg=
=2X 1/50X 49/50, vnn npumepHo 1/25 (unmn 3,92%).

Kaxablii yenoBek, BO3MOXHO, 06n1ajaeT HeCKO/bKUMU peaKMmMu
NaTo/OrMYeCKUMN PeLeccnBHbIMU reHamu. MOCKO/IbKY 3TU MyTaHT-
Hble TeHbl YacTO He BbIABAAIOTCA MPW MNPOBEAEHUM NlabopaTopHbIX
nccnegoBaHuiA, TO NaTONOrMYECKNE PeLecCUBHbIE TeHbl Yy reTeposu-
FOTHbIX 0CO6eil 0OHapy>XMBalOTCA O06bIMHO MOC/e POXAEHWUS TOMO-
3UrOTHOrO (M NO3TO'MYy MOPaXEHHOro) pebeHKa. Y poguTeneid, co-
cToAWMX B 6AM3KOM POACTBE, CywecTByeT 60nblWWA  puUCK 6bIThb
reTepo3uroTHbIMM MO OAHOMY W TOMY >KE€ MNaToNOrM4YeckKomy reHy,
TaKk KakK ux npegkym ogHu mn 1e Xxe. B CWA wn gpyrux crpaHax
'6/IM3KOPOACTBEHHbIE 'Opaky pefKu, Mo3TOMy ObI10 MNPOBeAeHO He-
60/1bLLOe YMC/IO TEHETUYECKUX WCCNMEfOBaHUA C LENb0  BbISBUTb
MOBbIWEHHbIA PUCK AN 340POBbIX POAUTENER, HaxoAAWMUXCA B
6/1M3KOM poAacTBe. B COOTBETCTBMM C AOCTYNHbIMUA [AHHLIMU PUCK
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O603Ha4yeHns

OfHa napa ayTocom

OAVH aHOMa/lbHbIN TeH

O My>KUuMHbI O)KeHu_leb
a 3 [eTepo3unroThl
BonbHble
MokoneHne

I 1 O

Puc. 6-1. AyTOCOMHO-PELECCMBHBIA TUM HAacNefOBaHUS.

Ona  poauTeneln — ABOWOPOAHbLIX 6paTa W cecTpbl UMeTb pebeHka
C BPOX[eHHbIMW AedeKTamMn B 2 pasa npesblwaeT 4 % puUCK B OT-
HOLUEHUW 3[0pPOBbIX, HO He  COCTOAIWMX B POACTBE, pOAUTENEiA.

AYTOCOMHO-AOMUHAHTHbIA TUM HACNIEQOBAHUNS

3 poAocnoBHOW, MpeACTaBfIeHHOW Ha puUc. 6-2, MOXKHO BUAETH,
UTO 3a60/1EBAIOT KaK YXEHLUMHBbI, TaK U MY>XUMHbI, YTO TeH mnepe-
JaeTcs OT OfHOro U3 poauTeneli peGeHKy W UYTO MyTaHTHbIA reH
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[NokoneHve

ittt

Puc. 6-2. AyTOCOMHO-AOMMHAHTHbIA TWN
HacnefoBaHMs (CM. 0603HaYeHUs K puc.
6-1).

06ycnoBsieH CNOHTaHHOW MmyTa/
UMeil. pUCK TOro, 4YTO pPebeHoK
MOpPaXXeHHOro  poaunTens 6ygeTt
HacefoBaTb XPOMOCOMY, COAEp-
ALy  MyTaHTHbIA  ren, Cco-
ctasnget 50 %m

HACJIEQOBAHWE IO
X-CLUEMJIEHHOMY
PELLECCMBHOMY TUIY

N3 popocnoBHOW, npeacTaB-
NEHHOM Ha puc. 6-3, MOXHO BWU-
[JeTb, YTO K/MHUYECKME NPU3Ha-
K/ 3aboneBaHMs  BCTpedvaroTcs
TONMbKO Y MYXYMH W 4TO 3a60-
NneBaHWe nepefjaeTca emy OT
XKEHLUMHbI — HOCUTENA petiec-
CMBHOIO reHa. ¥ O60/bHbIX MYX-
UAH POXAAKTCA  [0oYepy — HO-
CUTENN MYTAHTHOFO reHa, HO He
poxpaaTca  60MbHble CbIHOBbS,
HO BHYKM (ManbyuMkKu), pPoAMB-
lwurecs  OT  MX  Jodepeild —

HOCUTENEN MYTaHTHOIO TreHa, MOFYT ObITb 60/bHbI. Y YXEHLUHbI-
HocuTensa cyuwiecteyet 50 % puck nepefgatb XPOMOCOMY C MYTaHT-
HbIM FEHOM KaXgomy pebeHKy. [dpyrumu cnosamu, y Kaxpaon ee
poyepn cyuwectyeT 50 % pucK ObITb HOCUTESIEM, a Y KaXaoro

cbiHa — 50%

MokoneHune
1 0710
it ft
XX xy
I erTMn

V it

t ff
Vo5 0 2)
it if if

S| X-xpomocoma

PUCK yHacnenoBsaTb

ITO 6
it 7 ff if ff

O 06 10 6 1
ftif if

t Y -xpomocoma

MYTaHTHbIA TeH W© 3a6oneTb.

A DiO
ft ft ft ftjtf

- \th) O
ro ft ffof o ff

() XeHwWwmHa-HOCUTEND

Puc, Gg;DPeueccmsHoe HacnefoBaHve Mo X-CLenneHHoMy Tuny (cM. 0603HaueHUs

K
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TL/L/ 1«

CnepoBaTenbHO, MPAYKaXpoii 6epeMeHHOCTM  XKEHLMHA-HOCUTENb
ymeeT 25 % pucka poanTb GONBHOrO CblHA.

\ [lepBOHa4yasnbHO 06e C-XPOMOCOMbl >XEHCKOW 3UroTbl aKTWBHbI.
CnyyaliHaa MHaKTMBauUWA OLHOW M3 X-XPOMOCOM B KaXK[0W KneTke
BCTPeYaeTCa Ha PaHHUX CTagusax pasBuTusa nnopa. VHakTuBMpO-
BaHHas X-XpOMOCOMa, PenIMumMpylollasaca no3gHee aKTUBHOMA,
CTaHOBUTCA Maccoil NOJOBOr0 XpomMaTuHa, wam  Tenbua bappa,
KOTOpPOEe MOXEeT ObITb BbISIBMIEHO B A4pe KNEeTKM PsAAOM C ero Mem-
6paHoOi. 3Ta WHaKTMBauuMsa, MONyyuMBLUAA Ha3BaHWE /TMOHMK3aA-
umm (No umeHn MaYy Lyon, Bnepsble OMNUCaBLUER 3TOT MpoLecc),
3almaeT XeHLWNHY-HOCUTeNns oT  [eiCTBUSA X-CLENIEHHOro My-
TaHTHOIrO PeLleCCMBHOrO- reHa, TakK Kak CyllecTByeT 60/bllas Bepo-
ATHOCTb MHAKTUBMPOBaHUA  X-XPOMOCOMbI, COAepXKalleihi MyTaHT-
Hbli reH, npuvyeM 3Ta BepPOATHOCTb paBHa TakoBOW W Apyroii
X-xpoMmocombl. CnefoBaTesibHO, Y HOCUMTeNs MpOSIBASETCHA OeicT-
BMe MyTaHTHOro reHa B cpegHem B 50 % kneTok. Bcnepctsme 3To-
r0 Y >KEHLWWHbl — HOCUTENA KNacCU4YecKon remomamm OyayT CHU-
XeHbl YpOBeHb W aKTuBHOCTb VIII akTOopa, HO ero ypoBeHb He
CTO/Ib HWU3KWIA MO CPaBHEHWIO C TakoBbIM Yy ee 6osbHOro 6pata
WNN CbiHa.

HACJTIEQOBAHUE MO X-CLUEMIEHHOMY OOMWHAHTHOMY TUMY

KpaiiHe Heb6onbloe 4YMCNo X-CUenneHHbIX AOMWUHAHTHbIX FeHOB
ObII0 NAEHTU(PMLMPOBAHO Y YesioBeKa. K HUM OTHOCSATCA BUTaMMH
D -yCTONUMBbIA pPaxuT M CUHAPOM MHOXECTBEHHbLIX MOPOKOB pasBu-
TNs. OCHOBHblE XapaKTePUCTUKMK MPeLCTaB/ieHbl B POAOCNOBHON Ha
puc. 6-4: MopaxalwTcs KaK >XXEHLWMHbl, TaK N MY)XX4YUHbI, HO Yy MO-
cnegHux 3aboneBaHWe MpPOTeKaeT TsXXefnee; OHO MepedaeTcs U3
NMOKOJSIEHUA B MOKONEHWE, BCe Ao4yepyn 6ONbHOro oTua 6yayT 60/b-
HbIMW, HO CbIHOBbS He 3ab60/eBaloT.

MYNbTUGAKTOPUATIbHLIN TUM HAC/IELOBAHUNSA

TepMUH «MyNbTUGAKTOPUANbHbIA  TUN HacnefoBaHUs» oTpa-
XaeT mpouecc, npu KOTopoMm 3abofieBaHME WKW NaTO/OrNYecKoe
COCTOSIHNE 00YCNOBMEHO AeCTBMEM OAHOro WM 6onee MNaTonoru-
YEeCKUX reHOB W (haKTOPOB OKpyXawlleli cpegpl. HapyweHus, cBs-
3aHHble C 3TUM MPOLLECCOM, BK/IKYAKOT B cebs HEKoTopble Hau-
6onee 4yacTo BCTpevawlmMecs BPOXAEHHbIE MOPOKM  pPasBUTUA W”
TakMe naToNornyeckme COCTOAHUS, KaK asnepruyeckme peakuuu,
WN30(PEHNA N HeKOoTopble TuMbl runepavnugemun  (tabn. 6-2).
Uncno reHoB, onpegensoowmx nofobHble COCTOSHUSA, HEU3BEeCTHO.
HekoTopble wuccnegoBaTenu npegnonaraldT, YTO OHW OTHOCATCH,
K «MasiblM TeHam», KaXAblii u3 KOTOpbIX MO OTAENIbHOCTWM He3so-
KayecTBeH, HO 0b6safaeT KyMynsTUBHbIMW CBOWCTBamMu, NPOSABASAIO-
WMMM  3/10KaQYeCTBEHHOCTb. npirr,g ™/ maT|paiprm Y.H1irT  4To
B MPOLECC BOBMEKAKOTCA TeHbl, OKiasblBalLLy®>aafrarénteNiBHOE BO3
gencteme. Y 4enoBeka Obl10 MAEHPUDNANDBBENNAKONKO (hak-

MegnaTprnyeckum
2 3aK Ne7l6 MEAVLMHCKNIA  UHCTUTYT 17
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'TokoneHne

p- -O Y
M
XY XX
-0
t ft
oOT4 IT11nN

X-xpomocoma Y -xpomocoma

Puc. 6-4. JoMMHaHTHOe HacnefoBaHWe MO X-CLenseHHOMY Tury (CM. 0603HaueHus
K puc. 6-1).

TOpPOB OKpYXalowen cpegbl, HO MPU WU3yYEHUN COCTOSHWIA, 06yc-
NOBMEHHbIX MYNbTU(AKTOPMaNbHBIM TUMOM HacNefoBaHUS Yy XU-
BOTHbIX, OblI0 MOAYEPKHYTO 3HAYEHME 3TUX COCTOSIHWMIA. HekoTopble
HereHeTMYecKMe (haKTOpbl, BbISIB/IEHHbIE Y YenOBeKa, BK/YAKT B
cebs Cce30HHble KonebaHUs 4acTOTbl 3ab0/eBaHWUMi, MNOBbLILIEHHYIO
MX 4acTOTY B CEMbSIX, HaxXOASLLMXCA B TSHKENbIX COLManbHO-ObITO-
BbIX YC/IOBMSAX, W YCNOBWA BHYTPUYTPOOHOro pasBuUTUS Na0ja.
Mpexae 4em 3aboneBaHMe WM MOPOK Pa3BUTUS OTHECTU K 3abo-
NEBAHUID C MyNbTU(aAKTOPWasIbHbIM TUMNOM Hac/efoBaHUs, Heobxo-
AMMO cobpaTb 3HauYNTeNlbHOE 4YMCO0 AaHHbIX O MHOTMX GOMbHBIX U
yneHax ux cemeldi. 3TOT TEPMWH He crefyeT WUCMOMb30BaTh, €Cv
npuyrMHa cemeiHOro 3a60seBaHWUS HEAOCTATOYHO SCHA.

HekoTopble npusHaku MynbTUaKTOPUaNbHOrO TWMa Hacnego-
BaHMSA aHaNOrM4YHbl TaKOBbIM MPU MEHAENIEBCKOM TuUMe HacnefoBa-
HUS eAMHWYHBIX MYTaHTHbIX TFEHOB, Hampumep 4acToTa creuudu-
YeCKMX COCTOSIHWIA BapbMpyeT B 3aBUCMMOCTM OT pacoBOi MpuHag-
nexHocTtun. Mopo6Haa pacoBass MNPeLpacrnofOXEHHOCTb COXpPaHs-
eTca nocse Murpauumn B Apyrue cTpaHbl.

Bonbwasa 4acTb NPU3HAKOB MYyNbTU(AKTOPMasbHOrO TUMa Ha-
cnefioBaHUs, OfHAaKO, OT/MYaeTCA OT MPU3HAKOB MeEH[E/IEBCKOro
TMMNa HacnefoBaHWA eAVMHWYHOTO MYTaHTHOro reHa: 1— ofuHako-
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Tabnuuya 6-2. FeHeTUYeCKne HapyLleHus,

MyanI/ICbaKTOpVIa]'IbeI M TUNOM HacnegoBaHWUA

HapyleHwve

MopoKK pa3BUTUS

3aboneBaHus
cepaua

LetekT Mexoke-
NlyOYKOBOM  Me-
peroposKm
HedekT MEX-
npeacepaHor  ne-
peropogku

HesapateHune ap-

TepuanbHOro npo-

TOKa

TeTpaga ®anno
HesapatlieHve ry6bl
1 Heba

HesapallieHne He6a

bynasosBugHasA Hora
BpoXxaeHHbIN BbIBMUX
6eqpa

BonesHb vpLUnpyH-
ra

"mnocnaguA

bonesHb Jlerra—

[MepTeca
MeHuHromvenouene

AH3HUehanmsa

SHuedanouene

PacoBasi npuHagiex-
HOCTb

MpeacTaBuTenn e.-
poneongHoli  no-
nynaumm

MpeacTaBUTENN  He-
rpoviaHONA monynsi-
umn

Hasanubl

ANOHLbI

MpeactaBuTenn e.-
poneougHoi  no-
nynaumm

MpefacTaBUTENN  He-
rpovgHoi  nony-
naumm

HaBanub

MpenctaBuTenn €B-
poneovgHoi  no-
nynsymm

MpeacTaBuTeNN He-
rpovgHoi  nony-
naummn

MpefcTaBUTENN  He-
rpovgHoiA  nony-
naumm

EBpeun

PacnpocTpaHeH-
HOCTb B 06LUel
nonynauun, %

0,23
0,1(1/1000)
0,05

0,03
0,13(1/750)

0,04

02
0,16
0,05(1/2000)

0,04

0,03
0,01
0,07(1/1400)

0,02(1/5000)
0,8(1/120)
0,2(1/500)

0,07
(KaHaga)

0,3(1/330)
(loHaoH)

0,14(1/700)
(BocToH)
0,08

OﬁyCl’IOBI’IeHHbIe

Prck noBTopHOro 3a6ose-
BaHWS Y Y/IEHOB CeMbl

JINHTN

4,4

3,3

3,0

2,9
43

3,8*
1252

7,0

3,711

4,4

60nbHOro, %

NOTOMKN

3,7

35

(poaunTe-
n)
28

'

16
35

6,2

6,0
(oTupbl)

3,0

AnLe-
Bble
61mns*
HeLpl
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MpoponxeHune

Puck noeTopHoro 3a6one-
BaHWA y YNIEHOB CEMbM
60nbHOro, %

_ PacnpocTpaHeH-
e PRI S e
nvvrn  NOTOMKM ohle
Heubl
MpenctaBuTenn He- 0,07
rpougHori  nony-
naumm
MyapTopuKaHLupl 0,2
MunopocTeHo3 0,02(1/500) 3,21 25,43 2
(NNoHpoH) 6,52 4,2*
Mpouve 3abonesa-
Knd
AHKMMo3LpYylO- 7wl
LUMA CNOHANANT 2.02
ATonuyeckne 6o- 2-3 58 24
Ne3Hn
Mcopwnas 1—2 7.8 63
LLInzothpeHns -3 6—12 40

1Ecnn 6oneH 6part.

2 Ecnn 6onbHa cecTpa.
3 Ecnn 6onbHa Matb.
AEcnu 6oneH oteu,

Bas 4yacTtoTa noBTOpeHus (06blvHO 2—10%, cm. Tabn. 6-2) y nps-
MbIX POACTBEHHUKOB — poauTeniel CHOAMHIOB M NOTOMKOB 60/1b-
Horo pebeHka (Hampumep, Yy Cynpy>Xeckoi napbl, y KOTOpOl po-
Annca pebeHOK C pacliensieHMem ryobl U Heba, PUCK POXAEHUSA
BTOpOro 60sbHOro pebeHka cocTaBnseT okono 4%; npu pacuwen-
neHUn rybbl n Heba y OAHOrO M3 poauTeNnein TakXke CyllecTByeT
4 % puck TOro, 4YTO MeEPBbIA PebeHOK poAUTCHA C aHaorM4YHbIM Mo-
POKOM pa3BuUTUSA); 2— AN HEKOTOPbIX  HapyleHWn XxapakTepHa
nosioBas MpPeapacnosioKeHHOCTb (HanpuMep, NMUIOPOCTEHO3 3Hauu-
TeNbHO Yalle BCTPevaeTcs Y MalbYMKOB, B TO BpeMs KaK BPOX-
[OEHHbIA BbIBUX 6eApa — Yy AeBo4YeK); 3— npu MNoJ06HOA MNOsI0BOWA
npeapacrnofioXeHHOCTN K 3aboneBaHUIO CyLlecTByeT 60/Mbluas Be-
POATHOCTb POXAEeHUA O0MbHbIX fAeTeit  (HanpuMmep, Y >KEHLUUHBI,
CTpajaBLUe MUIOPOCTEHO30M B paHHEM AeTcTBe, cyuiecTByeT 25 %
pUCK poauTb pebeHKa C aHanornyHblM [eeKTOM; PUCK poXAae-
HUSE 60/IbHOrO0 pebeHKa OT OoTua C MUIOPOCTEHO30M  COCTaBAsAET
TONbKO 4%); 4— BEPOATHOCTb OAMHAKOBbLIX MOPOKOB  Pa3BUTUSA
0OHOSIMLOBbIX 6/1M3HELOB cocTaBnseT MeHee 100%, HO OHa 3Hauu-
TeNbHO 60/blue, YeM Yy pPasHOANLOBbLIX OAM3HELOB; 4YacToTa KOH-
KOPAAHTHOCTU NO 60Me3HM y OOHOANLUOBLIX 61M3HELO0B Konebnetcs
B npegenax 21—63 % npu 3aboneBaHUAX, MNEPEUUCIEHHbIX B
Tabn. 6-2; aTo pacnpefeneHne CylWecTBEHHO OT/IMYAeTCA OT TakKo-
BOIO NPV MEHAENEBCKOM TuMe HacnefoBaHWs, MpU KOTOPOM Y 0f-
HOAMLOBLIX 6/1M3HELOB BCerga OAuHaKoBa BEPOSATHOCTb pPa3BUTUSA
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‘3a6o0neBaHns, 06YC/MOBMEHHOIO E€AVWHUYHLIM  MYTaHTHbIM TEHOM;
5— puck MNOBTOPHOrO PpOXAeHWS O60MbHOro pebeHka 3aBUCUT OT
NCX0A0B Mpeablaywimx 6GepemMeHHOCTel (Hanpumep, PUCK MOBTOP-
HOro poxpaeHus pebeHka C pacwienneHneM rybbl u Heba cocTas-
nset 4 %, ecnn nepsbli pebeHOK poamacA € 3TUM AedeKToM, HO
9%, ecnn M cTpajalT yxe ABa pebeHka); 6 — puUcKk pas3BuTuUA
aHoMannii y MOTOMKOB MNPAMO MPOMNOPLMOHANeH TSAXEeCcTM Nopoka
pa3BuTna (Hanpumep, pebeHOK, CTpajalLunii BPOXAEHHbIM araH-
rNMO30M [O/IMHHOTO CerMeHTa KuleyHWka, oTnnvaeTcsa 6onbluei
BEPOATHOCTbLIO UMETb 60/ILHOIO CUBANHIA, YeM pebeHOK, cTpajato-
WA aranmrivo3oM KOPOTKOFO CerMeHTa).

OBWME K/IMHNYECKUE TMPUHLINIMBI MNP TEHETUYECKMX HAPYLUEHNAX

OTAroLWeHHbIV ceMelHbIi  aHaMHe3. O6blYHO M3 BCEX Y/IEHOB
CeEMbW TeHeTU4YeCcKMM 3abosieBaHMEM WM NMOPOKOM pasBUTUA cTpa-
JaeT To/bKO oAaMH pebeHOK. 3TO oTpaxaeT TOT (PaKT, 4TO yacToTa
MOBTOPHOIO POXAEHUA 60/IbHOT0 pebeHKa O4YeHb HU3Ka Npu 06bly-
HbIX HapyLeHUAX XPOMOCOM W COCTOAHUSAX, CBA3AHHLIX C MY/bTU-
(haKTOpUasIbHbIM TWUMOM HacnefoBaHWUA. Hanpumep, pUCK MNOBTOP-
HOro poXzeHws pebeHKa C CMHAPOMOM JlayHa, CBA3aHHbIM C TpW-
comment 21, coctaBnsieT 1%; cOCTOAHME, CBSI3aHHOE C My/bTudak-
TOopuasnbHbIM HacnegosaHuem, oTnu4vaeTca 2—10 % puckoMm BOC-
npomssegeHns (cM. Tabn. 6-2). BepoATHOCTb MOBTOPHOrO poXAe-
HMA pebeHKa C HapyleHWAMMW, CBSA3aHHbIMW C MeHAeNeBCKUM
TUNOM HacnefoBaHWUA, 3HauUUTeNbHO Bbilwe (Hanpumep, 25 % Ans
ayTOCOMHO-PELLeCCUBHbIX  HApyLEeHWi), HO B 60/blIMX  CEMbAX
60/1blie BEPOATHOCTb TOr0, YTO ayTOCOMHO-PELECCUMBHbLIM 3abone-
BaHVeM OyfeT cTpajaTb TOMbKO OAMH Pe6eHOK K3 Tpex Wan YeTbl-
pex, a He ABa. [pn ayTOCOMHO-AOMWHAHTHOM TUMNe Hac/efoBaHUA
3aboneBaHNA pebeHOK MOXET ObiTb NMopaxeH ¢ 6Gonblielr BepoAT-
HOCTbIO BCMEACTBME CMOHTAHHOM rEeHHOW MyTauumu, 4YeM B Pe3y/b-
TaTe Hac/fefoBaHUS MyTaHTHOrO reHa OT OAHOro W3 poguTeneil.
B ob6uieM, OTArOWEHHbIA CeMelHbIi aHamMHe3 MOXeT BBECTM Bpaya
B 3abn1yXaeHue.

dakTopbl OKpyXatowleii cpegpl. MNMOCKONbKY CemeliHbIA aHamHe3
06bIY4HO He [JaeT OCHOBaHMI MOATBEPAMTb  MpeAnosaraemoe Ha-
CneAcTBeHHOe 3abo0/ieBaHWe, POAUTENN HAUYMHAOT BUHUTL Ce6A U
NCcKaTb (hakTopbl OKpYyXatolleli cpedbl, KOTOpble MOrivM 6bl 6bITb
€ro npuuvHoi. Bpay [o/keH npeABUAETb MNOSB/EHME Y poauTeneit
4yBCTBa BWHblI M [JeTa/IbHO 06CYyAMTb C HUMU BCe OBCTOATENbCTBA,
B TOM 4uUC/e MeAVKAMEHTO3HOe fledyeHne, C KOTOPbIMUA MOXeT ObiTb
CBA3aHO BPOXAeHHOe 3aboneBaHue.

leHeTn4yeckas reteporeHHocTb. OAMH M TOT Xe€  KIAVHUYECKUiA
NPU3HaK MOXeT 3aBWUCeTb OT HECKO/IbKMX MpuyunH. [oBbIWeHWe
YPOBHA (beHManaHnHa B CbIBOPOTKE MOXeT OblTb 06YCN0BJIEHO
KNacCUYecKon (heHWNKETOHypueld (oTcyTcTBue wnm gepuumt  de-
HUNaNaHNHTUAPOKCUNA3bl), OTCYTCTBMEM WM AeULMTOM NTEPU-
OVHpedyKTasbl WAW HegoCcTaTOYHbIM CUMHTE30M 6uonTepuHa. Apax-



HOAAKTUANA MOXET 6biTb  TUMWYHBIM MPU3HAKOM  ACTEHUYECKOTQ'
TE/IOCNOXEHUSI Y BbICOKOTO Ye/I0BEKa WM OMNpeAeNieHHbIX TeHeTu-
yeckux 3abonieBaHWiA, B TOM Ync/e cMHAPOMa MapdgaHa v KOHTpak-

TYPHOW apaxHOoZaKTWU/INK.
MneioTponuam. HeKOTOpble TEHETUUYECKME HAapyLIEHUS MOTyT

NpoABAATLCA MO-pPa3HOMY, MPU 3TOM KaXAblii NpuU3HaK onpegens-
eTcA NAenoTPOnHbIM  AEACTBUMEM eAMHWYHOIO MyTaHTHOro reHa.
Hanpumep, npu Knaccuyeckoi ranakTo3eMum KaTapakTa, renaro-
Meranus, CMHAPOM Manbabcopbumn, Cencuc y HOBOPOXAEHHOro M
YMCTBEHHast OTCTa/loCTb CBA3aHbl C Ae(MUMTOM TpaHcgepasbl, 4YTO
NepBUYHO 3aBUCUT OT AeCTBUSA ayTOCOMHO-PELecCMBHON0O MYyTaHT-
Horo reHa. MNpu HelpogmbpomMaTo3e NSATHA Ha KOXe LBeTa Kode,
y3bl B MOAKOXHOW KfeTyaTKe, TM/OTHbIE OMYyXOMKW, CKOMMO3 W
YMCTBEHHasi OTCTasniocTb 00YC/0B/MEHbI AeCTBMEM OOHOr0 MYTaHT-
HOro reHa.

BapnabenbHas akcnpeccus. B MoHorpausx, B KOTOpPbIX onuca-
Hbl reHeTUYecKne HapylueHus, 06bl4HO MpeAcTaBfieHbl SPKO Bblpa-
KEHHbIE K/MHUYECKMe MNPU3HaKM W pefKo He3HauuMTeslbHO Bblpa-
XEeHHble. KAMHULUMCT  [O/MKEeH YuYMTbiBaTb, YTO [ABa—TpU NATHA
uBeTa Koge Ha KOXe MOryT ObITb C/y4YaiHbIM BPOXAEHHbIM Npu-
3HaKOM WIN paHHUM MPU3HaKoOM HelpogubpomaTosa, npy KOTOPOM
B 60nee no3gHem BO3pacTe MOrYyT MOSABUTLCA  AOMOMHUTENbHbIE
npusHaky. [uarHocTuuyeckas gunemmMa MOXeT ObiTb paspelueHa
TONbKO MpW TWATENbHOM W AANTENbHOM  HabnwgeHuun. MNpu Ha-
CNeACTBEHHbIX aHOMannAX, He COMPOBOXAAKLIMXCA MNPOrpeccupo-
BaHMEM K/IMHUYECKMUX MPU3HAKOB, Hanpumep npu cuHgpome Tpai-
yepa—KonnuHza (MaHanbynodaumnanbHbli AM30CTO3), Y 60/bHOIO
pebeHka MOryT ObiTb MUKPOTUS, BbIPAXEHHOE CHWKEHWE CyXa,
KON06BOMa HWKHUX BeK, BbIPaXEHHAs rUMonnasna BepxHel u4esto-
CTW, B TO Bpemsi KakK Yy 00/IbHOFO poanTens MOryT BbISBAATbLCA
TONbKO YMEPEHHO BbIPXEHHOE CHWDKEHME CNyXa, KOCOW paspes
rnasHbiX LWeneid N yMEeHbLUEHHOE YMUCAO PECHUL, Ha HMXXHEM Beke.

He Bce cemeiiHble 3a60/1eBaHUA OTHOCATCA K HacneACTBEHHbIM.
Takne (hakTopbl OKpy>Xatlleli cpefbl, Kak WMHGMEKUUM K TepaTore-
Hbl, MOryT CMMY/NUPOBaTb HacneACTBEHHble 3ab0neBaHWUsA; WHOraa'
MOryT 6bITb 60/bHbI gBa pebeHka wan 6onee.

YcTaHOBMeHMe Tuna HacnefoBaHWs TpebyeT nonyyeHus obwimp-
HbIX JaHHbIX. Hepegko npwm ero ycTtaHOBMeHWW MOSABASETCA CO6-
NasH nCcnofb3oBaTb [JaHHble, MOMy4YeHHble MpU 06CnefoBaHUM He-
60/bLIOr0 4ncra cemeil. Hanpumep, npu npegnonaraemMoM reHe-
TUYECKOM  HapyleHUM Yy CblHA W J0O4Yepy 340pPOBbIX  poauTeneit
4acTo NPUXOOAT K 3aK/IHYEHUIO, UYTO KaXAbli pebeHOK romMo3uro-
TEH MO ayTOCOMHO-PeuecCMBHOMY MYTaHTHOMY reHy. OAHAKO He-
06X0AUMO 3aMeTUTb, UYTO CeMeliHble XPOMOCOMHbIE HapyLleHUs U
My/bTU(aKTOpMasibHOe HacfefoBaHWe TakXe MOryT ObiTb npuun-
HOM aHanornyHbix HapyleHuii. MogobHbIM e 06pa3om BCTpedae-
MOCTb B CeMbSIX, B KOTOPbIX HapyLlleHWs OnpefenstoTcs MynbTu-
(haKkTOpMasnbHbIM TWUMOM Hac/neoBaHWUSA, MOXET MMUTMPOBATb MeH-
[eneBCKUiA TUN HacnefoBaHWsA, HanpuMmep Yy poauTens U pebeHka
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C pacuiensieHMeM rybbl U He6a MMUTUPYeTCH ayTOCOMHO-AOMUHAHT-
Wbl TN HacnefoBaHWs 3a6osieBaHUs. YacToTa BOCMPOM3BELEHUS
y poguTeneli Uy CUBAUHIOB COCTaBAsieT TONbKO 4 % cpean nuvpg
eBPOMEOUIHOIO MPOUCXOXAEHNS; MOYTM BCE [ETU C PacceYeHHOW
ry6oli n HebOM — eAMHCTBEHHbIE MOPAXKEHHbIE YfeHbl cembu. [ns
WCK/TIOYEHUs] MEHAENeBCKOro Tuna HacnefoBaHWS W YCTaHOBMEHUS
MY/IbTU(PAKTOPMANIBHOTO TUMa KakK OCHOBbl HapyLUeHWUsl HEOGX0AMMO
NONYYNTb AaHHbIE O COTHSIX CEMEN.
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XPOMOCOMbBI U X AHOMAJIIA

HayuHble u meToguyeckume ycnexu nos3soavnm B 1952 r. Hsu
Levan BblAennTb XPOMOCOMbI 4YesioBeka, a B 1956 r. Tijo u Levan
TOYHO OMpefennTb Y HEro YNC/I0 COMATUYECKUX XPOMOCOM (a MMEH-
HO 46). B 1959 r. Lejeune 0GHapyXwun, 4yTo 60/bHbIE C CUHAPOMOM
JayHa wvmeloT 47 XpoOMOCOM, B TOM 4MuC/e [ONOSIHUTENbHYHO 21-10
xpomocomy (Tpucommsa 21). 3a aTMM nocnefoBasiv OTKPbITUA ApY-
rMx BPOXAEHHbIX CUHAPOMOB, CBSAA3aHHbLIX C TPUCOMUSAMW, a TaKXe
.@HOMANbHOr0 4ucna MnoMOBbIX XPOMOCOM Mpu cuHApome KnaliH-
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Ta6nuua 6-3. YactoTa XPOMOCOMHbIX aHOMaNuil y >XMBOPOXAEHHbIX MAafeH
LeB

CvHgpom JayHa (Tpucomusi 21) 1/800
CuHApOM Tpucommuu 18 1/8000
CvHapom Tpucomin 13 1/20 000
CuHApoM TepHepa (KeHLLWHbI) 1/10 000
CvHgpoM KnaiHgenTtepa (My>XYMHbI) 1/1000
Monn-X-aHoMannn (KEHLUNHbI) 1/1000
XYY kapuotun (My>X4uHbl) 1/1000
CbanaHcupoBaHHast CTPYKTYpHasi mepecTpoiika 1/520
HecbanaHcnpoBaHHas CTPYKTypHasi nepecTpolika 1/1700
MoMIOMKa XPOMOCOMbI X Y MY>KUMH 1/2000
MonoMKa XPOMOCOMbI X Y YEHLLMH 1/1000
Bcero . . . 1/150

(entepa n TepHepa, onMcaHWe XPOMOCOMHOW MO3auKW W Hapylue-
HUA CTPYKTYpbl XPOMOCOM. LiuToreHeTnuyeckme HapyLleHUs OTHO-
CATCA K BaXXHbIM 3TUOMIOTMYECKUM (haKTopam 3abonieBaHUA 4verso-
Beka. B nocnegywowmne 25 neT nposogwiack paspaboTka nabopa-
TOPHbIX MeTOAOB WCCMefoBaHUA AN  TOUYHOM  naeHTUuKaumm
XpOMOCOM (M MX CEerMeHTOB), YTO MO3BOJINIO UHTEPNPETUPOBATL KaK
CNOXHbIe XPOMOCOMHble MEPeCTPONKN, TakK U UX MUHUMasIbHbIE
MOPOSIOrNYECKNE N3MEHEHUA. 3TU MeToAbl NO3BONAOT MPOBOAUTL
60nee TOUHYH KMHMYECKYI AUAarHOCTUKY W AOCTOBEPHOE TeHeTu-
Yeckoe KapTupoBaHWue.

B cBA3M C TemM 4TO M3yyeHME XPOMOCOM [OCTATOYHO C/IOXKHO WM
poporocTosiwe, anA o6cnefoBaHUA HeobX0AMMO MPOBOAMTL CaMmblli
TwarenbHbIA 0TO60pP 60/bHBLIX. K Hanbonee BaXKHbIM KIMHUYECKUM
MoKasaHWAM OTHOCATCHA BPOXAEHHbIE TMOPOKU Pa3BUTUA, OCOGEHHO
B HECKOJ/IbKMX CMUCTEMax OpraHoB OJHOBPEMEHHO, W OTCTaBaHue
YMCTBEHHOIO  pa3BUTUA HeACHOW 3aTmonormn. Yawe Bcero Aetu
C XPOMOCOMHbLIMW aHOManUsAMW OTANYaOTCA acuMmeTpueln nuua,
HenpaBUNbHOW  (HOPMOM  YLIHbIX PAKOBWH, MOPOKaMW pPa3BUTUSA
cepaua v Mnovek, HenpaBW/bHbIM Pa3BUTUEM KWUCTel K cToM, 06e3b-
AHOMOAOOHBLIMN CKNagKaMW  Ha NafoHHOWA  MOBEPXHOCTU  KUCTW,
eAVHCTBEHHOW CKMagKoW Ha V mnasblLe W HM3KO.M Maccol Tena npu
poXaeHUW. BblIo NOKasaHo, YTo Yy O4HOro HOBOPOXAeHHOro u3s 150
BCTPEYAKTCA XPOMOCOMHblE HapylweHus. B Tabn. 6-3 npeactas-
leHa 4acToTa XPOMOCOMHbIX HapyLWeHWA Y XMBOPOXAEHHbIX MAa-
[JeHueB.

Kpome TOro, 50—60 % cny4yaeB XpPOMOCOMHbIX HapyLIEeHW/ npu
paHHeM CMOHTaHHOM BbIKMAbIWE MO3BOAAKT CUMTaTb, YTO MO Kpawn-
Heli mepe y 10 % no4oB M3MeEHeH KapuoTun. Y nnoga Ha 16— 18-
Hefefne pasBUTMA 4YacToTa XPOMOCOMHbIX HapylueHwWi, onpejense-
MbIX NPV amMHMUOLEHTe3e, Bbille, YeM Y >KUBOPOXAEHHbIX M/afeH-
LeB, Ha OCHOBaHWW Yero MOXHO NpeanosioXxnts, yto Bo Il v W Tpu-
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MeeTpax 6epeMeHHOCTVM MPOUCXOAUT AOMOMHUTENbHbIA OTCEB LUTO-
reHeTUYeCKN HecbanaHCMpPOBaHHbIX N1ogoB. MpubnunantensHo 90 %
MnnogoB C HapyLeHHbIM KapuvOTWUMOM He BblHawuMBalTCA. [loyTn B
MOMOBMHE C/ly4aeB M3 BCEX XPOMOCOMHbIX aHOMaUii y >XUBOPOX-
[OEHHbIX feTeli NOpaXeHbl ayTOCOMbl W B MOMOBUHE  CNy4YaeB —
MosoBble XPOMOCOMbl. XPOMOCOMHbIE aHOMaNUW CAYXaT MPUYNHOA
npnénunsntensHo 50 % cnyyaeB ameHopeun, 10 % cnyyaeB 6ecnno-
ana y myxduH, 20 % cnyydaeB OTCTaBaHUSA YMCTBEHHOrO pas3BUTUSA,
a TakXe OHW BbIABNATCA B OOMbLUMHCTBE HEOMJacTUYEeCKUX Kie-
TOK. YacTtoTa BbIAABAAEMOE™ XPOMOCOMHbIX  aHOManuii [OMKHA
YBE/INYMBATLCA MO Mepe BHeApPeHUs B MPAKTUKY TOYHbIX MeTOLO0B
onpefeneHns MUHUMaSbHbIX CTPYKTYPHbIX W3MEHEHWI XPOMOCOM.

METOAbl NCCNEOOBAHUA

KynbTypa Knetok. Manbiii nMMouunT, Nerko CTUMyNnpyemblii K
JeNeHno ¢ MOMOLLbID PacTUTE/NIbHOIO MWUTOreHa QuToremarrnioTu-
HuHa (PTA), 0O6bIMHO WCMOML3YKT AN XPOMOCOMHbIX WCCMeA0Ba-
HWiA. Jenswmecsa KneTkn (pukcupyrotcs B metadase, a npu gobas-
NEHUN TUMNOTOHUYECKOrO PpacTBOpa BbIAENATCA XPOMOCOMbl. Mas-
Kun-rnpenapaTbl XPOMOCOM BbICYLLUMBAKOT Ha BO34YXe.

Ona un3ydeHns mo3amuymsMa U GMOXUMUYECKUX [edeKToB Heob-
X04MMO  MUCMNOMb30BaTb KyNbTypbl (unbpobnacTtoB, 4to TpebyeTt
60/bLIMX TEXHUYEeCKMX CpeacTB W 3aTpar BpeMeHW. [ns guarHo-
CTMKM 3abofieBaHU KPOBW MpPeanoyYTUTe/IbHEE MCMOMb30BaTh Ky/b-
TYPYy KOCTHOFO MO3ra, HO MOryT ObITb WCNOJ/Ib30BaHbl XPOMOCOMbI
M3 MMWENOLMTOB nepudepnyeckor  Kposu. MeToabl uccrefoBaHWUs
Na MOSlyYeHUs Ky/NbTypbl KIETOK aMHMOTUYECKOW XWAKOCTW aHa-

OlMMYHbl TakKOBbIM A/11  NOMYYEHMSA KynbTypbl (nbpobnacTos.
LuToreHeTnuecknini aHann3 3asepluaeTcs uyepe3 2—3 Hep.

K Hanbonee 6bICTPO BbIMOHUMbIM MeTOAAM OTHOCUTCA 6uon-
CUSI XOPMOHMYECKMX BOPCMHOK. WX Moay4awT B He60MbLIOM KO-
YecTBe C MOMOLLbI0 Y/bTPa3BYKOBOrO OTCaCbiBAHWA Yepe3 LUeliKy
MaTK/ BC/ef 3a HernocpeAcTBeHHbIM Hab/oAeHMeM XpOMOCOM B 06-
pasue WM Ky/ibType KNETOK. 3Ty Mpoueaypy BbINOMHSAKT Mpu Cpo-
ke 6epeMeHHOCTM 8—11 Hed, a pe3ynbTaTbl NOyYalT 06bIYHO A0
OKOH4YaHMA | TpumecTpa 6GepemeHHocTuM. Ee 6Ge3omacHocTb  Mos-
HOCTbI0 He OLeHeHa.

TpaguuMOoHHbIE METOAbl OKpallMBaHWS XPOMOCOM B 60/bLUVH-
CTBE CBOEM ObINM BbITECHEHbI MeTOAaMK, MO3BOJISIOWUMNU MOAYyYaThb
XapaKTepHbIi TUM WX OKpalMBaHUA C YepefoBaHUEM CBET/bIX WU
TEMHbIX (MM SPKUX U CepbiX) [AWCKOB B KaXol Xpomocome. 3Tu
AMCKM (UM NoMoCkl) CBSI3aHbl CO CTPYKTYPOW OCHOBHbIX Map HyK-
neotngos, topmupylowmx AHK, a Takxke pacnpegeneHbl BAOSMb
L/MHHOM OCM XPOMOCOMbI B BUAE TMCTOHOBbLIX WU HEFMMCTOHOBLIX MpPO-
TemHoB. OKpaluBaHWe NPOM3BOAHBLIMU XWHAKpPMHA WM aHanoruy-
HbIMW €My BeLlecTBaMK i1 Nocnefyrllee MUKPOCKONUPOBaHME C UC-
no/ib30BaHWEM YNbTPA(PUONETOBOrO UCTOYHMKA CBETA  MO3BOMISIHOE



BbIAENUTb (O/IH0OPECUEHTHbIE ANCKU  (Q-AWCKM), B TO BpPeMS Kak
COOTBETCTBYWOLWMNE G-AUCKM BbIAENAKTCA NPW OKpawmMBaHUW MO
MoauuumMpoBaHHOMY MeTody [wum3bl. Mpu gpyrom MeToge, npu
KOTOPOM WCMONb3YIT KpacuTenb [MM3bl WA aKPUAWUHOBBLIA OpaH-
XKEBbIA, NPONCXOANT MPOTMBOMOJIOXKHOE OKpawuBaHue Q- n G-guc-
KOB W BbIIB/IAIOTCA TaK HasblBaeMble pPeBEPCUBHbIE, WU R-OUCKU.
B HacTosilee Bpems B /060 cneumnanmM3npoBaHHOW nabopaTopun
ONA TOYHOW AWArHOCTUKM WCMOMb3YHT MO KpaiHeil Mepe OAuMH U3
3TUX MeTOAOB OKpawuBaHuUA xpomocom. K gpyrum metogam oOT-
HOCATCA BblgeneHne C-gucka MpyU OKpawvBaHUU FeTepoxpomaTuHa,
06HapY>XMBAeMOro OKOJI0 LEHTPOMEpPbl KaXA0W XPOMOCOMbI, OKpa-
wneaHne C-gucka (G-11) B 9- XpOMOCOME, BbIENEHNE Y4YacTKOB
C AAPbLIWKOBLIM opraHm3aTtopoM (AO) B caTe/y/INTHbIX XPOMOCO-
Max Npv OKpawuBaHUM aMMuadvHbIM cepebpom, BbisiBNeHWe obMeHa
CECTPUHCKMMWU XpomaTuamu.

JocTmxeHnsa nocnegHMxX feT MNo3BONAT MCCNefoBaTb XPOMO-
COMbl B NO34HWIA nepuog npodasbl, KOrga OHW MeHbLUe CMOPLUEHbI,
YeM npu O06bIMHOM WuccnefoBaHMM B MeTagase. 10 CpaBHEHMIO C
06bIYHbIM METOAOM MCC/Ief0BaHWUA, MO3BOMAOWMM aHaIM3npoBaThb
200—400 puckoB, C MOMOLWbK 3TOr0 MeToda BblAendawT Ao 600—
1400 guckoB, 4TO o06ecneyMBaeT BO3MOXHOCTb 0OHapy>XXuBaTb
KpaliHe Masble gefneunn 1 aynankayuu.

KapnotunmnposaHue. XpomocomHaa O HK pennvuupyetca BO Bpe-
MS S-CTaAuu uHTepdasbl, HO ABYXCTPYKTYpPHasA Mpupoga XpPOMOCOM
CTAHOBWUTCHA YeTKO BUAMMOWN TOMIbKO B Hayane MuTo3a. Takum 06-
pa3oMm, BO BpeMsa MWTO3a Kaxjas XpoMOCOMa COCTOUT W3 [ABYX
OAMHAKOBO [A/IMHHbIX TOHKUX TAXel, Ha3blBaeMbIX CECTPUHCKMMMN
Xpomatugamu, CKUMaKLWNXCA B MJOTHble CTPYKTYpbl, B CBA3U
C YeM CO03[JaeTca BreyaT/ieHMe KOPOTKMX, TOMCTbIX MNedven, yaep-
YXMBAIOLWMXCA BMeCTe C MOMOLUbIO LeHTpoMepbl. B meTadase, Kor-
Ja uX AnvHa camas Hebosblias, XPOMOCOMbl OpPraHM3yrTca B na-
pbl. MogobHaa cucTtemarTmsauns XPOMOCOM W3 Of4HOW KNETKM Ha-
3blBaeTCA KapuoTtunom. B HacTosuiee BpeMs B 6OMbLUMHCTBE C/1yYaes
npu nabopaTopHbIX MCCNEfOBAaHUAX Y Kax4oro 60/bHOro aHaau-
3upytotca  10—40 meTadasHbIX KapuoTUNoB UM UHMOOPMATUBHLIMU
CYNTAOT METOAbl, MO3BONANOLWME BbISABAATL XPOMOCOMbI C TUMUY-
HbIM  pacrosioXXeHuem AUCKoB. [puM MOAO3peHUn Ha MOo3auuum3M
Heo6Xo4AMMO aHann3npoBaTb KaK 00/bllee 4MCNO K/IeTOK, Tak U
KNeTKM ApYyrux TKaHel. B Tex cnyuyasax, Korga TpebyeTcsa 6onee
JeTa/lbHbIA  aHanu3, uccrnefyoT npodasHble 1  npomeTadasHble
XPOMOCOMbI, MOCKO/IbKY OHW 60MblUeid AMHBI U B HUX WAEHTUPN-
unpyeTca 60nbllee YNCNO [UCKOB.

HopMa/ibHbI KapuoTtun

AvnnongHoe 4mMcio XpoOMOCOM Yy 4efioBeKa cocTaBnseT 46, T. e.
23 napbl. Takum 06pa3om, 23 — raniongHoe YMcio XpPoMOocoM, 06-
HapyXusaemoe B rametax. B meTadase Kaxpgas Xxpomocoma CO-
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Hoportkoe nneve
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MeTaleHTpryecHme
[ANnHHOE nneyo

————— Catennntbl  -----

J£ CybmetaleHTpuyecHune BTOPUUHBIE MEPETAKHM

BTOpPUUHbIE NMEPETSKKU

AKPOLEHTPUYECHME

6

Puc. 6-5. MonoxeHne LEHTPOMepLI, onpesensitolee TpU TUMNa XPOMOCOM B HOPMaJlb-
HOM KapuoTune 4YenoBeKa: MeTa-, cy6- M akpoueHTpuyecHue (a); Mopgoiornyeckme
MapKepbl, UCMO/b3yeMble NPU MAEHTU(MKaUMK Xxpomocom (6).

CTOUT M3 ABYX XpOMaTwuj, OT/NYaeTCA XapaKTepHol Mopdonoruei,
WOrpeaensieMoli  NOMIOXeHMEM LeHTPOMEPbl WAM  NEepBUYHOM nepe-
TSHKKOM, KOTOpas onpefensetr pasmepbl [A/IMHHOTO U KOPOTKOrO
nnevei (puc. 6-5). Mpumepamn Tpex HOpPMasibHbIX (HOPM XPOMO-
com cnyxaTt 1, 3 n 16-4 (MeTaueHTpuueckue), 4-9 n 5-a (cybme-
TaueHTpuyeckme) K 21-a un 22-a (aKpoueHTpuyecHue). Bce akpo-
LEeHTPUYECKMe XPOMOCOMbI, KPOMe Y-XPOMOCOMbI, WMEKT BTOpPUY-
HYI0 NepeTsHKKY W catennut. [Tlo  Mepe wugeHTUhMKaumm o
pasmepy, Mop{osiorMM M XapakTepHOMY pPacnosIOXeHUI0 OKpalleH-
HbIX AWCKOB Oblfia pa3paboTaHa uyucnoBas cuctema 0603HaYeHUS
XpOMOCOM (3a WUCK/HOYEeHVEM MonoBbIX) (puc. 6-6).

B HOpMa/ibHOM KapuoTurne npy OKpawMBaHUW TPagVLMNOHHBIMU
MeToA4aMun 6bl10 BbISIBfIEHO HECKO/IbKO BapuMaHToB Mopdonoruye-
CKOW CTPYKTYpbl XpPOMOCOM. Hamboniee m3yyeHO yAsvMHEHWe napa-
LEHTPO'MEPHOr0 yyacTka B A/IMHHOM nnede 1, 9 n 16- xpomocom,
YBE/IMYEHHOE WM YMEHbLUEHHOE KOPOTKOe TMJ/1e4o WU YBe/INYeH-
Hble caTe//INTbl aKpPOLEHTPUYECKUX XPOMOCOM M BTOPUYHAA mMepe-
TAXKA Ha KOPOTKOM nMfedye Xpomocombl 17 (cMm. puc. 6-5;
puc. 6-7). ®opma n AnMHa Y -XpPOMOCOMbI TaKXe MOXeT ObiTb pas-
HOMW. HecmOTps Ha TO 4TO PacnonoXXeHue AUCKOB B KaXAOW Xpo-
MOCOME MOCTOAHHOL 6blNn BbISIBNEHbl  BCTpevatolwMecs B HOpMeE
pasHble BapuaHTbl MPU WUCMONb30BaHUW (TYOPECUEHTHbIX METOAO0B
OKpalunBaHWA, Hanpumep pasnymMsa B WHTEHCUBHOCTWU diyopec-
LUEeHTHbIX AUCKOB OKO/0 LUeHTpomep 3- 1 4-i XpoOMOCOM W caTen-
JINTOB aKpPOLEHTPUYECKMX XPOMOCOM (CM. puc. 6-7). Pasnunuue B
OnnHe Y-XpOMOCOMbl OOYC/IOBNEHO  pacllMpeHvemM WavM noTepei
WOCHOBHOrO Q-AMCKa, He BAMAKOLWeEro Ha geHoTun. lepBoHayvasibHO
mMophonornyeckme BapuaHTbl 6blNM BbISIBAEHbI Y UL, C aHOManus-
MW, B CBA3U C YeM WX CBA3bIBANIN C 3a60NeBaHWSAMU, HO BCKOpe
CTa/i0 OYEBUAHBLIM, YTO 3T MOPPOSIOrMYECKNE pPa3NUNA Hacnemy-
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Puc. 6-6. KapunoTun 340pOBOro MyX4uHbl C XpOMOCOMamu B MO34HeN npodase, B
KOTOPOW OHW OTAMYatoTCS 6GO/bLUE ANMHOW Mneva U 60MbLIMM YMCIIOM AMCKOB, He-
e B XPOMOCOMAX, HaxoAsMXcsi B MeTadhase.

IOTCA MO MEHAENEBCKOMY TWMY, a HeKOTOpble BapwaHTbl BCTpeva-
IOTCA [OCTATOYHO YacTo, YTO MOXHO CyMUTaTb MNOJAMMOPPUIMOM
(BapmaHTbl HOpMbI). Takum 06pa3oM, OHM MpPEeACcTaBAAKT CO6OW
MnosiesHble TreHeTUYeckMe MapKepbl U MOTyT MOMOYb J10KanM30BaThb
reHbl B OMNpefesieHHbIX XPOMOCOMaX.

Y noxunelx nuy, 6blIn BbISBNEHbI KONebaHWsA 4yucia XPOMOCOM
B pasHbIX KfeTkax. OTMeyeHa TeHAeHUMA K yTpaTe X-XpOMOCOMbI
Yy XeHLWWH B Bo3pacTte 55 net u ctapwe n Y-XpOMOCOMbI Y MYX-
UAH B BO3pacTe cTaplue 65 ner.

K pgpyroii kateropym pasfivynii OTHOCUTCA Hanuuve wam oT-
CyTCTBME MeCT MOMOMOK. HecmMoTps Ha TO 4TO 6O/bLUMHCTBO U3
HUX He CBA3aHO CO creumuyecKUMM CUHAPOMAaMU, BblBNEHME
MoSIOMOK Yy KOHUA [/IMHHOIO rMjeya XPOMOCOMbl X COYeTaeTcs
C YMCTBEHHOW oTcTanocTblo (puc. 6-8).
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Puc. 6-7. HeKoTopble MOP(OIOrMyecKre BapuaHThl y 3/10-
POBbIX MWL,

a — XPOMOCOMbI, OKpaLUeHHbIe aleToapcerMHOM; pacro/araoLyas-
cA cneBa XpoMOCOMa B KaX[oi nape wiv Tpuage 06blYHO «He-
MapKupyemas» ; 6 — XpOMOCOMbl, OKpalUeHHble C MOMOLLbIO XW-
nakpuHa LUIMAPOX/I0pMAa, PasINYaloTCsl N0 MHTEHCUBHOCTU
(hntoopecLpoBaHns Nosoc.

Puc. 6-8. X-XxpomoCOMbI, Y OAHOM M3 KOTOPbIX (CNesa)
BUHA MOIOMKA B HWDKHEM KOHLUe AnvHHoro nneva (fra
(X) (48).

AHOMaJIbHblE KapuOTUMbl

VI3MeHeHMe 4mcna XpoMOCOMbl. XpPOMOCOMHble —abeppauuu nog-
pasfensawTca B 3aBUCMMOCTU OT YUCMOBbLIX U CTPYKTYPHbIX WU3Me-
HeHWI. KNeTKn ¢ KpaTHbIM yBEMYEHWEM ranaoMgHOro 4ymMcna, Ha-
npumep 46, 69, 92 n TaK fanee, OTHOCATCA K 3YMN/IOMAHbBIM.
3ynnaongHble KNETKN C YUCAIOM XPOMOCOM, NpeBbilarowmm Ann-
NOVAHbI Habop 46, Ha3biBalOTCA NONMNAONAHBIMU. KnieTku
C OTK/IOHEHWEM 4MCna XPOMOCOM OT OAHOro W3 3ynAOUAHbLIX 4n-
cefl, Ha3bIiBalOTCA aH3IYyNJOUAHbBIMN.

K Hanbonee uyacTbiM npumMepamM aH3ynaouamm OTHOCUTCA TpPWU-
COM 1S, T. € TPV TOMOJIOTUYHbIE XPOMOCOMbl BMECTO O0ObIYHOW
napbl XpoMocoMm. HexBaTka XpPOMOCOMbl Ha3blBaeTCi MOHOCO-
Muen (oNsS COOTBETCTBYHOLWEN Napbl). AH3YNOUAHbIE WHAMBUAbI
MOryT O6bITb TPUCOMHbIMW 60/1€€ YeM MO OLHOW Mnape XPOMOCOM
WIN Yy HUX MOXEeT ObiTb KOMOGUHauMs Tpu- U MOHocomuu. Bo Bpe-
MSi Melio3a rOMOJIOFMYHbIE XPOMOCOMbI COEAUMHAKTCA; Mocne yaBoe-
HUSA 4Yucna XPOMOCOMbI PACXOAATCA K MPOTUBOMOOXHBLIM MOJI0-
caMm fensuwleiics kneTku. [pu HapylweHUM COeAWHEHMA WM pas-
JeneHna (HepacxoXfAeHue) WU3MEHSeTCA MNpoLecc cerperauyum,
4YTO MOXeT MpMBeCTU K aHaynnougum (puc. 6-<9). HepacxoxpaeHue
XpOMOCOM BO BpeMs MWUTO3a NPUBOAUT K MO3aULU3MYy, 4TO
O03HayaeT NpuUcyTCTBME 60see OfHOW MNOMyASALMM KNETOK C pasHbiM
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Puc. 6-9. HepacxoxaeHve BO BpeMsi Meiio3a, NOATBEPXKAaeMoe ABYMs Mapamm
XPOMOCOM.

MepBoe [leNleHNe ¢ HepPacXOX/EHNEM, HECNOCOGHOCTLIO MasbiX FOMOMOFMYHBIX XPOMOCOM pasfie-
NUTbCS, 06pasyeT rameTbl C OTCYTCTBYIOLWEN Manoll WA AONOMHWUTENbHOW Xpomocomon (a);
BTOpPOE [JE€NIeHUE C HePACXOXAEHWEM NPl AeNeHNN LieHTPOMEPBI.

4YMCNOM XPOMOCOM Y OAHOFO0 WM TOr-0 Xe uHamemga (puc. 6-10).
Uem cTaplwe maTb, TeM 60/blle BepOATHOCTb HEepPacxOoXAeHUs Xpo-
MOCOM M TpUcomuun. MOHOCOMMS MOXET ObITb pe3ynbTaToM MoTepu
XpPOMOCOMbI, WM aHapa3HOro cABura, T. € HecnocobHOCTH
XPOMOCOMbI AOCTUraTb OAHOrO W3 MOJIOCOB KIETKM BO BPEMS aHa-
(hasbl, UTO Takxe MPUBOAUT K Mo3auumsmy (cm. puc. 6-10). MuTo-
TUYECKOe HepacxoXAeHwe B nepuos  3MOPMOHANbLHOIO pas3BUTMA
MOXET MPUBECTM K MO3aMum3My C ABYMS WM Tpems Nonynsaumsamm
Knetok (puc. 6-11).

MonHaa NoNMNIOMANSA HECOBMECTMMA C XWU3HbK, HO W3BECTHbI
C/lyyan BbDKMBAHWSA NUL, € MO3amumsMom. Tpunnougui  (TPoii-
HOIi ranJiouAHblii Hab'op, Bcero 69 XpoMOCOM) uvauwe BCero o6Ha-
pyXvBanu y CNOHTAHHO abopTMPOBaHHbLIX MN0A40B W MEPTBOPOX-
JeHHbIX. OHa 06ycrioBfieHa OMN0A0TBOPEHMEM SAMLEKNETKN ABYMS
cnepmartosongaMmn UM MpPUCOeAMHEHMEM ranjouaHoro Haéopa K
avnnongHon rameTe. TeTpannovgHble KNeTKA 6bliv 0BHapy>XeHbl
y abopTycoB, Yy ML CO 3/10Ka4eCTBEHHbIMM 3aboneBaHUAMM U
MHOrga y MnafeHues ¢ gucmopdwueii. TeTpannouansa wvHorga
BCTpeyaeTCA B Ky/NbTypax K/IETOK, OCO6EHHO B K/leTKax amMHUOTUu-
YeCKOM >XMAKOCTU, M UYUCO0 WX YBE/IMYMBAETCH NPOMOPLNOHASBHO
BPEMEHW Ky/NbTUBUPOBAHMS.

CTpYKTypHble abeppaumn. 3T aHOMasMM O6YCNOB/EHbI Pa3pbl-
BOM XPOMOCOM W WX NepecTpoikoin. CUHAPOMbI AeNeHnwu,
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Puc. 6-10. ®opmupoBaHve Mo3anumama. Xpo-
MOCOMbl X M Y MCMOMb30BaHbl NS UAMOCTPa-
UMM ABYX OCHOBHbIX OLUMGOK, 06YyCnoBMBalo-
LWMX MOSIBNIEHNE MONY/SILMM KNETOK C Herpa-
BWbHbIM HabopoM XpoMOCOM. B Hopme npu
MuTO3e (BBEPXY) YABOEHHblE XPOMOCOMbI pas-
[ensioTcsa U nepexogaT B [OYepHME  KIETKM.
EC/M ofiHa W3 YABOEHHbLIX XPOMOCOM He pacxo-
MTCSl, MPOUCXOAUT MUTOTUYECKOE HEPACXOX-
eHve (B uUeHTpe). Mpu 06bIMHOM pacxoxae-
M 1N 3alepXKKe MUrpauuy XpoMocoM Mpomc-
XOAUT 3aflepXKKa B aHathase (BHU3Y) [Wisniew-
'ski L. P., Hirschorn K. Birth Defects, 1980,
16 (6)).

| Puc. 6-11. CBA3b MeXxAy MOMEHTOM MUTOTUYe-
' CKOr0 HepacxoXAeHWs 1 nponopumei aHoMaslb-
|.HbIX KNETOK y 3MOpMOHa C MO3auLLM3MOM.

.a — MWUTO3_B HOpMe: BCe O0b6pasylolinecs KIeTKU Cco-
nepxat 46 xpomocom; 6 — owubky B npouecce nep-
0BOrO Moc/e 3adatus MuUTOo3a: obpasyeTca fBa Tuna
| 3M6PUOHa/IbHBIX K/IETOK, B OfHOM [O/0BUHE M3 KO-
I'TOpbIX _coaepXnTca 47 XpoMOCOM, B APYroi nonosu-
He — 45, B— oWwM6KN, BCTpevarolmecs Mo [JOCTUXe-
IHMM onpepgeneHHoro pasmepa: obpasyeTcs Tpu Kie-
TOuYHble nonynsuum (c 45 46 wn 47 xpomocomamu
Wisniewski 'L .P., Hirschorn K. Birth defects, 1980,
116(6)]. ABe BHOBL 06pa30BaHHbLIE XPOMOCOMbI B KIET-
fikax cnpasa He MoryT pasgenutbes (6).

[loyepHue Knetku
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Puc. 6-12. MexaHu3M, 06YCMOBMBAOLWLMNIA CTPYKTYPHbIE aHOMa/IMM XPOMOCOM. 3TU
abeppauun 3aBUCAT MO KpaliHeli Mepe OT ABYX pa3pbiBoB (0603HaYeHbl BOMHUCTOM
NINHNER).

Hanpumep CUHAPOM Kowaybero Kpuka (5p—), MoryT 6bITb pe-
3yNbTaTOM MPOCTOM AeNeHun WA HacnefoBaHWUA TPaHC/oLMpOoBaH-
HO XPOMOCOMbI C YY4acTKOM JefieHun. BHyTpeHHWe aeneHuu npo-
NUCXOOAT MpU MOTEPEe CermMeHTa XPOMOCOMblI BHYTPU XPOMOCOMHOIO
nneva (puc. 6-12).

[nsa Bcex CTPYKTYpPHbIX aHoMmanuini TpebyeTcAa XoTA 6bl ABa
XPOMOCOMHbIX pa3pblBa, MOCMe 4Yero MPOUCXOAUT BOCCTaHOBJIEHMeE
pa3opBaHHbIX KOHUOB. TpaHCNOKaLuWuW, KOTOpble MOryT Ha-
cnefoBaTbCA WAM BO3HMKATb de nNOvo, BbLISABMANTCA uYalle BCEro.
PeunnpoKHble TpaHCNoKauwuu obycnoBneHbl  06MEHOM
CerMeHTamMm Mexay [BYMSI HeromosiorMyHbIMM XpoMocomamn (cm.
puc. 6-12). HocuTenn peumnpoKHbIX TPaHCA0Kauuii 06bI4HO (heHo-
TUNUYECKN HOPMa/lbHbl, TaK KaK OT/M4YatoTCA  MNOMHbIM Habopom
reHOB. Y [eTeil, POXAEHHbIX OT HOCUTENei TpaHcAoKauuii, npu-
3HaKM NaTonorMm MposIBATCA B TOM C/lyyae, €CAW OHW nosyyaT
TO/IbKO OAHY XPOMOCOMY U3 [ABYX TpPaHC/AOUMPOBaHHbLIX W, COOT-
BETCTBEHHO, Y HWUX OyAyT BCTpeyaTbCa AynIMKaunoHHO-AehUumnT-
uble cMHApPOMbI (puc. 6-13). B 3aBMCUMMOCTW OT KO/M4YecTBa Hacne-
Jyemoro martepuana, yBe/IM4eHHOro BABOE WM yTpayeHHoro, abep-
pauuto  cuMTaloT YacTUUYHOW TPUCOMMEWN UM 4YaCTUMY-
HOW MOHocomwueli. K ocobomy Tuny TpaHCAOKauMuM OTHOCAT
LeHTPUYEeCKOe coefuHeHNe, wim pob6epTCOHOB-
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Puc. 6-13. HacnepoBaHue TpaHcnokauun 2/15 [Wisniewsky L. P., Hirschorn K.
Birth defects, 1980, 16 (6)].

CKYI TpaHC/AOKauwuio, Korga B MpoOLEecCc BOBJMIEKAKTCA ak-
POLLEHTPUYECKME XPOMOCOMbI, B KOTOPbIX pPa3pbiBbl BCTPevarTCs
B OKOLEHTPOMEPHbIX Yy4acTKaX, PeuunuMeHTHOM 1 AOHOPCKON Xpo-
MocOM. O6bIYHO TepslTCA KOPOTKME njeun 06erMx XPOMOCOM W
LeHTpoMepa [OHOPCKON XPOMOCOMbI.  LleHTpuueckoe coegunHeHwue
yaule BCTpevaeTca B 14-i1 n 21-i xpomocomax, Y4TO MOXeT 06yc-
nosutb cuHapom [dayHa (puc. 6-14). MNMOCKONbKY KOPOTKOE M/eyo
aKpOLEHTPUYECKOM XPOMOCOMbI TEHETUYECKM He akKTUBHO, MoTeps
HaxopfsLWerocd B HeM TeHeTUYeCcKOro marepuasna He OKa3sblBaeT
0YEeBMAHOMO0 (PEHOTUMNYECKOrO BO3AENCTBMA HA HOCUTENS.

KonbueBble XpOMOCOMbBI 06pa3yloTca B TOM Clyuae,
ecnn 06a KOHLA XPOMOCOMbl OTPbIBAOTCH, & KOHLbl LUEeHTPasibHbIX
(hparMeHTOB COeAuHSATCA, 06pa3yss XpPOMOCOMY C Aeneuvein Kak
KOPOTKOro, Tak W AJ/IMHHOro nneva (cm. puc- 6-12). 3Ta HecTa-
6ubHaa 3aMKHyTas CTPYKTypa OC/OXHAeT MUTo3. WHBepcun
(cm. puc. 6-12) gByxX TUNOB MOryT ObiTb pPe3y/ibTaTOM TOro, 4TO
CerMeHTbl MeXxay ABYyMS pas3pbiBaMuW B OJHOW XPOMOCOME MeHs-
I0TCA MecTaMu 1 MOPALOK reHOB CTaHOBUTCA 06paTHbIM. MOCKONb-
Ky WHBEPCUSA MOXET NPUBECTU K 3aTPYAHEHWIO KOHbBbIorauum Xpo-
MOCOM, 3TO MOXEeT YBe/IMUNTb PUCK UX HEPACXOXKAEHUS.

B npouecce melio3a KpPOCCMHIOBEP TFEHOB MeXAy XpomaTugamu
rOMOJIOTMYHBIX XPOMOCOM MpeAcTaBnseT coboli HopmanbHoe siBfe-
HWe, Nerko AoKasbiBaemoe peKoMOuHaluen Wnn pasgeneHvem re-
HOB, OObIYHO /I0Ka/NM30BaHHbIX Ha OLHOW M TOW e XPOMOCOMe.

3 3ak. Ne716 33



Ha6op xpomocom y:
c6anaHcMpoBaHHOrO  37l0POBOTO

HocuTens napTHepa
; 300poBbIii
f lameTta B i .
FEOMOON LR
4 4202
+ Pe6eHek-
kgh6;§:;ﬂ-|4aﬂ i i | | coanaHCHpOBaHHbIA
jvera n? IJ 1122
(HecbanaH- + = . Hec6anaHcupoBaHHbIi1

!3

H *>9_ ‘c1poBaHHas - J 2 j i t Hocurens
rameta
14-21 14 14-: 1 14-21 1 1 '

C6aiaHCMPOBaHHbIi

HocUTeb
. HecbanaH- £ + fi

cypoBaHHas |

AHemarbHOE ' ramera T4-21 14 21 14-; 21V:\I/'

pacnpesenexve

XpOMOceM
gc&man- B + ﬁ . . Hec6anaHcnpoBaHHbIi

CUpoBaHHast 9 | | ocutenb
ramerta 22

Hec6anaHcMpoBaHHbIii
1 1HOCVITEI'Ib
M

HecbanaH- 'b HecbanaHcpoBaHHbIii
enpoBaHHas l | \ \ 1 HoCUTENb

rameta - Il
7Y

Puc. 6-14. HacnegoBaHue LEHTPMYECKOro cimsiHust 14/21. HecmoTps Ha TO 4TO 3Ta
TpaHCcNoKauma TakXe MOXET MPMBOAWUTL K aHOMa/IMM XPOMOCOMbI 14 M MOHOCOMUN
21, NOTOMKM C 3TUMWU AedeKTamu, ec/ii BbDKMBAOT, BCTpeyatoTcst peako [Wisniew-
ski/ L. P, Hirschorti K. Birth defects, 1980, 16 (6)].

O6bmeH Mexay xpomarmamu TakkKe MOXEeT BCTpeyaTbCs BO Bpe-
MS MMTO3a WU MOXET BOBJ/IEKATb B MPOLECC XpomaTuabl ABYX rOMO-
JIOTUYHBIX WX HEroOMOJIOTMYHBIX  XPOMOCOM. [1OCKOMIbKY B MeTa-
(hase CeCTPUMHCKME XpoMaTubl elle He pa3fefieHbl, Takoi obmeH
nNpvBOAUT K 06pa3oBaHMI0 YeTbipexXpaguyCcHOW KOHGpUTY-
pauunn, HanoOMUWHAOWENA [LOPOXHbIA MNepekpecToK. HeCckKonbko
CNOXHee [oKa3aTb CyllecTBOBaHMe O6MeHa MeXAay CcecT-
PUHCKNMU XpOoMaTugamMu B MUTOTMYECKMX KIeTKax M3-3a
TOro, YTO PEnIMUMPOBAHHbIE XPOMaTUAbl HecyT Ha cebe WAEHTWY-
Hble FeHbl WU HeobblyHaA KoHUrypauus He obpasyeTcs. ITO MOX-
HO AoKa3aTb C MOMOLLbI Pas3/iMyHbIX METOAO0B OKpacku. Pa3H006-
pasHble Tunbl 06MeHa XpomaTug OOHapy>XMBalOT NpPU CUMHAPOMAax
pa3pbiBOB (CM. gasiee) M B K/eTKax, 06paboTaHHbIX MyTareHHbIMU
BELLECTBAMM.

HomeHknatypa

Onsa Toro 4ytobbl uM36exaTb MNyTaHWUbl, HOMeEHKMatypa Ans
onucaHMs KapuoTuna 6blna cTaHgapTu3oBaHa. Bo-nepsbix, 3anu-
CbIBalOT 06LLee YMCN0 XPOMOCOM, BO-BTOPbLIX, HA6OP MOMOBbLIX XPO-
MOCOM, MOC/ie Yero cregyet onucaHue abeppauyuin  (Tabn. 6-4).
KopoTkoe mnse4yo XpomocOoMbl 0603HAYalT SMTEPOR «p», a A/UH-
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Tab6nuuya 6-4. HekoTopble TUNW4YHble 06pasLbl 3anncU KapuoTUNoB

46, XY HopmManbHbIi KaproTvn y My>XUYWHbI

47, XX+13 XKeHwmHa ¢ Tpucommen 13

47, XY+ 24 MyXunHa ¢ Tpucommen 21 (cuHgpom [ayHa)

46, XY, —21, . Myx4ynHa c cuHgpomom [layHa B pe3yfnbTaTe TpaHC/IoKa-
+ t(21921q) UMM TUNa  UEHTPUYECKOrO  COeAMHEHUs  Mexay ABYMSA

Xpomocomammn 21, 3amelleHve O4HOM Xpomocombl 21
45, XX, —114, —21, PeHOTUMNUYECKN HOPMa/IbHAA >KEHLMHA-HOCUTENb TpaHC/o-

+ t(14921q) KauMym Tuvna LEHTPUYECKOro COeAMHEHUS MeXAy XPOMOCO-
Mamu 14 n 21

46, XY, del (5p) MyX4MHa € CMHAPOMOM KOLLIAYbero KpuKa, 06YCM0BMEHHbIM
Jeneupeli 4aCTU KOPOTKOro neya XpoMocombl 5

46, XX, del (18q) XeHwwmHa ¢ pgeneuveit BCEro WM 4acTu [JJIMHHOIO neya
Xpomocomb! 18

46, XY, r (19) My>KUMHa C KO/bLEBOW XpoMOCOMOi 19

45, X XeHwuHa ¢ cvHapomoM TepHepa, 06YCMOBMEHHbIM MOHOCO-
Mven X

47, XXY MyxunHa ¢ cuHgpomom KnaviHgentepa

46, X, 1(Xq) XeHwwmHa ¢ cuHgpomom TepHepa, 06YC/OBAEHHBIM WN30XPO-
MOCOMOV [A/IMHHOIO MJieva X-XPOMOCOMBbI

46, XY/47, XXY MyxunHa ¢ XY/XXY Mo3auvuHbIM cuHApomoM KnaliHdgen-
Tepa

46, XY, fra (X) My>X4MHa C MOIOMKON X-XPOMOCOMbI

(028)

HOe M1e40— NUTepoi «g». JIln60e yBenMyeHne uan NoTepss XpPOMmo-
COMHOro MaTepuana 0603Ha4at0T COOTBETCTBEHHO  3HAKOM «+ »
W «—>», MNOMeLllaemMbiM Mepes HOMEPOM XPOMOCOMbI, €C/in peyb
MOeT O Uenoi XpoMOCOMe, U Moc/e CMMBOMA, 0603HavaloLLero
naeyo, eciM peyb MAET O JI0O0M YBe/IMYEeHUN WU YMEHbLUEHUN
ONUHBI Neva. XpOMOCOMbI C TpaHC/AOKauueln 3anmcbiBalOT B CKOO-
Kax, nepef KOTOpbIMW CTaBAT NuTepy «b: Hanpumep, t(14921Qq)
O03HayaeT yvalle BCEro O6GHapyXMBaemyl TpaHC/IoKauuio npu CUH-
apome [fayHa (y 6onblinMHCTBa fJeTel, 0f4HaKO, OTMeuyaeTcs Tpu-
coMusa no 21-n XpomocoMe, AOMOMHUTENIbHYH XPOMOCOMY 0603Ha-
yatoT + 21).

B HacToslwee BpeMsa B XpOMOCOMax MOryT ObiTb BblAefieHbl yya-
CTKM MO XapaKTepHbIM A58 HWUX nosocam. Kaxgoe njeyo Xpomo-
COMbl pa3fefleHo Ha y4yacTKM M, TakuMMm 06pas3om, HapylleHue
CTPYKTYpPbl XPOMOCOM W XPOMOCOMHbIe MepecTpoiiku MOryT ObITb
MaeHTUOUUMPOBaHbl, abeppaunn OMNUCLIBAKTCA € OTHOCUTENbHOW
TOYHOCTBIO.

AepmaTornnguka

[0 pasBUTUS LMTOTEHETUKM 4YefloBeKa OAHUM W3 KpUTEpUEB
[na AMarHocTUKM cuHApoma [JayHa CAy>XWnu oTrnevyaTKu NafoHHOW
M MOAOLIBEHHOI MoBepxHOCTel. Mocnepdytollee pasBUTUE METOA0B
XPOMOCOMHOr0 aHanin3a yMeHbLUNI0 OTHOCUTESIbHOE 3HaudeHue aep-
MaTorMMVKN B KIMHUYECKOW OLEHKe 6GO/bHBLIX C MOJO3PEHNEM Ha
XPOMOCOMHbIE aHOMasIUW.
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Jepmatornuduka npeacTaBnseT coboi KOHGPUrypauuto, KOTo-
pyto 06pasyloT KOXHble BbICTYMbl, HO He CKNagKu Mpu crubaHuu.
Hanbonbluee 3HayeHME WMEOT PUCYHOK KOHUEBbIX (hanaHr nanb-
LeB, pacnosiokeHwe Tpupaguyca OTHOCUTESIbHO NafoHHOW ocn W
PUCYHOK MOAOLIBEHHOM MNOBEPXHOCTWM cTonbl. OTMe4yaToOK onpege-
NAIT NyTeM noAcyeTa 4MCIa KOXHbIX BbICTYMOB MeXAy LeHTPOM
oTrneyaTka M TPUPaaWyCcOM, OMNpeaensalWwuM nepupeputo oTneyar-
ka. ManbueBble y30pbl 00bIYHO OTANYAKOTCA CaMbiM OOMbLUMM UUC-
NIOM NIMHWIA, B TO BPemMs KaK Ha /afOHHOW Ayre OHW OTCYTCTBYIOT,
MOCKOMIbKY Ha Heli HeT Tpupaguyca. [Ons onpefeneHHbIX CUHAPO-
MOB B&>KHbl XapaKTep W pa3mep OTneyaTKoB.

Moka3aHa BblpaXKeHHaa Koppensumsa mexay gepmaTtorivguye-
CKMMM MPU3HAKaMN N U3MEHEHUAMM XPOMOCOM. XapaKTepHble KOX-
Hble OTMeYaTKM B HaCTOAWMIA MOMEHT MpeacTaBnsalT coboi Xopo-
IO W3BeCTHble AMAarHOCTUYECKWE KPUTEPUU Mpu Tpucommu no 13,
18 n 21-li xpomocomam U1 CUHAPOME feneumn B 18-ii Xxpomocome
n rpynne G. Bce OHW onucaHbl NMPU COOTBETCTBYIOLWMX CUHAPOMAX.

KNIMHNYECKME AHOMANNA B CUCTEME AYTOCOM
AH3YMNAOMOnNA

CuHApoM TpucoMun 21 (cMHApoM [ayHa, MOHFo/M3Mm)

JononHuTenoHaa 21-a xpomocoma 00yC/noOBMMBaeT pasBUTUe
npolie BCero pacno3HaBaeMoOro W yalle BCero BCTpevarolierocs
XPOMOCOMHOr0 cuHApoma y uvesnoBeka (puc. 6-15). OCHOBHble K/u-
HUYecKue Mpu3Haky npeacTasfneHbl B Tabn. 6-5 1 6-6.

B o6weli nonynAumm yacToTa cuMHApomMa cocTtaBnser 1 Ha
600—800 >x1MBOpOXAEHHbLIX. OoHAaKo OH B 2 pasa ualle BCTpeda-
eTcs y Nao4oB, Tak Kak 60/blue MOM0BUHbI MX C Tpucommuen 21
CMOHTaHHO abopTupyeTCA B paHHMEe CPOoKM OGepemeHHocTu. OTme-
YeHa BbIpaXeHHas KOppenAauusa Mexay BO3pacTOM MaTepy W He-
PacxXxoXaeHMem XpOMOCOM, MPUBOASLLMM K MOABNEHUIO [ONOMHU-
TeNIbHOM XpoMOCOMbI y pebeHka. B wtate Hbro-Mopk uvactoTa
getein ¢ Tpucommein 21 yBenuuuniace ¢ 1 Ha 1925 poXAeHHbIX OT
XEHWMH B Bo3pacTe 20 neT 6osee yeM [0 1 % pOXAEHHbIX OT
KEHLWMWH B Bo3pacTe cTapwe 40 netr (tabn. 6-7). MNpu nposefe-
HAN MO TeHEeTMYECKUM MOKa3aHUAM aMHWOLEHTe3a XeHLWHaM B
Bo3pacTe cTapwe 40 neT yactoTa Tpmucomun 21 y nnoga cocrasuna
6onee 5 %.

B page cnyyaeB retepomMopdu3M npu (/IHOOPECLUEHTHOM OKpa*
lWMBAHUM  MNpeAcTaBnseT LMTONOTMYECKMe [oKas3aTeNlbcTBa  TOro,
YTO HepaexoXxieHMe XPOMOCOM HacnefyeTcss OT poguTenein (cwm,
puc. 6-15). MaTonoruvyeckaa cerperauus HacnegyeTcs OT 0OTua B
10—20 % cnydaesB. Pa3nuyaldT fABe KpuBble pacnpefeneHusa ans
BO3pacTa MaTepu: HesaBucMMass OT Bo3pacta (ciaydam, 06ycnos-
NeHHble TpaHc/oKauMen 1, BO3MOXHO, HEpacxoXAeHWem XpoMmo-
COM y OTua) W 3aBUCMMAas OT BO3pacTa.
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Puc. 6-15. YacTnuHbIA KapnoTun npy cuHgpome [ayHa.

a— 6onbHO ¢ Tpucommueli 21; 6 — XpOMOCOMbl 21 OT ABYX OGONMbHbIX W WX POAUTENei: cnesi
[1IBE XPOMOCOMbI GO/IbHbIX C SPKO (GI0OPECLMPYIOWMMIA caTenInTamy MosydyeHbl OT MaTepu;
crpasa fiBeé XPOMOCOMbI C APKO (D/IOOPECUMPYIOLIMMM caTeNInTamMm, MnoslyvyeHHbIMU B pesysibTa-
Te HepacxoXfeHua BO BTopyw (hasy menosa y ortua; B—21q 2L-TpaHcnokauusa; r — 14q 21q
TpaHcnokauusa y matepu (BBepxy) M ee 601bHOro pebeHka (BHU3Y).

MpuurHa Koppensaunm Mexay BO3pacTOM MaTepyu UM Hepacxox-
[eHNeM XpOMOCOM [0 CMX MOp Hem3BecTHa. YacTtoTa cuHApoma
JayHa wn npoBefeHMe ANArHOCTUYECKOrO0 PEHTreHO/I0rM4eckoro 06-
cnefoBaHWs OpraHoB OpHOLWIHOM noniocTM  GepeMeHHON Koppenu-
pyloT C ee Bo3pacToM. O6cyxfanocb HapylleHUe XPOMOCOMHOWA
cerperauun, 06ycnoBneHHOe AeicTBMEM BMpyca, Korga 6blna 3ape-
rMcTpyMpoBaHa. rpynna fAeTeid ¢ Tpucommeid 21 nocne aNUAEMUN WH-
(hEKLMOHHOFO renaTuTa. BbiNo BbIABMHYTO TakXe MNPennofoXeHne
0 «CTapeHumn» SALEKNETKN BCNeACTBUE 3aepXKW OMof0TBOPEHMS
M3-3a YMEHbLIEHWS C BO3PacTOM 4YacTOTbl  MOJIOBbIX KOHTaKTOB.
Y 6O0NbHbIX AeTEN N MaTepeii ObI10 BbIABEHO 3HAYUTENIbHOE YyBe-
JIMYEHUe YaCcTOThbl BbISIBNIEHNS ayToaHTUTeN K LWUTOBWUAHOW >Kenese,
HO MexaHu3M, O06YCMOBMMBAKLWINIA 3Ty KOPPENAUMI0, HEU3BECTEH.
B 3akntoueHMe Heob6X0AMMO OTMETUTb, YTO FeHeTU4eckas npegpac-
MOMOXEHHOCTb K HEPAaCXOXAEHUH XPOMOCOM MOXET BCTpeyaTbes
He TO/IbKO MpU TPUCOMMMK 21, HO W NpW APYIMX BUAax aHayniou-
WA, B TOM 4uC/e MOJMIOBbIX XPOMOCOM Y TEX XXe YeHOB CEMbMW.

PVCK MOBTOPHOrO pPOXAEHMWS OeTeli ¢ TpUcoMmeln OT poauTene
C HOpPMa/lbHbIM HabopoM XpPOMOCOM Heum3BecTeH. OH BapbMpyeT OT
MOBbLILLEHHOrO B 06LWeil nonynsuun fo 50-KpaTHOro yBeUMYeHUs
Y monogbix MaTtepeil. AHanM3 fAaHHbIX C Y4YeTOM TO/IbKO XPOMO-
COMHO [OKa3aHHbIX TPUCOMWIA CBUAETENbCTBYET O TOM, YTO PUCK

37



om
700 X g, 0 Fog Bn @l | Fa
NI op > aObO Sn&WOOAHS ] .H o—

g%@o SN v o G\ . OB T Ty O IO .
X KBu.rB.BuK_.OC 02 AaoN @ * v xa — Re— oo g
BB%gﬂﬁélAqn
mmmanaB — BK%Q v o@R B m TS
RS X En © - BB o Zdw %8 509@9 om0 IR
o8 @ Mdp. o SHUCO cwrmnT o Pod\Fx xR v— ONT SgsduugE %10.0 Te 1 lo]
BB Uu»
OB @ K & conlom®
[T %AonﬁﬂxM Sonurw * Sy 7 DOCITY
TId o0 o0 'm0 30 XookaBan o x RSk
= o xoaFcom
= oo N< mdSE o oo

nmwoondL aowodTHUD XI9HWOI0LAR BOXMmMoiehadioa 01999 amenh xadl wieHemdu BUMIBhMHULM SI9GHEOHOO G-9 ehnuuge] K



illsgi

gj 1.Vv3 silo
Mngssg3

0-S g S «5 5

~eg §Mg'g c

3% 31S 3
5§ g kaf,
AnEERS S

Eh AKX

o P—0 I\J§ coare
T STRIZONRR O
Q@ipn

UrEEx @@
P
L

Oron  sththoww gdo
v %m o P a3x yos
QD oo .
TG = P

1
AOYN

O ¥ *Wxan

e
QT

X @uunxa

20y gro™ S

OS¢ ARG

=7\\e}

onth

MOBTOPHOIO pPOXAEHMA 60M1bHOro pebeHka
He3aBMCUMMO OT BO3pacTa MaTepu TOT Xe,
yto Ans  maTepu B BO3pacTe  cTaplue
45 net, T. e. 1/80. MOBbIWEHHbIA PUCK B
JaHHOM c/lyyae MOXeT ObiTb 00YC/0BfeH
HeBbIJEeNEHHbIM  MO3auUM3MOM Y OfHOrO
u3 poguTeneid uaM MNOBTOPHbIM [AENCTBMEM
TOro e BpeAHOro akTopa OKpYyXatLlein
cpegbl. MNMpy NOBTOPHOI 6epeMEHHOCTW, Ha-
CTYNMBLUE nocre poxpeHns pebeHka C
TpUCOMUMENH 21, PUCK POXAEHWUS  BTOPOro
60/1IbHOr0 pebeHKa, OLUEHEHHbIN MNpu TeHe-
TUYECKOM KOHCYNbTUpOBaHMW, Ha 1 % Bbl-
e, YeM pPWUCK, CBSA3aHHbIA C BO3PacTOM
mMaTepn (cm. Tabn. 6-7), KOTOPbIA uMeeT
3HayeHWe TOMbKO [AN1A >XEHLWWH B BO3pacTe
4o 37 net.

TpaHcnokaumn, 06ycrioBNMBatOLLIME CUH-
apom JayHa. «PerynspHbie» TpUCOMMUM CO-
CTaBNAKT OKoMo 95 % OT BCex Cryvaes
cuHgpoma [JayHa. lMpnbnusntensHo 1%
cnyyaes 0O6yC/NOB/AMBAETCA  MO3aMLU3MOV
(aTa umdpa 3aHMKEHa, TaK KakK HEKOTO
pble 60/MbHblE C MO3aMLM3MOM  OCTaloTCI
HeBbISIBMEHHbIMW, OCO6EHHO cpean (eHOTU
MAYECKN 3[0POBbIX  poauTeneld, MMeroLLL
JeTell ¢ Tpucomueit); oCTa/lbHble Cry4ya
06yCcNoBINBalOTCA TpaHc/oKauunen

OcHOBHasA 4YacTb  TpaHC/NOKauuih, OT-
BETCTBEHHbIX 3a CWHAPOM  [layHa, OTHO-
CUTCA K LEHTPUYECKOMY COeAUHEHWUI0 21-i
¢ 13-ih, 14-n wam 15-F XpomMOcomoii; npwu-
MEpHO TMOMIOBUMHA W3 HMX Hac/nedyeTcs.
B ocHoBHOM 3TO0 — t(140921Q) (cm. puc
6-15), uHorga t(15921q). Peakwue cny4vau
t(13921g), BO3MOXHO, O06BACHAKTCA  OT-
CYyTCTBMEM CUHApOMa Tpucommm 13 y no-
TOMCTBA (PEHOTUMMYECKU 3[0POBbIX HOCK-
Tenein TpaHcnokaumm 13921q. OT XKeHLWMH-
HocuTenell poXpaawTcs OeTU C HOpMasib-
HbIM (DEHO- U KapuoTUMoM, (PEeHOTUNMUNYECKU
3[00pOBble HOCUTENM W C TPaHC/IO0KaLMOH-
Hoin Tpucomwmenn 21 (puc. 6-16). TeopeTu-
YeCKM Bce TpPU Tuna MOTOMCTBA [O/DKHbI
BCTpeYaTbCA C OAMHAKOBOW 4acTOTOW, HO
TONbko y 10 % M3 HMX OTMevanacb narto-
Nornsi, BO3MOXHO, W3-3a MOBbLIWEHHON K-
6enn  HecbanaHCUPOBAHHOW  3UrOTbl UK
nnoga. Oxunpgaemass 4acTtoTa MNOPaKEHUN
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Tabnuuya 6-6. BaxHble pfepmatornuduyeckme npus3HakM U crubartenbHble
CKNaAKN Npu Tpex 4acto BCTPevarloLlmxca CUHAPOMax ayTOCOMHOW TpMcomum

0O6nactb Tpucomma 21 Tpucommsa 18 Tpucomuna 13
Manbupl YnbHapHble netim  [yrn  Ha nanbLax —
Ha 60/bLIMHCTBE PYyK 1 Hor

na/ibLEB, pagu-
abHble MET/M Ha
IV nV nanbuax

NagoHHaa noBepx- AUCTaNbHbIA — akcu- OucTanbHbIn - akeu-
HOCTb NbHbIA  TpUpagmn- QbHbIA  TpUpaaun-
yc wi 60nbLIoi yc wwm 60nbLuoi
yron atd yron atd
MogowBeHHast mo- [yrM Ha rofeHn u MN30rHyTble Manble
BEPXHOCTb HeGonblUve NET 6epLoBble  KOCTU

aucTanbHee nsi-
TOYHOI 06nacTn

CKnagKu 06e3bsiHbst CKNaa-  EAMHCTBEHHAs O6esbsAHbA  CKIaaKa
Ka, eAVHCTBEHHas  CK/ajdka Ha V
cknagka Ha V nanble WM Ha
nanbLlie BCeX NasibLiax

Ta6nuua 6-7. Yactota cuHgpoma [ayHa (wTat Heto-Mopk)

Bo3pacTt martepwu, OueHunBaemas Bo3pact matepwu. OueHnBaemas
rogbil yacTtoTa rogbll yacTtoTa
20 1/1925 35 1/365
21 1/1695 36 1/285
22 1/1540 37 1/225
23 1/1410 38 1/175
24 1/1300 39 1/140
25 1/1205 40 1/110
26 ,1/1125 41 1/85
27 1/1050 42 1/67
28 1/990 43 1/53
29 1/935 44 1/41
30 1/885 45 1/32
31 1/825 46 1/25
32 1/725 47 1/20
33 1/590 48 1/16
34 1/465 49 1/12

1Mo nocnegHem HIO pOXAEHWS nepes MOCTynneHWem B cTauumoHap [HAoo* E. B. Birth
Defects, 1977, (3A¥, %23].

Habnwoganacb y 73 NA04OB B paHHWe CpPokuM OGepemeHHocTu. OT
MY>XUUH-HOCUTENEN pefKO pOXAarTcsa 60/bHble AETW, Yvalle OT HUX
poxgaloTca 340pOBble AETU U HOCUTENN.

Tonbko B 5% cnyyaeB TpaHC/AOKauuMoHHasa ¢opmMa CUHApoMma
[JayHa, B TOM umcne cBfA3aHHasdA C xpomocomamu 21 wn 22, Hacre-
AyeTcA OT poauTens-HocuTensa. He3HauuTeNlbHYKO MeTaueHTpuye-
CKYI0 TpaHC/oKauMio XPOMOCOMbl MOXET MpeAcTaBfATb LeHTpuye-

40



Puc. 6-16. BO3MOXHble MCXOflbl GepeMeHHOCTV MpY Cerperaumyi NpoAyKToB c6anaH-
CMPOBaHHbIX HOCUTE/NE POGEPTCOHOBCKONM TpaHCMOKaLWM,

CKOe C/MsIHMe XpPOMOCOM 21 W 22 WM [BYX XpomocoMm 21 (cm.
puc. 6-15). Bce Xn3HecnocobHble MOTOMKMW, POXAEHHblE OT HOCU-
Tena t(2lq21lq), cTpagaldT cuHAPOMOM [JlayHa. Y  HOCUTenel
t(21922q), ¢ Apyroii CTOPOHbI, MOXET POAUTLCA KakK HOCUTeNb WUn
3[0POBbI PebGEHOK, TakK M 60/IbHOMN.

He Bce TpaHcnokauuu, o6ycroBnuvBalolWmne CUHAPOM [layHa,
OTHOCATCA K TUNY LUEHTPUYECKOro CAusHUA. HekoTopble uccrefo-
BaTenn coobwaT 06 yBeNUYEHUN AVHHOIO nfeya OfHoW 21-i
XPOMOCOMBI. Y Apyrux 60/IbHbIX C CUMHAPOMOM [JayHa W, o4eBUA-
HO, C HOPMalbHbIMM KapuoTuUMnamMu MOXeT BCTpeyaTbCs 3aMacKu-
poBaHHasA TpPaHCNOKaLuWsA, Hanpumep 4acTb XPOMOCOMbI 21, NpUCO-
eMHeHHaa K 60NbLIO/ XpOMOCOMe, KOTopas MOXeT ObiTb onpege-
NleHa npu aHanui3e pacnpegeneHns guckos. OgHako y 60/bLINH-
CTBa fdeTeil C CMHAPOMOM [layHa M HOpMaibHbIM KapoTWUMOM BO3-
MOXEH MO3auMUM3M C HW3KOW 4acTOTOM TPUCOMHbIX K/IETOK.

YacToTa ocTporo neiikosa y vy ¢ CMHAPOMOM [layHa Bbille,
yem B oOuwein nonynauumn. B 6GOMAbLWIMHCTBE C/Ay4yaeB OH OTHOCUTCA
K numgobnacTHomy Tmny. Korga y 60/IbHbIX C XPOHUYECKUM MUe-
nongHbIM fleiko3om Oblia BnepsBble 06HapyXeHa dwunagenbguii-
ckasg xpomocoma (Phl), cumtanu, 4to 3TO yyacTok geneuun 21-i
XPOMOCOMbI; B HacTosllllee Bpems AoKa3zaHo, 4To Ph’-xpomocoma
BK/IOYaeT B cebs 22-10 XpOMOCOMY, B KOTOpPOI AguUcTanbHas 4acTb
[nnHHOro nneya TpaHcnoumpoBanacb Ha A/VHHOE nnedo 9-ii xpo-
MOCOMbI WM APYroli ayTOCOMbl.
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Coobwanocb 0 MHOTFOYUCNEHHBIX BUMOXMMUYECKUX HapYLLUEHUAX
y 60/bHbIX C CMHAPOMOM J[layHa, HO 3HauuMTeNbHas 4YacTb 3TUX Ha-
pylweHulii HegocTatovHa A1 MOJlyYEeHUS  MOJSIE3HOW TFeHeTUYecKol
nHopmaLmn. HecKonbKO reHHbIX MOKYCOB 6blin OnpeaeneHbl B
21-i xpomocome. lMpy n3yvyeHUU ABYX W3 HUX — FeHa A1 pacTBo-
pymMoi (hopMbl CynepokcuaHom gucmyTtasbl (SODsS) u  peuentopos
WHTepdepoHa — BbISIBUNN [030BOE COOTBETCTBME, MNPOMNOpUUOHab-
Hoe uuncny 21-x XpoMocoM B KneTke. YpoBeHb SODsS B K/jeTKax
60NbHbLIX C Tpucomuel 21, Kak 6Obin0 MokKasaHo, B H/r pasa npe-
BblLLIaeT HOpMY.

CuHgpom Tpucommnm 18

3To BTOpas 4YacTO BCTpeyalwasaca ayTocoMHaa abeppauus
(puc. 6-17), KOTOpyl paHee OTHOCW/IM K CUHAPOMY TpucoOMUU
XpomocoM rpynnel E oo Tex mop, Moka HOBble MEeTOAbl HE M03BO-
v pasnnunts 17-10 1 18-10 XpoOMOCOMBI.

He3HaunTenbHO BbIpaXeHHble OCOBEHHOCTU CTPOEHUS Yepena
N vua nos3BOASKT OT/IMUUTL feTe Cc Tpucomuen 18 oT pgeteid
c Tpucommein apyroro Tuna. OCHOBHble KIMHWYECKME XapaKTepu-
CTMKKN 3abosieBaHMA cMm. B Tabn. 6-5 n 6-6. YacTtoTa 3abonesaHus
coctaBnser 1 Ha 8000 poauBwiunxca MaageHues. OO6bIYHO AeTw
poXAalTcA Mocne HOPMaslbHO MpOoTeKalolleil 6epeMeHHOCTU, HO UX

Puc. 6-17. ®oTorpacms HOBOPOXAEHHOIO MaslbuMKa B Bo3pacTe 4 AHeld ¢ Tpucommeli
18 (a). O6paTuTe BHVMMaHVE Ha BbIJAIOLLYHOCS 3aTbUIOUHYH KOCTb, MUKPOrHATWIO,
HM3KO pacrnosioXKeHHble YLIM, KOPOTKYH TPYAWMHY, CY)XEHHbI Tas, BbICTYNatoLLyto
NATOYHYH KOCTb M aHOMaslbHoe crubaHue nanbueB (C paspeweHus R. E. Carrel).
Mpy 3TOM CUHAPOME YacTbl HeOObIMHOE MOMOXEeHWe MNanbueB pyku (6) ¢ runonna-
3vieli HOTTEBOWM NMIACTMHKM V Nasnbla, TUNWYHOE PacrosioXeHVEe AYr Ha KOXEe KOHYMW-
Ka nasbles (B), AopcasbHoe crubaHme | nanbua cronbl (r) € runorniasnein Horre-
BOW mnactuHkM [Smith D. W. Am. J. Obstet. Gynecol., 1964, 90:1055] 1 YacTUYHBIIA
kapuotun () (MogmmKauma OKpacku XpomocoM Mo meTogy [mm3bl).
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nafca Tena npu poxgeHuu HuU3kaa. 1o/10BOe COOTHOLUEHME CO-
cTaBnsget 1 manbuMK Ha 4 geBo4vkun. [pakTuyecku y Bcex 605b-
HbIX BbISIBAIAIOT MOPOKU pasBUTUA  CepAla — OCHOBHble (haKTopbl,
onpegensaloLline PaHHIOK CMepTHOCTb NpU 3TOM  3ab60neBaHUU
(vawe Bcero B nepsble 3 MeC XW3HW). ECTb co06LWeEHNSA O cnydaax
6orbLueli MPOAO/MKUTENBHOCTU XU3HU (MakcuMasbHO [0 BoO3pacTa
15 net). Kak v npu Tpucommmn 21, 3TUOMOrMYECKN BaKeH BO3pacT
mMaTepu.

TpaHcnokaunum XpomMocoMbl 18 3TWM HapyweHus XOTA U pefko
BCTPEeYaloTCH, HOL cny>KaT MPUUMHON 4YacTUYHOW (HENonHOW) Tpwu-
comumn 18 Hanpumep nNpu YABOEHMU TOMbKO YacTuM OfHOW XPOMO-
COMbl 18 WM yBE/IMYEHUWN ee AJIMHHOIO njeya WM TpaHCc/oKauuu
Ha ApYyryt XpoMocOoMy. [uMarHo3 HenosHoM  TpUcoMum 06bIYHO
OCHOBbIBANCA Ha K/IMHUYECKOW KapTWHe, TaK KakK Mnpu OTCyTCTBUU
PELMNPOKHOM TpaHCMOKaLMn y OLHOI0 W3 poauTenieil He npeacTas-
NAM0Cb BO3MOXHbIM MOATBEPAUTL LIMTOSIONMYECKN TMPOUCXOXKAEHWE
[JONOJSIHNTE/IbHOr0l XPOMOCOMHOro MaTepuana. Kak v npu TpaHc-
NOKaUMoHHON opme cuHApoma [layHa, AeTu C LWeCcTbl Tunamm
XPOMOCOM MOTYT MoflyyaTb WX B pe3y/sbTaTe cerperauymm XpoMmo-
COM POAUTENSA-HOCUTEeNS, HO, BEPOSITHO, OHW OCTaKTCA XXM3Hecno-
COGHbIMM TOMIbKO Mpu Tune 3. HOPMaIbHOM KapuoTune, cbanaHcu-
POBaHHOM HOCUTE/IbCTBE TPAHCNOKaLWUM W HENonHoW Tpucomum 18
(TeopeTnyeckn B paBHbIX COOTHOLWEHMAX). CoobLlanocb Takxke
0 MO3auuM3Me U ABOIHOIA TpPUCOMUMK.

CvHgpom Tpucomum 13

Mpn atom cuHApome yTpamBaeTca 13-4 xpomocoma. MNMoCcKoNbKy
TpuycoMun xpomocom 14 n 15 AOCTOBEPHO He OT/INYAKTCA APYr OT
Apyra npu cTaHAapTHbIX MeTodax OKpalwuBaHWA, BCE TPW napbl
MOTYT 6bITb MAEHTUPULMPOBAHLI MO PACMOIOXKEHUIO XPOMOCOMHbIX
anckos (puc. 6-18).

PeHOTUNNYECKME  NpU3HaKu Tpucommu 13 nepeyuncrneHol B
Tabn. 6-5 n 6-6. Kak 1 npu Tpucomum 18 nporHo3 Heb6naronpus-
TeH. bonblwasa yacTb feTeli ymmpaloT B 1-/i rof >XM3HW, HO M3BECT-
Hbl Ccnyyan, Korga feTw ¢ 3TOW natonorvei >xkunu po 10 ner.
YacToTa 3ab60neBaHMSA cOCTaBAseT NpuMMepHO 1 Ha 20000 XwnBO-
POXAEHHbIX; KakK W npu Tpucommsax no 18-n n 21-ii xpomocomam,
yacToTa YyBe/IMYMBaeTCA MO Mepe YyBe/UYEHWA BO3pacTa MaTepwu.
MonoBbIX pa3nnumnii He OTMEYEHO.

TpaHcnokauunm xpomocom 13, 14, 15. O TpaHcnokKaumsax, CBA3aH-
HbIX C Xpomocomoili 13, coobwianocb ualle, 4YeM 00 W3MEHEHUSX
B 18-li Xxpomocome, BO3MOXHO, M3-3a 0o/blueil TeHAEeHUUU akpo-
LieHTpuyecKux XpoMOCOM MNOABEPraTbCs pa3pbiBam W MepecTpoiike
N Nerkoi naeHTUuKaunn ms-za ux AnvHbl. bonblas 4yacTb TpaHc-
nokauwuii o6pasyeTcsa MNyTeM LEHTPUYECKOro COeAVHEHUS, HO He-
KOTOpble XPOMOCOMbI COCTOAT M3 [ABYX, COeAWHEHHbIX nocnefoBa-
TeNlbHO, B pe3y/ibTaTe 4ero o6pasyeTcs OYeHb A/IMHHASA akpPOLEHT-



Puc. 6-18. HoBOpOXaeHHble [eBOYKU C
cuHapoMom Tpucommn 13 (a, 6).

O6paTuTe BHMMaHWe Ha CpeAVHHOe Hesapa-
ieHne rybbl 1 Heba, MUKpoueganuo, 6ynb-
GOBUAHbIA HOC, MOMMAAKTUANIO U MepekpecT
nanbues (geekTbl uepena He MokasaHbl) (C

MHM paspelleHnss M. G. Wilson); uacTuuHbIi Ka-
pruoTMn  XxpomocoM rpynnbl D, OKpalueHHbIX
XVHaKpyHa auvrugpoxnopugom (B).

lYyeckass XpomMocoMa. TuMm HacnefoBaHUS aHa/orM4yeH TakKOBOMY
ipy TpaHCNOKauuu, 06CYXXAEHHON BbILLE.

N3BecTHO 60/bLLIOE YMC/IO POLOCMIOBHbIX (DEHOTMMMYECKM 3[40pPO-
BbIX Nuy, ¢ 45 XpoMocoMaMu, B TOM YMC/E C LEHTPUYECKUM CuUs-
Huem 13- mnn 14-ii XpOMOCOMbI, HO MPU 3TOM Y HOCUTENen pPUCK
BOCMPOW3BOACTBA MOTOMKOB C TPUCOMMER cocTaBnsieT MeHee 1 %;
XPOMOCOMbI 60/blIero padMepa ¢ CUMMETPUYHON A/IMHOW ney oT-
NNYalTCA CKMNOHHOCTbIO K cerperauum 06bl4HbIM 06pa3oMm, 4To
onpefensiet AML, ¢ HOPMaIbHbIM KapuoTMMOM waM cbanaHCMpoBaH-
HbIX HOocuTenen. OQHaAKO CMOHTaHHble abopTbl W Gecniogue BCTpe-
yaloTCA MNpu 3TOM Yaule W abopTMPOBaHHbLIA  MN104, BO3MOXHO,
TPUCOMHbIA No 14-i1 xpomocome.

CuHgpom Tpucomun 22

BoMbHbIX C AOMOMHUTENbHOM  HEOOMbLUOK aKpPOLEeHTPUYECKON
XPOMOCOMOW, HO 0e3 K/IMHMYECKMX MNPU3HAKOB CcuHApoma [JayHa,
nepBoHaya/sbHO paccmaTpuBann Kak nuy ¢ Tpucommen 22, XYY,
WA HEMOSIHOW TpPUCOMMENR, 0OYCNOBNEHHON  Aeneuveln 6onbLuer
XpomocoMmbl. OgHaKO MNpW MapKMpoBaHUM XPOMOCOM H dhiroopec-
LEHTHOM OKpallMBaHUN XPOMOCOMHbIX AMUCKOB CTasio BO3MOXHbIM
MOEHTUPULNPOBATL Y HEKOTOPbIX 60/bHBLIX Tpucomuio 22. B Ha-
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c/ipsiee BpeMs K/AVMHWMYECKUIA CUHOPOM cTan 6onee SCHbIM. OH
XapaKTepusyeTcsa OTCTaBaHWEM YMCTBEHHOrO pasBUTUSA WU POCTa,
MuKpouetanmein, MUKpPOrHaTueid, CBOGOAHLIMU KOXHbIMWU CKNag-
KaMmu nepej YWHbIMM pPakoBMHamMMK, AONOMHUTENbHbIMU CKAagKaMu
W/wWinm CcuHycamu, HU3KO PacnofIOKEHHbIMU  W/WAM  U3MEHEHHOW
(hOpMbl  YLIHBbIMW PaKOBMHAMW,  He3apalleHvem Heba, BPOXAEH-
HbIMM 3aboneBaHUAMU cepgua, HeobblMHOW (OpMbl MAM MPOTUBO-
noctas/ieHHbIM | nanbuem, Ae@OPMUPOBAHHLIMU HUXHUMMU KOHeY-
HOCTAMMU.

HecmoTpss Ha oaMHakoByl (hOpMYy WM pasmepbl XPOMOCOM, Tpu-
comMus 22 BCTpeyaeTca pexe, yem Tpucomma 21. BO3MOXHO, 3TO
CBSA3aHO C 6OJbLUEN 4acTOTOW rmMbenn naof0B C TPUCOMMUER 22 BO
Bpems 6epeMeHHOCTM.

TprcoMusi No ApyrMm aytocomMam

TouyHasa wuaeHTUPUKaAUUS XPOMOCOM obecneynna onuMcaHue Ho-
BbIX CMHAPOMOB TpMUCOMMM MO 8-ii 1 9-i1 xpomocomam (Tabn. 6-8).
MonHble Tpucomum (T. €. He CBSA3aHHbIE C MO3auLM3MOM C XpPOMO-
COMHO HOPMa&/IbHbIMW KAETOYHbIMWA JIMHUAMKU) MO APYTMM XPOMO-

Tab6nunuya 6-8 OCHOBHble KAMHMYECKME MPU3HAKM NPU TPUCOMUSAX 8 1 9

Mpu3Haku Tpucomusi 8 Tpucomusi 9

O6LI.I.VIE OTcTaBaHve YMCTBEHHOro OTCcTaBaHUe YMCTBEHHOIro pas-»
pa3BnUTUA, KOPOTKOE TYy/0- BUTUA
BuLle, Hebosnbllass  Macca
Tena, aHoMa/iM1M NO3BOHOY-

HUKa
KocTv uepena u nu- [ucmoptmns  deperna, HaeBu- Mwukpoledanms, naTonoruye-
LIeBOro ckeneta calolyii  N06, AMCMNACTMY-  CKOE 3apallieHne YepernHbiX

Hble YLIHble PAKOBUHbI, KO-  LUBOB, r/ly60KO NOCaXEHHbIE
cornasue, TM/IOCKWIA HOC € rnasa, pblouin poT, MUKPO-
LUMPOKMM OCHOBaHMEM, HU3-  THaTWA

KO PacnofioXeHHbIe YLUHbIE

PaKOBVHb!, BbIBEPHYTast

HWXHSAA Ty6a, BbICOKOE He-

60, He3sapalleHMe MSIrKoro

HebGa, MMKpOrHaTus

IpyAHas Knetka BpoxaeHHble  3aboneBaHusi BpoxaeHHble  3a6oneBaHus
cepaua cepaua
OpraHbl  GpIOLLIHOA AHOMaIMM  MOYEBLIBOAALMX AHOMAINM  MOYEBbLIBOAALLMX
» MOMIOCTM W MOJMIO-  MyTeR, CY>XXEHHbIN Ta3 nyTe
CTU Tasa
KoHeuHocTM Oncnnasvst KoneHHbIX ualle- BpoxaeHHble  BbiBUXM  6ef-

YekK, orpaHn4yeHHas noasuK- pa/KOI'IeHHOFO CyCTaBa, Ku-
HOCTb CyCTaBOB, rny60K|/1e HOA4AKTUNINA, rmnonnasna
CKnagkn npu crmbaHMM Ha nasbLeB, HOFTEBbLIX M/IACTUH,

NafoHHOM W MOAOLIBEHHOW  CUHAAKTUAMS, 06e3bsHbA

NOBEPXHOCTAX cknafika, OTcyTcTBME B- 1M
C-nafloHHOro  MasnbLEeBOro
Tpupaguyca
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Tabnuuya 6-9. BaXHble KAMHWYECKME MNPU3HAKW CUHAPOMOB, CBA3AHHbIX C
Mpu3sHakn 4 p- 5p- 9 q- 13 g-
O6LWHe Hunskas macca Hunskas macca YMCTBEHHasi  OT- Hunskasa macca
Tena npu poxae- Tena npu poxpge- CTasocTb Tena npu poxpe-
HUW, BbIPAXEHHAas HWUW, YMCTBEHHas HUW, BbIpaXeHHas
YMCTBEHHas OoT- OTCTanoCTb,  CUH- oTCTaNnocTb  yMCT-
CTanocTb,  3amas- ApPOM KOLIa4ybero BEHHOrO passUTUs,
[OblBaHWe  occudun- Kpuka HefoCTaTO4HbI
Kauuu pocT
YepenHo- Mukpouedanus, Mukpouedanus, TpuroHoueda- Mwukpouedanus,
NnueBble  TUMEPTENOPU3M, OKpyrnoe nuuo, rM- NWs,  Hanpas/eH- TpuUroHouegpanus,
3MNUKaHTYyC, NTO3, nepTenopusM, aH- Hblil BBEPX KOCOWA LIMPOKasi NnepeHocu-
K0M060Ma, K/0BO-  TUMOHFOMOUAHBI paspe3 rnas, anu- La, rMnepTesopusM,
BUfHLI HOC, KO- pa3pe3 rnas, Mu- KaHTHble CKNafKW, nNTO3, 3MMKaHTYC,
poTKMit paclwn- KporHaTus, HA3KO  Bamnasllas nepe- MUKpoTanbMUS,
PEeHHbIA UNbTP, pacnonoXeHHble HocKua, BbIBEPHY-  KO/I000Ma, PETUHO-
nesapatieHne He6a, YLUHble PaKoBMHbI C Thl€ HO3APW, ANMH- 6/1aCTOMA, MUKPO-
MUKPOTrHATUS, W3- TOPOKOM pPa3BuTMs, Hbld (QUALTP, HWU3- rHaTus
MEHEHHbIE YLUHble  KOXHble CKagKu KO pacrnosioKeHHble
PaKoBUHbI Brepean Hux YWHbIE  PaKOBUHbI,
BbICOKOE He6O0, Ko-
poTKas KpblIOBUS-
Has Les
pyaHas BpoxaeHHble 60- LLinpoko pac- BpoxaeHHble
KneTka nesHn cepgua (cny- cTaBfieHHble COCKW, 60ne3Hn cepaua
yaiiHble) WyMbl B cepALie
OpraHbl  TlaxoBas rpbixa, MaxoBas rpbixa, Aucnna3unsa 6ea-
OpIOLLHONM CcaKpasibHasi Bnagu- pacxoXaeHue pa, oTcyTCTBYeT
nosocT!  Ha, KpUNTOPXM3M NPAMbIX  MblLLILL XXW- KPUNTOPXM3M
1 nono- BOTa
CTM Tasa
Knuetn un KopoTkne wMeta- [ONvHHbIE  nNanb- fmnonnasunsa wnm
CTOMbI KapnaibHble M Me- Ubl, KBagpaTHas oTcyTcTBUe | nanb-

TaTap3a/lbHble 4a-
CTW, YaCTuU4YHasA
CUHAAKTUANA, NNo-
cKkocTonue, 06e3b-
AHbA CKNnagka

(hopma HOrTeBbIX
nnacTuH

LIeB, K/MHOLAKTU-
s Vo Hanbues,
CUHAAKTUNS Nafib-
LIeB CTOMbI

coMam TaKXe Oblv 06HApPYXEHbI, HO AOKYMEHTALMs MO 3TUM C/y-
yasM HepocTaToyHa. PaKTUYECKM TPUCOMUSI MO KaKAOW ayTocoMme
Oblfla NOATBEPXAEHa Ha CMOHTAHHO aBOPTUPOBAHHLIX B pPaHHUE
CPOKM 6GepeMeHHOCTV Mofax; B OGOMBLIMHCTBE C/ly4yaeB MOJHbIE
TPUCOMUW, BO3MOXHO, HECOBMECTMMbI C >KM3HbI. HenonHas Tpu-
comusi, 06YC/MOB/IEHHAst  Cerperauueii TpaHC/AOKauum WM WHBEp-
cueld, Oblna onucaHa NPaKTUYECKM B OTHOLUIEHUW BCEX ayTOCOM,
KakK M HenosHas TPUCOMMUS B OTHOLUEHWM HECBSI3aHHbLIX CErMEHTOB

ayTOCOM.

AyTOCOMHad MOHOCOMUSA

CoobLwanocb 0 HECKONbKMX C/y4YassiX MOHOCOMWW, CBA3AHHOV
C 21-W v 22-ii XPOMOCOMOW, HO TOJIbKO €AUHMYHbIE U3 HUX Gbln
[OCTOBEPHO MOATBEPXAEHbl KaK MNOJSHble MOHOCOMUW. CUHAPOMBI,
obycnoBneHHble feneuvein (HEMonHass MOHOCOMMSA) YacTu ANNH-
HOro nsjeya XpoMOCOMbl 21 wnnam 22, 6bin ybeanTesnbHO MOATBEPXK-
JeHbl (Tabn. 6-9).
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Jeneuyisivm

np-

OTcTancctb
YMCTBEHHOI0
pasBuTusA, OT-
CTaBaHWe pocTta

AHVpuaus

onyxonb
BunbMmca, roHa-
pobnacToma,
HegopasBuTHE
NnonoBbIX opra-
HOB Y MYXUUNH

Husiraa macca
Tena npu _poxje-
HWUW, pPaBHOW cTene-
H/ YMCTBEHHasi OT-
CTanocTb, KOPOTKOE
TynoBuue, cTurma-
Tbl NPU CUHAPOME
TepHepa

MNepTenopunsm,
3MNMKaHTYyC, ynno-
LeHHast - nepeHocU-
1a, MUKpOrHaTus,
HW3KO PacnosioxeH-
Hble MSITKMe YLUHble
PaKOBWHbI

KopoTkue pyku
C BbICOKO pacnoso-
XXEeHHbIM | nanb-
Lem, YacTUYHO
CNasiHHble  Nasnblbl
CTON, HacbIWEHHbI
oTneyaTtok ¢ 60nb-
UMM YMCNOM NIUHWIA

CTPYKTYPHbIE ABEPPALI

18 q-

Hun3kaa macca
Tena npu poxae-
HUW, BbIPXEHHas
YMCTBEHHas OTCTa-
nocTb, cygoporu,
rMnoTeH3ns

Mukpouedanus,
neekTbl pa3BUTUS
rnas, poT Kapna,
BbICTyNatoLLas
HVDKHSAA YentocTb,
aTpesns YLWHbIX Ka-
Hanos

BpoxpaeHHble 60-
nesHu cepaua
(cnyyaiiHble),
YBE/IMYEHHOE 4KCNo
pebep .

lMonoson uneH
He60NbLLIOro pas-
Mepa, KpunTop-
XW3M, runonnasns
nosnoBbIX OPraHoB y
[leBoYeK

[NVHHbIE TOH-
KVe nanblibl, aHo-
ManbHas  MMMNaH-
Tauus nanbLes
CTON, HAaCbIWEHHbIV
oTneYyaTok ¢ 60/b-
UMM YMCNIOM MHWIA

2 q-

YMCTBEHHass oOT-
CTanocTb, runep-
TeH3UA, MOPOKU
pasBnTUA CKeneTa,
OTCTaBaHMe pocTa

Mwukpouedanus,
HanpasfeHHbI
BHW3 paspe3 rnas,
BbICOKOE He60,
6onbmre n/wm
HU3KO PacnosioXeH-
Hble YLIHble pakKo-
BWHbI, BbICTYNa-
was nepeHocmua,
MWUKPOTHaTKS

MnnopocTeHos,
naxosasi rpbixa,
runocnagusa, Kpun-
TOPXU3M

AHOManuu Horte-
BbIX MNacTuH

2 q-

YMCTBEHHasA
OTCTaNoCThb,
rUNOTEH3Ns

Mukpoue-
thanus, BbICO-
Koe Heb6o, 60/b-
wve n/um Hus-
KO pacnono-
YKEHHblIe YLl-
Hble PaKOBUHbI,
3MNUKAHTHblE
CKNagKu, pac-
LwenneHue
sA3blYKa, NTO3
BeK

CuHpakTun-
nvA nanbLes
cTOn, K/MHO-
[aKTunus

TpaHcnokayum

HacToswmii pasgen MNOCBSILLEH YAacTO BCTPeYarlMMCst CTPYK-
TYpHbIM abeppauusim. OGMeH CerMeHTamy MexXAay [ABYMsi Heromo-

NOrnyHbiIMM XpomMmocomMaMn WM3BECTEH KakK peuunnpokKHada, win
C6aﬂaHCI/IpOBaHHaFI, TpaHCNoOKauwnAa. HeCMOTpFI Ha TO
UTO B NepPBbLIX COO6LLI,eHI/IF|X ropopusiocb 0 NMPOCTbIX TpaHC-

nokauusax, HanpuMep 06 OTPbIBE OT XPOMOCOMbI OAHOrO Ccer-
MEHTA W ero MPUCOEAUHEHMM K HEMOBPEXAEHHOMY TOHLY peuu-
MWEHTHOM  XPOMOCOMbI, He CYLEeCTBYET YOeAMTE/bHbIX AaHHbIX
0 TOM, YTO MpoCTas TPaHC/oKaLWsa BCTPeYaeTcsl y YesloBeka.

Y (heHOTMNUYECKN 3[0POBbIX MWL, TPAHC/IOKALMW CUMTATCA
PELUNPOKHBIMU U c6GanaHCUMpPOBAHHBLIMU, TaK Kak
yTpaTa WM noflydeHVe XPOMATUHOBOTO MaTepuana 06bI4HO COmnpo-
BOX/JAETCS pa3BUTUEM MaTo/IOTMYeckoro ¢eHoTuna. WcknwoueHue
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cocTaBnseT cbanaHcupoBaHHas (pPobepTCOHOBCKAas)  TpaHc/owa-
LUus, O KOTOPOW YyXe ynoMumHanocb. Hecb6anaHcmpoBaHHble Kapuo-
TWMbI, CBA3aHHble C CUHAPOMaMWU- AynAMKauuun-gedpumuunTa,
BCTpeyaloTcsa y NOTOMKOB, HOcuTeneli cbanaHCMpPOBaHHbIX TpaHc-
nokauuin. Bo BCAKOM cnyyae, eciM CMHAPOM O06YC/OB/EeH 4acTuu-
HOi MOHOCOMMWEWN WM HEMOMHOW TPUCOMWEN, MOXXHO OMNpeaennTh,
Kakoi XpOMOCOMOI OH nepepaeTcs.

3a MCK/IK4YeHWeM TpaHcnokKauwuii, 06yCNoBAMBAIOLMX XOPOLLO
N3BECTHbIE K/IMHUYECKME CUMHAPOMbI, TPYAHO M 4YacTO HEBO3MOXHO
JaxKe C NOMOLLbK ornpegeneHUs xapakTepa pacrnosioXXeHUss XpoMo-
COMHbIX AWCKOB C YBEPEHHOCTbIO OMPeAenUTb MNPOUCXOXAEHWE [0-
NONHUTEIbHOr0 XPOMOCOMHOIO MaTepuana npu OTCYTCTBUU peuu-
MPOKHOI TpaHCcNoKauuu y O4HOro u3 poguTeneidl. [pyroe Wck/to-
YeHVe COCTaBAAKT TpaHcnokaumm 60MbLIOro cerMeHTa X-Xpomo-
COMbl, KOTOpas MOXeT ObiTb MAeHTU(UUMPOBaHA MO X-XPOMaTUHY
WM No XxapakTepy CBA3bIBAHUSA TUMUAMHA. Ecnn ogvH r3 poguTe-
neii HocuTeNb TPaHCAOKAaLMW, MPOUCXOXAEHWE AOMOMNHUTENIbHOro
XPOMOCOMHOro martepuana (Tpucomms) wnm ero ytpata (MOHOCO-
MUS) MOXET OblTb TOYHO OMNpedesieHO U BO3MOXHO YCTaHOBUTb
HOBble K/MHUYeCKMe cuHApoMbl. C MOMOLLbD MeTOoAa OKpallvBa-
HUS XPOMOCOMHbIX AMCKOB MOXHO MWAEHTU(PULMPOBATb HebonbLine
Aynnukaumm v feneumu B KapuoTmnax, KOTOpble CUMTaMCb HOp-
ManbHbIMW MNPU OKPALUMBAHUM OObIYHBIMW KpacUTEeNsaAMM.

BblnM onucaHbl CUHAPOMbI, CBSA3aHHbIE C HEMOMHOW TpUCOMMUEN
(pynnunkaumnna) xpomocom 1qg, 2p, 2q, 3p, 30, 4p, 49, 5p, 69, 7q,
9p, 99, 10g, 12p, 14qg, 18q w 22g. Hambonee un3y4yeHHON W yvale
BCEro MOATBEPXAEHHON HEMOMHON Tpucomuel SBNAETCA CUHAPOM
Tpucomum 9p (puc. 6-19). Coobuianocb 0 TpPaHCc/AOKauMu KOpOT-
KOro nneya 9-ii XpOMOCOMbI Ha pa3Hble ayTOCOMbI, a TakXe onuca-
Hbl NMUa, COCTOSILME B KPOBHOM POACTBE, Y KOTOPbIX Peuunpok-
Has TpaHCNoKauus NepeHoCUTCA MHOrUMMW YfleHaMu CeMbW W nepe-
[JaeTcA uepe3 HeCKO/IbKO MNOKOMeHul. CUHAPOM XapakTepusyeTcs
OTCTaBaHWEM YMCTBEHHOr0 pasBUTWUSA, MUKpouedanmenr, runepre-
JIOPU3MO#A, KOCbIM pa3pe3om rfas, 3HopTabMOM, NYKOBMLEOOpas-
HO (hOPMOI HOCa, CKOLUEHHOW KHW3Yy POTOBOW Liefblo, «OTTOMbI-
PEHHBbIMW»,  HU3KO  PACMOJIOXEHHLIMW  YLWHbLIMKA  pPaKoBUMHaMW,
€AVHUYHOWN CKNafgKOW Ha NagoHHOW MOBEPXHOCTW.

Ualie BCEro peumnpokKHbie TPAHCNOKaLWUM BCTPEYATCA Mexay
ANVHHBIMKM  nnevamn  11-h n 12-1 xpomocom (puc. 6-20). YacTb
NMOTOMKOB OT cbanaHCMpPOBaHHbIX HOCUTeNei AIMHHON TpaHc/oKa-
unm (t[11; 22)] wmeet 47 xpomocom. [ononHWTeslbHas Xpomocoma
COCTOMT M3 yacTen oT 11-ii U 22-i1 XPpOMOCOM. KAMHUYECKN CUHAPOM
NposBAseTca Mukpouedanmen, WUPOKMM NNLOM C KOPOTKMM MocC-
KM HOCOM, paclnpeHHbIM (GUAbLTPOM, MUKPOPETPOrHaTuen, Hesa-
paweHneM Heb6a, HU3KO pPacrnosioKeHHbIMU WU3MEHEHHbIMWU YLUIHbLIMA
pakoBMHaMW, MaibIM pasMepoM MOJSIOBOr0 4fieHa, Nnopokamwu cepg-
Lua, aHoOManvel MO4YeK, aHyca W BPOXAEHHbIM BbIBMXOM 6Genpa.
OTMe4YeHO CXOACTBO C AeTbMW C TPUCOMMER 22 N YacTUYHOW Tpu-
commeli gnnHHoro nneya 11-ii xpomocombl. PeHOTUNMYECKME MPO-
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Puc. 6-19. XapaKTepHble MpU3HaKky npu TpUco-
MM 9p: ruMnepTenopusM, JlyKOBULLEOOpasHbIl
HOC, OMYyLLUEHHbIe YI/bl PTa. HU3KO PacrofioXeH-
Hble, OTCTalOLWMe OT Yeperna YLIHblE PaKOBWHbI
(a); cbanaHcmpoBaHHasA t (50/9p) TpaHCcnoKa-
uma y wmarepn  (6); HecbanaHcuMpoBaHHas
TpaHcnokaums, 06ycnoBMBLUAA CUHOPOM TpuW-
commn 9p (B); t— xpomocoma C TpaHCNOKa-
Len.

Puc. 6-20. TpaHcnokauus mexagy O4JIMHHbIMA
nneyammn xpomocom 11 mn 22 [t (11; 22) (923,

qii)].

AB/EHNS, O0OYCMOBMIEHHblE TpaHCAoKauueln, 3aBUCAT OT MOBPEX-
[JEHHOI 4acTh XPOMOCOMbI. 3TO onpefenseT COOOLEHUS O BCe HO-
BbIX CUHApPOMaXx.

HecmOTps Ha TOLYTO BCe XPOMOCOMbI MIOryT pa3pbiBaTbCs, YTO
npMBOANT K CTPYKTYPHbIM abeppauusim, XpPOMOCOMbI, B KOTOPbIX
yalle BCero MPOUCXOAAT TPAHCNOKALUWK, OTHOCATCA K aKpPOLEHT-
punyeckum xpomocomam 13, 14, 15 21 u 22, BO3MOXHO, M3-3a WX
TECHOW CBA3M C SepHbIM OpraHu3aTtopom. Hanpumep, HOXKM
caTeNIMTOB MOFyT OpraHM3oBbIBaTb B WHTepdasy  Andoy3HbIi
AAEPHbIA MaTepuan B> OHOM KOMMAKTHOM  Tefble wan 6onee.
TpaHcnokaumMn n cnocobbl MX nepefayn obcyXpanucb B pasfgene
06 aHaynnoguu,

JAeneunn

I'IepBOHa'-laano XPOMOCOMHbIE AOeneynn cHUTa/inCb HecoBMEC-
TAMbIMU C XXWU3HbK, HO B Nnocnegyrvouiem 6b1/10 BbISIBIEHO HECKO/b-
KO KIMMHNYECKNX CUHAPOMOB, CBA3aHHbIX C HUMW. HeKOTOpre n3
ATNX CUMHAOPOMOB MNpPMBOAAT K pPa3sBUTUKD MEHEe TAXKEbIX qJeHOTI/I-
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Puc. 6-21. BonbHble C YaCTUYHOW Aeneumeil KOPOTKOro nnedva 4- n 5-im xpomocom,

a — Ma/lb4MK B BO3pacTe 8 MeC C CWHAPOMOM KOLIAYbero Kpuka W Aeneuuelri 4acTu KopoTKOro
nneua (6) ofHOW Xxpomocombl 5 (5p—); B-— Ma/buvK B BO3pacTe 1 roja C 4acTWuHOW Aeneuueii
kopoTkoro nneda (r) ogHoM xpomocoMmbl 4 (c paspeweHus W. R. Breg).

MUYECKNX MPOABMEHWIA, YeM Mpy Tpucomuun. KnnHuyeckme npusHa-
KW HEKOTOPbIX Aeneuunin npeacrasfieHbl B Tabn. 6-9.

Xpomocombl 4 n 5 (cuHppombl 4p— u 5p—). CuHOpom Kolla-
ybero kKpuka (Blp—) (puc. 6-21) HaszBaH TakK MNOTOMY, 4YTO KPUK
60/1bHOro pebeHka HarMmoOMWHAeT Kowaybe  MsAYKaHbe C BbICOKUM
TOHOM (poHaumn. ObneryeHne AMarHOCTUKM MO JaHHOMY MpU3Haky,
BO3MOXHO, M 06yc/noBnMBaeT 04YeBMAHO 60/bLIYHD YacTOTY CUH-
Apoma 5p— Mo OTHOWEHMIO K ApyruMm geneumsam. OfHaKo TuUnwud-
Hbli KPUK WMeEEeT TeHAEHUMI0 ucye3aTb B MO34HEM Mepuofe paH-
Hero BO3pacTa; KpPOMe TOro, aHanOrMYHbIA KPUK MOXET ObITb Cny-
YaiHO BbISIB/IEH Yy AE€TE C OTCTaBaHMEM pa3BUTUA. B 60NbLUMHCTBE
cnyyaeB 3abonieBaHue 6blBaeT CcrnopaguyeckMm, HO BCTpevarTcs
COO0OLLEHNA O PeuunpokKHOl TpaHcnokauuu y pogutenen. Konbue-
Bble XPOMOCOMbI C yTpaToii matepuana € 060MX KOHLOB MOFyT
00yCNOBUTb aHaNOrNYHbIA CUHOPOM.

HekoTopble 6onbHble € Ageneuuweid  4-ii XpoMocombl  (CM.
puc. 6-21) oTnuyaroTca 60nee TSHKENbIMA HapylleHUAMK, OTCTa-
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BaHWEM pas3BUTUSA U  OT-
CYTCTBMEM TUMWYHOIO Kpu-
Ka. [Mopo3peHne Ha pene-
uno B 4-ii xpomocome Obl-
N0 MOATBEPXAEHO ayTo-
paguorpaguyeckumm  Me-
TOodamMn W OKpackol Xpo-
MOCOMHbIX AMCKOB.  Knu-
HUYeckMe Mpu3HaKn nepe-
yncrieHbl B Tabn. 6-9.

Xpomocoma 9 (cuHApPOM
9p—). BcTpeuyaeTca He-
60/1bLIOE YNC/O0 AeTeid ¢ Ae-
neunein  KOpOTKOro njeva
9- xpoMocombl. Mpu3HaKu
CUHAPOMa MepeyncnieHbl B
Tabn. 6-9.

Xpomocoma 11 (cuHA-
pom 11p—). feneunsa B Ko-
pOoTKOM  njieve 11-ii xpo-
MOCOMbI,  OObIYHO  BKJHO-
yawowaa  AUCKK Mpl3,
06ycnoBnMBaeT aHUpUAMIO
M 4YacTo cBf3aHa C ony-

Xonetd  Bwunbmca. Jonon- X X ” | y
HUTE/bHbIe HapyLleHus

NposABMAIOTCA  OTCTaBaHU- 16 17 18 18p—
€M YMCTBEHHOro u u3sn- 5 MKM
YecKOro pasBuUTUA, Hedo- 6 [~

pasBUTMEM TMOJIOBbLIX Opra-

HOB Yy Mab4yMKOB, WHOrga o o
Puc. 6-22. BonbHOW C Aeneumein KOPoTKOro rnrie-

Pa3BMBAETCA FOHAf06MACTO-  ya ypomocombl 18 18p— (a): ~ XPOMOCOMbI

Ma. B OOMbLUMHCTBE CAY-  rpynnbl E mpu OKpacke no MeTogy [Um3bl (6).

YaeB 3aboneBaHue 6blBaeT

CropagnyecknM, HO BCTPEYAKTCA COOOLLEHNSA O CEMEVHBIX XPOMOCOM-

HbIX NepecTpokax (cM. Tabn. 6-9).

Xpomocoma 13 (cvHgpom 13g—). [eneHus B A/IMHHOM riiede
Xxpomocombl 13, Bk/ovaa amckm 13ql4, cBsizaHa € peTuMHO61acTo-
Moii. OcTasibHblE K/TMHUYECKUE MPOSBIEHUS MEPeYncnieHbl B Tabn. 6-9.

Xpomocoma 18 (cuHgpowmbl 18p— wn 18q—). [eneHun B 18-
XpOMOCOMe WMEKT TpU (bpMbl: yTpaTa BCero KOPOTKOro njeva
(18p—); yTpaTa yactu gavHHoro nneya (18g—); geneHUM Ha TOM
N OpYyroM KoHue ¢ obpasoBaHuMeM Kosbua [r(18)]. bonbHbIX € CUH-
ApoMoM 18p— oT/iM4yaeT BapuabesibHbii (DeHOTMM. Y HEKOTOPbIX
M3 HUX BbIpaXKeHbl apxXMH3aHUedanus, LUMKIONUA WM He3apaleHue
ryéol 1 Heba, HO y 60/MbWIMHCTBA BGOMbHbLIX 3TU MPOSAB/IEHNSA He3Ha-
ynTenbHbl (cMm. Tabn. 6-9; puc. 6-22). YacTto nopo3peBaeTcss CUH-
apom TepHepa. C Apyroi CTOPOHbI, y AeTeil ¢ cuHAapomom 18g—
6onee BbIpaXeHbl OTCTaBaHWe pPas3BUTUA W TUMNUYHbIE YPOLCTBA
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(puc. 6-23).  [eteii c
KonbueBon 18-  xpomo-
COMOI OTAM4arT (eHOTU-
nnueckMe npu3Haku faene-
HAM KaK KOPOTKOro, TakK u
OMHHOMO nieya, TakK Kak
MX KOHUbl YyTpauuBarTCs
npu obpa3oBaHUN KOJbLe-
BOW CTPYKTYPbI.

Ana Tpex TunoB pene-
HWii  xapakTepeH onpege-
NEHHbIA Habop NpPM3HAKOB.
MpOrHo3 B OTHOLUEHUWN Bbl-
XMBaHUA, BO3MOXHO, 6na-
rONpUATHBIA. Y HeKOTOpbIX
60/IbHbIX  6bl1  BbISIB/IEH
gepnumt IgA. Tpu 3aTom
CUHAPOME  BbIPaXXEH KOX-
HbIi PUCYHOK Ha Manblax,
B OCHOBHOM  3aBUTKOB, B
pe3ynbTate  uyero obuiee

4yncno NIMHMIA  BONbLLIOE,
Puc. 6-23. BONbHOW C YaCTUYHOW  fAeneuvie  yto onpegensieTca U nNpu

[O/MHHOrO nnieda xpomocombl 18 (a, 6) (c pas-
peweHnsa P. S. Gerald, W. Wertelecki); uac- cuHApome  TepHepa. 3TOT

TWUHbIA  KapuoTwn, cBuAeTenbcTByloumii o  MPU3HaK npoTueonono-
180—; OKpacka XMHaKpyHa AUrWAPOX/IOpUAOM  YKEH TaKoBOMY npw
(8). cuHgpome  Tpucommm 18,

npu KOTOPOM  OQ4YeHb He-
60/1bLLIOE YMCMO NNHWIA 0BYCIOBNEHO Ayramu.

Xpomocombl 19, 20, 21 u 22. B cBA3U C AeuumMTom MaTepuania
B 3TUX XPOMOCOMax 06pas3ytoTCA KOJbLEBbIE XPOMOCOMbI. Y HEKO-
TOpbIX GOMBHbLIX MaTepuas yTpaduBaeTca M3 AJIMHHOMO Meda, Ho
Jeneunn, COBMECTUMbBIE C XXW3HbK, 4YacTO MOFYT ObiTb C/IMLIKOM
He3HauYUTeNbHbIMU ANA TOro, 4YTobbl MX MOXHO Obl1I0 WAEHTUPU-
uMpoBaTb, €C/M KONbLO He obpa3yeTcda. Abeppauyuvu B Xpo-
mMocomMax 19 un 20 nepBoHayYa/ibHO 6bINM BbISIB/IEHbI B MaTe-
puane, MO/y4YeHHOM OT CMOHTaHHO abopTMPOBaHHbLIX MI0A0B WU OT!
60/1bHbIX C 3abo/ieBaHUAMM KpPOBWU. B HacTosiLee BpeMsi M3BECTHbI
60/IbHblE C BbIpaXXEHHbIM OTCTaBaHWEM  YMCTBEHHOIO Pa3BUTUS;
Apyrve 60/bHble C Aeneumein TONbKO B HEKOTOPbIX KneTkax (Mo-
3anumn3mM) (MeHOTUNUYECKU BbITNAAAT 340POBbIMU.

MOCKONbKY 3HauynTeNbHO ualle BCTpevyarTcAa  CO06WEeHUs o
60/IbHbLIX C geneunamu B 21-ih U 22- xpomocomax, Obl-
N0 BbleNIeHO ABa OCHOBHbIX CUHAPOMA, OAWH M3 KOTOPbIX CBA3aH
c 2lg, a BTOpOii Cc 229. deHOTMNNYECKME MPU3HAKN ITUX CUHAPO-
MOB nepeyuncsieHbl B Tabn. 6-9. B cBA3WM C TeM 4YTO HEKOTOpble Ku-
HUYeCKMe MpU3HaKM fJdeneunn B 21-ii XpoMOcOMe MNpeacTaBnsoT
coboii Bapuaumu TaKOBbIX MNpU cUHAPOMe [layHa, 3TOT CUMHAPOM
TakXKe OTHECEH K «aHTUMOHTIO/IN3MY»,
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CUHAPOMbI Pa3pbIBOB XPOMOCOM

Pa3pbiBbl XPOMOCOM, CTPYKTYPHble MEPECcTPOMKM U aH3ynsaou-
ONA ONUCbIBANIUCL KaK HEernocTOSIHHble HaxO4KW MPU BUPYCHbIX 3a-
6oneesaHuax (Kopb, BeTpsHasdA ocna W MHPEKUMOHHbIA renaTuT).
Cneuunduyeckne nNepecTpoikv CONPOBOXAAKT pa3HOObpa3Hble Heo-
nnactuyeckve 3aboneBaHWs, B MEpPBYHD oyepedb NEMKO3bl U JINM-
hombl. K HUM OTHOCATCA cnegylouine BWAbl TpaHCIOKaUWin 1
CBAiI3aHHble C HUMW COCTOSHMSA: OCTPble /IeMKO3bl  MUENOTEHHbIN
£1(9; 22); dunagenbguiickads xpomocomal, MNPOMUENOUNTAPHbIN
(t(25; 17)] w moHopuTtapHbin ft(ll; 19)] v numdoma bBepkuTTa
[t(8; 14), t(8; 22) wn t(2; 8)]. Mpn numgpome bepknTTa paspbIiB
NpoucxoauT B A/IMHHOM nJjeye 8- XPOMOCOMbI C MOCAeAYOWUMN
TPemMs TUNUYHBbIMW TPaHCNOKauMaMM B 06/1aCTU OHKOreHa C-MUC.
PaspbiBbl B xpomocomax 14, 22 n 2 BcTpevawTcs B o6nactm pac-
NONOXEeHNA TeHOB MMMYHOrnobynuHos (14 — Tsxenble uenu, 22 —
nerkme nambpa-uenun, 2—erkue kKanna-uenu). BO3MOXHO, 4TO
3TV NepecTpPoMKuKl CTaBAT OHKOreH MOA4  perynuvpytoliee BANSHME'
reHOB VIMMYHOI/106Y/IMHOB, 4YTO NPUBOAMT K HeafeKBaTHOW aKTu-
BaUuM (PaKToOpoB, MPUBOAALWMX K MaToONOrMYECKOMY POCTY KI/ETOK.
He wuCcKNOYeHO, 4TO M Apyrve TpaHcaoKauum  MOryT MpUBOAUTL
K aHanornM4yHbIM MocreacTBUAM.

CywecTByeT rpynna ayTOCOMHO-peLeccUBHbIX 3aboneBaHwuii c
BbICOKOI 4acTOTOlM pa3pbiBOB XPOMOCOM W MepecTpoek, C 04HOBpe-
MEHHbIM MOBbILLEHMEM PUCKA B OTHOLUEHWM fleiKo3a W Apyrux 3no-
KayecTBEeHHbIX 3aboneBaHuii: cuHgpombl Bnyma  (BpoxaeHHas
TesleaHrMIKTaTUYEeCKas 3puTemMa C Kap/IMKOBOCTbK),  KOHCTUTY-
LUMoHanbHaa annactuyeckas LUMTOMEHUSA, aTaKCUA-TesleaHrnakKTasus
(cuHgpom Jlyu-bappa), NMMrMeHTHaa Kcepogepma.

Kpome pa3spblBOB M HaApbIBOB, XapaKTepHOW XPOMOCOMHOWA
abeppaumeii gna cuHgpoma Bnyma sBnsetca o6pa3oBaHHbIl B pe-
3ynbTate o0b6MeHa XPOMATUAHbIMW  CerMeHTaMW KpecT, 0O6bl4HO
Mexay ABYyMA Xpomocomamu rpynn 6—12 u 19—20. Bo Bcex cny-
Yyaax paspbiBbl B FOMOJSIOTMYHBLIX XPOMOCOMAax MPOUCXOAAT B COOT-
BETCTBYIOLWMX Toukax (puc. 6-24). YUncno o6MEHOB CECTPUHCKUMMU
XpoMaTmgamm 3HaumTeSNlbHO 60/blle B KyNbType KAETOK, MOoMy4yeH-
HbIX OT 6ONbHbIX [eTell, MO CPAaBHEHWIO C K/eTKaMu  340pPOBbIX
FTOMO3UTOTHbIX JINL, WA TeTEPO3UTOTHbLIX MO  anneno cuHapoma
Bnywma.

Mpn cnHapoMe MaHUMTONEHUN PaHKOHU ObINN BbISABIEHbLI 3HAO-
pegynavkaumsa 1 pasHOro poga HadpbiBbl, pa3pbiBbl, MEPECTPOMNKM
KaK HEromosiorMyHbIX, TaKk U rOMOMIOTUYHbIX XPOMOCOM. Ymcno o6-
MEHOB CECTPUHCKUMW XpOMaTUAaMM Ha KNETKY MeHblle KX uyucra
B KJ/leTKax 3[0pOBbIX WL, M3yyeHMe XpOMOCOM MNpU CUHAPOME
Nyn-bappa no3BOWIO BbIABUTHL YBE/IMYEHME Yucla CryvyaeB Haf-
PbIBOB M pPas3pbiBOB, [AeUEeHTPMPOBAHWSA W NATONIONMYeCKOro MOHO-
LEeHTPMpPOBaHUA, a TakXe CcTabuibHble KAETO4YHble cybnonynauum
KMOHbI) C TpaHCNoKauusaMuM B OCHOBHOM 14-i1 XpOMOCOMBbI.

MpyM NWIrMEHTHOW KcepojepMe HaApbiBbl, pa3pbiBbl U MEPecT-
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POk XPOMOCOM He 6binn
obHapyXeHbl, HO B K/eT-
Kax  KynbTypbl TKaHer
KOXHbIX thnbpobracToB
60NbHbIX BbIABASANUCL Na-
TO/IOTNYECKNE KIOHbI. YBe-
NIMYEHHOEe 4unCo Pa3pbiBOB
XPOMOCOM, BbI3BaHHbIX
BO3JeNcTBMEM ynbTpaduo-
NeToBoro cseta M 06MeHa
CECTPUHCKNMN Xpomartu-
Jamu, BCTpeyaeTcs B Ky/bT
Type NMMGoumnTOB.

‘o i %

91
MOJTIOBLIE XPOMOCOMBbI

f % 4
6 m B Hopme Habop nosno-

BbIX XPOMOCOM Y >KEHLUUH
npeacraBneH XX- Uy MyX-
YMH XY -xpomocomamu.
HactoAwwnin  pasgen no-
CBALLEH BOMpocaMm naTo-
NorMM  MOJMIOBbIX ~ XPOMO-
com. B kapmotune Q
Y -xpomocoma O06bIYHO Hau-
b6onee gpko nroopecum-
pyeT. CBeTnblin  hntoopec-
LUUPYIOWMIA CermMeHT ASINH-
HOro nneya MOXeT ObITb
3HAUNTENIbHO YBe/IYeH Unn

) v

Puc. 6-24. YacTnuHoe pacnpefeneHve, ceuie-
TeNbCTBYIOLLEE O XPOMOCOMHOVM — abeppauun B

KneTKax 60/bHOro ¢ CHAPOMOM Enyma B CpaB- MNOJIHOCTbHO I'IO,lJ,BepFHyT
HEHVM C XPOMOCOMaMM 3[0POBOro 4esioBeKa, geneumn  (cm. puc. 6-7a)
a — yeTblpexpagunanbHble Gurypbl, 06pasoBaHHble ro* 6e3 TOro UYTO6bI Bbl3bl-

MOJIOTMYHBIMW XPOMOCOMaMK, TUMWYHbIE ANA  3TOro
CMHApPOMa, Npu (IOOPEeCcLEHTHOM OKpaluMBaHuUn; 6 —

BaTb Kakume Obl TO HU Obl-

3(h(heKT apfeKknHa, O0O6YCNOBMEHHbI 6GONbLWON YacTo-
Toli O6MeHa CEeCTPMHCKUMU XpomaTugaMun B KneTkKax
60/1bHOr0 € cuHApomoMm bnyma, obpaboTaHHbIX 5*
6POMAVOKCUYPUANHOM; B — HU3KWIA ypoBeHb 06MeHa
CECTPUHCKMMW XpoMaTuAammn B K/ieTKax 3[40pOBOro ue-
noBseka.

/IO 3HAYNMble  M3MEHEHUs
theHoTMNa. EAMHCTBEHHBIE,
M3BECTHbIE B Y -XPOMOCOME,
reHHble  JIOKYCbl Onpeje-
NAT MYXXCKOW MOJ; OHX pacnofiaralnTcst B 6/1e4HO-(1H00PECLUPYHO
LEM YYacTKe KOPOTKOro Mjeya.

MOIOBOV XPOMATVIH

Mpo6bl Ha MOMOBOM XPOMATWUH Yalle BCero NPOBOASAT Ha K/eT-
Kax, MoslyyaembIX MpW COCKOGE CO C/AM3UCTOM 060/I0YKN BHYTPEH-
Hell MOoBepXHOCTW weK. C 3Toi Lenbi MCMONb3ylT TakXke anuTe-
NanbHble  KNEeTKA CAU3UCTOM  000M0YKM  BRaraaumila, KIeTKu
aMHMOTMYECKOW XWAKOCTK, KOpHel Bofoc. BcneacTeBue orpaHuye-
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puc. 6-25. Tenbua NOMOBOr0 Xpoma-
TWHa B MHTeptasHOM sape.

a — X-xpomaTuHoBasa Mmacca (Tenbue bap-
pa) Ha nepudepumn agpa; 6 — Apko ¢hnroo-
pecumpytoliasi  Y-xpoMaTuHoBass Macca B
afpe KNeTku, MOsyYyeHHOR OT 3[40pOBOro
MY>KUMHBbI.

HWA, OnNuCaHHbIX fganee, Npobbl Ha X-M Y-XPOMATUH He [O/MKHbI
npuHMUMaTbCA 3a abCoNMIOTHO JOCTOBEPHblE AN AMArHOCTMKM naTo-
flormn nonoBsbIX xpomocoMm. OfHaKo MoJobHoe onpefeneHne MOXeT
ObITb MOJIE3HBIM MPU MapansieflbHOM MNPOBEAEHNN XPOMOCOMHOIO
aHaM3a C OKpacKOW [AWCKOB, MpPU TFeHeTUYEeCKUX uccrefoBaHuaX
N NOEHTUUKALUN CTPYKTYPHbIX MepecTpOoeK MoJoBbIX XPOMOCOM.

X-XpomaTuH. MNOCKO/bKY Y XEeHLWWHbI UMeeTcsa ABe X-XPOMOCOo-
Mbl, Y HUX eCTb fABa ajnena ONsa KaxAoro X-CBA3aHHOro reHa;
MY>XUMHbI C OAHOM X-XPOMOCOMOW TOMO3UrOTHbI MO  KaXAOoMY
X-cBA3aHHOMY anfeno. HepocTaTOYHOCTb KOMMYECTBEHHbLIX pas-
nMunii B NpoayuupoBaHnn X-CUensIeHHbIX TEHOB Y MYXUUH W XKeH-
WMH npegnonaraeT AO30BYK KOMMNeHcauwutkw. Lyon BblaBuU-
Hyfa npegnosiokeHue 0 TOM, 4YTO OfAHA W3 ABYX X-XPOMOCOM B
KNeTKaxX >XeHLWMWHbl CTaHOBUTCHA FEHETUYECKN HEeaKTMBHOIM Ha cTa-
AN paHHero smOprvOoHasIbHOro pasBUTUSA. B KaxAoW KneTke 340-
poOBUIi XKEeHWWHbl akTMBHas X-XpoOMOCOMa, Hac/legyemas OT 0Tua
WM mMaTepu, OnpefenseTcs cay4vyanHo, HO cpa3y XXe Mnocne ee onpe-
[JefneHns Bce MOTOMCTBO 3TOW KNeTKM OyfeT MMeTb Ty >Xe caMmyio
aKTUBHYHO X-XxpoMocomy. Takmm 06pa3om, Kaxpgas KieTka, MYyX-
CKass WM XXEHCKas, COAEpPXWUT TOJIbKO OfHY FeHeTUYecKu akTuB-
Hyl0 Xpomocomy (runoTesa, BblgBUHYTass Lyon). eHeTuyeckue
NnocnefcTBMA 3TOr0 3aK/IYaloTCA B TOM, YTO BCE >KEHLUMHbI OTHO-
CATCA K «MO3amkam» Mo J/ioboMy reTepo3sUroTHOMY anfnento Ha
X-xpoMmocome. LinTonornyecknm nposiBIEHNEM HEAKTUBHOM X-Xpo-
MOCOMbI CAYXXUT XpomMaTMHOBasA macca, W Tenbua bap-
pa, obHapyXuBaemble Ha Mepudepun fapa, Haxogswerocs B CO-
CTOSSHUM NOKOA wunn uHTepdasbl (puc. 6-25). Bce X-XpomMocOMbl
B K/IETKe, KOJIMYECTBEHHO MNpeBblIWaloWwme 3HavyeHMe 1, HeaKTMBHbI
n 06pa3ytoT X-XpoMaTUHOBYK Maccy. lofgcumMTaB 4mcio X-Xpowm,a-
TUHOBbIX CKOMMeHui (He MeHee uyeM B 100 KneTKax), MOXHO Mo-
NlyunTb MHAOEKC ymcna X-XpOMOCOM B K/eTKax [JaHHOro svua, T. e
Ha 1 6onblle, YeM 4YMCIO X-XPOMATMHOBLIX Macc Ha KieTky. lo-
CKOJMIbKY BbDKMBaHME KNeToK TpebyeT nNpuUCYTCTBUA OAHOW Mof-
HOCTbKO aKTMBHOWM X-XPOMOCOMBbI, Ntobas X-xpomocompg ¢ geneuneit
Bcerga obpasyeT X-XpoOMaTUHOBYIO Maccy.
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HecmoTpsa Ha obuwee npu3HaHWe TOro, 4yto ofHa X-Xpomocoma
B )KEHCKOl K/IeTKe FeHeTUYEeCKM HeaKTMBHA, [0Ka3aHO, YTO KOHeL,
KOPOTKOro n/jeya 3TO XPOMOCOMbl 06/1ajaeT reHeTMYeCKOW ak-
TUBHOCTbID. PacnonarawrouiMecs B 3TOW 06N1acTU JIOKYCbl CBA3aHbI
C rpynnon KpoBu Xq W CTepougHol cynbdaTtasoi. CumTaloT, 4TO
Ha OQHOM M3 KOPOTKMX M/iIe4 XPOMOCOMbl Y HaxoguTCA aHanoruy-
Hbli y4aCTOK; 3TW y4yaCTKM Ha Xpomocomax X u Y CBSA3blBAlOTCA
BO BpeMs Meii03a M OOMEHMBAKOTCA TFEHETUYECKMM MaTepuasiom.
Y4aCcTOK Ha XpomMocome Y MOXeT cofep)kaTb B cebe reHbl MackKy-
NNHN3aUnN, KOTopble MNpW TpaHCAoKaunum Ha Xxpomocomy X MOryT
NMPUBECTU K POXAEHUIO B CNefyloweM MOKONEHUN MY>XUYUHbI C Ha-
6opoMm xpomocom XX.

X-XpomaTtuH npu cuHppome TepHepa. Onpegene-
HWe MOJIOBOr0 XpoMaTuMHa MMeeT AMArHOCTUYECKOe 3HauyeHue U
BaXXHO A1 CKPUHUHI-TeCTa TOJ/IbKO B TOM C/lyyae, eciv MOMHUTb
06 orpaHunuyeHuMsax meToga. HekoTopble 60/bHbIE C CUMHAPOMOM Tep-
Hepa WMeKT ABe X-XPOMOCOMbl, OfHa W3 KOTOPbIX CTPYKTYPHO
nospexgageHa (CM. puc. 6-26) 1 MNONOXUTENbHA MO X-XPOMaTUHY.
Ecnu 6bl onpegeneHve X-xpomaTuHa 6bl10 CyTbH LIMTOIOMMYECKONA
OCHOBbI ANA OWArHOCTUKM CUHApoma TepHepa, Torga npucyTCcTBue
X-XpOMaTMHOBOIM Maccbl OLWMOBOYHO UCKAYano 6bl Apyrve awuar-
HO3bl. B pgenctBuTensHocTM npakTnyeckn 40 % 6OMbHBLIX C CUH-
ApoMoM TepHepa NonoXuTesibHbl M0 X-XpOMaTUHY.

Y-XpomatnH. C nomowbio Metoda Q-CBA3bIBAHWA  ONpesenuiv
BTOpPOI Tun xpomaTuHa, B uHTepdasHom sgpe Y-xpomocoma oOcTa-
eTcs B BUAe TM/IOTHOM CNVpaiv W BbIMSAUT  ManeHbKUM, SPKO
(hntoopecumpyowMm  cKornsieHMeM xpomaTtmHa  (cMm. puc. 6-256).
Uncno ckonneHwii B sgpe Y-XpomaTuMHa HaxoAWTCA B COOTHOLUe-
Hum 1:1c uyuciom Y-xpomocom. OAHaKO onpegeneHune Y-xpomaTtu-
Ha TakKXe WMeeT HeKOoTopble orpaHuyeHus. Horga akpoueHTpu-
YyecKMe XPOMOCOMbI cofdepkaTt chioopecuupyolie caTennTel, 40-
CTaTOYHO 00MblUME W SAPKO OKpalunBaemble, 4YTO6bl HanoMWHAaTb
Tesbua Y-xpomaTuHa B MHTepdasHom sape. bonee Toro, ecnu Bce
APKO (bntoopecunpyroLline CerMeHTbl Y -XpPOMOCOMbI MM 60/bLuas
YyacTb WX MNOABEPININCL Aeneunu, Y-XpoMaTWUHOBYK Maccy onpege-
NINTb He ypdacTtcs.

HAPYLLEHNA B CUCTEME MOJ/10BbIX XPOMOCOM

HapyweHna B 3TOM CUCTeMe COCTaBAAKOT MOMNOBUHY OT BCEX
XPOMOCOMHbIX HapyLlleHWii, onpegensemblX Y HOBOPOXAEHHbIX (CM.
Tabn. 6-3). MNocneacTBMA MpU 3TOM BapbUpylT, HO NpakTUYECKU
BCe MMEKT OTHOLleHWe K (OYHKLMW roHag.

CuHgpom TepHepa

KnnHuyeckune NPU3HakKn cunHgpomMa CM. B COOTBETCTBYHOLLNX
pasgenax.

3ToT CMHOPOM onpegendeTca KakK ChNekTp (peHOTI/II'IVI‘-IGCKVIX
NPM3HaKOB, O6yCI'IOBJ'IeHHbIX MOJIHOM WAM 4YacTUYHOM MOHOCOMMUEN
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Puc. 6-26. CTpyKTypHble abeppauyunn
X-XpPOMOCOM.

CneBa B KaXoil nape npeAcTaBieHbl He-
M3MeHeHHble X-XPOMOCOMbI; crpaBa B Ha-
NpaBneHUN CBEPXY BHWU3. HOpMasibHast X-
XpOMOCOMa, KOfblieBasi X-Xxpomocoma, fe-
NEHUsl A/IMHHOTO Njeya, AeNeHUsi KOPOTKO-
ro njeya, M30XPOMOCOMA [/IMHHOIO Msieuva;
BCE XPOMOCOMbI COAepXaT X-XpOMaTuH.

KOPOTKOro nneya X-XpomMoco-
mbl. Yawe Bcero (55 9% ot
BCEX C/ly4yaeB) BCTpeyaeTcs
nonHaa X-MOHOCOMUA C Ka-
punoTtunom 45X. YactoTa Ha-
pyLleHus  cocTaBnsieT  npwu-
6nu3mtensHo 1 Ha 100 000
YXUBOPOXAEHHbIX [eBOYeK.
OfHako aTa uupa OTHOCUT-
CA K HebONbLIOW 4acTu onso-
[OTBOPEHHbIX SANLEKNeTOK ¢
Kapnotunom 45X, 13 KOTO-
pbix 95 % cnoHTaHHO ab6op-
Tupyetca.  Kapuotun 45X
npeacTaBnseT coboii ogHy w3
Hamnbosiee 4yacTbiX XPOMOCOM-
HbIX abeppauuii, BbISBASEMbIX
y CMOHTaHHbIX abopTycoB, WU
€[VHCTBEHHO [OCTOBEPHO [0-
KYMEHTUPOBaHHYO XpOMO-
COMHYIO MOHOCOMUIO Y 4eso-
Beka. CuHppom TepHepa Mo-
X'eT 6bITb pPe3ynbTaTOM HeKo-
TOPbIX HapyLleHnin B X-Xpo-
MOCOME, He OTHOCAWMXCA K
45X (tabn. 6-10 n  pwuc.
6-26). Yawe Bcero BCTpe-
yarowiasncs CTPYKTYpHas
abeppauusi OTHOCMTCA K npu-
CYTCTBUIO N30XPOMOCOMbI
OnuHHOro nneva BCnencTesme
HernpasUIbLHOIO JeneHns
LeHTpomepbl ©n o6pa3oBaHUs
i(Xq). MeTaLeHTpuyeckas
X-Xpomocoma, HarnomuHalo-
wasa i(Xq), moxer o06paso-
BaTbCA B pe3y/nbTaTe TpaHc-
flokauuu nocne paspbiBa B
napaueHTPUYECKNX  yyacTKax
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Ta6bnuuya 6-10. HapyweHna B cucteMe MNONOBbIX XPOMOCOM

Yucno cny-
CrHAapom yaes, % YactoTa B nonynaumu

CnHgpom TepHepa 1/10 000 >KeHLMH
45, X

Moszanumsm 45, X/
46, XX; 45, X/47, XXX... 2
Mosanymam 45, X/46, XY 4
46, X, i (Xqg), B TOM umcrie mMo3amumsm 17
46, X, del (Xq), B TOM uucne mMo3anmumam 4

Mpouwne
cTpagaowpme  mosamuymamom  [del(Xp), 9
r1] 100
CvHapom KnaiiHdentepa 1/1000 My>X4MH
47, XXY 82
48, XXXY 3
49, XXXXY <1
Mozanumsm 8
Mpoune (XXYY, XXXYY) 6
100
Monun-X »eHWwnHbI 1/1000 >KeHWMH
47, XXX 98 un 6Gonee
48, XXXX Penko
49, XXX XX To xe
» »
Mo3zaunumsm
100
Monomka X [fra (X) (g28)] 1/2000 My>YMH
1/1000 »EHLMH
Y -nonncommns 1/T000 My>UMH
47, XYY 98 u 6onee
Penko
Mpoune (XXYY, XXXYY)
100

KOPOTKMX nieyeil AByx X-XPOMOCOM C (hOPMUPOBaHWEM AMLEHTPU-
Yeckux Xpomocom. MpocTasa geneHus KopoTkoro nnedva (X[del(Xp)]
Takxe 006ycnoBnuBaeT pasBuTMe cuHApoma TepHepa. OfgHako npu
JeneHnnm 4actm wunm 60/blleil 4yacTW A/IMHHOTO njeda W ABHbIX
NPOABAEHUAX AUCTEHEe3UN roHag B (heHoTUne Yy 60/MbHbIX He npo-
ABNAIOTCA Apyrve comaTuyeckue MpuU3Haku cuHgpoma TepHepa.

Mpu3Hakn cuHpgpoma TepHepa npeAcTaBneHbl B Tabn. 6-11.
Hanbosee BaXKHbIMW M3 HUX CUMTAKOTCA HU3KOPOCIOCTb U Pe3Ko
BblpaXXEHHbIA MOM0BOM WH(PaHTWIM3M C HeAopas3BUTbIMWU rOHaja-
MM W MEPBUYHOM ameHopeeil. HecmoTpsa Ha TO 4TO OTCTaBaHue
YMCTBEHHOIO Pa3BUTUA He BCerfja paccMaTpuBasiocb Kak MNpu3Hak
cuHgpoma TepHepa, B nocnegHem 0630pe 3TOT NpU3HaK OTMeya-
etca y 18% 6onbHbIX. Mpyn OTCYTCTBUM YMCTBEHHOW OTCTa/IoCTH
B HEKOTOPbIX CAyyasx Obl10 OTMEYEHO HapylleHMe MpPOCTPaHCT-
BEHHOro BOCNpUATUA. Tlpn AepMaTornM@UUEcKnX uccrefoBaHNAX
BbIABNAIOT YMEHbLUEHME 4ucaa Ayr v pajuanbHbIX MNeTeflb C OAHO-
BPEMEHHbIM YBE/IMYEHNEM YMKCA YNbHAPHbLIX MeTesb.



Ta6nuuya 6-11. KnuHnyeckme npusHakm cuHgpoma TepHepa

MpusHak YacToTa, %

o6uyme KopoTkoe TynosuLle 97
MepBrnyHass ameHopes 9%
becnnogve >99
MonoBon MH(aHTUAN3M
'vinepTeH3nsa (nepBuUYHast)

YMCTBEHHasA OTCTa/I0CTb
MUrMeHTHbIA HeByC

UepenHo-nu1ueBble Cknagku annkaHTyca
Bbicokoe He6o
HapylieHve 3peHns
HapylieHue cnyxa
MwukporHaTtus
KopoTkas Lwies
KpblnosngHas Lwes
Hu3kaa AnMHWA BOMOC Ha 3aTblke

pyaHas kneTka BaasneHHas rpyab
LWmnToBMaHas rpyab
AHOmanuun cepgua/cocyfoB  (KoapkTaums, CTeHO3

aopTbl)

OpraHbl  6pIOLIHON  AHOMaNIMM MOUEBLIBOAALLMX MNyTei

jfonoctn .

KoHeuHoCTH Mepugepryeckasa numdpesema
Cubitus valgus
KopoTkve MeTakapnasibHble ¥ MeTaTap3ajbHble

yacTun
Ype3MepHO BbINyK/Ible, FMMNOMNIACTUYHbIE HOITeBble
NIacTUHbI

& HEEIBTNEERNGEBBNEG

888

~
w

Mo3anuHbI KapuoTUN BCTPeYaeTCs Hepeako npu CUHAPOME
TepHepa; Jalle Bcero BcTpeyaeTca kapuotun 45, X/46, XX. B ue-
nom, npucytcTtene 46,XX Bmecte ¢ 45X cMmAryaet npossneHue
X-MOHOCOMUKU. Y 60MbHbIX C Mo3anmumamom 45X/46,XX wnHorga
pa3BmMBalOTCA BTOPUYHbLIE MOMIOBbIE MNPU3HAKW, HAaCcTynawT MEHCT-
pyauun u gaxe CrocobHOCTb K 3ayatuio. lMocnegHAsa 6blna oTme-
YeHa y HEKOTOpbIX ObJIbHbIX C HEMO3aW4YHbIM CUHAPOMOM TepHepa
45 X. OgHa w3 ¢opm moszamumsma — 45X/46, XY (cMmelwlaHHasa auc-
reHesns roHag) npegpacnonaraeT K Heonnasun roHag v CAYXUT
nokasaHuem QAN WX XUPYPruyeckoro ypaneHus. AHanmn3 cockoba
ANUTeNns CAW3UCTON 060/104KM A4NA  OnpejeneHns X-xpoMaTuHa
MOXeT BBecTU B 3ab/yX[eHue, TaK KaK He OoTpaaeT MPUCYTCT-
B XY-XpOMOCOM. Y Bcex 60/ibHbIX C MOAO3PEHUEM Ha CUHLPOM
TepHepa He06X04MMO NPOBOAUTbL aHasIn3 XPOMOCOM.

B NpoOTMBONOMNOXHOCTbL ayTOCOMHOW Tpucommn un 47 XXY CUH-
apomy KnaliHgpenTtepa cMHApom TepHepa He 3aBMCMT OT Bo3pacTa
maTepu. 3TO npeanonaraeT, 4TO feXawuid B OCHOBe CMHApPOMA
MeXaHM3M MOXeT OblTb CBfI3aH C YTpaTolii MOM0BOM XPOMOCOMbI
y otua win matepu. B 75 % cnyyaeB 45X cuHgpoma TepHepa
X- wm Y-XxpomMocoMa oOTUa OTCyTCcTBYyeT. YacToTa MO3auyHOro
KapuoTuna no3BoNseT nogpasymeBaTb, YTO OWWOGKW Mpu [efieHUKn
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KMNeTKW TOAMe OMNJ0AO0TBOPEHMS CAYXa'T MNPUUMHON 3abosieBaHuA
BO MHOrMX cfiyyasx. [ocne poxXpaeHUst 0fHOro peGeHKa C CUHAPO-
MOM TepHepa PUCK POXAEHWS BTOPOro 60/bHOro pebeHka He Mo-
BbILIaeTCS.

Cungpom KnairiHdentepa

CuvHgpom KnaiiHenTepa onpegensieTcsd KakK CrnekTp (eHoTu-
NMUYECKNX MPU3HAKOB, O0OYCMOBJIEHHbIX HapylleHMeM Habopa mno-
NOBbIX XPOMOCOM, & UMEHHO ABe X-XpOMOCOMblI mau 6onee n ogHa
Y -xpomocoma wam 6onee (Ta'6n. 6-12). YactoTa cnHgpoma KnaiiH-
thbentepa ¢ kapuotunom 47,XXY cocTaBnsetr npubansnTesnbHO 1 Ha

Tabnuuya 6-12. deHoTUNMUeckMe Npu3Hakum cuHipoma KnaliHenTtepa ¢ ka-
puotunom 47, XXY

Mpy3HaK YacToTa, %
[McTonornyecky [okKasaHHOEe HapyLlleHve criepmarToreHesa 100
Avykn HebonbLUIOrO, pasmepa 9
A3zoocnepmus 93
MMHekomacTus 55
HefocTaTouHbIli POCT BOMOC Ha /mue 7
HepocTaTouHbI pocT BOMOC Ha /106Ke 61
YMeHbLLEHWEe pa3Mepa MosioBoro YseHa 41
CHWXeHVe MOMOBOro BfIEYEHUS WA MOTEHUMA 68
CHWXeHMEe YPOBHSI TecTocTepoHa (B M/ia3me) 79
MoBbILEHNe YPOBHA FOHAAOTPONUHOB (B MOYe M Mnasme) 75
YMCTBEHHas OTCTasloCcTb 10

1000 >XMBOPOXAEHHbLIX MaIbUMKOB W 0OYeHb HU3Ka Yy CMOHTaHHO
abopTupoBaHHbIX M1040B. CMHAPOM C KapuoTUNOM, OT/IMYaloLWMM-
ca ot 47,XXY, BCTpeyaeTcd peaKo, coMaTuU4YecKme Mnpu3Haku Bbl-
paXeHbl HEe3HayUTEe/IbHO W OHW HecneuriuyHbl. Ero ya'cto He Bbl-
ABNAIOT Y ManbyMKoB B npenybepTaTHOM nepuoge pasBuTuA A0
Tex Nop, MOKa CUHAPOM He O6yAeT BbIABAEH NpPW MNPOBELEHUN
X-CKpUHWHr-NporpaMMbl BO Bceli nonynsumm, npu o6cnefoBaHUn
Ma/lb4MKOB C OTCTaBaHMEM TMCUXMYECKOrO0 Pa3BUTUA, Hanpumep
HaxoAALWMXCA B Creynanm3npoBaHHbIX ydypexaeHusax. OgHako OT-
CTaBaHWe pa3BUTUSA OObIYMHO He CTOJIb  BbIPKEHHO U MOXET
BCTpeYaTbCA He 4alle, 4YeM BO BCel nonynsumwn. lMonesHbiM auar->
HOCTMYECKUM MPU3HAKOM CAY>XUT W3MEHEHHbIA NanbLeBON pucy-
HOK C YMEHbLUEHHbIM 4uUCIOM NUHWA.  CuHapom KnailiHthenTepa
CBA3aH C BO3PacToM MaTepwu.

CVHAPOM He npeAcTaBnsieT COOOW Cepbe3HOW  Mpo6nemMbl B
neguaTpun, TakK KakK 00/bHble MY>XUYMHbI OT/AMYalOTCA OT 340pO-
BbIX TO/IbKO 6ecnnognem. OHM MOryT OCTaBaTbCA He BbISIB/IEH-
HbIMW [0 TexX Mop, MOoKa He HayHyT ob6cnegosaHue [0 nosogy
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Ta6bnuuya 6-13. deHOTUNNYECKME TMPU3HAKA  MYXUYUHbI C  Kapuotunom 49,
XXXXY

Mpu3sHak YacToTa, %

AHOManMn ckeneta (CMHOCTO3 Jly4eBOM W JIOKTEBOW KOCTeld, Bbl-
BEpHYTOe HapyXy 6eapo, aHoMan pebep, W3MeEHEHVie LIEHTPOB
occM(BKaUMM B KOCTSAX PYK, CMELLEHVWE OTPOCTKOB TMO3BOHKOB,
MCeBA0ANM(M3bI B KOCTSX PYK W HOF, OTCYTCTBME FO/IOBKM JTy4eBOA
KOCTW, KOPOTKWE WCKPUB/IEHHbIE JIOKTEBAsA M SlydeBast KOCTM)
AHOMaNIN Hapy>XHbIX MO/OBbLIX OPraHoB

vnonnasna MOLLIOHKN

Kpuntopxunsm

HebonbLuUoli pa3Mep MOSI0BOTO WieHa

HebonbLuUoi pasmep snyek

HepocTaTouHoe OBO/OCEHVE WM OBOJIOCEHME MO YKEHCKOMY TuUMy

Ha no6ke
YMCTBEHHas OTCTasIoCTb
Jlvuesble NpU3HaKK

HanpasneHHbIi BBEpX KOCOWM paspes /a3

AMNKaHTHbIE CKIAAKM

Kocornasve

['vinepTenopusm

MopOoKM PasBUTUA YLLUHBIX PaKOBUH

LLinpokas nepeHocuUa

nybokas nepeHocuua

KopoTkas Led
YBennueHve yucnia Ayr Ha nanbLax

IBRINIBH 88 IRV

6ecnsiogus, Mpu KOTOPOM Y HUX BbISBNAIOT YMeHbLUEeHWEe pa3me-
pPOB ANYEK K a300CMepPMUIO.

ComaTtunyeckne M3MEHEHUA 4acTo BCTpeyalTcAa Npu CUHLPOME
KnaliHgenTtepa, 06YyC/nOBAEHHOM APYrMMU XPOMOCOMHbIMWU Hapy-
WeHUaMu, oTavyarowmmmnca ot kapuotumna 47 XXY. OTmeyeHa Bbl-
paXeHHas Koppensauns MexXay 4acTOTOW, CTeneHbi YMCTBEHHON
OTCTANOCTM M YyBeNMYyeHMemM uucria X-Xpomocom. Creumnmyecku
yCTaHaBNMBaeMbIA (PEHOTMM Obll OTHeceH K Kapuotmny 49 XXXXY
(Tabn. 6-13).

JKeHWWHbI ¢ KapuoTunom 47, XXX

XeHWwuHbl ¢ KapuoTunom 47 XXX BCTpevawTca C TOW Xe uvac-
TOTOWM, YTO M MYXUMHbl C 3TUM KapuoTunom (1/1000). XapakTtep-
HbIA PeHOTUN OTCYTCTBYET M BOMbHbBIX XXEHLWMH 0ObIYHO BbIABAAIOT
CyYyaiHO npW M3ydeHUM X-XpomaTuHa, 06cnefoBaHUUN HOBOPOXK-
JEHHbIX WM MNOKa3aHWAX K aMHUOUEHTe3y Mo Kakum-vbo apy-
MM npuyvHam. OHW MOryT ObiTb BbISIBJIEHbI NPU OBHapPY>XeHUn
HEeCBA3aHHbIX XPOMOCOMHbIX HapyLeHWin y pebeHKa wnuM Jpyrux,
POACTBEHHUKOB MpobaHga Mpu MNPOBeAEHMU CeMerHOoro o6c¢neno-
BaHUA. Y >KEHLMH Mpy 3TOM (YHKUMA roHaj He HapyllueHa, OH»
CNocobHbl K 3a4aTuio, HO Yy WX AeTeil MOXeT OblTb naToforuye-
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CKuii Habop NOMI0BbIX XPOMOCOM. [laHHble wuccnegoBaHWA nocneg-
Hero BpeMeHW MO3BONUAN MPEAMNONIOKUTb YBE/IMYeHUe 4acToTbl OT-
CTaBaHWSA Pa3BUTUA OBVWKEHWA N peun, yMEpPeHHOe CHUXEeHue WH-
TeNneKTa W HapylweHne MEeX/IMYHOCTHbIX OTHOoweHun. WHorpa vy
)KEHLWWH BCcTpeyaeTcs 6onee Tpex XPOMOCOM, camoe 60/bLuoe
4ncno coctaensgeT 5 X-XpOMOCOM. KakK My MYX4YMH, YMCTBEHHasd
OTCTaNIoCTb WU MCUXUYECKME HapyLWeHUs YcyrybnawTca y XeH-
WWH NO Mepe yBeMYeHUs yucna X-Xpomocom.

My>KuunHbI ¢ KapuoTunom XYY

K kapuotuny c Habopom nonosbix xpomocom 47,XYY OTHOCAT
NNA. C BbipaXKEHHbIM arpecCUBHbIM aHTUCOLMANbHBIM MOBELEHUNEM,
TaKk Kak nepBoHayanbHO o06cnepoBaHms B CLUA 6biin npoBedeHbl
Ha 3aK/MYeHHbIX. Jpyrum Mpu3HaKoM, CUMTAKOWUMCA XapakTep-
HbIM 719 MY)XYMH C HAabopoM MO/oBbiXx Xpomocom XYY, sBnsetcs
BbICOKMI pocT. HekoTopble wuccnefoBaTenyM He CBA3bIBAOT MOBbI-
LUeHMe YPOBHA MPECTYMHOCTW C arpeccuBHbIM mMoBedeHneM. OHM
NoAHMMalT Ccepbe3Hble 3Tuyeckme npobnembl. [eTeld ¢ KapuoTu-
nom XYY cayyaiiHO BbISBASAAW NPW MNPOBEAEHUN XPOMOCOMHbIX WC-
cnefoBaHWA Yy feTeil C HeafekBaTHbIM  MOBeJEHUEM B LUKOSeE.
YacTtoTa pgeteir ¢ kapmotunom XYY coctaBnset 1/1000 XMBOPOX-
[JeHHbIX Ma/IbYMKOB.

ATUMNYHBIE NMONOBbLIE XPOMOCOMHbIE KAPUOTUIbI

KapnoTtun 46, XX npu My>CKOM heHOTUNe

VmetoTca coobuleHUss 0 kapuotune 46,XX y Nuy € MYXCKUM
(heHOTMMNOM, HanoMMHAaKLWMM TaKoBOW npu cuHapome KnaliHden-
Tepa. HapyXHble W BHYTpPEHHWE MOJMOBble OpraHbl Yy HWUX pasBu-
BalOTCA MO MYXCKOMY Tuny. BOMbHbIX MYX4YWH BbIABAAAN B Me-
puos nybepTaTHOro pasBUTUSA W MOC/Ae Hero npu obcrefoBaHUU
no nosofdy 6ecrniogusa WM HefopPasBUTUS BTOPUYHBLIX MOJIOBbIX
NMPU3HAKOB.

O6Hapy>XeHne Habopa XX TMOMOBbIX XPOMOCOM Y (heHOTUNU-
YECKUX MY)>XYMH NPOTUBOPEYMT KOHUenuum o TOM, 4YTO Y-XpOMo-
coma Heobxoamma ANA OeTEPMUHUPOBAHUA  MYXCKOro rnona wu
AnthepeHUMpPoBKN. BO3MOXHOE O0OBACHEHMe 3TOro  (peHomeHa
BK/OYaeT B cebsa: 1) Heonpegensembin  46,XX/46,XY XumMepnsm
unn 46,XX/47 XXY MO3BULUU3M; 2) TpaHC/IOKaLWK CerMeHTa, orpe-
OenswWwero MyXcKo nos, ¢ Y-XpOMOOOMbl Ha X-XPOMOCOMY WK
Ha ApYyrylw ayTooomy; 3) MyTaHTHbIA reH Win reHbl. CyuliecTBYHO-
WMe B HacTosllee Bpems AoKasaTeNbCTBa MO3BONAKT MNpeanoso-
XWUTb, 4YTO Hambosee BEPOSATHO BTOpPOE OOBACHEHMe, XOTA W nep-
BOE He MOXET ObITb MO/IHOCTbKD OTBEPrHYTO. TpaHcnokauusa cer-
MEHTa, OMpefensAloWwero MY>XCKOW MOJ, C XpPOMOCOMbl Y Ha Xpo-
MocoMy X MOXeT 00YyC/noBUTb POXAeHWe Masbyuka' ¢ Habopom
XpoMOcOM XX B pe3yfbTaTe AeicTBUSA X-XPOMATUHUHAKTUBUPYIO-
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wero MexaHusma. MNosiBneHne B OAHOM W TOW Xe CeMbe Manbynka
C HabopoMm XpomocoM XX W UCTUHHBLIX repmappoamToB XX noa-
TBEpPXAaeT NpeanosioXeHne O CyL,eCTBOBaHWUM MYTAHTHOrMO reHa,
KOTOpPbIA MOXeT 00ycnoBNMBaTb M3MeHeHWe nosa y JuL ¢ Kapuo-
TMnoMm 46,XX.

KaprnoTtun 46, XY npu >KeHCKOM (peHoTune

Ha6op nonoBbix xpomocom XY onpedensieT pasBuTue roHag wu
BHYTPEHHUX W HAPYXHbIX MY>XCKWUX MOMOBbIX OpraHoB-. be3 aToro
3MOPUOH pa3BMBAETCA KaK XeHckKas ocobb. BnuaHue Habopa xpo-
MocoM XY A0 CMX MNOP MNOMHOCTbLIO He ACHO, HO, OYeBUAHO, OHO
OCYLLECTB/IAGTCA  Yepe3  UHOYKUMIO  AUDdHepeHUMPOBKN  SANYEK.
FnaHgynounTbl Anuka (KneTkn Jleigura) cekpeTUpyroT TecTocTe-
POH, Ha nepucgepun npesBpallatoLLNics B AUTNAPOTECTOCTEPOH.

KneTku-MuweHn [o/MKHbI 06n1adaTb  CMNOCOGHOCTLIO pearnmpo-
BaTb Ha AeicTBMe TeCcTOCTepOHa bl AuruapoTrecTtocTepoHa. Ecnam
OOVH M3 3TUX 3TaroB HapyllaeTcsd, TO He MPOUCXOAUT MAaCKYIUHW-
3aumm ambpuoHa. Y pebeHka ¢ HabopoM MoO/oBbIX XpomMocom XY
MiOKeT onpefenAaTbCs YKEHCKUIA (PEHOTUM HAPYXHbIX MOMOBLIX Op-
raHoB. OH MOXeT 6bITb y pebeHKa ¢ KapuoTunom 46 XX B pe3yb-
TaTe: 1) MOMHOW He4yyBCTBUTENbHOCTU TKAaHU-MULLEHW K aHgpore-
HaMm  (TeCTUKyNnsapHas (emMuHmM3auus);  2) HevyyBCTBUTENbHOCTU
ANYEK K [eiCTBMIO NoTeMHM3mpyowero ropmoHa (J1IIN) wn xopuo-
roHagoTponuHy uenoseka (XI'Y) (annasmsa rnaHaynoumMToB AWY-
Ka; 3) BbIPAXEHHOro HapyleHuUs 6uocuUHTE3a TEeCTOCTEepPOHa;
4) cnHpgpoma XY umucToii pgucreHesun roHag (cuHgpom CBuepa).

CMHAOPOM MOJIOMOK XPOMOCOMY

«HacneAcTBeHHbIe y4acTKU MOJSIOMOK» COCTaBNAT APYryl Ka-
ropnio  KJIMHNYECKN 0OYEePUYEHHbIX XPOMOCOMHbIX HapyLIJeHVIVI. OHn

TpeyalTCA B HECKO/IbKMX XPOMOCOMax W MNPOSABMAITCHA B BuAe
OHTaHHbIX HapyLeHW, HacnefyemblX MO MeHAEeNeBCKOMY  Twury.
Wcnonb3oBaHue cneuuwanbHbIX cpef B KynbType TKaHelh wnm npeg-
BapuTesbHaa cneuuduyeckas o6paboTka KNETOK MNO3BOMSET 3Ha-
YNTENIbHO YBE/IMYUTL BbIPAXKEHHOCTb  FEHETUYECKUX HapyLleHWH.
V Hanbonee 3HauMmble y4yaCTKM MOMOMOK BCTPEYATCA B A/IMHHOM
I nneye X-xpomocombl (guck g27—28) (cMm. puc. 6-8) U CBA3aHbI
fee cMHOPOMOM YMCTBEHHOI OTCTaNoCTU 6€3 Makpoopxusma y Masib-
jf UuKOB MM B coyeTaHUM C HUM. CMHAPOM MOJIOMKM X cocTaBfseT
(ao 30 % oT Bcex X-CUenseHHbIX Cny4yaeB YMCTBEHHOWM OTCTanoOCTu
| y ManbuMKoB W, BO3MOXHO, 10 % OT BCex HeTsXKesNblX Cclly4yaeB
I'Y peBo4vek (retepo3uroT). bes onpegeneHnss pasmepoB SANYEK U
I? noncka X-XpOMOCOMHOro MapKepa 06cnefoBaHMe  Ma/lbYMKOB
K,C YMCTBEHHOI OTCTaflocTblo 6yAeT HEemnosHbIM.



CMOHTAHHbBIE ABOPTbI

Bonbwe 20 %, a No HekOTOpPbIM AaHHbIM 0 50 %, OT BCex nso-
[OB CMOHTAHHO abopTMpyeTcs; MO KpaliHel Mepe MOMOBMHA M3 HUX
06yc/i0B/IEHA XPOMOCOMHbLIMW abeppaunsaMn, B OCHOBHOM aH3yrJio-
naveii. Yawe Bcero BbIABAAT yTpaTy MOMIOBON  XPOMOCOMBI.
OnpefeneHne XpPOMOCOMHbIX [AMCK'OH CMOCO6CTBOBANO TOMY, 4TO
6bl1M  OnNucaHbl TPUCOMUM AN1A BCEX XPOMOCOM, 33 WCK/IOYEHUEM
1-in. Yawe Bcero BCTpevaeTcsa Tpucomms 16, 3a KOTOPOW cnegyroT
TPUCOMUM  MasbIX W BONbLUMX AKPOLEHTPUYECKMX XPOMOCOM, 3a
WCKJ/TIOYEHNEM XPOMOCOMbI 13, AyTOCOMHbIE MOHOCOMWUW He O6Ha-
pyXeHbl. He WCKNIOYEHO, YTO 3TO CBA3AHO C WX rMbenbl ele [0
uMmnnaHtTaumMm. BTopoii no 4acToTe Haxo4KOW  MpU CMOHTaHHbIX
abopTax CAyXWUT NOAUNIOUAWSA, 4Yalie Bcero Tpwinounamsa (69 xpo-
MOCOM), 06YyCNnoB/IEHHAs OMJOAO0TBOPEHMEM SALEKIETKN cpasy ABY-
MSA  criepmaTto3oujamu  (AUCMepmMusa) WM MPUCOeLAUHEHMEM rarl-
novgHoro Habopa K gucnnoungHoli rameTe. JlaHHbIX 3a CBfA3b
nonunaouaunM Wan Apyrux abeppaumii ¢ nNpuemoM nNpoTMBO3ava-
TOYHbIX CpeAcTB HeT. Y 5—10 % nap, vmeBWMX gBa wnu 6onblue
CNOHTaHHbIX abopTta, OgnH wn oba poauTens SABAAKTCA HOcUTe-
namMmn cbanaHCcMpOBaHHONM TpaHciokauuun. MofobHblie Ccynpy)Xeckue
napbl AO/KHbI MPOATU TFEHETUYECKOe KOHCY/NbTUPOBaHWE B CBA3U
C PUCKOM POXAEHUs AeTell C XPOMOCOMHbIMW HapyLUeHUAMMU.

TEHETUYECKOE KOHCY/IbTUPOBAHUE [P XPOMOCOMHbIX HAPYLUEHUNAX

Mo Mepe pa3BUTMA MeTOAOB, WCMONb3YeMbIX B LUTOreHeTUKe,
reHeTUYecKoe KOHCY/IbTUPOBaHWE Ha BbISB/IEHWE XPOMOCOMHbIX Ha-
pyLleHWiA cTaHOBUTCA 6osiee onpegesieHHbIM. O6bIYHO abeppaHTHble
XPOMOCOMbI MOFYT ObITb WMAEHTU(PULUNPOBaHbI; MOXHO BbISBUTb U
He6o/blUIME TpaHcaoKauuun, geneuunm n MHBEPCUW. YuuTbiBas Aasb-
Helluve YTOYHEeHWs, nepcrnekTMBa BbIMIAAUT ONTUMUCTMYHO. ToOu-
Hble UMpPbl pUCKa pa3BuTMA 3abonesBaHWs MOryT OblTb onpege-
NeHbl ANs uccnefyemblx TpaHcaokauuii. OfHaKO PUCK MOBTOPHOro
poxaeHus pebeHka C aH3ynaouauveln Wam  cnopaguyveckon pene-
umMeii n TpaHcnokaumeld [0 CMX MOP OCHOBbLIBAETCHA TOMbKO Ha
AMMUPUYECKNX NPeanoChIsIKax.

AMHMVOLEHTE3 C KY/bTMBMPOBAHWEM U  iKapMOTUMNMPOBaHWEM
K/1eTOK, MOJyYEHHbIX M3 aMHUOTMYECKON >XMAKOCTMW, LOKasan CBOK
NPaKTUYEeCKy0 3Ha4YMMOCTb MpPU OMpefeNeHNN XPOMOCOMHbIX [e-
thekTOB y nnoga, abopTvpoBaHME KOTOPOro crnocobecTByeT MpefoT-
BpPAlEHMNIO POXAEHUA [eTel C XPOMOCOMHOWM natosorueir. Mo-
CKOMIbKY 3Ta npoueaypa OT/IMYaeTCH 3HauMTeSlbHbIM pUCKOM (OLe-
HMBaeMbIM KaK MOTepsi OAHOro naoga Ha 200—400 nccnegoBaHwmit),
OCHOBHbIMM MOKa3aTensamMun A1 ee NPOBeAEHUs CAyXaT CuTyauuu,
KOrga W3BeCTHbl XPOMOCOMHblE HapyLlleHWs y poauTeneil, Bo3pacT
mMaTepu npesbiwaeT 35 /€T WM B CEMbE YXKe poauncs pebeHoK
C Tpucomwueli. Bpau HeceT OTBETCTBEHHOCTb 3a TO, 4UTOObI MaTb
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6blna npegynpexaeHa 0 BO3MOXHOCTU MPOBEAEHUSA BHYTPUMATOY-
HON ANArHOCTUKM W MNOBbILIEHHOM PUCKE XPOMOCOMHOWN abeppauunm,
CBA3aHHOM ¢ Bo3pacToM. OnpegeneHwe nona naoga Mo KAeTKam
aMHMOTMYECKON >KNAKOCTU TakXke BaXHO AN nNpeaoTBpalleHus
pa3BnTUSA X-CBSA3AHHbIX PELECCUBHbIX 3a601eBaHUN.

MeTog 6uoncUM BOPCMHOK XOPUOHA  MPOXOAWUT K/IMHUYECKYIO
anpobaumio Ha 6e30NacHOCTb M TOYHOCTb. Ecnu 6yaeT AoKasaHo,
YTO OH OT/NM4YaeTcA 6O0MbLWION TOYHOCTbIO, HO PUCK MNOTepWM Nnoja
npu 9TOM B'bllle, 4YeM MpPU aMHUOLIEHTEe3e, MepBOHAYaNIbHO ero
npegnonaraeTca MNPOBOAUTb TO/IbKO B C/y4ae  BbICOKOrO puCKa
aHoManuin y nnoga.

KypT XupwxopH (Kurt Hirschhorn)
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BPOXXAEHHbLIE MNMOPOKW PA3BUNTUA

Okono 2% peteli poxpawTca € nopokamy passuTtusa. Ecnawm
y4yecTb MOPOKW, Hanpumep 3aboneBaHUs cepAua, NoYeK, Nerknx wu
NMO3BOHOYHWUKA, BbisiBNsieMble B 60/iee No3gHWe MNepuofbl PasBUTUS,
TO 3Ta umdpa gocturHeT 5%. C 6OnblUeil 4acTOTOW NOPOKM pas-
BUTMA ONPeaensioTca y CNOHTaHHO abopTMPOBaHHbLIX M040B; MHO-
rMve M3 MOPOKOB MNPV 3TOM OYEHb TAXE/Nble WU MOryT OblTb NpUyK-
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Ta6bnuuya 6-14. Yactota Manbix MOPOKOB pPasBUTUA U BapuaHTOB  HOPMbl y
HOBOPOX/eHHbIX1

HoBopoxfeHHble, %

dusnyeckne npusHakn eBponeongHas HerpounaHas
paca '\Faca
(N=23989) (N=827)

TpeTuin carnTTa/lbHbIA POAHNYOK

CKnagKn arvkaHTyca [BYCTOPOHHWE

Toukn Bpawdurnga ABYCTOPOHHUE

MpeakynspHbIA CUHYC cnpaBa WM cnesa

[lobaBo4Hble COCKM cnpasa win crnesa

MynoyHas rpbika

CakpanbHas BragnHa

KnuHogaktnnua V nanbLes

06e3bsiHbA CKMagKa Ha 06emx pykax

CuHpakTunua Il wn Il nanbues crton cneBa wwm
cnpasa

ONROOO~NRLW
NNt R

N ORMOO® AUIOR ©
w UtoR ®wNo ™

L
~

1Holmes L. B. The Malformed Newborn—Practical Perspectives.—Boston, Developmental
Disabilities Council, 1976.

Holi abopTa. Okono 9 % cnyyaeB CMepTV B MepuHaTa/lbHOM Mepu-
ofie 06yCNnoBMEHO MNOpPOKamu pa3BuUTUA. JleueHue 601bHOro pebeH-
Ka HepeaKo CAY>XUT MOBOAOM K €ro rocnmtanmnsauunm.

[nsa onucaHna MOPOKOB Pa3BUTUA MOMb3YIOTCA MPOCTON U MNpo-
W3BOSIbHOW  TEPMUHOMOTMEN. BoNblwMe NOPOKU pa3BUTUSA
COMPOBOXAAKTCA CEPbE3HbIMU  MEAULMHCKAMK,  XUPYPrUYecKUMun
npo6nemMamn WM KOCMeTUYECKMMW nocneacTsuamu. Manble no-
POKM W BapuaHTbl HOPMbl He COMPOBOXAAKTCHA Cepbes-
HbIMM NOCNAEACTBUAMU N UX ANGHEPEHUMPYIOT NPOU3BONBLHO; CYM-
TaloT TakKXe, 4YTO Masible MOPOKM BCTpeyawTca Yy 4 % wnm meHee
JeTeli OQHOWM M TO >Ke pacoBOV NMPUHAANEXHOCTU, B TO BPEMS Kak
BapuvaHTbl HOpPMbl 60siee 4acTbl. Y feTeli U3 pasHbIX pPacoBbIX MNO-
nynsumMini- BapbuUpyeT 4acToTa TakMX MPU3HAKOB, KaK 06e3bsiHbsA
cknagka (6oposga), kKnuHogakTuama Vo nanbua, gob6aBoyHble COC-
KW, NsiTHa Bbpawdwunga, cakpanbHblie BnagunHbl (Tabn. 6-14).

CunTalT, 4YTO €ecnM CUHAPOM MpeacTaBneH W3BECTHbIMW Npu-
3HaKaMun MOpoKa pasBMTMSA, OH 06YCNOBMIEH OAHOWM cneuuguyecKoi
MNPUYMHOM, Hanpumep CcuHApPoM Xonta — Opama — ayTOCOMHO-[0-
MWHaHTHOe 3aboneBaHMe C MOPOKOM pasBUTMS  cepiua U pyk.
AccounaLmnio WUCNONb3YIT ANnA TOro, 4tobbl ykKasaTb Ha Mnpu-
3HaKM MOpOKa pasBUTUA, ANAA KOTOPbIX HEe BbIABAEHa cheuundguye-
CKas 3TMOMOrus, Hanpumep covyeTaHWe aHOManwuii pa3BUTUSA MO3BO-
HOYHMKA, aHyca, Tpaxew, NULeBoda, PyK 1 Noyek.

Mopd¢o-reHeTmuyeckuii kKomnnekc (Takke HasblBae-
MbIi BPOXXAEHHOW aHOManuei) BK/OYaeT B Ceb6s1 MepBMYHbIE MO-
POK/ pa3BUTUSA W 06YC/NOBMIEHHbIE VMW CTPYKTYPHbIE W3MEHEHMS,
Hanpumep cuHapom [Mbepa PobeHa (He3apaweHue Heba, onyuie-
HMe TNOTKW, MUKPOrHaTWs), HO MpU HEM He wugeHTuduMumpyeTcs
NpUYNHA HapyLLEHWA.
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3Tnonormna. B nepcnektuBHoMm mccnegosaHm m3 30 681 HOBOPOXK-
geHHoro Holmes BbisBun 810 (2,6%) ¢ 60/bWMMKM  NOPOKaMu
pa3suTuna, 57 % n3 KOTOPbIX ObIN 0OYCNOBMIEHbI  FEHETUYECKUMU
HapyweHusMn. M3 Bcex 06cnefoBaHHbIX geteii y 0,2 % MNOPOKM
pa3BMAMCL 3a CYeT XPOMOCOMHbIX HapylweHwii, y 0,1 % — oanHou-
HOro MyTaHTHOro reHa, y 0,7% — MynbTU(aKTOpUanbHOro' Hacne-
poBaHna ny 0,5% —3a cyeT Hen3BeCTHbIX TWUMOB HacnefoBaHUSA.
Yncno XPOMOCOMHbIX aHOManuii coctaBnsieT MeHee 0,6 % OT Bcex
TUMOB XPOMOCOMHbIX HapyLIEHW, MOCKO/bKY MPUM MHOTMUX W3 HUX,
Hanpumep npn 47 XXY, 47.XYY un 47 XXX, y HOBOPOXAEHHbIX OT-
CYTCTBYIOT WX (PU3MYECKME XapaKTEPUCTUKU. B KayecTBe MpPUYUH
nopokos passutua y 0,4% HOBOPOXAEHHbLIX, YTO COCTaBAAET
160 % OT BCex MOPOKOB pasBUTUSA, ObLIN BblAefieHbl TepaToreH-
reHHble (akTopbl WM (HakTopbl OKpyXawwen cpegpl (4acToTa
MeHbLUadA, YeM npegnofiaraivn MHOrve KAMHUUMUCTLI). K TepaToreH-
HbIM (hbaKTOpam OTHOCATCH JIEKapCTBEHHbIE CPeAcTBa W COCTOSAHUE
maTepu, Hanpumep 3aboneBaHwe pauabeTom; K (akTopam OKpy-
Kawoweil cpefbl OTHOCATCA HOLUEHWE XXEHLWMHOW 6aHpaxei, CXu-
MaroLNX aMHUOTUYECKOE MPOCTPAHCTBO, COCYAWUCTblE aHOMaIun W
onurorngpoamHuos. CocygucTble aHOMalivW, B TOM YMCNEe OTCYTCT-
BME apTepuil, ANUTeNbHOE HesapalleHne aMOPUOHANBbHbBIX U OKKJIIO-
31A OpPYyrvx CoCyfoB, COYETAKTCA C HEKOTOPbIMW BUAAMU aTpe3uu
KULWEYHWKa, rugpouedanmnein, oTcyTCTBUEM 6O/MbLUOA TPYAHON MbIL-
ubl (Nonbckas aHomManus) W AMHHbIX KOcTel.  BAM3HeuLoBOCTb
CBAiI3aHa C MOBbIWEHHbIM PUCKOM POXAEHWSA pebeHKa C Mopokamu
pasBUTWA; akKapAuasbHbIi CUHAPOM BCTPeYaeTcs TOMIbKO Y MOHO-
3UrOTHbIX 6/IN3HeLOB.

N3 810 pgeteii ¢ 6oMblMMKM MOpoKamu pasBuTua y 27 % He ypa-
nocb  onpefennTb WX MpPUUMHBL.  [OPOKM pPasBUTUA HEN3BEeCcTHOM
3TNOMIOrUN BK/IOYAKOT B Ce6A MHOIMe BUAbl aTPe3vMy KULLIEYHWUKA,
HenepgopnpoBaHHbIA aHyc, cUHAPOM [onbaeHxapa, Merasomoue-
TOYHUK, OTCYTCTBMe 6OMbLIOA TPyAHOM Mbiwubl, OMdanouene,
KN0aKasibHY0 3KCTpoduio, AnadparmasibHy0 TpbbKy 4vepe3 OoTBep-
ctne bokpaneka.

MexaHn3mbl, fiexallme B OCHOBE Pa3BUTUSA MOPOKOB. [MoHMMaHue
MexaHM3Ma pas3BUTUA MOPOKOB OCHOBAHO HAa W3YYeHUU WX Y XKWU-
BOTHbIX. K Hambonee 3HauMMbiM W3 MOPOKOB OTHOCAT: 1— aHo-
Ma/IbHYI0 (DOPMY K/IETOK; 2 — HapyLUIeHWe CUHTEe3a KoJjulareHa wm
MPOTEOr/IMKAHOB, OCHOBHbIX COCTABMAKOWMX BHEK/ETOYHOro Mart-
pukca; 3— HapyweHus LUMPKYNaUMnM BO BPEMS PasBUTUA TMJI04a;
4 — HepfoCTAaTOYHOCTb  (PM3MONOTNYECKOV WMHBOMKOUUN  COOTBETCT-
BYIOLWWX  K/IETOK B Mnpouecce MopdoreHesa. [puMepom n3MeHe-
HUA (OPMbl KMETOK MOXET CAYXWUTb AedeKT r/iMabHbIX KIeTOK
beprmaHa, B HopMe o06pasylowWwmx peweTyaTyo CTPYKTypy [ANS
MUrpaumm HelpoHanbHbIX KNeTok. lNpu 3aTom Buge fdedekta B pe-
3ynbTarte [AeicTBMSA ayTOCOMHO-PELLECCUBHOIO FeHa Yy Mblllei npo-
NUCXOAUT Trunoniasnsa Mo3Xeuyka. [pu reHeTUYeCKUX W KANHUYe-
CKUX WCCNefOBaHMAX Y 4YenoBeka Obl10 BbISIBIEHO HECKO/IbKO Ba-
pnaHToB cuHApomMa 3dnepca—[faHnoca; MO KpalHein mepe Tpu U3
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HUX o6ycnoBneHbl fedekTamMn MeTabonn3Ma KosnareHa. Hanpu-
mep, ana VI Tuna xapaktepeH AepuuMT rugpokcunn3vHa B Kosna-
reHe B pe3ynbTaTe AeuumTta nusuarngpokcunasbl, ana V11— He-
CNOCOGHOCTbL MpeBpawaTb MNPOTOKoAMareH B KonnareH, gna IV —
HefocTaToO4YHOCTL KonnareHa Ttuna 11,

Takoli MOpPOK, Kak remMmgaumanbHasds MUKPOCOMMUSA,
MOXET pa3BUTbCA B pe3yfnbTaTe TOro, UTO KPOBb M3 CTPEMEHHOW ap-
Tepun He MOXEeT MOCTynaTb B HapyXHYK COHHYIO apTepuio, 4To
B HOpMe MNPOMCXOAUT Ha 6—7-i1 Hefene BHYTPUYTPOBGHOrO pasBUTUSA
nnoga. HepocTaTOYHOCTb  MHBO/IIOLUM  COOTBETCTBYHOLWMX — KNETOK
Mexay pasBUBalOLWUMUCA L/IMHHBIMUA KOCTAMW MOXET MPUBECTU K
CMHOCTO3Y 3TuUX KocTeli. PacwenneHue HebHa oTpa-
KaeT HecoeAMHeHME HeOGHbIX PaKOBWH — MPOLECC, MpU KOTOPOM WH-
BOJIIOLMA KNEeTOK 3aNUTeNns LO/DKHA MpefLlecTBoBaTb C/IMAHMIO MOA-
nexallen HeGHOM Me3eHXUMbI.

KnnHuueckaa oueHka. Jllo6oro pebeHka € 60/bLIMM  MOPOKOM
WIN MHOXECTBEHHLIMU M&/TbIMUA MOPOKaMU Pas3BUTUSA  HEOo6XoAMMO
o6cnepoBaTh. C LEbI0 ANArHOCTUKW BbISBAAIOT AeeKTbl Yy APYrux
U/IEHOB CeMbU WM HebNaronpusaTHble BO34ENCTBMA Ha GepeMeHHyto, a
TaKXe npoBoaAaT obsa3aTesibHoe WX  (PM3MKalbHOEe 06cnefoBaHue.
Ecnn BHelwHe pa3mMepbl yacTeli Tena BbIMAAAT CAUWKOM AJIMHHbI-
MW, KOPOTKUMM, Y3KUMU WA LLMPOKUMU, UX cnegyeT uamepuTtb. MHo-
rvMe nokasaTenu, COOTBETCTBYIOLLME HOPME, BK/IHOYeHbl B «CnpaBouy-
HUK OT/INYUTESNIbHBLIX MPU3HAKOB MOPOKOB Pa3BUTUA Y 4YesloBeKa»
(Smith). Mpn MHOXECTBEHHbIX MOPOKax HEOO6XOAMMO MPOBECTU XPO-
MOCOMHbIA aHanu3, B TOM 4YMC/le MeTOJ OKPAackv XPOMOCOMHbIX AuC-
KOB, 0COOEHHO ecnu y pebeHKa 3ameyeHO OTCcTaBaHWe YMCTBEHHOrO
pasBUTUSA, UM Y MEPTBOPOXAEHHOIO WK y pebeHka, ymepLuero cpa-
3y nocne poxaeHusa. Y ymepuero pebeHKa KIeTKM Moay4valT u3
TKaHW BWU/I0YKOBOW XXene3bl, KOXW, TOHa4 WX Ccefe3eHKW, Bblpalym-
BaeMbIX B KyfbType TKaHel, 4To 60nee npeanoyvyTUTENbHO MO CPaB-
HEHWMIO C KNeTKamu, MoJsly4YaeMbiMW W3 KPOBM YMepluero pebeHKa.
BepoATHOCTb  BbISIBAIEHNS XPOMOCOMHbIX HapylleHuii cocTaBnsieT
Bcero 10—20%. MNpu HeKOTOpbIX MOpPOKax pasBUTUA HeobxoAnMO
NpOBOAMTb CKPUHUHI MeTabonmyeckmx 3abonesaHuii. Y HeEKOTOPbIX
JeTeli BbIABAAOT Npu 3TOM ryTapoByt auuaypuio Il Tuna, oco-
6eHHO 4acTO B KOMOGMHALUW C MOMIMKMUCTO30M MOYEK.

OfHWN 1 Te e KIMHMYEeCcKMe MpU3HaKU NMOpPoOKOB pPasBUTUSA MOTyT
6bITb 06YCNOBMEHbl Pa3HbIMW FEHETMYECKMU HapyLueHuAMn. Hanpu-
Mep, CUHAPOM pacLiensieHns PYKU/HOrM — HeOoObIYHbIA NOPOK pa3Bu-
TUA, AN KOTOPOro TUNUYHA paclieniMHa B CPefHeli 4acTu pyKw,
HOMM WM TOM W OPYrOA M KOTOPbIA MOXET OblTb pPe3y/ibTaToMm
HefoCTaTOYHOCTM PasBUTMA CPefHUX NanblLeB WU MeTaTap3asbHON U
MeTakapnasbHoOWi 4acTen. MogobHas pedopmayms BCTpedvaeTcs npu
04aroBOli AepmainbHOM rMnonnasnun, CUHAPOME MHOXECTBEHHbIX MO-
POKOB pPasBUTUSA U ayTOCOMHO-AOMWHAHTHOM 3ab0/ieBaHUN, NPU KO-
TopoMm JedopmaLmy OrpaHUYNBAKOTCA KOHEYHOCTAMMU.
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MTEHETYECKOE KOHCY/IbTUPOBAHUE

FeHeTUYECKOe KOHCY/IbTUPOBaHWE npedycmMaTpuBaeT MOMOLLb B
peweHMn npo6nemM, CBA3aHHbIX C PUCKOM TeHeTuYecKnx 3abone.a-
HWIA B ceMbe. MHOrve nmua He 0GECMOKOEHbI 3TUM PUCKOM, Apyrue
TPeBYOT reHeTUYeCKyl0 WMHGOPMaUMio U KOHCynbTupoBaHue, K no-
CNnefHUM OTHOCSITCS B OCHOBHOM CYMPY)XeCKWe napbl, Yy KOTOPbIX
nepBblii pe6eEHOK pPOAW/CA C BPOXKAEHHbIM AeeKTOM Wan [pYyromn
naTonorveii. PoauTens HeMOMOAOro Bo3pacTa TakXe 4acTo 6ecno-
KOSITCA O PUCKE TEeHEeTUYECKMX 3ab0neBaHWi U XenawT 3HaTb O BO3-
MOXXHOCTM NpeHaTa/IbHOlM [AMarHoCTUKW. HekoTopble nuua >XenawTt
nonyunTb MHGOPMaUMI0 [0 BCTYMNNEHUS B 6paK WAN POXAEHUS pe-
6eHKa, NOCKOJIbKY KTO-TO M3 POACTBEHHWKOB 6oneH. Bpay o6sa3aH
OMNpPeaennTb, KOTOPbIA 13 BPOXKAEHHbLIX AePEKTOB MAN COMATUYECKUX
3a60/1eBaHMIN  HacnedyeTcs, WU NPeAocTaBUTb TFEHETUYECKYD WHGOp-
MaLuIo BCEM U/leHaM CeMbM, a He TO/IbKO HyXaawwmmcs B Held. e-
HETUYECKOE KOHCY/IbTMPOBaHWE CTaHOBUTCS 60/iee CMOXHbIM, €Cnn
BO3MOXHO OMNpeAennTb HOCUTENen WM  HeobxoAMmo O06bACHUTL
YMECTHOCTb NpeHaTaslbHOl ANarHoCTUKW,

MPNHUWIMNbI TEHETUYECKOIO KOHCYJ/IbTUPOBAHUA

MepBoe ycnoBuMe TFTeHETUYECKOrO0 KOHCYNbTUPO-
BaHMA COCTOMT B YBEPEHHOCTW, YTO MOCTaB/IeHHbIN
AnarHo3 npasuneH. Hanpumep, Bpay Jo/KeH oTAUGD®DEpPeH-
uMpoBaTb W30/IMPOBaHHOE He3apalweHune rybbl U Heba (MynbTuUdak-
TOpuasibHOe Hac/lefloBaHWE) OT He3apalleHus rybol u Heba c ryb6-
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HbIMM SIMKamu (ayTOCOMHO-AOMMWHAHTHbIM TUN HacnefoBaHUs), Npo-
rPeccUpyoLLy0  MblleyHyo aunctpoduto AioweHHa (X-cuensieHHbIi
PELECCBHBIA TUM HAc/MefoBaHUS) OT MbIWEYHOW AucTpotmun bek-
kepa (X-CUen/eHHbI/ peLeccUBHbIA TUN HacnefoBaHWs), NpeacTas-
nawuwer coboil mMeHee Tshkenoe 3aboneBaHue, NMeEPUHATA/IbHbBIA TUN
[eTCKOro MOMIMKMCTO3a nodek (ayTOCOMHO-PELLeCCUBHBIN TWN Hacne-
[0BaHNS) OT OAHOCTOPOHHEN MyNbTUKUCTO3HOM MNOYKM  (HeHacne-
ayemoe 3aboneBaHue).

Mocne yCTaHOBMEHWA [AMarHo3a B MPOLEecCe TFeHETUYECKOro KOH-
CyNbTUPOBaHMA cnegyeT: | — pewmTb BONPOC O NPUCYTCTBUM Npu
becene TOro u Apyroro pogutens (nogpoctkaM HeobxoAuMMO npefo-
CTaBNATb BO3MOXHOCTb GecefoBaTb 6e3 poguTenei); 2 — obeyanTb
MeAVLMHCKME MOCNeAcTBUSA AedeKTa; ecM 3TO MMeeT OTHOLLUeHue
K Aeny, HeobxoAMMO OOBACHWUTbL BO3MOXHYI BapuabenbHOCTb Npo-
SIBEHUIA 1N TeueHUs 3ab60N1eBaHUA N OXMAAEMble UCX0Abl; 3— Mpo-
aHaM3MpoBaTb FEHETUYECKUA aHamMHe3 TOro W ApYroro poauTens u
BbISIBUTb Hepacrno3HaHHbIA reHeTUYecKUiAi pucK; 4 — npoaHann3upo-
BaTb MHTEPMpeTauui0 YIEHOB CEMbU WM MPELOCTaB/IEHHYIO APYrvM
nmuoM; 5—onucaTb KOHCYNbTUPYEMbIM FEHETUYECKME OCHOBbI 3a-
6oneBaHWA, MUCMONbL3YS HarnsgHble nocob6usa (cxembl heHo-
TWNOB WU APYrMx MpU3HaKoB 3ab0/ieBaHNS, M306pPaXKEHUS XPOMO-
COM, AuarpaMmMbl TUMOB HacnefoBaHUs); 6 — 06bACHUTbL PUCK pas-
BUTUSI TeHeTUYeckoro 3aboneBaHWss B MOHATHbIX ANs cobecefHMKa
TEPMUHAX; 7 — 04epTUTb KPYr BO3MOXHOFO BblIGOpa PELUEHUS: UMETb
feTeld, NpMHMMas BO BHMMaHME BO3MOXHbIA PUCK, He UMETb AeTei,
YCbIHOBUTb, €CAIN BO3MOXHO, pebeHKa, MPOBECTU WCKYCCTBEHHOE 06-
cemeHeHve (3TO pelleHMe OCOGEHHO YMECTHO Mpu  BCEX Clyvasx
ayTOCOMHO-PeLeccnBHbIX 3ab0neBaHUii N Cepbe3HbIX ayTOCOMHO-[0-
MWHaHTHbIX 3a060/1EBaHUIN CO CTOPOHbI 0TLA); OTMETUTb BO3MOX-
HOCTb MpeHaTa/lbHOM [AMAarHOCTUKW; 8 — NPefocTaBUTb  KOHCY/b-
TUPYEMbIM  UTOF MPOBEAEHHOr0 06CYXAEHMUS W, eCNn BO3MOXHO,
BCTPETUTLCA C HUMM elle pa3 Ans Toro, 4tobbl MOMOYb  pellnTb
BOMPOC O TOM, KaK flyylle BCEro MNOCTYNUTb B KaXXAOM KOHKPETHOM
cnydyae; 9— noafepXMBaTh KOHTAKT C YsleHaMy CeMeld, MPOKOHCY/Ib-
TMPOBaHHbLIMW paHee, AN 03HAKOMJIEHMS MX C MHopMaLmeld, KoTo-
pasi MOXeT ObITb MOfIe3Ha, HaNnpUMep C HOBbIMW MeTOA4aMu BbisiB/le-
HVWS HOCWUTENbCTBA Yy POAWUTENEN WM npeHaTaNbHOW AUArHOCTUKM.

Hepeako cynpyru ysHalT O pUCKe TeHeTU4ecKoro 3abosneBaHus
TOMbKO MOC/e POXAEHMS pebeHKa C BPOXAEHHbIMU AedeKTamu. Y 3-
HaB O C/y4YMBLUEMCS, OHM O06bIYHO BCTYMNaloT B Nepuoabl OTpULaHuS,
031106/1EHNA U Aenpeccun, Npexae Yem OCO3HAKT U MNPUMYT 3TOT
(hakT. O6CTOATENbCTBA B KAXOW CEMbe BapbUpYKT, U B KaXA0M
cflyyae BapbMpyeT peakuusi ee YIeHOB Ha KOHCY/bTUpoBaHMe. OCHOB-
Hasi TPYAHOCTb 3aK/K4aeTCs B OCMbIC/IEHUM TeHETMYecKol aHoMma-
NN, Hafnpumep CYLeCTBOBAHUS eAMHUYHOIO MYTaHTHOrO reHa, W3-
MEHEHHO XPOMOCOMbI WUAW MPU MyNbTU(PAKTOPNaSIbHOM TUMe Hacne-
[OBaHNS B3aUMOLENCTBUSA HECKOSIbKMX TEHOB M (PAaKTOpPOB OKpPY-
Xawouleli  cpefbl. py  06BACHEHUM MEXaHU3MOB XPOMOCOMHbIX
HapyLleHWi A cnefyeT MokasaTb HOPMa/bHbI KapuoTWn B CPaBHEHUU
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C M3MEHeHHbIM. [lpyrass npo6sema COCTOMT B TOM, YTO 6GO/bLUNHCT-
BO AETEN C FeHETUYECKUMU aHOMa/IUSIMU 06bIYHO 6bIBAOT MEpPBbIMU
3a60M1EBLIMMM USIEHAMW CEMbW. POAWUTENU MOTyT He COralaTthbes C
TEM, 4TO 3TO 3ab6ofieBaHWe HacnefyeTcsl, TaK KakK Apyrue useHbl
CEMbM 340POBbI. [N KOHCY/NbTUPYIOLWEr0 MOME3HO KOCHYTLCS 3TOM
npo6siemMbl 1 AeTa/IbHO 06CYAWTL BOMPOC O TOM, KaK Y 340POBbIX PoO-
OVTenei, Bce POACTBEHHWKM KOTOPbIX 3[0POBbl, MOTYT POAUTHCS
[eTW C HacnefCTBEHHbIMU 3a60/1eBaHUAMU.

eHeTUYecKoe KOHCY/IbTUPOBaHME NP BO3MO>XHOCTU
onpenennTtb HocuTensa 3abonieBaHnA

leHeTU4YecKoe KOHCY/bTMPOBaHME ynpoliaeTcs, cTtaHOBUTCSA 60-
nee cneunguyecKMM 1, BO3MOXHO, 605ee 3(MPEKTUBHbLIM, €Cn Cco-
CTOSIHME HOCUTENbCTBA MOXET ObITb OMpeAesieHo C MOMOLUbK na-
60opaTopHbIX METOAOB MccnefoBaHus. [pu 3TOM MOryT ObiTb BbISiB-
NEHbI Nnua, BXoAsAWwMe B rPynny MOBbIWEHHOIO PUCKA, U UX POACT-
BEHHWKM, Y KOTOPbIX Mpu 06cnefoBaHnn He ObiN0  BbISBEHO HOCU-
TENbCTBA, UX MOXHO YCNoKouTb. KOHLEMUUA reHeTMYecKoro pucka
MOXET CTaTb 60/lee KOHKPETHOI Moc/fe BeHEMyHKUWW; pe3ysbTaTbl
TecTa COMOCTAaBASAKT C MOKalaTeNnssMu HOpPMbl. BbISBUTb HOCUTENS
MOXHO MNPV  HEKOTOPbIX OGMOXMMMYECKMX HapyLleHUsX, OonpeaeneH-
HbIX aHOMa/IMsiX XPOMOCOM W Mpy MAomowm MeTodoB aHanmsa OHK,
HanpumMep KapTUPOBaHUSA TEHOB U MAEHTU(UKauuM nonumMopgurama
O/TVHbI  PECTPUKLMOHHBLIX (parMeHTOB, YTO TECHO CBA3aHO C MyTaHT-
HbIM TEHOM.

Broxnmmueckme uamMeHeHUs. MoryT ObiTb BbISIBIEHbI NMLA, FeTe-
PO3UrOTHbIE MO HEKOTOPbIM ayTOCOMHO-PELLECCUBHBLIM BPOXAEHHbIM
HapyweHusmM MeTabonmMsama M aHOMasIMAM TremMorsiobuvHa, a MMEHHO
S un C, Tanaccemun, 6onesHn Tesa — Cakca W geduunUTy Cii-aHTU-
TpuncuHa. Ecnn MeTog MpUrogeH Ass NpoBeAeHUs CKPUHUHI-TeCcTa
y 60/1bLIOr0 4ucia Nuy, MOXXHO MpPOBECTM obcnefoBaHMe BCeid rpyn-
Mbl MOBBLIWEHHOIO puCKa. 3TOT MeToh 06cnefoBaHus 6Obln Npyume-
HeH B MOMyNAsiLMW €BPEEB BOCTOYHOEBPOMENCKOro MPOMCXOXAEHUS
ANs BbISABNEHNS Y HUX 6one3Hn Tess — Cakca, a Takxke /iniu, Nnpeaku
KOTOPbIX OTHOCWU/INCL K MOMYyASUMSAM, NMPOXMUBAKOLLNM B PETrVMOHE cpe-
AN3EeMHOMOPCKOro 6acceliHa, Ha NpeaMeT BbISIBMEHWS TanacceMmmn U
AL, HErpOMAHOI0 MPOUCXOXAEHUS A1 BbISB/IEHUSA Y HUX FEMOr/o-
6vHoB S n C. B npouecce o6cneqoBaHns MpM MHOFMX FEHETUYECKUX
3a60/1€eBaHMSAX MOryT 6bITb MOJIyYEHbl MPOTMBOPEYMBLIE Pe3ynbTaThbl
B CWUJly MCUMXOMOMMYECKOW YCTaHOBKW B OTHOLUEHWW AL, Pa3HOM pa-
COBOI1 M 3THMYECKOW MPUHAANEXHOCTU. [Jpyroe orpaHuyeHve ans
npoeeaeHNss 06cnefoBaHNA reTepo3nroTHbIX /ML, COCTOUT B TPYAHO-
CTV NpeHaTa/lbHOM AMarHOCTUKW, ecnn oba cynpyra reTepo3uroTHbI.
3TO 0COBEHHO TUMWYHO ANA TFemMOorI06MHONAaTUA, NP KOTOPbIX He-
obxoanma BeHenyHKLMA MaaueHTbl, OcyLecTBAsieMass B HEOO/bLLOM
yncne MeguLMHCKUX LEeHTPOB.

MoryT 6bITb BbISIBMIEHbl >XEHLWHbI, TETEPO3MUTIOTHbIE MO HECKOJIb-
KM X-CLUEMnIEHHbIM PEeLECCUBHLIM MeTaboIMyeckMMm 3aboseBaHuAM,
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Hanpumep, No AeuuunTy [HOK030-6-hochaTaernaporeHasol, 60ne3-
HA Dabpn (peuunT a-ranakTosmaasbl) U aeUUNTY TUNOKCAHTUH-
ryaHuHgocgopunbosnntTpaHcgepasbl. UVAeHTUDUKALNA HKEHLUNH-HO-
cuTeneli MeHee TOYHa NpPU TakMx 0ObIYHO BCTpeyawowmxcs X-cuen-
JIEHHbIX peLeccuBHbIX 3ab0/ieBaHUAX, KaK nporpeccupyrowas Mbl-
WeyHasa aucTtpoduma [JroweHHa u remodunua A. OnpegenieHne HoOCuU-
TeNbCTBa MNPOrpeccupylolleil  MbileYHONn AnucTpotmn [loweHHa He-
npsiMoe M [0 CUX NOP OCHOBBLIBAETCA rMaBHbIM 06pa3oM Ha onpeje-
NIeHUM YPOBHA KpeaTUH(OCHOKMHA3bl B CbIBOPOTKe. Jluwb 75%
N3BECTHbIX HOCUTENen MOryT 6biTb MAEHTU(HULMPOBAHbI C NOMOLLbIO
aTtoro Metoga. lNpu TecTUpPoBaHMU BaXHbIMW (aKTopamMun ABAKOTCA
YyCTaHOB/IEHME TpaHuL, HOPMbl ANS JaHHOW nabopaTopun U He MeHee
yeM 3- nm 4-kpaTHoe o06C/efoBaHNEe XXeHWWH W3 Tpynnbl MOBbl-
LUEHHOTO pPWCKa, NPeAnoyYTUTENIbHO B COCTOAHMM MokKosA. K apyrum
N3MEHEHNAM OTHOCUTCA Camblii BbICOKUA YpOBeHb KpeaTumgocto-
KMHa3bl B CbIBOPOTKE, KOTOPbI/i B Aa/lbHEMLLEM CHUXAeTCa Y HOCU-
Teneii B Bo3pacTe fo 30 nerT.

bonee TOUHOE BbISIBNEHME >KEHLLMH-HOCUTENEA N GOMbHbIX M10-
[I0B CTano BO3MOXHbIM MOCNe BHeAPEHWSA B MPaKTUKYy MeToja aHa-
nvsa AHK, ogHako OH oKasanca npurogHbIM [aneko He ANA BCeX
obcnesyembix. HekoTopble wuccnegoBaTeny NpPesnovymTaioT WUCMOMb-
30BaTb AN1A OnpedefnieHnss HocuTenein apyrve epmeHTbl CbIBOPOTKM,
HanpuMmep nakTatgerngporeHasy (J146). AwnarHo3 nporpeccupyto-
Wweid MbIWEYHOW AMcTpotmn [ioWeHHa He MOXeT OblTb MocTaB/feH
TOYHO Yy Mioja MYXCKOro nona, B CBA3M C YeM MpeHaTasnbHas guar-
HOCTMKa B 3TOT Mepuof pasBuTusa HeadekTUBHA. [locse BbIABNEHUSA
HOCUTENbCTBA POAUTENEA CTaBAT B W3BECTHOCTb O MOBbILEHHOM
pUCKe POXAEHUS Y HUX OONbHbIX CbIHOBENW; HepeaKO OHW peLlalT
6ofblle He WMeTb AETEN.

B nocnefHee BpeMs MOBbLICWJICA MPOLUEHT BbIABIEHUSA YKEHLUH —
HocuTenell reHa remouaum A € NOMOLLbIO OMpeAesieHns akTUBHO-
ctn aktopa VIII n KonnyectBa ero aHTUreHa. 3TOT TeCT MO3BO-
NSeT BbIIBUTL OKOI0 80% HocuTenen. B HacToswee Bpems npu
NpoBeAeHNN MnpeHaTasbHOW ANArHOCTUKM WCMONb3YIT METoA4 MMMY-
HopaguomMmeTpuyeckoro onpegeneHunsa gakrtopa VIl B nnasme nnoaa,
MONYYEHHOWN M3 KPOBW, B3ATOM MO KOHTPONEM YNbTPa3BYKOBOr0O MC-
cnepoBaHus Bo Il TpumecTpe 6epemeHHOCTU. OfHAKO 3TOT MeTopq
HEe MOXET O6bITb NMPUMEHEH NpW 06CMefoBaHUM YSIEHOB CEMEN, B KO-
TOPbIX Y MYXUYUH, CTpajalLmx remMopunnei, LMpKynupyeT Kpocc-
pearvpytouaa cyo6cTaHums.

XpOMOCOMHble TpaHcnokaumn. Ecnn y  pebeHka 3aboneBaHue
006yCNnoB/EHO WM3ObLITKOM WM HELOCTAaTKOM XPOMOCOMHOro marte-
puana, HeobxogmMmo o06cnefoBaTb pPoAWUTENen Ha NpegmeT BbisiB/le-
HUA Y HUX HOCUTENbCTBa CHanaHCMpOBaHHOWM TpaHcnokauuwu. Mocne
3TOro PoANTENb-HOCUTENb MOXET ObITb MPOKOHCY/IbTUPOBAH Mo NOBO-
4y pucka poxaeHuss pebeHKa € HecbanlaHCMPOBAHHOWM TpaHCNoKa-
unen, Hanpumep ¢ U3BbITKOM WM HEAOCTATKOM XPOMOCOMHOrO Ma-
Tepuana, Ha npeamMeT HOCUTeNbCTBA MOryT ObiTb 06CnefoBaHbl U
KPOBHblE POACTBEHHWKWN. KynbTypbl KNETOK Mofa, Mo/lyyYeHHble
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npy amMHWOLIEHTe3e, MOryT MOMOYb B BbISIBIEHMN COOTBETCTBYHOLLMX
XPOMOCOMHbIX HapyLleHWIA Yy Nnofa, pa3BMBatOLLErocs Y XXeHLWnHbI—m
HocuTens cbanaHCMPOBAHHOM TpaHcoKauum.

[eHeTUYeckKoe KOHCY/IbTUPOBaHME MPU BO3MOXXHOCTU
NMnocTaBUTb I'IpeHaTaﬂbeIVl AnarHos

MHoOrme cynpyxeckue mnapbl XenawT MoNyYnTb TEHETUYECKYIO
KOHCY/IbTaLMI0 C Lefbio NoAyunTb O0Mblue CBefeHWi 0 npeHaTasb-
HOW AmarHocTuke. Yauie BCero rnokasaHWem ANns NPOBEAEHMA Mpe-
HaTa/IbHOW AMArHOCTUKM CAYXWUT BO3pacT Matepu (cm. Tabn. 6-7)\
N poxgeHve pebeHka ¢ cMHAPOMOM [ayHa v aHaHuedannein — me-
HUHTroOMuesnoverne.

B uenom npeHatasibHas AMArHOCTUKa C MOMOLLbIO aMHMUOLEHTe-
3a peKoMeHAyeTCs BO BCeX Cllyyasix, eciv BO3pacT H6epeMeHHON co-
cTaBnseT 6onee 35 NeT, TaK KakK PUCK poXaeHus y Hee pebeHka C
NO6bIM TUNOM XPOMOCOMHbBIX HapYyLUEHWA Npu 3TOM He MeHee 1%*
3a nocnegHue 25 neT HeyKIOHHO YMEHbLUAEeTCS YMCIO [eTel C CUMH-
apomom [layHa, poXxJawLlimxca oT maTepeit B Bo3pacte 35 feT 1
cTapwe. Takum ob6pa3om, 80% peTein ¢ cmHgpomom [ayHa poxpa-
eTCA OT >KeHLMH, BO3pacT KOTOpbIX MeHee 35 fieT. 3TO CBA3aHO C
Tem, 4YTO B 3TOW BO3PACTHOW rpynne npoBefeHME OO6bIYHOM MpeHa-
TaNbHOI AMarHOCTMKM He SBMSeTCA MpaBuaioM. [pyron HoBbiA (hakT,
OTHOCAWMIACA K KOHCY/IbTUPOBAHMIO MO NOBOAY POXAEHUA aeTeil ¢
cCMHApoMoM JlayHa, cBA3aH C TeM, YTO B OAHOM C/lyyae U3 NATU [0-
NOSTHUTENbHYID XpPOMOCOMY 21 pebeHOK nony4vaeT OT OTua,

CynpyXeckue napbl, BXOAAWME B Tpynny MOBbILEHHOIO pUCKa
poXaeHns pebeHKa ¢ HapyweHUsMW MpPOLEeccoB MeTabonmsma, nme-
I0T MeHee o06LWuMe, HO 60nee CNOXHbIE MOKa3aHWS K MpeHaTanbHOW
AnarHoctuke. MeTabonmyeckme TecTbl Ha aMHUMOTUYECKUX KeTKax
[OJ/DKHbBI MPOBOAUTBLCA B CNELManM3npoBaHHbIX abopaTopusx.

MpeHaTanbHYO ANArHOCTUKY C MOMOLLBbIO aMHMOUEHTe3a 06bIYHO
npoBogAaT Ha 15— 16-n Hepene OGepeMEHHOCTM, Korga martka pacno-
flaraeTca [OCTaTOYHO BbLICOKO Hag MOJMOCTbIO Tasa. MccnegoBaHus
C WUCMO/Ib30BaHMeEM YyNbTpasByKa MpecnedyloT Leb SIOKan30BaTb
nnawueHTy 1 onpegennTb YMCAO MOAOB: 4YacTOTa MHOrOM/IOAHON Ge-
PEMEHHOCTM COCTaBASIET OAMH Ciy4vailt Ha 80 6epeMeHHOCTEA. AMHMO-
LeHTe3 MPoBOAAT B acenTUYEeCKMX YC/I0BUSAX MPU MECTHOW aHecTesnw,
ONS Yero wurny, npegHasHayeHHyl AN MNYHKUUWM CMIMHHOTO MO3ra,
pasMepoM 22 C TPOAaKapoM BBOAAT yepe3 OpPIOLIHYIO CTEHKY B Hau-
60/1ee yo06HOM MecTe, ornpefesieHHOM Mpu y/bTpacoHorpapuu. Tpoa-
Kap M3BMeKalT U yJansoT 2 M/ XUAKOCTU, YTOObl YMEHbLUNTL PUCK
nonagaHnsa 3snuUTeNnanbHbIX KIETOK KOXW 6GepeMeHHOW K B3STON
npobe amHMOTMYecKoln XugkocTu. Mocne atoro 10—30 M amMHMO-
TUYECKO XXUAKOCTU HabupawT B APYroi WnApuy M B 3aKPbITOM
BMAe HanpasnaloT B nabopatopuio. NpoBOAAT aHanM3 Ha npeamet
BbISIB/IEHVA B XUAKOCTU KPOBW M/i0fa, C NOMOLUbIO LEeHTPUyrnpo-
BaHWA Pas3fenalT XUAKOCTb U KNeTKu. [locnegHune mnomewarT B
KyfnbType TKaHeli B CTEPW/bHbIX YC/OBUAX B MHKy6aTop.
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mbenb nnoja npuM amHUOLEHTEe3e cocTaBnseT MeHee 0,5%.
Y 3% >KeHLWWH HacTynalwT npexogdlive cygoporv m UcteyeHme am-
HUOTUYECKOM >KMAKOCTU. MpumepHo B 5—10% cny4yaeB amMHUOLEH-
Te3 Heo6X0AMMO MNOBTOPWUTb, MOCKOMbKY B MEPBbIA pa3 amMHUOTUYe-
CKaf XUIAKOCTb MOXeT OblTb He MoJlyyeHa WM POCT KNETOK 6blin
He[oCTaTOYeH.

PesynbTaTbl aHaimM3a MOMyT ObITb MOMy4YeHbl 4epe3 14—21 aeHb.
Ecnn oHWM cBMAETeNbCTBYIOT O MaTofiorun naoja v poauTenn npeg-
nounTaloT npepBaTb 6epeMeHHOCTb, GOMbLUMHCTBO TFMHEKOMNOMOB CO-
BETYIOT NpPOM3BeCTU abopT fo 20-i Hepenn, xoTA 3akoHom CLUA oH
paspeLuaeTcs B CPOK A0 24 Hen.

MpennoxeH HOBbIA MeETOL MNpeHaTaslbHOW AWNArHOCTUKW B nep-
Bble 9—11 ves 6GepemMeHHOCTM, OCHOBaHHbIM Ha GUOMCUN BOPCUHOK
XopuoHa. WccrnegyeMylo TKaHb MoJjlyvaroT NMpy BBEAEHUWU UMbl Yepes
Wweliky MaTKM A0 nnaueHTbl. [lonyyYyeHHas TKaHb MOXeT ObITb MC-
nosib3oBaHa ANA HenocpeacTBeHHoro aHanusa OHK 1 BbisBieHUs
remMorsiobMHoNaTMM 1 pocTa KynbTypbl KNETOK. PMCK noTepy nnoga
cocTaBnaeT mMeHee 2%. B KayecTBe a/lbTEPHATMBHOINO MeToja WUC-
cnefoBaHUA ANs MpeHaTaslbHOW AWArHOCTUKMA MPEeLsiokKeH amHUO-
UueHTe3 Ha 12— 14-i1 Hepgene GepeMeHHOCTH.

TKaHW U MeTofbl, UCMOMb3yeMble AJ1s1 NpeHaTaslbHOW AWNarHoCTUKN

KneTkn amHUOTUYECKON >XMAKOCTW. KneTku, nosydaembie npu
aMHUOLEHTe3e, MOryT ObiTb MCMOMAb30BaHbl A/19 XPOMOCOMHOIO aHa-
nn3a, GUOXMMMYECKMX uccnegoBaHUiA unn aHanmsa OHK. Heobxo-
OWMbl 2—3 Hep, ANs TOro, 4Tobbl KMETKM PasMHOXWUAUCE U OOCTUT-
N YNCNEHHOCTW, Heob6XOAMMOW [ANA MpoBefdeHMs 3TUX uccnegosa-
HWUIA; U3 aMHMOTUYECKON >KMAKOCTW TpyAHee, YeM U3 NUMGOLMTOB
nepugeprnyeckon KpoBW, MOMYUUTb KIeTKM B CTagunm meTadasbl. Ta-
K/e XPOMOCOMHbIe aHoManuu, Kak Moaunaouamsa U mosanumsMm, Kak
C HOPMaJ/IbHbIMU, TaK U aHOM&/IbHLIMU  KNIETOYHBLIMU JIMHUAMM, TakKxKe
nerye onpefennTb B KNETKax aMHMOTUYECKOM >KMAKOCTU, NOJSy4YeH-
HOW Ha 14— 16-i1 Hegene BHYTPUYTPOOGHOrO Pa3BUTUS, YeM B maTe-
pwase, NMosly4eHHOM OT HOBOPOXAEHHOrO.

AMHUMOTUYECKAA XUAKOCTb. Anb® a-heTtonpoTenH (APN).
YpoBeHb A®TIT, CMHTE3MPYeMOro B MeYeHW MJ104a, >KenyAoUYHO-KU-
LUEYHOM TPaKTe U XXeNTTOYHOM MeLLKe, NMOBLILWAETCA MPU YBENTMYEHUN
TpaHcCyJauuu 4yepe3 TOHKYHO MeM6paHy, 4TO BCTpeyaeTcsa Mnpu aH-
JHUedannn, MEHMHIOMWeNo-, aHuedano- n omdanouene. Yaue Bcero
A®I onpedensoT ¢ UebIO OUEHKM nocnegyowmx 6epeMeHHocTel
Y XEHLLVMH, ¥ KOTOPbIX Y)Xe poannacs pebeHOK ¢ aHaHUedanonaTtuen,
MEHVHIo- win 3Huedanouene (omdanouene He Hacnepyetcs). Ypo-
BeHb ADTT onpeaensaT TakxXe A1 TOro, YToObl BbIABUTL CUHAPOM
Mekkens (ayTOCOMHO-peLeccMBHOe 3aboneBaHue C 3HUedanouene,
NO/IMKMUCTO30M MOYEK, MONNAAKTUANENR, pacliensieHMem rybbl u Heba
N aHOMasMeil HapyXHbIX MOJIOBbIX OPraHoB W FNa3) W BPOXAEHHbI
Hedpo3 (peako BCTpevaroleecs 3abofnieBaHWe € ayTOCOMHO-peLiec-
CUBHbIM TUMOM HacnefoBaHuS).



YpoBeHb AP gocTuraeT MakKCUMasibHbIX 3HAYEHUIA B CPOK MEX-
ay 14-n »n 18- HepgensiMyu BHYTPUYTPOOHOrO pa3BUTUSA, a 3aTeM He-
YKMIOHHO CHW)XaeTcd; nepef nNpoBefeHWEM aMHWOLEHTE3a BaXKHO
noaTBEPAUTL C MOMOLLbLIO YNbTPa3BYKOBONO MeTOAa recTalUOHHbINA
BO3pacT nsoja. YposeHb ADIT MOXET MOBLICUTLCA B MPUCYTCTBUMU
KpoBM nofa, MpM YrpokaroLwem CroHTaHHOM BbIKUAbILLIE, CMEPTU
nnoga, Rh-ceHcMbunusaunm, BPOXAEHHOM Hedpo3e U aTpesnn Ku-
WeYHUKa. M3mepeHne B aMHUOTUYECKOM >XUAKOCTW YPOBHA aueTw-
XONINHACTEPa3bl NOMOraeT NOATBEPANTb MOBPEXAEHWE HepBHOW Tpy6-
KN N UCK/TIOUYUTL JIOXKHOMOJOXKUTENbHYIO peakumio Ha A®TT. OH He-
pefKo ocTaeTcs B npefenax HOPMbI, ecnv fetheKTbl HEPBHON TPyOKwW,
HanpvMep Npyv MEHWHIO- WKW 3HLUedanouene, NoKpbITbl KOXeN.

CTaBWNIA PYTUHHBIM CKPVHWHI-TECT Ha OMpedefieHne YpPOBHSA
A®T1 B CbIBOPOTKe 6epeMeHHbIX C MOMOLLbLI0 PaguonMMYyHOsIOrnye-
CKOro MmeTofa no3sosigeT BbIABNATL A0 80—90% nnofoB C aHaHLe-
thanvein n meHuHrouene. Ero npoBogat Ha 16— 18- Hepene 6epe-
MeHHOCTW. [pn nNOBbILEHHOM YpPOBHe TpebyeTcs MOBTOPHbIA aHanm3
CbIBOPOTKWN. Ecnn ypoBeHb CbiBOPOTOYHOro ADT B 2*2 pa3sa npesbl-
laeT cpefHWe [ONYCTMMble 3HAYEHUS W NPU NOBTOPHOM WUccneno-
BaHWW, HEOBX0AMMO MNPOBECTU Y/bTPAa3BYKOBOE WCCNefOBaHME U aM-
nnoueHTes. JononHUTENbHO K AetheKTaM 3akKiafky HepBHON TpyoKu
CKPUHWHI-TECTbl CbIBOPOTOYHOro A®PI1 NOMOryT BbIABNATL TakKXe
oTcTaBaHWe pocTa, oMmdanouesne n 61M3HeLOBOCTb. HU3KMIA ypoBeHb
A®Il MOXeT CBMAETE/IbCTBOBATbL O CMHApPOMe [ayHa y njoja.

CekpeTopHasa cy6cTaHumMA. [pu onpedeneHHbIX YCI0BUAX MpuU-
CYyTCTBME WIN OTCYTCTBUE CEKPETOPHOW Cy6CTaHuMM B aMHUOTUYe-
CKOWM XXMAKOCTM MOXET ObITb MCMOMAb30BAaHO ANS TOro, Y4Tobbl onpe-
[enuTb, cTpagaeT v nnogj  60MbHbIX  poauTeneil MMOTOHUYECKOD
aucTpogmeld MM MMeeT NOKYC AOMUHAHTHOrO reHa, OTBETCTBEHHOro
3a CEKPETOPHYH Cyb6CTaHUMIO.

AMHMOTUYECKasA XUAKOCTb MOXeT ObITb TakXXe WccrefoBaHa Ha
NPUCYTCTBUE CTEPOUAHLIX FOPMOHOB W MUCMOMNb30BaTLCA A1 ANarHo-
CTUKM BPOXAEHHOW runepniasunm HaanovyeyHMKOB B pesysbTaTe
Jeduumta 21-rmgpokcunassbl.

YnbTpa3sykoBoe wuccnefosaHve. C MOMOLLIO y/bTpasByKa B OC-
HOBHOM OMpefenstoT recTaumMoOHHbIA BO3pacT, floKanuM3auui nna-
LUEeHTbl U MHOXECTBEHHYI0 6epeMeHHOCTb, BbIAB/IAIT BPOXAEHHbIE
MOPOKM pasBUTUA.

®eToCcKONUA. B HacToslee BpeMs BO3MOXHA HernocpeacTBeHHas
(heTOCKONMA, HO PUCK MOBPEXAeHUA noja npu 3TOM COCTaBNsAeT
npumepHo 5%. Ee npoBogAT AnA MosyvyeHUs npob KpoBWM K3 cOcy-
[OB MNNaueHTbl M BMONTATOB KOXM W MeyeHn. PeTOCKOMUIo WCMOSb-
3ylOT ANA BbIABAEHUA AedopMaunii KoHeyHocTed. C/OXHOCTb Me-
Toga orpegenseTca TeM, YTO OAHOMOMEHTHO MOXET ObITb OCMOTPEeHa
OYeHb Manas naowanb. YCOBEPLIEHCTBOBaHNE Y/IbTPa3BYyKOBbIX Me-
TOAOB wUccnefoBaHWs, pa3paboTka MeTogos aHanvsa [OHK BbiTec-
HUIN U3 MPaKTUKM MeToAbl B3ATUSA MPO6 KPOBU MNpu (PETOCKOMUU.

Pagmorpadgmsa. PeHTreHorpagusa nnofa MOXET ObITb OYEHb MO-
nes3Ha npu pucke OTCYTCTBMSA Y Hero AJIMHHbIX KOCTEW, 4TO BeTpe-
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YyaeTcs NpWM HacreayeMoi no ayTOCOMHO-PELLECCMBHOMY TUMY TPOM-
GOUMTONEHUN C ania3ueil ly4eBOM KOCTW, WU AN WAEHTUGUKaLUK
MOPOKOB Pa3BUTMSA MO3BOHOYHMKA (CUMHAPOM HApKo — JleBMHA). Of-
HaKo MeTof 6bln BbITECHEH Y/bTPa3BYKOBbIM METO/OM.

CnucoK nnTeparypbl

Antley R. M. Variables in the outcome of genetic counseling. — Social Biology,
1976, 23: 108.

Leonard C. 0., Chase G. A., Childs B. Genetic counseling: A consumer’s view. —
N. Engl. J. Med., 1972, 287: 433

Lippman-Hand A., Fraser F. C. Genetic counseling, provision and reception of
information. — Am. J. Med. Genet., 1979, 3: 113.

Zare N, Sorenson J. R., Heeren T. Sex of provider as a variable in effective
genetic counseling. — Soc. Sci. Med., 1984, 19: 671.

OnpepfeneHne HocuTensa

Klein H. G., Aledort L. M., Bourma B. N. et al. Detection of the carrier state of
classic hemophilia. — N. Engl. J. Med., 1977, 296: 959.

Hutton E. M; Thompson M. W. Carrier detection and genetic counselling in
Duchenne muscular dystrophy: a follow-up study.— CMA ., 1976, 115:
749.

Munsat T. L., Baloh R., Pearson C. M. et al. Serum enzyme alteration in neuro-
muscular disorders. —J.A.M.A., 1973, 226: 1536.

NMpeHaTanbHasa AguarHocTuka

Cuckle H. S., Wald N. Lindenbaum R. H. Maternal scrum alpha-fetoprotein
measurement: a screening test for Down syndrome. — Lancet, 1984, 1. 926.

Haddow Maori J. N. Prenatal screening for neural tube defects.—J.A.M.A,
1979, 242, 515.

Hill L. M., Breckle R., Gehrking W. C. The prenatal detection of congenital mal-
formations by ultrasonography. — Mayo Clin. Proc., 1983, 35: 805.

Hobbins J. C., Ramero R., Gannum P. et al. Antenatal diagnosis of renal ano-
malies with ultrasound.— Am. J. Obstet. Gynecol., 1986, 148: 868.

Kidd V. J., Golbus M. S., Wallace R. B. et al. Prenatal diagnosis of a-1-anti-
trypsin deficiency by direct analysis of the mutation site in the gene. — N.
Engl. J. Med., 1984, 310: 639.

Lowry R. B., Jones D. C., Renwick D. H. G. et al. Down syndrome in British
Columbia, 1952—1973: Incidence and mean maternal age. — Teratology,
1976, 14: 29.

Magenis R. W, Overton K. M, Chamberlain J. et al. Parental origin of the
extra chromosome in Down’s syndrome. — Hum. Genet.,, 1977, 37: 7.

Marion K. P., Kassam G, Fernhoff P. M. et al. Acceptance of amniocentesis by
lowincome patients in an urban hospital. —Am. J. Obstet. Gynecol., 1980,
138: 11

Midtrimester amniocentesis for prenatal diagnosis: Safety and accuracy.—
JAM. A, 1976, 236: 1471

Old J. M., Ward R. H. T, Petrou M. et al. First-trimester fetal diagnosis for
hemoglobinopathies: three cases. — Lancet, 1982, 2: 1413,

Schrott H. G., Karp L., Omenn G. S. Prenatal prediction in myotonic dystrophy:
guidelines for genetic counseling. — Clin. Genet., 1973, 4: 38.

TepaTtoreHHble (hakTopbl

Mpu BbIABNEHUN Y pebeHKa MOPOKOB PasBUTUSI WU YMCTBEHHOL
OTCTA/IOCTV POAWTENM YAacTO OBBUHST B 3TOM Ce6S U CBSA3bIBAOT
pa3BUTUE 3TUX HAPYLUEHWIA C COBLITUAMK, NPOUCXOAUBLLUMIK BO Bpe-
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Msi  6epemeHHOCTU. [1OCKO/IbKY 6epeMeHHble HEPeAKo MepeHoCcAT
WH(EKUNOHHbIE 3a60/1eBaHNA U NPUHUMAKOT HEKOTOpble MeAMKaMeH-
TO3Hble MpenapaTbl, neavaTp AO/DKeH MpeaBapuTeNbHO OLEeHUTb
pofib BUPYCHON MWHMEKUMN W fledeHne, 4ToObl MOMOYb POAUTENAM
NOHATbL BPOXAEHHbIA NOPOK y pebeHka. MpuunHbl noutn 40% BpOX-
[JEHHbIX NMOPOKOB Pa3BUTUA HE BbISCHEHBI.

B HacTosillee BpeMs W3BECTHbl /UL HECKO/IbKO TepaToreHHbIX
npenapatoB (Tabn. 6-15), CNUCOK KOTOPbLIX MOCTOSAHHO MOMOJHAETCS,
Hanpvvep BasibNpoeBas KUC/0Ta, UCMONb3yemas npu Ccygoporax,
N M30TPETUHOWUH, NCMOMNb3YEMbIA MPU  aKHe.

OTHOCUTENbHO TEpPaTOreHOB MOXHO BbICKa3aTb HECKOMbKO npea-
NONMOXEHNA. HW 0AMH M3 HUX HeNb3a cuMTaTb 0653aTeflbHO Bpesa-
HbIM 4115 NA04a; HeKOTopble MpenapaTbl (Hanpumep, (EeHOTOMHbI)
N COCTOSIHME OepeMeHHOI, HaMpMUMep caxapHblii anabeT, moryT obyc-
NOBNMBATh MOBbILIEHNE PUCKA Pa3BUTMSA MOPOKOB Nullb B 2—3 pasa.
MOCKOMbKY YBe/MYeHUE pucka pasBUTUSA MOPOKOB MO4 BAUSAHUEM
TepaTtoreHa MOXeT 6bITb He6OMbLUMM, TPYAHO NPOAEMOHCTPMPOBATb
MX natonoruyeckoe Aericteve. B uenom Hambonee onacHoO ux BO3-
felictene B | TpumecTpe 6epemMeHHOCTU. TO/IbKO B OTHOLLEHUWN Taiu-
gomuga 6bl10 TOYHO OMpedeneHo Bpems, KOrjga OH O0CO6eHHO ona-
ceH gna nnoga (34—50-i geHb pasBuTKA). Ewe MeHblie MHGpopMa-
UMM NosyvYeHo O AeiicTBum npenapatoB Bo 11 m 111 TpumecTpax
6epemMeHHOCTHU.

MHOXeCTBEeHHbIE CTPYKTYPHblE MOPOKU pa3Butua y pebeHka,
TakvMe KakK nonnaakTuans, HesapawleHwe Heba, MeHWHrouene wuam
OTCYTCTBME [JIMHHBbIX KOCTEW, He CcrefyeT cyuTaTb pe3ynbTaToM
BHYTPUYTPOOGHON WH(ekumn. W3BeCTHO, 4TO KpacHyxa [AelCTBU-
TeNnbHO 00yCcnoBnMBaeT pas3BuMTME MNOPOKOB cepAla, HO MuKpoueda-
Nn8, KatapakTa, rnyxota OblBalOT pe3ynbTaTOM BO34ENCTBUSA WH-
(hEKLMOHHOr0 areHTa HenocpeACTBEHHO Ha COOTBETCTBYIOLLME TKaHW,
a He CTPYKTYPHbIX MOPOKOB Pa3BuUTUSA. BpoXaeHHbIVi TOKCOMIasmos
TakXe MOXeT CnocobCTBOBaTb pasBUTUIO rugpouedannun, a BHYTpU-
yTpobHass LMTOMErasioBUpycHas MWHGPEKUMA MOXeT ObITb MPUYMHON
KWCT TO/I0BHOro Mo3ra. OfHAKO HM OfHa W3 3TUX BHYTPUYTPOOHbIX
WH(EKUNIA He CAYXXUT NPUUMHOW MHOXECTBEHHbIX 60MbLWIMX U Ma-
NbIX CTPYKTYPHbIX TMOPOKOB Pa3BUTUSA, MOCKOSIbKY OHW MOryT
6bITb 06YCNOBAEHbI XPOMOCOMHbLIMW aHOMa/IUAMU, OAUHOYHLIMA MYy-
TaHTHbIMW reHaMn W TepaTOreHHbIMM MeAVKaMEHTO3HbIMKM Mpena-
patamu.

MexaHu3M [elicTBMA W3BECTEH WM NOCTYNMPYETCA B OTHOLUEHMM
OYeHb HebONbLIOr0 umMcna TepaToreHoB. BapdapuwH npeactasnseT
cO60 aHTUKOArynsaHT, MOCKOMbKY SABJSETCA aHTaroHUCTOM BUTa-
mMuHa K. OH npegoTBpaliaeT KapboKcuIMpoBaHme ramma-Kapbokcu-
rnytamoBoii kucnoTbl (FKK). BcreacTBve TOro 4to B HOpMe 3Ta
KanbLniicBA3bIBalOWAA aMUHOKUCAOTa npeacTaBnseT coboi vacTb
MOJIeKy/lbl NPOTPOMOMHA, NpY ee AeduunTe U3MEHSAIOTCA CBEPTbIBAKO-
WmMe cBOMCTBa KpoBW. [aMMa-kapboOKCUrnyTaMoBas KUcnoTa BXOAUT
B COCTaB KOCTHOM TKaHW 4efioBeka, MO3TOMY Yy 3MOpPMOHA, BHYTpU-
yTPO6HO noABeprawoweroca [AelicTBUIO BapapuHa, pa3BUBaeTCS
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So Ta6nuuya 6-15. TepaToreHHble ANs YenoBeka hakTopbl

TepaToreH

MpenapaTtbl, NPUHUMaeMble
6epemMeHHO’

AMVHO- WM aMeTONTepUH (aHTa-
FOHNCT (DOSIMEBOI KNCNOTbI)

OnaTnncTunb6acTpon

Moanabl v npoumnTuioyipaumn

M30TpeTUHOUH
®eHNTOH  (aUDEHNH)

MporecToreHbl, coaepxaliue Te-
CTOCTEPOH

TeTpaumKIUHbI

Tannpomung,

BanbnpoeBasa kucnorta

BaptapuH (aHTaroHUCT BUTaMK-
Ha K)

CocTosiHVe MaTepu
XPOHUYECKUIA aNKOronmam

CaxapHbIn gnabeTt

CucTeMHasl KpacHasi BO/iYaHKa
DEeHUNKETOHYpUS

KypeHue

Cnefibl MeTasnoB

CBuHel,
PTyTb

BHYTPMMATOUHbIE UHGEKLMN

LinTomeranosupyc
KpacHyxa

Tokconnasmo3s

BeTpsaHaa ocna

MaTouHble (PaKTopbl

Ledopmaumnsa  (NepeTsHkkM) am-

HMOHa

MHorosogve

BnunsaHue Ha deHoTUN

rmapouedanmsa, KPaHMOCMHOCTO3, YKOPOYeHMEe KOHEeYHO-
cTen, OTCYTCTBME NasibLieB, YMCTBEHHasA OTCTa/IOCTb

KapuvHoMa ¥ afieHOMbl Bfaranuuia y >eHUIMH, Mony-
yatoLyx npenapaT, ¥ aHOMasIMM MOYErosioBOi CUCTEMbI
Yy MY)XUMH

306, rMnoTMpeos y nnoga

MOPOKMN PasBMUTMSI MO3ra, MUKPOTUS, FUMOMNIA3vs BUJIOY-
KOBOIi e/nesbl, KOHOTPYHKa/IbHble MOPOKM cepALa

MopoKKn cepAaua, rMnoniasus HorTeld, oTcTaBaHMe pocTa
MacKynMHM3aums naoda >KeHCKoro pojaa

Aucnnasus amanm 3y6oB

DOKOMENUA, aHOMa/INN YLLIHbBIX PaKOBUH, 3y60|3, rnas un
KULLIeYHNKa

Spina bifida, aHomanun nuua, oTcTaBaHWe pa3BUTUSA

fmnonnasmsa Hoca, YKOpOYeHVe nasbLeB, WCTOHYEHHble
3I'IVIq3VI3bI, MHorga ymcTtBeHHas OTCTa/loCTb

OTcTaBaHMe pocTa WM YMCTBEHHOrO PasBUTWS, MUKPOLlE-
(hanus, NOPoKM cepAua, crmbarte/bHble KOHTPaKTYpbl

Mopoku cepAua, BCce TUMbl BPOXAEHHbLIX MOPOKOB, Cak-
panbHaa areHe3ws, aHsHuedanmsa u spina bifida

BpoxaeHHas 6/10Kaja cepaLa

MuviKkpouedanvsi,  ymMCTBeHHas

cepaua
Manass macca HOBOPOXXAEHHOro, naronorna nniaueHTbl

OTCTa/10CTb, NOPOKN

CHWXeHVe UVHTeNIeKTa
MVleou,e(*)anvm, CNaeTU4YHOCTb, YMCTBEHHAaA OTCTa/IOCTb

MuKpouepanusi, yMCTBEHHasi OTCTa/IOCTb

Mopokun cepaua, MUKpoLeganus, KaTapakTa,
YMCTBEHHasi OTCTa/IOCTb

MaKkpo- WM MuKpouedanus, MUKPOQPTaIbMUS, YMCTBEH-
Hasl OTCTanoCcTb

rnyxoTa,

Py6Lbl Ha KOXe, T1Monasvsi KOHEeYHOCTEW, MUKPO(Tasib-

MUA, KaTapakKTa, YMCTBEHHaA OTCTa/IOCTb

AMMNYyTauMs KOHEUHOCTEN WM NepeTsiKKM Ha OfHON Ko-
He4yHocT win Gonee

rynonnasus nerkux, AeopmaLmin, Bbi3BaHHble CAABNEHU-
€M OKPYXXaloLWMMN CTPYKTYypamm

Mepuog HanGonbLuel
UyBCTBUTENBHOCTM

MepBble 2 mMec

?

| TpumecTp
| TpumecTp
Il TpumecTp

Il v 11l TpumecTpbl
34—50- [eHb
(N0  MeHcTpyasib-
HOMY BO3pacTy)

| TpumecTp

6—8-9 Hepens  Ge-

PEMEHHOCTU

| TpumecTp
| TpumecTp

| TpumecTp

?

B  TeyeHue
cpoka

BCero

BeposTHOCTL Bpef-
HOro BO3AeiCTBUSA

>50% >KeHLWH
25% My>KUMH

}

YBennunBaeTca B
20 pa3

3-KpaTHoe yBennue-
HVie

>90%

20-KpaTHoe yBenu-
YeHe

30—50%

TpexkpaTHoe yBenn
ueHve

15— 40%

100%



naTonornsa Xpswen, HeCMOTPSA Ha TO YTO TOYHO posnb KK B xoHApo-
reHese elle He BbliCHEHa. MNOTMpeo3 y nnioga MOXeT OblTb 00yc-
IOB/IEH MpPMEMOM OGEepeMeHHON YpPe3MepHbIX KOMMYECTB MOAMA0B MW
NponuATUOYpaunna; Kaxablii U3 aTMX MpenapaTtoB BAWSET Ha npe-
BpalleHMe HeopraHU4eckmx WnoauaoB B opraHuyeckne. ®OeHUTOUH
(ouheHNH) cTaHOBUTCA TepaToreHoMm rMpu HakorjeHuu ero metabo-
NNTOB, 06YCNOBNEHHOM [Je(MLUMTOM 3MNOKCUArnaponasbl.

Pacno3HaBaHue TepaTOreHoOB AaeT BO3MOXHOCTb NpefoTBpalarb
pasBUTME CBA3AHHbIX C UX AeNCTBUMEM MOPOKOB pa3BuTusa. Hanpu-
Mep, ecnn  GepeMeHHYH0, CTPajatoLy0 XPOHUYECKUM a/IKOr0/IM3MOM,
MocTaBUTb B U3BECTHOCTb O BPeAHOM B/IMSIHUM afikOrons Ha ee elle
He POXAEHHOro pebeHKa, 3TO MOXeT OKasaTbCa 478 Hee AocTaTou-
HbIM MOTMBUPYIOLWMM CTUMY/IOM K CAMOKOHTPOMIO B nepuog bepe-
MEHHOCTW.

Hepeako Bpauam 3ajat0T BOMPOCbI O PUCKE AENCTBMA Ha M/og
npenapaToB, He BK/IIOYEHHbIX B YMCNO TepaTOreHHbIX. K HUM OTHO-
catca koeuH, gmasenam, J1ICA (nn3eprvHoBas KucaoTa), Mapuxya-
Ha, FepoviH, 3apaXeHHbIli KapTodenb, aueTuacaInLuIoBas KucioTa
N Npoun3BOAHble (HEHOTWA3NHA, Hanpumep 6eHAeKTUH. [Mpexae 4em
[JaTb 3aK/YeHne, Bpay A0/DKEH HABECTU COOTBETCTBYHOLLME CNPABKM.

leHeTnueckMe (haKTOpbl MWrpawT ponb B OMpedefneHnn TepaTto-
reHHOCTW, OAHMM W3 MPMMEPOB Yero MOXeT ObiTb My/NbTUGAKTOPU-
albHbIA TUMN HacnefoBaHWSA, NPV KOTOPOM HacnegyeMbiM Mpu-
3HAKOM CNYXXWUT 4YyBCTBUTE/IbHOCTb K TEpaTOreHHoMy (akTopy
oKpyXawwen cpepbl. YyBCTBUTENbHOCTb K BO3AENCTBUIO Te-
paToreHoB pas/inyHa He TO/IbKO Y Pa3HbIX BUAOB XUBOTHbIX, HO U Y
)XMBOTHbIX OLHOIO BWAA, HAaMpUMep Y KpbIC Pa3HbIX TFeHEeTUYECKUX
NVHWIA  pa3nnYeH YpOBeHb YYBCTBUTESIbHOCTM K KOPTU30/y Kak Te-
paToreHHOMy npenapaTy, Bbi3blBalOLLEeMYy pacLuensieHne Heba y Kpbl-
CMHOr0 3apojblLia.

PUCK poxAaeHUss BTOpOro pebeHka C Mopokamu pasBuTus, obyc-
JNIOBNIEHHbIMU MPUEMOM  ero  poamTensaMm eHuTomHa (AUGEHUH),
Bbllle B Te€X CEMbAX, B KOTOPbIX MNepBblli pebeHOK Yyxe cTpajaeTt
3TMMK NOPOKaMK, NO CPaBHEHUIO C CeMbeld, B KOTOPOI poguncs 340-
poBbli pebeHOK. B 3TOM cflyyae MOBbIWEHHbIA PUCK OTpakaeT re-
HETMYECKME pa3iMuns B MeTabonnsme eHuTomHa (gUgeHnH).

TepaToreHHoe AeiicTBME OKa3blBalOT U Apyrne (akTopbl, Hanpwu-
Mep aMHMOTMYEeCKMEe MepeTs KM, MHOroBoAve W CAAB/IEHWE MATKMW.
AMHMOTMYECKME TSXU 00YCNOBAMBAKOT aMnyTauuio UM YKOPOYEHMe
O[HOV KOHEYHOCTU MM 605ee NPUMEPHO Y OAHON0 HOBOPOXAEHHOrO
n3 5000. MHorosoame MOXET pPa3BUTbLCA B pe3ysibTare ABYCTOPOH-
Heli areHe3un mno4vek, MX BbIPAKEHHOro MOMIMKNCTO3a, AJNTESIbHOro
NnoAgTeKaHUs aMHUOTUYECKON XXMAKOCTU, BHEMATOYHON GepeMeHHOCTN.
K mnx nocneactBMaM OTHOCATCA runonnasvsa nerkux, 6ynasoBuHas
Jedopmauma HOrW, YNaowWweHHoe NULO, Y3/10BOA amMHUOH.
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Pagvaunsa

Cny4daiiHoe 06ny4yeHne 6GepeMEHHbIX CAYXWUT O0O6bIYHOA Npu4n-
HOM GEecnOKOWCTBa >XEHLUMH, Y/IEHOB UX CEMER M Bpadei Mo moBoAgy
TOro, pa3oBbIOTCA Yy M04a BPOXAEHHbIe AedeKTbl MM HeT. K cua-
CTbl, Ma/IOBEPOATHO, YTOObI AMArHOCTUYECKOE WM fiedebHoe 065y-
YeHMe BbI3blBa/I0 FEHHYH MyTauuto. bonee Toro, He OTMEYEHO YyBe-
JINYEHNST TEHETUYECKUX aHOMa/lnii y [eTeil, poAMBLUMXCA OT bepe-
MEHHbIX, 06/yUYMBLUNXCA BO BPEMS B3pbiBa aTOMHOM 60M6bI B
AnoHnn B 1945 T.

Ta6bnuuya 6-16. Bo3geicTeue pagvauum Ha nnog

Munnupagel 1

PeHTreHorpadwms:
rPyAHONM KNETKN 1
rpyfHOro oTAena MO3BOHOYHMKA u
OpraHoB OpHOLIHOM NOM0CTN 21
OpraHoB Tasa 210
6eapa 124
PeHTreHorpagmyeckne KOHTPacTHble UCCNe0BaHMS:
BEPXHUX OTZENIOB XXesyA04YHO-KULLIEYHOro TpaKTa 171
6apvieBble KM3MbI 903
XonaHruorpagus 78
588

BHYTpVBEHHas Nuienorpagus

1 BcnefcTene pasnuunii MeTOAO0B 3HayeHMs MOryT 6biTb Bblwe [U. S. Dhew. Gonad Doses
and  Genetically  Significant  Dose from Diagnostic Radiology; U. S., 194 and
1970. — Washington, D. C.: U. S. Government Printing Office. 1976].
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bonblloe npakTUyeckoe 3HavyeHWEe WMeeT BOMPOC, Pa3oBbLIOTCA
y 06/ly4eHHOro nnofa BpPOXAeHHble AedeKTbl WK Yy Hero 6yaeT no-
BbllleH PWUCK pPasBUTUA 3/10KaYeCTBEHHbIX HOBOOGpa3oBaHuiA. Ha
npoTsXeHnn Bcex 40 men 6epeMeHHOCTM >KeHLMHa He Jo/KHa Moj-
BepraTbcs 06/ydeHut0 6onee 500 munamMpag OT BCEX WCTOYHMKOB
06/1yyeHua. [o3bl npu 06/y4eHUU roHag matepu W Tena naoja BO
BpeMsl  peHTreHorpadguyeckoro o6cnefoBaHUs  NpefcTaB/ieHbl B
Tabn. 6-16. OrpaHUYeHHble fJaHHble B OTHOLIEHWW MJof4a 4esloBeka
CBUAETENLCTBYIOT O TOM, 4TO 60/blive [03bl paguaumm (10 000—
30000 mmnnupag) nospexgaloT LUHC. Mo aToii npuymMHe abopTbl
No KAWHWYECKMM TMOKasaHUSAM peKoOMeHAyeTca MpoBOAUTbL B TOM
cnydae, ecnm gosa o06nyyveHnss npesbiwaeT 10000 munnupag. Haw-
60s1e€ BEPOSATHO, YTO nocne 06ayveHus 1000—3000 munanmpag y nao-
Ja He pa3oBbIOTCA MOPOKWU. VIMelTca MpPoTUBOPeYMNBbIE AaHHbIE O
BO3MOXHOCTW CBA3W 3TOr0 YpPOBHA paguauun C MoBbIWEHNEM pPUCKa
pasBUTMA paka Win nenkosa.
Nesuc b. Xonmc (Lewis B. Holmes)
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ANCMOP®OI0TNA — MO AXO04 K AHANMN3Y
MPEHATAJIbHBIX CTPYKTYPHbIX HAPYLUEHW

O6nactb ANCMOP(ONOTMA 3HAYNTENBHO PacIMPUNach, Tak Kak
4YMCNO pacrno3HaBaeMblX MOPOKOB Pa3BUTMA YTPOWIOCH 3a Mocnej-
Hve 15 neT; naTtoreHe3s pa3HO06pPa3HbIX CTPYKTYPHbIX Ae(eKToB Obin
NMepecMOTPEeH, MEePeOLeHEHO 3HavyeHre MOTEHUNANbHOrO MnpeHaTasb-
HOr0 BO3ENCTBMA pasHbIX MeAUKAMeHTO3HbIX MpenapaToB, XUMU-
YeCKMX areHToB U1 (haKTOpPOB OKpyXawlleli cpegpl. M3-3a  0yeHb
60MbLIOr0 YMcna NOPOKOB Pa3BUTUA B paMKax HAaCcTOALLEro pasgena
HEeBO3MOXHO MNPMBECTM MepeyeHb BCEX W3BECTHbIX M3 HUX. Pasgen
NnocesilLeH ToNbKO cnocoby (MeToAy) noaxoda K OLeHKe npeHaTanb-
HbIX CTPYKTYPHbIX Ae(heKTOB. 3TOT NOAXOA OCHOBbIBAETCHA Ha KOHLen-
UMM 0 TOM, YTO NPUPOAA CTPYKTYPHbIX Ae(heKTOB AaeT K/4 K onpe-
[JeneHnto BpeMeHU WX (OPMUPOBAHUSA, MexaHu3ma MOBPeXAeHUs U
€ro BO3MOXHOW NpPWYUHbIL. B COOTBETCTBUM C HACTOALWMM MOAXOAOM
NnosiBUNacb BO3MOXHOCTb MOC/EL0BaTE/IbHO OrpaHWuMBaTh  Kpyr



anddepeHunanbHOi ANarHOCTUKMA U Ha OCHOBAHWM ApYTrUX pa3fgesnos-
HaCcTOALLEro PYKOBOACTBA WM APYFOro PyKOBOACTBa MO AUCMOpdo-
norun  (hopMynnMpoBaTb BCEOOBEM/IOWNIA ANATHO3.

CTpYKTYpHble feeKTbl MNpPeHaTaslbHOro MNPOUCXOXAEHUS MOryT
6bITb pa3genieHbl Ha NPOABASAOWMECA B BUAE M3O0MMPOBAHHOTO
NepBMYHOTO fJedekTa WB BUAE MHOXECTBEHHbIX MOPOKOB.
B npeo6nagarowieMm udmcne cnyyaeB AeeKT CBSi3aH TOMbKO C OAHOM
CTPYKTYPOWA, TOorga Kak Apyrume cUCTeMbl W OpraHbl pa3BMBalOTCA
HOpManibHO. K CcemMn OCHOBHbIM, 4alle BCero BCTpevyatowmmcs, M30-
NIVPOBaHHbIM MEPBUYHBLIM AedeKTaM pasBUTUA OTHOCATCA BPOXAEH-
Hbli BbIBMX 6egpa, KOcoanocTh, HesapalweHue rybbl 1 Heba nnm 6e3
nocnefHero, M30MpPoBaHHOE HesapalleHue rybbl, geekTbl cepaeuy-
HO NeperopogKku, NUIOPOCTEHO3 U Ae(hEKT 3aKpbITUS HEPBHOW TPy6-
KW. 3TNONOrnA OOMbLIMHCTBA M3 HUX HEN3BeCTHa, MO3TOMY KOH-
CyNbTMPOBaHVE MO MOBOAY PUCKA POXAEHMA BTOporo 6osbHOro pe-
6eHka 3aTpyfHeHo. OfHako MHOrMe W30MMPOBaHHbIE — MepPBUYHbIE
JetheKkTbl 0O6BACHATCA MyNbTU(AKTOPMa/bHbIM TUNOM Hacnenosa-
HWUSA, NPU KOTOPOM PUCK MOBTOPHOIO POXAEHUS 60/bHOr0 pebeHka
cocTaBnseT 2—5% Y 340POBbLIX POAUTENER, ¥y KOTOPbIX MepBbIli pe-
6eHOK poancs 60MbHbIM.

OcTaeTcs HeEACHbIM, KakoBa pofib My/bTU(AKTOPUANbHOro Tuna
HacnefoBaHUSA B 3TUOMOMMN HeKOTOPbIX 605ee pefKMX U30NPOBaH-
HbIX AeekToB. TOT (haKT, YTO ITUO/OTMYECKN OHW [ETEPOreHHbI,
CBMAETENbCTBYET O CBA3M 3TUOMOrMN HEKOTOPbIX M3 HUX C (haKTopa-
MM OKpYXaloLel cpefpbl, B TO BPeMA KakK Apyrve CBA3aHbl C Hacse-
JoBaHWeM MO AOMWHAHTHOMY WAW pPeLeccCUBHOMY TuUMNy W301MpPo-
BAHHOr0 MOBPEXAEHHOro reHa. K nepBbiM OTHOCUTCHA KPaHWOCWHO-
CTO3, BTOPUYHbIA MO OTHOLUEHWIO K BHYTPUMATOYHOMY CAABMEHUIO,
a K BTOpbIM — nonngaktunus. Mpexae 4em npyv KOHCY/bTUPOBaHUN
BOCMO/b30BaTbCA [aHHbIMU O BE/IMYMHE PUCKA MY/bTU(aKTOpUab-
HOro HacnefoBaHWsA MPU  M30/IMPOBAaHHOM MePBUYHOM fedekTe, He-
obxogumo y6eanTbCcA B TOM, 4YTO OTCYTCTBYHOT [Apyrue JaHHble
0 puCcKe.

B nNpoOTMBOMONOXHOCTb KOHLeNuun 06 M301MPOBaHHOM MepPBUY-
HOM fetheKTe NpPW BbISBEHUN HECKObKUX CTPYKTYPHbIX OedeKToB
C OOHOI W TOW XK€ W3BECTHOW WM MpeAnonaraeMoii 3TMOMOrnen
Nonb3yKTCA onpedeneHneM CUHAPOMA MHOXECTBEHHbIX MOPOKOB.
JedekTbl pasBuTMA 0ObIMHO BKIOYAKOT B CebA onpefeneHHOe 4Ymcio
aHaTOMUYECKN He CBA3aHHbIX HapyleHui MopdoreHesa. NpuunHoi
CUHAPOMAa MHOXEeCTBEHHbIX MOPOKOB CAY>XaT XPOMOCOMHbIE aHOMa-
nvn, TepaToreHbl N AeiCTBME OAWUHOYHOIO reHa, HaciefyemMoro mno
MeHAenMpyloLwemy Tuny. PUCK MOBTOPHOIO pasBuUTUA AedekTa Bapb-
MPYeT MPW YC/IOBUM HOBbIX TEHHbIX MyTauuii ot 0 go 100% nopg
B/NSAHMEM TepaTOreHoB Mpu cuHApPOMe [layHa, ecnm MaTb ABNSETCA
cbanaHCMpoOBaHHbIM HOCUTENEM 21/22 TpaHCnoKauumu.

V3onmpoBaHHble MepBUYHbIe AeteKTbl pasBUTUA. 3T AedeKTbl
noApasfensioTca B COOTBETCTBMM C NPUPOJOIA HapylleHuin mopdo-
reHesa, BbI3BaBLUMX CTPYKTYPHbIA AedeKT: MOPOKW pas3BuTuA
MW NOPOK N-gecTpyKUuun. MOpPOK pasBUTUSA — NEPBUYHbIN CTPYK-
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TYPHbI AeteKkT, O00YCNOBMEHHbIA J/IOKa/IM30BaHHbIM HapyLleHUeM
MopcoreHesa. [eopmaumns COCTOUT B HapyleHun qopmbl wu/nmm
CTPYKTYPbl TKaHW, HOPMasibHO AuddepeHumpoBasLueiica. O Nopokax-
OeCTPYKUMSAX FOBOPAT B TOM c/yyae, ecnn gedeKkT CTPOeHUs Bbl3BaH
paspylleHMeM paHee HOpMa/ibHO CcopMMpoBaHHOW uvacTn. N3 ge-
thopmaLmii, OTMEYEHHbIX Y HOBOPOXAEHHOro, 90% KOoppuUrnpyroTcs
CMOHTaHHO, 60Nblias 4YacTb OCTABLUMXCA MOXET O6bITb UCMpaBeHa
MeToJaMy MOCTypasbHOW KOppekuun. Ecnm B LENOM BO3MOXHO
KOPPUrMpoBaTb MOPOKU pPasBUTUSA WUAN MOPOKM-AeCTPYKUUN, 3TO fe-
nalT 06bI4HO C MOMOLLbI OMepaTMBHOINO BMeLUATENbCTBA.

Mopokn pa3BuTuA. BONbLWINHCTBO fJeTeli C NOKanM30BaH-
HbIMW MOPOKamn pPa3BUTUSA, HaNnpUmep ¢ JeekTammn cepaevHol ne-
peropogkKu, NUIOPOCTEHO30M, B OCTa/IbHOM CUMTAKOTCA 340POBbIMM.
Mocne XMpypryuyeckorm Koppekuun nporHo3 6naronpusTHbIA. B Tex
cnydasx, Korga poauTeny 340pOBbl U He yAaeTcs MOATBEPAUTb HU
JOMUHAHTHOrO, HM PEeLEeCcCMBHOIO TuNa HacnefoBaHWS MOPOKa, Mpuv
KOHCYNbTUPOBaHUN UCXOAAT M3 BEIMUYUHBI PUCKA MyNbTUdaKTopu-
a/IbHbIX MopaxeHuii (2—5%).

Jedopmayunun. bBonbwasa vacTb Jedopmaumii  OTHOCUTCH K
KOCTHO-MbILLEYHOM CUCTEME W, BO3MOXHO, 06yC/lOBfieHa BHYTpPUYT-
po6HbIM CXaTuem. [aBfneHue, Bbi3biBalolee MNOA06HOE CXaTwme, MO-
XeT 6blTb BHYTPeHHUM BCneAcTBMe AmcbanaHca HepPBHO-MbILLEUYHO
CUCTEMbI NN0Aa, WM BHELWHMM B pesy/sibTaTe ero caasfieHus. B Tom
N OPYyroM cfyyae HapylleHHas CnocobHOCTb M04a  «TOMKATbCA»
NpMBOANT K YTHETEHUIO ero MOABWMXXHOCTW, BaXHOro akrtopa Ans
HOPMa/IbHOT0 pPa3BUTUA KOCTHO-MbILIEYHOW CUCTEMbI, 0COBEHHO HOp-
MafibHOr0 pPa3BMTUA CycTaBoB. Kpome TOro, BblpaXKeHHble Aedop-
Maumm noboin YacTu Tena MOFYT PasBUTbLCA, eCiM M0 HE MOXeT
N3MEHUTb MOJIOXKEHME W, TAKUM 06pa3om, HanpasfieHwne, BAONb KOTO-
poro [eliCTBYIOT BHellHWe AeopMupyoLLmMe Cusbl.

MpeHaTanbHble  NO3ULMOHHbIE Aedopmauun,  06YC/OBMNEHHbIe
BHYTPEHHMMU (haKTOpamu, BCTPeYatoTCa MpU HapyLlueHUsaX, CBA3aH-
HbIX C MbIWEYHOM JereHepauueil, HanpyMep, NpU CUHAPOME MWUOTO-
Hudeckon guctpogum LUTerHepTa, n 3aboneBaHWW, MpPU  KOTOPOM
B MPOLECC BOB/IEKAKOTCA MOTOHEpPOHbI (6one3Hb BepgHura — Mogig-
MaHa). PaHHue geekTbl pasButmsa LLHC cnyxat 6onee uvactoi
NPUYMHOM MO3ULMOHHBIX AedopMaLnii, MO3TOMY UM cnedyeT yaensTb
Cepbe3HOe BHMMaHVEe MPU aHa/IM3e BHYTPEHHUX MPUYMH.

CaaBneHne nnofa, 4YacTas nMpuWUYMHa npeHaTanbHoOl Aetopma-
unKn, 06bIMHO O0O6YC/MI0BNEHO YMEHbLUEHNMEM 06bemMa aMHUMOTUYECKON
XWAKOCTU, B HOPME BCTpevawolleecs B nocnefHve Hepenu GepemeH-
HOCTKW, KOrga pocT njofa OCO6eHHO MWHTeHcMBeEH. OfHaKO 3TO Mpo-
NCXOAUT M NPU YMEHbLUEHUN BblAeNeHUs MI040M MOYM U ANTENb-
HOM MOATEKAHUN aMHUOTUYECKOW XUAKOCTW.

K OpyrMM BHEWHWM MpuvyYMHaMm pasBuUTUA gedopmaunii  0THO-
CATCA ArogMyHoe npeanexaHuve naoja M U3MeHeHne (OpMbl aMHUO-
TUYECKO nonocTu. Y nnoga npy AroAvYHOM MpPeAsiedXaHUun HOXKU
MOTyT ObITb 3aXaTbl MeXAy TefoM W CTEHKOW MaTkKu. B 3atom no-
IO  HU OH He MMeeT BO3MOXHOCTW [OCTaTOYHO [ABUratbca («ToN-
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KaTbcsA»). Dunn coobuwaeT, 4To ArogMyHoe npegnexaHve B 10 pas
yBENYMBAET 4acToTy gedopmauunii. dopma amMHUOTMYECKOl Mono-
CTW, OKasbiBalolaa 60/blIOe BAUAHME HA (DOPMY HaxoAALWerocs B
Hell nnofa, 3aBMCUT OT MHOrMX (aKToOpoB, B TOM uucie OT (OpMbl
MaTKW, 06bemMa aMHUOTUYECKOWN XWMAKOCTM, pasmepa W (popmbl nao-
Ja, uncna naogos, Mecta UMMAaHTauumM MnaueHTbl, OnyXoneid mart-
K1, (OpMbl OPIOWHOM MOMOCTU, YTO CBSA3aHO C OCOBGEHHOCTAMMK MO-
JIOCTU Ta3a, KPecTLuOBOro MbiCa W PAaCnoOXeHHbIX Mo CoceAcTBY
OpraHoB GPIOLIHOM MOSIOCTU, TOHYCa MYCKY/MaTypbl GPHOLLIHON CTEHKW.
v Pa3Hble BuAbl KOCONANoCcTV W BPOXAEHHblE Aucnokauuu 6egpa
OTHOCATCA K Yalle BCEro BCTPevalLWMMCca BPOXAEHHbIM JedopMma-
umam. BonbWIWMHCTBO AeTel ¢ aTuMy  depopMaumsiMm B OCTasIbHOM
abCoNTHO 340PO0BbI, MPOrHO3 y HUX 6GnaronpuaTeH. JedeKT 06bly-
HO KOppUrnpyeTca crnoHTaHHo. OAHaKO pacno3HasBaHue TOro akTa,
4TO CTPYKTYPHbIA fetheKT, NPeLAcTaBAeHHbI AetopmaLmeil, He Bcerga
CBSi3aH C «HOPMa/bHbIM» CcAaBfieHWeM noAa, TpebyeT TUiaTeNbHOr0O
aHanusa Apyrux 3TUOJNIONMYECKUX TMPUYUH, UMEIOLWMX 60/blUoe 3Ha-
YeHVe AN pa3BuTMA nnoja. Hanpumep, NOCKONbKY YMeEHbLUEHWe
MOABWXKHOCTM M/104a MOXET ObITb BTOPUYHBLIM MO OTHOLLEHUIO K TS-
XXeNbIM HEBPONOTMYECKUM HapyLUEHUSAM, MHOXECTBEHHbIEe CyCTaBHble
KOHTPaKTypbl AO/DKHbI HACTOPOXWUTb Bpayva B OTHOLLUEHMM TMOPOKOB
pa3sutua LLHC. HecMoTpa Ha TO YTO Yalie BCTpevaroLlmeca n3o-
NIMPOBaHHbIE MNepBUYHbIE AedeKTbl (BPOXAEHHbIN BbiBUX befpa v Ko-
CO/IanocTb) COMPSKEeHbI C PUCKOM MOBTOPHOro pas3BuTuA B 2—5%,
60/blIasd YacTb Aecopmaunii 06ycnoBsieHa (M3MONOTMYECKUM ChaB-
JIeHVeM U1 OT/InvaeTcs 60n1ee HU3KUM PUCKOM MOBTOpeHus. dedopma-
UMM BCNEACTBUE MAaTO/IONMYECKOro cAaBfieHns (Hanpumep, npu ony-
X0 MaTKU WM MOpPOKax ee pa3BUTUSA) OT/INYAIOTCA 3HAYMTESIbHO
60MblWIMM PUCKOM MOBTOPEHUS, NOoKa nepes nocnefyouleli 6epemeH-
HOCTbIO He OyayT ycTpaHeHbl (haKTopbl, MPUBOAALLNE K HeMmy.

Jetopmaumn, obycnoBneHHble MNOpPoOKamMu pasBuUTUA (Hanpumep,
areHesus MnoYyek), CBA3aHbl C TEM XK€ PWUCKOM MOBTOPEHUS, YTO U
niexkalime B UX OCHOBE MOPOKMU.

JecTpyKumnsa. 3Tu deeKTbl BCTPevarTCAa Mpu paspyLleHun pa-
Hee HOPMasibHO CPOPMMPOBAHHOM YacTu. M3BECTHbI MO KpaiHel me-
pe ABa OCHOBHbIX MeXaHu3Ma 3TUX MOPOKOB. [pu nNepBoOM K3 HUX
TSXN  aMHMOTUYECKOM >KMAKOCTW BHayane (UKCUPYIOT KaKyl-TO
YacTb Tena, a nosgHee MPUBOAAT K paspbiBY WM amnyTauum Hop-
Ma/lbHO C(OPMUPOBAHHOW CTPYKTYpbl (0ObIYHO NanbLa PyKn uam
Horu). Mpu BTOPOM MexXaHW3Me npepbiBaeTCA KPOBOTOK B Pa3Bu-
BaloLLencsa YacTu, NpMBOAAWMI K MH(apKTam, Hekposam W/win pe-
30p6UMM CTPYKTYP, pPacrosioXeHHbIX AUCTaNlbHO MO0 OTHOLUEHWUIO K
«MecTy nospexpgeHuns. Ecin KpOBOTOK MpepbiBaeTCA Ha paHHWUX CTa-
OVsX pasBUTUA, TO NOPOK-AECTPYKUMA NpeacTaBneH aTpesvield win
OTCYTCTBMEM COOTBETCTBYIOLEN YacTu. Ecnn MH(apKT npoucxoguT
Mo3gHee, TO MOXHO BbISBUTH HEKPO3bl. K M301MPOBaHHbLIM MepBuY-
HbIM JedeKTam, 00YC/NOBMNEHHbIM pa3pyLlleHVeM MO BTOPOMY Mexa-
HU3MY pPa3BUTUSA, OTHOCATCA aTpesnss KULIEYHUKE, racTpoxXusnc u
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nopaHuedanmsa. 3HaUYMMOCTb PONAM paspyLlleHWs pasBuBatoLLelics
CTPYKTYpbI B AUCMOpPhoreHese HensBecTHa.

[eHeTNyecKne (aKTopbl UrpalT He3HauyMTeSlbHY0 Po/b B MaTo-
reHese MOPOKOB-AECTPYKUWUYA; 6GONbLUMHCTBO M3 HUX NPEACTaBNsAlT
coboii crnopagunyeckme crlydaum B 340pPOBbIX CemMbsX. [1porHo3 no-
cneacTeuii Ae)eKTOB OMpeaensieTcsa MWCKIYUTENIbHO ero BblpaXkeH-
HOCTbIO M NIOKanu3aumein MNOBPeXAeHHOW TKaHW. B cBA3M C 3TuMm y
pebeHKa C amnyTUPOBAHHOW KOHEYHOCTbKD NPOrHo3 6naronpusTeH
B NPOTUBOMONOXHOCTb pebeHKy ¢ nopaHuehanven.

CekBeHUManNnbHble NOpPoOKWU. CeKBEHUWaNbHLIMA Ha3blBa-
IOTCH MHOXECTBEHHbIE aHOMa/INKN, OOYC/MOBMEHHbIE MepPBUYHBLIM [Je-
(peKkTOM Ha paHHMUX 3Tanax Mop@oreHesa, onpeaensoWMM ero MHo-
)KECTBEHHbIE BTOPWYHbIE M TPETUYHbIE HapylleHUs. Tpu oueHKe pe-
6eHKa C MHOXECTBEHHbIMW aHoManmamu (Npu 06Cy>KAEeHUN oXuaae-
MOro pucka TMOBTOPeHUS Oed)eKTOB) Bpay [O/DKeH AnddepeHumnpo-
BaTb MHOXECTBEHHblE aHOMasINX, BTOPUYHbLIE MO OTHOLLUEHUIO K /10-
KanM30BaHHOMY  HapylweHutio  MopdoreHesa  (mocnegosaTesibHble
MOPOKM), N CUHAPOM MHOXECTBEHHbLIX MOPOKOB pa3BuTUA. lNpu cek-
BEHLUWA/IbHbIX MOPOKax PUCK NMOBTOPEHUA MHOXECTBEHHbIX aHOMa/nu
pa3BUTUA MOJIHOCTLIO COOTBETCTBYET PUCKY MOBTOPEHUS U30/INPOBaH-
HOro /10KasIn30BaHHOro MopoKa.

TepMUHbI  «MOPOK PasBUTUSA», «deopMauusa» n «aecTpyKums
NCMONb3YITCA ANA ONUCaHWs HapyLWeHWA MYCKOBOrO0 MexaHu3Ma
Mop@oreHesa mnocnefoBaTesibHbIX MOPOKOB, ec/iM OH Hen3BecTeH. Ha
npumep, 478 CUMMMTOMOKOMMN/IEKCA MNPU Mnopoke PobeHa TUMUYHBI
MHOXECTBEHHbIe aHOMa/IMW, Kaxkgas U3 KOTOopbIX 06ycnoBsieHa of-
HUM MepBMYHBLIM MOPOKOM. K nepBUYHOMY fedeKTy Mnpuv 3TOM OTHO
CUTCA TUMNONNAa3nsa HWKHeN YemocTn (NOPOK pasBuTums). MNMOCKONbKX
A3bIK COOTBETCTBEHHO Man A1 POTOBOM MNOMOCTW, OH 3anajaei
(rnocconTo3), 6nM0KMPYS 3aKpbiTVe HEOHbIX AYyXeK Y Bbi3biBas U -co
pa3Hoe He3apalleHue Heba. Pacno3HaBaHWe TOro, 4To BCe Habnio
Jaemble aedeKTbl 06YC/MOBMeHbl €ANHCTBEHHbIM  /I0Ka/IM30BaHHbIV
HapyweHnem MopgoreHesa (runonnasus HWXKHeN 4entcTu), oKasbl
BaeT Mpy KOHCYNbTMPOBaHUM MOMOLLb B pacyeTe pUCKa MOBTOPHOIA
3a60/1eBaHUSA Ha OCHOBaHWW EAVUHWYHOrO MepPBUYHONO AedeKkTa.

Ha pwuc. 6-27 npeactaBneH 60sbHOM pebeHOK ¢ H6aTpouedanuei,
KpPUBOLLEEN, acCuMMETpMEl nnua v BbIBUXOM 6efpa, BasiblyCHOW aHo-
mManven obenx cton. KaxAblii M3 3TUX CTPYKTYPHbIX Ae(heKTOB —
pe3yfnbTaT KOMMpPEeccMM pasBMBAKLLMXCA 4YacTeil Tena naoga. 3tm
HapyLleHNa OTHOCATCA K MOCneacTBmAM geopMaunm B pesynbTarte
ero AroguyHoro npegnexaHnsa. BHyTpumMaTouyHoe cAaB/fieHWe B AaH
HOM Cfny4yae Npou30LWI0 M3-3a 60/bLIMX pasMepoB pebeHKa, poavs
LIerocs B ArOAUYHOM MpeasiexxaHun, y HU3KOPOC/oi nepsopoasLueli
XEHLWMHbI. PUCK NOBTOpPeHMS NOA06HbIX HapylleHWn Heeenuk. Onpe-
JeneHvie AeopMaLMOHHOM NPUpPoAbl aHOManuM OYeHb BAXHO ANA
NPorHo3mpoBaHus. Bce HapylweHUs [O/MKHbI YCTPAHUTLCA CMOHTaH-
HO WM C NOMOLLLIO MOCTYpasibHOW Tepanuu.

Ha puc. 6-28 npeacrtaBneH pebeHOK € ypoAcTBamu, 06YC/i0BEH-
HbIMW MEepPeTsHKKaMM aMHMOTMYeCcKol nonoctu. Bce pgetekTbl nuua.
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1

r

yepena M KOHEYHOCTeA BTOPMY-

Hbl MO OTHOLLEHMIO K CXaTMUIO,

BbI3BaHHOMY 3anyTblBaHWEM B

MHOTFOYMCNEHHbIX (UBPO3HbIX

HUTAX aMHWOHA, TAHYLMXCA

oT MeCTa BXOX[JEHWSA B nna-

LeHTY NynoO4YHOro KaHaTuka o

MOBEPXHOCTU  XOPUOHA WK

cBO6OAHO MNaBalWMX B MELL-

Ke XopuoHa. HUTKM amMHMOHa,

obpasyowmeca B pesysbTaTe

paspyLieHUss HopManbHO cop-

MUPOBaHHO MeMbpaHbl, Bbl-

3bIBAlOT BTOPUYHbIE [e(eKTbl

C MNOMOLLbID OAHOr0 MeXaHW3-

Ma unm 6onee. NMopoku passu-

TV (POPMUPYIOTCA, ECAN HUTU

aMHMUOHa BAWUAKOT Ha HOpP-

Ma/lbHO npoTeKalwLllee pas3sBu-

TMe nnoga. Hanpumep, HUTU

aMHMOHa  MOryT MOMeLaTb

npoueccy (opMMpoOBaHUA N-

ua, B pesynbTaTe Yero He npo-

NCXOAMT  3apalleHns Tryo6bl.

C ppyroii CTOpOHbI, paspylue-

HUS MOryT ObITb CNeacTBUEM

oTpblBa  4acTel, pa3BuBaB-

LnxXca A0 TOro HOPMa/lbHO;  Puc. 6-27. Jedopmaumn y pebeHka, poans-

aMHNnoTn4yeckas nepeTﬂ)KKa Lieroca B ArognyHoM npeanexaHuu.

MOXeT pa3pe3aTb (popmMupyto-

LLYHCA YepenHo-NLEBYIO YacTb BAOSb JINHWUIA, He COOTBETCTBYHOLLNX

MecTaM HOPMa/lbHOr0 COefMHeHMs 4YacTeil nuua. [edopmauum

BC/IeACTBME KOMMpPECCMM MNJ104a BCTPEYATCA BTOPUYHO MO OTHOLUE-

H/IO K MHOTOBOAMIO W/W1 (uKcaumm 4YacTu nnoga. 3Tm HapylleHus

MOryT 6biTb pe3ynbTaToOM pa3pbiBa M aMHWOHA, U XOpPWOHa, NPUBO-

OAEro K XpOHMYECKOMY MOATEKaHWK aMHUOTUYECKOW >KUAKOCTW.

OrpaHu4yeHHble MNOBPEXAEeHMA BCTPeyarwTcda npy ummobunmnsaumm

nnoja Win KakoW-TO ero 4acTu BCMeACTBME CXUMAtoLero AeicTBus

aMHMOTUYECKUX MepeTsKeK, YTO NPUBOAUT K HEBO3MOXHOCTU U3Me-

HWTb HampaB/ieHWe, BAOMb KOTOPOro AeWCTBYIOT MOTEHUMaNbHO fe-

thopmupytowme cunbl. MOBTOPHbLI PUCK 3aBUCUT OT MOBTOPHOrO

prvcka [elicTBMA 3anycKawllero MexaHu3ma, paspbiBa amMHMWOHa.

Ewe He 6bl10 BbISIBIEHO CEMbW, B KOTOPOW Y 340POBbIX poauTene

poxpganca 6onee yeM OAMH PebeHOK C 3TUM HapyLUeHWeM.
CUHAPOM MHOXECTBEHHbIX NMOPOKOB pa3sBuTusa. K aToil KaTeropuu

OTHOCATCA 60/bHbIE, Y KOTOPbIX BbISABASETCA OA4HA aHOManusa pasBu-

TMA unm 6onee c obliei aTuonorveil B ABYX CcuUCTemMax wunm 6onee.

B oTnvune oT cumHgpoma [layHa, BCTpevaroulerocs ¢ 4acToToi

1:660, n cnHgpoma XXY (1 :500 MYy>XUYMH) HW OOWH M3 3TUX KOM-
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MAIEKCOB He BCTPEYaeTCs ualle
yem 1 Ha 3000 >XMUBOPOXAEH-
HbIX.
CMHAPOM MHOXECTBEHHbIX
MOPOKOB  pasBUTUSA  MOXET
6bITb BbI3BAH XPOMOCOMHbIMU
N reHeTUYECKMMUN HapyLLeHUs-
MU W OeCTBUEM TepaTOreHoB.
MHorve wu3 HUX CcBA3aHbl C
XPOMOCOMHbIMW  @aHOMAJ/IUAMM.
HapyweHunsa, o6ycnosneH-
Hble OAWUHOYHbIM MYTaHTHbIM
reHoMm (OOMWHAHTHbIA  wn
X-CUEN/IEHHbIA TN Hacnego-
BaHMA Yy MYX4YMH) WAM Napoii
MyTaHTHbIX TeHOB (ayTOCOM-
HO-peLeCcCcMBHbIA  TUM), BbI3bl-
BalOT ~ HECKO/IbKO pPacro3Ha-
BaeMbIX MpPeHaTa/IbHbIX CUH-
[POMOB  MHOXECTBEHHbIX MO-
pokoB pa3suTua. Mpu 60b-
LUIMHCTBE M3 HUX TOYHbIA gmar-
HO3 3aBUCUT OT K/IMHWYECKOrO
pacno3HaBaHuA 3ab0neBaHWsA, TaK Kak B OGOMbLUMHCTBE C/lyvaeB fa-
60paTOpPHbIX TECcTOB, NOATBEPXJAlOWMX AMAarHO3, He CyllecTByeT.
Bonblylo MNOMOLb MOXET OKa3aTb CeMeliHblii aHaMHe3. OfHaKOo He-
PeLKO CMHAPOMbI FEHETMYECKUX MHOXECTBEHHbIX MOPOKOB Pa3BUTUSA
BCTPEYATCA CNopagnyeckm M No3TOMY MpPeAcTaBnsAnT coboi HOBble
reHHble MyTauumn. B Takux cuTyaLusax BCe YeHbl CEMbM 300POBbl U
AVarHo3 MnOMHOCTbI0 3aBUCUT OT OUeHKM heHoTuna 60MbHOrO.

HapylweHuns, Bbi3BaHHble TepaTOreHamu, BK/OYAKT B cebs CUH-
APOMbl MHOXECTBEHHbIX MOPOKOB pPa3BUTUSA, 00YCNOBMEHHbIE Creuu-
(OUYECKMMN MHDEKUMAMN U (hapMaKONOTNYeCKUMU U/ UMK XMMUYECKU-
MM BeLLeCcTBaMu, C KOTOPbIMW N/04 BCTynaeT B KOHTakT. 3TO eAuH-
CTBEHHaa rpynna AMcMopgonorMyecknx HapylleHuid, KOTopble MOryT
6bITb NpefoTBpaLLeHbl, 0COBEHHO ecnn 6GepemMeHHas MnoCTaBfeHa B
N3BECTHOCTb O TOM, YTO JleKapCTBEHHble BeLLecTBa, MNPUHMMaeMble
€10, MOryT noBpeanTb ee pebeHKy. C ApYyroi CTOpOHbI, GepemMeHHOiA
TPYAHO n36exaTb KOHTaKTa CO BCEMU MHMEKLMAMMN.

Y poauTenei, y KOTOpPbIX POAUANCHL AETU C MHOXECTBEHHbLIMM MO-
poKamun pasBUTUSA, HEOBXOAMMO TLlaTeNbHO cobpaTb aHaMHe3 fede-
HUA NTeKapCTBEHHbIMM BeELLEeCTBAMM W BO3AENCTBMA Ha HUX XMMUYe-
CKMX BELLEeCTB, OCOBEHHO eCcnM HeW3BeCTHa 3TUO/orMa 3abosieBaHUs.
«KaTanor TepaToreHHbIx npenapatoB» T. H. Shepard npegctaBnsiet
coboii GnecTsllee PYKOBOACTBO MO OMpeAeneHUI0 npernapaTa, KOTo-
pbiii BO3AENCTBOBas/l HA BGEPEMEHHYIO.

Ansa Kaxporo WHMeKUMOHHOro 3aboneBaHWMs He  cyllecTByeT
cneumpuYeckoro 1 NpocTo pacrno3HaBaeMoro Jedekra MOPOKOB, Of-
HaKO MPU MHOXECTBEHHbIX MOPOKax pPasBUTUSA Heo6XoAMMO 3anofo-
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3pUTb BHYTPUYTPOOHYIO WHMDeKkuuto. Ee crnefdyeT 3anofo3puTb Yy /to-
60ro 60/1bHOrO pebeHKa C HebOMbLUIMMK pa3MepaMy Tena, He CooT-
BETCTBYIOLWMMN recTalMOHHOMY BO3pacTy, T. €. C OTCTaBaHWEM pa3s-
BUTUSA M MUKPO- UM rugpouedanven, HapyLleHnemMm 3peHUs, XOpeo-
PETUHMTOM, KaTapakToi W/ win rnaykomMor, renatocnieHoMeraimen un
TpombounToneHuen. OgHaKO HeobXoAMMO MNOAYEPKHYTb, YTO BHYT-
pUYTPO6HbIE MHMEKUUN OTANYAKOTCA LUMPOKUM CMEKTPOM K/IMHUYe-
CKMX MNPOSABMIEHWNI: HOBOPOXAEHHbIA MOXeT CTpafjaTb MHOXECTBEH-
HbIMX MOPOKamMW pasBUTUA, HO MNOCNeAHME MOryT BrepBble Mpo-
ABUTLCA B BUAe TPYAHOCTEM Mpu 0OyYeHUWM B LUKO/IbHOM BO3pacTe.

N3BeCTHblI TakXe CUHAPOMbI MHOXECTBEHHbLIX MOPOKOB pa3Bu-
TWS, CNOPaANYECKN BCTpevalolwmecs B 3[40POBbIX CEMbAX; 3TMOMNOIUA
X HeussecTHa. CuHApombl de JlaHre, Bunbsamca, Npagepa — Bunan
n PybuHcTaliHa — Teilibn — valle BCEro BCTPeYaloLmMecs HapyLleHns
JaHHOW KaTeropun. YacToTa BCTPEYAEMOCTM KaXKAOro M3 HUX CO-
ctaBnsgeTr 1 Ha 10000. HecMOoTpsA Ha TO 4YTO 3HaHWA 06 3TMONOIUW
3TWX HapyLeHWin HeJoCTaTOYHO, ONbIT HabnwAeHUs 3a 60/bHbIMU
JeTbMM obecrneyumBaeT [JOCTaTOYHOM MHMOPMaLMIO, KOTopas MOXeT
6bITb KpaiiHe nonesHa A1s poguTeneli B NnaHe MNOHVMMaHWA MoBeje-
HVA pebeHKa W npenojasaTteneli, NAaHMPYOLWMX afeKBaTHOe pacnu-
caHuWe Mx 3aHATWIA. Hanpumep, npu cuHgpome fe JlaHre Obin BbisiB-
NeH cneumndmnyecknii  (HeHOTUN NOBefeHWs; MpeaynpexaeHvue poau-
Teneil 0 TOM, YTO He COOTBETCTBYIOLLEe HOpMe noBefeHMEe pebeHka
B 6OMbLUE CTEMeHN MOXHO OUEHWTb KaK HOpMasibHOe A1 3TOro
CUHAPOMa; 3TO MOXET ObITb KpaliHe MOMe3HbIM A1 CMATUA YyBCTBa
BUHbI 1 TpeBOrn y poauTteneil. Ans cuHpoma Bunbsimca TunuyeH
(hm3nonornyeckmii NPognb ¢ 3alepPXKKON BOCNPUATUSA N ABUTaTENb-
HOFO0 pPasBUTUS N HOPMaIbHbIM Bep6asibHbIM pasBuUTUEM U 06LLK-
TeNbHOCTbIO. 3HaHWe cnabbix M CUSIbHBIX CTOPOH MNOBeAeHUs pebeH-
Ka No3BONseT obydvalolleMy COCTaBUTb TakOW MfaH 3aHATUIA C HUM,
yTo6bl 0b6ecneunTb MakCUMasibHOe pasBUTUE €ero  CrocobHOCTel.

HakoHeu, BCTpeyalTca OnpefesieHHble HecnyyaliHble coyeTaHus
MOPOKOB Pa3BUTUA; B OTHOLIEHUM UX [0 CMX MOpP OTCYTCTBYET fcC-
HOCTb, ABMIAKOTCA OHM MOC/efOBaTE/IbHbIMW MOPOKaMW WU OTAENb-
HbIM CUHAPOMOM. WX MPUMHATO OTHOCUTbL K accouuauuam Hapylle-
HUA. OAHUM U3 B@XKHbIX KINHMYECKUX MPUMEPOB CAYXWUT coYeTa-
Hne HBKA, 4To 03HayaeT HecnyvaiiHO BCTPevalLWuiAica KoMMeKc
aHoManuii, BKIYaoWmii B ceba aeeKTbl pasBUTUSA MO3BOHOYHUKA,
aTpesvio aHyca, TpaxeoasodgaranbHylo (GUCTYyny c aTpesuveld, Hepo-
pa3BuUTUe NyyYeBON KOCTK, AeekTbl noyek. CNeKTp HapyLleHWi BKIIO-
YyaeT B Ceb6 M OAMHOYHYIO MYMoO4YyHYH apTepuio, aHOManuu cepgua
N HapyXHbIX MOJIOBbIX OPraHoB. 3TW AedeKTbl 06bIYHO COYeTatoTCA
B N06O KOMOGUHaUMK ABYX NPU3HAKOB wuaM 60nee m 4vauie crnopa-
[OVYECKM Y UNIEHOB 3[0POBbIX CEMEA.

BaXHO noAyepkHyTb, YTO KOHeuyHas Lefb B OLUeHKe pebeHka co
CTPYKTYPHbIMM AedieKTaM/ 3aK/1o4aeTca B YCTAHOB/IEHUM MOJIHOrO
TOYHOrO AmarHosa. Ecnm 3aTo caenaHo, TO BO3MOXHO 06CyauTb C po-
AMTenAamMn BOMPOC O MOBTOPHOM PUCKE, TOYHbI MPOrHO3 O Pa3BUTUM
pebeHKa i1 COOTBETCTBYIOLWNIA MAaH MOMOLLM eMy ANA Pa3BUTUS €ro
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NoTeHUMabHbIX CMNOCOGHOCTE. ECNM HEBO3MOXHO NOCTaBUTb MOS-
HbIi AMarHo3, camoe 6o/iblUee, YEro MOXHO OXWAATb, — 3TO SiyuLle
NOHATb MPMPOAY W Hauyano 3ab60/eBaHUS, YTO HepelKo MOXKer ObiTb
Nnofie3Ho ANs PoavTeneit 1 Nuu, o6LLALWKUXCA C AETbMMU.
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BPOXXAEHHbLIE HAPYLUEHWA 7
OBEMEHA BELWLECTB

BBEAEHWE

MHorve 3abonesaHus 006YyCNOBMEHbl MyTauMAMMK, U3MEHSAIOLWUMN
reHeTUYeCKyl0 KOHCTUTYUMIO WHAWBWUAA, YTO MPUBOAMT K Hapylue-
HUIO HOPMasIbHOro (PYHKLMOHMPOBaHUA opraHu3ma. BbifBieHO He-
CKOMIbKO COTEeH Hac/ieACTBEHHbIX OMOXMMMUYECKMX Ae(eKTOB B Opra-
HM3Me 4enoBeka, KOTOpble elle B Hayasle Beka ObliM Ha3BaHbl Gar-
rod BPOXAEHHbIMW HapylleHusMM MeTabonuama, U wmcciegoBaTenu
Npofo/MmKalT WAEHTUPUUNPOBATbL BCE HOBble W HOBble 3aboneBa-
HVSA U3 3TOl rpynnmbl.

B HacTosiee BpemMs Ha OCHOBaHWW AaHHbIX COBPEMEHHON G1oxXu-
MWYECKOM FeHeTUKM MOXHO O6BbACHUTb, KakuM 06pa3oM reHeTuue-
cKas wuHpopmauma TpaHCAMPYeTca Npu cuHTe3e OenKoB CO crneuu-
hnyeckMMM  MeTabo/IMHECKUMU WM CTPYKTYPHBIMU  OCOGEHHOCTSAMU
(cm. rnaBy 6). Hacnegyemblie MyTaumMy MOryT MPUBOAMTbL Kak K Hapy-
LIeHN0 MNEepBUYHOM CTPYKTYpbl 6enka, TaK U K U3MEHEHMIO KO/nye-
cTBa CUMHTe3npyemoro creuuduyeckoro 6enka. B nobom cnydae ero
(DYHKUMOHasNIbHble XapaKTepucTuku, 6yab TO (epMeHT, peuenTop,
TPaHCMOPTHbIA 6e/10K, MeMbpaHHbIA HAacoC WM CTPYKTYPHbIA 3ne-
MEHT, MOryT ObITb OTHOCUTENIbHO WM 3HAUYNTE/IbHO HapyLUeHb!.

Ecnn npouecc, HapyleHHbI BpOXAeHHbIM AedekTom MeTabo-
IN3Ma, UMeeT CYyLLeCTBEHHOe 3HayeHWe [71A 3[0pOBbA W eciv CTe-
MeHb BbIPAXXEHHOCTU W3MEHEHWI [0CTaToO4YHa A7 MPOSABMEHUA MaTo-
NIOTNYECKUX W3MEHEHWIA, TO MOTYT MOSBUTLCA KWHWYECKME MNpPU3Ha-
KW. HekoTopble reHeTUYecKue M3MeHeHUS He COMPOBOXAAKTCA Kiu-
HUYECKUMU NPOABMEHUAMWU U NNLWbL MPefonpesensoT noaMMophnsm,
OTANYAKLWNIA OAHOr0 MHAVBMAA OT ApYyroro. ljpyrve WM3MEHEeHUs Mo-

™MpyT NPOSABNATLCA NULWb MPU OMpefefieHHbIX YCMNOBUSAX, KOTOpble Ha

OTSDKEHUN BCEN XKM3HWM WHAMBMAR, BO3MOXHO, U HE BO3HUKHYT.

aKOHeL, BepOSATHbl TakKWe reHeTUYeCKUe HapyLlleHWUs, KOTopble Bbl-

IBalOT 3aboneBaHMe, BbIPAXEHHOCTb KOTOPOro Konebnetca oT

eHb YMEPEHHbIX MPOSIBNEHWIA [0 COCTOSIHWIA, MPUBOAALLUNX K fe-

SIbHOMY uncxody. B 6GonbLIMHCTBE c/lyyaeB BPOXKAEHHble Hapylle-

na obMeHa BELLECTB C KIMHMYECKUMWU MOCNEACTBUAMU MPOSABAAKOTCA
§(wm MOryT ObITb BbISIB/IEHbl) B NEpUoS HOBOPOXAEHHOE™ wunu
BCKOpe nocfe poxaeHus pebeHka. B HacTosilee Bpemsi AOCTYMHbI
|KPUHUHTOBbIE MCCNEefOBaHUSA W BbISB/EHWE MHOIMX U3 3TUX 3a60-
NeBaHuii BHYTpUyTpoBGHO (CM. riaBy 8).

HacTtoswan rnaBa nOCBALWEHA MNEPBMYHLIM HapyLleHMsaM obme-
Ha aMWHOKMWCNOT, YrfAeBoAOB, NMMWAOB, MNYPUHOB U NUPUMUANHOB,
I'6MOBbIX MWUIMEHTOB, MYKOMO/MCaxapugos, a Takke MHOrUX Apyrux



Ta6nuya 7-1. HekoTopble KAMHUYECKME MpPOsIBNeHWs, Hambonee 4acto acco-
LMMPOBaHHbIE C BPOXAEHHLIMU HApYLUEHUSMU O6MeHa BELLECTB

CMMNTOMbI UM NPU3HAKK CA3aHHble 3ab0neBaHuns
HeBponornyeckue HapyLieHus MpakTynyeckn Bce 3aboneBaHuA
MeTabo/IMyecKnin aumo3 ¢ KeTo3oMm Cm. Tabn. 7-2
HeykpoTumasi pBoTa WN3oBanepunaHoBas aumgemus, Hapylle-

HVS LUMKNIa MOYEBMHbI WM [edeKTbl
aMWUHOKUCNOT, METUIMa/IOHOBas WM
nponuoHoBas aunaemuns, (eHUNKeTo-
HypuWsl, Ba/IMHEMUS, a-MeTWUIaLeToyK-
CyCHas aumaemus, HaanoyYeyHMKoBast
WM KapHUTMHOBas HeA0CTaTOYHOCTb,
MHOXeCTBEeHHas HeLoCTaTOYHOCTh
aunn-CoA-gerngporeHassbl
3aboneBaHna neyeH Tupo3rHemns, 60/1e3HM HAKOMNIEHWS -
KOreHa, ranaktosemus, 60nes3Hb Busb-
COHa, HacneAcTBeHHas HemepeHocu-
MOCTb (DPYKTO3bl, AePUUMT ai-aHTu-
TPUMNCKHA, KUCTO3HbIA (Prnbpo3s, remo-
XPOMaTO3, NMMNNA03bI
CMeLlaHHble COCTOSHUA
KnnHuueckne npu3Hakui:  NoABbIBUX
XpYyCTa/IMKa, KaMmHW B MOYKax, TPOM-
603, rnyxoTa, MuKpouedanmsa, Kata-
pakTbl, remMaTypusi, ayTtoarpeccus, na-
Tonornyecknin 3anax (cm. Tab6n. 7-3)
WM UBET MouM, rpybble 4YepTbl MLa,
nepcucTUpYyoLLasa ak3ema, aHoMaslbHoe
0BOM0OCEHNE
JabopaTopHble JaHHble:  OCTeOnopos3,
paxuT, TUNOrINKeMUs, HeobbACHMMANA
XKENTyxa, PEeHTreHONorMyeckme unsme-
HEHVS B KOCTSX, MOBbILLEHWE aHWOH-
HOro npoBana, KeToauuaos, Hapylle-
HVe (yHKUMW nedeHny

(hepmMeHTOB 1 6€/IKOB, MPeACTaBAALWMX WHTEPEC ANA KIUHUKK; MpU
39TOM Y[eNIfeTcs BHMMaHWe AnarHocTuyeckum nogxogam. O6cyxae-
HVie remMorfiobnHoNaTnini U HapylleHnii MexaHM3MOB Koarynsuuu, ge-
(DEKTOB K/IETOUYHOr0 TpaHCMopTa, HapylleHWii CUHTe3a ropmMOHOB WU
WMMYHOr/100Y/IMHOB MPeACcTaB/ieHO B COOTBETCTBYHOLWMX F/1aBax.

Y pebeHKa C BPOXAEHHbIMU HapyLleHUsAMN 06MeHa BELLECTB MO-
XEeT onpefensaTbCs OAUH MPU3HAK UM 60nee U3 BO3MOXHOIo 60/1b-
Wworo Habopa npu3HakoB M cumnTomoB (Tabn. 7-1). K umcny atux
CMMNTOMOB  MOTyT O6blTb  OTHECEHbl MeTaboNnuYecknini  aumgos
(Tabn. 7-2), oTcTaBaHMe pa3BUTUSA, €r0 HapyLIEHWS, MOBbILIEHHbI
YPOBEHb OMNpefeneHHbIX MeTaboNMTOB B KPOBM WM MOYe, Harnpumep
aMWUHOKUCAOT MAM amMMMaka, ocobblin 3anax (Tabn. 7-3) wam ¢uau-
Ka/lbHble M3MEHeHUs, Takne Kak rernatomeranuns. [uarHoctmka o6-
NeryaeTcs, ecniM HeoHaTaslbHbI MEPUOS XXM3HN pebeHKa aHanmsu-
pyeTcsA OTAefNlbHO OT ero MocnefyroLlen XXU3HW.
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K

Ta6nuuya 7-2. BpoXAeHHble HapylleHus o6MeHa BELLeCTB, KOTOpble MOryT CO-
NPOBOXAaTbCs MeTaboMMUEcKUM aLuA030M Kak BefyliuM CUMMTOMOM

3abonesaHue

AMWUHOALUNAOOMNATUNN

BonesHb KIeHOBOro cuporna

M3oBanepvaHoBas auuaeMust
3-MeTUNKPOTOHUAT IMLHYPUS

3-I'vap oken-3-meTunrayTapo-
Bas auuaypus

a-MeTunaueToyKcycHas aumay-
pust

MponuoHoBas auugemms

MeTunmManoHoBasi aumaemms
MupornyTamvHoBas auuaeMust
a-KeToaaunuHoBasi auuaypus

rnyTapoBasi auuaemus

MHoOXecTBeHHas HeaocTaToYy-
HOCTb Kap60KCVII'Ia3

XOKUHCUHYpUA

OPFrAHWYECKWE
AUVAEMUN

MHOXeCTBEHHasi ~ HeAocTaTou-
HOCTb auwmni-CoA-aervaporeHas

(rnytapoBas auyugemusa Il Tu-
na)

3TUNManoHoeass auuaypus
V-TuapokeumacnsHas  auuay-
pvis

HAPYWEHWA OBMEHA
Yrnesopos

CaxapHblii anabeT

Ledurunt dpykTo30- 1,6-amdoc-
thaTasbl

Lednumt cykumHmn-CoA-TpaHc-
thepasbl

OCHOBHble MeTabonuTbl (KUCNOTbI)

a-KeTousokanpoHoBas, a-KeTo-P-mMeTunBsane-
pviaHoBasi, a-KeTou3oBasiepuaHoBasl, WHAON-
YKCYCHasl, KETOHbI*

M3oBanepuaHoBasi, N -V30BaNePUNTINLVH,
P-ripoKcMn30BanepnaHoBasi, KETOHbI*

3-MeTUNKPOTOHUNTANLMH, P-rmapokcumnsoBane-
pviaHoBasi, 2-0OKCOrNyTapoBasi, KETOHbI*

3-I'napokcnnsoBasiepraHoBas,  3-MeTUArnyTa-
poBas, 3-MeTWUNrNyTaKoHUTOBasA, 3-TMAPOKCU-
3-MeTunrnyTaposas

a-MeTun-P-rmpokcMmaensiHasi, a-meTunaueTo-
YKCYCHasi, KETOHbI*

MponunoHoBas, NPOMUOHWATINLVWH, P-TUAPOKCU-
MPONVOHAT, METUNYKCYCHas!, KETOHbI*

MeTunmanoHoBas, KETOHbI*
MupornytammHoBas (5-0KCMNPO/IVH)

a-KeToagunuHoBas,  a-rMApPOKCUAAMMNMHOBAS,
a-aMMHOAAMMUHOBAS, a-MeTuIMac/saHas

[nyTapoBas, MO/I0YHas, M3oMacnsHasd, M30Ba-
nepnaHoBas, a-mMeTumMacnsaHas

a- u p-TuapokcumacnsHas, 3-rmapoKc1n3oBa-
NlepyiaHoBasl, MpPOMNMOHOBasi, 3-METWUKPOTO-
HWIFIMLWH, MOJIOYHOKMC/IbIE KETOHbI*

4-

2-3TUNManoHoBass, aAunuHoBasi, rnyTapoBas,
C8- n Cl1l0-ankap6oHOBbIE, CO-TMAPOKCUKMC-
NOTbI, irfyTapoBblA FeKCaHOWAMIMUMH, KeTo-
HbI*

2-3TuUNMasioHoBas, aaunuHoBas
y-FmapokcumacnsiHas

MonoyHasi, KETOHbI*
MonoyHas, NMpoBUIHOrpagHasi, KETOHbI*

KeToHbI*
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[MpoponxeHwue

3abonesaHue OCHOBHble MeTabonuTbl (KUCNOTbI)

bonesHb Hakomn/neHus ravkore-  MoOJIOYHasA, NMPOBUHOTpPaAHasi, KETOHbI*
Ha, | Tmn

Oedbnumnt nupysaTkapbokcuna-  Mo0YHas!, NMUPOBUHOTPaAHast
3bl

Jedpuumnt  umpysataermgporeHas-  MosioyHasi, NMPOBMHOTPagHas
HOTO KoMrsekca

MpumevyaHunsa. [JuarHocTuka 3aboneBaHWii, yKasaHHbIX B MNepe4yHe amuHoaumgona-
TWiA, OCHOBaHa Ha BbIAB/IEHMM COOTBETCTBYIOLETNO meTabonuTa B Mode npy Mcrnonb3oBaHUW pas-
NNYHON TEeXHWKW, Takoli Kak KO/IOHHas WM rasoBas xpomaTorpagus, xpomaTorpahus B Xupg-
KOCTW MNpW BbICOKOM AaBMNEHUW WM MCCnefoBaHUM (hepMeHTHON aKTWBHOCTU B KyNbType KOX-
HbIX (hrMbpobnacToB. [pn HapylleHMsAX YrneBogHOro obmeHa wuccnegoBaHve (r6po61acToB Mo-
KET BbISBUTL MWL AedUUNT CyKUMHWUN-COA-TpaHcdepasbl. [eduunTt tpykTo30-1,6-gndocda-
Tasbl MOXET ObITb WAEHTUMUUMPOBAH B neikouuTax. bonesHb HakonIeHWs raukoreHa | Tvna
1 AedeKT nupysaTKapboKcWasbl AUArHOCTMPYHOT MpU ucciefoBaHnm GuonTaTa nedeHn. Kpome
TOro, auMao3 BCTPeYaeTcs y 6GOJbHbIX C OCTPOW TUPO3MHEMMEN, a Takke C OKCa/lo3oM U no-
YeUHbIM KaHanbLEBbIM auUuAo30M, Y KOTOPbIX NepcuUcTUpylowmii aunao3 cBsidaH, rnaBHbIM 06-
mpa3oM, C MOYeyHbIM AeteKTOM, a He C NPSMbIM BAVSIHWEM HapylleHus MeTa6om3Mma.

* 3BE3[0YKMN 03HAYalOT aueTOYKCYCHYI W FMAPOKCUMAC/AHYIO KUCNOTbI.

Ta6bnuuya 7-3. BpoxaeHHble HapyweHuss obMmeHa amMUHOKMCNOT, COMPOBOXAa
lowmeca naTonorMyeckMM 3anaxom Mouu

BpoxaeHHble HapylleHuss MeTabonmnsma 3anax Mouu
FnyTtapoBas aumgemms (tun II) 3anax MoTHbIX HOr
PeHNNKETOHYPHSA MbILWWHBIA 1AM 3aTxXbliA 3anax
bonesHb KNEHOBOro cvpona 3anax KIeHOBOro cupona
WNaoBanepmnaHoBas aumaemusi 3anax NOTHbIX HOr
P-MeTUAKPOTOHUAT IMUMHYPUA 3anax Kowaybeli Moy
ManbabcopbuHs MeTUOHMHA KanycTHbIn 3anax
TpuMeTUNaMnHVpust 3anax rHuoLWen pbibbl
Tpo3nHemmns Mporopknblii IpbIGHbIA AW KanyCTHbIN
BonesHb xmenecyLunnkm 3anax xmens
XOKUHCUHYpUsi 3anax nnaeaTtenbHOro 6accenHa

HeoHaTanbHbIli nepuofd. BpoxAaeHHble HapylleHus obmeHa Be-
LLEeCTB, BbI3blBalOLWME KINHUYECKUE MPOSABNEHUA B HEOHATa/IbHOM
nepuoge, obblYHO [OCTATOYHO BbIPaXKeHbl, 4YacTo MPUBOAAT K fe-
TaNlbHOMY MCX04y MpU OTCYTCTBUWM afeKBaTHOW Tepanuu. KnuHwuue-
CKMe MposiBNEHNS O0ObIYHO HecneumpuyHbl U CXO4HblI C TaKOBbIMU
y [eTeil C reHepanIn30BaHHbIMN MH(peKUMaMU. BpoxaeHHoe Hapylue-
Hve meTabonmama cnegyeT UMeTb B BMAY MpU npoBefeHun gudde-
PeHUMa/IbHOM ANarHOCTUKM Y HOBOPOXAEHHOIO C TSXKEN0 MpoTeKako-
Wwum 3abosieBaHMEM, NO3ITOMY MPWY BbICOKOW BEPOSATHOCTM 3TOr0 CO-
CTOSHUSA Heo6Xx04MMO MNPOBECTU CreuuasibHble METOAbl MCcCnefoBa-
Hua (puc. 7-1).

HoBopoXaeHHble C HapyweHnsMM oOMeHa BeLLecTB cpasy nocne
POXAEHUA 00bIYHO BbIFAAAT 340POBbIMU, O4HAKO NPWU3HaKM naTo-
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neﬁBOHal—Iaﬂbele JaHHble
BH/IIOYaKOT OAMH NPU3HaH W1 6onee:

a) HapyLleHre nuTaHus

pBOTa
B) netaprus (oTcyTCTBME peakummn Ha
r) cyfoporn 4 BHYTPVYBEHHOE BBEAHME
HoMma 1rIOKO3bl W HaslbLA

YpoBeHb aMmuraka B

rnnasve
BbIC(-I)KI/Iﬁ B npepgenax Hopmbl
[ 1
pH n C 02 kposn pH n CO 2 kposwn
Bnpe,qen‘ax HOPMb! A!I,VIAL _____B_n;e,_qenlx HOpMbI

Puc. 7-1. KnuHudeckuii noaxof K 06CeioBaHNIO HOBOPOXAEHHOTO ¢ mpeAarnonarae-
MbIM HapyllieHVeM MeTa6oM3ma.

CxemMa NOMOraeT BbISIBSITb HEKOTOPble MeTabonMyeckue HapylleHus y feTeli B nepvog HOBO-
pOXAEeHHOe™. 3a HEeKOTOPbIMU MCK/KUYEHUSIMU OHA 6blBaeT NpuemnemMa B GOMbLIMHCTBE CAy-
yaes.

JIOTWH, TaKne KaK NeTaprus, 3aTpygHeHUs npu KOpMJIEHUN, CYy[0po-
W, pBOoTa MOTYT MOABUTBLCA Y HUX Y)XKe Yepe3 HEeCKO/IbKO 4acos.
HaMHeCTUYeCcKMe [JaHHble 0 K/IMHUYECKUX HapyLIeHUAX Y MepBOHa-
a/IbHO  KaXKyLlerocss 340pOBbIM HOBOPOXAEHHOro [O/MDKHbI HAaCcTO-
aXUBaTb B MNfiaHe BPOXAEHHOro HapylweHus meTtabonuima. Takoe
JIMHNYECKOE TeuyeHWe KOHTPacTUPYeT C TeyeHMeM 60/bLUINHCTBA

PCTa/IbHbIX TeHeTUYecKux 3aboneBaHuii WM NepuHaTasibHbIX Mo-
BPEXAEHU, COMPOBOXAAIOLWMXCA NATOMOrMYECKUMU  U3MEHEHUAMMU.
C CaMOro MOMeHTa pPOoX[JeHus. B TO e BpeMs CuUbHas pBoTa Mo-

)KeT BbI3BaTb MOAO3PEHNE Ha MWIOPOCTEHO3, KOTOPbI 06bIYHO OTCYT-
CTBYET, XOTA MHOr4a M BCTPEYaeTCa y aTux AeTei. Jletaprus, Hapy-
WEHNS MNPV KOPMJIEHUM, CYJOPOrM M KOMa MOryT ObITb TakXke y

JeTein ¢ runoravkemuen (cm. rnaey 8) wau runokanbumemunein (cwm.
rnaey 5). Peakuus Ha BHYTPUMBEHHOE BBefeHWe T/10KO3bl UNN Kallb-

| s gaet 06bIYHO OCHOBaHWA A1 yCTaHOBNEHUS gMarHosa. MocKosb-



Ky G6O/bLUMHCTBO BPOXAEHHbIX HapyleHnin meTabonnama Hache-
JyeTcs MO ayTOCOMHO-PELECCUBHOMY TuUMy, cnegyeT YUnTbiBaTb aHaM-
HecTUYecKue faHHble 0 6/IM3KOPOACTBEHHbLIX 6pakax W/winm cnydasx
CMepTV B HeOHaTa/lbHOM Nepuofe B CEMbe, YTO AO/DKHO YBeNNYUTb
HaCTOPOXXEHHOCTb Bpadva. [Mpu QuamkaibHOM 06cnefoBaHMN 00bIY-
HO BbISIBNAIOT Hecneunpuyeckme AaHHble, OG0MbLMHCTBO M3 KOTOPbIX
nMeeT OTHoLleHWe K natonorum LLHC. OpgHako K 4YacTblM CMMNTO-
MaM BPOXAEHHbIX HapylweHWid MeTabonm3ma OTHOCUTCA renaTtome-
ranua. Kpome TOro, HeOLEHMMYK MOMOLLb B NOCTaHOBKE AMarHosa
MOXET OKasaTb HeoObl4HblA 3anax (cm. Tabn. 7-3). Bpau, obcne-
ayrouwnii 601bHOr0 pebeHka, AO/MKEH 06paTUTb BHMMaHWE Ha 3anax,
NCXOAALWNI OT HEro M ero 3KCKPeMeHTOB: npu 60/e3HN KIEHOBOro
cupona Nerko pacrno3HaeTcs xapakTepHbl 3amax OT UX MOYM U Tena.

[na noctaHOBKM AmarHo3a 06bl4HO TpebyeTcs MNpUMMEHEHWe pas-
HOOBpa3HbIX cneumanbHbiX MeTOA0OB snabopaTOpPHOTO
mccnegosaHuna. OnpeaeneHne KOHUEHTpauMn aMmMuaka, rmgpo-
Kap6oHaTa u pH cbIBOPOTKM 06bIYHO OKasbiBaeT 6OMbLUYD MOMOLLb
B ANGEPEHUMPOBAHNN NPUYMH  MeTabosIMYecKnUx HapyleHunin (cm.
puc. 7-1). MNoBbIlWEHNE YPOBHS aMMMaKa B CbIBOPOTKE OObIYHO Obl-
BaeT CBA3aHO C feeKTamu (HepMEeHTOB LUK/IA MOYEBUHbL. Y 3TUX
feTeli 06bl4HO OCTalOTCA B npefenax HopMbl pH KpoBU M ypoBeHb
B Heil rmpgpokapboHaToB, nNo3aTomy 6e3 onpegeneHnss YpoBHA aM-
Muaka 3aboneBaHMe Y HUX OCTaHEeTCA Hepacrno3HaHHbIM U OyaeT
nporpeccnpoBaTb.

YpoBeHb amMuaKka B CbIBOPOTKE MOXET, OfHAKO, NOBbIWATLCA Y
[eTell ¢ pa3HOro pofa opraHWYeckMMu auugemumsamu. B atom cny-
Yae y pebeHKa BbIpaXeH auuAo3 BCAeACTBME HAKOMIEHUs OpraHu-
YeCcKMUX KWUCNOT B XUAKMX cpejax opraHum3ma.

B Tom cnyuyae, ecqin ypoBeHb amMmuaka B KpoBW, pH © ypoBeHb
*rMapoKapboHATOB Haxo4ATcs B Npejenax HOpMbl, cnefyeT VMETb B
BMAY BO3MOXHOCTb TakMX aMMHOaUMAONaTWUi, Kak runepravuuHe-
MU 1 TaslakTo3eMust; Yy AeTell C rasakTo3eMuein MoryT 6biTb MNpu-
3HaKM KaTapakTbl, renaToOMerainun, acunta u XenTyxu.

BONMbLWMWHCTBO BPOXAEHHbIX HapylweHWA MmeTabonnsma, nposiB-
NAKWNXCA B HEOHATaNbHOM Mepuoge, NPUBOAAT K fIeTa/ibHOMY MC-
X04Yy, eCin  He MpOBOAMTCA Hemed/leHHas cneumguyeckas Tepanus.
LleneHanpaBneHHas AMarHOCTMKa, Aaxe y pebeHka c 3abosieBaHUEM,
KOTOpOoe, Ka3anocb Obl, 4O/HKHO HEU3OEXHO 3aKOHUMTLCA SIETasIbHO,
nmeeT 60/bLIOE 3HAYEHME C TOUKU 3PEHUA TEHETMYECKOro KOHCY/lb-
TUPOBaHWA YNEeHOB ceMbW. BOT nmoyemy HeobxoAMMO NpeanpuHATb
BCE BO3MOXHblE TMOMbITKA ANA MNPWKU3HEHHOTO YCTaHOB/EHUSA Au-
arHosa y pebeHka;, MNOCMEpPTHOe uccrnefoBaHWe 0ObIMHO OKa3blBaeTCs
Mano3apPeKTUBHBIM.

[eTn B nocTHeoHaTasbHOM nepuoge. B 60NbLUMHCTBE CNy4aes
BPOX/EHHble HapylleHUs MeTabonn3ma, NposiBASIOLINECS B NepBble
OHW XKU3HW, NPeacTaBnAsioT coboli 60nee yMepeHHO BblpaXKeHHble
thopmbl ¢ 6onee OCTpbIM HayasioM. OHWM MOryT OCTaTbCA Hepacnos-
HaHHbIMM B Nepuvoj HOBOPOXAeHHOe™, 1 AnarHo3 MOXXeT 6bITb Mo-
CTaB/leH TO/IbKO Yepe3 HeCcKO/IbKO MecsLeB U faxe fieT. PaHHue Knu-
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HUYeCKME MNPOSABMEHUS 06bIYHO HecneuugmMyHbl U MOryT ObiTb OTHe-
CeHbl K NMepuvHaTaibHOl MNaTonornu.

KnnHnueckue NposAB/eHMUSA, TakMe Kak oTCTaBaHuWe Mcu-
XMYECKOro U ABUraTeNIbHOr0 pPa3BUTUS, CYJ0POrv, OTHOCATCS K Hau-
6051€€ MOCTOSIHHLIM HaxO4KaM Yy HEKOTOPbIX AeTeli 13 3TOWM rpynnbl.
TeueHne 3a6oeBaHUSA OblBaeT ANN30ANYECKMM WM UNTEPMUTTUPYIO-
WUM € MPUCTYNamy OCTPbIX MPOSBNEHWUIA, pa3feNieHHbIX NeprojamMu
Kaxkylieroca 6narononyumsi. 3nusoabl 3abosieBaHUA 06bIYHO MpPo-
BOLMPYKTCS CTPECCOM WM HecneumpuyecknM noBpexaarlwmM gak-
TOPOM, TaKMM KaK WMHMeKuusi. PebGeHOK MOXeT ymepeTb BO BpeMms
OfHOro M3 3TMX MPUCTYNOB. BpoXxaeHHoe HapylleHWe obmMeHa Be-
WeCcTB JO/MKHO paccMaTpmMBaThbCs KaK BO3MOXHOE COCTOSIHME Y Jl0-
60ro pebeHka ¢ OAHUM U3 YKa3aHHbIX KIAWMHWUYECKMUX NPOSBIEHWNA WU
6onee: 1) HeOOBACHMMOe OTCTaBaHWE YMCTBEHHOrO, ABUraTe/bHOro
pa3BUTWSA, Cyaoporv; 2) HeobblYHbIA 3anax, B YaCTHOCTU BO BpeMs
ocTporo 3a6oneBaHus; 3) MHTEPMUTTUPYHOLLME 3NMU304bl HEOOBSAC-
HAMOI PBOTHI, auMAo3a, HapyLleHWn MCUXUKKM, Koma; 4) renatome-
ranus; 5) no4veyHble KamHW.

BpoXAeHHble HapylleHVWsi 06MeHa BeLlecTB TOro WM MHOro Tumna
HacnefoBaHUS MepefarnTcs B COOTBETCTBMM C 3TUM TWUMOM. B cBsi3u
C 3TMUM XOTA CUMMATOMaTUKa Yy CUOAMHIOB MOXeT BapbUpOBaTh,
06bIYHO ecnMn OanH pebeHOK B ceMbe CTpafaeT 60/1e3HbI KNEeHOBOro
cupona, NposBAAILWENCS B HeoHaTa/lbHOM Mepuoge, y CneaytoLlero
60/1bHOr0 pebeHka 3abosieBaHMe TaKXXe MPOSIBUTCA B HEOHaTa/lbHOM
nepvoje, a He B BUAe MHTEPMUTTUPYIOLLEA (hopMbl B 6onee mo3gHue
nepuogbl AeTCTBa.

Wpei PessaHu, BukTop I'. Ayspbax
(Iraj Rezvani, Victor H. Auerbach)

HAPYLWLEHNA METABOJIMNSMA AMMNHOKWMC/IOT
PEHNNATTAHVH

®eHnNnanaHNH OTHOCUTCA K He3aMeHUMbIM amMuHokucnoTam. lo-
CTynawowunii ¢ NpogykKTamm nuTaHua U He WCMOJb3YEMbI ANS CUH-
Te3a 6enka, B HOpPMe OH pacrnajaeTcs Mo TUPO3MHOBOMY nyTu (CMm.
puc. 7-2). JedununTt epmeHTa (HeHUNanaHUHINApPoKcnnasbl UIN ero
KohakTopa TeTparmgpobuonTepMHa NPMBOAUT K HaKOMIEHMIO (pe-
HUNanaHvHa B XUAKMX cpedax opraHusma. CyllecTByeT HECKO/IbKO
K/IMHUYECKN W BMOXMMMUYECKN OTANYHBIX (DOPM runepasaHUHEMUN.

Knaccuueckan eHUNKeToHYpusa. 3T1a ¢opma HapyweHus obyc-
NOBMEHA MOMHbIM WM NOYTM MOJIHbIM OTCYTCTBMEM (DeHnanaHuH-
rngpokcnnasbl. N36bITOK heHUNanaHMHa TpaHcamMmHMpyeTcs A0 (he-
HUNNUPOBUMOTPaSHON KUCNOTbI AN AeKapboKcuampyeTca Ao geHnn-
aTunamuHa. 3Tu 1 nocnegyloline MeTabonnTbl Hapsagy € U36bITKOM
(heHMNanaHMHa HapywawT npoueccbl MeTabonM3Ma W BbI3blBAKOT
NoBpeXJeHne rO/I0BHOIO MO3ra.

KnuHnueckune npoaBneHnsa. PebeHOK C (PeHUIKETOHY-
pveli BbIFNSAUT MpU  POXAEHUW 340poBbiM. OTCTaBaHMe McUxXuYe-
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CKOro pasBuUTUSA MOXET MPOUCXOAUTb MOCTENEeHHO W CTaTb 0YeBUS-
HbIM /Wb Yepe3 HeCKOsIbKO MecsueB. bblflo yCTaHOB/IEHO, YTO He-
NleYeHHbI pebeHOK TepsieT okono 50 6annoB 1Q K KOHUy MepBOro
roga >xusHu. OTcTaBaHMe MNCUXMYECKOTO Pa3BUTUA 0ObIYHO A0BOJIbHO
BbIpaXKEHO, 1 GOMbLUMHCTBO AETEl HYXJalTCA B COUMasbHOM MOMO-
WM. PaHHMM CUMNTOMOM 3a60/1eBaHUA MOXET cTaTb PBOTa, MHOrja
HaCTONbKO CWJIbHAasA, YTO ee OWMOBOYHO pacLeHMBalOT KakK Mnpossie-
HWe NUIopocTeHo3a. B 6osee cTapliem BO3pacTe HeseyeHHble eTu
CTAHOBATCA T[UMEPAKTUBHbLIMUW, OCYLLECTBAAIOT 6ecuenbHble ABVXe-
HUS, PUTMUYECKME MNOKAYMBAHMUA, ¥ HUX ONpefenseTcs aTeTos.

Mpn uM3MKabHOM KnccnefoBaHUM o6palaeT Ha cebs BHUMaHue
TO, 4TO pebeHOK BbIFNAAUT 6onee 6eN0KypbIM, YeM €ro 340pOBble
CUBAMHIKN: Yy Hero cBeTnas KoXa W ronybble rnasa. Y HeKoTopbIX
60NbHbIX NOABAsAeTCA cebopeliHas UM IK3eMaTOUAHas KOXXHas CbiMb,
06bIYHO YMEPEHHO BbIPaXEHHaa W Mcuyesawllas Mo mMepe pocTa pe-
6eHka. OT HUX UCXOAUT HeOOblYHbIA 3anax (PeHUIYKCYCHOW KUCno-
Thl, KOTOPbIA XapaKTepU3ylT KaK 3ansecHeBesblil, MbIWWHbIA WUAn
BOYUM. He BCTpeyvaeTcs xapaKTepHbIX HEBPOIOMNYECKUX U3MEHEHWIA,
0fHaKo y 60/bLUMHCTBA AeTeil OMpefenstoTca TMNepTOHYC W MOBbI-
WeHne rayboKux CyXOXWbHbIX pednekcos. Okono ‘[ pgeteli cTpa-
JaloT cypoporamm 1 6onee yem y 50% nosABNSAKTCA U3MEHEHUA Ha
93rl. YacTo y HeneyeHHbIX AeTeil onpedenstoT MUKpouedanmio, Bbl-
CTYNAKLLYI0 BEPXHIOH Ye/oCTb C LUMPOKO paccTaBfieHHbIMU 3y6amu,
runonnasvei amanu, oTctaBaHue pocta. KnvHunueckvne nposiBieHus
Knaccuyeckon geHunketoHypumn (PKY) peako BCTpedvaloTcs B cTpa-
Hax, B KOTOPbIX 3(heKTUBHO AelCTBYeT NporpaMma HeoHaTaslbHOro
CKPUMHUWHIa Ha 3TO 3aboneBaHMe.

OuvarHos. [etn ¢ PKY Ha MOMEHT pPOXAEHUA BbIMIALAT KU-
HUYeCKN 340POBbIMW, W TECTbl Ha COAep)KaHMe B Moye (eHWUInUpo-
BMHOIPaAHoOM KMCAOTbl MOTyT ObiTb OTPULATESIbHBIMW B TEUYEHME He-
CKONMbKMX [HeR >»n3Hu. CnefoBaTeNbHO, AMAarHO3 3aBUCMT OT onpe-
[JefneHns ypoBHA (eHunanaHnHa B KpoBW. MeTopn 6akTepmasbHOro
WHIMOMpoBaHMA aTpy LUMPOKO WUCMO/b3YeTCA B Mepuode HOBOPOX-
geHHoe™ ana ckpuHuHra ®KY. [Jna npoBefeHUs 3TOro Tecta Tpe-
OyeTcsl HECKO/IbKO Kamnefb KanuanspHOW KpPoBM, KOTOPYH MoMeljarT
Ha (bUIbTPOBaNbHYD OGyMary uM OTnpasndalT B sabopaTopuio  Ans
nuccnegoBaHusa. YpoBeHb (heHWnanaHuHa B KPOBU Yy 60NbHOr0 pebeH-
Ka MOXEeT yXe yepe3 4 4 rnocne poXAeHUs OOCTUTHYTb YPOBHSA, [0-
CTATOYHOro ANA TOro, 4Ttobbl pesynbTaTbl Tecta aTpm GbLM nono-
XUTENbHbIMU, faXe ecnn pebeHOK rnonyyaeT 6e36e/1KOBOE NUTaHue.
OfHaKo pekomMeHAyeTcs 6OpaTb KPOBb MO MPOLWECTBUM 3 CYT U XKe-
natenibHO MNocne TOro, Kak pe6eHOK MoAy4uT c nuieli 6enok, Y4To6bl
YMEHbLUUTb BO3MOXHOCTb MOJIYYEHUS JIOXKHOOTPULATESTbHBLIX Pe3y/ib-
TaToB. Ecnu pesynbTaTbl TecTa YKasbiBalOT Ha BbICOKMI YPOBEHb B
KpOBM (heHUanaHnHa, cnegyeT onpefe/inTb KOHUeHTpauuio eHunna-
NlaHVMHa W TUpOo3MHa B nnasme. KputepuamuM AUArHOCTUKW Kraccu-
yeckoli ®KY cnyxaT: 1) ypoBeHb (PpeHMnanaHMHa B Maa3Me Bbille
200 mr/n; 2) HOpMa/ibHbIA YPOBEHb B Mjia3Me TUPO3MHA; 3) MNOBbl-
LUEHHbIA YPOBEHb B MO4Ye MeTabonuToB (eHunanaHnHa (heHunnu-
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poBuHorpagHas n O-ruapoKCcUMPeHUyKCyCHasa KUCNoTbl); 4) CHUXKEH-
Hasl TONEepPaHTHOCTb K MOJly4YeHHOMY BHYTPb (PeHunanaHuHy; 5) Hop-
ManbHaA KOHLUEHTpaums KogakTopa TeTparmgpobrnonTtepuHa.

NeyeHuve. Llenb neyeHUs COCTOMT B YMEHbLUEHUW COAepXKaHWUA
(heHnnanaHMHa n ero MeTabosMTOB B XXUAKOCTAX Tena ¢ TeM, YTOObI
npefoTBpaTUTb WM MUHUMW3NPOBATL MOBPEXAEHWE TO/IOBHOMO MO3-
ra. OHa MOXeT ObITb AOCTUTHYTa C MOMOLLbIO AUETbl C HebOoNbLINM
KONN4ecTBOM (peHunanaHvHa (nofobHble cMecu AN AeTCKOro nura-
HVUA B HacToslllee BPeMS KOMMEPYECKM AOCTynHbl) [pu cogepxa-
HAM pebeHKa Ha AMeTe C HU3KMM cofdep>aHwem (eHunanaHuHa Tpe-
6yloTCA TLaTeNlbHbI KOHTPO/b 3a ero BCKapM/VMBaHWEM W 4acToe
MOHUTOPHO OMpejeneHne YpoBHA (eHWNanaHuHa B CbIBOPOTKe. On-
TUMa/bHbIM YPOBHEM, KOTOPOro crefyet [OCTWYb, cunTaloT 20—
90 mr/n. TlOCKO/MbKY (heHWNanaHWH He CUHTe3NPYeTCA B OpraHu3Mme,
«4ype3MepHoe JieveHue», 0COB6EHHO WHTEHCUBHO pacTylliero pebeHka,
MOXET NPUBECTU K Ae(UUNTY aMUHOKMCAOTbI, YTO MOXET MpOsABUTb-
CA COH/NIMBOCTbI, aHOPEKCUEN, aHEMMEN, CbiMbio, Anapeein N paxe
MOXET HacTynuTb CMepTb; 60/iee TOro, NPy TakoW CcUTyaummnm TUpo-
3UH CTAHOBUTCS 3CCEHLMaNbIlOA  aMUHOKMUCNOTOM, YTO TpebyeT KOH-
TPONsA 3a ero afekBaTHbIM MNOCTYM/eHMeM. [ueToTepanus AO/KHa
6bITb HayaTa cpasy >e nocfie YCTaHOBMEHUS AMarHosa.

MHeHUsA 0 Heo6X04MMOW NPOAO/IHKUTENBHOCTU AMeToTepanmm npo-
TUBOPEYMBbI. HecmMoTpsA Ha TO UTO CTPOrMiA KOHTPO/b 33 AOWETOWN
MOXeT OblTb 0cnabneH nocne [OCTUXKEHMS pebeHKOM Bo3pacTa
6 NeT, HEKOTOpble OrpaHUYeHWs B Heli eHWUnanaHMHa AO/HKHO Npo-
[Oo/mKaTbCa B TeYeHWe HeonpedeneHHO A/IMTeNIbHOro BpemMeHu. [ue-
TOTepanuss MOYTU HEeM36eXHO conpoBoXAaeTcA npob6iemamMy 3Mo-
LUMoHanbHOro xapakTtepa. Mogdep)xaHue afeKBaTHOrO KOHTPO/SA 3a
OVETON 6e3 CONyTCTBYIOLWMX MCUXONOTMYECKMX MpobreM JocTuraeT-
cA ¢ 60nNbWMM TPYAOM, MO3TOMY POAUTENN W [ETU HYXAATCA B
MOCTOAHHOM BHMMaHWMW WU OMbITHOM MNOAAEPXKE M PYKOBOACTBE.

BepemeHHOCTb Yy XeHWMH ¢ PKY. bepemeHHble, cTpa-
Jarowme ©®KY un He cobnogarowme AnMeTbl, OTHOCATCA K Fpynne no-
BbILUEHHOIO PUCKa CMOHTaHHbIX a60OpPTOB MO CpPaBHEHUIO C 06LWel
nonynauveii. JleTn, poxaeHHble 3TUMWU >KEHLWMHAMW, 4acTo OT/Mnua-
I0TCA YMCTBEHHOW OTCTaNOCTbIO, Y HUX MOXET BbIABAATLCA MUKPO-
uethanua W/vnm BPOXAEHHAs naTonorus cepaua. 3T OCNOXHEHUS,
Kak nonaratoT, cBA3aHbl C BbICOKMM YPOBHEM (heHWUNanaHuHa B Kpo-
BU. XKeHWMHbI, cTpagaowmre ®KY, oo/mKHbI NpuaepXnBaTbCca AUeThI
C HU3KMM cogepXaHuem (eHnnanaHMHa Ao 3adatvs U npeanpuHuv-
MaTb BCSAYECKME YCUMNA, UYTOBbl YPOBEHb (DeHuanaHMHa B KpPOBU
6b1n1 HMXe 100 Mr/n B TeyeHWe Bcero nepuoga 6epeMeHHOCTU.

PeHUNKETOHYPUSA BCNeacTBUe AedmumTa KodhakTopa TeTparngpo-
6uontepuHa (BH4). MNpumepHo y 2% peTeld ¢ runepgeHnnanaHnHe-
MVel gedeKT 3aKniyaeTcs B OLHOM M3 (PepMeHTOB, HeobxoAMMbIx1

1 lneTonieyeHne C UCMNoOb30BaHEM I'IO,CI|06HI:IX CcMeceld, 3aMeHuUTesNeil MOJIOKa,

mv B “Phenylketonuria” — Low Phenylalanine Dietary Management with Lofe-
nalac, a pamphlet available from Mead Johnson Laboratories, Evansville, Indiana
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Anst obpaszoBaHua BH4 Y HWX BbIABAAKTCA HEBPOMOrMYECKME Hapy-
LUEHMS, HECMOTPS Ha afeKBaTHbIi KOHTPO/Mb 3a YypOBHeM (eHuna-
JNlaHMHa B CbIBOPOTKE, TaK Kak BH4 Takxke cnyXuT KogaKTopom
rMApPoOKCKIa3 TUPO3MHA WM TpunTodaHa, HeobXoAuMbIX AN  6UOCUH-
Te3a HeMpOTpPaHCMUTTEPOB AoaMMHA M CepoTOHWHA. BH4 cuHTesu-
pyeTca M3 ryaHo3vHTpudgochaTa, U N3BECTHbI MO MeHbLUen Mepe Tpu
(hepmeHTHbIX fedeKkTa, BeayLine K ero gemunty (cm. puc. 7-2). Mpu-
MEpPHO Y MOMIOBUHbI 3TUX HONbHBLIX BbISABAAKT Ae@UUNT ANrMapo6buo-
NTEePUHCMHTETa3bl, a y APYro Mo/0BUHbI — AeuuUnNT AnrugponTe-
pnanHpeaykTasbl. Cooblwanocb AvWb 0 ABYX 60MbHbIX C Aenun-
TOM TyaHO3UHTpU{OCHaTUNKNOTNAPOKCHUIA3bI.

KnnHunyeckne nposaBneHns. BoONbLWIMHCTBO AeTel npak-
TUYECKN HEBO3MOXHO OT/IMYUTb OT 60/bHbLIX KIacCUYECKOW (hOopMOi
O KY Ha nNpoTaXXeHUN NepBbIX HECKONbLKUX MecALEB XXM3HW. Hespo-
Jflorvyeckas naTonorus pasBmBaeTCs, HECMOTPSA Ha afeKBaTHYIO Aue-
ToTepanuio.

OvarHos. [OdedpuunTt BH4n geekT oTBETCTBEHHbIX 3@ €ro CUH-
Te3 (pepmMeHTOB MOXeT ObITb YCTaHOB/IeH Mpu: 1) onpefeneHun co-
JepXXaHua HeonTepyHa M BMONTEPUHA B XUAKOCTAX opraHu3ma (Mo-
Yya, nnasma, CMHHOMO3roBas XWAKOCTb); Mpu Aedpuuute GUONTEPUH-
CUHTETa3bl MOXHO BbIABUTb 3HAYUTE/IbHOE TMOBbIWEHNE YPOBHSA
HeornTepuHa W COMYTCTBYIOLLEe CHMKEHWNE YPOBHA 6uonTepuHa (CooT-
HOLUEHWe HeonTepuH/OGUONTEPUH YBENMYUBaETCA); Yy AeTein ¢ pgedu-
UMTOM peayKTasbl COOTHOLIEHME  HeONTepUH/GUONTEPUH HU3KOE;
2) npoBefeHUN HarpysoyHoro Tecta ¢ BH4: nosa BH4 7— 10 mr/kr,
NPUHATasA BHYTPb, HOPMa/IM3YeT YPOBEHb (eHuanaHMHa B Msa3sme
B TeyeHve 4—6 u; 3) NpoBegeHUN (EPMEHTHbIX WCCIefoBaHWiA: ak-
TUBHOCTb AUTMAPONTepuaaHpesyKTasbl MOXeT ObITb uccnefoBaHa BO
MHOMMX TKaHAX, TaKMX KaK NeyvyeHb, NenKOUuUTbl, 3pUTPOLUMUTBI, Ky/lb-
Typa ¢nbpo6nacToB. AKTUBHOCTb AUTMAPOOMONTEPUHCUHTETA3bl MO-
XeT ObITb McCnefoBaHa B MNeYeHW, MoYvkKax W, BO3MOXXHO, B 3pUTPO-
umtax. FTo-umkaormgponasa MOXeT ObITb Ucc/legoBaHa B MEYEHM
N B (PMUTOremMarr/iloTUHUHCTUMYNIMPOBAHHbBIX NMMMOLUTAX.

NeuveHne. IOPPeKTUBHOCTL ANUTENBHOW Tepanuu He M3Yy4eHa.
JleyeHne 3ak/o4yaeTcs, BO-MepBbIX, B COOMOAEHUN OMETbI C HUSKUM
cogepxaHneMm (eHwunanaHnHa. HecMoTpsA Ha TO YTO OrpaHuYyeHue
npuema eHwnanaHnHa He npefoTBpallaeT HeBPOSIOrMYECKUX WN3Me-
HeHuli, nofo6Hasa AveTa B KOMMJEKce C APYTMMU TepaneBTUYeCKUMU
MeponpuATUAMN PEKOMEHAYeTCHA N0 MeHbLUe Mepe Ha NPOTSKEHUN
nepBbIX 2 NIET XU3HWU. BbICOKWIi ypoBeEHb (heHWNanaHuHa MHrnémpyet
CUHTE3 HelipoTPaHCMUTTEPOB.

Bo-BTOpbIX, Ha3zHayeHVe L-godbl N 5-rugpokcuTpunTodaHa, Kak
nonaratT, Hanbonee 3PPeKTUBHO U MOXET MNPefoTBPaTUTL pasBu-
TVie HEeBPOJIOTMYECKMX HapPYLIEHWUI, eCNn fleyeHMe HavyaTo Ha camblX
paHHUX aTanax. Bcem 60nbHbIM ¢ ®KY u runepdeH un a-
naHuHeMmuen cnepyeT nNpoBOAWTbL TecT Ha pgedu-
unuT BH4 JleyeHne, HauyaTOe B BO3pacTe rocne 6 Mec, XoTa W Mpwu-
BOAUT K HEKOTOPOMY YNyYLIeHUI0 COCTOAHWUA, He obecneymBaeT 06-
paTHOro pPasBUTUSA HapyLEeHWA QYHKUMN HEPBHOW CUCTEMbI.
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B-TpeTbux, NPOBOANTCA 3amecTuTenbHasd Tepanua BH4 TlMpunem
BHYTPb €XEeJHEBHO HebOoMblIMX [03 KO(hakTopa HOpMann3yeT ypo-
BeHb (PeHWnanaHWHa B CbIBOPOTKe. /lMb 6GoMbluve A03bl Nnpenaparta
/20 _40 mr/kr B CyTKM) MOFyT CNOCO6CTBOBaTb €r0 MPOHUKHOBEHUIO
yepe3 remaTosaHuedannyeckuii b6apbep, B MPOTUBHOM C/yyae HeB-
PONOrMYecKMe HapyLleHns MOryT MpoAo/iXaTb MNPOrpeccupoBath.

MocTosHHaA runepdeHunanaHHeMms. 3TO COCTOSIHUE WOEHTU-
huumpyeTca y geteil ¢ runepdeHunanaHMHeMuen, Korga YpoBeHb
(heHMNanaHWHa B KpPoBU cnerka nosbilweH (150—200 mr/n) v Hepo-
cTaToyeH ANA 3KCKpeuun (eHUNNMPoOBMHOTPagHOM KucioTel. Kak
M npu Knaccuyeckoit ®KY, npegnonaratoT, 4TO y pebeHKa B 3TOM:
cnyyvyae mnmeeTca AepuunT QepMeHTa (QeHuanaHUHrngpoKcunassbl,
HO C HEKOTOPOI OCTAaTOYHOW aKTUBHOCTbIO (DepMeHTa; 3Ta aKTuB-
HOCTb Mpu n3MepeHun coctasnsana 1+—35% oT HopMbl, B TO Bpems
KaK nmpu Knaccmyeckor ®KY oHa Boo6LWe He onpegensnacb. bosb-
Hble 3TON (hOPMOW 6bINN BbISB/IEHbI B NPOLECCE HEOHATa/IbHOrO CKpU-
HUHra. Mpu 3TOM y feTel OTCYTCTBYHOT CUMMNTOMbI WU OHWU MOTYT
HOpMa/lbHO pas3BuBaTbCa 6e3 crieumdumyeckon amertoTepanun. OgHa-
KO Y HUX crieflyeT OnpefennTb akTMBHOCTb KohakTopa TeTparngpo-
ouonTeprHa U Npu ero JeuumTe MNPOBOAUTL COOTBETCTBYIOLLEE fe-
yeHne (CM. BblLLe).

Y peTeil, y KOTOPbIX KOHUEHTpauus (eHunanaHuHa B CbIBOPOTKE
coctasnsgeT 100—200 Mr/n npy HOPMaIbHOM YPOBHE TMPO3WHA U OT-
CyTCTBUN Npu3HakoB ®KY, A0CTATOYHO YMEHbLUNTb KOMIMYECTBO MNU-
WweBoro 6enka A719 KOHTPO/IA 3a YPOBHEM CbIBOPOTOYHOrO (peHwuna-
JNlaHVIHa; ecnn 3Ta Mepa Hea(eKTUBHA, MOKa3aHO OrpaHW4YeHune ero
MOCTYN/IEHNSA B OpPraHM3m. 3a BCEMW [eTbMMW, MOJSy4YawoWmUMU OUeTy
6e3 orpaHuyeHus (eHwnanaHWHa, TpebyeTcA CcUCTEMaTUYeCKoe Mo-
HUTOPHOE HabNAEHME C MOBTOPHLIMW aHaln3aMy MOYM U KPOBU U
C OLEHKOW pa3BuTWA ANA MNOATBepXAeHMs 6e3onacHOCTU MpoAon-
XKarLWeroca 4acTUYHOro JIeYeHUS WK ero OTCyTCTBUA. MOXHO cyu-
TaTb OMpaBAaHHbIM MNPOBEAEHME MEPUOANYECKUX MPOBOKALMOHHbIX
TeCTOB C Ha3HayeHWeM eCTeCTBEHHOro 6esika C Uenblo BbISB/IEHUA
Heo0b6X0AUMOCTU Ja/TbHENLLINX OrpaHUYeHnA B gUeTe.

Mpexogawasa runepdeHnnanaHNHeMus. YMepeHHoe MOoBbIleHne
YPOBHA (DeHuanaHnHa OoTMevyaeTcs Npu MNpexogseii TUPOo3rHEMUN
HOBOPOXJeHHbIX. [locne Toro kak y pebeHka co3peBaeT cucTema
OKWC/IEHNS TUPO3WHA, MOBbILLEHHbIE YPOBHU TUPO3VHA U heHunana-
HVHA HOPMa/IN3YIOTCA.

OTcyTCTBME WM OTCTaBaHWE CO3peBaHuA (eHunanaHnHTpayc-
aMMHa3bl MOXEeT TakKXe NPUBOAUTL K (DeHuanaHMHeMuun, ecim pe-
6eHOK MoslyyaeT MOJIOKO, boratoe 6enkoM. B aToM cryyae y Hero
He MOXeT BblpabaTbiBaTbCA 60/bLUOE KOMNYECTBO (HEHWUINUPOBMUMO-
rpagHoO KMCNOTbl, faXe ec/in YPOBeHb (PeHunanaHvHa B KPOBM f0-
cturaet 300 Mr/n; ypoBeHb B KPOBU (heHUNa/laHMHA HOopMasin3yeTcs,
eCcnn  pebeHOK MosilyvyaeT MOJIOYHbIE MPOAYKTbI, cofepkalivne 6enokK
B TOM XX€ KOJINYECTBE, YTO U XKEHCKOe MOJIOKO.

leHeTuKa 1 YacToTa. Bce gedekTbl, Bbi3blBaOWMe MNEPCUCTUPYIO-
Wyt runeppenmnanaHuHemmio n ®KY, HacnefyroTca Mo ayTOCOMHO-
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peueccuBHoMy Tuny. YacTtoTta 3aboneBaHus coctasnset 1: 10000—
1:20 000 >XMBOPOXAEHHbIX AETER, npuyeM Kaaccuyeckas Gopma
®KY Hambonee pacnpoctpaHeHa, a 'Td-unknormgponasHaa gopma
BCTpeYaeTcss O4YeHb pedko. [MpeHaTasbHbIA AMarHO3 W BbISIBNEHWE
HocuTeneli BO3MOXHbI MPU  MCNOMIb30BaHWUM CheLnasibHbIX FeHeTu4e-
CKMX 30HAOB N BMONCUN BOPCUH XOPUOHaA.

MeTunmuHpansHaa aungypusa. ATakcusa, cyfoporu, yMcTBeHHas
OTCTaNOCTb MOryT ObiTb CBA3aHbl C 3IKCKpeuuer 60MbLIOF0 Konuye-
CTBa MEeTWIMWHAAbHOM KUCAOTbl. 3TOT NPOAYKT obpa3yeTcs B pe-
3ynbTaTe [JanbHellero OKUcneHus (eHUN3ITUAaMWHa, NpoAyKTa
JekapboKcunnpoBaHua (eHunnanaHuHa. CumnTomaTvka MposB/A-
€TCA NPV BbICOKOM MNOTPe6neHMn 6enka ¢ NuWein n mncyesaet npu
orpaHvyeHnn nuwesoro 6enka fo 0,5 r/kr B CyTKW.

MaparngpokcudeHnnykeycHasa auugypuvs. [letu ¢ oTcTaBaHMEM
pocTa, Y KOTOPbIX TakXXe MOXET BbIABMATLCA Kapauomeranus, rena-
TOMeranus, rMNoTeH3ns, aHeMus, Kak 6bl10 MnokasaHo, MOFyT 3Kc-
KpeTnpoBaTb MOBbLILEHHOE KOMMYECTBO P-rMapoKcudeHmnnaleTara.
Ha 3Kckpeuuto nocnegHero HernocpeACTBEHHO BAuSAeT ynotpebreHue
(heHunanaHnMHa, HO He BAUSAET ynoTpebreHve B NULLY TUPO3MHA
Y 3TnX BGOMbHbIX He 3KCKPETUPYEeTCA 3HAYMMOrO KOosuyecTBa runmny-
paTa, obpasyouweroca npy ynotpebneHun B nuwy 6eH3oata. MNpeg-
nofiaralT, YTO B OCHOBE 3a00/ieBaHUA NEXUT AedeKT npespaLleHuns
(DEHNNYKCYCHOM KMCNOTbl B 6eH30liHY0, a 3aTeM B FMMNypoByto (CM.
puc. 7-2).

TNPO3VH

TUPO3MH, MNOSyYaemblii U3 MUWEBOr0 6efika W CUHTE3UPYEMbIN
9HJOreHHO U3 (heHWanaHmHa, UCMOo/b3yeTca OpPraHn3mMoMm A CUH-
Tesa 6enka M CAYXUT NpeAlecTBeHHUKOM AodaMuHa, HopagpeHa-
NINHa, afpeHanvHa, MeaHnHa U TUPOKCUHA. M36bITOK TMPO3MHa pac-
nagaeTca 4O OoKcuMga yrnepoga v Bogbl (puc. 7-2). Tlo  MeHbLuel
Mepe M3BECTHbl [Be OTYET/MBble KIMHMYECKME (hOpMbl 3ab60/1eBaHNS,
accoLMMpPOBaHHOIO C MOCTOSIHHO BbICOKOW KOHUEHTpauueli B nnasve
TUPO3MHA, HO TOSILKO Npu |l Tune TUPO3MHEMUUN MNPOABAAIOTCA NPU-
3HaKM W CUMMTOMbI, CBUAETENLCTBYIOWMNE O BbICOKOM YPOBHE TUPO-
3MHa B OMOMIOrMYECKUX XUAKOCTSAX opraHu3ma. [pu HacnencTBeH-
HO/ TMpOo3uMHeMuM | TuNa MPUUYUHHAA CBA3b C MOBbIWEHHbLIM YPOB-
HeM TMPO3MHA OCTaeTcA HesCHO. BcTpevaloTcAa Takxke 60MbHblE C
pa3HooOpasHbIMU  KIMHUYECKMMU  NPOSABNEHUSAMU U TUPO3UHEMMUENA,
He «yKnafblBalOLWMNeCsa» B KaKyl-IMO60 CNeunpuyeckyto KaTteropuio,
Kpome TOro, n3BecTHa W npexogsdwas qopma TUPO3UHEMUM Y HOBO-
POXAEHHbIX.

Tnpo3snHemmn 1Tuna (TUPO3UNHO3, HaC/IEACTBEHHAA TUPO3MHEMUN,
renatopeHanbHas TUPO3NHEMUK). TIpU 3TOM COCTOAHUM YMEPEHHOE
MOBbILEHWE YPOBHA TUPO3MHA B CbIBOPOTKE CBA3aHO C BbIPaXEHHbIM
BOB/leYeHVeM B npoliecc nedveHu, noyek, UHC. MNpeacTtaBneHma o na-
TOreHese 3TOr0 COCTOSAHUSA MPOTUBOPEYMBLI. HecMOTpsA Ha TO 4TO
NMpu Hem O6blIM BbIAB/EHBI feeKTbl (EPMEHTOB OKCUAA3bl P-rmppo-
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KCU(EHNMMPOBMHOIPaAHON KUCAOThI U hyMapuiaueToaleTaTrnapo-
nasbl, OCTAETCA HEACHbIM, OTHOCATCA 3TM HapyLlleHWs K NpuynHe 3a-
6oneBaHNs N CNeACTBUIO MOBPeXAeHWUS nedeHW. Euwe fo Toro kKak
B KPOBM 0O6HapyXWBaeTCsA BblIpaXEHHOE MOBbILIEHE YPOBHSA TUPO-
31Ha, B CbIBOPOTKe MYMNOBMHHOW KpPOBM pebeHKa MOXHO BbISIBUTb
3HauNTeNbHOE TMOBbILWEHVE YPOBHSA anbda-heTonpoTenHa, 4YTO YKa-
3blBaeT Ha BHYTPUYTPOOHOE MNOpaXkKeHWe MNeyvyeHW 40 PasBUTUSA TUPO-
3UHEMUN W APYTUX KINHUYECKUX NPOSBEHWA 3abosieBaHUs.

KnuHnueckue npoaBneHua. PasnuyaioT pgse ¢opmbl
3a6oneBaHNA: HeoHaTa/lbHYI0, WM OCTPYH, K KOTOPOM OTHOCUTCA
60MbLWMHCTBO OMUCAHHbIX C/yYaeB, U XPOHUYECKYHD, WM MO3LHIOM0,
(hopmy. BcTpeualoTcs TakKXXe NPOMEXYTOUYHble (OPMbI.

Y peTei ¢ ocTpo (hOPMOM CUMMNTOMbI 3ab0/1eBaHUSA MPOSIBASAIOT-
€ B TeYeHWe MepBbIX 6 Mec XM3HW. K unmciy paHHUX NPOSIBEHWI
OTHOCATCA OTCTaBaHWe pPa3BUTUSA, MOHVKEHHOe NUTaHue, BO30yau-
MOCTb, PBOTa, Auapes W JIMXOPafo4vyHOe COCTOosAHMe. YacTbl U Takue
CUMMTOMbI, KaK renaToMeranmns, Xentyxa, rmnoriMkeMusa n TeH4eH-
UM K KPOBOTOYMBOCTU B BWUAE MeJIEHbl, TreEMaTypum u 3KXMMO30B.
Mcxogsawmim oT HEKOTOpPLIX AeTell 3anax KanycTbl 06YC/10B/IEH MeTa-
60n1MTaMM METMOHUHA. CMepTb OT MEYEHOYHOM HefoCTaTOUYHOCTH
06bI4HO HacTynaeT B BO3pacTe A0 2 feT.

Mpn XPOHWMYECKON (hOopMe KAVHWYECKME MNPOSABAEHUSA [0 KOHLA
1-ro roga >XM3HW MOryT OTCYTCTBOBaTb. HapylleHuss nuTaHus, OT-
cTaBaHWe pa3BUTWSA, NPOrpPeccUpyroLnii  LMppo3s, AUCHYHKUUA Mo-
YeyHbIX KaHanbLeB (CMHAPOM ®PaHKOHU) W D-pe3ncTeHTHbIA paxuT
XapaKTepHbl ANs 3Toii (hopmMbl 3aboneBaHus. CMepTb 06bIYHO HAcTy-
naeT B TeyeHue nepBbix 10 NET OT MNEYEHOUHOW HeJoCTaTOUYHOCTU
UM renatombl.

Tupo3suHemusa | Tvna HacnegyeTcs MO ayTOCOMHO-PELLECCUBHOMY
TnNy. BONAbWMHCTBO 60/bHBIX DPaHKO-KaHAACKOro MPOUCXOXKAEHUS.

NNa6opaTopHble fgaHHbie. OHM BKAKOYaKOT B ce6A HOPMO-
LUUTapHYI0O aHEMMUIO 1 BbIP&KEHHOE MOBbILLEHNE YPOBHSA B CbIBOPOTKE
6unupybrHa (Kak KOHbIOrMpOBaHHOIO, TakK Y HEeKOHbIOrMPOBAHHOIO)
TpaHcamuHa3 (AnAT wu AcAT), anba-theTonpoTenmHa. YMepeHHO
MOBbILIEH YPOBEHb B Mja3Me TUPO3UHA U APYTUX aMUHOKMCAOT, 0CO-
6eHHO MeTMoHMHA. OTMeyaeTCA reHepanM30BaHHAs amMUHOAUMAYPUS.
[narHocTnyeckoe 3HayeHve VMeeT O6Hapy>XeHue B CbIBOPOTKE U B
MOYe CyKuMHWaueToaueTaTta W CyKuuHunauetoHa (CM. puc. 7-2).
JaHHble TMCTONOrMYECKOro wuccnefoBaHUsA nevyeHN O0O6bIYHO CBUAe-
TeNbCTBYIOT 0 necneunpuyeckoMm Luppose. YacTo BbIABASETCH runep-
nnasvsa KIeTOK OCTPOBKOBOrO annapaTa MO[KeNnyAoyHOM >xefesbl.

NeyeHne. Y 6onblWKMHCTBA 6OMbHLIX AVETa C HEOOMbLUIMM CO-
JepXXaHneM TUPO3MHa, (heHunanaHMHa M MeTUOHUHA He MeHsieT K/u-
HWYeCKOro TeyeHMa 3aboneBaHus. Tem He MeEHee C y4YeTOM MOJI0XMU-
TeNIbHOro 3(PeKTa y HEKOTOPbIX OOMbHbLIX 3Ta AUeTa MnokKasaHa npu
JaHHOM Tune Tupo3vHeMuu. ObellalolinM SBASETCA MCMNONb30BaHUe
TpaHcnaaHTauuMM MeYyeHn Mnpu  pas3BMBLLENCA renaTome.

TuposuHemusa Il Tuna (cmHaopom PudyHepa — XaHrapTta, rnaso-
KOXHasi TUPO3VHEMUS). 3TO pefKOe ayTOCOMHO-peLieccMBHOe 3ab6o0-
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neBaHve MPUBOAWT K YMCTBEHHOI OTCTasioCTW, NafOHHOMY Y NOAOL-
BEHHOMY TOYEYHOMY T[MMEPKepaTo3ly W repneTUOpMHbI sA3Bam
poroBuupbl. Porosuua 06bIMHO MOBPEXAAETCHA B TeUYEHME MePBbIX He-
CKOJ/IbKUX MECALEB XXWU3HW, W, KaK ronaratT, 3T0 CBA3aHO C OT/O-
XEHVWEM TWUPO3MHAE, B JaNbHEWLEM MOTyT pPa3BUTbCA MOPaKEHUSA
icokn. OTcTaBaHMe YMCTBEHHOrO pas3BUTMA OObIMHO He3HauyuTeslb-
HOEe WM YyMepeHHOe U MOXET ObiTb CBA3aHO C CaMOMOBPEXAEHUEM.

BblpaxeHbl runeptuposvHemusa (200—500 mr/n) v TUPO3UHYpUS,
YTO CBSI3aHO C Ae(MUMTOM LUTO30/10BOA (hpakumMm MeYEeHOUHOR in-
po3nHamuHOTpaHcgepasbl (TUPO3UHTpPaHcaMmMHasa). B npoTusono-
NIOXXHOCTb TUpo3uHemuun | Tuna npu Il TMnNe He HapywaeTca PyHK-
UM MEeYeHM W MOYEK, B Mpefenax HOpPMbl OCTalOTCHA KOHLEHTpauum
B CbIBOPOTKE OCTa/IbHbIX aMWHOKWUC/OT.

NNeyeHune ¢ ncnonb3oBaHMeM AMETbI C HUSKUM COAEPXKaHUEM
TUPO3MHA N (PeHuNanaHMHa He TOSIbKO CNoco6CTBOBASO KOPPEKLMU
XMMUYECKOW aHOMannun, HO 1 NPUBOAWIO K ObICTPOMY 3aXKUBEHUIO
MOPaXeHHbIX KOXW W rna3. YMCTBEHHAs OTCTaiocTb MOXET ObITb
npegoTBpalleHa paHHUM HayasloM OrpaHUYeHUs NnpuemMa BHYTPb.

Mpexogsawasa TUPO3UHEMUA HOBOPOXAEHHbIX. Y 0,5—10% HoBO-
POXAEHHbIX AeTell YpOBEHb CbIBOPOTOYHOIO TUPO3MHA MOXeT LOCTU-
ratb 600 Mr/n B TeYeHMe NePBbIX 2 HEA XU3HWU. BONbWMHCTBO feTel
B 3TOM C/lyyae pOXAAKTCA HeAOHOLWEHHbIMA W HaxoAAaTcs Ha Aue-
Te, oboraweHHON 6Genkamu. JleTaprus, HapyleHne MUTaHus, CHU-
XXEHHaa ABuraTenbHas akTMBHOCTb OTMeYalTCa y 4acTu geTei, Ho
y 6OMbLUIMHCTBA OTCYTCTBYIOT K/AWHUYECKME CUMMMNTOMbI, U BHUMaHWe
npviBNeKaeT BbICOKWI YpoOBeHb (heHWNanaHwWHa, 4To ob6ycnosBnusaeT
NONOXNTENbHBIN TecT Matpu Ha PKY. Tupo3nHemnss 06bIYHO HKMBe-
NNpyeTCcsa CMOHTaHHO B TeYeHVe MepBOro Mecsua XusHu. MNpegnona-
raeTcs, 4To 3TO COCTOSIHME CBSI3aHO C OTCTaBaHWEM CO3peBaHus
oKCnAasbl  P-rUAPOKCUPEHUINUPOBUHOIPAAHOA KUCIOTbl U 4acTo
Koppurupyetca nocne npuvema BuTamumHa C. [1OCKOMIbKY OH He06-
X04AUM AN ONTUMANbHOI0 (PYHKUNOHMPOBaHWUS OKCUAA3bl, HeyAMBU-
TefbHO, YTO TUPO3UHEMUSA BCTPEYAETCA Npu CcKopbyTe. YMepeHHas
HefOoCTaTOYHOCTb WHTE/NIEKTA OnucaHa Y HEeKOTOpbIX AOHOLUEHHbIX
[JeTeii ¢ 3TO naTonoruei.

[pyrve BapuaHTbl TUpPO3MHEMUU. BcTpeuaroTcss 60/bHbIE C TU-
PO3NHEMUEN, KOTOPblE He «yK1aAblBalOTCA» HU B OOHY U3 YKa3aHHbIX
KaTeropuin. Hanpumep, nepBblii Cry4vail TMpO3MHeMUM Obin 3adnK-
cupoBaH y 49-neTHero MyXuuHbl € myasthenia gravis, y KOTOporo
3KCKpeTmpoBasiocb 6onee 1 r/cyT p-rmapoKCcUMeHINMPOBUHONpas-
HOW KUCMOTbI, KaKk U ApYyrux MpoAyKTOB OKMCNeHUs TMpo3uHa. B To
BPEMA He MNpeAcTaB/ANoCb BO3MOXHbLIM W3MepUTb YPOBEHb B MNJas-,
Me TUPO3UHa, MO3TOMY YPOBEHb (PepMEHTHOro 6/10Ka OCTaeTcs crnop-
HbIM BOMPOCOM, XOTH Harpys3ka TUPO3UHOM Y 60/IbHOr0 M MCCNefo-
BaHWe MeTabo/IMTOB B MOYe MOMOr/I0 YCTAHOBUTL, YTO AUTNAPOKCU-
theHnNanaHWH CUHTE3MPYeTCA M3 TUPO3MHa. B panbHelilem BCTpe-
TUACA O4YeHb MOXOXWI 6GOMbHONM, Y KOTOPOro akTUBHOCTb OKCMAa3bl
P-ruapoKcneHNNNMPOBNHOrpagHO KUCNOTbl cocTaensna 5% ot
HOpPMbl. Y Hero oTMeyaJncb OTCTaBaHWe MCUXMYECKOro pasBUTUSA



W CyAOporW, KOHUeHTpaums Tupo3MHa B nNjasme cocTasfsfia
116 mr/n. Mo MeHblUeii Mepe M3BECTHO elle O YeTblpex O6OMbHbIX C
TUPO3VHEMMEN W YMCTBEHHOW OTCTa/IOCTbIO, Y KOTOPbIX He 6blna
yCTaHOB/MIEHA MpPUYMHA MOBbIWEHWA B MjasMe YPOBHA TUPO3UHA U
ero metabonuToB.

XOKMHCUHYpUA. 3Ta opma TUpPO3uNypumn (HasBaHHas Mo amu-
JIUM 4YSIEHOB CeMbW C 3TUM 3abofieBaHMEM) HacfedyeTcsa Mo ayTo-
COMHO-AOMMHAHTHOMY Tuny. Bce 60nbHble, Kak nonarawT, 6bian re-
TEpPO3UIOTHbI MO 3TOMY 3a60/1eBaHUI0. Y B3POC/bIX CUMNTOMbI OTCYT-
CTBOBa/IN, HO Yy [eTeil OTMEeYanUCb BbIP&KEHHbI MeTabonnyeckmii
aunpos, KeTos, OTCTaBaHME pocTa U npexofsauiasa TUpPo3nHemMusa. Ha-
PYLLIEHMSA KOPPUTMPOBanucb Npu cobnwgeHun anetbl (HU3Koe copep-
XaHue (eHwunanaHMHa W TUPO3UHA), KIUHUYECKUE TMPOSABMEHUA Y
HUX CMOHTAHHO pPa3pelnIuCb MPUMEPHO K KOHLY 1-ro roga >Xu3Hu.
OTCyTCTBOBa/IM YMCTBEHHAsA OTCTa/IOCTb M NATOMOTUSA MEYEHU.

Y peTeil n B3pOCNbIX C 3TON NATONOrMeEll 3KCKPeTUpyTca p-rug-
POKCUMENNNUPOBUHOIPaAHAA U P-TUAPOKCUPEHUTYKCYCHAsA, KaK U1
[Be KpaliHe HeoO6blYHble OpraHW4YecKkme KUCIOTbl B MOYE, @ UMEHHO
4-rngpokcuumknorekcmnykeycHaa  (4-fruykK) w (2-b-umncrtenH-8 -
un-1-4, ANrMAPOKCULMKIOreKe-5-eH-1-1n)-yKcycHas Kucnota (XOKUH-
cuH) (cm. puc. 7-2). Oba npogykTa 00pasyrTCa M3 TUPO3MHA U, KaK
nonaratT, OTHOCATCA K HEEeCTeCTBeHHbIM MPOAYKTaM  YacTUYHON
610Kagbl (epmeHTa OKcvAasbl P-rMAPOKCUGPEHUNNUPOBUHOTPaHO
KMUCNOTbl, HOPM&/IbHbIM MeTaboNMTOM KOTOPOM CAY>XWUT FOMOreHTU-
3MHOBasA KucnoTa.

AKTUBHOCTb OKCMAA3bl pP-rnapokcuUeHnINMPOBUHOrPagHO Kuc-
JI0Tbl, KaK mnosiaralT, OTCYTCTBYET WM TOTa/IbHO YrHeTeHa npu He-
KOTOPbIX OMUCaHHbIX (OpMax TUPO3UHEMUW, OLHAKO MPU XOKMHCU-
HypuMM [LONYCKaeTCcH, YTO BECb NPOAyLMpPYeMbI (epMeHT CnocobeH
CBA3bIBATLCA C P-TMAPOKCU(MEHWUINMPOBMHOIPaAHOM  KUCNOTOM, HO
VWb HOPMasibHasA ero mMosioBMHAa CMNocobHa OCYLLeCcTBAATL OKUCIN-
TeNnbHOe AeKapboKcuAnpoBaHWe 40 YPOBHA [OMOrEHTU3MHOBOW KuC-
notbl. 3mMeHeHHaa nonoBuHa epmeHTa 06pa3yeT KOMMEKC C CYy6-
cTpaToMm, Mpu 3TOM 06pa3yeTcs MNPOMEXYTOUHbIA 3MOKCUAHBIA NPOo-
OYKT, HEMeAJIEHHO BbICBOGOXAAKOLWMNICA M3 CBA3SU C (hePMEHTOM [0
TOro, Kak 60KOBble Lenn CcMecTATCA ¢ 0bpa3oBaHMEM TOMOreHTU3U-
HOBOW KWMCNOTbl. 3nokcug 3aTem 7vMb60 BOCCTaHaB/IMBaeTCca [0
4-TUYK, nnbo yaCcTUYHO peayUnpyeTcs U COEAUHAETCH C LUCTEUHOM,
06pa3ysa XOKMHCWUH. He cnepyeT 0XugaTb MNOABAEHMSA 3TUX MaTono-
FMYECKNX MPOLYKTOB KakK Y FOMO3WUIOT, TakK W Yy reteposnurotr ¢ aHo-
Manmeil okcuaasbl p-rmapoKcMOeHNNNNPOBUHOIPaLHOM KUCIOTbI. X0-
KUHCUHYPUSA — eLle OAMH NPUMEpP MoMb3bl U3YYeHUS Ha MPUPOLHbIX
oWmnbKax TOHKOCTE OUOXMMWYECKUX MyTel, HeJOCTYMHbIX wucciefo-
BaHWIO Yy 3[0POBbIX VHAMBUAOB.

Anb6UHN3M. 3TOT MeTabonMyeckuii AedekT, OANH U3 CTapenLnx,
OMMCaHHbIX Yy 4enoBeka, ynomuHaeTca B bubnuu. CyliecTBylOT Mo
MeHbLLUeil Mepe TPY OCHOBHbIX FEHETUYECKUX (OPMbl: FeHepann3o-
BaHHbIA afbbUHM3M (M3BECTHBI TakKXe KaK [/1a30KOXHbIA anbbu-
HWU3M), Hacnegyemblii N0 ayTOCOMHO-PELLECCMBHOMY TUMY, YaCTUYHbINA
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1
B menaHocome

AppeHasiMH

Puc. 7-3. Opyrvie nytm mMeTabonmsMa TUPO3UHA.

anbBVHU3M, HacrefyeMbliAi MO AOMWHAHTHOMY TWUMy, U anbBUHU3M,
OrpaHuMYeHHbI F1azaMy W Hacnefyemblii Mo CLEMSEHHOMY C MOJIOM
TIny.

FNa3soKOXHbIW anb6uMHU3M. [eHepann3oBaHHbIA anb6u-
HM3M NpefcTaBAsieT co6oil AedeKT o6pa3oBaHWMs MUrMeHTa Mena-
HMHa. CyLlecTBYIOT MO MeHbLUEN Mepe LUEeCTb €ro BapuaHToB. [lpu
Han6osiee YacTol (hopMe OTCYTCTBYeT aKTUBHOCTb TMPO3WHa3bl. [pu
BTOPOM TWMe TUPO3UHA3a /I0Ka/IM3yeTcsi B MeflaHOCOME U Takum 06-
pasoM TMPO3VH MOXET MpeBpawaTbcs B foda, a 3aTeM B Ao(a-xu-
HOH, HO, Kak MojaratloT, OTCYTCTBYeT Mnepmeasa, Heobxogumasi As
TpaHcnopTa TUPO3UHA B MenaHocombl (puc. 7-3). B ToM © Apyrom
c/lyyae — Kak Mnpy TUPO3MHA30MOMOXUTENNILHOM, TaK M NMpU TUPO3U-
Ha300TPMLATENLHOM TWMax — He MOryT 06pa3oBbIBaTLCS HWU Mena-
HVH, HU (eoMenaHUH. M3011MpOBaHHbIE KOPHU BOJIOC, UHKY6BUPOBaH-
Hble B TMPO3MHE, MOrYT GbiTb MCMOMbL30BaHbl AN AUddepeHLraLmmn
3TUX ABYX TWUMOB NATOMOrMW: NPU NEPBOM TWME MeNaHWH B BOJIOCS-
HbIX JIYKOBMLAX HE CUHTE3MPYETCs, B TO BPEMSI KaK Mpu BTOPOM TuUMe
OTMeYaeTcs O0YEeBUAHOE MOTEMHEHWE. TPEeTWid TuM, BCTpevaloLmiics
B NONyNsSLUN amuLLEi, cBA3aH C AeEKTOM HenaeHTUHULMPOBAHHOIO
(hepMeHTaTUBHOIO 3Tana npeBpaweHnss foda-XMHOHA B MelaHuH.
Ninua c¢ 3Toli natosorveid CMoco6Hbl CUMHTE3MPOBaTh (PEOMETAHUH,
XKenToeatblli MUrMeHT, 06pasyrowmniics U3 goa-xMHoHa. LiBeT KOXu
Mpyv 3TOM HOPMaJIbHbIA, HO TNla3Hble CUMNTOMbI MEPCUCTMPYIOT Ha
MPOTSXKEHWUN BCE YKU3HW.

BcTpeuatoTcs ewe Tpu (opmbl 3a6oneBaHus. pyu  CUHAPOME
Ueamaka — XUracu OCHOBHbIE MPU3HAKM 3aK/H0YAKTCS B HEMOSIHOM
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rNasoKoXXHOM anbbuHM3Me, HEMTPOMNEHWUM W CKIOHHOCTU K MUOreH-
HbIM WHGeKkunaMm. CuHgpom KepmaHckoro — lMyanaka oOTHOCUTCA
K ayTOCOMHO-peLecCMBHbIM 3ab60/1eBaHUSAM U XapaKTepusyeTcsa rna-
30KOXHbIM aflbOMHNU3MOM W reMopparvyeckvM Auate3om, Npu KoTo-
poM MpUCYTCTBYET fAePeKT aKTMBHOCTU [NyTaTMOHNEpPOKCuAasbl.
CnHgpoM Kpocca 6bl1 BnepBble OMMcaH B CEMbE aMMLUEN, YEHbI
KOTOpOli 6blM 6M3KMMM  POACTBEHHUKaMmW; 3aboneBaHne NposBU-
NOCb y YeTblpex feTeil, y KOTOPbIX OTMEYanCb TUMNONUrMeHTauus,
thnbpomaTo3 AeceH, CNacTUYHOCTb, aTeToOMAHbIE ABVKEHUSA U MUKPO-
hTansmus.

Anb6MHM3M BCTpeyaeTcs y NpeacTaBuTeniell BCEX pac, ero 4yacTo-
Ta BapbupyeT oT 140 140 y caH-6nacckmx mHaenues MaHambl go 1
Ha 100000 Bo ®paHumu. B CLIA yacTtoTa COCTaB/sAe€T NPUMEPHO
1 Ha 20 000. 3aboneBaHne MepepaeTcs N0 ayTOCOMHO-PELLECCMBHOMY
Tuny. 340pOBble AETU POXAANUCL Y POAUTENeR, Kaxablii U3 KOTo-
pbiX OTANYaNCA reHepasn3oBaHHbIM abOMHU3MOM, HO C Pa3fINYHbI-
MU annenbHbIMU (hopmMamMm.

B gononHeHue K KpaiiHe CBET/ION KOXE W MATKUM LUeIKOBUCTbIM
BOMI0CAM Y a/ib6MHOCOB BbISABAAKT MHOFOUYUC/EHHbIE T[fla3Hble aHo-
mManun. Cnefbl NUrMeHTa MOryT OO6HApPYXMBaTbCA MO rpPaHuLE Co-
CYAMCTO 060M0YKM, HO OTCYTCTBYHOT Ha pajyXKe, CKiepe u Ha
rnasHom fHe, a pagy>kka npov3BOAWUT BrnedvaT/ieHne Cepoi Unm rony-
60i. YacTo HapyweHa pegpakums, OTMeYarTcs cTpabnsm, HUCTarm
N cBeT060A3Hb. MepcucTupytowas noTeps OCTPOTbl 3PEHUSA U Kpac-
HbI pepaieKC BbISBAAIOT Y BCEX TUPO3MHA300TpULATENbHbIX UHANBU-
[O0B. Y TUPO3MHA30MNONOKNUTENbHbBIX NINL, HU3Kas OCTPOTa 3peHus
C BO3pPacTOM MOXET KOPPUIMpoBaTbCs; KPAaCHbIN pedekc o6Hapy-
XMBaeTCA y AeTeii U B3pOC/bIX €BPOMNEeOMAHON pachl.

OApyrne dopmbl,. YacTUUYHbI anbObMHM3M XxapakTe-
pu3yeTcs NOKa/NM30BaHHbIMW y4yacTKaMu OTCYTCTBUS MUIMEHTa Ha
KOXe W B BOJIOCAX WM HacnedyeTcs No AOMWHAHTHOMY Tuny. B Heko-
TOPbIX CNAy4YasiX eAUHCTBEHHbIM MPOSB/EHMEM MOXET ObiTb 6enas
npsab BOMOC Crepean UM yyacToK AernuUrMeHTUPOBaHHbIX BOJIOC rae-
nnéo B ApYrom MecTe.

Mpn anbbrMHM3MEe TONbKO rfa3 AenUrMeHTaums MOXeT OrpaHu-
YEHHO 3aTparmeaTb CeTYaTKy WM pafyXHyk 060/104Ky. [pn 3TOM
CHWXaeTCcsA OCTpoTa 3peHus, OTMeyaeTca HucTarm. [MOCKONbKy Ae-
(heKT cuenneH ¢ Nosom, TO nexallee B ero OCHOBe 6MOXMMUYecKoe
HapyLleHne 0O/MKHO ObITb OT/IMYHBIM OT TAKOBOrO MpW reHepanmso-
BaHHOWM, WM FNa30KOXHOW opme anbbuHuama. Mpu guddepeHum-
aNbHOM AMarHOCTUKE YacTUYHOro anbbuHu3Ma crefyeT WUCKI4aTh
cnHapom BappeH6ypra.

ANKanToHypusA. 3TO HapylleHue meTabosm3ma TUPO3UHA Xapak-
Tepu3yeTcsa HaKOM/eHWEM B OpraHM3Me WM 3KCKpeuwein ¢ MOYOA romo-
FEHTU3NHOBOW KMCMOTbl (CM. puC. 7-2) 1 NPOAYKTOB ee OKMWC/EeHUS.
3aboneBaHue nepejaeTcsa MO ayTOCOMHO-peuleccMBHOMY Tuny. Hapy-
LUeHHas aKTMBHOCTb (hepMeHTa OKcMAasbl FOMOreHTU3WHOBOW KWCNO-
Tbl U3MEHSET KaTabonn3m TUPO3MHA W C MOYOI BbIBOAUTCA 60/bLUOE
KOMINYECTBO FOMOreHTU3NHOBOW KMUCNOThI.
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Moua y 60/MbHbIX MPU CTOSHUW CTAHOBUTCA 4YepHOro LBeTa 3a
CYET OKMCNEHUS W NOAMMEPU3ALUN  FTOMOFEHTU3UHOBOW  KWUCNOThI.
OKpacka YCWU/IMBAEeTCA MpU NPOLO/KMTEIbHOM BO34EeNCTBUN BO3AY-
Xa; BbICYLUEHHAaA MNefieHKa CTaHOBWUTCA YepHON Kak cmona. lato-
norns 06blMHO O06HapyXuBaeTcsa B rPyLHOM BO3pacTe, HO B HEKO-
TOPbIX C/yyasx TeMHas Moua He BblsiBAsANacb A0 2-ro wav 3-ro
10-netnsa Xun3HW. MeasleHHOe HaKOM/eHMe YepHOro nosvMMepa roMmo-
reHTU3NHOBOW KWUCMOTbl B XPALLE M APYrUX Me3eHXMMasibHbIX TKa-
HSX NPUBOAUT K YEPHOMY OKpalIMBaHMIO (aKanTOHYpUYecKuii oxpo-
HO3) LUEK, HOCa, CKMep, YLeid, YTO BbISBNSETCA K CepefvHe XXU3HW.
JereHepaTVBHblE N3MEHEHUS B MUITMEHTUPOBAHHOM Xpslle NpUBOAAT
K pasBUTUIO apTpuTa MNPMMEPHO Y MNOMOBUHBLI 6OJbHbLIX anKanToHY-
pveli cTapwero Bo3pacta. [edeKTbl COeAUHUTENIbHOW TKaHW CBSA3a-
Hbl C MHIrMOMpPOBaHMEM (epMeHTa SIM3UATUAPOKCUNAa3bl FOMOreHTU-
3MHOBOW KWUCNOTbI. [leeKT MOXeT 6biTb 6eCCUMMNTOMHbIM,

Moua faeT MoMOXKWUTEsIbHYK peakuuito C peakTusBoM ®dennHra u
beHeankTa. B oTAMuMe OT 3TOro TeMHas Mouya MNpu OTpaBfeHun e-
HOMOM W MNpU MeNaHOTUYECKMX OMyXoNnsx He obnafjaeT Takoi BOC-
CTaHOBWTENbHOM  aKTMBHOCTbIO. [OMOreHTM3MHOBas KuCnoTa He
pearvpyeT C r/1l0KO30KCUAA30iA.

3(h(heKTUBHOIO SleYEHNS He CyLiecTBYeT.

MapKMHCOHU3M. BOfibHble MNapKMHCOHU3MOM W HeKoTopble 60/b-
Hble LIN30(hpeHnelr 3KCKPeTUPYIOT P-TUPaMUH, WK Aekap6oKcuam-
POBaHHbIA TUPO3UH. TUPO3MHINAPOKCUAA3a FONOBHOrO Mo3ra Ans
CBOEM aKTUBHOCTM TpebyeT KogakTopa TeTparngpobmuonTeprHa wu
OTNIMYaeTCA OT TUPO3MHa3bl MenaHouuToB. Ob6a (hepmeHTa npespa-
WaT TMPO3WNH B Aota. TMpamMnH MOXeT HakanIMBaTbCA B OOMbLUIOM
KOMM4YecTBe B MO3re B TOM Cc/lydvae, ecnm 3ab/io0KMpOBaHO npeBpa-
LeHne TUPO3nHa B Aodga.

METNOHWNH

B Hopme KaTabo/M3M MeTUOHMHA, 3CCEHLMaIbHOM aMUHOKUCIO-
Thbl, NPMBOAUT K 06pa3oBaHUIo S-afleHO3UIMETUOHNHAE, KOTOpPbIW Cry-
XXWUT OOHATOPOM MeTa/lbHbIX Tpynn B Mpoueccax MeTUINPOBaHUSA
pas3fINYHbIX BELIECTB OpraHuM3ma, M LUUCTEMHa, 06pasyroLlerocsa npu
cepun peakuwuii, HasbiBaeMbIX TpaHccynbupoBaHuem (puc. 7-4).

FroMouucTMHeMms (rOMOLUMCTUHYPUSA). bosnbliasg 4vacTb romouu-
[cTenHa, MpomMexyToO4yHOro npofykKra pacnafja METUOHMHA, B HOpMeE
pemMeTUNNPYETCA 00 MeTMOHMHA. 3Ta peakuus BbICBOOOXAEHUA Me-
TUOHWHA KaTanm3upyeTca (epMeHTOM, KOTOPbI TpebyeT B KayecTse
KothakTOopa MeTabonuTa BUTaMuH Bi2 a B kauyecTBe cybcTpaTa Me-
Tabonuta ¢onueByd KucioTy (cMm. puc. 7-4). FomouncTemH 06bIYHO
He onpegenseTca B naasMe Wi Moue, HO AetheKTbl Ha Tpex pasfny-
HbIX aTanax (epMeHTaumu MOryT TMpPMBECTU K TOMOUUCTUHEMUMU W
rOMOLUCTUHYPUN.

fomouyunctuHemua | Twmna, WAKM Khnaccu4yeckasd
TOMOLUCTUHYPUSA, OTHOCUTCA K Hambonee 4yacTbiM BMAAM Ha-
pylleHus MeTabonmMsma METMOHMHA W CBfA3aHa € Aeuuutom dep-
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Puc. 7-4. MyTn metabonmama cepocofepykalix aMUHOKMCNOT.

MeHTa LUCTaTUMOHWMHCMHTETasbl. YacToTa 3TOro ayTOCOMHO-peLiec-
CUBHOro 3aboneBaHus cocTaBnseT 1 Ha 200 000 >XMBOPOXAEHHbIX.
Okono 40% 3Tux 60MbHbIX pearvpyroT Ha fieyeHne 60/bLLIMMKU [03a-
MM BUTamMmHa BB 1y HMX 06bIMHO 60/Mee yMepeHHbl KAWMHUYeCcKue
MPOSB/IEHUA MO CPaBHEHWIO C TEMWU, KTO He pearvpyeTt Ha 3TO fe-
YeHue.

KnuHnueckn petn, 60fbHble  romouucTuHeMuen | Tuna, npu
poXxaeHn MNpou3BOAAT BrneyaTsieHne 340p0BbIX. KanHU4Yeckue npo-
ABMIEHVA B ITPyAHOM BO3pacTe HecneumtuyHbl U MOryT 3aKio4aTb-
CA B OTCTaBaHWW pocTa U pasBUTUA. [lmarHo3 06bIYHO yCTaHaBU-
BaeTcA B Bo3pacTe nocrie 3 fieT, Korga 06Hapy>XuBaeTcs MOABLIBUX
Xpyctanimka. K Apyrmm rnasHbIM CMMNTOMaMm, MosBNAKOLWMUMCA NO34-
Hee, OTHOCATCA BbIpPaXKEeHHasAs MWONUsA, acTUrMaTu3Mm, rnaykoma, cta-
thunoma, KaTapakTa, OTC/OMKa CceT4yaTKM W aTpogums 3pUTesIbHOro
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«epBa. YacTto nporpeccupyeTr ymcTBeHHaa oTcTasiocTb. OAHakKo Yy
HEKOTOPbIX 6OMbHBIX WHTENEKT He HapylweH. Cyfoporu BCTpeyarT-
cA npumepHo Yy 3% 60/bHbIX. PpU TOMOUMUCTUHYPUN CKeNeTHbIe
aHoOMa/MM HarnoMuHalT TakKoBble MNpu cuHApome MapdaHa: 60/b-
Hble 06bIYHO BbICOKOPOC/bIE M CyXOlWaBble C YAJIMHEHHbIMW KOHeu-
HOCTAMM W apaxHojakKTunumeir. YacTbl CKOIMO3, BOPOHKOOOpa3Has
-WIN KWIeBUAHAsA TpyAHas KeTKa, Ba/lbl'yCHOe WCKPUB/IEHME HOT,
rnosas CTONa, BbICOKOE apkoobpasHoe Hebo, Ky4yHOe pacrosioxeHue
3y60B. 3TN AeTn O06bIYHO TpPauUno3Hbl, ¥ HUX ronybble rnasa v crneuu-
.mueckas saputema B hopme 6ab04yku. OCHOBHOW PEHTreHonormnye-
CKWI NPU3HaK COCTOMT B FeHepa/IM30BaHHOM OCTEOMNopo3e. 3nm3oabl
TPOM6G03MO0INN KaK B KPYMHbLIX\TaK U B Me/IKNX COCyfax, 0COBEHHO
rO/IOBHOrO MO3ra, 4acTbl M MOryT MNpoOUCX0AuMTb B /1H060M BO3-
pacTe.

OAwnarHocTuyeckon nabopaToOpHOW HaxofKoO O6bl-
BaeT MOBbLIWEHMWE YPOBHA METUOHWHA W FOMOLMCTENHA B XUAKOCTSX
opraHu3Ma. YpoBeHb TFOMOLMCTEMHa CriefyeT OnpefeNiaTb B CBexe-
cobpanHoii MoYe, NOCKOMIbKY M3-3a HeCTabuNbHOCTU OH paspyLuaeTcs
npu ee XpaHeHUW. LucTenH B nnasme OTCYTCTBYET WN €ro ypoBeHb
CHVDKEH.

NeyveHne 6onbwumMn fgos3amm BuTammHa B6 (200— 1000 mr/cyT)
NPUBOAUT K PE3KOMY Y/YULLIEHUIO COCTOAHUA 6OJIbHLIX, YYBCTBUTE/b-
HbIX K Hemy, OfHAKO HEKOTOpble U3 HUX MOTYT ObITb PE3UCTEHTHLI
K BUTaMUHY BCMeACTBUE CHWDKEHWS 3anacoB (DONMEBOM  KUCIOTHI.
B cBA3M c aTum, Npexae yem CcyanTb 06 3aPeKTUBHOCTU JleyeHus,
HeobxoouMo f[06aBUTb K BUTaMUHY Bs ¢onuesyto kucioty (1—
5 mr/cyT). HeszaBuUCMMO OT 3()(PEKTUBHOCTU JleueHUss BUTaMUHOM BO
PEKOMeHAYeTCA OrpaHUyYuUTb MOCTYM/IEHNEe B OPraHM3M METUMOHWMHA
4 JOMOMHUTENIbHO Ha3HauYUTb UUCTEUH. beTanH (TPUMETUATINLMH),
JOHATOpP METa/IbHbIX FPYIM, CHMXaeT YPOBEHb MOMOLMCTENHA B XUL4-
KOCTAX OpraHM3ma 3a CYeT ero PemMeTU/IMPOBaHUA B METMOHWH; MO-
[O6HOe fleyeHMe BbI3bIBASIO K/MHMYECKOE YNyYlLEeHWe COCTOAHUA Y
60/1bHbIX, PE3NUCTEHTHBLIX K BUTamMuUHYy B6.

bonbHblE ApPYyrvUMW ABYMS TuUNamMyM TFOMOLUMUCTUHEMUM OT/INYAIOT-
cA (hbepMeHTHbIMM AedeKTaMU, OTHOCAWMMUCA K PeMeTUIMPOBaHUIO
rOMOLMCTENHA B METUOHMH: Y HUX OCTaeTCA B npefenax HOpMbl Uu
HU3KWIA YPOBEHb METMOHWHA B XWAKOCTSAX OpraHu3ma, OTCYTCTBYIOT
AKTOMUA XPYyCTaZIMKa W CKesleTHaa naTtosiorns, TUMNuUyHble Ana | tu-
na romoLuCTUHEMUN.

FomoumctmHemuma Il Tuna ob6ycnoBneHa gedekTom obpa-
30BaHMSA MeTunkobanamMmHa U3 BuUTamuHa B]2 MeTmnkobanamuH
npeacTaBnseT coboil KogakTop depmeHTa 5-MeTun-teTparngpodo-
naT MeTunTpaHcdepasbl, KaTann3npyoLwWwmii peMeTUINpoBaHMe romo-
UMCTEMHA B METMOHWH. Y 3TUX O0MbHbIX OTMEYaeTcs U MeTuamano-
HoBasA anuaemusa (cM. ganee).

FromoynctmuHemmna Il Tuna cBA3aHa ¢ gepuunTom 5—
10-meTuneHTeTparngpodonaTpeaykrasbl, KoTopas Tpebyetca Ans Bbl-
paboTkn 5-meTunteTparvgpodonata B KayeCcTBe WCTOYHUKA MeTaslb-
HbIX rpynn gnaa ®(opMUPOBaHUSA MeTUOHMHA M3 roMouucTemHa. U3-
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BECTHbl MO MeHblueli Mepe 14 60/bHbIX C 3TUM BWUAOM AeduunTa.
CTeneHb PepMEHTHOrO Ae(heKTa M BbIPAKEHHOCTb KMHUYECKMX MPO-
ABMNEHNA CYLLECTBEHHO pa3NnyaloTca B pas3HbiX cembsx. [lonHoe
OTCYTCTBME (hepMeHTa MPMBOAUT K arHo3d B Nepuof HOBOPOXAEHHO-
CTM M MUOK/IOHWYECKMM CYA0pOramM, KOTOpble MOryT ObICTPO 3aKOH-
YATBCA KOMOW M CMepTblo. YacTunuHbIli Je@uunT MOXeT MpuBecTu
K 6o/ee XPOHUYECKOMY TeuYeHMIo, K/WHWYECKM MpOosBAstoLLeMYCS
YMCTBEHHOI OTCTaNoCTbi0, KOHBY/NbCUAMMW, CNACTUYHOCTLIO. Y O4HOro
15-neTHero 60/1bHOr0 LUM30MPEHNSA U UHTENNEKTYa/IbHble HapyLUEeHWUs
passunucek B Bo3pacte 11 neT. JleyeHue (HONMEBON KUCNOTOWN, METUO-
HWHOM U BUTAMWHOM B6 6b1/10 3h(hEKTUBHBIM Y HEKOTOPLIX GO/bHbLIX.

MMnepMeTMOHMHEMUS. [1aTOMOrMYecKoe MOBbIWEHNE YPOBHA Me-
TUOHUHA B Nna3Me OTMeyaeTcs npu 3aboneBaHUAX MeyeHW, TUPO3K-
Hemun, romouncTuHemnn | Trna: FMNepMeTUOHWHEMWUS BCTPeYvaeTCs,
TakXe Y HeAOHOLUEeHHbIX WU HEeKOTOPbIX AOHOLUEHHbIX AeTel, Haxons-
LMXCA Ha BbICOKOGENKOBOWN AWETE, Y KOTOPbIX BbICOKWIA YPOBEHb Me-
TUOHMHA MOXET OTpaxaTb OTCTaBaHMEe CcO3peBaHUsA (epMeHTa Me-
TUOHWHAAEHO3UNTPaHcdepasbl; CHKeHNE NoTpebneHns 6enka 06biy-
HO MPMBOAWUT K HOpManM3auuy COCTOAHUA. OnucaHa Takxe runep-
MEeTUOHVMHEMUS BCNeACTBMe AemumTa NeYeHOUYHOW MeTUOHWMHALEHO-
3unTpaHcdepasbl. 3TUX [AeTeil BbIABNSAAN B HeOHaTalbHOM nepuoge
npu NpPOBEAEHNN CKPUHWHIA Ha FrOMOLMCTUHYPUIO, CUMMTOMbI Y HUX
OTCYTCTBOBa/IM MO MeHbLLUEe Mepe B TeueHue 6 feT.

LuctaTmoHmHemus. LINCTAaTUOHWH, MPOMEXYTOUHbIA MeTabonut
paspyleHns MeTMOHMHA, MPU KOTOPOM TpebyeTcA B KayecTBe KO-
thakTopa BMTamMnHa BG B HOpMe ouMLliaeTCs UMCTaTUMOHWMHA30M fa
unuctenMHa wn romocepuHa (cMm. puc. 7-4). B Hopme LMCTaTUOHMHA3a
OTCYTCTBYET B MEYEHV M104A U HOBOPOXAEHHOro, NO3TOMY LMCTENH
CTAHOBUTCA HE3aMEHUMOW aMWHOKWUCNOTOM B Nepuoj HOBOPOXAEH-
Hoe™, 0COBEHHO Yy HEeAOHOLIEHHbIX AEeTeil.

LUuctaTMoHNHypua BCTpedvaeTcsa npu geduumte BuTamuHa BE|
3aboneBaHNAX neyeHn (OCOGEHHO ecnn ee MOPaKEHWEe CBA3AHO C
ranakTosemueii), renatobnactome, Hepobnactome, raHranMo6nacTo-
Me WM dedeKTax pPemMeTUIMPOBaHWSA TroMoumMcTenHa (roMouucTU-
Hypua 1l n 111 Tnnos).

JedmunT UMCTaTMOHMHA3bl NPUBOAUT K MACCUBHOM LMCTAaTUOHM-
HypMM W OT HE3HAYUTE/IbHON A0 YMEPEHHO BbIPaXXEHHOW LMcTaTuo-
HUHEMWM; LMCTATUOHWUH B HOPME B KPOBWU He BbisiBNseTcA. Ero ge-
(MUUT HacnefyeTcs MO ayTOCOMHO-peLlecCMBHOMY Tuny. BcTpeua-
HOTCA 6O/IbHbIE C BbIPaXXEHHOW BapunabeslbHOCTbH KNHUYECKUX MPO-
ABNeHni. OTCyTCTBME  CNeundUYecKol KINHUYECKOW KapTUHbI U
LUMCTATUOHYPUA Y MHOMMX 340POBbIX ML AA0T OCHOBAaHUSA MNpeano-
naratb, 4TO Ae(MUMT UMCTAaTMOHUHA3bI, BO3SMOXHO, HE UMeeT K/IVHU-
YecKOro 3HauyeHusl. Y 6o/blUMHCTBA 60MbHbLIX 6bL10  3DPEKTUBHO
NeyeHve 6oNbWMMKU J03aMW OpanbHOro BuTamuHa B6 no 100 mr/cyT
unn 6onee BHyTpb. lonaratT, YTO MPU LUCTATUOHYPUM MOKa3aH
BUTaMMH B6 ofHako nonb3a MNOAO6GHOr0 NeYeHMs He YCTaHOB/EHA.
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LUMCTUH

LmcTnHypua. TepMUH «LUCTUHYPUS» MPUMEHSETCA MO MeHbLUei
Mepe MO OTHOLLIEHUIO K TPem TEeCHO CBA3aHHbIM HapyLleHWSM, Ha-
cneflyemMbiM M0 ayTOCOMHO-pPELLECCMBHOMY Tuny. [OMO3UTrOTbl Xapak-
TEpU3YOTCA WHTEHCUBHOM MOTEpeii C MOYOM LMCTUHA, apruHuHa,
NM3HA W OPHWUTUHA. BblgeneHve ¢ MOYOM UMCTMHA CBA3aHO C KaM-
HAMW B MOYKax.

LncTmHO3. Mpn 3TOM CMHAPOME HaKanIMBalTCA KpuUcTanbl LK-
CTUHa B PETUKY/I03HAOTENNA/IbHOM CUCTEME W NapeHXMMaTO3HbIX
opraHax. Y 60/bHbIX OTCYTCTBYET WM He (PYHKLUMOHUPYET cneuudu-
yeckas TpaHcrnopTHas cuctema (MPesnosioKUTEeNIbHO TeHeTUYecKM
cneunduyuHbIin  6enoK), B HOpMe OTBETCTBEHHas 3a BbiBeAeHVE LU-
CTUHa M3 M30coM. 3aboneBaHue nepefaeTcs Mo ayTOCOMHO-peLec-
CUBHOMY TUMY, U FETEPO3NUTrOTHblE HOCUTENN MOTYT 6biTb BbiSB/EHbI
Mo YBE/IMYEHUIO KONIMYEeCTBa CBOOOAHOIO BHYTPUKIETOYHOIO LIMCTMHA
B Mepudeprnyeckux neikoumtax mwin puopobdnactax, BblpalleHHbIX B
TKaHeBOW KynbType. llocne TpaHCnaaHTauMM MOYeK Y BGOMbHbIX LM-
CTUHO30M UWCTMH HaKanaMBanca faxe B AOHOPCKMX Mnoykax. Of4-
HaKO OH He OTKMaAblBaJICA B NAapPeHXMMAaTO3HbIX K/eTKax nodvek (Kak
B MOYKax peuunueHTa), a cogepxXancsa B makpodarax, MUrpMpoBaB-
LWIMX M3 OpraHM3Ma XO03sIMHa.

Oednunt cynbgmtokemaasbl. Ha guHanbHoMm 3tane metabosims-
Ma LMCTMHA 06pa3yeTcss HeopraHWYecKuin cynb{aT, 3KCKpeTupyto-
WwmiAca ¢ mo4yoii. CMHAPOM 3aK/K4YaeTcs B YMCTBEHHOW OTCTanoCTW,
aTtakcuu, cygoporax wm AUCAOKauMn XpyCTanuKoB, CBA3aHHOW C OT-
CYTCTBMEM HeOpraHu4eckoro cynbarta B mMouye. Y pebeHKa B 3TOM
clyyae 3KCKpPeTUPYHTCS 60/blUMe KONn4YecTBa Cynb(uTa, TUOCY/b-
thata n 3-cynbdo-b-uncrtenHa. AedekT, Hacnegyemblii N0 ayTOCOMHO-
peLieccMBHOMY TuWMy, 3aTparvBaeT monmbaeHcogepxawmii epmeHT
cynbutokengasy (cm. puc. 7-4). CywecTByeT Mo KpaiHein mepe Tpu
BapuMaHTa, MNPy OLHOM M3 KOTOPbIX B MPOLECC BOB/IEKAETCA MOMG-
[JEHOBbLIA  KoaKTop.

CynbnT 1 MeTabucynbuUT LUIMPOKO WUCMOMb3YKTCA B MPOMbILL-
NEHHOCTX NPV NPUrOTOB/IEHUWN NULLEBbLIX NPOAYKTOB W HanNuTKOB A/15
COXpaHeHUs WX LBeTa, BKyca W/wm paccbinyatoctu. Okono 5%
60NbHbIX aCTMOW KpaliHe 4yBCTBUTENbHbI K Cynb(uTaMm, CoAepxa-
WMMCA B NPOAYKTax, MO3TOMY y HMX Pa3BMBAKOTCA Cepbe3Hble Mo-
604YHble peakuMn nocne npuemMa C nulleld HeboNbLIMX KOMNYEeCTB
CyNb(hMTOB: HEKOTOpble 60MbHbIE YMMPaIN BO BPeEMS OCTPOro npu-
CTyna. Y 4yBCTBUTESNIbHbIX K Cy/Nb(MTaM 60/bHbIX acTMON OTMeyaroT
amwb  15% akTMBHOCTU CcynbPUTOKCnAasbl (rnbpobnacTtoB OT Hop-
Mbl. MaTom3nonorna octaeTcs Hemsy4YeHHOIA.

(1-MepkanTonakraruuctenHancynsuaypus. (3-MepkanTonakrar-
UuctenHa paucynbng, nponsBofHOE UMCTMHA, Y KOTOPOro ofHa u3
[Byx amuHOrpynn 3amelleHa ruApOKCUIbHOM rpynnoi, 6bin obHa-
py>eH B 60/blIMX KOHLEHTPaUMsAX B MoYe Yy 60/bHbIX C YMCTBEH-
HO OTCTasNIOCTbIO, POAMTENN KOTOPbIX OblIM CUBAMHTaAMK, Y 340PO-

8 3ak. Ne 716 113.



BbIX U Yy /ML, C YMEPEHHbIM OTCTaBaHMEM pPa3BUTUA U AMCNoKauumei
XPYCTa/IMKOB. [pyrnx HapyweHUn amMUHOKMCIOT BbISAB/EHO He Obl0.

TaypuHypua. TaypuH B HOpMe BblAeNseTCa C MOYOW B KadvecTse
NMPOMEXYTOUHOrO MNPOAYKTa OKWUCNeHUs LuucTeMHa. BcTpeuvatoTes
coobLeHna 0 nuuax, CTpagalLwWmx KamnToJakTUAMen 3a cuHeT Aei-
CTBMS AOMMHAHTHOIO reHa, Y KOTOpbIX Oblia yBennueHa 3KCKpeuus
TaypuHa (cMm. puc. 7-4).

TPUMTODAH

JedrunT cepoToHrHa. CepoTOHMH, BaXHblii HelipomeguaTop, 06-
pasyeTca nyTem gekapbokcunupoBaHusa 5-OH-TpunTtodaHa. MNocnea-
HWIn o6pasyeTcsa M3 TpunToaHa Npy yyacTun TPUNTOaHTUAPOKCU-
nasbl, hepmeHTa, Tpebytowero TeTparMapobuonTepMH B KadvecTse
KothakTOopa. deekTbl MeTabonmaMa OUONTEPUHA PACCMOTPEHbI pa-
Hee; 4pyroe nocneacTeMe NO60ro M3 3Tux AeeKToB — HEecnocob-
HOCTb CUHTE3MPOBaTb CEPOTOHUH. 3TO YaCTUYHO OOBACHSAET Head-
(heKTMBHOCTb fledeHNss 6onbHbIX ¢ DKY, cBA3aHHOW ¢ fedekToM 6U-
onTepuHa npu cobnwogeHnn 6efHOM MO (heHUNanaHWHy AuneTbl.

bonesHb XapTHyna. lMpu 3TOM peAKoM HacnefcTBeHHOM 3ab0-
NEeBaHUN BbISBAIOT M30/IMPOBAHHbIA AeheKT TpaHCcnopTa MOHOaMMWH-
MOHOKapOOHOBbIX aMWHOKMUCIOT Yepe3 C/AM3UCTYI0 060/104KY Kulley-
HMKA M MNOYeYHble KaHasblpbl.

OTmMeuaeTCA reHepanM3oBaHHas amuHoauuaypus. YpoBeHb amu-
HOKWUCNOT B NaasmMe He MOBbILEH, MO3TOMY aMMHOoauuaypus AO/MKHA
ObITb 06yCNOB/IEHA HapyLEHWEM KaHa/bLeBOW peabcopbummn. Wc-
K/IIOYEHME COCTaBseT TpUMNTO(daH, YpOoBEHb KOTOPOro B niasme na-
TOMOTNYECKN CHWXKEH; HapyLUeHHasa KuledHas abcopbumnsa npmsognt
K ero 6akTepuasibHOMy paclensieHnio B KULLIEYHUKE A0 MPOn3BOA-
HbIX WHAONA W WHAOKCWMIA, KOTopble abcopbupytoTcs, AeTOKCULM-
PYHOTCA W 3KCKPETMPYKOTCA C MOYO B KpaliHe 60NbLUMX KOHLEH-
Tpaymnsax.

Y 60nbwMHCTBA 60MbHbIX AeTeil paHO MNOSABASAETCA KOXHas (o-
TOYYBCTBUTENBHOCTb. HesawuueHHas KoXa CTaHOBUTCHA rpy6oii u
KpacHol nocfe YMEpPeHHOW COSIHEUYHOM 3KCMO3ULUKN; MpU 3KCMO3K-
UMAxX 6O0MbLUel MPOAO/MKUTENBHOCTA MNOSABASETCA CbiMb, UAEHTUYHAA
TakoBOW npu nennarpe. bosbHble ¢ 60M1€3HBI0 XapTHyna MOryT Tak-
XKe CTpafjaTb MO3XE4YyKOBOW aTakcuell ¢ BOB/EYEHMEM B MpoLecc nu-
pamugHbix nyteid. Mpu 3a6o0neBaHUAX, COMPOBOXAAKOLWMXCA MOBbI-
LeHMeM TeMnepaTypbl Tena, MOXeT pa3BMBaTbCA aTakcusa 6e3 cbinu.
KnvHnyeckoe TeyeHve BapbupyeT: BbIPKEHHbIE KOXHble U3MEHEHMS
N HeBPOSIOrMYecKMe HapylleHUs MOryT YepefoBaTbCA C Nnepuogamm
MOMHON pemMmccun MNPOAOC/DKUTENBHOCTBIO B HECKOSIbKO feT. YMCT-
BEHHas OTCTaNOCTb, C/ly4alHO BbISAB/IEHHASA Y UY/IEHOB OAHOWN CeMbMU,
OTCyTCTBOBana y Apyrux 6onbHbIx. 3aboneBaHune, KOTOpoe nepenaeT-
CSl ayTOCOMHO-PELECCUBHbIM TEHOM, AO/DKHO YUMTbIBATLCA NpU AND-
thepeHUMaIbHOM AnarHOCTUKe nennarpsbl.

HapylweHHaa kuweyHas abcopbuus v BbiBeAeHUE TpunTogaHa ¢
MOYOM MNPUBOAUT K CHYDKEHWIO CUHTE3a HUKOTUHOBOM  KUC/OTbL.
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HeyaneuTenbHO MO3TOMY, YTO 6OMbLUME [03bl HUKOTUHamMuga MoryT
NpMBOANTbL K CTOMKON PEMUCCUMN HEBPOIOTMYECKMX M KOXHbIX Mpo-
ABNeHNn 3abonesaHms. OQHaKO peMMCCUM MOFYT HacTynaTb u 6e3
neyeHvs. AMMHOALMAYPUSA W BbiBEAeHWEe C MOYOM NPOM3BOAHBIX
WHAOMA He NpekpawalTcs npu MnoA06HOM fIeYeHUN TaK >Xe, KakK U
BO BpEMS CMOHTaHHbIX pemuccuii. BbicokobenkoBas AueTa MOXeT
.KOMNEeHCUpoBaTb NMOTEP aMUHOKMUCOT.

TpunTtocaHemus. Mpu 3TOM NaToONOrMM HapyllaeTcs Katabonnam
TpunTohaHa (NPeAnosioXUTeNlbHO MPU ero npespaweHun o ¢op-
MU KUHYpeHuHa) (puc. 7-5). Y 60MbHbIX MOryT OTMeYaTbCs yMCT-
BEHHas OTCTasIoCTb, Kap/IMKOBOCTb, MO3)KEUKOBaA aTakcus 1 nenna-
rponofo6Has Cbifb, aHaNOrMyHas TakKOBOW Mpu 60/e3Hn XapTHyna.
Y HUX BbIABNAIOT TakXKe TPUNTOaHypuio M YMEPEHHYI0 TpunToda-
bleMnio 6e3 reHepaIM30BaHHOW amMUHOAUUAYPUM U UHANKAHYPUN.
MeTabonnTbl, obpasyolmecs AuctasnbHee (epMeHTHOro 6s10Ka, He
3KCKPETUPYIOTCA fJaxe Mocnae Harpysky TpuntodaHom. MHorouwmc-
NeHHble 6/M3KOPOACTBEHHbIE 6Gpaky npu 3ToM 3abosieBaHUU JatoT
OCHOBaHWS MpPeAnosIoXNTb ayTOCOMHO-PELLECCUBHbIV  TUM Hacieso-
BaHMA.

KnHypeHuHypusa. [MaTtonorvsa npeactasnasieT coboi HapylleHue
meTabonnama TpunTO(aHa, 3ak/luyalleecs B 4YacTUYHOM 6oke
KVHYPEeHVUHIMAPOKCUAasbl; 3TO HapylleHue O6bin0o BbIABAEHO Y 60/1b-
LLIOr0 CO CKNepogepmueli, poACTBEHHMKN KOTOPOro Obliv 30pO0BblI.
MaTonornyeckoe KoAMYeCTBO KMHYPEHWMHA U ApYrvx MeTabonmToB
TpunTohaHa, NpesLlecTBYOWMX 06pa30BaHNI0 TUAPOKCUKMHYPEHMHA
(cm. puc. 7-5), Bblgensanocb ¢ Mo4Yoin fo npvema TpuntodaHa m noc-
ne Hero. MNMUPUAOKCMH He BAUSAA Ha 3KCKpeuuio MeTabonmTtoB Tpun-
TothaHa. Jluuya Cc 3TO MaTofIorMei, Kak 0Kas3asiocb, reTepo3nroTHbI
Nno JaHHOMY COCTOSIHWIO.

JedekTbl KUHYPeHWHasbl. [UAPOKCUKUHYPEHUHYpPUS.
YMepeHHO BbIpaXXeHHass YMCTBEHHas OTCTanNoCTb, MUIPEHENOLOOHbIe
rofioBHble 601K, 3KCKpeuus 60MbLIOr0  KOMMYeCTBa KUHYPEHMHA,
3-rMAPOKCUKMHYPEHUHA, KCaHTYPEHOBOWN KMWCAOTbl Jann OCHOBaHUSA
NpeanonoXuUTb HEAOCTaTOK  aKTUBHOCTU  KMHYPeHWHasbl  (CM.
puc. 7-5). Mpn oTcyTcTBMN [06aBOK B AMETY HUKOTUHOBOWM KWCAOTbI
pa3BMBalOTCA CMMNTOMbI U MPU3HAaKM ee AepuumTa, TaK Kak nuua,
cTpafawoowme 3Tum 3abonesaHWeM, He CrnocoOHbI CUMHTE3MPOBaTb ee
u3 TpuntoaHa. MUPUAOKCMH He BAWSET Ha XapakTep 3KCKpeuuu
MeTaboNnMToOB TpUNTOMaHa, HO YMEHbLUAET T[OIOBHYIO 60/b.

MMNPNALOKCMHYYBCTBUTENbHASA KCaHTypeHoOBas
aungypusa. Y getei ¢ ge@uuUMTOM MUPULOKCMHA MOTYT 3KCKpe-
TUPOBaTbCA MHOIOYUC/IEHHbIE MeTabonnTbl TpuNTOoaHa, rNaBHbIM
06pa3oM KcaHTypeHOBas KUC/0Ta, MOCKONbKY nNupuaokcanbdochar
npeactasnsieT cob0 KO(MEPMEHT MHOMMX (HEPMEHTOB, BOB/EYEHHbIX
B MPOLECCbl aMUHOKMUCNOTHOrO MeTabonnama, B TOM YUCNE U KUHYpe-
HUHa3bl. Mpyv MNMPUAOKCUHYYBCTBUTE/IbHON KCaHTYpPEeHOBOW auunpgy-
pun y 60/bHbIX OTCYTCTBYHOT aHemMus, Cygoporun wunm feduumT nu-
pngokcvHa. OfHakKo TpebyloTcA BbICOKME [03bl NUPUAOKCMHA A71A
HOpMaM3aummn 3IKCKPeLnn KCaHTYPeHOBOW KWCNOTbI, U 6uorncus ne-



yewn [MOKa3ana, YTo KMHYPEHWHa3a He CBA3bIBAETCA C KO(EpPMEHT-
HOI (hOpMOIA 3TOr0 BUTaAMUHA.

MaccmBHOe BbiBeAeHNE TUAPOKCUKUUYPEHWHE, KUHYPEHMHA WU
KCaHTYPEHOBOW KWUC/IOTbl, KOPPUIMPpyeEMOe MNUPULOKCUHOM, 6bl10 OT-
MeYeHO Y MATU OO0MIbHbIX C XPOHMYECKUM rpaHy/fiemMaTo3HbIM Mpo-
Leccom.

VHAMKaHypyA. 3TO COCTOSIHME HacTyrnaeT B TOM C/iydae, ecnu
TpynToaH, ¢ TpyaoMm abcopbupyembili B KenyLoYHO-KMLLEYHOM
TpakTe, npeBpallaeTcsa No4 Bo3geicTBuem 6GakTepuii B uHaon. lMo-
CnefHWIA BCacblBaeTCs, OKUCNSETCA, Cy/b(aTupyeTca M BblaenseTcs
B BUAe MHAMKaHa (CcMm. puc. 7-5). YacTo WHAMKaHypus nosiBnseTcs
LUpM 3acTOe B KWLIeYHVKe, 3arnopax WM CUHAPOME CAernol netnw,
CONpoBOXAaeT 60ne3Hb XapTHyMa, NpM KOTOPOW TpuUNTOodaH ¢ Tpy-
Aom abcopbupyeTca, n nNpu  PEHUNKETOHYpUK. CUMHAPOM rosy6bix
NeneHok, cemelHoe 3aboneBaHWe, XapakKTepusyemoe runepkaibLme-
MUWelr, HepoKanbLUMHO30M U WMHAMKaHypueld. CBOMM Ha3BaHWEM OH
06513aH TOMY, YTO WHAWMKAH OKWCASETCA MNoA BAWSHWEM BO34yxa [0
rony6oro WHAMKaHa, OKpallMBatOWEro MeneHKn B rony6on LBeT.

MmopnHankypus. CoyeTaHue YMCTBEHHOM OTCTa/loCTU WU CTOWM-
KOro MeTabonM4yeckoro auuposa, MpeanoioKUTeNIbHO BbI3BAHHOIO
NPOU3BOAHbIMU TUAPOKCUNHAONA, ObIIO CBA3aHO C NUIMEHTamu WH-
Jona B Moue, 06pasylowmmMmca B pesynbTaTe MeTabonMsma TpunTo-
(haHa 1 eHunanaHuHa. JlabopaTopHble MaHWUMNYNAUMM C  MOYOW,
cogepxXalleii aTM NaToNormyeckMe WHAOMbI, NPUBOAUT K MUX MpeBpa-
WweHuno B 5,6-gurnapokcnnHpon (rMapuHANKOBYKO KUCNOTY), oTcloga
U Ha3BaHue natonorum (cMm. puc. 7-5). AnnTesibHOe fleyeHUe aHTu-
6MoTUKamMn ¢ Lefbio MnpekpalleHns o6pa3oBaHUs MHAOMA B Kulleuy-
HMKe He OKa3sblBasio B/MAHUA Ha 9KCKPeLu WHAoNa, a nocne npo-
BEAEHNA HArpy304HbIX TECTOB 3JKCKpeuus ruapuHANKOBOW KUCNOTbI
yBennumBanacb Mocjae HasHavyeHus (eHunanaHnHa n TpunTodaHa.

VHoonunakponnramumHypus. NHgonnnakpounranuuH obpasyeT-
CA MyTeM KOHbHOraumm rAvumMHa ¢ MOMeKynoi TpuntodaHa, U3 Ko-
TOpPOro yjaseH amMMOHWA ans (OpMMPOBaHMS ABOWMHOIN CBA3W. 3TO
OOVH M3 MeTabonnToB TpuNTOMaHa, 3KCKPETUPYEMbIX MpU  60/1e3HU
XapTHyna, 06Hapy>KeHHbIi y Y/IEHOB CEMbM GOJIbHBIX C YMCTBEHHO
OTCTanocTbto. JleyeHne HEOMUUMHOM OObIYHO NPUBOAUT K BPEMEH-
HOW 3IMMUHAUMN NHAOOMWNAAKPOWUITINLMHA;, TakuMm 06pa3omM, MOXHO
JONyCTUTb, YTO 3TO BellecTBO 06pasyeTcA NoL BAMAHWEM GaKTepuii.

FNyTapoByl auMgeMutlo ©n a-KeToagunuHOBYH aungypuio CM.
fJanee.

BA/IH, NEVLIVH, N30NENLIIH N COOTBETCTBYIOLWWE
OPFAHWYECKME AUMNOEMAN

Ha paHHUX 3Tamax paspylleHue 3TUX TPeX He3aMeHUMbIX amMu-
HOKMC/OT C Pa3BETB/IEHHON Uenblo cxofHo (puc. 7-6). HecmMoTpsi Ha
TO YTO Ba/IMHOBAsl TPaHCcaMMHAa3a MOXET OT/MYAThCA OT NEMUMHU30-
NefuUNHOBON TpaHcaMuHasbl, B AeKapOGOKCUINPOBaHUE TPEX KETOKWC-
JIOT, MPOU3BOAHbIX 3TMX aMWHOKWUC/IOT, BOBJIEYEHA TOMBKO OfHA
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O6Lme nNpusHaKkn
OrHas ot nuuy
PBoTa

Aungos
[erngparaums
Heii rponexms

Heto3 OTcyTCTBME KETo3a

Puc. 7-7. KnuHuuecknii nogxof K 06cnefoBaHUIO AeTell C OpraHNUYecKom anugemuent.
3Be3n04kamMy 0603HaYeHbl HapyLUeHWs, NMPU KOTOPbIX OT 60/IbHOF0 UCXOAMT Creuu-
thryecknii 3anax (CM. TEKCT).

thepMeHTHass cuctema. K npomexyTouyHbIM MeTabonmtam OTHOCATCA
BCe OpraHuW4yeckne KWUCNOTbl, U AeduumT n60oro paspyLlaloLlero
-(bepMeHTa, KpoMe TpaHCaMWHas, Bbi3blBaeT auuo3. B nopgobHbix
clyyasax opraHuyeckue KWUCNoTbl nepes (PepMEHTHbIM 6/10KOM Ha-
KannuBalTCa B XUAKUX Cpefax opraHvM3Ma W BblAENA0TCA C MOYOMN.
3TN HapylweHUs BbI3bIBalOT BbIPXKEHHbIA MeTaboNYecKuii aunaos,
06bIYHO BbIAB/SEMbI B MEPBble AHWU XWU3HW. HecMoTps Ha TO 4YTO B
60NbLUMHCTBE CNy4YaeB  KAMHUYECKME MNPU3HaKM Hecneun@uyHbl,
HEeKOTOpble CUMMTOMbI MOMOFalT NOAYYNTb LEHHYI MH(OpMauuto
AN MOHUMaHWsA npupoabl epMeHTHOro gedekrta. lNpuHuMn noa-
X0fa K pebeHKy ¢ MOJO3PEHMEM Ha OpPraHW4YecKyl aumgemuio npeg-
CTaBfieH Ha puc. 7-7. OKOHYaTesNbHbIA AMarHo3 00bIYHO YyCTaHaBM-
BaeTCca MNpu uAeHTU(HMKAUUM W OnpedeneHnun YpPOBHSA cheuundguye-
CKMX OPraHWYecKmx KUcrioT v pepMeHTOB.

OpraHuyeckve auuaeMnUn He OrpaHMUMBalOTCA AedekTamum nyTei
KaTabonm3ma pasBeTBMEHHbIX aMWUHOKWUCNOT. [lpouecchl, NpMBOAS-
WMe K HakOMAEeHU0 APYrux OpraHuYyeckmMx KUCIOT, BK/IKYAKOT B ce-
65 1 Te, KOTOpble CBSA3aHbl C MPOM3BOAHLIMU JIN3MHA, MOJIOYHON KKC-
NIOTOWN 1 gMKapbOKCUMIOBOI anuaemMueid, 06ycnOBIEHHOW HapyLleHNeM
pacnafga >»XupHbIX KACNOT (CM. fanee).

NenynHnzoneiynHemnsa. lNpekpalweHne yBeNMYeHNs Maccbl Tena,
YMCTBEHHAA OTCTasNoCTb, CYAOPOrv, AereHepaunss CeT4aTKu U Helipo-
reHHass rnyxota MOryT 6bITb CBA3aHbl C nponvHemueld |l Tuna u c
yBE/IMYEHNEM YPOBHS Ba/lIMHAa B KPOBM OT YMEPEHHO BbIPaXKEHHOI0
-"B[BOE Bbllle HOPMbI) [0 3HauMUTeNbHOro (B 8 pa3 Bbllle HOPMbI) U
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0COO6EHHO YpOBHElW nelunHa W wusoneuynHa. Mpu urccnegoBaHUM
aKTUBHOCTM NeiKouMTapHbIX (PEepMEHTOB He Obl/10 BbISIBNEHO Hapy-
LWEeHNA aKTMBHOCTU fekapboKcmnasbl KEeTOKUCIOT C pa3BeTB/IEHHbI-
MM LENSAMU WX Ba/IMHOBOW TpaHCamuHa3sbl, HO 6bl10 BbIsiBNEHO 50%
CHWXEHME aKTUBHOCTU W30MENLMHOBON 1 NENLUNHOBO TpaHCaMMHas.

BannHemuns. OTcTaBaHWe YMCTBEHHOro pa3BUMTUSA M pocTa couve-
Tanncb C MOBbILIEHVWEM YPOBHA BanuHa B naa3me M Moye. Mouya He
cojepXana KeTOKMCNOT, He MMena 3anaxa K/eHOBOro cupona, a B
nenkoumTax 06HApPY>XMBaNOCb HapylleHWe MepeaMMHUPOBaHNA Ba-
NNHa.

BanvHemua n neiiuMHM30NeAUMHEMNS KaK OTAeflbHble KAUHMYe-
CKMe eAMHWLbI MO3BOMAIT NPEeANoONOKNUTb, YTO AN HUX CyllecTByeT
6onee ofHOM TpaHCaMMHa3bl.

Bone3Hb KneHoBOro cupona. [lekapbokcunupoBaHue nenumHa,,
n30MeUMHA N BaIMHA OCYLLECTB/ISETCSA C/IOXKHOW (hepMEHTHOR cu-
CTEMOI, MCNOMb3yloLeli B KayecTBe KohepMeHTa TuaMuHMIMpogoc-
thaT. JetheKT 3TON cuUCTEMbl NPUBOAUT K Pa3BUTUIO 60ME3HU K/IeHO-
Boro cupona (cMm. puc. 7-6), KoTopas nosyymna cBoe Ha3BaHWe U3-3a
cneungmnyeckoro CcnagKoBaToro 3anaxa, MCXoAsLlero OT >XWUAKOCTEN
opraHn3mMa, 0co6eHHO OT Mo4W. Pa3nuyalT HEeCcKOSIbKO (hopM 3TOro-
3aboneBaHus.

Knaccmuyeckass 60n1e3Hb K/EHOBOFo cupona. 3Ta
thopma 3aboneBaHus XapakTepusyeTcs Havbonee CUNbHbIMU KIVHU-
YECKMMW MPOABAEHUAMMW. [eTn npu POXAEHUN BbITNAAAT 340POBbI-
MW, HO 3aTeM (Ha NPOTSHXKEHUU 1-W HEAenu XWU3HW) Yy HUX Hapy-
WwaeTcs NUTaHWe M NOSBNSAETCA PBOTA; B TeUYeHMe HECKONbKUX [AHEN
HacTynaeT netaprus u koma. Mpu ¢gum3mkansHoM 06cnefoBaHUM Bbl-
ABNSAT TMMNEPTOHYC M MbILWEYHYIO PUTMAHOCTb C BbIPaXEHHbIM OMK-
CTOTOHYcOM. [lepuofbl TrMMNEPTOHYCa MOrYT CMEHSATbCA MblLLeYHO
rMNOTOHMEA. HeBpO/MOrnyeckne fAaHHble YacTO CXOAHbl C TakoBbIMWU
npu cencuce WM MeHWHIUTe. Y OONbLUMHCTBA AeTeil MOosBASANTCA
Cygoporu, HepefKo runoravkemus. OgHako B OT/iMyMe OT 6O/bLUMH-
CTBa TUWMOr/IMKEMMYECKMX COCTOAHUIA KOPPEKLUUSA YPOBHSA T[/1HOKO3bI
B KPOBU He MPMBOAUT K Y/YULWIEHUIO KIMHWYECKOTO COCTOSHUS.
O6bl4Hble NabopaTopHble WUCCIEfOBaHUS, KaK NpaBufo, He MpuBe-
KaloT K cebe BHMMaHWUSA, 3a WCKIKYEHWEM BbIpa)KEHHOro MeTabo-
NINYECKOTO aumpaosa. Y HesneuveHHbIX 60/bHbIX CMepTb 06bIYHO HacTy-
naeT B TeYEHMe MePBbIX HECKONbKMX HedeNb WM MeCSLEB XXM3HW.

AvnarHo3 4acto MOXeT 6bITb 3aN0A03pPeH Mo crneuudruyeckomy
3anaxy K/eHOBOro cumpona, UcxogsLeMy OT Mo4W, NoTa, YLUHOW cepbl
(cm. puc. 7-7). OH 06bIMHO MOATBEPXKAAETCA MNPV aHanM3e amuHo-
KWCNOT, NPV KOTOPOM BbISIBASAIOT BblPaXXEHHOE MOBbILIEHNE YPOBHS,
B nna3me neiuunHa, usoneiiuvHa, BaaMHa W annousonenumHa (cTe-
peon3omep Wu3oneiiluMHa, B HOpMe OTCYTCTBYHOLWMIA B KPOBM). YpoO-
BEHb feilMHa, KaKk MpaBuno, Bbllle ApYrux TPex aMUHOKWUC/IOT..
B Mmoue cogepxmTca 60MblUOe KOMYECTBO JSEMUMHA, U30MeAUnHa,
Ba/IHA M COOTBETCTBYIOLLUX MM KeTOKMCNOT. MocnegHne MoryT ObITb
BbISIB/IEHbl KA4eCTBEHHbIM MyTeM MNpu J06aBNeHUN K MOYE HECKO/Ib-
Kux Kanenb 24-guHutpodeHmnrugpasmHa (0,1% B 01 N consiHO.
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KNCNOTbI): MPU NONOXNUTENbHOM Npobe 06pasyeTcs >KenTblii 0cagok
angeHnnrugpasoHa.

NNeueHune B HEOTNIOXHbIX CAy4Yasx HampaBneHO Ha O6bicTpoe
yaaneHne amUHOKMCNOT C Pa3BeTB/IEHHOM Lenb U Ux MeTaboimToB
N3 TKaHeil N XNOKUX cpefd opraHu3ma. [OCKOMbKY MOYEeYHbIA K/n-
PeHC 3TUX NPOAYKTOB HeJOCTaTOYeH, Of4Ha /vWb ruapataunoHHas
eTepanusi He MPMBOAMT K ObICTPOMY 3hdekTy. Hambonee ahekTmBeH
nepuTOHeaslbHbIAN AMann3, KOTOPbIA cnefyeT HayaTb KakK  MOXHO
paHblle; YypOBeHb fleiuuHa, n3oneiumMHa n BaivHa B naasme 06biy-
HO CYLLEeCTBEHHO CHMXaeTCAa B TeuyeHMe 24 4 OT Hayana JieYeHus.
CnepyeT TakXe NPefnpuUHATb MOMNbITKA CHWKEHMSA MpoLEeccoB KaTa-
601M3Ma y 60NbHOIMO NyTem BBeAeHWS He06X0AUMOro KosmyecTsa
Kanopuii BHYTPb WIN BHYTPUBEHHO.

Mocne BbiBeAeHMA 6OMNBHOIO U3 OCTPOrO COCTOAHMA eMy creayeT
Ha3Ha4YnTb AUETY C OrpaHuWyYeHMeMm amUHOKMUCNIOT C pPas3BeTBEHHON
uenbt. B HacTosillee Bpems LOCTYMHbI KOMMEPYECKME CMECU, B KO-
TOpbIX HE COAEPXMUTCH NENAUMH, n3onenumH mn BaamH (MSUD For-
mula, Mead Johnson Laboratories, Evansville, Indiana). MNMockonb-
Ky 3T aMWUHOKMC/IOTbl He CMHTE3NPYITCA B OpraHu3mMe, Heo6xoanmo
[06aBNATb He60MblIOe KOMMYECTBO MX B MULLEBble MPOAYKTbl (3TO
KONNYeCcTBO TLlATe/IbHO OTTMTPOBLIBAOT MyTeM 4acToro onpegene-
HUA aMWHOKWUCAOT B nnasme). Y fgeTeli ¢ KpaliHe HU3KUM YpPOBHEM
‘B NasMe wu30MeliuMHa pa3BMBaeTCad KAMHMYECKass KapTuHa, Hamo-
MUHaKLWan TaKoBYKD NPV 3HTeponaTUYecKOM akpogepmatuTe; Ao0-
6aBKa K AveTe wu3ofnenuMHa nNpuMBOAUT K ObICTPOMY W MOSIHOMY Bbl-
340pOBAeHNI0. Jlnua ¢ 60/1e3HbI0 KNEHOBOMO CMpPOMna A0/HKHbI CO6110-
JaTb COOTBETCTBYIOLYI AUETY B TEUEHUE BCEA >KMU3HW.

OThaneHHbI MPOrHO3 Yy 60/bHbIX OCTaeTCcs Cepbe3HbIM. Bbipa-
)KEHHbIA KeToaumgos, KOMa W CMepTb MOFYT HacTynuTb BO BpeMms
J11060I CTPeccoBOM CUTyaLuW, HanpuMep WHMEKUUN, XMPYPrUYECKO-
ro smewarenscTea. K yacTbiM OCNOXHEHWSAM OTHOCUTCA OTCTaBa-
HUe NCUXUYECKOr0 W HEBPOSIOrMYECKOro pasBUTUS.

WMHTepmunTTupytowasa 60ne3Hb KNEeHOBOF0O CUpO-
na. MNpwn atoin opme 3ab6oneBaHNsA y BHeLUHe 340POBbIX feTel Ha
(choHe oCTpoOi CTPeccoBOW CUTyaunKn, HanNpyMep WHGEKUNN, XUPYPrn-
YecKOro BMeELLATe/IbCTBa, pa3BMBaeTCA pPBOTA, MOSABASATCA Cheuu-
m/YeCKUin  3anax, aTtakcus, netaprusa M Koma. B nepuog Takmx npu-
CTYNOB K/MHMYECKNe 1 NabopaTopHble AaHHble HEOTNUYUMBI OT Kac-
CUYECKOW opmbl 3aboneBaHWs; MOXeT HacTynuTb cMmepTb. fleue-
HVe NPpU WHTEPMUTTUPYIOWER (opMe aHanorMyHo TaKoBOMY Mpwu
Knaccuyeckoii opme. [locne BbiBeAeHUS 6ONBHOTO M3  COCTOSHMA
nNpucTyna, HeCMOTPSA Ha HOPManM3aLMilo TOMEPAHTHOCTU K OObIYHOWA
aveTe, eMy pPeKOMeHAYeTCA Ha3HauMTb [AMETY C HU3KMM cofepxKa-
HMEM aMWHOKWUC/IOT C Ppa3BeTB/IEHHOW Lenbi. AKTUBHOCTb AeKap-
60Kcuasbl y 60/IbHBIX C MHTEPMUTTUPYIOLWER (opMoi 3aboneBaHus
WHAMHOrO BbiLlE, YeM MPW KacCUyeckoil hopme, U MOXET AOoCTuraTb
mB—16% OT HOpPMbI.

YMepeHHO BblpaxeHHasa (nNpomMexyToyHaa) 6o0-
ne3Hb KneHoBoro cwupona. [lNpm 3atoii ¢opme y 60NbHbIX
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JeTeli BbIABNSAOT NPU3HAKU YMEPEHHO BbIpaXXeHHOro 3aboseBaHusA
B MOCTHeOHaTanbHOM nepuoge. O6bIMHO OHW OTANYAKOTCA YMEPEH-
HbIM OTCTaBaHWeM pPa3BUTUSA, MOBbILEHHbIM YPOBHEM B NiasMme fei-
LUWHa, n3oneiiumHa 1 BaIMHa, C MOYOM Y HUX 3KCKPETUPYIOTCA KeTo-
KUC/TIOTHbIE MPOU3BOAHbIE 3TUX aMUHOKKCNOT. OT 60MbHOr0 MUCXO-
ONT 3anax K/IeHoBOro cupona. [lvarHo3 cTaBuTCH, KakK MpaBuio, Ha
(hOHe MHTEPKYPPEeHTHbIX 3aboneBaHWiA, Korga BbIABAAKTCA CUMMNTO-
Mbl M NPU3HaKM KJaccuyeckoro 3abonesaHusl. AKTUBHOCTb Aekap6o-
Kcnnasbl cocTaBnsieT 2—8% OT HOpMbl. [MOCKOMbKY Yy 6O/MbHbIX C
TUaMMH3aBUCUMO  (hopmo  60ne3HN  NposiBfieHUs  3abosieBaHus
06bI4HO CXOAHbl, PEKOMEHAYeTC HayaTb SleyeHne TUAMUHOM.

TunamunH3zasucmmaa 60N1e3Hb K/JEHOBOro cupona,
Y HeKOTOpbIX AeTeil C YMEPEHHO BbIPKEHHOW WU MHTEPMUTTUPYHO-
weii opmoi 3aboneBaHWUs JeYeHME 6OMbWMMK  A03amMu  TUaMUHa
NPMBOAMMIO K BbIP&XXEHHOMY  K/JIMHUYECKOMY W BUMOXMMWYECKOMY
YNYYLIEHU0 COCTOSAHUA. HecMOTps Ha TO 4YTO 3pdeKT UHOrga Ha-
CcTynan nocne npuema 10 Mr/cyT TMamMuHa, B HEKOTOPbIX Cy4asax
TpebyeTcs go3a 200 mMr/cyT B TeyeHue MO MeHbluel mepe 3 Hep, noG-
Jle Yero HayMHaeT oTmeyvaTbCsa 3PPEeKTUBHOCTL SIEUEHUS.

FeHeTnka M yacToTa 60M1E3HU KNEHOBOrO CUpPO-
na. Bce dopmbl 3aboneBaHWs HacnegylTCA MO ayTOCOMHO-peLec-
CUBHOMY TUMY. BbIpaXX€HHOCTb 3TOro (YEPMEHTHOrO fJeeKkTa MOXeT
pa3nnuaTbCa y 4YEHOB pasHbIX CeMel. YMepeHHble W UHTepMUTTU-
pytoLne (opmMbl 3ab60/1eBaHUA MOTYT 6bITb «ABOMHBLIMW FETEPO3UTO-
TaMu» C ABYMS pPa3HbIMM MYTaHTHbIMW anfienamu. AKTUBHOCTb [e-
KapboKcmnasbl MOXET ObiTb OnpefenieHa B felkouuTax u Gunbpo-
6nactax, 4To faeT BO3MOXHOCTb BbISSBUTb FeTEPO3UTOTHBIX HOCUTENEN
B (beTtasibHOM nepuoge. Yactota 3abonesaHmsa B CLUA cocTaBnser
npumMmepHo 1 Ha 200 000, o4HaKO HOCUTENbLCTBO MATO/IONMYECKOro reHa
3HauUNTeNbHO 06osiee BbICOKOE Cpeay MEHHOHUTOB.

N3oBanepuaHoBas aumgeMms. 3TO pPefKoe COCTosiHME 06ycnoB-
neHo pdeduuntoM wm3osanepun-CoA-gerngporeHasbl, Katanav3npyto-
weii npu pacnage rneiuMHa NpeBpalleHne M30BasiepuaHoBoOi  KuUC-
NoTbl B 3-METUNKPOTOHOBYHO (CM. puc. 7-6).

KnuHunueckne nposasneHnsa. KnuHuyeckm 3abonesaHue
NposiBASeTCA PBOTOW U BbIPRXKEHHbIM aunAo30M B MepBble HECKO/Ib-
KO AHei >XW3HW. Pa3BmBalOTCA neTaprus, cygoporu, Koma, CMepTb
MOXEeT HaCTyMnWUTb, ecin He HayaTa COOTBETCTBYlOLWas Tepanus. PBo-
Ta WHOrJa HacTO/IbKO BblpaXeHa, YTo 3acTaBNAeT 3arnofo3puTb Nn-
N0pocTeH03. MOXeT MNoABUTLCA XapaKTepHblil 3anax MOTHbIX HOr
(c™m. puc. 7-7). BcTpedaeTcs M yMepeHHO BblpaxeHHas (6onee pegn-
Kasd) ¢opma 3abosieBaHUSA, NPU KOTOPOW MepBble KIMHUYECKME MPO-
AB/IEHNSA MOTYyT OTCYTCTBOBaTb A0 BO3pacTa HECKO/IbKO MecALeB
nnu nert.

NabopaTopHble faHHble. BbIABAAITCA BbIPaXEHHbIA Ke-
Toaumaos, HeATponeHns, TPOMOOLNTONEHNA N MHOTA4a MaHUMTONEHUS.
Y HeKoTOpbIX 60/IbHbIX ONPefenaiT rMMoKanbLMeMUo U OT YMepeH-
HOM [0 BbIP&XKEHHOW ruMNepaMMOHMEMUIO. YBENIMYEHNE B CbIBOPOTKE
KO/MyecTBa aMMOHMWA TMO03BOMSAET 3arnofo3puTb JeeKTbl B LUKIe
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MOYeBUHbl. OAHAKO B MocnefgHeM cnyyae Yy 60MbHbIX OTCYTCTBYET
aunaos. Y vactm peteii oTMevaeTcs TUNeprivkKemust.

AvnarHo3 ycTaHaBnMBaeTCA NPV BbISABNEHUN BbIPAXEHHOro
MOBbILIEHUSA YPOBHS W30Ba/IEPUAHOBON KMUCNOTbI U N30Basiepuiriun-
-LMHa B XXWAKOCTSAX OpraHn3ma, ocobeHHO B mMoue. l13oBanepnaHoBas
KMCNOTa JIerKO WUCMapseTcs M MOXET WCYE3HYTb M3 MOuUW, ecnn C ee
npoboin obpallatoTcs HenpasuibHO. OAHAKO M30BanepuarivumH —
NPOAYKT CTabu/bHbIA, B CBA3WN C YeM OH 6o/siee MNpUrogeH And gmar-
HOCTMYeCKNX Leneii. MccnenosaHue epMeHTa B Ky/nbType KOXHbIX
(hnbpobnacToB NoATBEPXAAeT AMArHo3.

NeyeHwne. BonbHOMY HeobxoAMMO 0b6ecneunTb afeKBaTHYHO
ruaparaumio, KOppekunio metabonuyeckoro aumposa (BBefeHuEe rng-
pokapboHaTa HaTpusa) W ygasneHue mn3bbiTKa M30BasiepuaHoOBOM KUC-
NoTbl. [MOCKOMbKY MNOYEUHBIA KIAMPEHC M30BANepPUNravUMHa BbICOK,
AN yBeNMYeHUsA ero NpodykKuuMuM pPeKOMeHAyeTcs Ha3HayaTb ero B
KonnyectBe 250 Mr/Kr B CYyTKW. 3amellarollyo remMoTpaHChy3uio u
NnepuTOHeabHbIA ANann3 Npou3BOAAT B TOM C/yvae, ecin npuem rniu-
UMHA He MPUBOAMT K CYLLECTBEHHOMY K/IMHUYECKOMY U Guoxmmnye-
CKOMY Y/yYLIEHWNIO COCTOAHUSA. [locne BbiIxoda M3 OCTPOro npucTyna
60NbHblEe [0/MKHbI HaXOAUTLCA Ha HWU3K06enkosoi auete. K yacTbiM
nocneacTemam 3abofieBaHUA OTHOCUTCA YMCTBEHHas OTCTasoOCTb,
O4HAaKO MpW afeKBaTHOW TepanuuM BO3MOXHO HOPMa/ibHOE pasBUTME
pebeHka.

N3oBanepraHoBas auuieMus HacnefyeTcs Mo ayTOCOMMO-peLec-
CUBHOMY Tunv. YacTtoTa HOCUTeNbCTBa reHa B 06LWel nonynsumm
Hen3BeCTHa. BblsiBNeHMe reTepo3nroTHbIX HOCUTENeln 1 BHYTPUYT-
pobHas AMarHOCTUKa B HacTosee BPeMs HefOCTYMHbI.

MHOXeCTBEHHbIN feeKT Kapbokcmnas (HapyLleHue yTunansauum
6MoTMHA). BMoTUH npeacTaBnseT CO6OM BUTaMMWH, [AENCTBYHOLNIA
KakK KohakTop Ans Bcex Kapbokcmnas opraHvu3ma: nupysaT-, Npo-
NMOHNN-COA-3-MeTUNKPOTOHUN-COA n aueTun-CoA-kapbokcuniassl.
[Be 13 aTnx kKapboKcuias BOBMEYEHbl B MeTabosiMyeckue Nyt neii-
UMHa, nsoneiymHa n BasimHa (cMm. puc. 7-6). Muwesoii 6UOTNH cBA-
3aH ¢ 6enkom (Kap6okcuiasbl), a CBOGOAHbIA OGUOTMH MNpoAyuUU-
pyeTcs B KWLWEYHWKE Mog [AeicTBUEM OuOTUHMZA3bl. CBOGOAHLIN
6VOTUH JO/MKEH 06pa30oBaTb KOBA/IEHTHYH MNENTUAHYK CBA3b C ano-
NPOTEMHOM YKa3aHHbIX Kapbokcmnas ansa ux aktveBauuu. 3T0 CBA-
3blBaHWe KaTanmsnpyeTcs (DEPMEHTOM ron0Kap6boKCUNAa3CUHTETA30M.
JdepnuunTt atoro depmeHTa UAM OGMOTUHUAA3LI NPUBOAMT K Hapylle-
HUIO (PYHKUMOHMPOBaHUS BCEX Kapbokcmnas u K OpraHuM4eckom
aumaeMun.

ODedpuuynt ronokapbokcunascuHTeTasbl (UHMAaH-
TUNnbHass ®GopmMa MHOXECTBEHHOro geduuumrta Kap-
6okcmnnas). Y peteii € 3TUM peaKUM ayTOCOMHO-PeLLeCCUBHbIM
3aboneBaHneM CUMMNTOMaTUKa MPOSABASETCA B TeUeHWe MepPBbIX He-
CKOMIbKMX Hegenb Xm3HW. OHa 3aknovaetca B pBOTe, OTCTaBaHWuU
pa3BuUTWA, aumgose M Ketose. Moda MOXET UMETb Cneumdpuyecknia
3anax, KOTopblii CPpaBHUBAIOT C 3anaxoM Kowayeil mMounm. CUMMTOMbI,
KOTOpble MOryT MOMOYb B ANdepeHUNancHONn AMarHOCTUKE C ApY-
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rMMU BMAMW OpPraHWYecKmx auuiemMuii, B YaCTHOCTU C MPOMMOHO-
BOIM aumaeMueit, 3aKYvalTCa B KOXHbIX MposiBNeHusAx (reHepanu-
30BaHHOI 3pUTEMATO3HOM CbINU C 3KChoNMaunein) n ToTaslbHOM ano-
neumm (cm. puc. 7-7). Y pebeHKa MOryT 6bITb FMMOTEH3UA U CYA0-
poru ¢ NaTosIorMYecKNMMU U3MeHeHUAMU Ha 33T .

NabopaTopHble HaxXxOAKW BKIOYaT B ceba MeTabonu-
YeckuMii aumpos, KeTo3 W MpucyTCTBME B >KMAKOCTAX OpraHu3ama
OpraHMYecknx KUCAOT, TaKUX KakK MOJSI0YHasA, NpPornvMoHoBas, 3-MeTH/-
KPOTOHOBas W ee FMUMHOBbIE KOHbOrathbl, 3-rMapoKcuMmn3oBanepma-
HOBas. Y HeKOTOpbIX OO0MIbHbIX BbIABAANACH 3HAYMTeNbHas runep-
aMMOHMeMus. B aTom cnyyae 60/bHOM MOXeT cTpajaTb UMMYHO-
JepuunTOoM, NPOSABMAAWMMCA  YMeHblUeHMeM u4ucnia  T-K/eToK,,
3HaunTeNbHOe YNydlleHWe COCTOSIHUA HacTynaeT, Mnocse JieYeHus
6MoTMHOM Mo 10 mr/cyT.

Jedpunumt 6GmotuHmMpgasbl (MHOXeCcTBeHHas Kap-
6okKcMmnaszHaa HeAOCTATOYHOCTb, WOBeHWAbHasa Gop-
mMa). OTcyTcTBME OMOTUHMAA3bLI NPUBOAUT K Aeduumnty 6uoTUNa.
Y peTeli B 3TOM cnyyae MOSABASAKTCA NPU3HAKU UM CUMNTOMbI, CXOf4-
Hble C XapakTepHbIMW AN geuumTta rosokapboKcmMIascMHTeTasbly
HO B OT/IMYMe OT MocnefHel cMMNTOMaTUKa MOSABASETCA MNO34Hee.,
Korga pebeHKy y>e MCMOMHWUIO0Ch HECKONIbKO MeCAueB Wi net. 3To
nosgHee nposiB/eHME, NO-BUAMMOMY, CBSA3aHO CO 3HAYUTENbHbIM KO-
NIMYecTBOM CBO6GOAHOr0 GMOTMHA, NOCTYNaKLLero ¢ MOSIOKOM MaTepu:
unm ¢ nuwen. K yacTblM NpPOSBNAEHUSM OTHOCATCA AepMaTuT, ano-
neums, atakcus, Cyfoporm v uMMmyHogedpuuuT. MoryT npucoeau-
HATbCA 3MM304bl MeTabo/MyecKoro aumpaosa. XapakTep opraHuue-
CKMX KWUCNOT B XWAKOCTSAX OpraHvM3Ma HarnoMuHaeT TakoBOW Mpu
JetmumTte ronokapbokcunasbl. [eTn OTANUYHO pearvpyroT Ha fede-
Hue 6uoTmHom (10 mr/cyT). YacToTa 3aboneBaHns coctaenseT 1 Ha
40 000.

MHOXecCTBeHHbI pgepununt kKapbokcmnas npu:
gepmunte nuweBoro 6uoTuHa. [pMOGPETEHHbIV AepuunT
6MOTUHA MOXeET ObITb 06YC/I0B/IEH MNapeHTepa/ibHbIM NUTaHMeEM 6e3
BUTaMWHHbIX J06aBOK WM pa3BUBaeTCs Yy AeTeil C KOPOTKUM KuLley-
HUKOM, XPOHWYECKOM [uapeeit, BCKapM/IMBAEMbIX CMECAMU C HU3KUM-
cogepaHnem 6uoTMHa. M36bITOYHOE ynoTpebneHne B MULLY CbIpbIX,
ANL, TAKXKE MOXET MNpuMBOAUTH K AeduumTy O6MOTMHE, TaK Kak aBu-
OVH AndHoro 6enka CBA3bIBaeT OGMOTWH, B CBA3M C YeM OH CTaHo-
BUTCA HedOCTYNHbIM Ans abcopbumn. Y pebeHka B aTUX Cnyvasx,
pa3BMBalOTCA AepMaTuT, anoneuus 1M MOHWUIMA3.

3-MeTnnKpoTOHWA0BasA TANUUHEMUSA. 3TOT FINUMHOBBIA KOHbLHO-
rat metabonuTa neliuvHa 6bl1 0OHapyXXeH B MOYe AEeBOYKM B BO3-
pacTe 42 mec, y KOTOpO/i CMMMTOMbI 3ab0seBaHWS  HanoMuHam
TakoBble nNpu 6one3Hn BepgHura — FodpmaHa, Ho KoTopas ymepna,
B TeYeHWe nepBoro roga usHu. Hebonblune KonmyecTsa 3TOro nNpo-
JyKTa 3KCKpeTMpOoBa/IMCb C MOYOW Yy ee poauTeneli n AByx 6paTbes.
Y [eBOYKM Oblfia BbisiB/IEHA TaKXe 3IKCKpeuus 3-rugpokcumsoBane-
pYaHoBOW KMCNOTbl. Ha OCHOBaHUM 3TUX AaHHbIX U HeaP(HeKTUBHO-
CTW NleYeHMs MabiMM  [o3aMy  BMOTMHA Npeanonoxmna aedexT-
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aKTUBHOCTU 3-MeTUNKPOTOHUN-COA-Kapbokcuiasbl. OfHaKo y 60/b-
Holi Mor 6bITb AedeKT ronokapbokcmnascnuHTeTasbl.

3-MeTunrniokakoHNnToBas auuaypus. KnnHuyeckue mnposiBNeHUs
BapbMpPYIOT OT YMEPEHHO BbIPaXEHHbIX NPU3HAKOB OTCTaBaHUA [BU-
raTe/ibHOro W pPeyeBOro pPasBUTUA [0 3HaAYMTE/IbHbIX HeBpoJioruye-
CKMX HapyLlLeHWi C 3/leMeHTaMn CaMOonoBpeXAeHus. Y 60/bHbIX IKC-
KpeTupyeTca 60Mblioe KOMYECTBO 3-METWUAMIIOKAKOHUTOBOM KuC-
NOTbl, NPOMEXYTOYHOro MeTabonuTa Npu pacnage neiumHa. Hesc-
HO, CMYXWUT NN MeTabonnyeckuii AeekT MPUYMHON  KITMHUYECKUX,
NPOSB/IEHNIA.

MeTakpwunoBasa aumgypus. LMCTenHOBble KOHBIOraTbl MeTakpwu-
NOBOV KMCNOTbl 6blN  06HapyXeHbl B MOYe yMepLlero pebeHka c
MHOXECTBEHHbBIMU CKEeNIETHbIMU, LepebpasibHbIMM 1 NOPOKaMM pPas3Bu-
Tna ceppua. MeTakpwuioBas KucCnoTa, MeTabonuT BasiMHa, npespa-
WwaeTca B |3-rMApPOKCUN30OMACISIHYIO KUCNOTY He(epMEHTHLIM MyTeM.
Kak nonaratoT, npy 3TOM 3ab0neBaHUN OeeKT Haxo4uUTCsA Ha ypoB-
He B-rnapokcMn3obyTnpun-CoA-geaumnnasbl U MeTakpuioBas KUCNO-
Ta, CBA3bIBAKOLWWAACA CO CBOOGOAHLIMU CY/Nb(MrUAPUILHBIMU TFpynna-
MW, CNY>KUT TepaToreHHbIM MPOoAYyKTOM.

JdednumT B-keTtoTnonasbl (a-MeTuiaueToyKCycHas auuaypus).
B HopmMe mpu pacnage msoneiiumHa a-metunauertoaueTun-CoA npe-
Bpauwaetca B auetnn-CoA n nponnoHun-CoA. [letu, y KOTOPbIX 3KC-
KpeTupyeTca 60/blIOE KOMNMYECTBO a-MeTunaleToauerara, a-MeTni-
(3-rmgpokcnbyTmpata U FAULMHOBOIO KOHblOrata TUIIMEBOW KKCO-
Tbl, MOTYT CTpagaTb Aepuumtom (5-KETOTMONa3bl, OTBeYatoLleln 3a
3TV MpeBpaweHnsa. 3TU HapyLleHUa COMPOBOXAAKTCA WHTEPMUTTU-
pylOLWMM aunao3oM, pBOTOM, neTaprueil, KOMOW, KOTopble O0ObIYHO-
00yC/noBNMNBAKOTCA WHTEPKYPPEHTHOM WH(eKLMeld; BO BpeMS TaKux,
aMM30[0B MHOrga HactynaeT cMepTb. /[lOMO/IHUTENIbHOE BBeAEHWe-
n3oneiunHa ¢ Nuwen ycyrybnset cocTosHWe, B TO BPEMS KaK yMEHb-
WweHve noTpebneHns 6eska Ao 2 r/Kr B CyTKM crnocobecTByeT ober-
YeHWI0 TeyeHUs1 3aboneBaHUsA. YPOBEHb aMWHOKWUCIOT U MpornvoHaTa
B KPOBM W MOYE He MOBbILLEH, OTCYTCTBYET M crieunuyeckuii 3anax.
B Ky/nbType KOXHbIX (DM6po6s1acToB Obl1 BbISBEH AeheKT OKucne-
HUS n3oneiiunHa.

HapyleHne aKTUBHOCTU pP-KeTOTuosMa3bl 6bl1I0 06HapPYXeHOo Yy
pebeHKa C KeTOTMYECKOW FANUMHEMUER W runepaMMOHueMueld, Ho 6e3
NPU3HaKOB MOTW/IMA/NOHOBOM WA  MPOMUOHOBOW auuaemMmn, XoTA
K/IMHNYECKNE CUMMTOMbI ObIMM TEMW XE, YTO M B MPUBEAEHHbIX [a-
Nlee OByX cnyvasx; Aueta ¢ HU3KMM cogepxaHuem 6enka (1,5 r/kr
B CYTKM) CNoco6CcTBOBasa YAYULEHUIO COCTOSHUS.

3-M'mgpokcn-3-meTunriyrtaposas aumgeMmmsa. JeduunT rugpokcu-
mMeTunrnytTapun-CoA-nnasbl, Katannsupylolein TepMUHasbHble 3Ta-
Nbl katabonmama neiumHa, BbI3bIBAET HaKOMNeHue 3-rmgpokcun-3-me-
TUArNYTapoBOli KMCAOTbl B XUAKOCTSAX opraHusama (cm. puc. 7-6).
MpucTynbl PBOTLI, TMNOIIMKEMUN, TUMOTEH3MW, aumngosa v gerngpa-
Tauun MoryT 6bICTPO MPUBOAMTL K NleTaprun, atakcum u Kome. CUm-
NTOMbl 3a60M1€BAHUA YacTO MPOABAAITCA MNPU UMNTEPKYPPEHTHbIX
WHMEKUMAX, ero Hayasio MOXET MNPUXOAUTLCA Ha MepBble Henenu
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XU3HW, HO MOXeT pasBMTbLCA W B BO3pacte 2 fneT. [unnepammoHwue-
MU, renaToMeranus, HapylweHue (yHKUWi nedeHM MOryT gatb OC-
HOBaHMA AN JIOKHOro AuarHosa cuHapoma Pes. OTCyTCTBYeT KeTo3
(cMm. puc. 7-7), Tak Kak 3-ruapokcu-3-MeTUArnyTapuaoBas KucnoTa
HecnocobHa mnpeBpallaTbCA B aUETOYKCYCHYHO W pP-TUApOKCUMAcns-
HYI0 KWCMOTbl, & KEeTOHOBble Tefna He MOryT 06pa3oBblBaTbCA U3
KaKoro-mmbo MCTOYHMKA, TaK KaK 3-rugpokcu-3-metunrnytapun-CoA
npeacTaBnseT Ccob60M 06MAUraTHbIA MNPOMEXYTOYHbIA MNPOAYKT A5
ux opmmpoBaHus (CM. puc. 7-6). bonblaa KoHUeHTpaumsa 3-rugpo-
KCU-3-MeTU/r1yTapoBOi KUCNOTbl 1 6oflee pPaHHUX MPOMEXYTOUHbIX
mMeTabonnToB KaTabonmsma neiiunHa NoaTBepXKaaeT AuarHos. Jleve-
HVe Mpu OCTPOM Kpu3e BK/IKOYAET B CebA rugpataumio U HasHayeHue
6eH30aTa HaATpPUA B LENAX YMEHbLUEHUSA TuUnepaMmmMOHUEMUN. 3aMeH-
Hble MepesiMBaHUs KPOBM W MNEPUTOHeaslbHbIA Ananu3 MoryT oka-
3aTbCA HEo6XOAMMbIMW NpU  YCYrybneHnm KINHWUYECKOM CUMMTOMa-
TUKW. TIpu OAUTENbHOM BeAEHUM TakKuUX 60/IbHbIX PeKoMeHAayeTcs
OrpaHN4YMUTL MOCTYMNNEHME C MPOAYKTaMM MuUTaHUA 6enka n xupa

MponuoHoBasa auugemmns (Jeduumt nponmoHmN-CoA-kapboKeu-
nasbl). MponnoHoBas KUCIOTa — MPOMEXYTOUHbIA MeTabonuT n3o-
nenuvHa, BasIMHA, TPEOHUHA, METMOHWUHA, XMUPHbIX KWUCNOT C HeuyeT-
HbIM YMC/IOM aTOMOB Yyrfepoga W xofiectepuHa. B Hopwme oHa Kap-
H6oKcnNnpyeTcs 40 MeTUIMaTIOHOBOW KUCAOTbI C Yy4aCTUEM MWTOXOH-
ApvansHoro gepmeHTa nponuoHua-CoA-kapbokcunasbl, 41 KOTOpo-
ro B KauyecTtBe KodpakTopa Tpebyetca 6MOTUMH (CM. puc. 7-6).

KnvuHnyeckmne npoaBaeHNA HecrneumuyuHbl. Y 60MbLINH-
cTBa 0O0J/IbHBIX CUMNTOMbI MOSIBNSAOTCA B TEYEHWE MEPBbIX HECKOJIb-
KVUX Hefesb XWU3HW. HapylleHwe nuTaHus, pBOTa, TMMNOTeH3us, ne-
Taprusa, germgparaumsa v NnpusHaku aumaosa 6bICTPO NPOrpeccupyroT
[0 pasBuUTUA KOMbI W HacTynneHns cMmepTu. Cygoporn oTmevaroTcs
npumepHo y 30% 6onbHbIX geTeil. Ecnn pebeHOK mepexuBaeT nep-
Bbli MPUCTYM, aHaJorM4yHble 3NU304bl MOryT OTMeYaTbCA Ha (oHe
WHTEPKYPPEHTHbIX WHMEKUMA 1M nocne npveMa nuwy ¢ 60MbLwmm
cogepxxaHuem 6enka. Pexe pebeHOK NpuBeKaeT BHMMaHWE Bpadeit
B CBfA3M C YMCTBEHHOW OTCTa/I0CTbiO, HE CONPOBOXAAKLLENCcA OCTpPbl-
MW NPUCTYNamM W KeTO30M. BbIpaXeHHOCTb K/MHUYECKUX MPOSB-
NeHnii MOXeT BapbMpoOBaTb Yy Pa3HbIX YIEHOB CEMbW: Tak, B OHOM
n3 cemein y bpata 3abonesaHue 6blLI0 AMArHOCTUPOBAHO B BO3pacTe
5 neT, B TO Bpemsl KaK y ero 13-neTHeli CecTpbl C TEM XK€ YPOBHEM
Jeduumta nponnoHun-CoA-kapbokcmnasbl CUMNTOMbI  OTCYTCTBO-
Ba/IN.

NNabopaTopHble AaHHble. Y 60/MbLHOrO BbIpaXXeHbl aumaos,
KETO3, HelTponeHus, TPOMOOUUTONEHUS, TMNOrNNKeMns. Yacto oTme-
YaeTcs OT YMEPEHHOW [0 BbIPaXXEHHOW runepaMMoOHMEMUs, YTO 3a-
CTaBNSAET MCKMOUYMNTL AedeKTbl B LMK/IEe MOYEBUHbl. OAHAKO y 60/b-
HbIX C (pepMeHTaTUBHbIMU feeKTaMu UUK/Ia MOYEeBUHbl  06bIYHO
oTcyTCcTBYeT aumao3 (cMm. puc. 7-1). Tvneprivkemuss 4acToO BbISiB-
nsetca y 60MbHbIX C NPOMNMOHOBOM auuaemueir. [MoBbileHNE YPOBHS
rMMuMHa B naasme M Moye orpefenserca Takxke Mpu MeTUsIMasioHo-
BOW, M30Ba/IEPUAHOBON M a-MeTWUIaLeTOyKCYyCHOM aumaemunsax (aegu-
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UMT KeToTmonasbl). O606LEHHO 3T HapyLeHUs OTHOCATCA K KeTon
TUYECKOW TUNEPINIKEMUN. Y 6O/IbHBIX C MPOMUOHOBOIM auuaeMuer
3aMEeTHO MOBbIlWeH YpPOBeHb MNPOMWOHOBOW U METUNIMMOHHOM Kuc-
noTbl (MocnefHAs NpPeanonoXuTenbHO 00pa3yeTcs 3a CYET KOHAEH-
cauumm nponnoHmn-CoA ¢ OKcanyKCyCHOW KWCIOTOW). BbisiBneHue
MeTUAIMMOHHOM KUCNOTbl MMEEeT 0c060e 3HayeHue B AMarHOCTUKE,
TaK KakK B OT/IM4ME OT fieTyuyeil NPOMNMOHOBOM KUCIOTbl METWU/I/IMMOH-
Has KuCnoTa — NPOAYKT CTabubHbIW, He paspyLlualLwmincs npu B3s-
TN W TPaHCNOPTMPOBKE nNpo6. B mMoue 06HapyxmBawT U Apyrue
NpoMeXyTouHble MeTabonuTbl KaTabonuama wu3oneiiumHa, Takue
KaK TUIneBass KWUCNOoTa, TUMMUAMUUUMH W a-MeTuialeToyKCcycHas
KucnoTa.

MponnoHoBY auufemuio cnefyet auddepeHUnposaTb OT Aedu-
unta ronokapbokcmnascmHTeTasbl (CM. Bbiwe). Y 60/bHbIX C NPO-
NVOHOBOW auuaeMuneii, Y4yBCTBUTENbHbIX K OGMOTMHY, KaK 0Ka3aioCb
B nocnegywouiem, 6bi1 gemunT ronokapbokcmnascMHTeTasbl. Y HUX
4acTbl OblIM KOXHblE NPOSABAEHUSA W 3KCKpeums 60MbLIOro Konunye-
CTBa MOJIOYHOW, 3-METW/IKPOTOHOBOW U 3-rMApPOKCUM30Ba/IEPUaHOBOI
KUCNOT Hapagy C 3KCKpeuueld  NpOnMoHOBOM KUCNOTbl. Jeduunt
ronokapbokcnnascMHTeTasbl KOppUrnpyetcs npu nevyeHnn 61MoTUHOM,
N NeyeHble OOMbHbIE COXPAHAKT TOMNEPAHTHOCTb K MPaKTUYecKn
HOpMasibHOMY 06bemy 6enika. OKOHYaTeNbHbIA AMarHo3 MNPOMMOHO-
BOM auugemMmm MOXeT ObITb YCTAHOBJIEH MNOCMe WCCNefoBaHUsA ak-
TMBHOCTU COOTBETCTBYHOLWNX (DEPMEHTOB B feMKoUMTaxX U KynbType
thnbpobnacTos.

NeueHue npu ocTpbiXx NpuUcTynax 06bIYHO COCTOUT B MpoOBe-
[JeHUN NepuUTOHeaslbHOro WM remoavanusa ANs yaaneHus ammuaka
N ApYrnx TOKCUMYECKMX MNPOAYKTOB. CnefyeT TakXe MNPUMEHATb WU
Apyrve crocobbl YyCWIeHUs BbiBeAeHWS aMmuaka nodykamu (6eH3oaT
n ap.). Heob6xoaMMo 3SHEPrMYHO KOppuUrnposatb Aerngpatauuio 1
aumgos. Ana MUHUMM3aUUKM KaTabo/IM4ecKoro COCTOSIHUA Heobxoau-
MO BBECTM aleKBATHOE KOMMYECTBO Ka/lOpuUid MpY MUHUMATIbHOM
konuyectee 6enka (0,25—0,5 r/Kr B CyTKM) BHYTPUBEHHO WM Ye-
pe3 enypouHblii 30H4. HecmMoTps Ha TO 4TO 60MbHbIE C UCTUHHOW
NPONWOHOBOK auugemMnein peako pearvpyloT Ha OMOTWH, ero crnegyer
Ha3HauuTb No 10 Mr/cyT B Nepuoj HavyasibHOro MpuUcTyna, a JieyeHue
Heo6XxoAMMO MNPOAO/DKUTL [0 YCTaHOBNIEHWS OKOHYATENIbHOro Au-
arHosa.

[nnTenbHoe fneyeHne NPOBOAUTCHA Ha OCHOBE HWU3KOGENKOBOWN AW-
etbl (0,5—15 r/kr B cyTKku). TpebyeTcsa TwlaTe/NlbHOE MOHUTOPHOE
HabnaeHe 3a pocTOM pebeHKa M BUOXMMUYECKMMW napameTpamu.
Mpu cTpeccoBbiX CUTyauusXx, KOTOpble MOryT CMpPOBOLMPOBaTb OCT-
pbii npucTyn (Hanpumep, WHQekumn), TpebyeTcA 3HEPruyHOE U
BCECTOPOHHEE JleyeHue.

OTAaneHHbI NPOrHO3 coMHUTeNeH. CMepTb MOXET HacTynuTb
B Mepuof OcTporo npuctyna B Nw60oM Bo3pacTe. BO3MOXHO Hop-
Ma/lbHOe MCMXOMOTOPHOE pa3BUTME, HO Yy 6GOMbLUMHCTBA AeTel BbIsB-
NAITCA OMNpefenieHHble MPOSBAIEHNS €ro CTOMKOro OTCTaBaHMs.

UacToTa nNpoONUOHOBOW  auMgemMmm C ayTOCOMHO-PeLecCMBHbIM
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-HacnefoBaHMeM HensBecTHa. [peHaTanbHbI AMAarHO3  BO3MOXEH
npu uccnegoBaHUN (hepMeHTAaTMBHOM akTMBHOCTU Ky/bTypbl KNETOK
aMHUOTUYECKOWN XNOKOCTU.

MeTunmanoHoBas aumgemuns. MeTU/IManoHOBasA KUCM0Ta, CTPYK-
TYPHbIA M30MEp SHTAapHOW KWUCNOTbl, B HOpMe 06pa3yeTcs U3 npo-
MMNOHOBOM KWUCNOTbl KakK 4acTb KaTabo/iMuyeckoro nyTn WN30nenumHa,
Ba/IMHA, TPEOHMHA, METUOHWHA U XUPHbIX KUCMNOT C HEYETHbIM 4uC-
Jiom atoMoB yrnepoga. CywecTBYylOT ABa (DepMeHTa, MPUHUMAIOLWMX
yyacTue B MpeBpaLlleHUN MeTUIMaIOHOBOW KUC0Tbl B SHTapHYIO:
MeTunmanoHun-CoA-pauemasa v metunmanoHun-CoA-myrtasa. [llo-
cnefHuii (epmMeHT UCMONb3yeT B KayecTBe KohepMeHTa afeHOo3W/-
kobanamuH, meTabonuT BuTammHa BJ2 (cm. puc. 7-6). Oedumunt
MyTasbl WM ee KoepMeHTa MNPMBOAUT K HaKOMIEHUIO MeTuMaso-
HOBOW KWUCMOTbl U ee MpeAlecTBEHHUKOB B XWUAKOCTAX OpraHu3ma.
Jednumt pauemasbl 40 HACTOAWEr0 BPEMEHW OKOH4YaTe/lbHO He-
naeHTUpUUMpoBaH. Mocne nonagaHWA B KNETKY BUTamMuH Bi2 wnn
KobanaMuH, npeteprnesaeT (epMEHTATMBHYHO aKTUBaUMio C npespa-
lWeHnemM B ABa KoepMmeHTa: afeHo3unkobanamuH 1 MeTunkobana-
MUH. MepBblii NpeacTaBnseT coboi KohepmeHT MeTuManoHunn-CoA-
MyTasy, a nocnegHuini — KopepMeHT AN pemMeTUINPOBaHUA [OMO-
UUCTUHA B METMOHWMH (CM. puc. 7-4). PasnnyaloT Mo KpaliHein mepe
LIECTb TeHeTUYeCKM pPas3NNYHbIX Ae(eKTOB, KOTOpble MOryT MpuUBO-
OWTb K METUIMa/IOHOBOM aumfemuun. lBa 13 HUX 3aTparusaioT 6e-
NoK MyTasbl (anoepmMeHT) KaK TakoBOi. 3Tu AedekTbl 0603Haua-
0T mut®, YTO 03Ha4yaeT OTCyTCTBME (PEPMEHTATUBHON aKTMBHOCTMW, W
mut-, 4TO yKa3blBaeT Ha 4aCTMYHOe OTCYTCTBME anoepmeHTa My-
Tasbl. [lpyrve uyeTblpe fehekTa HaxoAATCA Ha NyTU  akTMBauum
KobanammHa n o6o3HauvarTca cblA, cbIB, cbIC, cblD; nepsble aga
JethekTa MNpuBOAAT K AedhuumnTy ageHo3unkobanamuHa, B TO Bpems
Kak npu opmax cblC n cblD HapylwaeTca Kak CUHTE3 afeHO03WU/-
KobanamumHa, Tak M MeTuaKobaramuHa. Y 60/bHbIX C BapMaHTamu
mut® n mut-, cblA n cblB oTmevyaloTca CXOAHble K/IMHUYECKME W
nabopaTopHble Mpu3HakW. Y 60fbHbIX ¢ dopmamu cblC un cbID
MeHee BbIpaXKeHbl KIWHUYECKME MPOSABIEHUS, YeM MNpU ApYyrux Tu-
nax, My HUX OTMeYyaeTcs FOMOUMCTUHYPUS Hapsgy ¢ MeTUIManoHo-
BOM auugemwueri. Hambonee yact BapuaHT mutO

KnnHnueckne npoasneHma mutQ mut-, cblA, cbiB
CXOA4Hbl C TakoBbIMW MNPV MPOMMOHOBON aumgemmun. OpgHako npu
MEeTWU/IMANOHOBON auuaeMnn 3HaunTesIbHO Yalle, 4Yem Mpy MNpPonmo-
HOBOW, Yy HOBOPOXAEHHbIX BCTPEYalTCA (yNbMUHAHTHblEe (OPMbI,
NpuMBOAALLME K BbIpaXXEHHOMY KeTO03y, aumgosy, rmnepamMmMOoHUEMHMN,
NMaHUUTONEHUN, KOME W fIeTa/IbHOMY MCX04Y. TAXECTb KAMHUYECKMX
NposiBNeHW I BapbUpyeT, a Y HEKOTOPbIX 60/bHbIX CUMMATOMAaTUKa
OTCYTCTBOBa/Ia. VX BbIABAANN MO JaHHbIM CKPUHWHIa HOBOPOXAEH-
HbIX. 3TU [eTU He pearvpoBa/iM Ha JileYeHWe BUTaMUHOM BJ2 6binn
TONepaHTHbl K 0ObIYHOW [MeTe, UX YMCTBEHHOE pa3BUTME HE OT/U-
Yyanocb OT HOPMbl: Y ABYX W3 HUX Obl1  BbiSIBAEH AepuuUUT ano-
(hepmeHTa MyTasbl (BapuaHT mut).

NabopaTopHble faHHble BKIO4YalT B cebA KeTo3, auu-
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[03, aHEMMIO, HeNTPONeHnto, TPEeMOOAUTOMNEHWUIO, TUNEPIINKEMUIO H
60NbLIOE KOMYECTBO METW/IMA/IOHOBOM KWUCIOTbI B XXUAKOCTAX Op-
raHunama. B Moue Takxke 0OHapyXuBaivMCb MNPONUOHOBas KuUcaoTa
n ee MeTabonuTbl: 3-rMAPOKCMNPONMOHOBAS U METU/IMMOHHAsA Ku-
CNoThl.

Y 60/bHbIX C METU/IMA/IOHOBOW auVAEMMEN U TOMOUUCTUHYPUEN
(BapuaHTbl cbIC u cbIlD) 06bIYHO OTMevalOT OTcTaBaHWe (u3nyec-
KOFO M YMCTBEHHOrO pasBMTUSA, CyLOPOrn, MeranobnacTnyeckyto
aHEMUIO B TeYeHWe MNepPBbIX HECKOSMIbKUX MECALEB XU3HU. Y 3TuX
[JeTeil KOHUEHTpaumMs MeTU/IMaNOHOBOW KUCAOTbl B XWAKOCTAX Op-
raHusma Hwke, 4em npu apyrux opmax sabonesaHus. FomoumncTu-
Hypua Takxke MeHee BblpaXkeHa, Yem Yy O60/bHbIX C Ae@UUUTOM LK-
CTaTMOHCMHTeTa3bl. BcTpevatoTca nuua Gonee crapllero Bo3pacta
C OeMeHUMel, MruenonaTtvein U HapyLUeHUsMU pedn.

Y 60nbHbIX C deduumToM BuUTamuHa B[2 B nuvwe wam oTcyTCT-
BMEM BHYTPEHHEro (akTopa TakXXe BbISBAAETCA NPOAYKUUS 60Nb-
LLIOFO KO/INYEeCTBa METWU/IM&/IOHOBOM KUCNOTbl M FOMOUUCTENHA B AO-
nosiHeHVe K MerasiobnacTuyeckon aHemMumm.

NNeyeHune 6OMbHbIX METUIMAIOHOBOW aLuaemMuen cCXofHO C Ta-
KOBbIM NPV NPOMNMOHOBOI aumgemmn (CM. Bbllle), 3a WCKIHYEHMEM
TOro, YToO BMeCTO OMOTMHA MWCMOMb3YT 60MblUME [03bl BUTAMUHA
Bx2 (1 mr/cyT). HecmoTpa Ha TO u4TO GOMbLWIMHCTBO 6GOMbHbLIX C
JetmumTom anoepmMeHTa MyTasbl He pearvpyloT Ha BuTamMuvH B 12
BCeX BO/bHbIX CleAyeT NOMbITATLCA JIEUUTb WM.

OThaneHHbIi NPOrHO3 3aBMCUT OT Tuna (hepMeHTHOro AedekTa.
Oco6eHHO HebnaronpuATeH MNPOrHO3 npu AeduunTe anodepmeHTa
mMyTasbl (mutO m mut-).

3abonesaHne HacnegyeTcs MO ayTOCOMHO-PELLECCMBHOMY TuUMy
C pacnpocTpaHeHHOCTbo 0Kosio 1:60 000. lMpeHaTasnbHbIA AMarHo3
BO3MOXEH Npu onpegeneHnn gepmeHTa MyTasbl B Ky/bType amHu-
OTUYECKNX KNETOK.

FANLYH

FMUMH He OTHOCUTCA K He3aMeHVMbIM aMWHOKMCNOTaM W CUH-
Te3npyeTca rNaBHbIM 06pa3oM U3 cepuHa M TpPeoHuMHa. OCHOBHOV
kaTabonuyecknin nyTb TpebyeT CMNOXHOM (DEPMEHTHOW  CUCTEMBI
paclienneHma ranumHa gas OTWEenneHUss nepBoro YriepogHoro aro-
Ma FAMUMHA W NpeBpalleHUs ero B ABYOKMUCb yrfiepoga. Brtopoli
atoMm yrnepoja nepeHocutca Ha TeTparugpogonatr (Trd) c obpa-
30BaHMEM rMAPOKCMMeTUATeTparngpogonara, Kotopblii 1mbo pearu-
pyeT Cc ApYroi MOnekynow ravumHa c obpas3oBaHveMm cepuHa (puc.
7-8), nnbo ob6pasyeTca MeTuUATETparMapodonart, KOTOPbIA CAYXUT
[OHATOPOM MeTa/IbHbIX TPynn A7 MHOrMX peakuuii B OpraHmame
(cm. puc. 7-4).

MMneprauuuHemMums. Y 60/bHbIX C Pa3IMYHbIMW BapuMaHTaMu Ha-
pyweHunii obMeHa BeLLeCTB MOBbIWEH YPOBEHb [MMLMHA B XMWAKO-
CTAX opraHuM3Ma. K TakMm BapvaHTaM HapylleHus obmeHa BeLLecTB
OTHOCATCA MpPOMMOHOBas, MeTWU/IMa/IOHOBas W  M30BasiepnaHoBas
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Puc. 7-8. MyTn meTabonmama ravuuHa.

aumaeMmm 1M ge@uunT KeToTMonasbl. ITW HapyleHuUs nony4ywnu
00600LLeHHOe Ha3BaHMe KeTOTMYECKOW rmneprinuuHemMmun, Tak Kak npu
HUX OTMEYarTCA MPUCTYNbl BbIPAXXEHHOro auuaosa u Ketosa. MNato-
reHe3 ruvneprivuMHEMUM MPU 3TUX HapPYLUeHMAX OKOHYaTeslbHO He
N3yyeH, OAHaKO 6blI0 YCTAHOBMEHO, YTO Yy 4acTu O6O0MbHbIX pas-
NIVYHBIMU  OPraHUYeCKMMU  KUCNOTaMU  UHIMbupyeTcs (epmMeHTHas
cucTeMa, ydyacTBylolwas B pacllensieHUn ravumHa. TepMUH  «Heke-
TOTUYECKAA TUMEPTNLMHEMUA» COXPaHAETCA 3a TeMWU KIVMHUYECKUMU
COCTOSAHUSAAMMW, KOTOpble BbI3BaHbl FEHEeTUYeCKMM [e(heKTOM B CUCTe-
Me (epMeHTATUBHOrO pacwenneHna ravuuHa (cm. puc. 7-8). TMpu
3TOM TUNEPTVLUMHEMUA HE CONPOBOXAeTCH KEeTO30M.

He keToTmnueckasa runepravmuunHemmsa. B 60abWNH-
CTBe C/lyyaeB MNPU3HaKM 6O0Me3HN MOABMAAKTCA B TeyeHWe MnepBbiX
HECKOMIbKNX AHEeN XWU3HU. Takme KIAMHWYECKUEe CUMMNTOMbI, KakK Ha-
pyLWeHne KOPM/IEHWUSA, 3aTPyLHEHUA NpU cocaHUW, fleTaprua MoryT
nporpeccupoBaTb AOCTATOYHO ObICTPO A0 PasBUTUSA r/1y6GOKOW KOMBbI.
K yacTblM cumnTOMam OTHOCATCS CyLOPOru, OCOGEHHO MUOKJIOHWUYe-
CKMe, N MKOTa. 3TO HapylweHune obmeHa BelecTB 0ObIYHO HecoBMe-
CTUMO C >XM3HbIO; TepaneBTMYEeCKMe MeponpuATUS MOryT Bbi3BaTb
NWb npexogsulee ynydlleHWe cocTosHusA. Coobuianocb Takxke 0
6onee cTepTbix hopMax 3abosieBaHUSA, NPU KOTOPbIX YaCTbIMW CUMII-
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TOMamu OblIM YMCTBEHHasA OTCTa/I0CTh, CyAOPOrM M CNacTUYHOCTb.
B 0ofgHOM ceMbe MOXET BbISBASATbCA TFeTEPOreHHOCTb TSHKECTU K/u-
HUYECKMX MPOSBNEHWI 3aboneBaHus.

NabopaTopHble AaHHble CBUAETENLCTBYIOT O runepriu-
UVMHEMUN U TUNEPTNVULUNHYPUN OT YMEPEHHbIX [0 BbIPaXEHHbIX, a
TakXe O MOBbILWEHUN YPOBHS F/IMUMHA B CMMHHOMO3r0BOM XXUAKOCTMW.
B uenax guddepeHuManbHOM ANArHOCTUKM HEKETOTMYECKOM runep-
rMALMHEMUN U ee ApYruxX (POpM MOXHO WCNONb30BaTb OnpeaesieHue
COOTHOLLEHMS KOHLEHTpauMn ranuuHa B CMMHHOMO3IOBOM XXUAKOCTH
C ero KOHUEHTpauuvei B KPOBU: MPW HEKETOTUYECKOW (HOpPME OHO
BeNMKo. KoHUeHTpaumsa cepuHa B nnasme 06bl4HO Hebonblias, pH
CbIBOPOTKM HaxoAuTcA 0ObIYHO B Mpegenax HoOpMmbl.  PasninyHbie
aMWUHOKUC/IOTHbIE HAarpy3ouHble TeCTbl, UCMOMNb3yeMble A1 BbIsB/IE-
HUA XapaKTepa HapyLlleHMWi, 06blMHO OKa3bliBalTCA MNpu 3TOM 3ab60-
NIeBaHMMN HEMH(OPMATUBHbLIMKW, 32 WUCK/HOYEHUEM TOro, 4To y 60/b-
LWUMHCTBa [eTeil pas3BMBaeTCA rnybokas KoMa Mnocfe Harpysku Ba-
NMHOM. B cBAA3M ¢ 3Tum He cregyeT npuberatb K MOMOLWM 3TOrO
TecTa.

d(pheKTUBHOE JfledyeHMe He pa3paboTaHOo. 3aMeHHble Mepennsa-
HUA KPOBW, OrpaHMYyeHMs Mpuema rvuMHa € MNuWei, HasHauvyeHue
6eH30aTa HaTpus WM Qonarta He MeHANM XapakTepa HeBpPOsOru-
YECKUX M3MeHeHMI. Vcnonb3oBannchk fIEKapcTBEHHbIE CpeacTBa, npe-
NATCTBYIOLLME B/IUAHUIO TALUUHA HA HEPBHble KNeTKU (CTPUXHUH U
Awnasernam); Npu 3TOM 3PGEKT HacTyrmaa y HEKOTOpbIX 6O0/bHbIX C
nerkumun copmamm 3abonesBaHus.

HekeToTuueckaa runeprivumMHeEMUss Hac/efyeTca Mo ayTOCOMHO-
peLeccMBHOMY Tuny u 60see BCEro pacnpocTpaHeHa B PUHNAHAMWN.
WccnepgoBaHme (hepMEHTHOM CUCTEMbI BO3MOXKHO B Mpenapartax, Mno-
JNIyYeHHbIX U3 Me4YeHN WU TOSI0OBHOro Mo3sra. lpeHaTanbHaa Awuar-
HOCTMKA [0CTUraeTcs orpefesieHVeM YPOBHS [/IMUMHA W CepuHa B
aMHMOTMYECKON XXMAKOCTMU.

Capko3nHemus. [loBbIWEHHbIA ypoBeHb capko3unHa (N-meTtun-
rMUMH) OTMeYalM KakK B KPOBW, TaK M B MO4Ye, HO MNOCTOSHHas,
XapakTepHas KIuHW4Yeckas KapTuHa, OTHOCAWasAcs K 3TOMy MeTa-
6onmueckomy pgedekTy, He Obina onucaHa. [Mo-Bugumomy, pedekT
HacnefyeTcsl Mo peLeccCUBHOMY TWUMy U 3aTparuBaeT (PYHKUWUIO cap-
KO3MHAeruaporeHasbl, epMeHTa, NnpespallaroLllero capkosvH B n-
umH (cm. puc. 7-8).

D-InuuepuHoBasa auugemMus. YMCTBEHHas OTCTa/loCTb accouuu-
poBasiacb C 3KCKpeuueid aHOMasibHOro kKoawuuvectsa D -ravuepuHoBoi
KNUCMOTbI, OBbIYHBIM KOMMYECTBOM LLABESIEBOA KMWCIOTbI, HEKETOTUYE-
CKOW TrAnumMHemuneri 6e3 auymgosa. Mpu aTom 3a60/1eBaHUM He U3Me-
HSAETCA YpPOBeHb [/IMUMHAa B MNjasMe W OTCYTCTBYET MepcucTupyto-
Unin meTabonuyeckmini aumpo3. BoamoxkeH 650K D -ravyeparkuHasbl
(cm. puc. 7-8), npy KOTOpPOM [/iMUepaT He MOXEeT MpeBpawaTbcs
B 2-hocho-O-rnnuepar.

TpumeTunamuHypusa. TpumeTunaMmH B HOpMe 06pasyeTcA B Ku-
LWeYHMKe B pe3ynbTaTe pacllensieHUs 6akTepusMu MNULLEBOrO0 XO-
NIMHa 1 OKcuga TpumeTuaamMuHa. fila 1 neyveHb CAy)XXaT OCHOBHbIM

& 131



WCTOYHMKOM XO/IMHE, & Pbl6a — OCHOBHbIM MCTOYHWKOM OKCMAa Tpu-
MeTunammnHa. Mpogyumnmpyemblii Takmm 06pasom TpUMeTUNamuH ab-
copbupyeTca M OKUCASEeTCA B MEYEHU TPUMeTUNaMUHOKCUAA30l [0
okcuga TpuUMEeTUNIamMuHa, He WMelLWero 3anaxa, M BbIBOAMTCA C
Mouyoi. [edunumT epmeHTa NPUBOAMT K MACCMBHOM 3KCKpeLun
TpyMeTUNammHa ¢ Mo4oi. CoobLLanocb 0 HECKONbKMX 6GOMbHBIX, Y
KOTOpbIX 3aboneeBaHwe npoTekasio 6eccumnTomMHo. OT Tena 60/b-
HOFO WCXOAUT HEMpPUATHbLIA 3anax, HarmnoOMMHaWMA 3anax FHWIONM
pbibbl. OrpaHM4YeHue MOTPe6AeHUA pbibbl, AWL, MEYEHU W APYTrUX
WCTOYHMKOB XONMHA (TakMX KaK Opexu W Kpymnbl) CnocobcTByeT
3HaUNTENIbHOMY YMEHbLUEHUIO 3TOr0 3amnaxa.

CAVUMHYPUS N TANKOTANUMHYPUSA. 3TO pasfinyHble BUAbl MoYeu-
HOM KaHanbLeBOW AMCHYHKLUMW. [NNUUHYPUA COMPOBOXAAET TakXkKe
NPOSIMHEMUIO N NPOJSIMHYPUIO, NMOCKO/IbKY KPOME Crneunpuyeckoin mno-
YEYHOW TPaHCMOPTHOW CUCTEMbl AN FAMUMHA CyllecTByeT U o6uias
TpaHcnopTHas cuctema A/ NPoJvMHa, TMAPOKCUMNPONNHA U TANLMHA.

MMnepokcanlypmss 1 okcano3. B Hopme wasenesas kucnorta 06-
pa3yeTca rnaBHbIM 06pasom 3a CYeT OKUC/EHWS T[NLMHA 4epes
r/IMOKCUIOBYID KUCIOTY (CM. puc. 7-8) M B MeHblUel CTeneHn B
pe3yfibTaTe OKWUCNEHMSA acKOpOMHOBOM KMCNOTbl. MNpoayKThl, cogep-
Xalive LWaBesieByl0 KWUCNOTY, Hanpumep LUNMHAT, PeBeHb, ClyXaT
BaXKHelWMMM ee ucTouHuKamu. LlaBeneBas kucnota [Janee He
MeTabonmM3npyeTcs B OpraHM3Me YesioBeka M BbIBOAUTCHA C MOYOMN.

BTopnuyHaa rmnepokKcanypus BCTPeYyaeTcsa Mpu MHO-
rMx NPUOBPETEHHbIX COCTOAHMAX, TaKUX Kak AeuunT nNMpULOKCUHA,
OTpaBfieHne 3ITUMEHTNNKONEM, npueMm 6Gonbwunx 03 BuTamuHa C.
MepBUYHAA TUNEPOKCA/TYPUS OTHOCUTCA K PEeAKMM [EeHETUYECKUM
3aboneBaHMAM, NpU KOTOPOM B OpraHM3mMe HakanavBaeTcs 60/bLuoe
KO/IMYecTBO oOKcanaToB. OT/OXeHMe oKcanaTa Kaibuusa B NapeH-
XMMATO3HbIX OpraHax Mosly4ynno Ha3BaHWe OKCasno3a.

Fmnepokcanypuna | Tuna. 3TO0 Haubonee 4yactasa ¢opma
NepBMYHON TUNepoKcanypmum, HO BOOOLe 3aboneBaHne pefkoe, Bbl-
3BaHHOE Ae(MuUUTOM a-KeTorayTapaTtrinokcmnarkapbonurasbl, npe-
BpaLlaloLleli rMMOKCUNOBYIO KUCIOTY B a-rmapoKCU-p-KeToagmnmHo
BYIO KWUCMOTY; Hacnegyetcs OHO MO ayTOCOMHO-PeLeccMBHOMY Tuny
(cm. puc. 7-8).

Y 60nbWNHCTBA OOMbHbLIX KAVMHWYECKas CMMMTOMATMKa MOSBASA
eTca o Bo3pacta 5 neT. BHauane oHa cBfi3aHa C KaMHSMW B MOY-
Kax W He(poKaibLMHO30M. [loyeyHas Konvka M 6eccMMNTOMHas
remMatypus NpuBOAAT K MOCTENEHHOMY HapPYLUEHWIO MOYEeYHOW (YHK-
LUK, 4TO NPOABASETCHA HapyleHWem pocTa U ypemueld. BonbLUMHCT-
BO 60/bHbIX yMUpalT B Bo3pacTe 0 20 neT BCAeACTBME MNOYEUHONA
HefoCTaTOYHOCTU. PefKMM MposiBNieHMeM 3ab0neBaHUs MOXeT Cry-
XXWUTb OCTPbIA apTPUT, KOTOPbIA MOXET OblTb HEMpaBW/ILHO pacLe-
HeH KakK nposiBfieHWe nofarpbl, NMOCKO/MbKY Y 60MbHbIX C FUNEpPOK-
canypueii | Tuna 06bIYHO MOBbIWEH YPOBEHb MOYEBOW KUCMOTHI.
M3BecTHbI Takxe Mo3gHWe ¢opMbl 3aboneBaHUs, MPoOABASAOLWMECS
Yy B3POC/IbIX.

NeyeHve 06bIMHO Mano3a(@PeKTUBHO. Y HEKOTOpbIX  B6ONbHbIX
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CHWKEHME IKCKPELMM OKCanaTOB C MOYO/ [OCTUraeTcs HasHauyeHnem
60nbWNX 003 NUPUAOKCMHA. TpaHcnaaHTauus MnoYeKk Mpyv NOYeyHON
He0CTaTOYHOCTM He U3MeHSsieT ncxof 3aboneBaHus, Tak Kak B 60/b-
LUMHCTBE C/NlyyaeB OKCasio3 rnopaxasa W  TpaHCMIaHTUPOBAHHYHO
MOYKY.

Fmnepokcanypwua Il Tuna. 3TOoT BapuaHT 06YyCNOBMeH [e-
hvunToMm AermvaporeHasbl D-rnvuepvHOBOA KUCAOTbI, TOrO XXe dep-
MeHTa, KOTOpbIA MnpeBpaliaeT rMOKCUIOBYKD KWUCNOTY B [IMKONe-
BYl0. [pn OTCYTCTBUM 3TOr0 (hepMeHTa TUAPOKCUNUPYBAT (KETOKU-
cfoTa cepuHa) BOCCTaHaBNMBaeTcs A0 L-rnvuepmHOBO KUCNOTbI
npu yyacTum naktatgermaporeHasbl. KnvHWueckn 3Tu 60MbHble He-
OT/IMYMMbI OT 6OMbHBLIX C runepokcanypueli | Tuna, 3a WCKIOYEHU-
eM TOro, YTo MnoyeyHas HefOCTATOYHOCTbL npu Il Tune He oTMmeuva-
nacb; y 60nbHbIX €O |l TUNOM 3KCKpeTUpytoTcA 6onblune Konmde-
cTBa C MO4YOl L-rAMUEpUMHOBO  KUC/IOTbl Hapsgy C LaBesieBoiA.
Y 300poBbIX B Moye L-ravuepuHoBas Kucaota OTcyTcTByeT. Kak
nosiaratoT, MpUUYMHA TUMEPOKCaNypun  3aK/i0YaeTcss B YCUIEHHOM
NpeBpaLleHn TIMOKCUMIOHOBOM KMCAOTbl (CcMm. puc. 7-8).

CEPVH

dTaHONaMMHO3. JTOT BUA HapylleHUss O6MeHa BeLLecTB BCTpe-
YyaeTcs y 60/IbHbIX C KapAuoMeranuveid, TMNoTeH3nen, LiepebpasibHbl-
MU ANCHYHKUNAMU U KITMHUYECKUMWN MPU3HaKamu, KOTopble 06bIYHO
accounmpytoTcs ¢ 60M1e3HbI0 HakonneHus rnukoreHa Il Tuna. bonb-
Hble yMuUpanu B Bo3pacTe A0 2 fIeT. Y HUX BO MHOMUX TKaHAX CO-
gepxancsa PAS-nonoXuTenbHbIA MaTepuan, OKpawmBarwLwmniica u
KapMuHOM bBecTa. KonnYyecTBO rNMKOreHa B MeyeHU U cepjue 6biio
B npefenax HOPMbl, KaK U aKTUBHOCTb BCeX (PEPMEHTOB, CBA3aHHbIX
C Tr/IMKOreHosamu, nunugosamym WM MyKonosimcaxapuaosamu.
B 60nblWMX KOMMYeCcTBaxX 3TaHONAMWH O6HapyXuBa/in B MeYEHU U
MOYe W He BbIAB/IA/IM B CbiBOPOTKe. OTMevanocb 70% CHuXeHue
aKTVBHOCTU 3TaHO/IaMUHKUHa3bl (CM. puc. 7-8) B nedeHW. HecmoTps
Ha TO 4TO ObLIO NOCTYNMPOBaHO, YTO 3aboneBaHWe nNpeacTaBNAET
coboii getheKT cuHTEe3a (ochaTnannaTaHoNaMMHa, 3TO HapylleHue
o6MeHa BELLECTB MOXET MPeAcTaBAsATb CO60IM HOBbIA TN noaumep-
HO 60/1E3HN HaKOMEHWS.

TPEOHVH

TpeoHVHeMUsl. TPEOHWH OTHOCUTCA K He3aMeHUMbIM aMUHOKKUC-
notam. OH MOXeT [e3aMUHUPOBATbLCS A0 a-KeTOMAacnsiHOW Kucio-
Tbl WM pacnajaTbCs [0 SAHTAPHOW KUCMNOTbl 4epe3 0b6pa3oBaHue
NPONMOHOBON KWCNOTbl. C BbIP@XEHHbLIM MOBbILIEHWEM YPOBHS Tpe-
OHMHA B MOYe M KpoBU (0 KOMMYECTBa, MPEBLILIAKLIEIO HOPMY
B 13 pa3 B CbIBOPOTKE) OblN CBA3aHbl 3NN304MYECKMEe CyAoporv u
oTCTaBaHMe pa3BUTUA. Y poguTeniel 60/IbHOro0 8-mMecsyHoro peb6eH-
Ka YpOBEHb TPeOHMHA B CbIBOPOTKE Obl1 B npegenax Hopmbl. Jlo-
Kanusauma gepMeHTHOro 6/10ka He yCTaHOBMEHa.
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MNPOIMH N TMAPOKCUMPOIVH

MPOAMH 1 rMAPOKCMNPOAUH B H6ONBbLUOM KO/IMYECTBE COAepXKaTcs
B KonnareHe. Hn ogHa v3 aTMX aMMHOKMCAOT B HOpME B CBOGOAHOM
BWAE B MOYe He OnNpefensieTcs, 3a WUCK/OYEHMEM Mepuofa paHHero
BO3pacTa. JKCKpeLns CBA3AHHOI0 rMAPOKCUNpPonvHa (Aunentuibl v
TpUNENTUAbl, COAepXXawme TUAPOKCMNPOMH) OTpaxaeT npouecc
pecMHTe3a KonnareHa v yBenmumBaeTcs Mpv 3abosieBaHMAX, CONpPO-
BOXAAKLLMXCA YCKOPEHHbIM PECMHTE30M KOJiiareHa, Hanpumep npu
paxuTe wM runepnapaTvpeose.

MponvHemunsa. M3BeCcTHO ABa Tuna MNPOAUHEMUW, MPU KOTOPbIX
N36bITOYHOE KOMMYECTBO MPOSMHA OOHapYXMBaeTCAa KakK B KpPOBW,
Tak n B Moye. B n3BbITOYHOM KOSIMYECTBE C MOYOIM IKCKPETUPYHOTCA
rMAPOKCUMNPONNH W IUUMH  BCNEACTBME  WHIMOMPOBaHUS 06Liero
KaHanbLeBOro MexaHusma peabcopbumn. Mpu | Tune nponvHemun
(hepMeHTHbIV AedeKT 3aTparveBaeT nponuHokcugasy (puc. 7-9). Mpwu
|Il Tune, Kak npegnonarawT, AeeKT 3aTparnBaeT (PepMeHT Ha cne-
Jylouem atane — germaporeHasy, Tak Kak B W36bITOYHOM Konuye-
CTBE HaKanaMBatoTCA NUPPONMAMHKAPOOKCUIoBas Kucnota U npo-
NVH. Tun | cBA3aH C YMEPEHHO BbIPaKEHHOM YMCTBEHHOl oTcTa-
NI0CTbIO, MOYEYHOW NaTOMOrMen, HEeMpOreHHOM rAyxoTon n (OoTOreH-
Hol anwunencuei, |l Tun 6blT NepBOHaYasbHO BbISIBNEH Yy pebeHKka
C YMEPEHHO BbIPaXKEHHOW YMCTBEHHOWM OTCTa/OCTbHO.

B HacToslee Bpems MHOrue 60/bHble CTPadalT TeEM U APYrUMm
TUNOM MPO/IMHEMUMW, NpOTeKawweid  6eccuMnTOMHO.  MOCKOMbKY
NPOSIMHEMMIO Y HUX OGHApPY>XWBAKT CNyvariHO, AneToTepanuns Mo-
XeT ObITb He MoKasaHa.

MmapokcunponnHemus. C yBeUYEHHbIM COAEPXKAHMEM TUAPOK-
CUMNPONINHA B CbIBOPOTKE M MoYe Oblna ConpshkeHa yMCTBEHHas OT-
CTasl0CTb. B oT/AMumMe OT nponnHemMnn Npv TUAPOKCUMPOSIMHEMUN He
onpegensieTcs M36bITOYHOM 3KCKPELUM C MOYOW NPOSMHA WU FAnUn-
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L J-COOH- Y 1-COOH §
N N cH2
Mponunemns I HE-NH
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Mponuu A -MNupponuu- FnytamuHoBas
5-Hap6oHcunoeas Hucnota
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i
H2N—CHj -CH~-CH — oH—cooH
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o gy L) &g . b0
- Y /-COOH-
N N AooH COOH

H 'nppoHcn-

MmgpokemnponvH L nponuHemms A'-Mupponu- MunposuHorpagHas nuoHcunosas
3*I'l/l,quHCVI— HucnoTta Hucnorta
5-kap6oHcuno-

Bas Hucnota

Puc. 7-9. NyTn mMeTabonmsma aMUHOKMCAOT.
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Ha, VMelLWwmnx O6WNiA TpaHCMOPTHbIM MexaHn3M. [edekT 3aTparu-
BaeT TMAPOKCUMPONNHOKCMAA3y (CM. puc. 7-9), KOoTopas OT/IMYHa
OT COOTBETCTBYIOLLEro (hepmeHTa, AENCTBYHOWEro Ha nponuvH. MNpej-
nonaraeTcs, 4TOo 3aboneBaHMe HacnefyeTcs MO ayTOCOMHO-peLec-
CMBHOMY Tuny. BblnM onucaHbl 340pOBble B3pOC/ble CUBANHIK 6OSb-
HbIX AeTel, cTpajatolwme rmapoKCMNPoNNHeMmen.

CemMeliHaa VIMUHOMANUMHYPUSA. 3TOT 6EeCCUMNTOMHbIV — AedekT
noyeyHol KaHanbLeBOl peabcopbumn NponMHa HacnegyeTcs Mo
ayTOCOMHO-peLeccMBHOMY Tuny. [MOCKONbKY MPOAWH, MAPOKCUMPO-
NMH W TAAUMH TPaHCNOPTUPYHOTCA C MOMOLLbIO eAMHOro ANns  HUX
MexaHn3ma, Yy 60MbHbIX C CEMENHO MMWHOTIMLMHYPUER B 6O/bLLOM
KOMINYecTBe 3KCKPETUPYIOTCA ABe ApYrve aMUHOKMUCAOTbl. KOHUEHT-
pauus  3TMX aMUHOKMCNOT B CbIBOPOTKE HaxoguTca B npegenax
HOPMbI. ¥ MHOIMX 60/IbHbIX C 3TOW NaToNOrveil HapyleH KULIEYHbIN
TPaHCNOPT MPOJINHA, & Y HEeKOTOPbIX MOXeT OTMeyaTbCA YMCTBEH-
Haa oTcTanocTb. [1pn ocyllecTBeHUM MporpamMmMmbl CKpUHUHIa y 15
13 200 000 peTeil BbIABASIOT MEPCUCTUPYHOLLYIO MMWUHOTINLUHYPUIO,
NpoTeKawLwy 6eccMMNTOMHO.

CuHppom geduumnTa nponugasel. MNpu pacnage konnareHa obpa-
3yl0TCA UMUAOAUMNENTUAbLI, B HOPMe paspyluallmecs nofg BO3Aei-
CTBMEM MponvAasbl Kposwu. [eduumt 3Toro epmeHTa 06yCnoBau-
BaeT 3TO ayTOCOMHO-peLlecCMBHOE 3aboneBaHme. Y MHOruX 60/bHbIX
C BbIP@KEHHOW uMMaoaMnenTuaypueii nosaBAslTCa TUMUYHbIE U3Me-
HeHVs1 CYCTaBOB, AEPMATUT C U3bA3BAEHUAMU KOXMW, aHOMasIMK CKe-
neta N CyXOXWNuiA, CrieHOMeranus, OHU MNoABepXXeHbl WHMEKLMOH-
HbiM 3a60neBaHUAM, BCeM 3TVM MNPOSBAEHWSM COMyTCTBYeT OTCTa-
BaHMe pa3BuTua. Coobuianocb 0 cubBAUHre 6GOMLHOrO, CTpajalroLuem
3TOW NaTONOrMER, He MPOSIBASAILWENCA KINHUYECKN.

FMYTAMWHOBAA KWC/IOTA

MN3BECTHO 60/IbLLIOE YUC/IO BPOXAEHHbIX 3ab0s1eBaHMWA, CBA3aH-
HbIX C HapylweHMAMU MeTabonuama rnyTaMMHOBOM KUCIoTbl. MnyTa-
TVOH (Y-TNYyTaMWILUCTEVHUATIMUMH) y4acTBYeT B CUCTEME Hecneuu-
(hryeckoro TpaHcnopTa aMWMHOKUC/IOT, B YaCTHOCTU B MOYEYHbIX Ka-
HasbLUaxX M BOPCUMHAX KULLIEYHWKA. LIMKNnYeckuiAi cuHTe3 K pacnag,
rnyTaTmoHa WrpalT ponb B 06pa3oBaHWMM AUNENTUAOB r/yTaMUHO-
BOV KWCMOTbl U APYrUX aMWHOKMCNOT A/ TpaHcnopTa MoCnefHuX.

AHemMA, CBsi3aHHas C AeMUMTOM Y-T1yTaMWILMUCTEMHCMHTETa-
3bl. XpOHWMYecKasi TremMoNMTUYECKas aHeMMUs, UHTEPMUTTUPYOLWas
XenTyxa, yMepeHHO BbIPaXXeHHbIe HEBPOMOrMYecKne MNPOsIBNEHUS,
nporpeccupyowas CrMHHOMO3XeUKoBas fAereHepauusl, HapylleHus
Peun, MMOK/TOHNYECKME CYAOPOrn MOryT ObiTb PE3Y/IbTATOM CHUXe-
HUS aKTMBHOCTWU Y-TyTaMUNUUCTEUHCUHTETa3bl. AHEMMM NpU  Ha-
PYLIEHUSIX Y-FTyTaMWIOBOrO UMKIa NPeAnonoXuTeslbHO CBSI3aHbl CO
CHVKEHMEM KOHLEHTpaUMM BHYTPUKI/IETOUYHOrO rNyTaTMOHa, B pe-
3ynbTaTe 4Yero MembpaHa 3pUTPOLUTOB CTAHOBUTCSA 0GOMee YyBCTBU-
Te/IbHOM K NMNMAHOM nepoKcugaumnn,

AHeEMUS, CBSiI3aHHas C AeMUUTOM  [lyTaTUOHCUHTETa3bl. YMe-
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PEHHO BbIpaXXeHHass reMo/IMTUYecKas aHeMus U MHTepMUTTUPYIOLWas
Xentyxa 6e3 HeBpPO/IOrMYECKMX HapyLleHWin 6blin  accouMmpoBaHbl
CO 3HaYMTeNIbHbIM CHWKEHWMEM  aKTUMBHOCTU  [/yTATUOHCUHTETa3bl
3pUTPOLUTOB M YPOBHSA rNyTaTMOHA.

MupornytammHoBas auugemus (feuumT ryTaTUOHCMHTETasb).
Y 60fIbHbIX C 3TUM 3ab0seBaHMEM 3KCKPeTUPYHTCA 6o/bluMe KOMU-
yectBa (6—20 r/cyT) MMPOrAyTaMMHOBOW KMCNOTbl (OHa M3BECTHA
TakKXe Noj HasBaHMeM 5-0KcO-b-nponunHa), npeacTaBnsiolLlein coboit
NPOMEXYTOUHbIA NPOAYKT Y-ryTaMuioBOro uukna MeicTtepa, Heo6-
XOAMMOro Asa TpaHcnopta amMmHoKucnoT (puc. 7-10). B HeoHaTasb-
HOM nepuoge y 60MbHbIX MOryT ObITb MPM3HAKW FEMOSM3a W Bblpa-
XKEHHOro MeTabonnueckoro aumgosa. MoxeT nporpeccMpoBaTb HEB-
ponorvyeckass nNaTofiorMs WM BHELLHe MCMXMYeckoe pas3BUTME Ha-
XoAMTCca B npefenax Hopwmbl. CodepXaHwe rayTaTMoHa M aKTuB-
HOCTb F/yTaTUOHCUHTETa3bl [OCTATOMHO HU3KM B 3pUTpOLUTaX U
thmnbpobnactax. lNpuuMHa OpraHMYeckom aumgemMmm COCTOUT He
CTO/IbKO B CHWDKEHUM YTWUAM3ALUM  NUPOrIYTaMUHOBOW  KUCAOTBI,
CKO/IbKO B MOBbILWEHUM ee NPOoAyKumn. AuueMns CBsi3aHa C pac-
TOPMOXEHHbIM WHIMOMpPOBaHMEM MO MPUHLMMY 06paTHOW CBSA3N
y-FNyTaMWILMCTEMHCUHTETA3bl  [lyTaTUOHOM W AajibHenwnm npe-
BpalleHMeM nNpPOAYLMPYEMOro B W30bITKE y-FayTamuiyucTeMHa B
NUPOrayTaMVHOBYIO KWUC/IOTY CO CKOPOCTbIO, MpeBbIaloLLeli cnocob-
HOCTb 5-OKCMMpPOSIMHAa3bl MpeBpawaTb ee BHOBb B [yTaMWUHOBYHO
KNCNoTy. OOBACHWUTH MPUYUHBI PA3UTEBHOIO K/IMHUYECKOr0 KOHT-
pacTta Mexay NUpPOrnyTamuHOBOM aumaemuein U yMEepeHHOW aHemu-
eli, CBA3aHHOW C Ae@UUUTOM [NyTaTUOHCMHTETa3bl, NOKa HEBO3MOX-
HO, HECMOTPS Ha TO 4YTO B TOM W APYroM C/y4Yae CHMXaeTcs ak-
TUBHOCTb 3TOro (epMeHTa. MNpu nocnegHem 3a6oneBaHUN Y GOMbHbIX
MOXET OTMeyaTbCA MvWb Ae@UUAT 3PUTPOLMTOB, B TO Bpems Kak
npu nepBoM B MATOMOMMYECKUI MNPOLECC BOBMeKalTCa  MHOrue
TKaHW.

MupornytammnHoBas auugemmsa  (LepuunT 5-0KCUNPOSINHASLI).
B oTnvume OT MMpOrnyTamMMHOBOW aumaeMun, CBA3aHHOW C aemumn-
TOM TlyTaTUOHCUHTETAa3bl, 3Ta (hopmMa NMPOrayTaMUHOBOW aumgemmn
CBA3aHa HEenocpeACTBEHHO C HeCrnocOOHOCTbIO OpraHM3Ma pacluen-
NATb 3TO XMMWYECKOE COeAMHEHWe, YTO MPOUCXOAUT W NpU ApYyrux
BPOXAEHHbIX HapyLleHusAxX obmeHa BelyecTB. [MOBTOPHO, HayMHas C
neprvoga HOBOPOXAeHHOe™ 1 A0 MOAPOCTKOBOrO BO3pacTa, OTMe-
YyatoTCca MpUCTYNbl PBOTHbI, Avapen, 6onei B XUBOTe, He COMPOBOX-
Jawolwmecs MeTabonMyeckMM aumao3oM. IKCKpeuus nmpornytamu-
HOBOW KMCMOTbl C MOYOlM MOXeT pocturatb 9 r/cyT. AKTUBHOCTb
5-okcunponvHasbl B (hmbpobractax u neiikouMTax O0/bHbIX 3Ha-
UMTENbHO CHWXeHa, B TO BpemMs Kak B (mbpobnacrax poautenei
60/MbHbIX OHa Oblfla MPOMEXYTOUYHOW MeXAYy aKTMBHOCTbIO B HOpME
W Mpy natosiorMn. YpoBeHb APYrux (HePMEHTOB Y-ryTaMWUI0BOTO
unkna 6bin B nNpejenax HOpMbl, KaK M YPOBEHb r/lyTaTUOHa B 3pu-
TpoumTax.

FnyTaTvnoHemms. 3Ty NaToNOruI0 BbISABAAAW MPU NPOBEAEHWMU
06bIYHOr0 CKPUMHMHIA Y B3POCAbIX, Y KOTOPbIX BblAeNsAn0cb 60/bLuoe
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AHemus BcneacTemne

AedrupmTa rnyTatMoH

CHHTETa3bI 7 TnyTaMUNUUCTENHUATAMLMH (TyTaTUOH)

-

Awvin-HoHVcrioTa
BO BHEK/IETOYHOM
npocTpaHcTBe

FnytatnoHemus R — CH NHr,
|
Aremua
BCeAcTBMe coon
peduupta
7 -rnytamun
LIVCTEMHCMHTETa3bI LycrenHrimume . A COOH
HC-NKn
AMUHOHVCOTa |
BHYTPU K/IETKN CH2
R — CHNHo
CH?
cooun
c=0
|
NH
Hi-COOH

R

7 - Tnytamunoaas
am1HoKucnoTa

CH - nh2 x0=0 COOH
1 P i
C1H0 ?X CHo
CH, 7 -TmapoHey -
ClH 2 macnsHas )
vaemvs
COOH R0 o aLng CooH
7 -AvMMHOMAC- Monyanbgerng
NsHas Kucnota SIHTAPHOW SiHTapHas
KUCNoTbl Kucnota
COOH

7 TuppoHcumacnsaH-as
Kucnota

Puc. 7-10, yInyTaMUHOBBIA UMK 0151 HECMIELMNYECKOTO TpaHCropTa aMMHOKNC-
not. O603HaYeHbl AeeKTbI CUHTe3a 1 pacraga rnyTaTvoHa

KO/IMYEeCTBO FNyTaTUoHa M Obl1 MOBbIWEH €ro YPOBEHb B CbIBOPOTKE.
AKTUBHOCTb 'y-rnyTaMunTpaHcnenTuaasbl B Ky/bType (pubépobnacTos
6blna O4YeHb HU3KOW (cMm. puc. 7-10). HecmoTpsas Ha TO 4TO 3TOT
thepMeHT HeobxoauMM ANnA HecrneumUyeckoro TpaHcnopTa aMWHOKU-
CNOT, MX NOYeyHas 3KCKPEeLMs OCTaeTcs B HOPME.

BuTtamnH B6-3aBMCUMbIE CyAOpPOrvM. 3aBUCUMOCTb CyAOpOr Or
BMTaMMHa B6 MOXHO 3anofo3puTb y AeTel, y KOTOpPbIX CyAOporn s
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paHHeM BO3pacTe C TPYAOM KYMUPYKOTCA TPaAULVOHHBLIMK NPOTU-
BOCYAOPOXXHbLIMW npenapaTaMn, HO Yy KOTOPbLIX MOC/e napeHTepasb-
HOro BBefeHWA BUTamuHa B6 pe3ko HMBENMPOBAINCL K/IMHUYECKME
NposB/IeHNA U HOpMann3oBaiUCb AaHHble 331 . lMpn mnccnegosaHum
TKaHel HecKOSIbKMX 60/bHbIX 6blI0 BbISIBMIEHO CHUXEHWEe aKTUBHO-
CT fekapbokcmnasbl ryTaMUHOBOW KMCNOTbI, HOPMannu3oBasLuelics
nocne BBefeHVA nupuokcanbgochaTta (BuTamuH BO). Mockonbky
3TOT feeKkT He MOXeT ObiTb BbisiBNeH B (pmbpobnactax, AMarHo3
06bI4YHO YCTaHaB/MMBAETCA Ha OCHOBAHUM  K/IMHMYECKOro 3sddekTa
rnocne HasHauyeHus BuTamuHa BG

y-F'mgpokcumacnaHasa aungemusa. fedekT gervaporeHasbl nosy-
anbfernga SAHTapHOM KMCAOTbl, Hacnedyemblii N0 ayTOCOMHO-peLiec-
CMBHOMY TWUMy, NPUBOAUT K YCUIEHWIO 06pa3oBaHMA y-TMApOKCMMa-
CNAHOM  KMCMOTbl, HOPMaJlbHOrO  BTOPOCTEMEHHOro MeTabonuTta
Yy-aMUHOMACNAHON KMCAOTbl. [MOCKOMbKY W Y-aMWUHO- WU Y-TMAPOKCU-
MacnsHas KWCN0Tbl paccMaTpuBalOTCA Kak HelipomeamaTopbl, WUHTe-
PECHO OTMETUTb, YTO Yy BO/IbHbIX OTMEYan YMEPEHHO BbIPAKEHHYHO
YMCTBEHHYIO OTCT&/10CTb, TUMOTEH3MIO, aTakCMio MbIWL, Ty/0BULLA
N KOHe4yHOCTel, KOTopble He nporpeccupoBanu. C BO3pacToM Ku-
HUYecKas KapTuHa CTupanacb; Y HEKOTOPbIX 60MbHbIX PE3KO HOp-
MasiM30oBanacb (YyHKUMA MO3XKeuKa. YPOBEHb Y-TMAPOKCMMACSAHOW
KMCNOTbl B NasMe MOXET O6blTb CyLLEeCTBEHHO MOBbILEH Ha PaHHMUX
aTanax >XuW3HM pebeHKa M C BO3PaCTOM CHWMXKATbCA [0 HOPMBbI.
Bonblioe ee KONMYECTBO MOXET 06HApY>XMBaTbCA B Mo4e OO0SIbHOrO,
a Yy HEeKOTOpbIX W3 HMUX OHa onpefensieTcd W B CAMHHOMO3rOBOW
XUWIOKOCTW.

CUHAPOM KWTalCKOro pectopaHa. [nyTamaT HaTpus, LUMPOKO
ncrnonb3yemas B MULLEBOM NPOMbILLIEHHOCTM apomMaTu3npytoLasa ao-
6aBKa, CNY>XUT OAHMM M3 aKTUBHbIX KOMMOHEHTOB COEBOro coyca.
OH OblBaeT MNPUUMHOW pPasBUTUSA CMHAPOMA TaK Ha3blBAEMOro Ku-
TalicKoro pectopaHa. HekoTopble nvua pearvpyloT Ha rayramar
HaTpWs pa3BUTMEM OCTPOr0 CUHAPOMA, KOTOPbIA MOXET npoaon-
KaTbCA B TeyeHMe 12 4y M 3aK/IOYaeTCA B YyBCTBE CAAB/IEHMA 3a
rPYAWHOR, TOMOBHOM 601K, OLWLYLUEHMW XOKEHMWS, CepauedbueHnn wu
pBoTe. HecmMOTpsa Ha TO 4YTO Y B3POC/bIX He OTMEYEHO OYeBUAHbIX
K/IMHNYECKMX MOCNEACTBUA, 3KCMEPUMMEHTbI HA >XMBOTHbIX  JalT
OCHOBAaHMA MPeArnosioKNTbL TOKCMYECKOE BfUSAHWE TryTamara HaT-
pysa Ha LLHC. CuHApOM MOXeT MpoTekaTb A0OpPOKa4YecTBEHHO, 4eT-
KO He o4epyeH BPOXAEHHbIM HapylleHveM MeTabonmsma rayramara.

UMK/ MOYEBVHbI 1 TMMTEPAMMOHUMEMUA

KaTabo/m3M amMMHOKWUCAOT MPUBOAUT K 06pa3oBaHUI0 CBOOGOAHO-
ro amMMMaka, BbICOKOTOKCMYHOIO A1 HEepBHOM cucTembl. OH [AeTOK-
cnuumpyeTcs 40 MOYEBUHbI Yepe3 CEPUID peakumnid, U3BECTHbIX Kak
unkn Kpebca—TleH3eneiita, nav umkn Mo4eBuHbl (puc. 7-11). Ans
CUHTE3a MOYEBUHBbI TpebyeTcs NATb (PepmMeHTOB: Kapbamundgocdat-
CUHTeTas3a, OPHUTUHTPaHcKapbamwunasa, apruHUHCYKUUHATCUHTEeTa-
3a, apruHMHCYKUMHaT/IMa3a m apruHasa. Llectoi depmeHT, N-aue-
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N-Auetunrnyramurosas
Hucnota (N-Ar)

Puc. 7-11. MyTn MeTabonn3ama ammmaka v UMK MOYEBUHBI.

TUATNyTaMaTCUHTETas3a, Takxe TpedyeTca AnsA cuHTe3a N-aueTus-
rnyramarta, akTmeBatopa KapbamundocharcuHTeTasbl. BbiiBNeHbI
WHAMBUAY/bHbIE JeeKTbl 3TUX (EePMEHTOB, CyMMapHas 4acToTa
KOTOpbIX COCTaBAseT oAuH ciy4vail Ha 30 000 XXMBOPOXAEHHbIX Ae-
Teli; 9TM HdeeKTbl OTHOCATCA K Hambosiee 4acTbIM TEHETUYECKUM
npuMyYnHam runepammoHvemMnn y peteil. B gononHeHve K aTum re-
HeTUYeCKUM fJeheKTaM (epMeHTOB UMKIA MOYEBWUHbLI BbIpaXKeHHOE
MOBbILLIEHNE YPOBHSA B Mja3mMe aMMuaka MOXeT MpoM30iTVM M npu
Apyrux BpOXAEHHbIX HapyLleHusAX obMeHa BellecTB. B HacToswem
pasgene o6CcyKaalTcAa NUWb AedeKTbl (PepMeHTOB UUKIa MOYEBU-
Hbl M Npexodauwas runepaMMoHMeMUs HOBOPOXAEHHBIX.

BpoxAaeHHble HapylweHuss meTa6onuama, nNpusojsiive K runepamMMoHUEMUU

LetnumT hepMEHTOB LMKIA MOYEBUHLI:
KapbamungochaTCcUHTETa3bl
N-aueTunrnyTamarcMHTeTa3 bl
OpPHUTUHTpaHcKap6aMunasbl
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apPrYMHUHCYKLMHATCAHTETA3 bl
apritHUHCYKLUMHATINA3bI
aprviHasbl
OpraHuyeckue aumaemmu:
nponuovoBas
MeTWUIMasIOHeBast
N30BasiepraHoBas
[erunT KeToTMoNasbl
MHOXECTBEHHbIN AenunT Kapbokcmnnas
Jepyumnt  aumn-CoA-gerngporeHasbl XUPHbIX  KucnoT  (rnyTapoBasi — auuaemus
Il Tnna)
3-rapoKen-3-MeTUNrTyTapoBasi auuaemmus
JIn3nHypurueckasa 6enkoBas HenepeHOCMMOCTb
MNepoOpPHUTUHEMUS—TUMNEPAMMOHUEMUS—T OMOLUTPY/ITMHMEMUS
Mepvoanyeckasi rMNepIN3NHYpUs ¢ runepavMmMoHnemMuen (?)
MpexoAslias runepaMMOHUEMUS HOBOPOXAEHHbIX

KnvHuyeckre NposiBneHns runepaMMoHvemmnn y aeteid. CuMmnTo-
Mbl CBS3aHbl B OCHOBHOM C HapyLUeHWsMU (DYHKLUM MO3ra U CXOAHbI
MeXAay co60li He3aBMCUMO OT MPUYUMHbI TMNepammoHnemMun. B uenom
pebeHOK Ha MOMEHT POXAEHWS BHELUHE 340pPO0B, O4HAKO 4epe3 He-
CKO/IbKO [Heli, B TeueHMe KOTOPbIX OH MOMyYyaeT NULLEBOM 6enok,
y Hero nosienseTtcA cumnTomatuka. OTKa3s OT efpbl, PBOTa, TaXMUMHO3
N netaprusa 6GbICTPO MPOrpPeccupytoT A0 pasBUTUA T[/1yO0KOA KOMbI.
YacTo nosBnstTca cygoporun. Mpu ¢gusnkanbHOM o6cnefoBaHUN B
[JOMNOMHEeHNe K HEBPOSIOTMYECKMM MNPU3HAaKaM r/1y60KoM KOMbl BbISiB-
NAT renaTomeranuio.

NabopaTopHble JaHHble He CBUAETE/ILCTBYIOT O KaKuX-
nmMbo crneundpuyeckux M3MeHeHUsX, ecim runepaMMOHUEMUS CBA3a-
Ha C HapylweHUAMM (epMeHTOB, Y4YacTBYIOLWMWNX B LMKIE MOYEBUHbI.
Y peTeii ¢ OpraHMYecKMMM auuaeMUsamMu runepamMMOHMEMUS 4acTo
CBA3aHa C BblpaXeHHbIM aLMA030M, HelTponeHnen uM TpombGOLUTO-
neHveii. Yacto geTtaM € runepammoHMeEMMUEl CTaBAT AMArHO3 reHe-
pann30BaHHOM WH(EKUMN, NO3TOMY OHM MOTYT MOrMGHYTb, MOCKO/b-
Ky AMarHo3 owunboyeH. [laHHble ayToncuuM O06bIYHO HecneuupUyHbI.
Takum o06pa3om, Heob6XoAMMO OmnpedensATb YPOBEHb aMMuaka B
nnasme y Kaxaoro 60/bHOro pebeHKa, KANHUYECKYHD CUMNTOMAaTU-
Ky Y KOTOPOro Hefb3si 06bACHUTL 6GaHanbHOW WHGeKLMeN.

[JnarHo3. OCHOBHOW AMarHOCTUYECKUA  KPUTEpPUn — 3TO ruvne-
paMMOHMEMUSA. YPOBEHb amMMuaka B nnasme y 60/bHOro pebeHka
06bI4HO npeBbiwaeT 400 MKMOMb (BEPXHSAS FpaHWLUa HOPMbl COCTaB-
nset 350—600 MKr/n). YpoBeHb a30Ta MOYEBUHbI B KPOBU OObIYHO
HU3KMn. MpuHUMn noaxofja K AnddepeHUnasbHOW  AMarHOCTUKe
MOXHO BWAETb Ha puc. 7-12. Mpu gedmunTte KapbamundgochaTcuH-
TeTasbl WM OPUHUTUMHTPaHCKapb6aMuiasbl OTCYTCTBYIOT creumduue-
CKMe HapyLleHUs cogepXXaHua B Ma3me aMUMHOKMCIOT, 3a WUCKI0-
YeHVeM MOBbIWEHWS YPOBHA FyTaMMHa, acnaparMHOBOW KUCNOTbl U
anaHnHa, BTOPWUYHBLIX MO OTHOLIEHWIO K runepaMMoHvemuu. Bbipa-
)XEHHOE MOBbILIEHVE B MOYe YPOBHSA OpPOTOBOW KWCAOTblI npu aedu-
uMTe TpaHckapbammiasbl OT/MYAET 3TOT AedeKT oT AedumumTa Kap-
6amungocharcnHTeTasbl. Y 60MbHbIX C AePUUUTOM  CUHTETasbl
aPrMHUHOAHTAPHOM KMCNOTbI, NNasbl aprMHUHOAHTAPHOM KUCNOTbl U
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N-Al- HOBOPOX-
CUHTeTa3bl ZIEHHbIX

Puc. 7-12. KnuHunyeckuii noaxop, K 06¢nefoBaHN0 HOBOPOXAEHHOIO C CUMMTOMATU-
YecKol rvnepaMmmoHNEMMENA.

apruHasbl 3HaYNTENbHO MOBbIWEH YPOBEHb B Masme AUTPYNINHA,
apPrMHUHOAHTAPHOW  KUCNOTbl W aprMHMHa COOTBETCTBEHHO. [ns
andepeHunansHOM AMarHoCTUKM femumta KapbamundgochaTcuH-
TeTasbl M N-aueTuarnytamaTcMHTeTasbl MOXeT notpebosaTbcs oOn-
pefeneHne aKTMBHOCTM COOTBETCTBYIOLUX PepMeHTOB. KAnHuYeckmia
athhekT OT npuema BHYTpb KapbamunrnyTamaTta, OfHaKo, Jaet
OoCHOBaHWA npegnonarate gemumTt N-aueTuarnytamaTcCUHTeTasbl.
JleyeHne nMpy OCTPOI rMNepaMMOHUEMUN. BO/bHBLIX C OCTPOI
nepammoHVeMUER, NPUBOAALLE K HEBPOJIOTMYECKMM MNPOSBEHUAM,
TpebyeTcs HeMeA/IeHHO W 3HEPrMYyHO neunTb. Llenb neyeHuns 3a-
K/loYaeTcs B ydaneHUn ammuaka u3 opraHusma u obecneyeHun
NOCTYNMeHNs afeKBaTHOr0 KOMMYeCTBa Kanopuii U He3aMeHMMbIX
aMUHOKNCNOT [ANA CAepXUBaHUA [JasbHeWlero pacnaga 3HAOreH-
HbIX 6enKoB. [MOCKOMbKY MOYEYHbIA KIMPEHC aMMMaKa O4YeHb HU30K,
ero BblBefleHVe M3 opraHuMsma [O0/DKHO obecreymBaTbCA C MOMOLLbIO
ananusza wnm (GopMMpPOBaHUS  COEAMHEHUI C BbICOKUM  MOYEYHbIM
knmpeHcoM. K Hambonee 3ag(heKTMBHbIM MeTOAaM YyAasleHUs aMmua-
Ka OTHOCUTCA NepuUTOHeabHbIA Ananu3. O6bIYHO MOC/e Hero ypo-
BEHb aMMMaKa B Msa3Me 3aMeTHO CHMKAeTCH B TeYeHMEe HECKO/IbKUX
4yacoB M y 6OMbLIMHCTBA AeTell HOpPMaM3yeTcs B TeyeHWe 2 CyT OT
Hayana npoeBefeHUs Aunanusa. Femoguanvs Takxke 3IPPeKTUBEH,
OofHaKo TpebyeTca 60MbWIMA ONbIT NPUM  €ro NpPoBeAeHUN Yy AeTei
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paHHero Bo3pacTta A1 CYXAeHWs O ero 6e30MacHoOCTM U MpenmyLle-
CTBax nepes MnepuTOHeasIbHbIM AUASTN30M:

BeH3oaT Hatpus (250 Mr/kr B CyTKM) Ans 06pa3oBaHWSA ruvnmny-
pOBOI KMCNOTbl C 3HAOTEHHbIM FAULMN'OM, BEPOATHO, Hambonee ag-
(DEKTUBHbIA C€NOco6 [eTOKCMKALMM U BbiBEAEHWS aMmmMuaka. [unny-
poBas KWCMOTa BbIBOAUTCA 4Yepe3 MOYKM CO CKOPOCTbI, MpeBblLlalo-
el CKOpoCTb KybouKoBOW (unbTpaumm B 5 pa3. deHunauertar
(250 mMr/kr B CyTKW), KOHBHIUPYKLWNIA € rNyTamMMHOM ¢ o6pa3oBa-
HMeM (eHnnaueTUNrIyTaMnHa, TakXe JIErKO BbIBOAUTCA MOYKaMWU.

ApruHuH (300—700 Mr/kr B CyTKM) TakKXe CnocobCcTByeT MOBbI-
LIEHNIO 3KCKPELMM aMMMmaka B CBA3M C 06pa3oBaHMEM MPOMEeXy-
TOYHOrOo MeTaboNMTa MOYEBMHHOIO UMKIA. Y 60/bHbIX C UUTPYNIN-
HeMMein WMnM apruHMHOSHTApHOW aumaypueld 1 Monb aprvHMHa Mo-
XeT pearnpoBatb ¢ 1 wuav 2 MoAAMU aMMuaka C 06pasoBaHMEM
UATPYNINHA WM aprUHUHOAHTAPHOM KWCIOTbl COOTBETCTBEHHO. [Mo-
YeYHbIi K/IMPEHC 3TUX BELLECTB, OCOOEHHO aprMHWHOSHTAPHON, 3Ha-
YATENBbHO TMpPEBbIWAET KINUPeHC amMuaka. bosbHble ¢ geduunTom
OPHUTUHTPaHCKapb6amMunasbl MOryT MOAAABaTLCA JIEYEHUIO UUTPY/I-
JINHOM, MOCKOJIbKY 1 MOJIb ero MOXeT cBA3biBaTb 1 MOMb aMmuaka
¢ obpa3oBaHMeM apruHuHa. Mpu geguunte KapbamungocgaTcnHTe-
Tasbl HA apryvHWH, HU LUTPY/SIMH He CrOCOOGCTBYOT YCUMEHUIO 3K-
CKpeuuMn a3oTa, OfHAKO apryHMH MM MoKa3aH, TaK KakK Y HUX OH
CTAHOBUTCHA He3aMeHMMOI aMWHOKUC/IOTOMN.

AfeKBaTHOe Ob6ecrneyeHne KanopusMW AOCTUTalOT NMyTEM BHYTPU-
BEHHOr0 KOPMJ/IEHUS WU Yepe3 HasoracTpasbHblii 30H4. [na Kop-
peKLMn KaTabosIMUYecKoro CoCTOAHMA TpebyroTcsa Masible 03bl 6enka
(0,25—05 r/Kr B CyTKW), MPeanoyTUTE/IbHO COCTOALWEro M3 Hesa-
MEHMMbIX aMWHOKUCNOT. B Uensx CHWXEeHWS Harpysku asoToMm He-
KOTOpble MCCMefoBaTeNIn MUCMOMb30Ba/IM KETOaHaNorM He3amMeHUMbIX
aMWHOKUC/IOT, OfHAKO 6e3 cyllecTBeHHOro afdekra. Cnegyet Tak-
Xe obecneynTb 60/MbHLIM afeKBaTHYO ruapatauuto. na CHUXeHUN
BO3MOXHOIo 06pa3oBaHMA aMMmuaka KuweyHbIMKM OaKTepuamun pe-
KOMEHZYeTCA BBOAWUTbL BHYTPb HEOMUUMH W NIAKTYNo3y.

Hopmanusaumsa HeBpOSIOrMYecKoro craTyca MOXeT 3HauyuTeslbHO
oTCTaBaTb OT HOpManuM3auMM YPOBHA amMmmuaka B nnasme. MoxeTt
MPOATM HECKONbKO [HEW, npexae 4Yem cOocTosHMe pebeHKa non-
HOCTbIO HOPMa/IU3yeTcs.

OnuTtenbHas Tepanus. Mocie Hopmanu3aumMm 06LEr0 COCTOAHMUA
pebeHKa 00beM TepaneBTUYECKOW MNOMOLWM  CcnegyeT  OrpaHuyunTb
KOPPEKLMEN OCHOBHOM MPUUMHBLI FTUMEPaMMOHMEMUN. B obwem ans
BCeX 060MbHbIX TpebyeTcs B oOnpedesieHHON CTeneHW OrpaHuyeHue
notpebneHna 6enka (05—15 r/'kr B CyTKM) He3aBUCUMO OT Xa-
pakTepa (epmeHTHOro getekta. CneayeT Takxe wu3beraTb MNpPOBO-
LUPYIOLUX TUNepamMMOHMEMUIO KaTaboMUeCcKMX COCTOSHUIA.

Jednunt kapbammndocdarcuHTeTasbl 1 N-aueTuaryTamaTCcuH-
Tetasbl. JeununT 3TuUX ABYX (DEPMEHTOB  BbI3bIBAET OLHOTUMHbIE
K/IMHMYECKNe N BMOXUMUYECKMe Wn3MeHeHus. [eTw B TeuyeHuwe nep-
BbIX HECKOMbKUX [OHEM XWU3HWU OTKa3blBalTCA OT efbl, Y HWUX Mo-
ABMAIOTCA pPBOTA, CYAOPOrK, pa3BMBAETCA COCTOAHWE feTaprum u



KOMbI. W3BECTHbI Mo3gHXe ¢opmMbl geduumnTta KapbamundgochaTcmH-
TeTasbl, NPOSBASAOLINECS YMCTBEHHON OTCTa/I0CTbIO,  MPUCTYMamm
pBOTbI W NneTapruei,

NabopaTopHble rmnepaMMoHMemMmnio 6e3 no
BbilLEHNS YPOBHA C WHOKUCNOT B Mfasme; OTMe-
YaeTcs BTOpMYHasA BWACAI;iBUE MbICPAMMOHMEMHUW  MOBbILWEHHASA
nnasMeHHas KOHUeHTpauus raytamumHa U anaHuHa.  Konnyectso
OpPOTOBOWM KMWC/OTbl B MOYe OObIMHO HW3KOE WM OpoTOBas KMCNoTa
MOXET OTCYTCTBOBATb.

NeyeHune 60/bHBIX TO Xe, YTO M MpY rMnepaMMoHuMeMmn. pu
fetmunte N-aueTunrnytamaTcuHTeTasbl 3(EKTUBEH MPUEM BHYTPb
Kapbamunraytamata. B 3Tol CBA3M BaXHO NpoBOAUTH AnGhepeH-
LUNanbHyl0 AWArHOCTUKY JeuumTta 3TUX ABYX (hepMEeHTOB, 4TO J0-
CTUraeTca onpejesnieHNemM akTMBHOCTM (PepMeHTOB B HGuonTatax ne-
yeHn. Kpome TOro, HMBENUPOBaHWE KIAMHUYECKUX MPOABNEHUA |
BUOXMMUNYECKNX N3MEHEHNIA Ha (hOHE sledeHns KapbamuarnytamaTom
noATeepXaaeT AuarHos gepuumnta N-aueTunrnytaMmarcUHTETasbl.

Jednunt kapbamundochaTcnMHTeTasbl Hac/ieayeTcss Mo ayTOCOM-
HO-peLeccMBHOMY TuNy, (PepMeHT B HOPME MPUCYTCTBYET B MeYeHu
N KuweyHuke. N-AueTunrnytamaTCMHTETas3a BbISBASAETCA TO/bKO B
6ronTate neyeHw.

Jebvunt opHUTMHTpaHcKkapb6amuiasbl. Mpu aTom 3abonesaHun,
HacnegyeMoM MO AOMWMHAaHTHOMY TWUMy, CLernsieHHOMY C X-XpOMOCO-
MOW, FOMO3UTOTHbIE IMLA MYXXCKOFO M0sa MopaXalTcs CUbHee,
YeM reTepo3nNroThl XXEHCKOro nona. Y nocnegHux 3aboneBaHue MO-
XeT ObITb YMEPEHHO BbIPAXEHO WM MOryT OTCYTCTBOBaTb €ro Kiu-
HUYecKMe nposiBfeHus. BepoaTHo, aTa natonorus Haubonee pac-
npocTpaHeHa Cpean BCEX BWAOB HapYLUEHWIA LUKIA MOYEBUHBI.

KnmHunyeckme NpoABAEeHUSA Y HOBOPOXKAEHHbIX MYXCKO-
ro rnosa Te Xe, YTO U MPU BbIPXEHHOM rMnepaMmmoOHMEMUN; OLHAKO
BCTpeyaloTcss u 60nee crTepTble (HOPMbl, CUMYNUPYIOLLIME CUHAPOM
Pes, 4To cBMAETENbCTBYET O FETEPOreHHOCTU MyTaHTHOro reHa. Kak
n npu gdedpuumte KapbamundgochaTcuHTeTasbl, YPOBEHb B M1asMe
Kakon-nmbo crneumpuUeckori ammMHOKUCIOTbI He MoBbileH. Bbipa-
YXEHHOE YBe/IMYeHMe COAEPXKaHMUA B MOYe OPOTOBON KWUCNOTbI CAYXWUT
OCHOBOW Ana AndepeHLManbHOM ANArHOCTMKU 3TOF0 COCTOSIHUA W
Jetmuymta KapbammundochaTcMHTETA3bI.

AvnarHos MoOXeT ObITb MOATBEPXAEH MPW OMNpefefieHUM ak-
TUBHOCTU (hepMeHTa, B HOPMe COAEepXKallerocs TOMbKO B MEYeHW.
MepuHaTanbHaa AMarHOCTUKa MPOBOAUTCA MyTemM OvOMCUN MNeyeHu
nnoga. JleueHne cxofHO C TakOBbIM Mpu AetuumTte Kapbamundoc-
(haTCMHTETa3bl, 38 UCK/OYEHNEM TOrO, YTO BMECTO aprMHUHA MOXHO
NCNoNb30BaTb LUMTPY//IMH.

beccMMNTOMHbIE HOCUTENN XXEHCKOro Mona, reTepo3nroTHbie Mo
reHy, MoryT ObITb BbIsiBfieHbl MpY Harpyske 6elKOM BHYTpb, Npu
KOTOPOIi MOBbLILAETCA YPOBEHb aMMMWaka B Nnasme M OPOTOBOWN Ku-
CNOTbl B MOYe. Y 6ecCMMNTOMHbIX HOCUTeNleli YMEPEHHO BblpaXeHa
OucpyHkuma LUHC no cpaBHEHWIO CO 3[0POBbIMU CUBMVHIramMu.

JednunTt cmHTeTasbl apryHWHAHTAPHOM  KUCMOTbl  (LNTPY/U-



HeMUA). ITO HapylleHWe xapakTepu3yeTcs/3HaunTeNnbHOW KIUHMYe-
CKOM M OUOXUMMYECKOW TreTeporeHHocTb” CHEeKTP KAMHUYECKMX
nposiBNeHni i BapbupyeT OT (HOPM, MPMBOAAMX K NETaslbHOMY WC-
xo4y, [0 6eccumnToMHbIX. ObuimMe cumnTOMbl AN Bcex (opm 3a-
60neBaHMA, AaXe YMepPeHHO BbIPaKEHHbIX, — YMCTBEHHasA OTCTa-
NOCTb N HeBpONiOrMyeckas naronorus. [AnarHoctuyeckoe 3HayeHwue
MMeeT MNOBbILIEHME YPOBHA UMTPYAIMHa B nna3me. HekoTopoe ero
MOBbILLIEHNE MOXET BbISABAATLCA U Y OOMbHbIX C aprMHUHOSHTAPHOA
aumaypvieir, Npu 3TOM TakXKe MOBbILWAETCA YPOBEHb aprMHUHAHTAp-
HOW KMCNOTbl. [lMarHO3 MNoATBepXAaeTcs MNpu onpefeneHvuy akTuB-
HOCTW (hepMeHTa, B HOPMe OH COLEepXWUTCA B KyNbType ¢hmnbpobdna-
CTOB. JleyeHMe CXOLHO C TAKOBbIM MPWU APYIrMX HapyLeHUaX LMKa
MOYEBVHBI.

UnTpynnavHemusa Hacnegyetcs Mo ayTOCOMHO-PELLeCCMBHOMY TuUMy.
BblpaXeHHOCTb MNPOSBAEHNA MYTaHTHbIX FEHOB, YHAac/leAOBaHHbIX OT
oboux poguTenein, oTANYaeTCa Yy KOHKPETHbIX 60/MbHbIX, YTO YKa3bl-
BaeT Ha CyllecTBOBaHWe Yy 6GONbLUIMHCTBA W3 HUX [BOWHOW win
CMOXHOM reTepo3nroTHocTu. lpeHaTanbHas AMAarHOCTMKa OCHOBbI-
BaeTCcA Ha onpegeneHUn (HepMeHTaTUBHOW aKTMBHOCTW B KyfbType
aMHUOTUYECKUX KIETOK.

HecmoTpsa Ha KpaliHe Heb6naronpusATHbIA MNPOrHO3 y HOBOPOX-
[JEHHbIX C KAWHWYECKMMU CUMMATOMamMu 3abofeBaHus, Mpu CTepTbIX
thopmax 60/bHble 0ObIMHO XOPOLUO pearvpyloT Ha OrpaHU4YeHue no-
TpebneHns 6eska.

Jdednumt apruHuUHCyKumMHaTAnasbl  (aprvMHUHAHTapHas —auunay-
pus). 3TO BTOpPOe MO 4acToTe HapylleHWe LUKIa MOYEBWHbI Mocne
geuumta OpHUTUHTPaHcKapbamwuiasel. Ero uactota B CLUA co-
CTaB/fseT oAMH cry4vail Ha 70 000 >XMBOPOXAEHHbIX [AeTei. Bbipa-
YKEHHOCTb K/IMHUYECKUX MPOSABAEHU U OMOXMMUYECKUX W3MEHEHWIA
3HaunTeNbHO Konebnetca. Mpu HeoHaTanbHOW (opme 3aboneBaHUs
BblpaXKEHHasA runepaMMOHMEMMUS pa3BUBaeTCHd B TeYeHMe MepBbiX
HECKOMbKNX [HEN >XW3HW, Mpy 3TOM YPOBEHb CMEPTHOCTM O4YeHb
BbiCOK. lpy MNOAOCTPbIX, WM NO34HMX, hopmax 3aboneBaHUs K
BaXKHEWLLMM CMMNTOMaM OTHOCATCA YMCTBEHHas OTCTaNoOCTb C 3nu-
304MYECKN HACTynarloLein pBOTOW, HapylleHMe pasBuUTUS pebeHka,
renatomeranuns. Ocoboe AMArHOCTMYECKOE 3HAYeHWe WMelT Hapy-
WweHus Bonoc (cyxue, Nomkue). Mog MMKPOCKONOM OHW BbIrNAAAT
Tak Xe, Kak npu 3aboneBaHun trichorhexis nodosa. MeHee Bblpa-
)XEHHbIE aHOManMM BOMOC MOrYT ObITb U Yy 60MbHbLIX LMTPYNINHE-
MUE.

NabopaTopHble gaHHble CBUAETENLCTBYHOT O rMnepamMmo-
HUEeMWUW, YMEPEHHOM TMOBbILEHUM aKTUBHOCTU MEYEHOUHbIX (PepMeH-
TOB, HECMeUM(PUUECKOM MOBbILEHUN YPOBHA FNyTamuHa W anaHuHa
B Mnaa3me, yMEPeHHOM YBE/IMYEHUM B Heli KOnmyecTBa UWUTPYNIMHA
(BblpaXXeHO B MeHbLUEl CTEMeHW Yem MNpu LUTPYIMHEMUU) W Bbl-
PaX€HHOM MOBbILLEHNN YPOBHSA aprMHUHAHTAPHOM KucnoTbl. B 60/b-
LUMHCTBE aMUHOKMUC/MOTHBIX aHaNn3aTopoB aprMHUHAHTAPHYK0 KWUCMO-
Ty 06HapyXuBalT B MeCTe flOKanM3auunm un3onenumHa wim meTno-
HWHA, YTO MOXET 00YCNOBUTb OLIMOOYHbIA AMAarHo3. ApruHUHAHTap-
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Has KMCNOTa MOXET OnpeaensAtTbcs B 6OMbLIOM KOIMYeCTBe B MOUe
N CMUHHOMO3rOBOW >XWAKOCTW, MPUYEM B MOCMEAHEN ee KOHLUEeHTpa-
yus 0BbIYHO 60Nblle, YeEM B MNsia3me.

NleyeHne aHanorM4yHo [JakoBOMY MPWU APYIrUX HapyLleHUsX:
UMKNa MOYeBUHbL. JeduumT apruHUHCYKUUHATAMASbI, Hacnedyemblii
Mo ayTOCOMHO-PEeLLecCCMBHOMY TUMY, B HOPME BbISIBASETCA B 3pUTPO-
unTax, neyeHn n KynbType ¢umbpobnactos. lNpeHaTanbHbI AnarHO3™
OCHOBbIBAETCA Ha oOnpefeneHUn (PepMeHTaTUBHOW  aKTUBHOCTU B-
Ky/bType aMHUOTUYECKMX KNeTOK. ApPrUHUWHSAHTapHas Kucnota B
MOBbILLIEHHOM KO/IMYeCTBE COAEPXMTCA TakXe B aMHUOTMYECKON
XNAKOCTW, ecnn 6oneH nnog,

JdednunT aprunHasbl  (runepapruHnHemuns). BTopoe Hawmbonee
pefKoe HapylleHue LuMKna MoyeBUHbl (nocne geduumta N-aueTun-
rnyTaMaTCMHTeTasbl), BbISBAISIEMOE PaHO MO TakMM MpU3HaKam, Kak
pBOTa, Pa3fpPaXmMTeNbHOCTb, OTCTaBaHWE MNCUXMYECKOro pasBUTUSA.
K yacTbiM cumnTomMam y cTapliux geTeil OTHOCATCA MpPOrpeccupyro-
Was cnacTUYHOCTb C NepeKkpeLiMBaHMEM HOF, cnacTuyeckas aunne-
rMs, aTakcusi, XopeoaTteTo3 W CyLOpOrn. YMCTBEHHas OTCTa/l0CTb-
06bI4HO BblpaXeHa W nporpeccupyeT. MpUCTynbl rMnepaMmmoHMeMnn
06bI4HO NOABMAIOTCA B BO3pacTe nocne 6 mec.

NabopaToOpHble f[aHHble MO03BOMAAIOT CyAUTb O Bblpa-
YXeHHOM MOBbILEHUN YPOBHA aprvHvHa B Mjas3Me M OpOTOBOWM KuC-
NoTbl B Mouye. [lMarHo3 noATBepXAaeTcsa MNpu OnpefeneHnn akTuBs-
HOCTW apruHasbl B apuTpouuTax. Ee pedmumT Hacnegyetcs no-
ayTOCOMHO-PELECCUBHOMY  TUMY, W BHYTPUYTPOOHAA AMArHOCTUKA
BO3MOXHa NyTeM onpegeneHns (MepMeHTaTMBHOW aKTMBHOCTWU B 3pu-
TpounTax naoga.

Mpexogsawas runepaMMOHUEMUSA HOBOPOXAEHHbIX. HecmoTpsa He>
TO YTO KOMMYECTBO amMMuaka B MasMe Yy 340POBbIX AOHOLUEHHbIX
HOBOPOX/AEHHbIX COOTBETCTBYET TaKOBOMY Y feTell cTapllero BO3-
pacTa, Yy 60MblIMHCTBA HeAOHOLWIEHHbIX AeTeld, POAMBLUMXCA C HU3-
KOl Maccoii Tena, OTMe4YaeTcs yMepeHHas npexogswas runepammo-
Huemua (40—50 MKMOMb/N), KOTOpas MOXeT nNpofos/HKaTbCA B
TeyeHne 6—8 Hed. Y HMX OTCYTCTBYET Kakas-imbo CMMNTOMAaTMKa,
W Npy nocnegywoweMm HabnwaeHUM 3a HUMKM B TedeHue [/T neT He
ObI/I0 BbISBIEHO KaKMX-MO0  3HAUYMMbIX HEBPOJIOFMYECKUX W3Me-
HEHWIA.

Y HOBOpPOXAEHHbIX 6blna BblpaXeHa Mpexogswas runepammo-
HUemMys. BONMBLWMHCTBO M3 HUX POAUINCL HEAOHOLUEHHbIMW CO Cpef-
Hell CTeneHbHD PecnMpaTopHOro AUCTpecc-cuHApoma. mMnepammoHu-
eMnyeckass KoMa MOXET pa3BUTbCA B TeyeHue 2—3 [Hel XU3HU, n
Mpu OTCYTCTBUM CBOEBPEMEHHO HAYaTOro JieYeHWs BO3MOXHO pas-
BUTVE 3aboneBaHus. JlabopaTopHbie McCnefoBaHUSA MNO3BONSAKT Bbl-
SIBUTb BbIPKEHHYIO runepaMMoHnemMunio (ypoBeHb aMmuaka B nsas-
Me JocTturaet 4000 MKMONbL/N) NpU YMEPEHHOM MOBbILIEHNN YPOBHSA
rnytTamMmHa W anaHuvHa B nnasme. CogepXaHue B Mjasme Mpome-
XYTOUYHbIX aMWUHOKMCNOT UMKNA MOYEBMHbI  0ObIYHO HAxXOAWUTCHA B
npegenax HOPMbl, 3a WCK/IIOYEHVMEM LUMTPY/INHA, COAepXaHue Ko-
TOPOro MOXeT ObITb Cferka ysenuyeHo. puumMHa naTtonornm He
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yCTaHOB/IeHa. AKTUBHOCTb (PEPMEHTOB LWK/MA MOYEBMHbLI HE WU3Me-
HeHa. Heobxogmma 3HeprnyHas M paHo HavaTas KoOppekuusi runep-
aMMOHMEMUN. Bbi3gopoBneHne 06bl4HC/ObiBaeT 6€3 MocneacTBuii, U
rmnepaMMOHUEMUA B AafbHelilleM HE NOBTOPSETCH, faXe ecnum pe-
GEHOK HaxoauTcs Ha 0ObIYHOWM GenLoBONM AVETeE.

OpPHUTKH. 3TOT MPOMEXYTOUHbI MeTaboNnT LMKNa MOYEBMHbI
He BKJ/IlOYaeTCA B ecTecTBeHHble 6enku. OH obpasyeTcsa B LUTO30/€
U3 apryuHuHa 1 JO/HKEH TPaHCNoOpPTUMPOBaTLCA B MUTOXOHAPUMW, The
NCMO/Ib3yeTCA B KayecTBe cybcTpaTa (pepmeHTa OPHUTUMHTPAHCKap-
6aMunasbl AN CUHTe3a UMTPYnnHa. M36bITOK OpHUTUHA KaTabo-
nmsupyeTcs AByMSA (epMeHTamu:  OpPHUTUH-5-aMMHOTpaHchepason,
MUTOXOHAPWANbHbIM  (DEPMEHTOM, MpeBpallalollUnUM  OPHUTUH B
NpefLUecTBeHHUK MPONNHA, U OPHUTUHAEKApOOKCMNasoi, nokKannay-
owelica B UMTO30/1€ M NpeBpaliatoweil OPHUTUH B NyTPecumH (cm.
puc. 7-11). o MeHblleld Mepe ABa TEHETMYECKUX HapylleHUs MOo-
ryT NPMBOAWUTL K TUMEPOPHUTUHEMUU: KOMbLEBUAHAsA aTpoduma ceT-
YaTKM W CUHOPOM  rUnepaMMOHUEMUN — TUNEPOPHUTUHEMUN — TO-
MOLMTPY/I/TUHEMUN.

KonbueBngHas artpodmsi ceTyaTKu U CcoCyamMCTOM 060/104KN. ITO
ayTOCOMHO-peLeccMBHoe 3abonieBaHME CBA3aHO C AeuuuTom dep-
MeHTa OPHWUTKH-5-amuHOTpaHcgepasbl. MNpuMepHoO nosoBMHa 60/b-
HbIX— BbIXoALUbl U3 PuHNAHANN. KnnHuyeckme nposeneHus 3abone-
BaHWS OrpaHMYyeHbl rnasHbIMM CUMNTOMaMM W 3aKNHYalTCA B HOY-
HO cnenoTe, MUONWUW, MOTepe MNepUdepnyHeckoro 3peHNs WU 3agHei
cybkancynsapHoii kaTapakTe. W3MeHeHMs CO CTOPOHbI [/fla3 Hauu-
HaloT nosBNATLCA B Bo3pacTe 5—10 fieT v nporpeccupyroT 4o Mos-
HOI cnenoTbl K yeTBepTOMYy 10-1€TUO XXMU3HU. ATpOonYeckmne mnsme-
HeHUs1 ceTyaTKM MO (PopmMe HarnmoMuHarT W3BUIWHBI TOIOBHOIO MO3-
ra. WHTennekt y 6o0/bHbIX 06bIMHO He CcTpafaeT. BbisBnsetcs
10—20-KpaTHOE yBenu4yeHue COofep)KaHus OpHUTMHA B nnasme. [n-
nepaMMOHMEMMUA M MOBLILLEHVE YPOBHS B KPOBW APYrUX amMUHOKMC-
NOT OTCYTCTBYIOT. HekoTOpble 60/IbHble NOALANOTCA JleUYeHU0 60/b-
wnMn gosamn nupugokcnHa (500— 1000 mr/cyT) Ha (hoHe orpaHu-
YeHNs Mpuema apruHuHa.

CVYHOPOM  TUMEPOPHUTUHEMUN — TMNEPAMMOHUEMNN — FOMOLNT-
py//iMHeMuUn. 3TO pefKoe  ayTOCOMHO-peueccMBHoe 3abosieBaHue,
NMpy KOTOPOM JeeKT 3aK/noyaeTcsa B MaTo/iorMm CUCTEMbI, OTBET-
CTBEHHOW 3a TPaHCNOPT OPHUTMHA U3 UMTO3018 B MUTOXOHAPWUM,
YTO MPUBOAUT K HAKOMJIEHUIO OPHUTMHA B LMTO30/1€ U ero gedpuun-
TY BHYTPM MUTOXOHApWIA. lNepBoe 06YCNOBAVMBAET TUMNEPOPHUTUHE-
MUIO, & BTOpPOE COMPOBOXAAETCA HapylleHMEM UMKIa MOYEBUHbI W
runepaMMoHuemueid. FfomMmoumMTpynInH obpasyeTca B pesynbTaTe pe-
aKuMMm MUTOXOHAPWA/ILHOTO  Kapbamundgocgara € /IM3MHOM — Kak
CNneAcTBUs BHYTPUMUTOXOHAPUAIBHOIO Jeuumta opHUTUHA. OCTpble
NPUCTYMNbl TUNEPAMMOHMEMUM B paHHeM [eTCKOM BO3pacTe MOryT
npmeBecT K Kome. K XapakTepHbIM CUMMMTOMam OTHOCATCA OTCTa-
BaHWe pa3BUTUA, XPOHWYECKas pPBOTA, YMCTBEHHHas OTCTa/oCTb WU
cygoporn. Y 60nbHbIX OTCYTCTBOBana rnasHas natonorus. AuarHo-
CTMYECKOe 3HauyeHVe 0ObIYHO UMEKT BbIpaXXEHHOE MOBbILLEHWe YPOB-
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CuHTes 6enka
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Puc. 7-13. Nyt meTabonmama rmcTuanHa, 6eTa-aMMHOKUCAOT U (hOSIMEBOM KUCNOTbI.
OCHOBHblE MeTabonnyeckne Nyt 0603HAYEHbI MOAYXUPHBLIM LUIPUGTOM.
Tre® — TeTparngpodonmesas Kucnora.

HEl OPHUTMHA W TOMOUMUTPY//IMHA B nias3Me. OrpaHunyeHue noTpe6-
NeHust 6efika MPYBOAMT K YMEHBLUEHUIO TUMEepaMMOHUEMUN. Y He-
KOTOpPbIX GOMbHbIX Y/YYLUEHME COCTOSHMS HacTynaeT npu nprieme
OPHWUTUHA.

TMCTUANH

MmctuguHemus. Tpu rMCTUAMHEMUN OTMeYaeTcs AeUunT B Me-
YeHU N KOXE (hepMeHTa rmcTmaasbl, B HOpMe npespallatoeidi rmctu-
OVH B YPOKAHOBYIO KMCNOTYy. B pesynbTaTe ructuavuH TpaHcaMWHU-
pyeTcs B UMWAA30/INMPOBMHOIPaHYI0 KUCAOTY, KOTOpas BMecTe C
yBeNMYeHHbIM KOMMYECTBOM TUCTUAMHA OOHApy>XMBaeTCcA B Moue
(puc. 7-13). NmunpasonnupoBUHOrpafHas KucnoTa, Kak U (eHw-
NUPOBMHOrpagHas, BCTYNaeT B Peakumio C XJ0puaoM Xenesa, uto
CONpOBOXJAeTCHA CUHe-3e/eHbIM OKpawmBaHneM. MHOrux 60MbHbIX
C IUMCTUAMHEMMEN WAEHTU(MULMPOBAIA NPU NPOBEAEHUN CKPUHUHI-
TECTOB Ha (PEHU/IKETOHYPWIO, Y HEKOTOPbIX M3 HWUX OWWBOYHO Au-
arHocTMpoBann (eHUIKeTOHypuo. [NA AMarHOCTMKKU 3aboneBaHus
Heo6X04UMO BbISIB/IEHME MOBbILEHHOIO YPOBHA B MJa3Me rUcTuau-
Ha, a OKOHuYaTeflbHbIA AMarHo3 3aBWCUT OT OMpedesieHnss akTUBHO-
CTM TUCTUAA3bl B OPOrOBEBalOWEM 3MUTENUN WIN MNEYEHW.
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Y HeKoTOopbIX 60/IbHbIX HapyllaeTcsa peyb, Y HebOoMbLIoro yucna
/\BbISBNAETCA HM3KOPOCNOCTb, 4aCTb OOMbHbIX CTpajaeT YMCTBEHHON
‘oTcTanocTblo. CBA3b 3TUX CMMMTOMOB C TUCTUAMHEMUEN He ycTa-
HOB/EHa, MOCKO/IbKY PYTUHHOE CKPWHUPOBaHWE aMWHOKUCAOT Bbis-
BWIO MHOMMX fnL, ¢ 6ecCMMNTOMHOM ructugnHemueil. Metabonuue-
CKUIi pedeKT nepefaeTca N0 3yTOCOMHO-PELECCUBHOMY TWMy; B
HEKOTOPbIX CeMbSIX FeTepo3UroTHOCTb MOXET O6bITb MAEHTUDULNPO-
BaHa MO CHVKEHHOW aKTMBHOCTWU TUCTMAA3bl B KOXEe.

CylecTBYIOT [o0Ka3aTeNbCTBa FEHETUYECKOW FeTeporeHHOCTU ru-
-CTUAVHEMUW. Y HEKOTOPbIX 60MbHbIX AeTeli N0 HeycTaHOB/IEHHbIM
MNpUYvHaM OTMeyasioCb OAHOBPEMEeHHO MOBbIWeHWe YPOBHS aliaHuHa
B nna3Me. B HeKOTOpbIX CeEMbAX, Y/eHbl KOTOPbIX CTpagaan rUCTu-
OVHeMVel, aKkTUBHOCTb FMCTUAasbl B KOXe 6Oblia B npefenax Hop-
Mbl M HE WCK/IOYEHO, YTO B 3TUX Cny4vasax gedekT (hepMeHTaTMBHO
aKTMBHOCTWU Obl OrpaHuWyeH MeyeHblo. Y MHOrMX AeTei ¢ CUHAPOMOM
MapaHa Takxe onpefensatT rMCTUAMHEMUIO, O4HAKO B3aMMOCBA3b
MeXay 3TUMU [OBYMS TeHETUYECKUMW HapylweHUsMW He 6blia Bbl-
AB/EHA.

Y HOBOPOXAEHHbIX C 3TUM 3ab0/ieBaHMEM He IKCKPETUPYIOTCA
MMULAa30/bHble MPOM3BOAHbIE TUCTUAWHE, MOCKOJbKY CyLlecTByeT
thusmonornyeckas 3afepxka CO3peBaHUS  aKTUBHOCTU TUCTUAWH-
TpaHcamuHasbl.

MMcTManH 1 metabonmsm ¢onveBoli K1cnoThl. MNocne npespalle-
HUA TUCTUAMHA B YPOKAHOBYH KWCNOTY MPOUCXOAUT €ero AasibHei-
lee npeBpaweHne B (HOPMUMUHOINYTaMUHOBYIO KUCnoTy (®PUTK).
®opMMMUHOrpynna 3TOro COeAVHEHUA B HOPMe  MepeHOCUTCA Ha
(honveByt0 KUCMOTY C COMYTCTBYKOWMM 06pa3oBaHWEM TyTaMUHO-
BOW kucnotel (cMm. puc. 7-13). OnpefdeneHue 3KCKPEUUU C MOYOM
O®UIMK nocne Harpysku ructuguvHoOM WCMOMb3YIOT AN BbIABMIEHUSA
COCTOSIHUI, XapakKTepusylowmxca aeduunutom (ONMeBo KUCAOTbI.
Kak ®UTK, Tak M ypokaHOBass KUCNOTa 3KCKPeTupyeTcss 60MbHbI-
MK, CTpajarowmMmy MeranobnacTM4ecKon aHemuern BcneacTeue fe-
thmumTa (hosIMEBOM KMCAOTbl. YpPOKaHOBas KuC/0Ta onpeaensieTcs
TaKXe B Moye feTei, 60MbHbIX KBaLIMOPKOPOM.

BbiAB/IEHO YeTblpe YeTKMX BapuaHTa [AedekToB MeTabonm3ma
(hoNMeBO KUCMOTbI, MPU KOTOPbIX €€ YPOBEHb B KPOBW HE WM3MEHEH
WU nosblleH. B nepsom criyyae onpegensetca geuunT hopmMmumu-
HOTpaHcgepasbl; ypoBeHb  (POPMUMUHOIIYTAMMUHOBOW KUCIOTbI MO-
BbllLaeTCA MOC/Ae MpMeMa rMCTMAMHA. Y HEKOTOpbIX AeTer, MpoXwu-
BalOWMX B ANOHMW, Y KOTOPbIX MOBbIWEH YpPOBeHb (posiaTa, 4acTo
OTMEeYa/In YMCTBEHHYHO OTCTa/10CTb, MUKpouedannio 1 WN3MEHEHUA
Ha 33l. Y ppyrux 60/bHbIX, Y KOTOPbIX YPOBeHb (honaTta Haxoawus-
cA B Mpefesiax HOPMbl M OTCYTCTBOBa/IM remMaTosIOTMYEecKne Hapy-
LWEHMA WKW OTCTaBaHWe pas3BUTKSA, C MOYOWN BbIAENSANOCH MACCMBHOE
KonnyectBo ®UTK. Y Hux 3peKTUBHO ObIIO NledeHue hosaToMm,
KOTOpbI CHWMXan 3Kckpeumto ®UTK; aTm cnyvam moryT npepcras-
NATb COOOM [O6POKAYeCTBEHHbIE BapuaHTbl gepuuymta HOPMUMUHO-
TpaHcgepasbl. bonee TsHXeno 60MbHbIE AeTU MOTYT CTpPagaTb ABOW-
HbIM (DEPMEHTHLIM AeeKTOM, T. e. He TO/IbKO (POPMUMUHOTpPaHChe-
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pasbl, HO M LUMKNOAe3aMWHa3bl, OTBETCTBEHHOM 3a npeBpalleHue
pP-popmumMumo-Tre B NGINBmeTuneH-Tre® (cm. puc. 7-13). BTo-
poi M TpeTWiA BapuaHTbl MeTaboNNYeCKMX HapyleHWA nokKanunsy-
I0oTcA Ha 60nee OTAANEeHHbIX ydyacTKax MeTabo/sMyeckoro nytm wu
BK/IKOYAOT B cebA nnbo pfedekTbl (hepmMeHTa, KOTOPbIA B HOpme
NepeHocUT MeTW/bHble rpynnbl ¢ M5MeTunTeTparugpodonara Ha
romoumMcTeMH ¢ o06pa3oBaHMEM METMOHWHA, NM60 3aTparnBaeT pe-
AykTtasy, npespawawwyto 510-metuneH-Treé s USmetuneH-Tro
(em. puc. 7-4). YetBepTbiii getheKT MeTabonmsama (hoMEBOA KuC-
NOTbl CBA3aH CO CHMXEHWEM aKTUBHOCTW AUrnapodonaTpesyKrasbl.
y Tpex geTeii ¢ MerasiobnacTM4ecKom aHeMuel M HOpPMaibHbIM YPOB-
Hem ¢onata B CbIBOPOTKE OTMeudann 3deKT Ha BBeAeHWE He (o-
NEeBOI KUCNoTbl, a 5-hopmnnTeTparnapotonnesoil KUcnoTbl. Mpu
3TOM (hePMEHTATMBHbI aHann3 TKaHW MeyYeHU MNO3BONWUS BbISIBUTH
[ednunT aKTUBHOCTU peayKTasbl.

MMCcTnaMHYpus. JKCKpeuus rUcTUauHa C MOYOl B HOpMe yCu-
nnBaeTca y 6epeMeHHbIX. TUCTUAUHYPUA  MOXET MNPOUCXOAUTb U
npu mn30bITKE TUCTUAMHA B KPOBW. M30nupoBaHHas rUCTUANHYpPUSA
6e3 rMcTUAVMHEMNN, CBSI3aHHAsA C AeEeKTOM MOYEeYHON KaHasibLEeBOW
peabcopbunn, Oblna BbiSBNeHa Yy Tpex AeTeil, poavTenn KOTOpbIX
N CUBIMHIN ObINN TETEPO3UTOTHLIMW HOCUTENSIMA 3TOW MaTo/IornN.

Ounentngpl ructngnHa. KapHosuH ((3-anaHunrucTuaviH) un aHce-
puH (p-anaHun-1-MeTUArucTUAMH) NpeacTaBnsioT coboii nenTuapl
rMcTUAMHa C HEYCTaHOB/IEHHOW (DYHKLUMEN, BbISABNSEMblE B MbILUILLAX.
3Tn nenTmabl, Kak M 1-MeTUArUCTUAMH, 06pa3yoWwmiica U3 aHcepu-
Ha, 0O6Hapy>XMBalOT B MO4Ye 340POBbIX /ML, OCOBEHHO nocne yno-
TpebneHns B nuwy 60MbLIOIO  KOMAMYECTBa MSACa WHAIOLWEK Wan
UbINNAT. FOMOKapHO3UH (Y-aMUHOBYTUPUNTUCTULANH), KaK MOXHO
NpeanonoXuTb, — NPOAYKT, cheuntunyHbiii  AAs8 TrON0BHOrO MO3ra,
TaK KakK OH OOHapy>XvMBaeTCsi TO/IbKO B CMMHHOMO3MOBOW >XWAKOCTU.
MNpu onucaHHbIX fafiee HapylleHWsax AvnenTuabl TMCTUAMHA onpe-
JeNnsnMcb B MoYe, 4TO 6b10 cneundryeckoid HaxO4KOW M He 3aBu-
ceno oT AMETbI.

Nmnpgaszonosas aunaypus. M36bITOYHOE BbiBeAeHVE KapHO3UHa,
aHCepMHa 1 B HEKOTOPbIX C/y4asax FOMOKapHO3uHa (y-aMMHOGYTU-
PUATNCTUANH), KaK U ructuamHa n 1-metmnructngamHa, 6bi1o cedasa-
HO C 0co60i (hopmoii UepebpoMakynsapHOi fereHepauun, Hanomu-
HawLller BeHWbHYO ¢GopMy 6onesHn Tes—Cakca. Kak 6bi10o
MoKasaHo, Mpv 3TOM 3a60/1€BAHMW MOBbIWEH CUHTE3 3TUX AWUNenTu-
[JoB. N eHeTnyeckas ocHoBa 3ab0/1eBaHMA He YCTAHOBJ/IEHA: Y Y/IEHOB
Tpex 06cnefoBaHHbIX CeMel LepebpomMakynspHas AereHepauus Ha-
cnefosanacb Mo peueccUBHOMY TuMy, B TO BPeMSA KakK FMCTUAMHOBAS
nenTuaypus nepefasanacb Mo JOMUHAHTHOMY Tuny. W3onnposaHHoe
YBenuueHue 3kckpeuuu l-metunructngmHa 6e3  1l-meTunructugmHe-
My 6b110 BbISIBAIEHO Y Tpex CUOBMHIOB MYXXCKOFO Mofa c npexge-
BPeMEHHbIM MNOJIOBbIM CO3peBaHMEM, Y KOTOPbIX OTCyTCTBOBanuM Apy-
rve KInHMYecKne CUMMITOMBbI.

JednunT CbIBOPOTOUHOW KapHO3MHa3bl. Y 60NbHbIX C Aeduum-
TOM CbIBOPOTOYHOM KapHO3MHa3bl OObIYHO BbIPaXEHbI HEBPOJIOrMYe-



CKMEe HapyleHWss Ha (POHEe MOCTOAHHOM KapHO3UHypuKW, HO 6e3 Kap-
Ho3nHeMuW. [edeKT 3aTparvBaeT (EPMEHT KapHO3MHa3y, KOTOpbll
B HOpMe TuApOSM3yeT KapHO3WH B FUCTUAMH U (3-anaHuH U MOXET
ObITb onpefeneH B nnasme. 3aboneBaHWe HacnedyeTcs MO peuec-
CUBHOMY Twy.

FoMOKapHO31MHO3. TOMOKapHO3MHO3 XapaKTepu3yeTcs nporpec-
CUpYyloWeld CnacTUYECKOM napansernei, YMCTBEHHOW OTCTa/oCTblO,
NArMeHTaLMel CeTyaTKu U BbICOKUM YPOBHEM TFOMOKAapHO3MHa B
CMWUHHOMO3rOBOI XWAKOCTU, KOTOPbIA MOXeT B 20 pa3 MpeBblWaTb
HOpMa/ibHble BefMUMHBLI. CBSA3b BMOXMMWYECKOrO AedeKTa C Hapy-
LUEHMSAMWN WHTEN/IEKTA OCTAeTCs HESCHOW. YBeNMYeHHOe cofepykaHue
rOMOKapHO3MHa B CMMHHOMO3rOBOM XXWAKOCTU 6bl/I0 0OHAPYXEHO Y
poanTeneil 60/IbHbIX AETEA U Y HEKOTOPbIX HENeYeHHbIX 6GOMbHbIX,
CTpajarolnx HeHUNIKETOHYPUEIA.

BETA-AMUNHOKWNC/10TbI

(3-AnaHnHemus. JleTaprus, COMHOMIEHTHOCTb, MPUNAaAKU MNo TUny
grand mal u cmepTb B paHHeM [JeTCKOM BO3pacTe CBA3bIBA/IN C
NepcuUCTMpPYIOLLe p-anaHMHeMWen MpU  KOHLUEHTpauuMuM p-anaHuHa,
B 2—4 pasa npesblwakwllein Hopmy. beTa-anaHuH obpasyeTca npu
rmaponuse onpegeneHHbIX AUNenTUAOB M pacnage ypauuna. B Hop-
Me OH B JasibHelillem MeTabonuMsvpyeTcs nyTem TpaHCa MUHMPOBa-
HUA 00 MasioHOBOM KMC/OTbI, 3aTeM A0 auetata M ABYOKUCK Yriie-
pofa. CyuwiecTBYIOT [JoOKa3aTe/lbCTBa 6/10Ka TpaHCaMUHUPOBaHUSA
P-anaHuHa. TOBbIWEHHbIA  YPOBEHb B MOYe pP-aMWHOM30MACNSAHOW
KUCNOTbl W TaypwuHa, Kak U p-ajlaHuHa, 3acTaBnseT MnpeanosioxuTb
06WKiA NoYeyHbIi MexaHW3M TpaHCrnopTa P-aMUHOKWUCIOT. Y 60/b-
HbIX [eTeli MOBbIWEH TakXe YPOBEHb Y-aMMHOMACNAHOW KUCNOTbl B
CMMHHOMO3rOBOM  XMAKOCTW, nna3me M Moye. HeBponormyeckue
CUMMNTOMbI CBA3bIBAOT C YBE/IMYEHMEM KOJIMYECTBA p-aNlaHUHa W
YMEHbLUEHNEM Y-aMUHOMAC/AAHON KUCAOTbl B rOMI0OBHOM Mo3re. la-
TONOrMyeckas 3KCKpeuus ¢ MOYO p-afiaHUHa U p-aMUHOM306YyTupa-
Ta Oblna BbisB/EHA Y 340pPOBOr0  pebeHKa C MOBbILEHHOM N0M-
KOCTblO BOMOC. WM30nvpoBaHHbIA JedeKT TpaHcnopTa p-anaHuHa
CBA3bIBA/IN C OTCTaBaHWEM (U3NYECKOTO U YMCTBEHHOrO pas3BUTUSA.

p-AMUHOM3OMAacCAHAasA aunaypus. N36bITouHasa IKCKpeuns p-amu-
HOM30MAC/ISAHOW KMCMOTbl FEHETMYECKU MpegonpeeneHa y He6onb-
LIOro MpoueHTa 340POBbIX NvU. B 3Tom cnyyae cuMmnTomaTuka OT-
CYTCTBYET, a p-aMMHOM30Mac/siHas KuUCMoTa eXefHEBHO 3KCKpeTu-
pyetca B kKonudectBe 100—300 Mr (y 340POBbIX 3KCKPETUpPYeTCH
10—40 wmr). AHomanusa nepepfaeTca peleccMBHbIM reHoMm. Kpome
TOro, p-aMMHOM3OMac/gHas auuaypus COnpoBOXKAaeT MHoruve 3abo-
NeBaHUA C AeCTPyKUMein TKaHel M WHTEHCMBHbIM pacnajom Ae30K-
CUPUBOHYK/IEMHOBOW KUCIOTbI. 340pOBble NMUa, nosydawlme ¢ nu-
e 60/bLIOE KOMNYECTBO P-aMUHOW30MAC/SHON KWCNOTbl, €CTecT-
BEHHOro MeTabosnnTa Ba/iIMHA W TUMWHA, CMOCO6HbLI ObICTPO BbIBO-
OVTb ee M3 opraHu3ma.

150



JIN3VH

NIN3nH — He3aMeHMMass amMMHOKUCIOTa C YHUKa/lbHbIM KaTabo-
NINYeCKUM NyTEM, HauynmHalWMMCA C KOHAeHcauuu nusvHa c a-Ke-
TOrNyTapoBOM KWUCMOTOM M obpa3oBaHWs caxaponumHa, a He ¢ npo-
uecca nepeamuHupoBaHus. CaxaponuH B JdasbHelillem paclwienns-
eTCA 40 aueTOYyKCYCHOWM KMCMOTbl Yepe3 Ccepuio peakumin (puc. 7-14).
MepBble ABa (hepMeHTa, 3afeicTBOBaHHbIE B Mpouecce KaTabonmus-
Ma /N3UHa, a-KeTornyraparpegyKrasa W caxaponuHperngporeHasa,
CKOpee BCEro, SABAAKTCA 4YacTbl0 OAHOrO0  6GEenKoBOro KOMIMJIEKCa,
KOHTPO/IMPYEMOr0 OAHMM TeHoM. o6ouHbI NyTb pacnaga vM3nHa
npeanonaraeT ero nepeamuHWpoBaHWe Ha MepBOM 3Tane c obpaso-
BaHMEM MWMEKONI0BOM KUCIoTbl (CM. puc. 7-14).

MnepnnsvHemMnsa. BbipaXXeHHOEe MOBbILIEHWE YPOBHA NU3MHA B
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Puc. 7-14. Nyt metabonuama nmanHa. OCHOBHble MYTW 0603HAYeHbl MOMNY>KMPHbIM
wpugTom.
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nnasMme MOXeT OblTb CTOWKUM WM MEPUOAMYECKMM; B MOCNefHEM
cnyyae 3TO CBA3aHO TakKXe C runepaMMOHWeMueit.

CTolikasa runepn-msunHeming. 3T0 peakoe, npennosno-
XUTeNbHO ayTOCOMHO-peLieccMBHOe, 3aboneBaHue 00YyCnoBMEHO Ae-
(hmunTOoM npegnosiaraemMoro (GepMeHTHOro  KOMMEKca JSIN3MHKETO-
rnyTapatpegykrasa/caxaponMHgerngporeHesa.  BbisiBieHbl  0KO/10
20 60/bHbIX C 3TOM NaTosorneii.

KnnHnyeckre MNposiB/ieHMA BapbUPYHOT OT BbIPaXXEHHON YMCTBEH-
HOW OTCTaNOCTVM W OTCTaBaHWA (PU3NYECKOr0 pa3BUTUSA, «pa3bonTaH-
HOCTU» CYCTaBOB W CyAopor [0 K/IAWHWYECKM He NPOABAAHLMUXCA
(hopM, KOTOpble ONpeaenstTcs TOMbKO MNPV MPOBeAeHUU CKPUHWHTa.
MMnepnuanHemns — He 00LWENPU3HaHHAsA MpPUYMHA  KIVMHUYECKUX
NPOSB/IEHNA Yy 6OJIbHbLIX C BbIPAXEHHOW CUMNTOMATUKOWN,

NabopaTopHble AgaHHble CBUAETENbCTBYIOT O rMNepan3un-
HeMUK, caxaponMHEMUWN, NN3VHYPUM U caxaponuHypum (caxapoLuil
B HOpMe He OMpefensieTcd HA B KPOBW, HN B MO4Ye) y OOMbLUMHCTBA
60MbHbIX. M3BECTHbI 60/bHbIE, Y KOTOPbIX FUMNEP/IM3UHEMUSA He CO-
npoBoOXJanacb caxaponuHemuen. Kpome TOro, B XWAKOCTSAX opra-
HU3Ma BbISBAAKTCA  TFOMOUUTPY//IMH M FOMOapruHuUH  (CM. puc.
7-14). Y Bcex 06cnefoBaHHbIX 6bin onpegeneH KOMOMHWPOBAHHLIN
fednunt (hepMeHTOB JIM3UHKETOrNyTapaTpeayKTasbl WM caxaponuH-
JervpporeHasbl. VcknoueHne cocTaBua ogvH 6G0OMbHONM, Y KOTOPOro
MosHOe OTCYTCTBME CaxaponuHAeruaporeHasbl COMPOBOXAAN0CL yYMe-
PEHHbIM CHMXEHMEeM aKTUBHOCTU NMU3MHKEeTOrnyTapaTpeayKTasbl.

M'MnepnnsMHemMns/caxaponMHemMmnss — npumep [ABONHOrO aeunun-
Ta ABYX MnocnegoBaTesibHbIX (hepMeHTOB. [Apyrum npvMepoM nogo6-
HOro poga CNy>XWuT (epMeHTHbIV AedeKT, NPMBOAALLNA K OpPOTOBOIA
aumaypun.

Heob6xo4MMOCTb NevyeHns 60MbHbIX C TUNEeP/IM3UHEMUER CropHa.

Mepuoanueckass rUNepan3nHeMns ¢ rmnepaMMoHmeMmein. Y 605b-
HbIX MPUCTYNbl TUNEPAMMOHUEMUN W TUNEPINZMHEMUM MOTYT Ha-
yaTbCs B MEPUOAE HOBOPOXAEHHOCTU. OHM NPOBOLMPYIOTCA AUETOIA.,
B KOTOpPOWN COAEPXUTCA 6O0NblUOe KOAMYECTBO NM3MHA wnm 6Genka
(2—3 r/kr B cyTkn). ManobenkoBana aueta HOPMarn3yeT KOHLEHT-
pauuio NM3MHa U aMMmaka B nnasme. B nepvog npucTtynos y 60/b-
HbIX MOXeT MOBbIWAaTbCA YPOBEHb aprMHUHA WU UUTPYNIvMHa B nias-
Me. [lepBOHayanbHble COOOLEHNA CBUAETENBCTBOBA/IM O TOM, 4TO
y 60/IbHbIX He HapylleHa aKTMBHOCTb (DEPMEHTOB LMKIA MOYEBUHbI,
HO BMOCNEACTBUM Obl1 BbISBNEH AeUUMT (hepMeHTa apruHUHCYK-
UMHaTCUHTEeTasbl. OcHOBOMoNarawwWnii  aeekT y 3Tux 60/bHbIX
0CTaeTCAd HEeACHbIM, HO MOXeT ObITb CBA3aH C Ae(MUMTOM OfHOro
13 (PepMEHTOB LMKNA MOYEBWHbI, MOCKOMIbKY B HEKOTOPbIX Cy4asx
Npu HapylweHUn (PepMEHTOB LUMKIA MOYEBMHbI MOBbILIAETCH YPOBEHb
NM3UHa B nasme.

a-AMMHoagunuHoBasa auugemus. CoobliaeTcsa 0O 340POBbIX AETAX,
N OeTAX C MHOXECTBEHHbIMW CKENETHbIMW aHOMaNMUAMU U NMOHUXKEH-
HOM CMOCOGHOCTBLHD K 0OYYEHMIO, Y KOTOPbIX BbIAENSETCA YBE/INYEH-
HOe KO/IMYeCTBO a-aMMHOaAWMNMHOBOW KMCNOTbl. He ypanocb ycTa-
HOBUTb CBSI3N MEXAY KIVMHUYECKUMW HapyLIEHUAMU U BUOXMMUYe-
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CKMM feeKTOM. B cBAA3M C Tem 4TO Harpyska /M3WHOM MNOBbILAET
3KCKpeuuto a-aMMHOaAUMNUHOBOW KUCMOTbI, NpegnonaratT, YTo 610K
CBA3aH C ee HEeCrnocobHOCTbI MpeBpaliaTbCs B a-KeToaAUMUHOBYHO
KMCMOTY.

a-KetoagnnuHosaa auugemus. C MOBbIWEHHbIM YPOBHEM a-Ke-
TOAAUMNMHOBOM KWCIOTbl B M/la3Me U MO4Ye accouuMpoBaHbl Takue
CUMNTOMbI, KakK HeOHaTa/llbHble CyAOPOrv, WXTUO3, YMEPEeHHbIi Me-
TabonmMuecknini  auMos, a BMOCNEACTBMM BblPaXXeHHOe OTCTaBaHue
pa3BuTUS pebeHKa. [leheKT cBfA3aH C HapylleHnem fekapbokcuiv-
poBaHMA a-KeToaAWMNUHOBOWN KUCIOTbl 40 rnyTapoBoi. OfHaKo aHa-
NOTWYHBIV  BMOXUMUYECKNA fetheKT Obla BbISIBIEH W Y KAVHUYECKN
3[,0pOBOr0 CUGIMHIa 60MBLHOrO, YTO BbI3BAJIO COMHEHUSA B CYLLECT-
BOBaHWWN CBA3W MeXAy MeTabonMyeckuMm AeeKTOM W YMCTBEHHON
OTCTaNOCThIO.

FnyTapoBas auuaypva | Tuna. [nyTapoBas KucioTa npegcras-
NnseT coboii MPOMEXYTOYHbIA NPoAyKT pacnaga nmsmHa (CMm. puc.
7-14), rugpokcunmsnHa n TpuntogaHa (cMm. puc. 7-5). nyTtaposas
aumaypma | Tuna, pegkoe ayTOCOMHO-peLeccMBHOe 3abosneBaHue,
BbI3BaHHOe Jetmumtom rayTapun-CoA-germgporeHasbl, crnegyeT
anddepeHumposaTb 0T rayTaposoi aumgypum Il Tuna, camocTtos-
TeNIbHOr0 K/IMHWYECKOTO0 N BUOXMMUYECKOro CMHAPOMA, Bbl3blBAEMO-
r0 MHOXECTBEHHOI HeJoCTaTO4YHOCTbIO auuni-CoA-gernaporeHas.

BonbHble poxpalTcs 6e3 Npu3HakoB MaTonorMM M MoryT B Te-
YeHWe nepBbiX HECKOSIbKMX MECSLEB XWU3HW COXPaHATb OTHOCUTENb-
HOe K/IMHW4YecKoe 6Gnarononyyve, HO B BO3pacTe nocsie 3 Mec, Kak
NpaBW/I0, Y HUX HAYMHAKT NPOrpeccupoBaTb WHTENNEKTYa/lbHblE Y
HeBpO/SIOrMyeckme HapyleHns. lMaTorHomMoHW4YHa Ans 3abonesaHus
reHepasM3oBaHHas CNacTUYHOCTb C AUCTOHMEA W  XOpPeoaTeTO30M.
CMepTb MOXeT HacTynuTb NOCMe COCTOSAHWS, HanmOMMHAOLWEro CUHA-
pom Pes.

NabopaTopHble uMcCAefOBaHWSA MNO3BONAIT BbISBUTH
YMEPEHHO BblpaXeHHble MeTabo/IMyeckne aumaos U KeTos. B kposu
N Mouye OOHapYXXMBAKTCHA BbICOKME YPOBHW [yTapoBOW KUCAOTbI.
YpoBeHb aMWHOKUCIOT B Ma3mMe O06blYHO HaxoauTcsa B Mpedenax
HOPMBb!.

NleyeHune, ocHOBaHHOE Ha Manobenkosol auete (0COGEHHO
cnegyeT orpaHuuMBaTb NOTpeb/eHVe Nu3nHa 1M TpunTodaHa) u BBe-
JeHnn 6onblnx Ao03 pubodnasmHa (KodepmeHT rnyTapun-CoA-ge-
rmagporeHasbl), Cnoco6CcTBYeT CYLWECTBEHHOMY CHVDKEHUIO YPOBHS
rNyTapoBON KUCMOTbl B >XUAKOCTAX oOpraHusma. BeegeHue y-amu-
HomacnsHoi kucnotbl (FAMK) B TepaneBTMYECKO [03e MpUBOAUT
K HEKOTOPOMY Y/yULUEHUIO COCTOSAHUA 60MbHOrO.

MNMunekonatemunsa (Nunekonosas aumgemus). unekonosas Kuc-
noTa— Of4MH M3 MPOMEXYTOUYHbIX MeTaboNnMTOB BTOPOCTENEHHOro
nytn katabonmsma nmavHa (cMm. puc. 7-14). MoBbIWEHHbIN YPOBEHb
NUMNEKONOBOM KMUCNOTbl B XWAKOCTSAX OpraHvM3Ma oTmevanu y fetel
C Npu3HakamMn M CUMMNTOMAaMW, CXOAHbIMW C TakKOBbIMW MPU CUHAPO-
Me UennbBerepa. YpoBeHb B nia3me siM3vMHa U APYrux amMMHOKMC-
JIOT ocTaeTcs B npefenax Hopmbl. KMCTO3HblE M3MEHEHMA B MOYKax
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N OTCYTCTBME MEYEHOUHbIX MEPOKCMCOM, YacTO BCTPeyaloLlmxca npu
cuHgpome LlennbBerepa, OTCYTCTBYIOT NPV MWMEKONOBOM 3NMAeMUn.
Kak nonaraioT, gedekT 3aTparvBaeT PepMeHT OKCuaasy ammHoagm-
NMHOBOIO nofyanbAerna, Kataiu3vupyrlowlero npespalieHne nune-
KO/I0BOW KWUCNOTbl B a-aMMHOAAUNWHOBLIV NofyanbAerni, HO naTto-
reHe3 3abofieBaHNSA OCTAETCA HESICHbLIM.

Nnsnnypnsa  (runepgmbasvikammHoaumaypus). [ ByXOCHOBHbIe
aMUHOKMNCAOTbI (JIN3UH, aprUHWH, OPHUTUH U UUCTUH) UMEKT 06Lnii
TPaHCMOPTHbIA MeXaHW3M B KULIEYHUKE W MNOoYKax. VI3BECTHO He-
CKO/IbKO TEHETMYECKMUX BapUaHTOB, MpWY KOTOPbIX MOXeT HapyluaTbCcs
noyeyHas peabcopbUUA OfHOM K3 MEPEUUCNIEHHbIX [BYXOCHOBHbIX
aMMHOKMCIOT unm 6onee. Mpu UMCTUHYPUM HapylaeTcs abcopbums
BCEX YeTbIPeX aMMHOKMCNOT. Y HEKOTOPbIX 60/MbHbIX, Y KOTOPbIX C
MOYO TepseTcs 60/blIOe KOMUYECTBO JIN3MHAE, aprMHUHA W OpPHU-
TWHa, BbIPaXXEHO OTCTaBaHWEe YMCTBEHHOIO M (hM3NYECKOFO PasBUTUSA.
Coobuiaetcss 1 0 ApYyrux 60MbHbIX CO CHWKEHHbIM WHTENNeKTyaslb-
HbIM pa3BUTWMEM, Y KOTOPbIX BbISBAIEH W301MPOBaHHbIA AedekT
TpaHcnopTa /M3WHA WM HapylleHwe, 3aTparvBaroliee TpaHcnopT
NM3UHA N aprMHUHA.

JIn3nHypunyeckas HenepeHoCMMOCTb 6enka (cemeiiHas HenepeHo-
CUMOCTb 6enka). 3Ta pegkas ayTOCOMIHO-PELECCMBHas MaTos0rns
CBfi3aHa C HapyLleHHbIM TPaHCNOPTOM J/IM3UHA, OPHUTWHA W apru-
HMHA KaK B MOYKax, TaK WU B KULWIEYHUKe. B oTanume OT 6OMbHbIX
UMCTMHYpUElN Npy 3TOM NaTo/orMM He YBENUUMBAETCA 3KCKpeuus
UMCTUHA C MO4Yoi. K KAMHWYECKMM MposiBNeHnsMm 3abonesaHus B
nepBble HECKO/IbKO MECALEB XW3HU OTHOCATCA OTCTaBaHWe pas3Bu-
TMA pebeHKa, ero OoTka3 OT efbl, pBOTa W Auapes. B panbHeiwem
MOTFyT OTMeuyaTbCA OTCTaBaHWe MCUXNYECKOrOo M (U3MYECKOro pas-
BUTUWSA, coyeTarolmecs ¢ NPUCTyNnaMm rmnepaMMOHNEMUYECKON KOMbI.
Y 60MbHbIX NPU 3TOM MOSABASETCA OTBpaLleHWe K 6enKoBOW nuLe,
Yy HUX MOryT 6blTb pefKue /IOMKWE BOMOCbl, renaTomeranus, ocTeo-
nopo3 1 runepMobusibHOCTbL B CycTaBax.

NabopaTopHble gaHHble MOryT CNoco6CTBOBAaTb BblsABE-
HUKO rMNepaMMOHMEMUN, aHEMUMW, HEMTPOMNEHUM U TPOMOOLUTOMNEHUN.
KoHueHTpaumsa B nnasme /IN3MHA, aprMHMHa W OPHUTMHA O6bIYHO
HeBeNMKa, HO BbIBEEHUE 3TUX aMUHOKMCAOT C MOYOW PEe3KO MOBbl-
WweHo. MexaHM3M runepaMMOHMEMMM MOXET ObITb CBA3aH C gedu-
LUNTOM apruHUHA WA OPHUTUHA; HU3KUA YPOBEHb 3TUX aMWHOKMC-
NOT 3amefnsieT CKOPOCTb NPeBpalleHnin B LMKIE MOYEBMHBLI U Cro-
CO6CTBYET rmnepamMMOHMNEMUN.

NleveHne, 3aknouatolleecs B CO6OAEHUN HU3KOOENKOBOI aue-
Tbl MPWY AONO/HUTENIbHOM BBEAEHWM apruHUHA WU UMTPYAIvMHE, npu-
BOAMIO K KOPPEKUMN OUOXMMUYECKUX U KINHUYECKUX W3MEHEHMWIA.

B 60nblIMHCTBE CryvyaeB 3abosieBaHMEe BCTPeYaeTCH Yy BbIXOALEB
n3 PUHAAHAUW, T[Ae PacnpoCcTPaHEHHOCTb CMHApPOMA cocTaBnseT
1:80 000— 1:60 000.

MMApoOKCUIN3NHEMUA. TUAPOKCUNINSUHEMUIO BbISIBAANN Y NNL, C
pasnyHbIMM cMMMTOMaMu (4BOe cTpajanu Tpucomuen no 21-i na-
pe Xxpomocom). MOCKOMbKY TMAPOKCUIN3UH OObIYHO He BbISBNSETCA
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B nia3Me, 06HApy)XXeHWe B Heil Ja)ke HeGOMbLIOFO €ro Ko/muyecTsa
CBUAETENLCTBYET O TOM, YTO MATOSIOFUS He CBA3aHa C HapylleHWeM
noyeyHoli abcopbumu. Mpupoaa AedekTa, NPEANONIOKUTENBHO CBSI-
3aHHOrO0 C pacnagom CcBOGOAHOrO rMAPOKCUIM3UHAE, OKOHYaTesIbHO
He yCTaHOB/EHA.

MMOPOKCUNN3NHAEULNTHBIA KonniareH. Y 6o/bHbIX € KAUHWYe-
CKUMW TNpu3HaKamu cuHapoma Jnepca—[faHnoca 6bia BbISB/EH
KOJINareH C MaTo/fIorMYecKM HU3KMM KOMIMYECTBOM TUAPOKCUIM3NHA,
Y 4acTu GOSbHbIX  6bIIM BbIPAXKEHbI CKOMMO3, «Pa3boNTaHHOCTb»
CYyCTaBOB, MOBbILEHHAS PACTSXXMMOCTb KOXW U TOHKWE Py6Ubl, B TO
BPeEMsi KaK y [pYyrux OTMeyasiucb, KpPOMe TOro, KoConarnocTb, OT-
C/IOMKa CeTyaTKW, MENTUYECKME $I3Bbl U TpbbKa MWLLEBOAHOIO OT-
BepcTus. py onpeaeneHNM akTUBHOCTM  (hepMeHTa M3UINPOTO-
KO/INareHrngpoKcmiasbl B KynbType (pu6po6a1acToB 6bi10 BbISBIEHO,
YTO OHa COCTaB/If/Ia NPUMEPHO Ya OT HOPMBI.
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HAPYLWIEHNA METABOJIM3AMA YIJTIEBOJOB
HAPYLWIEHNA METABOJIM3MA YTIJIEBOAOB B KULUEYHWKE

MuuieBble yrneeBoAbl, BXoAslWMe B COCTaB [AWeTbl 4YenoBeka.,
BK/IOYalOT B ceba Kpaxman (pacTuUTeNbHbIA NOAUMep [/H0KO3bl) 1B
rnvKoreH (KMBOTHOIO MPOUCXOXAEHMSA), AMcaxapuibl NakTo3y o
caxapo3y K MoHocaxapupbl (F/0K03a, ranakrtosa u (pyKTo3a).

PasnnuyaloT ABe (OPMbl Kpaxmasia: amumio3a M amuioneKTUH..
AMMWI03a COCTOUT W3 T/IIOKO3HbIX MOHOMEPOB, COEAUHEHHbIX a-1,4-
CBA3bI0, YTO NMPUBOAMT K (HOPMMPOBAHUIO MpsAMbIX Leneii. B amuno-
NeKTUHe NpsiMble Leny BETBATCA BC/efcTBMe obpasoBaHus a-1,6-cBs-
3eii npumepHo y Kaxgoro 30-ro a-14 coeguHEHHOro T[/1IOKO3HOrC-
MOHOMepa. B rnvkoreHe pa3BeTBMEHWS HauMHAKOTCA B CPefHEM Ha
ypoBHe Kaxgon 10-n a-1,4-cBs3M, rge Takxke obpasywTca a-1,6-
CBA3M.

AMKUNasa CMHbI U COKa MOMKENYLOYHON Xenesbl rMaponusyet-
Kpaxman W rUKOreH A0 ManbTO3bl, MafbTOTPMO3bl W a-AeKCcTpu-
Ha (M30ManbTo3a). ManbTo3a COCTOMT M3 ABYX [HOKO3HbIX eAVHNL,,
COEMHEHHbIX Mexay coboii a-14-cBs3blo. ManbTOTpMo3a COCTOUT
M3 Tpex TaKux eAVHUL, «-AeKCTPUH — U3 HECKOSIbKUX MOHOMEPOB-
rN0KO3bl, COeAMHEHHbIX a-1,6-CBA3AMM W HECKONbKUMK a-1,4-cBs-
3AMW. B nakTo3e nepBblii YrnepoaHbliA aTOM ranakTo3bl CBA3aH O
4-m yrnepogHbiM aToOMOM [/110KO3bl. [lepBblii atom yrnaepoga ro-
KO3bl B MOJIeKy/le 1akKT03bl OCTaeTcs CBO6GOAHbLIM, UTO Mpegonpeje-
NsieT BOCCTAHOBUTENbHYKO  CMNOCOBHOCTb NakTo3bl. JlakTo3a faet
NONOXNTENbHYIO peakuuto ¢ peaktmBom Clinitest, HO He ¢ Testape.
Monockn ¢ Testape, KakK M CXOAHbIA ¢ HUM peakTus Clinistix, co-
JepxxaT Tr/l0KO30KCMAaa3y, KOoTopas BO34eWCTBYET TOMbKO Ha CBO-
6ogHyt0 rnoko3y. TabneTku Clinitest cogepxaT cynbtaT meaw,
KOTOpbI/i npeBpaliaeTcs B ee OKCUA Noj BO34eNCcTBUEM BOCCTAHO-
BUTENEN.

BoccTaHaBvBawLe caxapa BK/IOYAKOT B Cebs r/10KO3Yy, Masb-
TO3y, Ma/IbTOTPMO3Y U «-AEeKCTPUH, HO K HMM He OTHOCMTCA caxa-
po3a. B Heli KOHLEBOW OTPe30K IH0KO3bl, 06/afalowmini BoccTaHo-
BUTE/NbHOM aKTMBHOCTbIKO, CBA3aH C PeayLMpylLMM OKOHYaHWEM
(hpYKTO3bl, B pe3y/nbTaTe 4ero pegyuupytowme rpynnbl o6oux ca-
XapoB-FeKco3 He CnocobHbl BCTynaTb B peakuuvio, 1M caxapo3a npeg-
cTaBnseT co60i HempoayLMpYLWMA gucaxapus.

LleTouHaa KaiiMa BOPCMH KWLUEYHOrO 3MNUTENUs MpOosBAseT cre-
OyOLWYI0 TMAPOANTUYECKYIO aKTUBHOCTb (UTO MNPOSBNSETCA B TUA-
ponuse NPOAYKTOB, YKa3aHHbIX B CKOOKax): ManbTasza (ManbTo3a,
ManbTOTPMO3a), n3omanbtasa (a-4eKCTPUH), NakTasa (Nakrosa) K
caxapasa (caxaposa). [0K03a M ranakrto3a akTMBHO TPaHCNOpPTU-
pytoTca Yepe3 aNUTENNA KULLEYHMUKA.

MMaponn3 n TpPaHCMOPT MOryT ObITb HapylleHbl Kak Mpu reHe-
TUYECKN AeTEePMMHUPOBAHHbLIX (MEPBUYHbIE) COCTOSHUAX, Tak U npu
nocneacTBMaX Apyrux 3abonesaHwuii  (BTOPUYHbIE), HampuMmep npu
VHMEKLNOHHOM racTpo3HTepUTe WM KUCTO3HOM (ubpose. B nobom-
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cflyyae MOXeT pas3BUTbCA K/AVHWYECKUIA CUHAPOM Manbabcopbumn.
B HacToswem pasfgene paccMaTpuMBalOTCA NULWb BOMPOCHI MepBUY-
HbIX HapylleHuii manbabcopbuun. O gedmunTe ManbTadbl He C006-
Wwanocb, a AemuMT OCTa/lbHbIX TPeX rMaponas M HapylleHne me-
XaHWU3Ma [HKO30raslakTo3HOro TpaHCnopTa OnucaHbl B MOCNefyto-
Wwunx naparpagax.

JepnuunT caxapasbl — M30MasibTasbl

KnuHnueckne nposBrieHns pgegpuumrta caxapasbl — M30ManbTasbl
BK/IIOYAIOT B CeOS XPOHUYECKYK Auapeto, 6011 B XMBOTE U AuUC-
KOM(OPTHOE COCTOSIHWE, YTO OTMEYAETCA NPW COAEPXaHWUM B MuLle
caxaposbl (CTONOBbIV caxap) WM Kpaxmana, T. e. npu ynoTtpebne-
HUM B GONbLUE 4YacTu TBepAor nuwwn. MNpu 3ameHe 3TOM AMETHI Ha
cofepXKally /1akTo3y CUMMTOMbI ucuye3arT. MOSIOKO MepeHoCUTCH
XOpOLIOo, KaK W T/lIl0KO3a, HO «pa3rpy3ouyHas BogHas AueTa», CO-
cTosWaa m3 BOAbl, COAep>Kalleil CTOMOBbIA caxap, (PYKTOBbIX CO-
KOB, rasvpoBaHHbIX HanWTKOB, A0/I04YHOr0 MpPe, MOXeT YCyryouTb
anapelo.

Mprvem BHYTPb TecToBOM [03bl (1—2 r/Kr) nakTo3bl, HOKO3bI,
ranakTosbl WA MaibTO3bl 06ecrneyvyMBaeT HOPMasibHbI/i YPOBeHb ca-
Xapa B KpOBW, Yero He MPOUCXOAUT Mpu ynoTpebneHUn B nuwy ca-
Xapo3bl, Mnocfie KOTOpPOM MOXeT pPa3BMTbCA IKCMI03MBHAsA Auapes.
KncnotHocTb (pH) wvcnpaxHeHWi HWM3Kas, MOCKOMbKY 3a cyeT 6ak-
TepuanbHOM (hepMeHTauMnm HeabcopbupoBaHHbLIX YINeBofoB o06pa-
3yeTca MOSIoYHasA Kucnota. OHa ycuavBaeT Auapeto, TakK Kak pas-
ApaxaeT CAM3UCTYH 060/M0YKY KULLIEYHUKA W MOBbILWAET OCMOMANb-
HOCTb B €ero npoceeTe.

OKOHuYaTenNbHbIi AMarHo3 YcTaHaB/IMBAETCA MOC/ME BbISABIEHUS
MOHWXEHHOW aKTMBHOCTM caxapasbl WM M30ManbTasbl B OuontaTe
KuWeYyHnKa. He ycTaHOB/eHa nNpuvYMHA COYETAHHOW HegoCcTaTOYHO-
CTV 3TUX ABYX (hepmeHTOB. OTCYTCTBME CTeaTopeu M aTpodun BOp-
CMH KULWIEYHMKA cayxaT  auddepeHumManbHO-ANarHOCTUYECKMMUY
Npu3HaKamu, NCKIIYaWwmMm Lennakuio. YactnuHaa arpogusa Bop-
CWH, ecnn TakoBas WMEETCH, HUBENUPYeTCaS C Hopmanunsaumeii
CTPYKTYpbl MOCMEe Ne4YeHUss, OCHOBAHHOIO Ha A/MTEeNbHOM cobntoge-
HAM OueTbl, He cogepxkawei caxaposbl  (MONIOKO, MSCO, pbi6a,
NTULA, XMBOTHbIA XUpP, FI0KO3a, OBOLWM W CbIP).

HenepeHOCMMOCTb NaKTO3bl

JTOT CUMHAPOM MPOSIBNSIETCA MO MEHbLUE Mepe TPems K/IMHU-
YECKMMW BapuaHTaMW: cemeliHasi, BPOXAeHHasi HEMepeHOCUMOCTb
NaKTOo3bl ‘I e HENEPEHOCMMOCTb C MO3AHMM Ha4asioMm.

CemeliHas HeMepeHOCMMOCTb NaKTO3bl. 3TO peaKoe, TSXKeNo
npoTekatoulee 3aboneBaHWe, HayMHaeTcsa C PBOTbI MOC/E MEPBOro
KOPM/IEHNSI MOJIOKOM WM B TeYeHWe MePBbIX HECKOMbKUX AHEN
YKM3HWU. AKTMBHOCTb KWLLEYHOVM nakTasbl He m3MeHsieTcs. O ep-
MEHTHOM fJedeKTe He coobLLanoch.
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BpoXaeHHas HenepeHOCMMOCTb  J1aKTO3bl. PebeHOK cTpajaer
Onapeeii, ero 6ecrnokoAT 6051M B XKMBOTe, OH B34yT. Bce 3To Ha-
UMHAETCA BCKOpPe [MocC/ne pPOXAEeHWUs, Korja B [AMeTy BK/KYaeTcA
NlakTo3a. 3TW CUMNTOMbI MCYE3alT B TOM C/lyyae, ec/ii MOJIOKO
3aMeHUTb Ha «pasrpy3oyHylo XUAKYH AueTy». MOXeT MoABUTLCA
cTteaTtopes. KoHUeHTpauwma TrwoKo3bl B KPOBW HOpMasnlyetcs Mo-
Cne npuvema BHYTPb [/IIOKO3bl WIN ranakTo3bl, HO He /1aKTOo3bl, KO-
Topas MOXeT CMpOBOLMPOBATb PE3KO BbIPXKEHHYIO AMapero, MeTeo-
pY3M M KULIEYHbIA auckoMdopT. MonoyHaa kucnota obycnosnmaeT
KUCNYKO peakuuto WCNPaXHEHWn W nogaepxuBaeT Auapero.

Mpn 6MoNCMM TOHKOFO KULLEYHMKA MPU BbIP&KEHHOM CHVDKEHUU
aKTMBHOCTM JlakTasbl Mop@osiormyeckas KapTuHa OCTaeTca B npe-
Jenax Hopmbl. OPPEKTMBHOE fNeveHne CocTOoMT B cobngeHun 6es-
NaKTO3HOW AUeThI.

HenepeHOCMMOCTb /1aKTO3bl C MO3AHUM Ha4vanom. KranHuyeckue
N NaTosioroaHaTOMUYeCKMe [aHHble 3TOM  NaTo/oMMM  aHafIornYHbI
TakoBbIM MPU BPOXAEHHOM HENnepeHOCUMOCTU NaKTOo3bl, 3a WCK/I0-
YyeHMem TOro, 4To 3aboneBaHMe MOXeT pa3BUBaTbCA MNOCTENEHHO,
HauMHaACb Yepe3 HECKONbKO JIeT Moc/e poxXaeHwd. Jinua cesepo-
€BPOMNENCKOro MpPoOMCXOXAEHWA CTpajatoT 3TMM 3aboseBaHMEM pej-
KO, B TO BpeMs KaK cpeau npeactaBuTeneli  HEKOTOPbIX ApYyrux
3THWYECKUX TPYMn ero pacnpocTpaHeHHOCTb MOoXeT gocturate 90%.
Hanpumep, y ogHoro n3 10 nuy, eBponeougHoi n cemun u3 10 Her-
povgHoii nonynsaunin, npoxmnsaowmx B CLUA, ymepeHHO BbipaXeHbl
CUMNTOMbI HEeAOoCTAaTOYHOCTM NakTasbl, YTO onpegenseTca npu npo-
BEAEHUN MPOBOKALUMOHHLIX TecToB (NpMeM MOJIOKa WM NaKTOo3bl:
[o3a nakTo3bl 50 r akBMBasieHTHa 1 /1 MONOKa).

JeTn un B3pocnble MOTyT HayuuMTbCA MOAMKMUMPOBATL AUETY
Takum 06pa3om, 4TO COAepXXaHWe B Hell NnakTosbl He OyaeT npe-
BbilaTb KOJINYECTBA, KOTOPOE MOXeT YCBOUTb WX opraHuam. Ya-
CTUYHAA HeAOCTAaTOYHOCTb JlaKTasbl MOXeT CTaTb MPUYUHON OTHO-
CUTENIbHON CTEPTOCTM CUMMTOMOB BO MHOIMX Ciy4asx.

INoKo3oranakTo3Hass Masibabcopbums

HacnepgoBaHve rnOKO30ranakTo3Hol Mmanbabcopbumm nponcxo-
OWT MO ayTOCOMHO-PeLecCMBHOMY TuMy. Y HOBOPOXAEHHbIX Mpu
3TOM BbIpaXeHa Aunapes, B34YT >XWBOT, OHW YYBCTBYIOT [JWCKOM-
(hopT nocsie MepPBOro KOPMJIEHUS BOLOW C T/IHOKO30M WM MOTOKOM.
CMMnTOMaTMKa OCTaeTCs MpU KOPM/JIEHUM CMECAMW, B COCTaB KO-
TOpbIX BXOAUT caxapo3a WM ManbT03a, HO HMBEIUPYETCH npu
KOPM/IEHUUN 06e3yrneBoAHbIMM CMecAMU ¢ Aob6aBneHneM (PYKTO3bI.
Mocne BBedeHUS1 (DPYKTO3bl B KPOBWU MOBbLILIAETCA YPOBEHb [/IHOKO-
3bl, YEr0 He MPOWCXOAUT MpWU BBELEHWM NaKTO3bl, [/IHOKO3bl, ranak-
TO3bl.

Mopdonornyeckun cnusnctas 060/104Ka KULLEYHWKA He W3MeHe-
Ha, TaK XK€ KaK He HapylleHa W aKTUBHOCTb KULUEYHbIX Aucaxapu-
Jas. Mpepgnonaraetcs, 4To AeeKT 3aTparmsBaeT NpoLecc TpaHcnop-
Ta NIOKO3bl W FanakTo3bl 4Yepe3 CAU3UCTY0 060/1I0UKY KULLEYHMKA.

159



TecToBble MeTOAbI

JednunT KuMwevyHoW rvaponmnsbl MOXET AOCTOBEPHO AMArHocTu-
poBaTbCA MPW WCCMefOBaHUM Creunpuyeckon (epMeHTaTUBHOW ak-
TMBHOCTM 6uonTtaToB. O6LlefOoCTYNHA TexXHWKa nepopasibHOn 6uon-
CUM CNN3UCTOM 060M0YKM KMLLEeYHMKA W uccnefoBaHUs (epmeHTa-
TUBHOW aKTMBHOCTM. Kpome TOro, BO3MOXHO OCYyLLECTB/IEHUE
npocTeilunx TecToB y MNOCTeNM 60/bHOr0, OCHOBaHHbIX Ha ucche-
[OBaHUN >XXMOKOW 4YacTu KanoBblx Macc. Cpa3y nocne B3ATuA 06-
pa3ua Kajia ero XWUAKyl 4acTb CMeLuBaloT C ABYyMS 06bemamu
BOAbl M 15 Kanenb 3TOM CMecu TecTUPYHT C MUCNOMb30BaHMEM peak-
Tnea Clinitest Ha npefMeT BbISIBMIEHUSA PeayLupYoLWMX caxapos, a
OfHY Kanio [06aBNAOT K peakTuBy Testape WKW BbISBEHUS [i0-
Ko3bl. Ecnu nokasatenu peakummn c Clinitest coctaBnsaoT 0,5% wnm
MeHee, TO 3TO COOTBETCTBYeT HOpMe. [MOCKO/NbKY caxapo3a He OT-
HOCUTCA K BOCCTaHaBAMBalOWMM caxapam, HeobxoauMMo npeaBapu-
TENbHO OCYLLEeCTBUTb €e rMaponv3 nyTeMm KUNSAYEeHWs OAHOM vacTu
XMAKOM vacTu Kana B AByx 4vactax 01 N pacTBopa CONsiHOM Kuc-
NI0Tbl B TeyeHWe 2 MUH. llocne rnaponvsa KOMMOHEHTbI caxapos3bl
(rnmoko3a u (pyKTo3a) MOryT ObITb BbISB/EHbl peakuueid ¢ Cli-
nitest.

Y 60/bHbIX C HEMEPEHOCUMOCTLIO caxapa pPH >Xugkux mcnpax-
HEHWA CKopee BCEro He AocTuraetT 6 m yacto Hwke 55 B ToM cny-
Yyae, eC/M NPOLUIO JOCTAaTOYHO BPEMEHW AN (hepMeHTauMm caxapa
H6aKTepusaMM B TONCTOM KULLIEYHUKE.

MepopanbHble TecTbl Ha TOMEPAHTHOCTb K caxapam MpoBOAAT
nocne HecKOoSIbKMX 4acoB rosiofaHus. PebeHka NpOCAT BbINUTb WUC-
cnegyemblii caxap u3 pacyeta 50 r/'M2 noBepxHocTuM Tena B 10%
pacTBope. B Hopme cnegyeT oXuaaTb YBE/MYEHUS KOHUEHTpauum
caxapa B KpoBu Ha 300 mr/n wnm 6onee B TeYeHWe MOCIEAYHOLLMX
2 4 n, 4YTO eule 6OsEe CyLWECTBEHHO, B Mpobax >XMAKOro Kana OoT-
CYTCTBYeT Ha3HaueHHbI/i caxap WM ero Ko/MyeCcTBO He MOBbILLAETCA
nocne nposefdeHns TecTa. [Mpn gemunTe gucaxapupas Ha caxapHoi
KPVBOW OTCYTCTBYET peakuus Ha BBeAeHWe aucaxapuia, OAHaKo
KpyBas HOpManun3yeTcs, ecnym BMeCcTO Aucaxapupa 60/bHOMY BBe-
CTV 3KBMBA/SIEHTHOE KOJIMYECTBO CMeCM MOHOCaxapuioB, BXOAALLUX
B COCTaB [aHHOro gucaxapuga.

HAPYLIEHA OBMEHA YIJIEBOAOB B TKAHAX OPrAHMN3MA

BHYTpMK/IeTOUHOE nNpeBpalleHne TrIKo3bl, (MPYKTO3bl U ranak-
TO3bl CXeMaTWYecKW npeacrasneHo Ha puc. 7-15, 7-16 n 7-17.
NaoeHTuguumpyowmecs pedektol ¢GepmeHToB (cMm. puc. 7-15, 7-16,
7-17) accoummpoBaHbl C 3aboneBaHUAMU, NEpPeUYUCeHHbIMA B Tabh.
7-4, 7-5, 7-6.

BbifAiBfIeHHOE HapylleHWe aKTUBHOCTU (epmeHTa [O0/DKHO Chy-
XXWUTb OCHOBOW AWArHOCTUKM W fIeYeHUss BPOXAEHHbIX HapyLlleHui
obmeHa BewecTB. OgHaKo (epMeHTHbIi fetheKT B OAHOM TKaHW He
MOXeT ObITb BbISIBfIEH B APYroii TKaHW MO HECKOSIbKMM MpUYMHaM.
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Puc. 7-15. MyTn cnHTe3a 1 pacnaja LMTONMa3MaTnyeckoro ravkoreHa. Mpw 3a6one-
BaHUsX, MePeYnCcneHHbIX B Tabn. 7-5, onpegenseTca AenuUMT PEepMEHTOB, Ha3BaHUS
KOTOpPbIX MPVBEAEHbI.
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Puc. 7-16. depmeHTaTVBHbIE peakUMy MeTabonM3ma YrieBofoB, AepUUUT KOTOPbIX
MOXET NPUBOAUTL K YCWMEHWUIO /lakTaTaluaos3a, MOBbILIEHWIO YPOBHS — NupyBaTa
Wwm runornvkemmi. MNpu 3a6oneBaHusX, NepedncieHHbIX B Tabsn. 7-6, onpeaenseT-
sl AeMUMT (PEePMEHTOB, Ha3BaHMSI KOTOPbIX NPUBEAEHDI.
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[T Il: gedexkT nM3ocomansHOro 4

epgema DpyKTO30- Imoccbar
I'T VIII:;,3a6onesaHne LIHC u HeaHTn-

BHas neyeHouHas docthopunasa Il decpocppyrcroTom [VIl]
I'T XI: depmeHTHbI fedekT ®pyKToso—1';6-,qm¢00(har

HensBecTeH
Nakra?
Puc. 7-17. Mytn akTmBauum doctopunasbl 1M aHa3pobHoro ravkonusa. Lngpbl B

CKOOKax yKasblBatOT Ha TWUM FIMKOreHo3a, COMpOoBOXAAKoLeroca AeekTom onpege-
JIEHHOro hepmeHTa. TUMbl NepeyvncsieHbl B Tabn. 7-7.

1 VI3MeHeHHbI (hepMeHT B HOpPME MOXeT OTCyTCTBOBaTb, 4TO
MOXHO BWIETb Ha MpuMepe  TIOKO30-6-hocthaTasbl B MbILILAX.
Takum o6pasom, gemunT 3TOro (epMeHTa B MeYeHU, MOoYKax u
KULWEeYHNKe npy 60Me3HN HakonieHua rnavkoreHa | tuna (BHI 1)
He OTHOCUTCA K CKENeTHOW MyCKynaType.

2. AKTUBHOCTb (PepMeHTa MOXEeT OoTpakaTb aKTUBHOCTb Pa3Ho-
06pa3HbIX (PepMeHTHbIX 6eNKOB B pa3HbIXx TKaHAX. [pumMepom Mmo-
ryT CNyXuUTb TIMKOTeH-CMHTETa3a, ocopunasa wm KuHasa goc-
thopunasbl. Tak, AeuuUnT 3TUX (EepMeHTOB B neyveHu npu BHI O
BHI VI wnn BHI IX He 3aTparnmBaeT aKTUBHOCTU 3TUX (PEPMEHTOB
B CKENIETHOW MYyCKynaTtype.

3. MoXeT He nNpefcTaBUTLCA BO3MOXHOCTb ONpPedennTb Hapy-
LWEHHYD aKTMBHOCTL 0ofiee 4Yem B OAHOM TkaHW. Tak, npu gegu-
uMTe raslakToOKMHa3bl B 3pUTPOLMUTaxX BeposATeH ee AeeKT B Mneve-
HW. OfHaKo wuccrefoBaHMe aKTUBHOCTWU rasiakTOKWHa3bl B MeYeHouY-
HOM TKaHW nMpwu gedekTe PepmMeHTa B IpUTPOLMTaxX He MPOBOAMTCS.

4. Bo3MOXHa cuTyauus, Korga (epmMeHTaTMBHAsA akKTUBHOCTb
in vivo HapylleHa, B TO BpeMsl Kak in vitro oHa nposiBniseTcsa. 3TO
6biBaeT npu ncespgo-BHI | (BHI 16), mpu KOTOpOW OTMevarTcs
K/IMHMYeCKNe 1 6BuoxmMmuyeckue nposieneHns BHI la, 3a uckno-
YeHMeM TOro 4YTO in Vitro akKTMBHOCTb TJ/1I0OK030-6-hocharasbl B 3a-
MOPOXEHHbIX NpenapaTax MeYeHW He OT/INYaeTcd OT HOPMbI.

5. [etekT epmeHTa in vitro MOXeT ObITb pe3y/ibTaTOM apTe-
thakTa. Hanpmmep, akTMBHOCTb MEYEHOYHOI (octhopuiasbl CHUXKE-
Ha W OTCYTCTBYET MpW WccnefoBaHUM OMOMNCUIAHBIX NpenapaTos,
HECMOTPS Ha TO 4TO OHa OKa3blBaeTCHd HEM3MEHEeHHOW npu no-
CMEepPTHOM MCCNefoBaHUM Y TOro e 60/bHOrO.
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AHOMaIMKY, He coOnNpoBOXKAaloLLMeca nakraraumaosom mnm
natosiIormM4eCKNmM HakonjieHMem rimkoreHa

HapyweHna meTabonuMsama ranaktosbl CcMm. B Tabn. 7-4 u Ha
puc. 7-15.

ManakTo3eMus: AeMuMT ranakToKuHasbl. 3TOT BWUA HapyLleHWs
obMeHa BELLEeCTB XapaKTepu3yeTCs ranakTO3eMuen, NakTosypuein u
KaTapakTamu Mpy OTCYTCTBUWM YMCTBEHHOW OTCTaNOCTM WM aMWHO-
aumaypun. KaTapakTbl HauvMHatoT (GOpMMpPOBaTbLCA MNOC/e poXxAae-
HWS, Korga B AMeTe COAEPXMTCA ranakTosa, obpasywolasacsa us
NaKkTo3bl MOfIoKa. K MOMEHTY YCTaHOB/IEHUS AMarHosa 3nvMuUHaums
ranakTosbl, MOCTynawLelr Wn3BHe, MOXET 0Ka3aTbCA  C/ULLIKOM
nosgHe Ana 06paTHOro pa3BUTUA KaTapakTbl, XOTS MAagwue cu-
6/MHIM 60/IbHOTO MOFYT He CTpagaTb 3TUM 3ab0neBaHMEM; Yy HUX
cneflyeT OCyLLeCTBAATb TeCTUPOBaHME MPU POXAEHUN.

TanakTOKMHAa3a KaTanusuvpyeT rMepBOHayasibHOe ochopmunmpo-
BaHMe ranakto3bl. Ecnm ee akTMBHOCTb CHWXeHa, ynotpebrneHue c
nMWwen ranakTosbl MNPUBOAUT K YBE/IMYEHWIO €e KOHLEHTpauum B
KPOBWM M MOYe, B KOTOPbIX OHa MOXeT O0OHapy>XuBaTbCA B KayecTBe
OT/IMYHOTO OF [/IOKO3bl pefyunpyroulero BewecTBa. Mouva, wmccne-
JyeMas Ha npeameT BbISBAEHUS ranakTosbl, A0/HKHA ObiTb cobpa-
Ha nocfne KOPM/IEHMS  ranakTosocofepxXawmmm cMmecamu.  Ecnu
*60/bHOV pebeHOK mnosyyaeT BOAY C [/1OKO30M B TeyeHue pfocTa-
TOYHOrO BpemeHW, NpeALwecTBOBaBLUEro cCO60pPYy MOYKM, ranakrosa B
Heili MOXeT OTCyTCTBOBaTb M 3abosieBaHME OCTaHeTCA Hepacnos-
HaHHbIM.

MocTHaTanbHas AMeTa, OCHOBaHHasA Ha WCK/OYEeHUW n3 Hee ra-
NaKTOo3bl, JO/DKHA NpefoTBpaTUTh (PopMUpoBaHMe KatapakTbl. [1o-
CKO/IbKY MO OCT&1bHbIM MapamMeTpaMm [eTW He WMelT MNPU3HAKOB
naTonorny, NPOrHo3 MOXeT ObITb 61aronpUSATHLIM.

OKoHYaTenbHbI AMarHo3 ycTaHaB/MBaeTCA Torga, Korga B 3apu-
TpouuTax BbISABAAIOT AePUUNT aKTUBHOCTM ranakTOKMHasbl, HO A0-
NMyCKaeTCcs BOB/IEYEHWE B MPOLECC W MEYeHOYHOro epmMmeHTa. Heko-
Topas 4acTb ranakTo3bl NpeBpallaeTcs B ranakTUTON, KOTOPbIi
MOXeT OblTb OTBETCTBEHHbIM 3a pa3BUTWe KaTapakTbl. Y 60/bHbIX
aKTMBHOCTb ranakTOKWHa3bl B 3pUTPOLMTAX CHWXEHA; Y reTteposu-
rOTHbIX poAguTenein n CMGAMHIOB aKTUBHOCTb (DepMeHTa MpPOMeXxy-
To4yHa. Hacnepyetca 3abofieBaHMe MO ayTOCOMHO-PeLECCUBHOMY
Tuny. YactoTa BCTpeyaeMoCcTU cocTasnfgeT npumepHo 1 Ha 40 000.

ManakTosemusa: aeuuUT ranaktoso-1-hochat ypuaunTpaHcde-
pa3bl. Knaccuyeckas ranakro3emMusi OTHOCUTCA K Cepbe3HbiM 3a60-
NEBAHMAM C paHHWM MOSIBIEHMEM CUMMNTOMOB. 340POBbIi HOBOPOX-
[JeHHbIA B HOpMe nosnyyaeT Ao 20% Kasopuyeckol Harpysku, o6y-
C/MOBJIEHHOW NAaKTO30l, COCTOAWEN W3 [/II0KO3bl U ranakTosbl. [pu
OTCYTCTBMM TpaHc(epasbl HEBO3MOXeH MeTabonm3m ranakroso-1-
(bocthaTta, HakonjeHMe KOTOPOro NPUBOAWUT K 3ab0/N1eBaHUIO W, BO3-
MO>XHO, BO BHYTPUYyTpoBHOM nepuoge.

AvnarHo3 pgeuvumta ypuauntpaHchepasbl cnegyeT 3anofo3puThb
Y HOBOPOXAEHHOro Wan pebeHKa CTapLllero Bo3pacTa, Yy KOTOporo
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Ta6nuuya

7-4. HapyweHuns o6bmeHa yrneBoAoOB B TKaHAX,

HakKonneHmnem rnukoreHa

AHOMaNbHbIN thepmMeHT

[anakToknHasa

I"anakTo30-1-thoc-
thaTypmamnTpaHc-
thepasbl

Ypnannandocdat-
ranakTo30-4-anu-
Mepasa

DPyKTOKVHA3a

1-docthodpyKTasib-
Jonasa

docornuuepaTmy-
Taza (M-egHHW-
ua)
Il akTaTperuapore-
Hasza (M-eguHun
ua)

TKaHW, B cocTaB KOTOPbIX BXOANT
aHOMa/lbHbI (EPMEHT

3pUTPOLUTBI; BO3MOXHO, TakKxe ne-
YeHb (U Apyrve TKaHu), TaK Kak
NpUHATass BHYTPb raiakTo3a He
npeBpaLlaeTcs B [/IHOKO3Y

BO3MOXHOCTb MpeHaTaNbHON Aumar-
HOCTVIKN He YCTaHOB/eHa, 06bI4HO
He yKa3blBaeTcsi

MeyeHb, 3PUTPOLUTBLI,  KULLIEYHVK,
npeHaTa/lbHasi [MarHocTUka BO3-
MOXHa W MokasaHa NyTeM usyue-
HUA (DEPMEHTOB B K/IETKax aMHMo-
TUYECKOM >KMAKOCTM

SpUTPOUNTbI, NEAKOUUTbLI, AMMdoun-
Tbl; B MNeyeHW, KynbType Gubpo-
6/1aCTOB 1 CTMMY/IMPOBaHHbIX NIM-
(hobnactax aKTMBHOCTb He Hapy-
LeHa

[MeyeHb, NOYKKW, KULLEYHUK

MeyeHb, MOYKKM, KULLEYHVK; TpeHa-
TafbHas [OMarHOCTUKa He NpPOoBO-
anTcs

MbILLLbI

MbILLILbI, SPUTPOLMTBI, NEAKOLUTLI

[enaTomerannsa

He comnpoBOXjalliMeca nakraTaynpo3oM W aHOManbHbIM

CumMnTOMbI

MporpeccupytoLlas KaTtapakta Hauu-

HaeTca B rpyfHOM BO3pacTe; MO-
XeT pacrno3HaBaTbCsi Npy HapyLle-
HUAWM 3pEHVs Y LUKO/bHMKA MNpy OT-
CyTCTBUM ApPYrUx CUMMNTOMOB 3a60-
NeBaHWs; OTCYTCTBYHOT remnatome-
ranus, renaToTOKCUYHOCTb, aMUHO-
auuaypuss 1 yMCTBEHHas OTcTa-
N10CTb; .NPOrHO3 61aronpUsTHLIN

HaumHaeTcs cpasy nocfie PoXaeHust

WM No3[Hee; PBOTa, TUMNOr/MKe-
MHSI, renaTomeranus, Luppo3 neve-
HW, CNJIEHOMEranusa, XXenTyxa, Ka-
TapakTa, amuMHoauMaypwus, ranak-
TO3ypusl, YMCTBEHHas OTCTa/IOCTb;
Y HefeyeHHbIX 60/bHbIX MPOrHo3
Heb61aronpusITHLIA; TeCT Ha Tone-
PaHTHOCTb K rasiakTto3e He HyXeH
1 onaceH

Mpu3Haky 3a60/1eBaHNs OTCYTCTBY-

0T, He TpebyeTcs AMETUYECKUX
OrpaHMYeHUin ranakTosbl, KoTopast
MeTaGonm3npyeTcs B MedeLm

pusi 06HapyXXnBaeTcs 06bIYHO C/y-
YalHO, NMua C 3TUM  AedeKToM
K/IMHNYECKN 3[10pPOBbI

N LMPpPO3 MeveHu,
pBOTa M rMNOrIMKEMUSI Noc/e npu-
eMa (hpyKTO3bl; aMUHoALMAYypus;
NPOrHo3 MOXeT ObITb 6Gnaronpu-
ATHBIM MPY  3IUMUHALMK  (PPYKTO-
3bl; TECT Ha TONEPaHTHOCTb K
(bpyKTO3€e He OTHOCUTCS K Heobxo-
OVMbIM  MCCMeloBaHWAM NSt Mo-
CTaHOBKW AMarHo3a u MOXeT npu-
BECTU K HeobpaTMMO Kome, 0CO-
GEHHO Yy TpyAHbIX feTer u peten
paHHero Bo3spacTa

MwnornobuHypus, 6on1M B MbilUax,

CHMWXKEeHHas TO/IepaHTHOCTb K (*)I/I-
3YECKM Harpy3kam

MwuornobuHypusi, 6biCTpast yToM/isie-

MOCTb nocfie (OM3NYECKOW Harpys-
Kn

OtcyTcTBYeT

KommeHTapuun

[anakToKMHa3y B MeyeHn 60/bHbIX

[0 HacToslliero' BpeMeHU He Uc-
cnefoBav; MOBbILLEHA KOHLEHTPa-
Lys ranakTo3bl 1 ranakturona (Ho
He ranakto3o-l-thoctaTa); ranak-
TO3a W rasakTuTon MoryTt obycrno-
BUTb Pa3BUTUE KaTapaKThbl

YBennyeHo KOMNYEeCTBO B KJ/eTKax

ranakto3o-1-gocchata M ranakTu-
Tona; ranakTo3o-1-gocthaT OTBET-
CTBEH 3a renaToTOKCUMYHOCTb MU
YMCTBEHHY OTCTa/IOCTb, a ranak-
TUTON — 3a pa3BUTUE KaTapaKTbl

CocTosiHMe BbIABMSETCA NPU MOCTHa-

Ta/lbHOM CKPUHWHIE, TaK KaK YyBe-
JINYeHa KOHLEHTpaums B 3pUTpoLM-
Tax ranakTtos3o-1-ochaTa

CUMMTOMbI OTCYTCTBYIOT, (pyKTO3y-1 COCTOsIHME M3BECTHO Takxke nog He-

3BaHMEM [06POKAaYeCTBEHHOW, WM
3CCEHLMaNbHOMN, (bpyKTO3YypWnu;
Testape (T. e. [/1lOKO30KCKAA3a)
oTpuuateneH, Clinitest nonoxmTe-
NIleH; MoYa He Ao/KHa CcTaTb UC-
TOYHMKOM JIOXKHOFO AMarHosa ca-
XapHOro AuateTa

CocTosiHMe M3BECTHO TakKXe Mof Ha-

3BaHMEM Hac/eACTBEHHOM Henepe-
HOCUMOCTU  (hPYKTO3bl; NEAKOLUTBI
WU 3pUTPOUUTLI  He BOB/EYEHbl B
npouecc (B HUX B HOpME Maslo
1-thochohpykTanbgonasbl);  BO3-
MOXHa reTeporeHHocTb, 4YTO Aa-
€T OCHOBaHWe npegrnonaratb, 4TO
yacTb fieTeil yMpeT B rpyAHOM BO3-
pacTe, B TO BpeMsi KaK Apyrve Mo-
ryT XOpOLUO pa3BMBaTbCA MPU TOM
Xe neyveHun

HefocTaeT TOMbKO MbILLEYHOro (hep-

MeHTa (Tvin MM), MO3roBoW WK30-
thepmeHT (Twn BB) onpegensieTca

M-n3othepmeHTHas
cyobeamHmya, H-usoepmeHT on-
penensieTcs



Tab6nunuya 7-5. HapyweHusa B TKaHAX O6MeHa YrneBOAOB,

AHOMa/IbHbIA (epMeHT

"ntoko3o-6-thochaTasza

PpyKTO30-1,6-AMcoc-
(haTaza

Mupysatgervapore-

Ha3HbIi  KOMMOHEHT
nupyBsaTaeruapore-
Ha3HOro KOMI/IEKCa,
wm 14 epmeHT
(Ei) nupysaTgerng-
WDOTEHA3HOr0  KOMJT-
neKca, wwm nupysart-
[Jekapbokcuasa

ABrugponnnounTpasc-
aueTunaza, wm 2-i
thepmeHT (E2) nupy-
BaTAernaporeHasHo-
ro Komrnekca

Avrnaponwonngerya-
poreHasa, wwm 3-i
tbepmeHT (E3) nupy-
BaTAernaporeHasHo-
ro KOMMieKca

MupyBaTKapGoKcmnasa

TKaHu, B COCTAB KOTOPbIX BXOAUT
aHOMas1bHbIV hepMeHT

MeyeHb, MOUKW, KULLEYHMK

[MeyeHb

MeuyeHb, FOSIOBHOM MO3r, JieliKo-
UWTbI, KyNbTypa KOXHbIX (Pr6-
pobnactoB

KynbTypa KOXHbIX (h1bpobna-
cTOB (Opyrve TKaHu sie 6bua
uccnefoBaHbl)

MeyeHb, MbILLLbI, FOMOBHOA MO3T,
MOYKN W BCE UCC/EeA0BaHHbIe
TKaHW, BO3MOXHOCTb rMpeHa-
TanbHOr0 [uMarHosa He ycTa-
HOB/ieHa

MMeyeHb

COMPOBOXKAAIOLLMECA JTaKTaTaUug030M

CMNTOMBI

JNlakTataumaos, runormKemMmsl, TeH-

JeHUMs K pasBMTUIO TenaTombl B
6onee crapllem Bo3spacte (cMm
Tabn. 7-6)

Y rpyaHbIX OeTeld C runorMkemMyel,

FHNEPBEHTUNISILMEN,  Cyaoporamu,
HaxXOAsLUMXCA B COCTOSHUM LLOKA
MNPV MOBbILLEHUM YPOBHS jlaKTaTa
B KPOBW, renaToMera/imv; NpuHsi-
Tasi BHYyTPb raslaktosa npespaLla-
eTCsl B [/IIOKO3Y, OTCYTCTBYET Mpe-
BpalleHue (PYKTO3bl, alaHUHA 1
rYLEPUHA, UTO MPUBOAWT K runep-
[JaKTVKaUMAEMUM; MOXET HacTy-
NUTb CMepTb

HeBposoruyeckme HapyLleHuss ¢ Mo-

MEHTa POXAEHWS],  YBE/MYEeHHas
KOHLIEHTpaLMA B KPOBU NMpyBaTa
W NakTaTa, CMEpPTb B rpyAHOM BO3-
pacTe

wm:

VHTEPMUTTVIPYIOLLVIE  HEBPOJIOrYE-
CKVE CUMMTOMbI (aTaKcusi, Xopeo-
aTeTo3), YBE/IMUYEHHOE KOMUYECTBO
NlaKTaTa U nvpyBaTa B KpOBM, HOp-
Ma/TbHble MCUXOMOTOPHOE Pa3BUTYE
N VHTENIEKT B MEXMNPUCTYMHbIA
nepvog,

Bbipaxkesivoe oTCTaBaHuWe pas3BUTUA,!
MWUHVMa/IbHOE MOBbLILLEHVE YPOBHSA!

nUpyBaTa M fakTata B KpoBY, Bbil

paeHHbI NakTaTauuaos npu ave-
Te C HU3KVM COflepXaHUEM Xupa
N BbICOKAM COAEPKaHWEM YT/IeBO-
[oB

Y ‘Manbuumka, POXAEHHOro OT poau-

Tenew, cocToALWMnX B 6/IM3KOM pog-
CTBe, B BO3pacTe 2 MeC MOSABUINCH
neTaprus, rynepTeHsus, aTpous
3pUTENBHONO  HepBa, FOpPTaHHbI
CTpUAop, B 2 pasa Bbille HOPMbI
NOBbICW/ICA  YPOBEHb  MNWUPYBAaTa,
nakTaTa, a-keTornytapara KpoBw;
ahheKT OT TMaMMHA W MULLEBbIX
XXWPOB OTCYTCTBOBa/, CMepTb Ha-
cTynuna B Bo3pacTe 7 MecC; Y
3-neTHeli [eBOYKW, TakXe POoauB-
Lelics OT poguTeneid, COCTOSALLMNX
B 6/1M3KOM poacTee, OblM Bblpa-
YKEHbl HEBPO/IOrMYecKne MpUsHaKu,
nakTaraumaos, aTpous 3puTesb-
HOr0 HepBa U MbllleYHas rMNoTeH-
3usa

Y Manbuuka B Bo3pacTe 41 mMec aHo-
pekcusi, pBOTa, Netaprusi, oTcTa-
BaHWe pa3BUTKSA, NOBbILLEHME YPOB-
HA nakTata W nupysata (B Kpo-
BN).

Y HeneyeHHOl HOBOPOXXAEHHOW [Ae-
BOYKWU— FMMNOrINKEMUS,, OTCTaBa-
HVMe MCMXOMOTOPHOIO  PasBUTUS,
MOBbILLEHNE YPOBHA B KPOBW NUpPY-
BaTa, NlakTaTa, anaHWHa; CUMMTO-
Mbl HapacTanu npu 60MbleM Co-
Jep>XXaHuW yrnesofoB B AVeETe, Ha-
3HavyeHun AKTI u aHopekcuu, HO
YMEHbLUMANCL MPU HU3KOM Ccopep-

KommeHTapumn

JleyeHrvie npu HeobXxoAMMOCTL 3aK/to-

YaeTca B 4aCTOM MpriemMe HeGob-
LUMX KOMMYECTB MWLM WM MPO-
[NEHHOM HOYHOM KOPM/IEHWW; Npo-
TVBOMOKa3aHbl  MOPTOKaBa/lbHOE
LUYHTVpOBaHVE, (eHUTOuH (avde-
HWH) W (heHoGapbuTan (cM. Tabs.
7-6

Bblpa))KeHHaﬂ XVpoBas VHOUILTPA-
UMsA renaToumMTos,  TUMOr/IMKeMUS
rnocne npveMa pyKTosbl W riu-
uepvHa (136eratb MOAOOHBLIX Te-
CTOB); KOHLEHTPaUWs rNMKoreHa B
neyeHV MeHblle 1,4%; npu UCKIIO-
YeHN 13 OVeTbl PPYKTO3bI U Cop-
61UTONa  BO3MOXXHO  HOPMasIbHO*
MCUXNYECKOe 1 (PU3NYECKOe Pa3Bu-
Tve

Lipy BbIpaXeHHOM CUMMTOMATUKe 3a-
60/eBaHVSI Y  HOBOPOXAEHHOIO,
yMepLLero B Bo3pacte 6 Mec, Gbul
MOMHbIA (DEPMEHTHBIN AedeKT; Ya-
CTUYHbIA feteKT y 9-neTHero pe-
GeHKA C  VHTEPMUATTUPYHOLLMMM
CMMNTOMamMM 1 HOPMa/TbHbIM CO-
CTOSIH/EM B MEXTIPUCTYMHbIA nepu-

o

[JaHHble, nosyyeHHble MpU «3y4eHnT
KOXHbIX  (pnbpobnacToB 0aMoTO
60/1bHOrO, [1atl0T OCHOBaHWe Mpes-
nonaraTb HefOCTAaTOMHOCTb AWUrUA-
ponunounTpaHcaleTunasbl  (MUccne-
[l0oBaHWe MpPOBOAVIN  HEMPSIMbIM
cnoco6om)

AurugponunonngervgporeHasa  Mo-
XeT  (DYHKUMOHMpoBaTb in vitro
KaK 3-i KOMMOHEHT a-KeTornyTa-
paTAernaporeHasHoro KOMMJeKca;
O[JHOBPEMEHHasi HefoCTaTOYHOCTb
TOro W Apyroro AervaporeHasHoro
KOMMJIEKCA MOXeT YKa3biBaTb Ha
06LHOCTb WM CXOACTBO WX Tpex
KOMIMOHEHTOB

MonHas yTpata aKTUBHOCTU (hEPMEH-
Ta B MeyeHW, (hepMeHT OTCYTCTBO-
BaJl B HOPMa/lbHbIX KOHTPO/IbHbIX
neikounTax u KOXHbIX (hrmbpobna-
cTax

Y 60nbHOM 06L1as aKTUBHOCTb (hep-
MEHTOB MeyYeHn Oblna CHDKEHa 60-
nee yem Ha 50%, 4TO ABUNOCH pe-
3yNbTaTOM MOMIHOFO  OTCYTCTBUS
1-ro n 2-ro nsoepmeHTOB

1
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onpefenseTca OoAVH W3 CNefylolWnX CAMNTOMOB: >XesiTyxa, renaro-
Lueranvs, pBOTa, TUMNOF/IMKEMUS, CYLOPOrwn, JeTaprus, pasgpaxu-
TeNbHOCTb, 3aTPYAHEHMA NPU KOPMIEHUW, HeaoCcTaTOvyHOe yBenunue-
HVYe Maccbl Tefa, aMMHoauuaypus, KatapakTa, LUMppo3 MeyeHW, ac-
UWT, ChEHOMEranma WM YMCTBEHHas OTCTanocTb. Ecnn gmarHos
He YCTaHOBfIeH MNpU POXAEHWUW, MNOBPEXAEeHUSA neyeHn (LMppo3) wu
Mo3ra (YMCTBEHHas OTCTa/IoCcTb) MNPOrpPeccMBHO HapacTawT U CTa-
HOBATCA HeobpaTuMbIMW. Takum 06pa3oMm, ranakTo3emMuio cregyeT
WCKNOYaTb Y HOBOPOXAEHHbIX WIW [eTel paHHero Bo3pacTa C Ha-
PYLIEHVMEM HOPMASbHOIO Pa3BUTMA WM MPU BbISIBAIEHUM Mepeyunc-
NEHHbIX NPU3HAaKOB.

MocKoNbKy ranakTo3a OKasblBaeT MoBpexjawollee AeAcTBUE Y
60MbHbIX C ranakTo3eMuen, AMarHOCTUYECKME TeCTbl, OCHOBaHHbIE
Ha ee MpuemMe BHYTPb WM BHYTPUBEHHOM BBELEHWUW, HEMPUEMSIEMBI.
Mpuem ranakTo3bl 06YC/NOBNMBAET YBe/IMYEHME  KOHLeHTpauuu
BHYTPMK/IETOYHOrO ranakTo3o-1-gocaTa, KOTOPbIi MOXET BbICTY-
naTb KakK KOHKYpUpYyHOLWMiA WHIMOUTOp ocdoraokomyTasbl. 3TO
WHrM6bupoBaHve TPAH3UTOPHO HapyllaeT MpeBpalleHne [NKoreHa
B [/IOKO3Y M BbI3bIBaeT rMnNornnkemuio. anakTo3o-1-gocdart oT-
BETCTBEH 3a renaTOTOKCMYHOCTb W YMCTBEHHYH) OTCTa/0CTb, a ra-
NakTUTON MPUBOAWT K Pa3BUTUIO KaTapakTbl. JepuunT Kak ranak-
TOKMHAa3bl, TaK N ypuannTpaHcgepasbl CNOCOOGCTBYET MOBbILIEHNIO
YPOBHA ranakTurtona.

Mpy cBeTOBOM M 3NEKTPOHHON MWKPOCKOMMM MEYEHOUHOM TKaHu
BbISIBNAIOT XMPOBYIO MHOUALTPaUMIO, POpMUpOBaHMEe MCEBAOAONEK
N OYEBMAHbIE MAKPOHOAYNAPHbIA UMPPO3. 3TU M3MEHEHUS TUMUYHbI
Ana MeTabo/IMyecKnx HapyLlIeHWn, HO He YKasblBalOT Ha onpejeneH-
HbIi (heEPMEHTHbIN AedeKT.

MpegBapuTenbHO AMArHO3 ranakTo3emMun CTaBAT MpU BblsiBfe-
HAW pedyuupyloLnMX BELWEeCTB B HECKO/IbKMX npobax Mouw, nony-
YEHHbIX OT pebeHKa, MONyYaroLlero >XEHCKOe WM KOPOBbe MOJIOKO,
a Takxe [pyrve cMmecu, cogepxawme nakTtosy. Peayumpytouiuve
NPoAyKTbl, O6HapyXuBaemble B Moye npu nposegeHun Clinitest,
MOTyT ObITb MAEHTUAMLMPOBaHbI MpU Xpomatorpagum wuamM npose-
JeHUn (hepMeHTHbIX TeCcTOB, creunduueckux ans ranaktosbl. CH-
nistix n Testape — TecTbl oTpuUaTe/lbHble, TaK KakK Mpv 3TOM mnpe-
JycMaTpuBaeTCA peakuus T[I0KO30KCMAasbl, 4YTO CcneunuduyHo Aans
FNI0OKO3bl M He JaeT peakuun ¢ ranakto3oi. PepMeHTHbI aedekT
NErKO BbISABSETCA B 3IPUMTPOLMTAX, B KOTOPbIX ONpedenserca u
yBE/IMYEHHAA KOHLEHTpauumsa ranakTo3o-l-pochaTta. eTeporeHHOCTb
NpoOsBNSETCA B BMAE YaCTUYHOrO (PepMEHTHOro fedekTta, 4YTO B Ha-
CTOsILee BPeMS BbISIBASETCA C BoO3pacTawlier yactoTonl. Mpu non-
HOM OTCYTCTBUMM aKTUBHOCTU YpPUAUNTPaHchepasbl O4YeHb He3Hauu-
TefbHble KO/IMYECTBA ranakTo3bl MOryT MeTabosmM3MpoBaTbCs MO
anbTepHaTUBHOMY MyTW, YTO HE COMPOBOXAAETCHA KakMM 6bl TO HU
ObINI0  KANMHUYECKUM 3((PEKTOM Yy O0/bLIMHCTBA 6O0MbHBIX.

YacToTa 3aboneesaHmsa coctaBnseT oguH Ha 50 000.

TepMUH «rasiakTo3emus», 6yayunm afekBaTHbIM A7 0603Haue-
HUA geuunTa KakK ranakTOKMHasbl, TakK W ypuauntpaHchepassbl,
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Tabnuuya

Twun. thepMeHTHbIN

nedekT

BHI O
[ nKoreHcuHTe-
Tasza

BHI la
"nKK030-6-thoc-
(haTasa

BHI 16
AKTUBHOCTb [/H0-
K030-6 hochaTa-

*bl HE U3MEHSIETCS
in vitro

BHI I8
BbiaBnserca  ak-
TUBHOCTb  [/IHOKO-
30-6-thocthaTa
in vitro

BHI Ha, 6
JlnzocomanbHas
Kucnass  a-r/oKo-
3Hfgasa (HepocTa-

ToYHas aKTUB-
HOCTb Kucnon
a-14- wn a-16-

rnokKo3ugas; no-
CnegHsast pacLeHu-
BaeTca Kak /n30-
COMalbHbIA  thep-
MEHT, OTLLEnso-
Wmnii 6OKOBbIE Lie-

nm)

BHI 111
AmMuno-1,6-rnto-
Ko3ngasa;  ep-
MEHT, paciien-
naowmii 6oKoBble
uenu

7-6. TMpusHakn 6G0ONe3He HaKoMIeHUs

[leyeHb, HO He MbILLILUBI

AKTUBHOCTb

AKTNBHOCTb

Mpn

TkaHeBoe pacnpefeneHne M3GbiTka nu-
KOreHa U (epMeHTaTWBHON HefocTaTou-

HOCTN

(0 ppyrux
TKaHSAX AaHHble OTCYTCTBYHOT); OT-

NOXKEHWE T/IMKOreHa B MeyeHu, ak-
TUBHOCTb €€ [/IMKOreHCMHTeTasbl
MeHee 2 % OT HOPMbI, HO BbISIBNS-
eTCcA HeKOTOpPOe KOMMYECTBO I/IMKO-
reHa B neuveHun (ii %)

[MeyeHb, MOYKMW, KULLIEYHUK; TNINKOreH

BHYTpW sifep 3TUX OPraHoB BbIsiB-
NSIETCA 4aCcTO M He WMMeeT [AuarHo-
CTUYECKOr0 3HAYeHWs:; Npo/IeHHOoe
B HOYHble Yacbl KOPM/IEHME 4Yepe3
30H4 WM HacoC MOXET YMeHb-
WNTb  K/IMHWYECKME MPOSIBNIEHUS,
NOpTOKaBa/IbHbIA  aHacTOMO3  CO-
NPSOKEH C PUCKOM W KIMHUYECKM
HeaptheKTBEH; HeapEKTUBHO ne-
YeHre (eHUTOMHOM (AWGEHUH) 1
theHobBapbUTanIom

rnoKo30-6-hoctharasbl
He M3MeHeHa B romoreHate 3amo-
POXEHHOW MeYeHn, HO CHMKEHa B

M30TOHUYECKOM FOMOreHaTe CBe-
Xeli TKaHW TMeyeHy, KoTopas Hu-
Korja He 3amopaxuBanacb
rNKX030-6-hocthaTasbl
He M3MeHeHa B 3aMOPOXEHHOM ro-
MOreHaTe MeyeHW, HO CHUXeHa B
M30TOHWYECKOM TOMOreHaTe CBe-
Xeli TKaHW, KOTopasi HMKOrja He
3amopaxmBanacb

(haTanbHOW,  MH(AHTUILHOWA,
Knaccuyeckon ¢opme (BHI Ha)
KOHLIEHTpaUuWsl F/IMKOreHa yBenumue-
Ha BO BCEX McCreayeMblx opraHax;
Hef0CTaTOYHOCTb KUC/ION a-T/ioKo-
3ugasbl 6bl1a reHepasM30BaHHoON y
0fHOro pebeHKa; y Apyrux 60nb-
HbIX aKTMBHOCTb MOYEYHOW KUC/ON
a-rnoKo3naasbl HaxoauTcs B npe-
[enax  HOpMbl,  aMHMOTMYEecKas
XNAKocTb (B MPOTUBOMNOMOXHOCTb
KyNbType KOXHbIX (hnb6po6nacToB)
COAEPXUT KUCYHO a-rnioKo3unaasy,
Jaxe ecnu nnog GoneH

MeyeHb, MbILLLbI, CEpALe W Ap. B pas-

JINYHBIX KOMOWMHaUMAX; 0603Ha4ae-
Mble Tunbl 11T A—II1 T; aHOManb-
Hble KYNbTMBMPOBaHHble K/IETKU
aMHMOTNYECKOM XKMAKOCTU UMET
[AMarHocTUYeckKoe (6roxmmmnye-
CKOe) 3HaueHue

rnmkoreHa, tuna O0-X!

fmnornukemua HaTtoLlak;

Y 60sbHoiA

(BHI 0—XI)

KnnHnyeckne cuMNITOMbI

LTeNb-
Ha rMnNepravkeMysi nocne efpl Wm
npviema rKo3bl; YMCTBEHHast OT-
CTanoCThb CrefyeT 3a 4acTbiMU TU-
MOr/IMKEMUYECKVMU  CYA0POramu:
€cM Cyfopory ypaeTcss npeaoT-
BPaTUTb YacTbiM NpMemMom GoraToi
6eNKOM MUKW,  MCMXOMOTOPHOE
pasBUTUE MOXET HapyLaTbes

YBenuueHve neyeHW W MOYEK, «KY-

KO/IbHOE /INLIO», OTCTaBaHMe POCTa,
YMCTBEHHOE pa3BUTMEe He CcTpaja-
eT, TeHAeHUMs K TUMOrINKEMUN,
nakTaTauuaosy, runepaMnuaeMmnm,
rynepypriKauyaemMui, noparpe,
KPOBOTEUEHMAM; MOC/ie BHYTPUBEH-
HOrO BBEAEHUA rajfakTosa W
()pyKTO3a He npeBpaulialoTca B
rNoKo3dy (BHUMaHWe: 3TW TeCTbl
MOFyT ~ MPOBOLMPOBaTL  auUMao3);
abopTUBHOE MOBbILLIEHVE YPOBHS
r/IOKO3bl B KPOBMW MOC/E MOAKOX-
HOrO BBEfEHVS afpeHauHa Win
BHYTPVUBEHHOrO BBEfIEHUs [/IHOKa-
roHa WM ero OTCyTCTBUE; Kolude-
CTBO B MOYe KAaTexo/aMMHOB He
M3MEHEHO; MPOrHo3  6/1aronpusT-
Hb Il

CumnToMbl Te >Xe, 4To U npu BHI

la, KpoMe TOro, Hepeako onpefe-
NsieTca HeliTponeHus

[EBOYKM B BO3pacTe
11 neT OTMETMAMN renaToMerasiuio,
nabunbHbIn AnabeT, 4acTble Npu-
CTYNbl FUMNOrIMKEMMN

Y K/MHUYECKU 3[0POBOF0 MpU POX-

JeHnn pebeHKa MWHVMa/IbHO Bbl-
paxkeHa KapAguomeranus, W3MeHe-
HUs Ha JKTI, noBbileHWe YPOBHSA
TKaHeBOro rMKoreHa, aHoMasbHble
IN30COMbI B MNeYeHU U KOXe, [e-
(PUUMT KMCMOW a-rnKo3ngasbl; B
TeYeHVe HeCKOSIbKUX MeCSLEB Bbl-
ABNAETCA BbIPaKEHHas TrUNOTeH-
315, ABHaA Kapguomeranusi, yme-
peHHas renaToMeranusl; YMCTBEH-
HOe pa3BUTUe He cTpajaeT; cMepTb
00bIYHO HacTynaeT B rpyaHOM BO3-
pacte (BHI Ha); cnyyam ¢ Bo-
B/IEYEHNEM B MPOLLECC MbILLL, U Ne-
YeHW, HO 6e3 Kapamomeranuw,
BCTPEYaloTCcs y AeTeil U B3POC/bIX
(BHI MMB); peakuus rOKO3bI
KPOBM Ha BBEAEHWe [/Il0KaroHa
HOpMasibHas; CoAepXKaHue KaTexo-
aMWHOB B MO4Ye He M3MEHEHO

OT yMepeHHOl [0 BblpaXeHHOW re-

natomeranuu;  OTCYTCTBME WU
YMepeHHass runoTeH3usi; OTCYTCT-
ByeT WM YMEPEHHO BbIpaXeHa
KapAvomeranvsa, pefKo natosorus
Ha 9KI, OTCyTCTBYHOT auugos, ru-
NOrIMKEMUSA WX TUMNEPT/INKEMUS,

BHI

KoMMeHTapun H CUHOHUMbI 3a6o0neBaHuiA

ArnnkoreHos; paeekT 6bu1 6Geacnop-

HO BbISIBMIEH Y Y/EHOB ABYX pas-
HbIX CEeMeR; paHHWIA [AnMarHo3 H
OVeTOoTepanust  UMEKT  3HaueHue
ONA nNpefynpexaeHns oTcTaBaHWs
pasBuTUS; HEKOTOpble OETW C Ke-
TOTUYECKON TUMOrNMKEMUEA MOFYT
cTpagate BHI O

Bone3Hb (oH vpKe, rematopeHaslb-

HbIA FIMKOTeHO3; B MPOLIECC He BO-
B/IEKAKOTCS CKe/IeTHasl 1 cepaeyHas
MyCKynatypa, JeikoumTbl W
KY/NbTUBNPOBaHHbIE KOXHble (n6-
pobnactbl (B 3TWUX TKaHAX B HOp-
Me OTCYTCTBYET r/1t0K030-6-thoctha-
Tasa)

[JethekT TpaHcrnopTa r10K030-6-¢oc-

(haTa B MMKpPOCOMa/IbHbIX MeMOpa-
Hax

TpaHCNOPTHBIA  feeKT HeopraHuye-

CKOro occhaTta Ha ypoBHE MUKPO-
COMaJ/IbHbIX MeM6paH

bonesHb omne, reHepasM30BaHHbIN

rINKOTEHO3, CepfeyHblii  rnmKore-
HO3; MpeHaTa/bHbIA AMarHo3 B Te-
UeHMe HECKO/bKMX [Heli nocne am-
HUOLEHTE3a,  BbISIBNEHWM  MpPK
3NIEKTPOHHOM  MWKPOCKOMAN  aHo-
Ma/lbHbIX /IN30COM B HEKY/bTUBU-
POBaHHbIX KNeTKax aMHUOTUYECKON
XUAKOCTW; ANA NpeHaTanbHON Aun-
arHoCTMKM Ha OCHOBE [aHHbIX (hep-
MEHTAaTUBHOrO aHain3a TpebyroT-
CA  KyNbTMBMPOBaHHbIE  KNETKU
YKWAKOCTW, B KOTOPbIX  M3MEHEHO
KO/IMYECTBO /IM30COM,;

BHI Ha: wHpaHTUNbHasA daTanbHas

thopma
M6: no3gHsaA
B3pocnas opma

HOBEHW/TbHO-

OrpaHuyYeHHbIi AeKCTPUHO3, Ae6paH-

yep-rnvMKoreHo3, 6onesHb Kopu, 60-
nesHb $opb6ea; BO3MOXKEH MpeHa-
Ta/lbHbI/A [MarHo3 Ha OCHOBaHWM
[aHHbIX MccneaoBaHUs (hepMeHTOB
KyNbTypbl KNEeTOK aMHUOTUYECKOW
YKWMAKOCTW, HO TaKasi AuarHoCTuKa



Tun. (hepMeHTHbI

nedekT

BHI 1V
Amnno-1,4-»-
1,6-TpaHcrnoKo-
31aasa, pasBeTs-
NAWKMIA  hepmeHT

BHI V
Jepnunt Mbiwey-
Ho  hocthopuna-
3bl  (BPOXAEHHOE
oTcyTcTBME  (hoc-
topvnasbl B CKe-
NETHbIX MbILLILIAX;
WHTaKTHa ocdo-
pvna3oakTuBu-
pytoLias cuctema)

BHTyi
Hepnunt  neve-
HOYHOM hochopm-
nasbl (cnctema
aKTuBaumm  hoc-
thopmnasbl WH-
TakTHa),__

BHI VII
doedotpykTo-
KMHas3a

BHI VIII

depMeHTHbI  Ae-
(bekT [0 HacTos-
LLero BpeMeHU He
BbISIB/IEH; 06LLas
neyeHo4Hass oc-
topunasza He wus-
MeHeHa, HO ee
6onbllas  YacTb
neaktmBHa  (aK
TMBHOCTb  Neve-
HOYHOW hocthopu-
nasbl CHWKeHa B
pe3ynbTaTe yTpa-
Tbl KOHTpONs 3a
N30bITOYHOM  aK-
TuBaumeli gocdo-
punasbl)

TKaHeBOe pacnpefeneHne u3GbITKA FIu-
KoreHa ¥ ()epMeHTaTMBHON HejocTaTou-

HOCTN

eHepanm3oBaHHas (?); HU3KWIA nm

B npefenax HOpPMbl YPOBEHb [NU-
KOreHa C aHOMasIbHOW CTPYKTYypoi
(aMnNIoNEKTUHONOAO06HbIE MOJIEKY-
Nbl C MeHbLUMM KOJIMYECTBOM Yyua-
CTKOB BETB/IEHUS, YeM B HOpME, B
[NIVKOTEHE >KUBOTHOIFO MPOUCXOX-
[eHNs)

CKeNneTHble MbIWLbI; MeYeHb U MUO-

MeTpuiA B HOpMme

[eyeHb, CKeneTHbIE MbIWWLLI B npeje-

nax HOPMbI; ﬂeVIKOLJ,I/ITbI HeNb3A
Mncnonb3oBaTb AN ANarHOCTUKAU

CKeNeTHble MblLLLbl, 3pUTPOLMUTLI (B

NnepBbIX COOGLUEHUSAX; Apyrue TKa-
HW He MCCnefoBaHbl); He U3BECTHO,
NopaXkeHbl /M KMNETKU aMHMOTUYe-
CKOI XXNAKOCTW, HO MpeHaTasbHbI
[MarHo3 He nokasaH

MeyeHb, rOMOBHOM MO3r; CKeNeTHble

MbIlLLbI B MpeAenax HopMbl, Ypo-
BEHb FNIMKOreHa B CMMHHOMO3TOBOMA
XUAKOCTU; MPU 3MEKTPOHHOM MUK-
POCKOMUM  BbISBASIOT ~ HEKOTOPOE
KO/IMYECTBO [/IMKOTeHa B MO3re B
(hopMe a-yacTuL, No XoAy aKCOH-
HbIX LW/IMHAPOB W CUHAMNCOB

[enaTomeranus;

KnnHnyeckne cMMNTOMBI

BBEAEHME [/IIOKaroHa COMpPOBOX-
[aeTca  HOpMa/nM3auuein  YpOoBHS
r/IOKO3bl B KPOBW, €Ccnn TeCcT Npo-
BOAMTCA MoOc/e efbl, HO He HaTo-
akK; YMCTBEHHOE pasBUTUME He
CTpaflaeT; PeaKo MeyeHouHass Win
cepaeyHasl HeAoCTaTOYHOCTb, CO-
[epXXaHNe KaTexofaMUHOB B Moue
HE W3MEHEeHO; MpPOrHo3 6Gnaronpu-
SATHbIA

MenaTocnnieHomeranus, acumT, uup-

P03, NeyYeHoUHast HeAOCTaTOYHOCTb;
YMCTBEHHOE pasBUTWE He CTpaja-
€T, CMepTb B paHHEM AETCKOM BO3-
pacTe

Mepuoaunyeckasi cnaGocTb M CyAopo

MM B CKENeTHbIX MbIWLax nocne
(PM3MYECKON Harpysku; OTCYTCTBY-
€T NOoBbllleHVe YPOBHSA flakTaTa B
KPOBU MpU  ULLEeMU3NPYIOLel Ha-
rpy3ke; CMMMATOMbl T€ >Xe, 4TO U
npy VIl Tune rnMkoreHosa; ymcT-
BEHHOE pasBuTME He CTpajaeT, Co-
JepXaHne KaTexonamuHOB B Moue
B Mpejgenax HopMbl, B 6onee no3a-

HeM  BO3pacTe MPMCOeAMHSIETCA
MMWOrN06UHYpPUS; MpOrHo3 6naro-
NPUSATHBINA

npaxeHHas' -reHaTomerams
onsieHoMeranuu, TnBrAHKeMA
aumgosa u runepannemmu; He
BbILLEH YPOBEHb [/1HOKO3bl B KPOBU
nocne MOAKOXHOrO BBEAEHUS aj-
peHanMHa WM BHYTPUBEHHOIO BBE-
[JEHUs  TNIOKaroHa;  YMCTBEHHOe
UTWe-nL, cTpagjasr; cofepxa-
HVe KaTexoNaMUHOB B MOYe He U3-
MEHEHO, MPOrHo3 61aronpUATHbIN

Meproanyeckn cnabocTb U Mbllley-

Hble Cyaoporn nocne rU3nYecKom
Harpy3ku; ypoBeHb flakTaTa B Kpo-
BV MOCME WULLEMU3NPYIOLLErO TecTa
He MOBbILEH; YMCTBEHHOE pa3Bu-
TVe He CTpajaeT; CUMMTOMbI WAEH-
TWU4YHbI TakoBbIM Npn BHT V; npo-
rHo3 61aronpUATHbIN

aTakcusi, HucTarm,
«TaHUylolpe rnasa», BO3MOXHbI
HeBPOJIormyeckue HapyLleHus,
nporpeccupyrowiye [0  pa3BUTUS
rMNepToHyca, CNacTUUYHOCTH, CUHA-
poma felepebpauun, 3akaHUMBato-
LLMecsi CMeIpTbiO; YPOBEHb afipeHa-
JIMHA U HOpaJpeHa/IMHa B Moue Mo-
BbllleH B OCTpyk a3y 3abonesa-
HUWS

AMUONEKTNHO3,

Mpopon>xeHne Tabn. 7-6

KOMMeHTapuv ” CUHOHUMBI 3a60neBaHwi

He npefcTaBnseTca Heob6XOAMMOW,
TaKk Kak 3aboneBaHWe npoTekaeT
[106POKaYeCTBEHHO

GpaHyep-ramKore-
HO3, 60ne3HbL AHAEpPCEHa; BO3MO-
YKEH MpeHaTa/bHbIA AMarHo3 aToro
HEeM3/eurMoro 3a6o/1eBaHNA Ha oc-
HOBaHUM [aHHbIX aHan3a ep-
MEHTOB Ky/bTypbl KIETOK aMHM1O-
TUYECKOIN XKNAKOCTM

CnHgpom Mak-Apana; B npoLecc BO-

B/IEKAIOTCS MEYEHOUHas W Mblley-
Has  (ochopunasbl;  MbllleyHast
thocthopmnasa cepaedHol MblLLbI
He W3yyanacb; MpeHaTalbHbIi au-
arHo3 He MpPOBOAWTCS W He MOKa-
3aH

___uve TNHOKaromcTiMynmpo-
BaHHOM TIUMNEPrIMKEMMM OT/INYaeT
BHI VI ot BHI IX; B nocnegHem
c/yyae peakumst Ha roKaroH Hop-
Ma/ibHa, npeHaTa/lbHbIA  AMarHo3
He OCYLLECTBNAETCA N MOXET ObiTb
He nokasaH

Pe3koe CHWXeHMe aKTMBHOCTM (hoc-
(POhpPYKTOKMHA3bl O  CKENETHbIX
MbILILAX, YMEPEHHOE B 3pUTPOLM-

Tax, He YCTaHOBMIEHO B APYrux
TKaHsAX; OrpaHuyeHne  (yHKLMO-
Ha/lbHbIX ~ BO3MOXHOCTE  MUHU-
MasibHO

BaxkHelwwasa KInMHMYeckast npobnema
y Tpex 60MbHbIX 3ak/ouvanacb B
nporpeccupytoleMm  fereHepaTuB-
HOM MpoLecce B rOfIOBHOM MO3re



cn

Tvn. hepMeHTHbIE

netexT

BHI IXa, 6, B
Oedpumuymt  neve-
HOYHOW  KMHa3bl
thocthopmnasbl
(obuiee KonuyecT-
BO hocthopwmnasbl
He W3MEeHEHO, HO
OHa  HeaKTUBHa,
YTO CBSI3aHO C He-
[0CTaTOUYHOCTbIO
thocthoprnasbl)

BHT X

YTpata akTuUBHO-
ctm u3'5'-AM®-
3aBUCMMON  KMHa-
3bl B MbIWLAX W
npeAnonoxu-
TeMIbHO B MeYeHn
(obwee  Konunye-
CcTBO (hocthopuna-

\abl B MeyeHn nu
CKANP'AHBITA - MhITIS-
uax He W3MeHs-
eTcs, HO (hepMeHT
B HUWX MO/HOCTbIO
MHaKTVBMPOBaH;
aKTVBHOCTb KMHa*
3bl (hocthopmnasbl
coctaBnset 50%

OT HOpPMbI, 4TO
MOXeT ObITb CBSI-
3aHO C yTpaTomn
akTuBHoctn 3',5'-
AM®-3aBMCUMOIA
KMHa3bl)

BHI XI
AKTUBHOCTb  BCEX
nccnefoBaHHbIX K
HacTosiemy Bpe-
MeHN  (hepMeEHTOB
(apeHunnumKnasa,
3'5'-AM®-3a-
BUCUMAs  KWHas3a,
thochopmnasa;
(bepmeHT, oTwen-
NALWNA  6OKOBbIE
uenw, pa3BeTB-
NALWNIA hepMeHT,
rN1t0K030-6-¢hoc-
(haTaza) HaxoauT-
ca B npegenax
HOpPMbI

[leyeHsb;

TkaHeBOe pacnpefesnieHne M3bbITKa rnu-
KoreHa u (DepMEHTATMBHOM HepoCTaTOu-

HOCTN

BGUMOXMMMYECKNE UN3MEHEHWNS
B MbIWEYHO TKaHM npyn IXa n
IX6 OTCYyTCTBYHOT, KakK U MUKpPO-
CKOMUYecKre; AMarHocTMKa C uc-
nosib30BaHMEM NeiKOLMTOB HeBO3-
MOXHa; D-TUPOKCMH WHAYLMpOBas
KnHa3y ochopunasbl Yy OAHOro
60/IbHOrO, HO He WHAyuuMpoBsan Yy
OBYX OpPYyrux 60MbHbIX U3 ApYyrown
ceMbi

MeyeHb U Mbllbl (ApYrve oprabi

He M3y4yeHbl); WAEHTUYHblE BUMOXNM-
MUYECKME W3MEHEHUS OblN BbISB-
JleHbl B ABYX MbILEYHbIX 6uonTa-
Tax, MOJlyYeHHbIX C WUHTEpPBa/IOM B
6 net

lMeyeHb MM NeYeHb U MOYKU

KnnHuyeckne cMMnToMbl

BblpakeHHaa renatomeraims, HO OT-

CYTCTBYIOT CM/IEHOMEranus, runo-
INIMKEMUSI WM auuao3; KONYecT-
BO KaTexo/laMWHOB B Moue B Mpe-
[Jenax HOpMbl; B HOPMe YPOBEHb
r/I0KO3bl B KPOBW MOC/NE BHYTpU-
BEHHOrO BBEJEHWS T/IKXKaroHa wim
NOAKOXHOr0 BBEAEHUS afpeHanu-
Ha, MPOrHo3 6naronpuaTHbLIA; ne-
YeHVie MOXeT BbITb He MoKa3aHHbIM
(pobpokayvecTBEHHaa renaTtomera-
NS MOXET WCYE3HYTbL B MpoLiecce
B3POC/IEHUNS)

BblpaxXeHHasa renatomeraivsa; B OC-

Ta/lbHOM  M3Haya/lbHO  60MbHON
Npou3BOAMN  BreYaT/eHne 3[0p0-
BOr0 YefioBeKa, HO uepe3 6 feT
nocfe YCTaHOBMEHUS AmarHosa y
HEro Hayanuncb MPUCTYMbl YMEpPEeH-
HbIX MbILLEYHbIX 60Meld; OTCYTCTBY-
€T Kapauvomerannst WiM FUnornu-
KEMUSI; He MOBbILEH YPOBEHb F/t0-
KO3bl B KPOBW MOCMe BHYTPUBEH-

BBEJIEHUSI  [/IIOKAroHa;, Y
€ANHCTBEHHOr0 WM3BECTHOrO 60/1b-
HOro Mo JOCTUXXEHMU MM BO3pacTa
12 neT (PyHKUMOHaNbHbIE OrFpaHu-
YeHVs OTCYyTCTBOBasIM

TeHAeHUMA K aluao3y; BbIPaXKeHHOe

oTCTaBaHuWe pocTa, BUTaMuH D-pe-
3UCTEHTHBIA PaxuT, NpU KOTOPOM
TpebyeTca neyeHve 60MbLUIMMK [0-
3amMu  BuTammHa D n  npuemom
BHYTPb (hochaToB; runepavnuge-
MWUS, TeHepaIM30BaHHas amMuHO-
aumaypus, ranakros-, [/Il0Ko3- U
octhaTypus; pasmep MoYeK He
W3MEHeH, He MOBbIWEH YPOBEHb
r/IOKO3bl B KPOBW MNOC/e BHYTpU-
BEHHOr0 BBEAEHWUA [/IlOKaroHa wuns
NOAKOXHOro BBEAEHUS afpeHanu-
Ha; BblpaXXEHHOE  MOBbILLEHWE
akckpeummn y3'.6'-AM® nocne BBe-
[eHUs rnloKaroHa

MpoponxeHune Tabn. 7-6.

KOMMEHTapun ¥ CUMHOHUMbI 3a60neBaHMiA

MeyeHouHas  hochopunaza MOXET

ObITb aKTMBMpOBaHa in vitro nog
B/IMSIHUEM KMHa3bl, A06aBIEHHON K
romoreHaTy; HopMa/lbHasi peakuus
Ha rfKaroH otnuyaet bBHI IXa,
6, BoT BHI VI; BHI 1Xa Hacne-
[yeTcsl N0 ayTOCOMHO-PeLLeCCMBHO-
My Tuny, BHI 1X6—no peuec-
CVMBHOMY, CLEMIEHHOMY C X-Xpo-
MOCOMOV; MpeHaTa/lbHbIA AMarHo3
He CTaBAT M OH He ObIBaeT HE06-
XOANMbIM

In vitro oTmeyann aktumBaumo oc-

thopvnasbl npu ycnosun (1), korga
ANnA ee onpefeneHns He Tpeb6oBsa-
nocb 3'.6'-AM®-3aBUCUMON KUHa-
3bl wm (2) nocne po6aBneHMs K
romoreHaTy Mbliwl, 601bHOrO Aedu-
LUMTHOM MO KuHasze ocdopmnasbl
MbILLEYHOM TKaHW MblleR, KOTO-
pas 6blna uctouHmkom 3'5'-AM®-
3aBMCMMOI KWHa3bl; npegnonarae-
MbIi AetheKT OorpaHuyeH aKTuB-
HOCTbHO u3'4r-AMe-3aBncrmoii
KMHasbl, ochopmnnpyoen KuHa-
3y  (ocopunasbl,  OCTa/lbHble
npouecchl hochopmmpoBaHus, 3a-
BucUMble OT U3'.6'-AM®, He Ha-
pyLLEHbI

MbIWbl, Kak MNpaBuio, He CTpaja-

toT; BHI XI moxeT 6biTb y nuL
C T/IMKOTEHO30M W  pas/INyHbIM»'
(hepMeHTHbIMM AedeKTaMmu”y'60/1b-
HbIX BbISBAAIOT HECBSA3aHHbIN C
LUMCTMHO30M  CTapoM ®PaHKOHM,
COMPOBOXAA>NMHC  BTOPUUYHON
KapHUTUBOWMOM  HeA0CTaTOYHOCTHIO
(nprobpeTeHHas)



yalle wucnonb3lyeTcs A8 0603HaYeHWs nocnegHe/o  COCTOSIHUS B
CUJTy NCTOPUYECKU CNOXMBLUEACA Tpaguuum. /

BcTpevatoTcss aetv (XOTS U pefKo) C raslakTo3eMMUEn, XOPOLLO
nepeHocswme 6osbliMe O06bLEMbI MULLKW, COAEPXKALLEA  NaKTO3y.
O6bIYHO ranakTo3a A0/HKHa ObITb MCKIKOYeHA A3 AMETbI Ha pPaHHM3P7
aTanax B LeNsix NpefoTBpalleHUsl pasBUTUS BblpaXeHHOTo LMpPpPo-
3a MeyeHW, YMCTBEHHOW OTCTanoCTW, KaTapaKTbl W MOBTOpstoLLeics

rmnornnkemun. MNpu CTPOroMm KOHTPO/E 3a AMETOM MPOrHO3 06bIYHO
61aronpuaTHbIN. / /
Jepuunt  ypmnaunaudocporanaktoso-4-anumepasbl. PasnnyaroT

ABe (hopmbl 3TOro dedekta. B 3aBMCMMOCTM OT TKaHEBOro pacnpe-
JeneHns 3aboneBaHMe MOXET NPoTeKaTb /IM60 GECCMMNTOMHENR, Nnbo
Mo K/AMHMKe HanoMWHaTb KacCUMyeckyto (POpMy ranakrosemuu, npu
KOTOpOIi onpegenseTca Ae@uuUMT akKTMBHOCTM TpaHcdepasyl

Mpu pobpokavyecTBEHHOW (hopme aedeKT BbisBaseTca Cray4yaliHo
y BHeELIHe 340poBOro mHameuAa. lMNeyeHb He yBe/MYEHa, KaTapakTa
N NaTofIorMYeckne HeBPOSIOrMYeCKMe MpU3HaKM OTCYTCTBYIOT. PocT
N pasBuTue pebeHKa, HaxoAsAWerocs Ha MOMHOLEHHOW [aueTe, He
HapyLlleHbl. BonbHble MOryT ObITb BbISIBAEHbI NPU MPOBEAEHUM Heo-
HaTa/lbHOr0 CKPUHWHIa MO YBE/IMYEHUIO KOHLEHTpauuMu ranakro3o-
1-¢octhaTa B IpuUTpOLMTAX; aKTMBHOCTb rasakTOKMHasbl W ypuanuni-
TpaHchepasbl Haxo4WUTCA B nNpefenax Hopmbl. HacneposaHue npo-
MCXOAUT MO ayTOCOMHO-peueccuBHOMY Tuny. feduumT anumepassbl
BbISABMISIETCA B NeMKouMTax, NMMQounTax M 3puTpoumTax, HO Heuns-
MeHeHHass akTMBHOCTb (PepMeHTa B APYrux TKaHAX MOXeT 06bsc-
HATb He OT/NYaloLWyCcs OT HOPMbl TOMIEPAHTHOCTb K ranakTose
N OTCyTCTBME K/MHWYECKOW CUMNTOMATMKW. JleyeHnss He Tpe-
byeTcs.

Y 60fbHbIX C TFEHEpPa/IM30BaHHbIM AeUUUTOM 3numepasbl ee
aKTUBHOCTb COCTaB/isieT B (mbpobnactax meHee 10% OT HOpMbI,
MOMUMO HW3KOM akTMBHOCTU B NeiikoumTax W apuTpouuTax. Y po-
AnTenein aKTUBHOCTb (bepMeHTa B (hmbpobnactax COCTaBASIET OKOMO
50% OT HOpPMbI, YTO MNOATBEPXAAET ayTOCOMHO-PELEeCCUBHbIA TuUM
HacnenoBaHus. KAnHU4YeCKMe nNpOsIBNEHUS U TeyeHue HeoT/IMYMMbI
OT TaKOBbIX MNPU KNAcCMUYECKOM ranakTo3emMuu, OHW BK/IHOYAOT -
ceba KaTapaKkTbl, renatoMerannio, XXenTyxy, NPOTEUHYPUIO N peay-
uupyroue cybcTtaHUMM B MOYe, OT/IMYHbIE OT [/10KO3bl. JleueHune
COCTOMT B COGMIOAEHUN [METbI, B COCTaBe KOTOPOW OTCYTCTBYET ra-
nakTo3a. HecmoTps Ha TO 4TO 3Ta (hopmMa ranakro3emuu BCTpedva-
eTCcsa peako, ee cnegyeT YUMTbIBaTb KaK BO3MOXHYH Y 60/bHOro ¢
COOTBETCTBYIOLWE CUMNTOMATUKONA WM HOPMa/IbHOM  aKTUBHOCTbIO
TpaHcgepasbl.

Oednunt dpykToKMHasbl (fob6pokavecTBeHHas (QPyKTO3ypus).
3TO COCTOSIHME He COMPSHKEHO C KaKoW-NnMbo KIAMHWMYECKOW CUMNTO-
MaTUKo. OB6bIYHO OHO OOHapy>XMBaeTCcA CAy4yalHO, KOrga B Mouye
HaxogAT pegyuumpyrollee BellecTBo. JleyeHna He Tpebyetca. Ha-
cnefioBaHWe MNPOUCXOAUT MO ayTOCOMHO-PELLeCCUBHOMY TWMy, C Ya-
CTOTOI 3aboneBaHMs OAuH cnyyaid Ha 120000 HaceneHwus.

JednunT (QpPYyKTOKMHA3bl BbISBASETCA B MeYeHW, KuleyHuke No
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nouykax. MpuHATas ¢ nuwein pykTo3a He meTabonmsupyetcs. Ee
YPOBEHb MOBbILWEH B KPOBMW, M (PPYKTO3a BbILENSAETCA C MOYOM, Mo-
CKOJ/IbKY NPaKTUYECKM OTCYTCTBYET MOPOr €e MOYEYHOW 3KCKPELUW.
MonoxuTtenbHblii Clinitest n oTpuuyatenbHbll Clinistix galoT BO3-
MOXHOCTb BbISIBUTb B MOYEe pefyLMpYIOLLY0 Cy6CcTaHLMIO, OTAINYHYIO
OT rnokosbl. Mpu xpomatorpagum 3Ta cybCcTaHuuA MoxeT ObITb
MAeHTUPUUMpPOBaHa KaK (hpyKTO3a.

Dednunt 1-thochopykTanbaonasbl (HacneAcTBEHHass HenepeHo-
CUMOCTb (PPYKTO3bl). ITO TSHKENO NpoTeKawllee y AeTeil 3abonesa-
HVe HauyvMHaeTca Mpu ynoTpebneHWrM B Nuy MNPOAYKTOB, COAepKa-
wux ¢pyktody. OHa, Kak M caxaposa (CTONMoBbIA caxap, gucaxa-
pvA, rAOKO3bl 1 PPYKTO3bI), MOXeT [06aBNATLCA AN noacnaweHus’
B AeTckoe nuTaHve. CUMNTOMbI MOTYT MOSBMAATBLCA YXe Ha PaHHUX
aTanax >XW3HW, BCKOpe MOCMe POXAEHWS, ecnn B AMETY BK/OYa-
I0TCA NULLEBblE NPOAYKTbI WM CMECW, CodepXKaliuMe caxaposy Wu
(OpyKTO3y. PaHHME KIMHUYECKME TMPOSABMEHUA MOryT HarnoMuHaTb
TakoBble NPU ranakTo3emMun K BKIOYAKOT B ceba XKenTyxy, renarto-
Meranuvio, pPBOTY, NeTapruio, pasfpaxXmuTeNbHOCTb W - Cydoporu.
B Moue MOXHO BbISIBUTb OT/IMYHYIO OT [J/IOKO3bl PeayLUpYOLLYIO
cy6CcTaHUuo, Npu Xpomartorpagum WUAEHTUPULMPYEMYHO KaK (pyK-
TO3a.

1-dochodpykTanbgonasza nNpakTUHECKU MOHOCTbIO OTCYTCTBYET
B MeyeHW. B rematoumTax akkymynupyetcs (pyKTo30-1-docdar,
OENCTBYIOWMA KaK KOHKYPUPYHLWNIA WHIM6uTop docdopmnasbl npu
KOHLEHTpaumn, 6/M3KOA K KOHLEHTpauun BHYTPUKIETOYHOrO [/1i0-
k030-1 -thochata. OBycNoOB/EHHOE 3TUM TPaH3UTOPHOE WHIMGUpOBa-
HVie MpeBpaLleHUs [/IMKOreHa B [/II0KO3Y MPUBOAMT K BblPaXeHHON
FMNOrNINKEMUMN. Y HEKOTOPbIX 60/bHbIX AeTeil BbISABAAIOT BblpakeH-
HOe CHWXeHWe npeBpalleHnss B nNeyeHU (pykTo30-1,6,-gmdocdarta,
yToO [OMOMHAET HapyweHwe MeTabonusmMa ¢pykKTo30-1-thocthaTa.
KoHueHTpauusa ¢pykTo30-1-hochaTta MOXKET OblTb YMEHbLUeHa B>
TKaHAX opraHM3Ma nyTeM 3/MMUHauMnM (OpPyKTo3bl U3 AneTbl. OfHa-
KO (pyKT030-1,6-gMoctat npeacTaBnseT coboi 06AMraTHbIA Me-
TabonuT rIMKOAM3a M [/IIOKOHEOreHe3sa U He MOXeT ObiTb 3/1MMU-
HUPOBaH M3 opraHu3ma npy CO6AEHUN AMETbI.

Bblpa>keHHOe HapylleHue pacnajga (pykTo3o-1,6-gudochara vy
HEeKOTOpbIX [eTeli MOXEeT MPUBECTU K MPOrpeccupyolemMy nopaxe-
HAKO NeYyeHW, HECMOTPS Ha TO 4YTO OHW HaxXO4ATCA Ha AueTe, He
cojepxallen (pykTo3y, y 60/bHbIX C OTCYTCTBMEM K/IMHMYECKOW
CUMMATOMATUKKM, 33 WCK/OYEHUEM renaToMeraimm W MoBbILEHHOro'
YpoBHSA CbIBOPOTOYHbLIX TpaHcamuHa3s. [locnegoBaTenbHOE MpoBeje-
HYe OGMOMCUI MeyeHW BbISBNSET YBE/IMYEHME €€ XMPOBOW WHPUb-
Tpaumm n Gubpo3 ¢ oyaroBbiM  paspylleHMEM UUTOMIa3Mbl, aHo-
Ma/IbHbIMW T/IMKOrEHOM WM MUTOXOHAPUSIMMK, @ TakXe C Heo6blYHbIMU
6noaLeobpasHbIMM M UTOMAbYATLIMU  KpUCTaniamm B renatoumTax.
MpOrHo3 npu HenepeHOCMMOCTM (PPYKTO3bl, KakK npasuno, Hebna-
ronpuaTeH faxe npu CcTporom cobniogeHun guetbl. bes aueTuye-
CKMX OrpaHuyeHuWin 3aboneBaHve MOXeT NPUBOAUTL K CMepTU B
rpygHOM WM paHHeM [eTCKOM BO3pacTe. Y HeKOTOpbIX AeTeil ¢
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HacneACTBEHHOM  HEMepeHOCMMOCTbIO  ()PYKTO3bl  CMMMTOMATMKA
YMEPEHHO BblpaXkeHa.

MpoBefeHMe TecTa Ha TOJIEPAHTHOCTL K (PPYKTO3e MpPOTMBOMOKA-
3aHO, MOCKOMIbKY MOXET OC/IOXKHATbCA  TMNOrIMKEMUEN, LLIOKOM W
CMEpPTHIO.

JleyeHvie 3ak/oyaeTca B MOSIHOM WCK/IHOYEHUW M3 pauuoHa nu-
TaHWA (PYyKTO3bl. 3Ta 3afjaya MOXeT ObiTb HENerkon, Tak Kak
(hpyKTO3a OTHOCUTCA K LUMPOKOPAacnpocTpaHeHHoO paobaBke, 06Ha-
py>XMBaemoi fake B HEKOTOPbIX MpenapaTax aueTuncanvumioBoi
KucnoTbl. HacnegosaHue 3a60/1eBaHMA MO ayTOCOMHO-PELLECCUBHOMY
TMNy n yvactota (BKMOYasA cTepTble (DOPMbI Y B3POC/bIX) COCTaB-
NnAT npumepHo oamH Ha 40 000 HaceneHus.

JdedmunT MbieyHor docdormuepaTMyTasbl.  3TO HapyLUeHito
obmMeHa BellecTB 6bl10 BbISBEHO Yy B3POCNOro, y KOTOPOro, 3a uc-
K/TIOYEHMEM MWOTNOBMHYPUN W MbILEYHBLIX CYLOPOr, rnocre juinye-
CKO paboTbl HMKAKOW K/IMHWMYECKOW CMMNTOMaTUKW He OTMevasocb.
Mocne wvwemMnyeckoro TecTa Y HEro B KPOBM He yBennymsanacb
KOHLIeHTpaums MOJIOYHOM KMCNOTbl, & NpU UCCNef0BaHUN MbILLEYHO-
ro 6uontara OblNM BbISABIEHbl HEM3MEHEHHbIE KOHUEHTpauus rnu-
KOreHa W aKTMBHOCTb (DEPMEHTOB, 33 WCK/THOYEHUEM  CHUXEHUSA
aKTMBHOCTU ocdornnuepaTMyTasbl, 00YC/OB/IEHHOIO HeBOMbLUMM
KOMMYecTBOM wu3ogepmeHTa B (MO3roBoil Twn) 1 OTCYTCTBUEM
n3oepmeHTa M (MbILEYHbIA THM).

JeuunTt nakrtatgerngporeHasbl MbllLEYHOro Tuna. Hecnocob
HOCTb CMHTe3upoBaTb M-efAuHuUy nakTargerugporeHassl (J1460)
HacnefyeTcsi MO ayTOCOMHO-PELECCMBHOMY TUMy, M MaTONOrNYECKil
reH nokanusyetca B 11-ii xpomocome. lMpu 3TOM cOXpaHsAeTcs cno-
COBHOCTb CMHTE3MpoBaTb H-eguHULYy (hepMeHTa.

BonbHblE XanylTca B OCHOBHOM Ha €nabocTb, Y HUX onpepe-
NAT MUOTM0O6UHYPUIO NOCNe TSXKENOW (PU3NYECKON Harpysku. AK
TMBHOCTL J14T 3pUTPOLUTOB CMErka HWXe HOPMbl, NPU 3TOM He-
NPOMopLUNOHaATIbHO YBE/IMYEHO COOTHOLLUEHWE aKTMBHOCTU KpeaTuk-
KnHasbl 1 JIAT. Pa6boTa, npuBogsAwas K ULWEMUN, COMPOBOXAAETCS
CHWKEHMEM YPOBHA fakKTaTa B BEHO3HOM KpoBWM (MO CPaBHEHUIO c
NNUamMN KOHTPONbHOW Fpynnbl), @ KOHLEHTpauuMs BEHO3HOro nupy-
BaTa Mo MeHblUeli Mepe B ABa pa3a 6o/fblue, YeM Yy UL, KOHTPOSIb-
HOM rpynnbl. Y 60nbHbIX C gepuuyutom M-Tmna 14T MbIWEYHbINA
rIMKOreH MOXKET NpeBpalaTbCs B MMPYBAT, KOTOPbIA 3aTeEM BbICBO-
60XKaaeTcs B KPOBOTOK, a He NpeBpallaeTcs B NakTar.

HapyLueHunsa B TKaHAX MeTabonmama yrnesogos, CBA3aHHbIE
C nakKratraymngosom

HapyweHua meTabonn3ma yrneesofoB, CBA3aHHble ¢ nakTtatalll
[030M, nepeyncneHbl B Tabn. 7-5; Ha puc. 7-16 npefcTaB/ieHbl CO-
OTBETCTBYHLUME MeTabosmyeckme nyTu.

B HOpME KOHUEHTpauus MOJIOYHOM KWUCNOTbl B KPOBWU COCTaBs
eT meHee 180 mr/n, wiam 2 mmonb/n. Mono4vHas aumgemms, He CBS
3aHHaa C (pepmMeHTHbIM [edeKTOM, MOXEeT COMpoBOXAaTb TUMOKCe-
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0. B 3TOM c/ly4ae KOHUEHTpaumsi MMPOBMHOIPaHOM KUCNOThI »
YBOPOTKE MOXEeT ocTaBaTbCAa B npegenax Hopmbl (<1,0 wmr/n),

TO BpeMs KaK ee ypoBeHb OObIYHO MOBLIWAETCA B TeX Cay4asx,
piorgja MOJIOMHOKMCas aumgemmuss obycrnoBneHa (epMeHTHbIM fJe-
theKkTOM. B cBfI3M € 3TMM MpefcTaBAseTca Lenecoobpas3HbIiM onpe-
[ennTb ypoBeHb MOJIOYHOM M MMPOBUHOIPaAHOM KWUCAOT B OAHOW U
W01 )Xe Npobe KpPoBW, a TakKXe B HECKOJIbKUX Mpobax npu KAUHU-
Yyeckoll CUMNTOMATUKE, MOCKOMbKY MOXET pa3BuTbca (haTasbHas
MOJIOYHOKUCAas aungemMus ¢ WHTEPMUTTUPYOWMM TedeHnem. [e-
vumT TUamuHa (BUTaMuH Bi), Hanpumep npu ankorosmsme, Tak-
)K€ MOXET ObITb CBSI3aH C YrpoXalwLwWUM XXWU3HWM NakTaTaymgo3om,
KOTOpbIi KOPpUrMpyeTca BBeAeHMeM TuamuHa. OH MpUHMMaeT yua-
CTWe B peakuuu nupysaTAerngporeHasbl (cm. puc. 7-16); ato yua-
CTVie TMamMmMHa WM ero HeTOKCWYHOCTb C/YXXAT OCHOBaHWeM AN fnede-
HVMSE UM, YTO MHOFA4a COMPOBOXAaeTcA 3PHEKTOM npy TPYLHOKYNU-
pyemMom nakTatauumgose.

Mpu raybokom co cTOHOM AbixaHun Tuna Kyccmaynsa cnegyet
npegnonarate OCTPbIi MeTabonnyeckmMii aumpo3, CBA3aHHbIA C Tu-
nepnakTataungemmein. HeKOppUrMpoBaHHbIM auugo3 MOXeT MpuBe-
CTU K KOMe, AblXaTe/lbHOM HefoCTaTOYHOCTW, CepAeYvHO-COCyAUCTOMY
Konnancy, NoYe4yHon HeJoCTaTOYHOCTU U CMEPTU.

MMnepnakTukauMaeMnss BCTPEYAeTCA NpyM TakuMx  HapylleHuax
YrneBogHOro obMeHa, KOTOpble M3MEHAIT MpeBpalleHne nupysaTa
B r/1l0KO3y 4epes3 I/IIOKOHEOreHe3 Wn B ABYOKWUCb Yriepoga W BOAY
B X0fe UWMKIa JIMMOHHOW KMCAOTbl C YY4aCTMEM MWTOXOHAPUANbHbIX
thiepmeHTOB. CnefyeT OMpegennTb COAEPXKaHME MOMIOYHOM KUCAOTbI
B KpOBM Yy AeTell rpygHOro Bo3pacta u 60onee cTapliuvx JeTell € He-
06BACHMMbIM  aLMA030M, OCOBEHHO B TOM C/yvae, €Cli aHWOHHbINA
«BpoBan» B KPOBW COCTaB/seT 6onee 16 mmonb/n.

Jedmunt rnoko3o-6-hoctaTtasbl. BonesHb HakonaeHUs ravKore-
al tTuna (BHI 1) —aTo nuwbe oAnH 13 12 TWUNOB [/INKOreHO30B,

I3aHHbIA C BbIpaXXKEHHbIM NakTaTauugo3om. Y 6onblunHCTBA 60Mb-
peLnanBMPYIOWMIA MeTabo/IMYecKNin aunao3 UMeeT MUHUMasb-

KIMIHUYECKOE 3HayeHue, O4HAKO Yy HEKOTOpPbIX AeTel OH MOXeT

eACTaBNATb COOOM yrpoXatollee >XM3HU COCTOSHME.
~NepnunT dpykTo30-1,6-andoctarasbl. Y 601bHOM0 CUMNTOMA-

OTCYTCTBYET [0 Tex MOop, MOKa OH HaxoguTcsa Ha TPygHOM
apmnamBaHMn. Ecnn pebeHOK MosyyaeT cMecu, B COCTaB KOTOPbIX
| dhpykTO3a MM caxapo3a, Y HUX PeuuauBupyrtoT ApuCTYMbl

Prankemun, LIOK, KOMa, CyAoporn n meTabonnuyecknini aumpos,

aaHHbIi C runeprakTaungeMmuein. B nepuodbl KIAVHWYECKONR pe-
Pccum npy msmkasibHOM 06CNef0BaHUM He BbISIBASKOT NaToN0rnu,
AckaYveHeM  renatomeranuu.  pu OTCYTCTBUM JieYeHUs 3a-
JeBaHVe MpMBOAUT K OTCTaBaHWK MCMXOMOTOPHOrO pasBUTUS Wn

c*/pm. Hacnepyetca OHO MO ayTOCOMHO-PELIECCUBHOMY TuUny.
$pykT030-1,6-gMochaTtaza npeacTaBnseT coboM OAVH W3 YEThI-

OCHOBHbIX (JEPMEHTOB [/IIOKOHEOreHe3a. Ee aKTMBHOCTb 3Hauu-

IO CHWXeHa WM He onpegenseTca B 6uontatax MeyeHu npu

3BOV MH(UNbTPALUN M YMEHLLUEHHOM KOJIMYECTBE TF/IMKOreHa.
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OcTanbHble (hepMeHTbl MeTabonuama (QPYKTO3bl, [IHOKOHEOreHesa wu
ipacnaga rnAvMKoreHa ocCTalTCcA B nNpefenax Hopmbl. EcTecTBeHHOE
YBE/IMYEHME COAEpPXaHWSA  [/II0KO3bl B KPOBM  NOC/Me Ha3HayeHus
T/IIOKaroHa npoucxoauT 4yepe3 6, HO He 4yepe3 18 4 ronofaHusA, 4To
myKa3blBaeT Ha ObICTPOE WCTOLEHME 3amnacoB [/IMKOTeHa B MEYEHW.
Mocne npveMa ranakTo3bl HOPMa/IM3YeTCA KOHUEHTpauus r1oKOo3bl
B KPOBM, YEro He MpPOMCXOAUT nocne nprvema (pyKTo3bl, FAvLepuHa
unn anaHuHa. focnegHve MOryT BbI3BaTb OCTPYH TUMOI/IUKEMUIO U
NnaKTaTaumaos; TeCTbl Ha TOMEPaHTHOCTb C 3TMMMK BeLlecTBaMu He
cnegyeT NpuMeHsiTb. FonogaHve B TeyeHue 6onee 10 4 npuBOAUT
K TUNOIIMKEMUU W faKTaTtaumposy. KrnHuyeckune MposiBIeHUA MO-
ryT HarnoMuHaTb KeTOTUYeCcKyk runoravkemuio. MNporHos npu ge-
huunte GpykKTO30-1,6-ANdochartasbl Mpu OTCYTCTBUU JIEUYEHUS He-
6naronpusATeH. PocT M pa3BuTMe [eTeli He HapylleHbl, ecin aveTa
He COAepPXUT (PPYKTO3bl, caxapo3bl, cOpOMTONA M PasymMHO OrpaHu-
YeHa Mo Xupy n 6enky.

Jednunt nupyBaTaekapbokcmnasbl. ITOT (EPMEHT Takxe Mo-
Nyuynn HasBaHMe NupyBaTAeruaporeHasHoro KOMMOHeHTa, win 1-ro
tepmeHTa (Ei) nupyBaTAerngporeHasHoro Kommniekca. AKTUBHOCTb
thepMeHTa He Oblna BbISIBIEHA Y HOBOPOXAEHHOrO Masnbyuka, po-
amBllerocsa ¢ macco Tena 13 Kr npu cpoke rectaumm 35 Hep C
TaxUnNHO3 W HEBPONOrUYECKUMU HapylleHuamun. PebeHOK ymep B
BO3pacTe 6 MeC, HeCMOTPA Ha MOMbITKA cob6MAaTh COOTBETCTBYHO-
Wyt avety. KoHuUeHTpauum B MnasMe nupysaTa W nakTtata 6bim
BE/IMKW. HanpoTus, y 9-7eTHero mMajsbymka Oblna BbisBneHa 20%
aKTUBHOCTb (bepMeHTa B Ky/bType KOXHbIX (hMbpobnacTtoB u e
KoumTax. PebeHOK cTpajan Mepuoanyeckun AUCHYHKUMEN MO3XKeu-
K& W XOpeoaTeTOUAHbIMWA [BWXEHUAMW, KOTOpble Havyaiucb B BO3-
pacte 16 mec, npoucxoaunn 2—6 pa3 B rof, MpoAo/KanCb  Oi
HEeCKO/MIbKMX 4YacoB 0 1 Hed W, NpeanonoXmTenbHO, NPOBOLMPOBa-
NNCb NNXOPafoYHbIM COCTOSSHUEM WAW APYTMMU CTPECCOBbIMW CUTYa-
UMSAMU. BbIpaXKEHHOCTb KAMHUYECKUX MPOSBAEHWA BO BpemMs Mpu
CTynoB Kofebnercsa OT HEeNOBKOCTM  ABWXEHW [0 BbIPaXEHHOW
aTakcum, MpY KOTOPOI (yHKLMOHa/lbHass CMoco6HOCTb pebeHKa Ha-
pylwanacb HAaCTO/IbKO, UYTO ero ApurateflbHas aKTUBHOCTb MPOSiB-
nanacb nvWb non3aHbeMm. KOHUEHTpauum B CbIBOPOTKE MMpyBaTa,
nakTata u anaHvHa 6bliM YMEPeHHO yBeNU4YeHbl BO BPEMSI MPUCT} -
MoB, O4HAaKO HOPMaJN30Ba/INCb B MEXMNPUCTYMHbIA nepuos (Kak
KIMHW4YeCKass CcuMnToMaTtuka). [lekcameTa3oH  yMmeHbllan  TS-
XKECTb MNPUCTYMNOB, HO HE KOPPUIMPOBaST XMMUYECKUX HapyLleHWul B
KpOBW.

Jdedonumt anrngponunonntpaHcaueTuiasbl. ITOT (epmMeHT 0603-
HayalT Kak 2-ii thepMeHT nupyBaTAernaporeHasHoro KoMmraekca
(E2), v €ONHCTBEHHbIA BbISBMEHHbIA 60MNBHONW MasibuyMK Obl1 B BO3-
pacTe 9 neT. Y Hero 6blna BblpaXKeHa ABuUratesibHas U YMCTBEHHa*
oTcTanocTb. Ha ¢oHe ronogaHmsa KoHLUeHTpauuu nupysaTa W nak-
TaTa B KpoBWM 6blnn B npefenax HOPMbl, O4HAKO OHW YBE/UUYMBAIUCH
M npesBbllanM B 2 pas3a MokasaTteM B HOpMe 4epe3 2 Y nocne
nprvema 06bl4HOM nuwn. JueTa, oborauieHHas yrneBogamu, HO He



xupamm (65% u 15% CcOOTBETCTBEHHO), MPOBOUMPOBasia pa3BUTUE
N-bIpaXXeHHOro nakrtataumposa. Jjob6aBneHue TuaMMHa B MNULLY He
BbI3biBa/I0 3dpekTa. [Be cecTpbl 60/MLHOrO, y KOTOPbIX 6blia Bbl-
paxeHa KIWHMKaA naktatauuposa, ymepnu. B rososHom wmosre y
HUX Obl1 BbisBAEH AeUUMT MUENVHa, OAHAKO MPU3HaKM aKTVBHOW
JeMuenuHmnsaumm oTcyTcTeoBav.  [pyM mMccnefoBaHUM  KY/bTypbl
KOXHbIX (nbpobnacToB Masibumka Oblna onpefesieHa CHMKEHHast
aKTMBHOCTb MUPYBaTAErMApPOreHa3sHoro KOMIJIeKca; akTUBHOCTb M-
pyBaTAekapbokcunasbl Oblna B npegenax Hopwmbl. [MOCKOMbKY OT-
CYTCTBOBa/T AetheKT a-KeTornyrapatAerniporeHasHoro Kommsekca u
B CBAA3N C TeM, 4YTO CYLLeCTBYHOT [OKa3aTefbCTBa TOro, 4Tto 3TOT
KOMMNMEKC BK/IOYaeT B cebs (hbepMeHT, CXOAHbIWA, eCnn He WAEeHTUY-
HbllAi, epmeHTy E3 nupysaTaerngporeHasHoro KOMMIEKCa, MOXHO
chenaTb BbIBOA O TOM, 4TO 6OMbHOW CcTpajaeT AedeKToM (hepMeH-
Ta E2
JdednunTt gurngponvnovungerngporeHassl.  KnvHuyeckue nposs-
neHuns JeduuuTta TpeTbero QepmeHTa nNUPyBaTAErMaporeHasHoro
komnsekca (E3) BbipaxeHbl M BKIOYaAKOT B ceba neTapruio, runep-
TEeH3UI0, Pa3fpaXkKUTEeNIbHOCTb, aTPOMUIO 3PUTENBHOrO HepBsa, rune-
PaKTMBHOCTb Pe(/IEKCOB C MbILLEYHOW TUNepTeH3neld, CnacTUYHOCTb
MbILLL, HOF, HeperynsipHoe AbixaHue, ropTaHHbIA cTpugop. CTolkuiA
| nakTaTauMao3 He KOPPUIMpoBa/ICA AMETON C BbICOKUM COLEpPXKaHW-
Bem TwamuHa wam >kmpa. [MNpUCTYnbl TUNOTIMKEMUX MOTYT Kynupo-
BaTbCHA anaHMHOM. B aHamHe3e ecTb yKa3aHuUs Ha 6/1M3KOPOACTBEH-
Hble Gpaku.
NabopaTopHble faHHble CBUAETE/NbCTBYIOT 00 yBenude-
HAM B KPOBW KOHLEHTpauuu nupysaTa, naktasbl W a-KeTornayrapa-
MeyeHOUYHble (YHKLMOHaNbHbIE MPO6bl MOryT OblTb He K3MeHe-
abl. AKTMBHOCTb  TKaHEBbIX AUTMAPOSUNOULETNAPOreHas MOXeT
AJOCTUraTb TaKUX HUSKUX BEMNYUH, Kak 5% OT HOpMbl. AKTUBHOCTb
MupyBaTaernaporeHasHoro kKomnnekca (Ho He Ei) u a-keTornyra-
|)aToerngporeHasHoro KommMsekca B MeYeHW, Mbiwuax, rofI0BHOM
lo3re, Moykax H KOXHbIX (ubpobnactax Takxke 6bla CHUXeHa.

Mpn naTonoroaHaTOMUYeCKMUX UCC/Ief0BaHUAX B FO/IOBHOM MO3re
OHOr0 W3 feTeli 6blAM BbISB/IEHbI MOMOCTU, HapyLUeHWe Muenu-

Mnsaummn 6a3anbHbIX raHraveB, Tasamyca M CTBOMA FOMOBHOMO MO3-
|a, 4TO HanMoOMWHano M3MEHEHMA NpU cuHApome Jlu.

Jeduunt nupysaTkapbokcmnasbl. [posBneHns 3aboneBaHuA
ipbMPYIOT OT TUMOrMKEMAN B TPYAHOM BO3pacTe A0 OTCYTCTBMA
INHNYECKOA CMMMTOMATMKN  Ha MNEepBOM rogy Xu3Hu. O6bI4HO

‘OTcTaBaHMe MCUXOMOTOPHOIO pPasBUTUA CTAaHOBUTCA OYEBUAHbLIM B
MepBbli rog XWU3HM M MOXET MPOrpeccMpoBaTb BMIOTb A0 AeTaslb-
8 1° wncxopa. bonbHOro 6ecnokoMT pBOTa, OH CTAHOBWUTCA pasjpa-
XUTENbHbIM, Y HEro HacTynaeT COCTOSIHWE fneTapruu, nporpeccupyet
OTcTaBaHWe ABUraTesIbHOro M MCUXMYECKOro PasBUTUSA, NMPUCOELUHS-
eTcA runoTeH3us, rmnopediiekcns, NaTonornyeckue ABMXEHUA ras,
aTpous 3pUTENbHOIO HepBa, aTakcua u cygoporu. MoryT 6biTb
aHaMHeCTMYeckme faHHble 06 OTCTaBaHMM MCMXOMOTOPHOrO pasBu-
TUA N CMEPTU CUOAMHIOB, Y KOTOPbIX MO KAVHWYECKUM W MaToso-
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roaHaTOMMYeCKMM Mpu3Hakam npegnonaranv CUHAPOM J1n wnn au-
arHo3 He 6bl1 YyCTaHOBJ/IEH.

Jla6bopaTopHble [JaHHble CBMAETENLCTBYIOT 06 yBenunye-
HUN KOHLIeHTpaLMn B KPOBW flakTaTa, nupysaTa W anaHuHa. MoxeTt
OblTb MOBbILEH YpPOBeHb 6Gefka B CAWMHHOMO3rOBOW  >KMAKOCTW.
Y opgHoro 60/MbHOr0, HECMOTPA Ha HOPMasibHble pasMepbl MeyeHu,
ObI/10 YBE/IMYEHO KOJINYECTBO [/IMKOreHa B MeYeHW U Mbiwuax; mno-
Cfie BBeEHWS T[/1l0KaroHa YPOBeHb [/IH0KO3bl B KPOBM HOpPMann3o-
Basics.

JnarHo3 OCHOBbIBAeTCA Ha BbISBMEHN JeduuuTta nupysat-
Kapbokcmnasbl B MNEYEHM; YACTUYHbIA JeekT Obln onpefeneH s
OfHOI U3 ABYX MEYEeHOUHbIX NMpyBaTKapbokcunas. AKTUBHOCTb Tpex
OPYrX  T/IIOKOHEeOreHeTMYeckMx (epMeHTOB Oblna B npegenax
HOPMBb!.

NleyeHne TMammHOM MpefoTBpaLLanO NPUCTYMNblI OCTPOro Me-
Tabonnyeckoro aumgosa U HOpManun3oBaso GMOXMMUYECKME U3Me-
HEHUS Y HEKOTOPbIX OOMIbHbIX, HO He BAUSAIO0 Ha ucxog 3abonesaHus.
JleyeHne 6GMOTUHOM W JIMMOEBOW KUC/IOTOW HeapdeKTUBHO.

JednumT dochaTasbl nupysaTgerngporeHassl. 3Ta NaTosorus
6blna BbISBIEHA Y HOBOPOXAEHHOr0 MasibyMKa C MeTabo/MyecKum
auMio3oM W BbICOKMM YPOBHEM B CbIBOPOTKe naktata (B 7 pa3
Bbille HOPMbI), nupyBata (B 2 pa3a Bbllle HOPMbl) W CBOGOAHbLIX
XUPHbIX KUCNOT (B 3 pasa Bblwe HOPMbI). TMNOrNMKEMUS Wn re-
naToMeranms OTCYTCTBOBana. AUMA03 YMEHbLUAsICA MPU YBeIMYeHUn
noTpebseHnsa rNIOKO3bl M YMeHbLUEHUN NoTpebneHnsa xupa. MNepuo-
bl KIMHMYECKol CTabuibHOCTU WM YMEPeHHOW runepnakTukauuje-
MWW YepefoBasiCb KaXKAble HECKOMbKO AHel ¢ nepuogamu CUIbHOMO
nakTtatauugosa. bbiiv 04eBUAHbI NPU3HAKM HEBPOJSIOTMYECKUX Ha-
pYyLeHWn ¢ neTapruei, cygoporamu, TrUNOTEH3NEN, pasgpaxunTenb-
HOCTb. BO/sIbHOM ymep B Bo3pacTe 6 Mec.

MupyBaTaerngporeHasHolii  KoMnoHeHT Ei  nupyBaTaermgpore-
Ha3HOro KOMMNeKca CyLecTBYeT B aKTMBHOW W HeaKTWBHOI Qopme.
OH WHaKTMBMpyeTcA npu QochopnanpoBaHNN KMUHa30l nupysaTae-
rmgporeHasbl B npucyTcTBun AT® U1 CTUMYNUPYETCA Kanbuuewm.
AKTUBHOCTb (pocaTasbl nupyBaTAernaporeHasbl Oblna CHUXeHa B
MeyeHM WM MblWLAX, HO OCTaBanacb B MNpefenax HOPMbl B MO3re,
YTO BbISBNSAIOCH MNPV f00aBNeHUM KasibLUMs K MeYeHOUHOMY romore-
HU3aTy, Korga akTMBHOCTb nupyBaTAekapbokcmnasbl Yy 60/bHOMO
nosblwanace Ha 4% npotus 50% B KOHTposne. AedununTt akTUBU
3upytollenn octatasbl Obl1 BbISBAEH U Y APYFOro 7-7€THEro Manb-
YmKa, Y KOTOPOro faHHble ayTorncuum Npu WUcC/efoBaHWUU TO/I0BHOIO
Mo3ra OblIM CXOA4HLIMU C M3MEHEHUSAMW MpU CUHApome Jlu.

CvHOpoM geuumta KapHUTUHA. CUHAPOM MOXET MPOABAATHCA
MOBTOPHLIMU MPUCTYNaMu BbIPaXEHHOIo MeTabo/IMyeckoro aumaosa
(MONOYHOKUCALIA aunao3 M NUPOBUHOTrpagHas aungemust), runo
rMMKemMuen, renatomeranueni. ViHorga 6biBaeT Kapguomeranus. He
NeYyeHblin 60NbHOM MOXET yMmepeTb BO BpemMs Kpu3a, OAHAKO Kop
peKkuusa aumaosa M BHYTPMBEHHOE BBeAEHVE [/II0KO3bl CNOCO6CTBYHOT
KynNUpoBaHUK MNpuctyna O06bI4HO B TeyeHue 12—24 4. KoHueHTpa
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LN KapHUTUHA B CbIBOPOTKE, MbIWLAX W MeYeHW yMeHblUaeTcs.
HasHauyeHue L-KapHUTWHa, T. €. M30Mepa KapHWTUHA, CUHTe3upye-
MOro B MeyeHW, MOXeT 0Ka3aTb 3((eKT Yy HeKoTopbiX (HO He Yy
3cex) 60fbHbIX, HO DL-KapHUTVMH He OKa3blBaeT MOJIOXKWUTENbHOrO
[elicTBMA, a MHOrga OKasblBaeTCA M BPeAHbIM.

JednunT KapHUTUHA — 3TO MNEPBUYHBIA  FEHETUYECKUA [edeKT,
HO B HEKOTOpbIX cnyvyasx BTopuyeH (00yCnoOBAEH HEKOTOPbIMK 3a-
6onesaHuaAMM). TOT M Apyroii BapnaHT MOryT ObITb CBfA3aHbl C pas-
NIVYHBIMU HApYLUEHUAMW U MPUBOAUTL K pasHOooOpasHbIM KIUHUYe-
CKMM MposiBNeHUsAM. 'eHeTU4eckn 06YyCNOBMEHHOe COCTOsHME ObiBaeT
6eCCUMNTOMHBIM WX NPOAB/AETCA NOBTOPHbIMU NPUCTYNamn nakTa-
TaumMfosa M OCTPOli CepAeyHOl HefoCTaTOYHOCTW, MPUBOAALLEN K
cmepTu. JedmunT KapHUTUHA, BO3MOXHO MPMOBPeTeHHbIN, 6bin Bbl-
SIBfIeH Y HOBOPOXAEHHbIX C BHYTPUYTPOOHbIM OTCTaBaHMEM pocTa
My 60MbHbIX C cuHApomom ®aHkoHW. [locnegHwii npeacTaBNAn
coboi COCTaBHYH 4acTb rMKoreHesa X| Tuna M CBA3aHHOW C HUM
MOYeYHO naTonoruK, NPUBOAALLEl K MOoTepe KapHUTMHA C MOYOW
N BbIP@KEHHOW XWPOBOW WMHPUAbTPaUMM neveHW. CMMNTOMbI UCYe-
3311 Mocse MOMOSIHEHMSA 3anacoB KapHUTMHa B OpraHvM3Me BBeje-
Hvem L-KapTWMHMHA B KO/IMYECTBE, AOCTaTOYHOM A1 KOMMeHcauum
NPOLO/MKAIOLWNXCA MOTEPb C MOYOIA.

BpoxAaeHHbIi  mavonaTuyeckmii  nakTataumaos. 3TOT AuarHos
creflyeT npefnonaratb, €CivM y rpygHoro pebeHka 3aTpyLHEHO [bl-
XaHue, 4YTO cOYeTaeTcs C MeTabo/IMYeCKUM auugo30oM BCMEACTBUE
rmnepnakrarauugemMmumn. MoryT yBelIMYMBATLCA MeYeHb WU Cefie3eHKa.
Cygoporu, runorivkeMnsl, oTcTaBaHuWe MCUXOMOTOPHOIO pas3BuTUS,
HEBPOOrMYECKME HapyLleHUA 06bIYHO NPUMBOAAT K CMepTW B Tpya-
HOM BO3pacTe, HECMOTPA Ha oboralleHue AueTbl TUAMWUHOM, 6UOTK-
HOM, BBeJeHWe CTepouioB, JINMOEBOM KWUCAOTbl U APYTMX areHTOoB,
P HEKOTOpbIX C/lyyasx BO3MOXHO BbDKMBaHWE B TeyeHWe A/IUTENb-
HOr0 BPEMEHM.

B cbIBOpOTKe yBenmMuMBaeTCA KO/IMYECTBO MNupyBaTa, nakrarta u
anaHvHa, a Takxe ApYyrnx ammMHOKWUCAOT. JaHHble ayToncum rosos-

3ro0 MO3ra MOryT CBUAETEeNbCTBOBAaTb O KWUCTO3HOW AereHepauuu wu
AapyLLEHUN MUENUHM3AUUN WM Wb 06 YMEPEHHbIX HapyLleHUsAX.
“ K naktartaumgosy MOryT MpMBOAUTb pa3HOO6pa3Hblie HapyLleHUs
(hepMeHTaTMBHOM aKTUBHOCTM, BK/OYas M YXe ynoMmsHyTble. Ecnu
bnbHOro cucTtemaTuyecku He o6cnefoBany Ha MNpeamMeT UCK/Ye-
HA aTuX OedeKTOB, AMArHO3 BPOXAEHHOro MAMOMATUYECKOro Jlak-
?aTauHfo3a He crnefyeT CTaBUTD.

| TopocTpas HekpoTusmpyrowasa aHuedanonatna (MH3I) Nu.
3aboneBaHve MNpPOSIBNSETCA CyAoporamu, OTCTaBaHMEM MCUXOMOTOP-
HOr0 pasBUTMKA, aTpodueri 3puUTeNIbHOro Hepsa, rMMOTeH3Wel, pBO-
TOW, HapyLlleHMeM ABVDKEHWIA, netapruer v nakrataumposom. K kpu-
TUYECKUM MNAaTONOr0aHaTOMUYECKUM  KPUTEPUSIM  OTHOCATCA [/M03,
obpa3oBaHMe nonocTelri M nponudepaums Kanwaaspos CcTBoOMa ro-
NIOBHOrO Mo3ra, B 06nacT 6asanbHbIX FaHriIveB W Tanamyca; 3Tm
Mpu3Hakn MOryT ObiTb BbISIBAEHbI NPV NPOBEAEHUN KOMMbIOTEPHO
ToMorpatmn. CxofHble HapylleHUss MOryT OnpefensAtbCa Uy 60/b-
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HbIX C gepuunmTom nupysBaTkapbokcmunasbl, a B O4HOM C/ly4yae OHWU
6bl 06Hapy>XeHbl y 0O0MbHOr0 € HapylleHMeM aKTUBHOCTWU Mupy-
BaTAekapbokcmnasbl B KOXHbIX (hnbpobnactax. Euie y ogHoro pe-
6eHka c npusHakamy [MH3 paHHble  ayToOMNCUM TOSIOBHOrO MO3ra
CBMAETENLCTBOBA/IN O CHVDKEHUW aKTUBHOCTM (PoctaTasbl nupysat-
JervgporeHasbl. O6cnefoBaHMe 60MbHbLIX C MOAO3PEHVEM HAa CUHA-
poM JIn MO AaHHbIM KAVMHWYECKOW CMMMTOMATUMKN [O/IKHO BKIIIO-
YaTb B Cceba onpegeneHve akTMBHOCTU (hepPMEHTOB, KOTOpble MOryT
ObITb CBfA3aHbl C flaKkTaTaungo3om. VX akTMBHOCTb 6Oblia B npeje-
flax HOpMbl Yy 22-MeCAYHOro Masibunka, y KOTOPOro W3MeHeHWs ro-
JIOBHOrO MoO3ra OblM XapakTepHbl Ansd cuHgpoma Jin v coveTanuch
C YBE/IMYEHMEM KOHUEHTpauum 3HAOPPUHA W HOpadpeHaInHa B
CMMHHOMO3rOBOW >KMAKOCTM W 3HKe(a/MHOB B KOpPE  T[OJIOBHOrO
Mo3ra.

AhhekT TMammnHa npexofawmnii y HEKOTOPbIX 60MbHbIX. MMOMNbITKY
€ro NpPYMEHEHUS ANA NeyvyeHUss 60MbHbIX OblIN MPOAMKTOBaHbI TEM
YTO 3KCTPaKTbl KPOBW, CMIMHHOMO3IOBOM >XMAKOCTU W MO4YM Y 60Sb-
HbiX ¢ MH3 wuHrubmnposann TUamMuUHNMpodochaTaseHO3HHTPUDOC-
thatpocopuntpaHchepasy. B dapmakonornyeckmx pfosax TUaMUH
MOXET MOoAaBAATb 3TOT WHIMOGUTOP, KOTOPbI BbISBASAIOT B MO4Ye Yy
10% 340p0oBbIX N,

MonbITKM KOPPUIMpOBaTb runeprakTaTaumMaeMmio auxnopaieTa-
TOM, WHIMOMPYKOLWMM WMHAKTUBUPYIOLWY KWHAa3y MupyBaTAernapo
reHasel (Eg cm. puc. 7-16), nogaepxusas, Takum 06pa3om, akTuB-
HocTb germgporeHasbl (Ei), 6blin HeaheKTUBHLIMM Y pebeHKa C
(haTanbHbIM NaKTaTauugo30M HeyCTaHOB/IEHHOrO reHesa.

OCTpylo, YrpoXalLwWyl >XU3HW, TunepnakratauyugeMmio  MOXHC-
KOPPUIMpoBaTb BHYTPMBEHHbIM BBeAeHVWEM TPUC-TMAPOKCUMETUNAMU
HOMeTaHa, KOTOpbli B OTAM4YME OT rmapokapboHaTa HaTpus He Bbl-
3blBaeT MEpPerpys3kn opraHmM3mMa HaTpuem. 3TO JiedyeHue He Busei
Ha He6naronpuATHbLIA NPOrHO3 MpU OGO/LLUMHCTBE HapYLIEHWA, COo
NPOBOXJAIOWNXCA  MOBbILEHWEM YPOBHS  MOJIOYHOW M MNUPOBMHO-
rpagHoi KMUCNOTbI.

BONIE3HN HAKOTUIEHUA TJTIMKOTEHA

3abonieBaHMS 3TOW FPynnbl 06yc/nOBAEHbI MeTaboIMYECKMMN Ha
PYLWEHNSAMUW, MPUBOAALLUMMN K NATOMOrMYECKON KOHUEHTpaumm wib
CTPYKTYpe rnukoreHa. bonesHn HakonneHuwsa rnvkoreHa (BHT), Har
rIMKOreHo3bl, MOryT KnaccuumunmpoBaTbCsa N0 UAEHTUPULMPOBAHHO-
My (epMeHTHOMY feeKTy WM WHOrga no OT/IMYUTENIbHON KAWMHY
yeckoli KapTuHe (Tabn. 7-6). MaeHTudukaumss HOBOFO TuMa Bsos
MOXHa Wb B TOM C/lyyae, ec/iM KIMHUYECKMe U BUOXMMUYecKne
MPOSABMEHNA HACTONIbKO OT/IMUYUTENbHBI, YTO MX MOXHO TOYHO pac-
no3HaTb y nocnegytowmx 6onbHbIX. Ha pwuc. 7-17 npepcTtaBfeH’
COOTBETCTBYIOLWME NyTM MeTabonnima, B Tabn. 7-7 — KOHUeHTpaums
rMMKOreHa W akTUBHOCTb (DEPMEHTOB B MEYEHU W CKENETHbIX MbIT
Lax y 340pOBbIX UHAMBMAYYMOB M Y 60MbHbIX KaXAbIM TUMOM A
KOreHosa.
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ATabnnya 7-7. TkaHeBbli OGMOXUMMYECKMIA aHanM3 npu 60Ne3HAX  HaKoMIeHus
«eJIMKOreHa
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Hopwva
[leyeHb 25—6,0 44,32+ 25,1+ 100% 0,258+ 3750+ 4,7+ 19
+9,6 +6,5 +0,093 490
MbILIJU'bI 0.1 — 15 78,0 + 47,7 % 100% 0,035+ 7113 +
+21,1 +13,2 +0,011 +553
CHT la
MeyeHb 8,9 42 23 B Hopvme 0,242 B Hopme 0
Y Mbliwwubl 0,6 59 38 0,041
CHTI 16
MeueHb 7.4 53 46 To xe 0261 To e 3,9; 0,93
» MbiWupbl 11 77 28 0,037
CHI Na
P MeyeHb 8,8 a7 26 » » 0 > 3.2
AV Mblwiubl 7,5 64 42 0
,oHI ii6
V leyeHb 11,5 45 29 » > 0,026 » > 5.4
MbILwupl 16 80 31 0,0
Unr I
K [NeyeHb 9.3 40 19 B Hopme 0,210 45 2,9
m*" MbILWLbI 6,0 72 45 0,030 43
Lr v
i NeyeHb 45 48 26 To xe 0260 B Hopwme 3.8
.MbILubI 3,8 0 o B Hopme 0028
Wnn no-
BblLLEHVE
BHI VI
MeueHb 7.6 2 1,8 B Hopwme 0,176 To xe 3.4
1 :Mblwupl 0,3 61 46 0,025
IHT VI
I-TleueHb 12,0 43 6 To xe 0,312 » » 5,1
[[Mbiwybl 0.4 58 35 0,040
AT IXa
[MeueHb 9.9 46 2.3 <10% 0,155 » » 3.7
m'MbILLLbI 0,3 70 58 B Hopwme 0,026
IHT 1X6
J1 MNeyeHb 10,5 44 0,8 <10% 0,318 » » 2.6
LUMbiwibl 1.4 100 72 B Hopwme 0,029
a X
m[leyeHb 10,5 39 0,1 B Hopwme 0,292 » » 6.8
| .Mbiwupl 2,9 54 0 50% oT 0,044
HOpPMbI4
Ir XI
fitlNeyeHb 10,8 53 37 B Hopme 0,243 » » 5,1
WMbILWLBI 0,7 69 42 To xe 0,029 » >

Fnioko3a-|[AC BBegeHa B MecTe 1,6-0TBeTB/IeHWA, ee aKTUBHOCTb BbipaxeHa B cpm/(MrT)
[ikereHa TkaHu B 1 4. 2 CpefjHee 3HauyeHWe + cpefHeKBajgpaTuyeckoe OTKNOHeHue. 3B 3a-
NIOXXEHHOM romoreHaTe: B W30TOHMYECKOM TrOMOreHaTe CBeXell TKaHU. 4 ®epMeHT BbIAB-
'eTcs Hpu BHIF X Tonbko B TOM cfyvyae, ecnu MblWbl Mblwelh 1-AiuHUM u 3, 5-AM®
®aBnAT K romoreHaTy Mbllwl 60MbHOrO; nNpu Apyrux Tunax BHI pgo6aBneHuMs Mbiwly
MLLein He TpebyeTcs.



Oednunt ramkorekcHenHTeTasbl (BHI 0). K TuUnNuyHbIM cumn-
TOMaM OTHOCATCA CYAOpPOrY B YTPEHHWE 4acbl, 0OYC/OBfIEHHblE U-
NOrIMKEMMEN, C CONYTCTBYHOLWER runepketoHemueid. KoHueHTpaums
NlaKkTaTa B CbIBOPOTKE HaxoAWTCA B npefenax HopMbl Ha (oHe ro-
nogaHnsa 60NbHOrO, HO YBE/IMUMBAETCA MOC/e BBEAEHUS T/IHOKO3bl
WM nocne rofiojaHus, npogosnkaswerocs 6osiee 12 y; B 3TOT ne-
pvog HacTynaeT TUMNOT/IMKEMUS, a [J/IIOKaroH OKa3blBaeTCA Heal-
(hekTMBHbIM. [locne BBedeHWS €e YPOBEHb B KPOBM OCTaeTcda Mo
BbllLleHHbIM B TeuyeHue 6ofee ANNTENbHONO BPEMEHWU, YeM OObIYHO.
[narHocTupoBaTb 3aboseBaHue criegyeT KakK MOXHO ObicTpee, Tab-
KaK MpUCTYMbl TUMNOMMKEMAN U YMCTBEHHasd OTCTa/loCTb MOryT
6bITb NpefoTBPALLEHbI, €CIM 60/bHOW 4acTO MPUHUMAET nuwy, 060
raweHHy 6enkom. KnuHuueckas KapTMHa Cx04Ha C TakoBOW Mpu
KETOTUYECKOW TUMOr/IMKEMUN, N BONbHblE C KETOTUYECKOW rMnorau-
KEMWEn MOryT ObITb BbISIBMEHbI MPW OMpedenieHnN akTMBHOCTW ne-
YEHOYHOW FNMKOreHcMHTeTasbl. CTOMKas rUneprinkeMust M nosbllle-
HMe YpPOBHA B CbIBOPOTKE JlaKkTaTa Mocfe BBeAeHWS  T/IOKO3bl
[JOJ/IKHBbI  CNOCOGCTBOBATL BbISABMEHUIO U UAEHTUMUKALUN BOJbHbIX
C BEPOATHbIM AeULUTOM TIMKOreHCUHTETAa3bl.

JednunT aKTUBHOCTU T/IMKOTEHCUHTETa3bl OTMEYalT B MeyeHw,
OflHAKO OHa He M3MEHSIeTCA B MbllLax, NeiKkounTax un 3puTpoLm-
Tax. KoHueHTpaums rnnkoreHa B MneyeHU Hesenvka (MeHee 2%), a
B MbllILAaX HaxoAWUTCA B npefenax HOpMbl. Pa3Hasd CTeneHb BOBJe-
YeHMs B MPOLECC pasHbIX TKaHEW CBUAETENbCTBYET O TOM, YTO Cy-
LLEeCTBYIOT pa3Hoobpa3Hble U30(hepPMEHTbI T/IMKOreHCUHTeTasbl. Cu-
CcTemMa ee aKTMBaLMWM He HapylleHa.

Coobuwanocb 0 60/IbHOM C Ae(UUUTOM [IMKOreHCUHTEeTasbl, (oc-
thopunasbl M T/10KO30-6-hocthaTasbl B MeYeHW. ITU OOMOSHUTE b-
Hble HapyweHWs MOryT ObiTb MOCMEPTHbLIM apTeakToMm, /Mbo cne-
OyeT npeanonoXuTb, 4TO CUHTETasa WM docdopuiasa Moryt obna-
JaTb onpefeneHHbIMU OOLWMMW NENTUAHBIMU CTPYKTYpaMn, Tak Kak
6blna BbifiBNeHa 25% aKTMBHOCTb (pocopunasbl B 6uontaTe nede-
HW B CpaBHEHUWN C HOPMOIA.

Jedmunt rnkxoso-6-tpochatasel (BHI la). Mpn BHI la BbisB-
NAT feeKT riKo30-6-hocdaTtasbl U yBeMYEHNE KOHLEHTpaumm
rIMKOTeHa B MeYeHu, MoykKax M KuLeyHuKe. KAnHUYeckue nposs-
NleHua cymmumpoBaHbl B Tabn. 7-6. MHorga npu BHT la onpepens-
eTca yMepeHHas TUMOTEeH3Ms, OfHaKo 3abosieBaHME He CBA3aHO C
MepBUYHBIM MOPaXKEeHWeM MYCKYNaTypbl, TaK KakK B MbllWLax B
HOpPME He COepXUTCcA TI0K030-6-hochaTasa. BbipaxeHHas runo
FNIMKEMUS MOXET XOPOLUO MNepeHocUTbes 60MbHbIM.  [pu  ypoBHE
rNIIOKO3bl B KPOBW, AOCTUraloWeM Takol HU3KOM undpbl, Kak
100 mr/n, nosedeHWe 6ONLHOrO MOXET He OT/INYaTbCA OT HOPMbI
BbipaxeHbl runepaunuaemMms n runepypukaumgemMmuns. Y B3pOC/bIX
nocnefHee OOGCTOATENbCTBO NPUMBOAUT K PasBUTUIO nogarpbl, npu
KOTOpOli TpebyeTcsA COOTBETCTBYIOLLEE fledeHMe. BTOpMyHO Hapylia-
eTcs (YHKUMSA TPOMOOLMTOB, YTO MOXET MPUBOAUTL K KpOBOTeYe-
HUAM Npu npoBegeHUn OGuoncuwn. Y feTeil paHHero Bo3pacTta, cTpa-
pawowmnx BHI la, BnevaTnawwaa renatomeranns, HO Yy B3POC/bIX
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BOB/IeYEHME B TMPOLECC MeYeHW MBXET ObiTb He 3ameueHo. [lpwu

I IBHI la MOYKM yMEPEHHO, HO TUMMYHO A51A 3aboneBaHus, yBennue-
Hbl, YTO OMpPefenAeTca MPU PeHTreHONOrMYecKoM WuccrefoBaHUN; 3TO
nomoraeT AuddepeHuymposate BHI la ot BHI Ill, npn KoTopoii
pa3mepbl MoYeK He N3MeHeHbI.

BBefeHve ranakTosbl UM (PYKTO3bl He COMPOBOXAAETCHA MOBbI-
LUEHVWEM YPOBHA T[/IIOKO3bl B KPOBW; He cfiegyeT MNPOBOAUTL TECTbI
Ha TOMEPaHTHOCTb K 3TUM caxapaM, MOCKOJIbKY 3TO MOXeT rpuBe-
CTU K BbIpaXXEHHOMY aumposy. ®pykTosa, HO He ranakrosa, obyc-
NIOB/IBAET TMOBbIWEHNE YPOBHA WHCYNMHa B CbIBOPOTKE. BHYyTpU-
BEHHOe BBEAEHWe [/II0KaroHa He COMPOBOXAAETCA HOopMann3aumei
YPOBHSA [/1I0KO3bl B KPOBM HE3aBUCMMO OT TOr0, Kak [JaBHO 60/bHOA
NpUHUMaN nuwy. TakMMm 06pa3oM, TecT TOMEPaHTHOCTU K T[/1H0Ka-
roHy MOXeT nomoyb AudpepeHuuposats BHI la ot BHI 1lI; B
nocnefHem csy4dae KOHUEHTpaUWs T/HOKO3bl B KPOBWU YBEINYMBAETCSA
npu BBeAEeHUW T/II0KaroHa 4epe3 2 Y rnocne edbl. MNMoAKOXHOe BBe-
[JeHVe aflpeHa/IMHA He WMMeeT MNPeuMyLLecTB repej TecTOM Ha To-
JNIepaHTHOCTb K T/IIOKaroHy M MOXeT COMpPOBOXAATLCA HEMNpPUATHbI-
MU MOGOYHBLIMU 3hheKTamu.

OcTpblili nakTaTauMao3 MOXET MpeacTaBnAaTb co60Vi MOBTOPSIO-
WYyCca M Yyrpoxarwlwylo XuU3HuU npobnemMy. BbicKka3biBaloTcA CO06-
paXeHWs B MOJb3y LENecoobpasHOCTU Ha/IOXKeHUS MOpPTOKaBasiIbHO-
ro wyHTa AN nNpPoMUNIAKTUKM 3TOr0 OC/TIOXKHEHUSA, OAHAKO Mbl He
Habnwgann HW ofHOro 60/LHOrO, Y KOTOPOro 3Ta ornepauusi compo-

Xgfanacb Obl KIVMHUYECKUM 3((EKTOM, B TO BPeMs KaK OC/I0X-

HAA onepauumn 3aKNYaINCb B 3aKPbITUM aHacToOMO3a, PasBUTUK

;ppo3a M aHuedanonaTun. BoNbHBIX, C TPYAOM MNOAAAKLWMXCS

YeHUIo, YCMewHO MOXXHO BECTW MyTeM OCYLUEeCTB/IeHUS A/IUTENb-

ro HOYHOro KOPMJ/IEHUA C WCMOJ/Ib30BaHWEM HOCOI/I0TOYHOI0 30H-

WY HaJIOXKeHUs racTtpocTombl. CoobLlanocb TakXe O Tepanes-

4YecKOM Yycrnexe OT MOBTOPHOro BBefAeHWA B AHEBHOe BpemMsa pacT-

pa HEeKMMAYEeHOro KyKypy3HoOro kpaxmana. lpu ocylecTsieHuUn
[OGHOr0 MULLEBOrO pexumMa [eTVW YAOBNETBOPUTENbHO pacTyT, Y

X YMEeHbLUaTCA pasmepbl MeyeHw, TUMoriavKeMmMs U nakrartauu-

3 KynupytoTca. OAHaKo nocne npekpalleHnsa KOpMAeHUA € Mo-

iLLbI0 HKENy[oYHOro 30HA4A MOXET yTpaumBaTbCA TOJIePaHTHOCTb

rMNOrnMKemMnn, KoTopas 6blia A0 Havana fedyeHus. CBA3aHHas ¢
6oneBaHMeM MoCTTepaneBTMUYecKass TUNOMNMKEMUSA MOXeT MpuBO-

Tb K cygoporam. YacTble npuembl MUKW OKa3blBalT 3(PEKT,

OAHbIA C 3((EKTOM KOPM/IEHUSA Yepe3 XeNyAouHblii 30HA4, U MO-

I OKasaTbCA [0CTAaTOYHbIMU A1 KOHTPO/IMPOBAHUA  COCTOSAHUSA

nbHoro. Mo mepe pocta 6onbHOrO  MeTabonmueckne npobrembl

aHOBATCA MeHee OCTpbIMW K 60/ee nerko ynpaenseMmbiMu. Y 60/b-

iX rnukoreHozamMmm HU (peHobapbuTan, HU (EHUTOUH (AUDEHNH)

KOPPUTMPYKT OUOXMMUYECKUX U KITUHUYECKUX WU3MEHEHWIA.

Mpn BHI la B rematouuTax OnNpefensArdT MHOrOYMC/EeHHble Ka-
INenbkn nunnaoB, konebnwowmecs B pasmepe (MeHee MUTOXOHAPWIA
|*0 npeBblWwalLWMX B HECKOMbKO pa3 pasMep ffpa), a camu sgpa

L4acto cogepXaT [/IMKOreH. $OepHbli FAIMKOTEHE3 MOXET Takxe

187



BbIiBNATLCA npy BHI 111, caxapHom paunabete u 6051e3HN Bunbe©-
Ha. Y 605bHbIX ¢ BHI la pa3BmBaeTcA remnatoma. 3TUM 60/bHbIM
MOXeT ObITb MOKa3aHO Y/NbTPa3ByKOBOE WM KOMIMbHOTEPHO-TOMOrpa-
thryeckoe wmccrefoBaHME OPraHoOB OPHOWHOM MNOMOCTM KaxAable 6—
12 mec. lNMpeHaTanbHasg AMarHOCTUKa C MCMNOJSIb30BaHMEM K/ETOK am-
HUOTMYECKON XXUAKOCTWU HEOCYLeCTBUMA, TaK KaK [/1HK030-6-hoc-
(haTaza B HOpMe OTCYTCTBYeT B Ky/nbType KOXHbIX (hnbpo6nacTos;
B HOpPME He BbISIBNSETCA (hepMeHT WM B fielikoumTax.

BHI 16 (ncespo-BHI 1). KnuHnyeckn BHI 16 HeoTinumma ot
BHI la, 3a uckiw4yeHMem Toro, 4Yto y getein ¢ BHI 16 vawe on-
pefensieTca HelTponeHws. [MoBbIaeTcA ypOBeHb [/IMKOreHa B ne-
YeHW, HO aKTUBHOCTb [J/1IOK030-6-hochaTasbl B roMoreHaTe 3amo-
POXEHHOM TKaHM MeyeHW oOcTaeTcs B npegenax HopMbl. OfAHaKo
aKTVBHOCTb (DepMeHTa CHWMKeHa B WU30TOHMYECKOM FOMOreHare, npu-
rOTOB/IEHHOM W3 CBEXel TKaHW MneyeHu, 4To npegnonaraet fedekT
TpaHcnopTa r/i0Ko30-6-hocthaTa Yepe3 MUKPOCOMasIbHbIE MemMb6pa
Hbl renaTounToB y 6onbHbIX ¢ BHI 16. Mocnegytowmne gokasaTtesb-
CTBa TOro, 4to 3TOT TMN BHI | cBA3aH C Aeh)eKTOM MWKpPOCOMasib-
HbIX Mem6paH, 3aK/oyalTcAa B TOM, YTO aKTUBHOCTb [/1HOKO30-6-
thocthaTasbl 6blL1a B Mpedesiax HOPMbI MPU 3TOM TUME TIMKOreHosa
nocne 06paboTKM CBEXMX MEeYeHOUYHbIX FOMOreHaToB [e30KCuxosa-
TOM; W3BECTHO, YTO MOCNeAHWI paspyllaeT MUKPOCOMasibHble MeM-
6paHbl.

BHI IB. TpaHcnopT r/HKo030-6-ochaTa B MUKPOCOMbI (Hapy-
WeHHbIM npn BHI 16) B HOopme coveTaeTcs C TPaHCMOPTOM Heop-
raHnyecknx QocdaTtoB B MPOTUBOMOSIOXHOM  HarnpasfieHUW. Erc
HapylleHne HefaBHO Obl/I0 BbIAB/EHO Y AeBOYKM B BO3pacTe 11 feT
C WHCy/MH3aBuCMMbIM anabetom (BHI 1B). KoHuUeHTpauus nedye-
HOYHOrO r/MKoreHa coctaensna 9,4%, HO Tak Kak y 60/bHOA 6blav
yacTble MPUCTYMbl FTUMOI/IMKEMUN, YBEIMYEHHAA KOHLUEHTpauua rnu-
KoreHa Morna 6biTb 00yCnoBfeHa Jfe4YeHeM [OKO30M. KnuHuuec-
Kas cumMnToMaTvKa y pebeHKa HarnmomuHana TakoBYH MpPU CUHAPOME
Mopwvaka y feTei, cTpagalwmx caxapHbiM AnabeTom.

Jethvunt nimsocomanbHOM Kucnoii  oc-riokosmgasel (BHI 1)
3abonieBaHNe, KIVHWYECKME TMPOAB/IEHUSA KOTOPOro CYMMMpPOBaHbI B
Tabn. 7-6, BCTpeYaeTcA NO MeHblUeli Mepe B [ABYX BapuaHTax, OAuH
M3 KOTOpbIX BbISBAAKOT Yy feTei rpygHoro Bospacta (BHI Ma), r
Apyroi y pgetein 6onee ctapwero Bo3pacta v B3pocnbix (BHI 16).
He BcTpevatoTca cpa3y ABa BapumaHTa 3ab60/ieBaHWS Y U/EHOB 0Of-
HOn cembW. Pe3ynbTaTbl uUcciefoBaHMs (MOpPo6NacToB CBUAETE/b-
CTBYOT O TOM, 4To npu BHI Ha cTpykTypa 5mM30COMasibHON Ku-
CMOW CcC-rNOKo3ndasbl HapylleHa, B TO Bpems kak npu Tune BHI
M6 yMmeHbLIEHO KOMMYeCcTBO (epMeHTa. Mopdonornyeckumm map-
kKepamn BHI Il cnyxaT aHOMasibHble NM30COMbl. [€H, OTBETCTBEH-
HbIA 33 CUHTE3 KUCMOW a-rnioKosnaasbl, nokanmsyetcs Ha 17-i xpo-
MocoMe.

BHI Ma. 3To knaccnmyeckaa ¢opma reHepasM3oBaHHOIo r/n-
KOreHo3a BCerga 3akaH4umBaeTCA CMepTbio 60NbHOro, 06bIYHO B Te-
YeHVe 2 NeT nocne poxgeHus. Pe6eHOK B MOMEHT POXAEHWS Bbl-
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rNsguMT 340POBbIM, MbIWEYHbIA TOHYC M pasMepbl MevyeHn HaxogaTcs"
B rnpegenax Hopmbl. Pa3mepbl cepgua M mameHeHmsa Ha 3KI no-
rpaHnyHbl. Of4HAaKO uYepe3 HEeCKO/IbKO Hefenb WM MecsiueB y pe-
f6eHKa HacTynaeT aToHus. OH cnabo CcoceT, AblxaHWe y Hero no-
BEPXHOCTHO, a Cepaue O4YeHb YBE/IMYEHO B pasmepax. B TUMMUHbIX
cnyyasix MNeyeHb YBE/IMUYMBAETCA YMEPEHHO. BosibHble pearvpyloT Ha
OKpy)KawlLlee, N UX UHTENNEKT He HapylwlaeTcs. POT OTKpPbLIT, A3bIK
BbICYHYT, BEPOSITHEe BCEro BC/EACTBME KWUC/IOPOAHOrO rosiofa, a He
MaKpOr/ioCCUN; XapaKTEPHbIM CTaHOBUTCH BblpaXkeHue nuua. Acnu-
paunoHHasA MMHEBMOHUA MPUBOAUT K XPOHUYECKUM JIETOYHBLIM  WH-
thunbTpaTam, a caasneHMe GPOHXOB YBE/IMYEHHBLIM CephueM MnpuBo-
OUT K pasBUTUIO aTtenekrtas3oB. CMepTb HacTynaet ot crabocTtu
OblXaTenbHOM MycKynaTypbl. [oxanyn, HeT Apyroro 3aboneBaHusa*
Mpu KOTOPOM Yy BHELUHE 340POBOr0 B MOMEHT pPOXAeHUA pebeHKa
Kapguomeranvs M MbllleyHas cnabocTb gocturann 6bl Takoi cTe-
neHy. KoHLUEHTpauusa rNIOKO3bl B KPOBW OCTaeTCcA B Mpegenax Hop-
Mbl, KAK M TeCTbl Ha TOJIEPAHTHOCTb C F/IIOKAroHOM W APYTUMW Yr-
nesofamu.

1 BHI Il — eanHcTBEHHasA NM3ocoMHast 60Me3Hb U3 IMKOreHO30B;.
Opyrve ee BapuvaHTbl CBA3aHbl C JeeKTamMy (epMeHTOB, NOKaIu-
30BaHHbIX B uuTonnasmMe. JdeduumTHaa  Kucnad a-raokKosvjasa
npeacTaBnseT cobol rNMKoreHpacwennAwwmnii GepmMeHT, cBA3aHHbIN
«$ nu3ocomasnbHOM (hpakuuer TKaHeBbIX roOMOreHvM3aToB. Ha pwc.
7-18 npeacTaBneH npouecc, Npu KOTOPOM CAUSIHWE MEPBUYHON Nn-
30COMbl C ayToarvpytoliein Bakyonbld B HOpME MpMBOAUT K obpa-
30BaHUIO BTOPMYHOW Nn3ocomMbl. Ecnn nepBmyHas nmsocoma gegu-
UUTHa MO JIN30COMasIbHOMY (epMeHTY (Kak, Hanpumep, B Cry4vae

NIIOKO3MAasbl), TO BTOPUYHAsA JIN30COMa MOXET OKa3aTbCA nepe-
XXEHHOW TeM maTtepuanom (Hanpumep, T[/IMKOFeHOM), KOTOpbIl
DKEH paspylaTtbcs nof AeicTBuem aedeKTHoro gepmeHTa. Kpo-
(hepMeHTHbIX AedeKTOB, MOTyT ObITb U ApYrne HapyLlleHus NnU30-
ia/IbHbIX MEXaHM3MOB, TakMe KaK MeMbpaHHble fedekTbl. MMpwu
I Ha pgeuvumT NM30COMaNbHOW KMWCMOM a-rnwkKo3ngasbl NpuBo-
1K 06pa3oBaHUI0 BHYTPUK/IETOUYHbLIX MYy3bIPbKOB (TakK Ha3biBae-
2 aHOMaslbHble NIU30COMbI), MEepPenosiIHEHHbIX TIMKOreHoM (pwuc.

3) B KJ/IETKax TreyeHn, Mbilll, cepaua wm 60NbLUNHCTBA Opyrux,
Hel opraHm3ma. HapymeHl/le aKTUBHOCTM KUCNOMN a-r;oKos3nga-
CBA3aHO TaKXe C (pOpMI/IpOBaHI/IeM NnepenosIHEHHbIX TTIMKOreHoOM
MaJIbHbIX JIN30COM B K/ieTKax nnaueHTbl N KOXWU ,U.ETeVI c 1-kags

HoM 6one3Hblo (Mykonunugos |l Truna).
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enarouut

Puc. 7-18. JlnzocomasibHbiii MeXaHU3M.

Mpu nedeHun BHI Ma (HWXKHENPaBblii KBafpaHT) 3K30TreHHbIi (PEPMEHT MOCTynaeT B KIETKY
B NMUHOUMTO3HOM ny3bipbKe (M) 1 MHAUMMPYET pacnag su3ocomanbHoro ravkoreda (J1F) noc-
ne cvaHua MM ¢ aHoManbHOM NM30cOMON. LinTonnasmaTtuuecknii ravkored (UI) He paspy-
lWaeTcs, Tak Kak OH 3aljulieH OT BO3AeNCTBMA 3K30reHHOro hepmeHTa Mem6paHoi MM, KOTO
pbIiA, No-BMAMMOMY, 06pasyeTcs U3 njasMaTMyeckoil Mem6paHbl (MM). Mpu OTCYTCTBUM nede-
HMA (BepxHenpaBblii KBafgpaHT) B renatoumTax 6onbHoro ¢ BHI Ila HakannuBaeTCsi T/IMKOreH,
OKPYXXEHHbIA Mem6paHoii (M), Tak Kak B NepBUYHbLIX SIM30COMax OTMevaeTcs AeuuMT An30-
comasblioli a-rnKo3naasbl.

AyTodarnyeckHe Bakyonu (AB), cavsaloTcA C MNepPBUYHBIMU /IM30COMaMU, COAEPXKaLUUM i
Kucnble rugponasel  (J1i), B pesynbtate 4ero o6pa3yloTcs BTOPUYHblE NM30cOMbl  (J1a).

XK —xenyHble kanunnspel; Al —annapaT [onbmxu; MM — nnasmatuyeckas Memo6puy-
fa; PT —pe3sugyanbHble Tenbua [mo: Hug. G. Glycogen storage disease. — Birth DefecU
1976, 134157].

CaMo HO ce6e M3GbITOYHOE HAKOM/IEHWE T[/IMKOTeHa B TKaHss
MOXET HE CAYXWUTb MPUYMHOW CMEPTW; HanpuMep, Y KIMHUYECKN
3[0POBO [EBOYKM B MOMEHT POXAEHWUSI GbINIO BbISIB/IEHO 7-KPATHCK
MOBbILLEHVE YPOBHS I/IMKOreHa B MblLULAX, a Yepe3 2 roga v B Apy-
FMX TKaHSAX, MCCMefoBaHHbIX Mocie ee cMepTu. [/lOKaroH u agpe-
Ha/IMH MOryT MOGWIN30BaTb F/IMKOTEH B LUTOMMIa3Me MeYeHOUHbI
KMNeTOK, YTOObl YBE/IMYMNTL KOHLEHTPAUMIO T/IOKO3bl B KPOBW, OfHAa-
KO OHW He MOTryT BbI3BaTb 3TOT 3(h(eKT, ec/n 3anacbl F/IMKOTeHa B
LUMTOMAa3Me MEYEHOUHbIX K/ETOK WCTOLWEHbI. JIM30COMasibHbIA Fun-
KOreH MOXEeT OblTb MOGWIM30BaH U3 FenaToLMTOB MNOC/e BBEAEHUS
-OUMLLEHHbIX (hEePMEHTOB, paspyLlaloWMX FIMKOTeH, MOJyYEHHbIX U3
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rpuboB, 4TO MPMBOAUT K
NCYE3HOBEHUIO aHOMaSIbHbIX
nmsocom. OfHaKo HopMasu-
3auns YNbTPacTPYKTYpbl
neyeHn He npmeoguia K
YAYULLIEHUIO COCTOSAHUA
60nbHOro. TpaHcnaaHTauus
KOCTHOIO MO3ra OT Masibyu-
kKa ¢ BHIT Ha npwueena K
NPVKUBMIEHUIO NINHWI  Kne-
TOK KPOBW, HO 4epe3 5 mec
nocne onepaunn 60/bHOIA
Mwep ot BHI Ma.
MpeHaTanbHbIA AnarHos
Ma MOXeT 6bITb yCcTa-
_ BMIEH Ha OCHOBaHWWU pe-
3yNbTaToOB 3/1eKTPOHHO-MU-
KPOCKOMMYeCKOro umccneno-
BaHWS K/IETOK, MOMYyYEHHbIX
nyTeM aMHUOLEHTE3a.
BHI M6. CnabocTb B
CKeNeTHbIX MbIlWILAX Y
60/bHbIX MOSABASAETCA MNO34-

Hee, uvem npu BHI [a. b [ L.

) UC. 7-19. AyTONCUIiHbIV NpenapaTt MneyYeHmn spn
MPOACIKMTENLHOCTE  XKU3 BHI Ma. T[loBctogy BUAHbI «aHOM&/IbHblE NN-
HA'y HEKOTOPbIX M3 HUX CO-  30cOMbI» C IM30COMAsbHbIV FAMKOreHoMm (MoT-
MocTaBMMa MO CPOKaM C  HO 3arofiHeHHbIE TEMHbIE YacTuLbI), OiHAKO OT-

I'IpO,CI,OI'I)KVITeJ'IbHOCTbPO XWN3- CYyTCTBYET U.l/lTOl'lﬂa3MaTV|‘~|eCKV|V| rnukoreH Ero
OTCYTCTBME YKa3biBaeT Ha TO, 4YTO npenapat

1 3'q9pOBb'X nmuy, XoTa - g1 nosyyeH nM6O nocne ronogaHns w/wm
AbHOWN NO/DKEH BECTU Ma-  neueHus agpeHanMHOM, NMGO BO Bpemst ayTon-
NnoaBuXHbIA 06pa3 Xu3-  cum.

.ﬂlpyrme 60/IbHblE MoryT M — MuTOXOHAPUA (2 MKM).
iepeTb  OT AbIXaTe/lbHOA
efjoctatoyHocT Ha 3—4-m 10-netum  xm3Hu. Kapguomera-
ina y HUX U udMeHeHuss Ha IKI oTcyTtcTBYHOT. [uMarHos

CHOBbLIBAETCA Ha [aHHbIX 3/IEKTPOHHO-MWUKPOCKOMMYEeCKOro Wuccre-
3BaHUS KOXHbIX OMOMTATOB, B KOTOPbLIX BbISABAAKT aHOMasIbHble

|u30coMbI, HanmosfIHEHHbIe YacTUYKaMW T/INKOreHa.

B HekoTOpbIx cny4asx 3aboneBaHue —HEBO3MOXHO 06 BACHUTB
KpPYLUeHVEM aKTUBHOCTU JIN30COMAsSIbHON KWUCNOW a-rnmko3viasbi.
LWpurmep, y 60MbHOrO, ymepLlero OT He CBA3aHHOW ¢ 3abosesa-
eM TunepTeH3un B Bo3pacTe 24 feT, 6bl1 AeUUUT 3TOro PepmMeH-
I* yto yknagbiBanocb B cumntomMatuky BHI [Ma. KoHueHTpauus
inkoreHa Oblna yBe/IM4EHAa BO BCEX TKaHAX, 3a WCK/IIOUYEHUEM
pbililubl CEPALA, XOTS B He OTMevann AeuuuT CC-T/IHKO3M4asbl.

Mbiwya cepgua BbIrNsAena HEUM3MEHEHHOM MoA CBETOBbIM MUKPO-

KOLOM; MPWU 3/1EKTPOHHOW MMKPOCKOMMM  Bbl 06HApPYXXeHbl aHo-

MaJibHble JIN30COMbI MPW OTCYTCTBUM U3ObITKA T[/IMKOreHa B LMUTO-

nnasme.
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JdednumT (hepmeHTa, OTBETCTBEHHOrO 3a pacluensieHune rnKore-
Ha B Toukax BeTeneHnsa (BHT I111). KnvHuyeckne nposiBNeHnUs cym-
MUpoBaHbl B Tabn. 7-6. Mpu BHT 11l renatoMeranua MOXeT ObITb
CTO/Ib XK€ BblpaxeHa, 4yTo 1M npu BHI |. Mpu reHepann3oBaHHOWA
(hopme 3aboneBaHMe COMPOBOXAAETCA BOB/IEYEHMEM B MpOLECC
MbIWL, M cepAaua, HO ero cTeneHb B KaXKAOM oOpraHe MOXeT ObiTb
pasfMyHoi. HekoTopble [eTM HanoMWHaOT  60/bHbIX MbILLEYHOM
anctpodueid. Y HMX 06bIYHO BbISBAAOT M3MeHeHUss Ha KT n yme-
PEHHO BbIPaXKEHHYIO KapAuoMeranuio, pasmMep MOYeK OCTaeTcA B
npegenax Hopwmbl. BHI [l npu BOBMeYeHUM B MATONIOMMYECKUIA
npouecc TOMbKO MNeyeHUM O0ObIYHO MpoTekaeT 6onee 61aronpuaTHO.
"Y 60MbHOr0 pPefaKo HacTynaeT TUMOr/IMKEMUS, He MpeacTasnsioLLas
K/IMHUYECKON npobnembl. PeunamsBmpyowe NHEBMOHWW, OfHaKo,
He OTArowWaKwT OTAasIeHHOro nporHosa. KoHueHTpaums B CbIBOPOT-
KE MOYeBOW KWUCMOTbl, jlaKTaTa, KeTOHOBbIX Ten W AWMNUAO0B OCTaeT-
CA B npefenax HoOpmbl. B KpoBM NOBbIWAETCA YPOBEHb [/1IHOKO3bI
nocne BBEAEHMA T/IOKAroHa yepes 2 4 nocne efbl, YTo TUMUYHO L1
BHI 11, HO He gna BHI |, B TO e Bpems caxapHasa KpuBasd OcC-
TaeTcs MJIOCKOW Mpy TOM W APYroM BapuaHTe [/IMKOreHo3a, eciu
‘TNIOKAroH MNpPUMHMMAaKT HaTowak. 3TU KAMHW4Yeckue wn nabopatop-
Hble [aHHble WMEKT OCHOBaHWA AuddepeHumposatb BHI 11l or
BHI 1.

[na pacuwenneHns MONeKynbl FNMKOreHa B yyacTKax BeTB/IeHUA
Heo6Xxo4MMO MocnefoBaTe/IbHOE OCYLLECTB/IeHUE ABYX (hepMeHTaTuB-
HbIX peakuuii, KOTOpPbIM MpeALecTByeT paspylleHne Hepas3BeTB/EH-
WbIX Lenein MOMeKynbl FMKOreHa Mof BO3AeACTBMEM (hochopuriasbl
A0 4-1 TNOKO3HOM efuHuubl OT MecTa 1,6-BeTBneHus. epBas pe-
aKuMa OCYLLeCTBMIAETCA MOA4 BAUAHMEM  TpaHcdepasbl, KoTopas
*MEPEHOCUT TPW [/IOKO3HblE eAVHMLbl OOKOBOW OTKPbLITOM Uenvu Ha
Hepa3BeTB/IEHHYIO OTKPbITYHO Lenb. Mosiekyna r/ioKo3bl B TOUKe
*OTBETB/IEHNSA CTAHOBUTCA OTKPbITOA M AOCTYNHOW pJelicTBuo a-16-
rNI0KO3MAasbl, yaansowen aTy Monekyay. AKTUBHOCTb Kak TpaHcde-
pa3bl, Tak 1 a-1,6-raoKo3nbasbl B MeYeHU CHUDKEHA Y 60/bHbIX C
BHI 11l. Y HekoTopbIXx 60/IbHbIX aKTUBHOCTbL TpaHc(epasbl B MblLL-
LUax MOXeT OblTb CHMXXeHa, B TO BpemMs KaK aKTWUBHOCTb a-1,6-rnto-
KO3Mgasbl He M3MeHsieTcsa. CyMMapHbIA 3eKT Kak B MeyeHWn, Tak
4i B MbIWLAX COCTOMT B yTpaTe CMOCOGHOCTM K pacLlernsieHuto rnu-
KOreHa B y4yacTKax BeTBfIeHUSl. BO3MOXXHO COXpaHeHWe akKTUBHOCTU
TOrO W APYyroro epMeHTa B MbILLAX MPU ee yTpaTe B MeYeHu.

Yawe Bcero BHI 11l npoTekaeT KakK reHepaIn30BaHHbIM
npoLecc, COMPOBOXAAOWMACA YBENNYEHNEM KOHLEHTpauunM [nNKo-
reHa M CHWKEHWeM aKTUBHOETU (epMEHTOB, paclennarwWwmx ram-
KOTeH, B KaX[Ol wuccnefoBaHHOW TKaHW. [pu reHepanM3oBaHHbIX
tbopmax BHI 1ll KOHUeHTpauus r/IMKOreHa B MbIWILLAX MOXET fo-
cTuratb ero KoHueHtpauuu npu BHT Il; npy 3Tom B nepBoMm cCry-
Yae y O60JIbHbIX MOXeT OTCYTCTBOBaTb CUMMTOMATUKA, B [APYrom
BblpaxxeHa runoteHsusa. Mpn BHI 11l ronogaHve vHAyuupyeT pas-
pylleHne rAMKoreHa [0 YPOBHA 4- eAVHWLUbl THOKO3bl OT TOYKU
pa3BeTB/EHUSA uUenn. [NKOreH C TaKol KOPOTKOWM OTKPbLITOWM LEmnbto
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HOCUT Ha3BaHVe NUMUTAEKCTPUHA; OTClofa TEPMUH «<IMMUTOEKCTPH-
03> CMYXWUT anbTepHaTMBOW TepMuHy «BHTI Ill». [daHHble cBeTO-
BOM MUKpocKonunm neyeHn npy BHI 11l cxofHbI C TakoBbIMU MpU
BHI |, 3a uckodeHnem Toro 4yto npyu BHI 111 obpa3ytoTca ¢ub-
pO3Hble Meperopodkun, 6onee 3HauuTeneH SAOEPHbIA [VKOreHe3 U
HEBENIMKO KOMNYECTBO BHYTPUKIETOUHbLIX XXUPOBbIX  BK/IOUYEHWUIA.
Lnppo3 neveHn He Bcerga passuBaeTcs npu BHI 111, dmbposHbie
neperopoaky 06bIMHO OCTAKTCA CTabU/IbHbLIMU.

Jecvunt «passetTBnsowen» aktmeHoctn (BHI 1V). 3ab6oneBa-
HVe K/UHWYECKN MNPOSABAAeTCA renato- U cniaeHomeranuei. lNpo-
rPECCUPYIOLLNIA NOPTasibHbIA (MOPO3 MPUBOAUT K LMPPO3Y MNeYeHu,
acuuTy W CMepTuM B JETCKOM BO3pacTe OT MeYEeHOYHOW HeJocTaTou-
HOCTW. JleyeHVe KOPTMKOCTepoMAamu BPEMEHHO Y/y4yllaeT COCTOS-
Hue 6onbHoro ¢ BHI IV, mMoryT 6bITb KaHAMAaTaMuM Ha TpaHCn/aH-
Tauuo MeyeHwu.

CMMNATOMaTMKa CO CTOPOHbI MeyeHn B GOfblUel Mepe CBS3aHa co
CHWKEHWEM YPOBHSA B TKaHW T[/IMKOreHa, YeM C €ro MoBblLLUEHVEM.
FNnkKoreH HanomMuMHaeT aMWNOMEKTUH, TaK Kak B Hem onpefensetcs
MeHbLLee, YeM B HOPME, YMCMO Yy4acTKOB Pa3BETB/IEHWA. 3TO MOXET
6bITb crnefcTBMeM femuMTa pasBeTBAANLWEro (GepMeHTa, XOTa npu
3TOM cfnefoBano 6bl OXKMAaTb CMHTE3a amuio3bl (NOAMMep rKO3bl
6e3 pasBeTBneHuin). Linppo3 MoXeT 6biTb pe3ynbTaToM HaKoM/jieHus
aMW/IOMNeKTUHOMNOLOOHOIO T/IMKOreHa, TakK KakK 3TOT MOMMMep rJito-
KO3bl B HOpMe JaXe BPEeMEHHO He MPUCYTCTBYET B MeyeHu. JIMMUT-
gekctpyH npu BHI IIl mMoxeT He BbI3blBaTb MOA0OHLIA 3heKT,
TaKk KakK OH npeacTaBnseT co60i ecTecTBeHHy (opmy, obpasyto-
LytOCA MpU CMHTE3e M pacnafe ruKoreHa.

Jdednumt mbiweydHo ¢ocpopunasbl  (BHI V; cuHgpom Mak-
Apgna). 3aboneBaHme XxapakKTepu3dyeTcs  LUMPOKUM KIVUHUYECKUM
CNEKTPOM MpPOSAB/EHMIA: OT MOYTM MOSIHOCTbIO 6ecCUMNTOMHOrO [0
peunamMBMpytoLLein MUOrnobynnHypumn, MNpucTynos pabdgommonusa u
He CTMXallWMX MblweyHbIX 6oneii. Bonv B MblwLax u cygoporu
nocre (M3MYecKoM Harpysku OT/IMYAKTCA OT MbILEYHbIX CYAOpPOTr,
CBA3aHHbIX C 60nee 06WMMW MPUYMHAMU NPU NPOBELEHUN ULLEMU-
3MPYIOLYX Harpy30YHbIX TECTOB.

L [Mpwv npoBefeHnM TecTa MaHXeTy annapaTta AN N3MepeHus ap-
TepnasibHOro AaB/fieHUs TpebyeTca 3ano/HUTb BO34YXOM HACTOMNbKO,
-4TOObl MOKAa3aHUA MaHOMETpa MpPeBbIWaIM UUgpbl apTepranbHOro
JasneHna. MaHxeTy nomeljatoT Ha o6nactb njedva. 3arem obcne-
AyeMOoMy npegnaraloT B3ATb B 3Ty PYKY 3N1aCTUYHbIA MAYMK (TeH-
HUCHbIA) W cAaBnMBaTb €ro C 4acTOTOM OKO/I0 O4HOM0 CXaTus B
CEKyHAy. 3[0pOBbIA Ye/I0BEK MOXEeT Jierko npoussectn 70— 110
CXKaTW, UCMbITaB HE3HAYNTENbHbIA AUCKOMMOPT, HO 6e3 MbILLEYHbIX
CyLOpOr WM OCTATOYHbIX SABMEHWA Mocfe CHATUS MaHXeTbl. [pu
BHI V wMblweyHble cygoporn MoryT nossutbea nocne 20—30 cxa-
TWA. Tlocne CHATMSA MaHXeTbl CyAOporvM COXPaHAKTCHA, NPy 3TOM
Pyka HaxoguTcsa B COCTOSIHAW TETaHMYECKOro CoKpalleHus (CorHyTa
B 3anfCTbe, MajibLUbl BbINPAMEHbI), YTO He MOAJAeTCA KOpPpeKuuw.
Yepes HECKO/IbKO MWHYT Cy[OopOru MOCTerneHHO YMeHbLUatTCs, HO
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60/l MOXET COXpaHATbCA B TeueHWe 24—48 4. Y 3[00pOBbIX NuL,
npu aHanM3e KpPOoBW, B3ATOM M3 BeHbl JIOKTEBOro crmba wwemusn-
POBaHHOW PyKM BO BpemMs MNPOBeAEHUS Harpy304HOW Mpobbl, BbIsB-
NAI0T MOBbIWEHWEe YPOBHA flakTaTa B CbIBOPOTKE, UYTO HETUMUYHO
ana BHI V, npu KOTOpO HEBO3MOXHO €ro obpasoBaHue W3 INU-
KoreHa. [ljmarHos ycTaHaBMMBalOT TaKXe MNPy WCMOMb30BaHUU Me-
Toja SAOepHOro MarHWTHoro pesoHaHca (AMP) c onpegeneHvem
PH, KOHUeHTpaumm AT® wun KpeaTuHochaTa nocre as3pobHON wu
NWEMU3MPYIOLLEe Harpy3kn. KnmHuyeckas KapTuHa, HanoMWHalo-
waa cuvHgpom Mak-Apgnia ¢ peunguBupyrownuM  pabaomMmonnsom,
BCTpeyaeTcss Y 60/bHbIX C HeAOCTATOYHOCTbIO KapHUTUHNANbMUTWA-
TpaHcgepasbl.

AKTMBHOCTb (hocopmnasbl B CKeNeTHbIX MbIlWLax OTCYTCTBYET,
B MEYEHN M rNafKoW MYyCKynaType oOCTaeTcs B npedenax HOPMbI.
Cuctema aktmBaumm Qochopunasbl MHTaKTHA; Y 60MbHbIX aKTUB-
HOCTb KWHa3bl ocopmnasbl B MbIWLAX MOXET MNPEBbIWaTb HOPMY
B 3 pa3a. B Mmblwuax yBesmMyeHa KOHUEHTpauuMsa T/IMKOreHesa, of-
HaKo ero cofep>kaHue 00bIYHO He npesblwaeT 4%. [MCTONOrNYECcKU
6osibWwaa 4yacTb W3ObITOYHOrO r/INKOreHa OTKNaAblBaeTcad B LUUTO-
nnasMe nog capkonemMmon. Y nuvy ¢ gepuuyntom  doctopunasbl
3Heprus, HeobxoAmMmasa AnA COKpalleHUs Mbill, MOXeT obecneyu-
BaTbCA 3a CYET [/IIOKO3bl, BXOAALLEA B MUOLMT, UTO MOXET KOM-
MeHCUpoBaTb  3HEpreTvyeckne MNOTPeOGHOCTU B COCTOSHUWN TMOKOSA
Korga OTCYTCTBYHT K/AWMHWUYECKUE CUMMTOMbI. MUK nNOTpebHOoCTU B
3HEpPryn, B HOPME MOKPbIBAKOLWENCA 3a cyeT AOMNOMHUTENbHOro pas-
pyLUEeHMS TNKOreHa B MbllWLAax, He peanunsyetca npu BHI V Bcnea-
cTBme gegpumumta ¢octopunasbl, 4To obycnosnmeaeT 60Am n cygo-
porv BO BpeMs (hM3UYECKOM Harpysku W nocne Hee Mpu OTCYTCTBIK
NN HE3HAYUTENbHON NPOAYKUMM MOMOYHOM KUCAOTbl. Mwemnsnpy-
oWmne Harpysku ycyryonsiT COCTOsHME, TakK KakK Mpu 3TOM Hapy-
LWaeTCcs HOpPMalbHOE ObGecrevyeHne TKaHel KUCOPOAOM M T/IHOKO300

Coob6uianock 0 sieYeHUN 6OJIbHBLIX ANETOM C BbICOKUM COAepiKa-
Huem 6enka.

Jdednumt neyeHouHoii dochopunasel (BHI VI). Y 60MbHbL'
MOXeT 6bITb CWMbHO BblpaXkeHa renatomeranvsa. Kakue-nubo apy-
rve CMMNTOMbl Yy JeTeil MOryT OTCYTCTBOBaTb M OHU BeayT 06bly
Hbli 06pa3 >XW3HW, XOTA MHOrAAa Y HMX HECKOSIbKO MNOBbIWaeTcs
YPOBEHb NMNUAOB W TpaHcamuHa3 B CbiBOPOTKe (cM. Tabn. 7-6)
Y 60nblWMHCTBA 60MbHbLIX OTCYTCTBYET rMNorankemms. KoHueHTpa
UMS T/II0KO3bl B KPOBM He yBe/IMUMBAETCA MOC/e MnpuemMa raoKaro
Ha; 3TO MOXeT ObITb WUCMOMb30BaHO A8 AuddepeHLMpoBaHnUs
BHI VI ot BHI IX, npn KoTOpoii KpuBas TOMEPaHTHOCTM K [/i0-
KaroHy He wusmeHeHa. OT BHI | 3aboneBaHMe MOXHO OT/IMYUTL
Mo K/WMHMYECKMM Npu3Hakam. [enaTtomerasing WHOr4a HUBENUPYeT-
cA Mo Mepe pocta pebeHka.

Hu3kaa akTuMBHOCTb (hOCPOPMIA3HON CUCTEMbI MEYEHW He MNpo-
TuBOpeuuT awarHosy BHI VI, HO u He naTtorHOMOHWYHa [O/19 Hee,
TaK Kak MOXeT 6blTb CBA3aHa C MHOrOYMCNEHHbIMU HapyLUeHMAMW,
3aTparvBarmolWMMN  CUCTeMY akTmsauuu ocopmnasbl. [mnarHo?
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OCHOBbIBAETCA Ha HenocpeAcTBEHHOM BbISIB/IEHUM Jeduumta  dep-
MeHTa MeyeHOYHOW ochopmnasbl. AKTUBHOCTL (ocopunasbl fei-
KOLUTOB TakKXe MOXeT OblTb HapylleHa, HO OCHOBbIBaTb Ha 3TOM
OMarHocTMKy Henb3sA. [laHHble CBETOBOM MMWKPOCKOMMW MO3BOASIOT
BbISIBUTb YMepeHHOe obpa3oBaHMe (PUOPO3HLIX MPOC/IOEK B MOp-
Ta/lbHbIX OTAesax nevyeHW. He yCTaHOBNEHO, CTabW/bHbI NN 3TU
MUHUMa/IbHbIE W3MEHeHWs WM MNPOrpeccupyroT A0 pPasBUTUA LMP-
po3a y B3pocsbiX. B MbiwLax akTUBHOCTL (Hoctopusiasbl OCTaeTcA
HEeM3MEeHEeHHOM, KaK W KOHLEHTpauus rNKOreHa, a Takxe pesysib-
TaTbl FTUCTONIOMMYECKNX UCCNEL0BAHWNA.

Oednumt dochodpykToknHasbel (BHI VII).  CumnTombl npw
BHI VII cxogHbl ¢ TakoBbiMM npy BHI V, HO 60nM B Mblwlax 1
cygoporu nocne (r3nMyeckoli Harpy3ky MoOryT ObiTb MeHee CU/bHbI-
mu. Tak, MONOJON 4YenoBek, CTpafjaBlMii 3TUM 3aboneBaHueM, Ha-
CTO/IbKO XOPOLLO MNEPEHOCWsT €ero, YTo MOr MO3BOMUTL Cebe wurpatb
B TEHHWUC.

Jdedumunt dochodpyKTOKMHA3bI ONpedenseTcs B CKefeTHON Myc-
KynaType, HO He B MNeYeHW; OHa NUWb YaCTUYHO MOBPEXAeHa B
aputpounTax. MOCKONbKY 3TOT K/KOYEBOV (PepMEHT rIMKOAM3a Ha-
pylaeT UCMO/b30BaHWe KaK TIMKOreHa, TakK W II0KO3bl B MbILILAX,
TO YOMBUTENIbHO, YTO ero AeUUWUT BbI3blBAaET MEHbLUYIO K/MHUYe-
CKYI0O CUMNTOMATUKY, 4Yem JetmuunT dochoprnasbl, yvacTBYHOLLel
TOMBbKO B YTUNN3aLMK TNMKoreHa. KoHUeHTpauus rnKoreHa B MblL-
LUax YMEpPeHHO yBe/M4yeHa, OH pacnpefensieTcs nog capKonemMmoi
Nnofo6HO TOMY, UTO MOXHO BuaeTb npy BHI V u BHI X.

Mporpeccupytollee MoOpaykeHWe TrOo/I0BHOMO Mo3ra W [e3akTuBU-
poBaHHasA reyeHouyHasa ocopunasa 6e3 BbISAB/IEHHOIO (epMeHT-
Horo pedekta (BHI VIII). Bckope nocne poxieHUs y pebeHkKa
ornpegensieTca yBe/iMyeHWe pas3MepoB neyeHW. Of4HAKO K/IMHUYECKMe
CUMNTOMBbI, KOTOpble BbigensatoT BHI VIII v3 Bcex rnvMKoreHos3os,
B MepBYyl oyepedb CBA3aHbl ¢ nopaxeHnem LLHC (cm. Tabn. 7-6).
Y pebeHKa MNOABNAIOTCA HUCTArM W BpaleHWe rna3s, arakcusa wu
TpemMop MblwwL, TynoBuwa. bonbHOW CTAHOBMTCA TFUMNOTOHUYHBIM, &
3aTeM cnacTuU4HbIM. CnacTMka MOXeT ObiTb 3aMeTHO BblpakeHa.
MocTeneHHO y 6O/ILHOIO TePSeTCHA CBA3b C OKPYXAKLWKUM, yTpayu-
BalOTCA peaKkumn, OH MPUKOBAH K MOCTeNN, Y Hero MosiBAAITCA 3a-
TPYAHEHMA MNPV F0TaHWW, BO3MOXHA CMepTb OT acnupalyOHHOM
-MMHeBMOHMIN. 3KCKpeuus ajpeHalMHa W HopajpeHaMHa € MOYOW
LloxeT 6bITb yBenMyeHa. TeCT Ha TO/NIePaHTHOCTb K T/IIOKAroHy He
HapyLUeH.

L YBennyeHa KOHUEHTpauuss T[/IMKOreHa B 6GuonTtaTax MNevyeHn u
rofIOBHOr0 MO3ra; B MbllWUAaxX M APYrMX UcCefyeMbIX TKaHAX ero
«ofiep>xaHve ocTaeTca B npedenax HopMbl. [Mpu 3NeKTPOHHOM MUK-
pocKonuu 6MONTaTOB rOSIOBHOrO MO3ra BbIABASAT YBE/IMYEHUE KO-
JinyecTBa rNMKOreHa B (opMe a-yacTwul, KOTOpble MNPUMEPHO B
10 pa3 wwupe (5-yacTuy, obHapy>XMBaeMblX 06bIYHO B rO/IOBHOM MO3-
re. AKTUBHOCTb MeYeHOUHOW octhopunasbl HU3Kas. OepMeHTbl ro-
JIOBHOTO MoO3ra He 6blnM n3y4veHbl. HW3Kasgs akTMBHOCTL ocdopu-
Na3Hol cuCTeMbl MeYeHN He OoTpaxaeT feumumTta ochopunasbl Mm
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Apyroro creuupuyeckoro epmMeHTa MEYEHOUHON CUCTeMbl aKTuBa-
umn pocdopuniassl. Ha 3TO yKasbiBaeT HOPMaibHasd Kpusas Tose-
PaHTHOCTU K T[IIOKaroHy M TOT (haKT, YTo in VivOo aKTUBHOCTb (hoC-
thopunasbl HOpMann3yeTcs B TeYeHWe 2 MWH rocfie NMpuemMa r/oKa-
roHa wnv agpeHanMHa. Hu3kas aKTUBHOCTb hocdopuniasbl B Mpe-
napatax rMeyeHW, onpegensemas [0 BBEAEHUA [/1IOKAroHa, MOXeT
HOpMa/iM30BaTbCA in Vitro C MOMOLLbIO FrOMOreHaTa MeyeHu camoro
60/1bHOro. COOTBETCTBEHHO  MPEACTAaBMIAETCA BEPOATHbIM, 4TO VY
60/1bHOr0 pebeHKa HapylweH KOHTPO/b 3a aKTuBauuwen gochopu-
nassbl.

JednunTt neyeHouHon kuHasbl ocopunasel (BHT 1X). 3ab6o-
fleBaHMe BCTpeyaeTca B Tpex Qopmax, pasivyalowmxca no Tuny
HacnefoBaHMA W BOB/IEYEHMIO B Mnpouecc TkaHed. BHI 1Xa Hacne-
AyeTca Nno ayToCcOMHoO-peueccuBHoMy Tuny, a BHI IX6 —no pe-
LileCCMBHO CueneHHoMy ¢ nosioM. 1o ocTasibHbIM NapaMeTpaMm 3Tu
(hOpMbl HEOTNIMUYMMbI OAHa OT ApYro. CkeneTHas MycKynatypa e
MpoLecc He BOBJ/IEKAETCH, He M3MeHeHbl Guoxumuyeckme (cMm. Tabn.
7-6) n mopcgonornyeckne gaHHole. Mpu BHI 1XB, Hacnegyemoii no
ayTOCOMHO-PELECCMBHOMY TUMY, aKTUBHOCTb KWHa3bl ochopusiasbl
B MeYeHN M MbllLax HapywaeTca. B paHHem pgeTcTBe BbIpaKeHa
renaToMeranusa, HuBenupyemas Mo Mepe pocta pebeHKa; oHa Mo-
XeT He ornpefenAaTbCca Y MOAPOCTKA WX B3POC/IOr0 YesIoBeKa, XOTs
neyeHb OCTaeTCH HECKONbKO YBE/IMYEHHOW. YPOBEHb TpaHcamuHas
MUHUM&/IbHO MoBbIWweH. BHI X MOXHO KnaccugpmnumpoBaTb Kak
[06pOKaYyeCcTBEHHYIO renat'omMerasivio, 3a WCK/IOYEHMEeM Tex Cryuda-
eB, korga y 60nbHbIX onpegensieTcs AeteKT (hepMeHTOoB, paclien-
NAWNX TNKOTEH B y4yacTKax pasBeTBfeHWs. [0KaroH cnocoo6-
CTBYET HOPM&IM3aUNM YPOBHA T/IOKO3bl B KPOBW, YTO CAYXWUT Kpu-
Tepyem Npu guddepeHunanbHOM amnarHoctmke ¢ BHI VI,  npw
KOTOPOIi KpumBas TOMEPaHTHOCTM K [/IIOKaroHy OCTAaeTCsA M/0CKO
BonbHble He HY)XXAlTCA B CreunasibHOM JleYeHUM, 38 UCK/IHOYEHNEM
pegKkux crydaeB KOMOUHMPOBAHHOIO (DEPMEHTHOrO AedekTa.

KoHUeHTpaumnsa rnvKoreHa B MeYeHW YBe/IMYeHa, a aKTUBHOCTb
thochopunasbl CHUXeHa, Kak u npu BHI VI. Mpn BHTI IX, ogHa-
KO, HM3Kasa aKTUBHOCTb (pocopwuniasbl cBfA3aHa C AeduuuToMm ee
KNHa3bl.

AKTUBHOCTb OCTa/lbHbIX (DEPMEHTOB aKTMBUPYIOLWENA CUCTEMBI
BkIOYasa ocdopmnasly, HopmasibHa. Coo06Lanocb 0 HapyLleHusX
B Ky/IbType KOXHbIX (hnb6po6nacToB v neiikoumTax, HO 3TU (haKTbl
He MMeloT 3HaYeHus AN OAUarHOCTUKMU.

DepuumnT LMK/TNYECKOWA 3, 5'-AM®-3aBuUCcUMON KWHa3bl
(BHI X). Y eOWHCTBEHHOro M3BECTHOro 60/IbHOr0 OTMevanacb Bbl-
paXeHHas renaTtomeranua B Bo3pacTe 6 JfleT, Korja K/MHUYecKas
KapTuHa Oblna HeoTMumma oT BHI IX, 3a UCKNOYEeHMEM TOH 4TO
YPOBEHb caxapa B KPOBW He MOBbILWANCA Moc/e BHYTPUBEHHOIO BBe-
JeHua rnokaroHa (cMm. Tabn. 7-6). Y [OeBOYKM  OTCYyTCTBOBasia
CUMNTOMATMKA CO CTOPOHbl CKeNeTHOM MycKynaTypbl Ha MOMEHT
AvarHocTkn 3aboneBaHus, HO cnycTa 6 NeT y Hee nosBuauce 6onu
B MbIWWLAX, CYAOPOrn nocne (U3NYeckoin Harpyskum v MUHUMabHble

196



NMpU3HaKnM CTOWKOM MbILIEYHOW cnabocTn. weMmnsmpyowmin Harpy-
304HbIi TeCT 6bln B MNpegenax HOpPMbl, renatoMeranms 6bina CTOW-
Koii. CocTosiHMe 60nbHOM  MoadepkvBaeTcs 6e3  cneympuyeckoro
neyvyeHus.

KOHUeHTpauma rnvKoreHa B MeYeHW W MbllUax ysBennyeHa (B
MblHTax 0 2—4%), a aKTMBHOCTb MeYeHOYHOW octopmnasbl HU3-
kas. MNpu CBETOBOM W 3NEKTPOHHOA MMWKPOCKOMWW BbISBUAW MNOBbI-
LLUeHHOEe OT/IOXKEeHME [IMKOreHa B MEYEHN W CKeNeTHOM MyCKynaType,
JibllweyHaa ¢ocopunasa Oblna HeaKTUBHA, B TO BPEMS KakK B
Hopme 60—80% oOT o06uwero KonuyecTBa ocopuiasbl 06bIMHO B
akTuBHOM ¢opme. BHI X oTpaxaetr pgeduuut akTmBHOCTU 3,
5'-AM®-3aBMCUMOIA KMHa3bl. IHTEPECHO, YTO MOMIHAA MHaKTMBaLMs
MbILIEYHOM ochopmnasbl MNpyu 3TOM XOPOLUO MEPEHOCUTCH, B TO
BpPeMS KakK MO/fIHOe OTCYTCTBME  MbILEYHOW occopunasbl npu
BHI V xapakTepu3yeTcs MbilWeYyHbIMU cygoporamu u 6o1amu. 370
pasnuuve MOXeT ObITb CBA3AHO CO CMOCOOHOCTbIO HEAKTUBHOW (oc-
topunasbl b pacwennAaTb  [MKOreH B MPUCYTCTBUM aAeHWUI0BOW
kucnotbl  (5'-AM®), B HOopmMe o0O6HapyXuBaemas B MbILLEYHON
TKaHW.

MeyeHOYHbIN FAMKOoreHe3 m oTcTaBaHue pocta (BHI X1). 3abo-
NeBaHMe XxapaKTepusyeTcs pPe3KMM YBelIMYEHUEM MeYeHNn N 3ameT-
HbIM OTCTaBaHWem pocta (cMm. Tabn. 7-6). YpoBeHb TpaHCaMWHa3bl
M NUNUAOB B CbIBOPOTKE MOXET ObITb MOBbIWEH. Y pebeHKa paHHe-
ro BO3pacTa BblpaXeH rvnodocaTeMMYecKNin paxmT, ecim He Mpo-
BOAUTCA JleyeHVe MpPMEeMOM BHYTPb MpenapaToB ¢ocdopa U BUTa-
MuHoM D B go3e 50000 El n 6onee exepHeBHO. MNMpuem docgaTos
B KOMMYeCcTBe, HEOOXOAMMOM [O/19 KOppeKuun runodochatemmum,
MOXET NPUBECTU K W3/1IeYMBAHMIO OT (PJIOPUIAHOIO PaxuTa, HO Npw
39TOM POCT HeadeKBaTeH. BblpaXeHHble paxuUTUYecKue WN3MEHEHUA B
KOCTSIX CBAi3aHbl C CUHAPOMOM ®PaHKOHW, A/ KOTOPOro TUMUYHO
BbiBeeHMe C MO4Yoi hoctaToB, aMMHOKMCAOT, [/IOKO3bl W ranak-
TO3bl. APrUHVH TMOBBLIWAET YPOBEHb TOPMOHA POCTa B CbIBOPOTKe.
Mocne HacTynneHua nyb6epTaTHOro nepuvoga renatomeraimsa MOXeT
YMEHBLUNTLCA (XOTA KOHUEHTpauums FMKOreHa B MeyeHW ocTaeTcs
YBE/IMYEHHOIN), MOXET YBE/MYUTBCA M CKOpPOCTb pocTa (04Hako B
KOHEYHOM CYeTe A/IMHA Tena OCTaeTCA 3aMeTHO MeHblLUe HOPMbI).
Mocne nybepTaTHOro nepuofa KOHUeHTpaums ¢ocdaTa B CbIBOPOT-
Ke OCTaeTca B Mnpedenax HOpMbl 6e3 Ha3HavyeHus docdaTta win
ButamuHa D.

KOHUeHTpauma ravMkoreHa 3ameTHO YBe/llMYeHa B MEYEeHU U Mou-
KaX, HO He M3MeHeHa B MbIWLUaX. AKTUBHOCTb BCEX MCCEL0BaHHbIX
MeYeHOYHbIX TIMKONNTUYECKUX (DEPMEHTOB HOpMasbHa.  JleyeHue
FNIIOKOTOHOM He MNPMBOAUT K YBEIMYEHWUIO KOHLEHTPaUUW [/IHOKO3bI
B KPOBMW, HO CMOCOGCTBYET MOBLILIEHNIO 3KCKPEUUU ¢ modor ULAM®.,
BPOBEHb [J/IOKO3bl CHWKAETCHA Moc/ie npuema ranakrtosbl B [03e
175 r/Kr, KonnuyecTBa, KOTOpPoe B HOpMe COMPOBOXAAeTCs ero 3Ha-
YNTeNIbHbIM MOBbIWEHWeM. HanpoTuB, MPUEM 3KBUBAIEHTHOIO KOU-
YyecTBa (PPYKTO3bl COMPOBOXAAETCA HOpMasM3auuein KOHLEHTpauuu
poko3,bl B KpoBw. lMpeactaBnsetrcs 060CHOBaHHbIM NPeAMNosOXKUTb,



yto Ana 6onbHbIX ¢ BHI X1 TunuuHa ¢yHKLUMOHaNbHasA HeaocTad
TOYHOCTb  MEYEHOYHOW (OCOr/IIOKOMYyTasbl, HECMOTPS Ha TO 4TO
€e aKTMBHOCTb Oblla He M3MEHEHa MPW WUCCIeLOBaHUM in Vitro.

MpeHaTasnbHbIV gnarHo3 BHI

NMKoreHosbl 0ObLIYHO  HacefylTcA M0 ayTOCOMHO-peLieccuB-
HOMY Tuny, 3a Wck4veHnem BHI 1X6, Hacnegyemoi no peuec-
CUBHOMY, CLeMnJiIeHHOMY C roJsiom, Tuny. 3abonesaHwe cnegyet pauvar-
HOoCTMpoBaTb y Msoga MyTeM WCCNefoBaHUSA Ky/bTypbl KIETOK aM-
HUOTMYECKON >XWAKOCTW, €CIM OHWM B HOPMe MpPOoAyuMpyroT TOT
KOHKPETHbIA (hepMEeHT, KOTOPbIA MNOANEXUT WCCNef0BaHUI0. 3TOT
KpUTepwuii He BbiNosiHAeTcA npy BHI |, Tak Kak B HOpMe [/1H0K030-6 -
thochaT B amHMouMTax oTcyTcTByeT. bBonbHble ¢ BHI I, I, VI,
IX n X mMorytT He 6bITb KaHAuZaTaMy Ha NpPeHaTa/lbHY AMarHo
CTUKY, MNOCKOJIbKY 60/bliass 4acTb O60/bHbIX AeTeli BegyT MoyTw
06bl4HbIi 06pa3 xu3Hwu. Mpu BHI Ma wn BHI IV, ¢ gpyroii cto-
POHbI, aHTeHaTaslbHad AuarHocTMKa [AocTuUranacb nyTem uccneno-
BaHMSA KyfnbTypbl K/JETOK aMHUOTUYECKOW xmakocTu. Kucnas
a-rnokKo3ngasa 6bina akTUBHOW BO BCeEX WCCNefoBaHHbIX ee 06pas-
uax, gaxe npu BHI [la. HecmoTpa Ha TO 4TO ANSA KYNbLTUBUPO-
BaHWA K/IETOK aMHMOTUYECKON >XMAKOCTU  TpebyeTcs HECKOSIbKO
Hegenb, MNpeHaTabHbIA gunarHo3 BHI Ha BO3MOXHO nocTaBuTb B
TeyeHVe 3 fAHeli MoOcne amHWOLeHTe3a Mpu 371eKTPOHHO-MUKPOCKO-
MNYECKOM WCC/IefJOBaHUMN HEeKYNbTUBMPOBAHHbLIX K/ETOK, MNpPW KOTO-
pPOM BbISIB/IAIOT aHOMaJsIbHble BHYTPUK/IETOYHbIE JIN30COMbI, OTCYTCT-
BYIOLLME Yy TeTepo3nuroT M 340p0BbIX M1040B.

ConyTcTBytowme gepmuntbl hepMeHTOB Yy 60/bHbIX ¢ BHI

MPOrHo3 MOXeT CYyLWeCTBEHHO MEHATLCA MpU COYEeTaHHOM Ha-
PYLLEeHNN aKTUBHOCTU ABYX (hepMeHTOB M 6onee y ofHOro 60MbHOrO.
Hanpumep, npn pgepuumTe NeYeHOUHOro (epMeHTa, pacliennsto-
LLEero rAMKOreH B MecCTax pa3BeTBAeHWA, unu gochoprnasbl, 00blY-
HO OTMeYaloT He3HauuTeNbHbIA PUBP03, KOTOpbI He MPOrpeccupyer.
OfHako npv OAHOBpPEMeHHOM fethekTe TOro WM APYroro gepmeHTa
(hnbpo3 MOXET MPOrpeccupoBaTb, NPOABAAACL KAMHU4YeCKW. Hanpo-
TWB, W3BECTHbI Cflyyaun, Korga KOMO6UHUpPOBaHHble AeteKTbl MOryT
YMeHbLIaTb TXecTb 3aboneBaHus. [JeekT MOXeT KOMMEHCMpo-
BaTbCA MOBbILEHNEM AKTUBHOCTM €CTECTBEHHOINO OMOXMMUNYECKOTO
no6o4yHoro MmeTabonMueckoro nyTu. Hanpumep, MOXHO OXMAATb,
yto AemumnT octorekcomsomepasbl NMPUBEAET K HapyLUEHUO TNu-
KOMM3a W BbIpaXeHHOCTU 3abosieBaHUA. TO, YTO 3TOr0 He MPOWUCXO-
OWT, [aeT OCHOBaHWA nofaraTb, YTO HapylleHHOe B3auMonpeBpa-
LLeHne rnKo3o-6-tpocthata M (PPYyKTO30-6-hochaTa MOXKET ObITb
«060MaeHO» Yepe3 NeHTO30(oCHhaTHbIA LUYHT.
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AednunT KerunynosoaernaporeHasbl (3cceHumnanbHas
[o6poKavecTBeHHas! NeKTO3ypus)

3T0 [06poKavyeCTBEHHOE COCTOSIHWME XapaKTepusyeTcs MosBsrie-
H/MEM B MOYe PeUMOUBUPYIOWMX BELEeCTB Yy UL, NpU OTCYTCTBUM
Opyroi CMMNTOMATUKW. BHWMaHWe [O0/MKHO ObITb YAE/EHO TOMY,
yTOGbI 3Ta CybCTaHUMA He Gbla NPUMHATA 3a KO3y, MeHTo3a Mo-
un pearmpyet c¢ Clinitest, HO He C rIOKO30KCMAA3HbIMU TECTOBbIMU
nonockamu, Hanpumep Testape wmm Clinistix.

L-KcunynosogerungporeHasa npespatiaeT L-kcuaynosy (KoTtopas
MOXeT 06pa3oBbiBaTbCA W3 D-rnawKypoHaTa) B KCWAUTON, MpeBpa-
watowmiica B D-kcunynosy, koTopas cTaHoBWUTCA D -Kcwiyno3o-6-
thochaToM M BXOAMT B MeHTO30(hoctaTHbIA LWYHT. Jedunuymt 3Toro
thepMeHTa NpPMBOAUT K M3ObITOYMHOW KOHUeHTpauumn L-KCcunynosbl B
KpoBM M Moye. 3TO pefakoe 3aboneBaHMe uvalle BCEro BCTpevaeTcs
y eBpeeB. JleyeHne He TpebyeTcs.

MeHTO3ypMa MOXeT ObiTb BbIB/IEHA Y 340POBbIX WHAWBUAOB
Mpy MOBbIWEHUN YNOTPe6eHNs MEHTO3 C NPOAYKTaMu NUTaHuA, Ha-
npumep ¢ pykTamu. MNpu 3TOM BO3MOXHA 3KCKPELMS C MOYOW KCu-
no3bl 1 apabnHo3bl B konuyectee 200 mr/cyT.

Jednunt Knucnoii a-maHHo3ugasbl (MaHHO3U403)

BHewHWMA BUA 6ONBLHOMO CXOAEH C TakoBbIM MNpu cuHApome [yp-
Nepa. lMeyeHb W cene3eHKa Yy HeEro yBenn4yeHbl B pa3mMepax, B JIMM-
(hounTax cogepxkaTcsa BaKyonu. Ha peHTreHorpammax CkefneTa Bbl-
ABNAT  CTPYKTYpPHble aHoManuu  (MHOXECTBEHHbIA  AM30CT03).
Bo/nbHOM 4acTo cTpafaeT WMHGEKLMAMYN, OCOOBEHHO C MOpaXeHUEM
cpefHero yxa W nerkux. MoXxeT HacTynuTb MOMYTHEHWe pOroBULLbl
Wi XpycTannka, 06blMHO OTMEeYalT OTCTaBaHWe MCUXOMOTOPHOrO
pa3suTuA. MeTofbl nevyeHns He paspaboTaHbl.

Kncnas a-maHHO3ugas3a OT/IMYAeTCA  HU3KOM aKTUBHOCTbIO B
XUAKOCTAX OpraHvM3Ma U TKaHaxX. MaHHo3o0cogepxalive MakKpoMo-
NeKkynbl HaKanjauBalTCA B aHOMa/bHbIX MEYEHOUHbIX JIN30COMaX,
ianoMuHaloWmMx TakoBble npu cuHapome [ypnepa. MaHHO3KMA03
ipoTekaeT B BuAe reTeporeHHbIX GopM.

Hdednunt kucnoii a-gykosmpasbl ((hyko3mpo3) cCM. B COOTBETCT-
BYIOLLEM pasgene.

Cy6cTaHUMM Tpynn KpoBm

AHTUreHbl TPyNn KPOBW MPeACTaBAAT CO60i rAMkonMnngbl Uv
rMMKONPOTEUHBI, YTO 3aBUCUT OT WX HaxXOXAEHUA: B K/eTKax Wu
BHE WX OHW HaxogaTcsa. Mpum cuHTe3e creuynPuyeckux aHTUreHoB
6a3oBble, WK (yHOaMeHTa/lbHble, MaKpPOMOJIEKY bl MOABepraTcs
Mogandrkauumn nog BO3AENCTBMEM pPas/INYHbIX TpaHcdepas, geTepmMu-
HMUPOBaHHbIX FeHamu, 06o03Ha4yaembiMu H, A, B, Le wn Tak pganee.
FeH H oTBeyaeT 3a CUHTE3 (hepMeHTa, CBA3bIBAKOWEro QyKosy cC
6a30BO MaKpOMOJIEKY/IO ANs MOATOTOBKM K BO3AENCTBMIO OPYTMX



TpaHcepas. lMpucoegrHeHMe 3TOM MOMEKy/bl (yKO3bl onpegenser
rpynny kpou 0. OTcyTcTBME reHa H o6ycnoBnuBaeT pefkylo rpyn-
ny kposn (Bombay). TpaHciepasa, 3aBMcMmas OT reHa A, cnocob6-
CTBYeT npucoeavHeHuto N-aueTunranaktosamuHa. Moguduumnpo-
BaHHble TakMM 006pa3OM MOJSIEKY/bl CTAHOBATCA aHTUreHamu rpyn-
Nbl KpoBn A. TpaHcepasa, 3aBucumas OT reHa B, npucoeguiHseT
rasakTosy, 4YTo onpejenseT aHTWUreH rpynnbl KpoBwu B. [nsa 3aBep-
LIEHUSA CMHTE3a COOOTBETCTBYHOLMX aHTUreHoB Heobxo0AMMO Mpucoe-
OVHEHWE HEeCKOMbKMX eauHuy,  dyko3bl  (6-ge30kcu-b-ranakrosa).
ToyHOe MEeCTO M MO3UUMA 3TUX (PYKO3HbIX €4MHUL, KOLETEPMUHUPYET
aHTUTeHHY crneuupuuHocTb no cuctemam ABO u Lewis.

BkntoyeHne (yko3bl — TaKXXe peluarwuii MOMeHT ansa Toro, 6y-
OYyT N1 Yy KOHKPETHOro WHAMBMAA CEeKpeTMpoBaTbCA  CybcTaHuum
rpynnbl KPOBM B pas3/IMYHbIE >KMAKOCTM OpraHvM3Ma, TakuMe Kak
cnoHa. «CekpeTepbl» 06M1ajal0T  aKTUBHOCTbIO  CeuM{UUecKoro
thepmeHTa (yKo3uATpaHchepasbl, B TO BPEMA KaK Yy «HECeKpeToe
poB» OHa OTCYTCTBYeT. «HecekpeTopbl» cocTtaBnAwT 40% cpegn
aMepuKaHLeB HerpougHoi nonynsaumm n 25% eBponeonaHon nomny-
NAUNN; Cpean WHAENLEB OHU MOYTU He BCTpeyaroTcs.

BonbHble C (hyko3nmao3om 06nagaloT aHTMreHamu Lewis B 5 pas
60sblle, YeM B HOpMe. AKKYMY/MpPOBaHWE 3TUX MaKpOMOJIEKY/T MO-
XXeT 6bITb 00YCNOBMEHO Y HUX AePUUMTOM a-(pyKo3uaasbl B TKaHSX,
YTO MPUBOAMT K HAPYLEHWIO OTLWeNNeHNs ¢(YKO3HbIX eAUHWL, Ha
aHTureHe Lewis.

OVNATHOCTUNYECKME METOAblI MCCNEOOBAHWNA
MNP HAPYLLEHMAX OBMEHA YTJIEBO40OB

bonblioe 3HauveHVe AN AMArHOCTUKM Y pebeHKa BPOXAEHHOro
HapyleHWa YrAeBOAHON0 O6MeHa WMeKT  K/IUHUYECKME  AaHHbIE.
MpegBapuTeNbHO OLEHUTb MX MOXHO C MOMOLLbK OrpaHUYeHHoe
ymncna TectoB (cMm. Tabn. 7-6). OKOH4YaTe bHbIN AnarHo3 6asupyeTcs
Ha [aHHbIX BUOXMMWYECKMX WCCNEf0BaHUI TKaHel, KOTopble ciyxaT
OCHOBOW ana neyeHusa (cm. Tabn. 7-7).

Ana wvccneposaHWs nNpegnovTUTeNlbHO 6paTb TKaHb K3 OpraHa
WM OpPraHoB, CO CTOPOHbl KOTOPbIX MMEKTCHA KAMHWYECKME MpPU3Ha-
KW naTonornn. buoncus neveHW ¢ MCNOSbL30OBAHMEM WI/bl, Npeaso-
XeHHoli Menghini, He conpsbkeHa C PWUCKOM Ans 60/bHOro, ecnu
cobnogalnTca Hagsexaline Mepbl NpPefoCTOPOXHOCTU. OfHaKo np:
MYHKLUWOHHOM BMOMCUN MOXHO MOSYYUTb BCErO0 OKO/0 20 M TKaHw,
YTO He Bcerfga ObIBaeT JOCTATOYHbLIM /1 MOCTAHOBKM TOYHOrO Au-
arHosa. B cBfi3u ¢ 3TMM B MHTepecax 60/bLHOr0 BO3MOXHO MpOBe-
CTV OTKpbITYl0 6uoncuio, obnagarollyo AONOAHUTENbHLIMA NPEnMy-
WecTBaMM B M/aHe OUEHKN 06pasLoB Mbllil, OPHOLWHON CTEHKM.

HecMoTps Ha TO 4TO B HEKOTOPbIX CAy4Yasx LEHHOCTb MpeacTas-
NAT pe3ynbTaTbl WCCNeAO0BaHUA NEMKOLMTOB, HanpuvMep Mpu Bbl-
sABNeHNUM HocuTened BHI [Ma, Haw onbIT AaeT OCHOBAaHWS CUUTATh,
YTO 3TOT MeTOoA WMMeeT /NNLIb BCrOMOraTesibHOe 3HayeHue; OCHOBHas
ponb OTBOAMTCHA aHanu3y TKaHeil opraHoB. OrpaHWYeHHYH LeH-
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NecTb UMeeT uccnefoBaHue KynbTypbl (Pnbpob6iacToB, MOMYyYEHHbIX
Apy BMONCUN KOXW.

Mepen npoBefeHVEM OGUOMCUN HEOOXOAMMO BbISCHUTb, B KaKyl
nabopatoputo 6yayT OTMNpaBneHbl npenapaTbl, TEXHONOTUK WX MO-
nydeHus U TPaHCMOPTUPOBKY.

JIEYEHVE TP/ HAPYLLEHUAX OBMEHA YIIEBOAOB

Mpn MHOrMXx 3a60neBaHUSAX 3TOW rpynnbl 3PHEKTUBHOE feyeHue
oTcyTCcTBYeT, B APYIMX C/y4asx OHO BooOOGLWEe He TpebyetcA. Posib
Bpaua MOXEeT OblTb OrpaHuMyeHa Nuvlib MOAAEPXKKOA WM TFeHeTude-
CKMM KOHCY/IbTUPOBaHMEM (CM. COOTBETCTBYIOLUME TNaBbl).

HekoTopble COCTOAHMSA MOXHO  KOpPpMUruposaTb  COGMOAEHUEM
OVETBI; B HEKOTOPbIX cny4vaax  (rasiakrosemus, HernepeHOCUMOCTb
(OPYKTO3bl N Ap.) 3TO OKa3blBAeTCHA >KWU3HEHHO BaXHbIM. [lanbHei-
Llee fledyeHVe 3aBMCUT OT MOMCKa MyTeil 3aMecTUTENIbHOW Tepanuu
HegocTaloWwnMn hepmeHTamn, 06aBOK K anete (hapMakonormnyeckKmnx
[03 KOo(hakTOpoB (BUTaMWHbLI W Ap.) WX KOMMeHcauun epMeHT-
HbIX Je(eKTOB rOpMOHaMW M JIEKapCTBEHHbIMU CpeAcTBaMu.

BocnonHeHne (epMeHTOB 6bl10 OCYLLECTBAEHO MNPW TpaHCcnaaH-
TaumMm 340pPOBbIX MOYEK fMuam, cTpagawwmm 6ones3Hbio ®abpu, a
TakXXe KynbTypbl HOpPMa/ibHbIX (UOpo6nacToB npu 605e3HU [yH-
Tepa wnn Typnepa. MNpun 6onesHn ®dadbpu TpaHcNIaHTUPOBaHHASA
noyka MOXeT 06ecrneyunTb «QUAbTP» A8 LUPKYIMPYHOLWNX TPUrek-
CO3M0B, UMesl 0OCTAaTOYHOe KO/IMYeCTBO CC-ranakTos3uiasbl Ans To-
ro, 4tobbl BbI3BaTb WX paspyleHue. MNpu 6onesHn lyprepa TpaH-
CNMIaHTUPOBaHHbIE  (PUOPO6NACTbl  He O0Kasaln  MONOXKUTENLHOIO
athpekTa. TpaHcniaHTauMsa KOCTHOrO MoO3ra COnpoBoOXpjanacb Tepa-
NeBTUYECKUM 3IPPEKTOM Y AeTeli C HEeKOTOPbIMU JIN30COMHbIMU 60-
NIe3HAMK, B YaCTHOCTU MPU HEKOTOPbIX TuUMax MyKonosuvcaxapumo-
[pB. 3Ta onepauus He npuBena K ycnexy y 6onbHoro ¢ BHI Ma,
Okasanacb HeaPPeKTUBHOM N MHPY3NS TPUOKOBOI a-r/IHoKO3nAasbl.
%Yy
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HAPYLWEHNA OBMEHA MYKOMOMNCAXAPNOOB

Mykononncaxapuosbl— 3TO rpynna HacneicTBeHHbIX 3abone-
BaHW, BbI3BAHHbLIX HEMOMIHbIM pa3pyLIEHWEM W HaKOM/EHWEM KMC-
NbIX MyKononucaxapugos (r/1l0KO3aMUHOMMKaHbl).  KnnHuyeckue
nposiBfeHnss 06YCNOB/IeHbl  HakomnjeHnem  Mykononucaxapugos O
pa3HbIX opraHax. [ns Bcex BWAOB MyKOMNOAMCaxapugosos Obuin
MAEHTUUUMPOBaHbI JeeKTbl cneunpuyeckux ¢(epmMeHTOB.
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Mykononucaxapugbl — NOMMaHNOHHbIE MONMMepbl, 60MbLUNHCTBO
A3 KOTOPbIX MPeACTaBNAT CO60/M MeHsWmecs yrnesogHble ocTaT-
km N-ageTunrekcosammHa W YpPOHOBOW KucnoTbl. HecmoTpsa na To
YTO KUC/ble MYKOMOSMcaxapufibl Kak rpynna TeCcHO CBs3aHbl MeXay
COo6OiA, cyllecTBYeT creunduka uX WHAMBUAYaNbHOrO pacnpegene-
HUS B TKaHAX opraHmsama. K OCHOBHbIM MyKomnojsucaxapugam, yua-
CTBYIOLWMM B MaTtoreHese MyKOMO/MCaxapuao3oB, OTHOCATCA Aep-
MaTaH-, remapaH- W KepaTaHcy/bdaT. CTPYKTypHble pasnmuns
MyKononucaxapugos 06yCNoBAMBAKOT  pPa3Nnynea  NM30COMaNbHbIX
(hepMeHTOB, HEOOXOAMMBIX 418 UX pacnaja.

MockonbKy MyKOnonmcaxapuibl — 3TO BaXHelLine KOMMOHEHTbI
MEXK/1eTOYHOr0 BeLLlecTBa COEAVUHWUTENbHONW TKaHW, AN MYKOMOou-
caxapugo30B XxapaKTepHbl KOCTHble W3MeHeHus. [edopmauum cke-
NneTa, BbISIBNSEMble Ha pPeHTreHorpaMmax, 0603HayvalT Kak MHOXe-
CTBEHHbIi AM30cTO3. B npouecc moxeT BoBaekaTbcd u LLHC, uytO
NPMBOAUT K MPOrpeccupyloweli  yMCTBEHHOW oOTcTaniocTn.  Kpome
TOro, CTpajalwT CepaeyHo-cocyamcTas CUCTEMA, NeYeHb, Ceflie3eHKa,
CYXOXWUNUA, cycTaBbl M Koxa. CTeneHb (YHKLUMOHaNbHbIX Hapylue-
HAA 1M O6GWMIA MPOrHO3 NPWU KaXAom Turme MyKonosucaxapuposa
onpegenseTca CTeMNeHb BOB/EYEHUSA B MPOLLECC COMaTMYecKux op-
raHoB W HapyLleHW WHTeNneKTa.

Mykononucaxapugosbl HaciefylTcs N0 ayTOCOMHO-peLeccuB-
HOMY TuMy, 3a WCK/IIOYeHMEM cuHApoMa [yHTepa, Hacnegyemoro no
peLeccMBHOMY, CUEMNIEHHOMY C X-Xpomocomoili Tuny. 3aboneBaHue
MOXHO 3anof03puUTb MNpPU MNOABMEHUN KINHWUYECKUX W PEeHTreHos0-
rMyecKMx MPM3HaKoB. [MarHo3 MNOATBEPXKAAETCA MPU BbISBAEHUN
MOBbLILIEHHOW 3KCKPELMN MYyKOMonmucaxapuaos € Mo4oli U gedekta
cneumdgmueckoro epmeHTa. B Tabn. 7-8 npeacTaBfieHbl pasHble
TUMbl MYKOMOSIMCaxapuao30B M yKasaHbl fAe(eKTbl creumpuyeckoro
thepMeHTa, nepeyncrieHbl creunguueckne MNPOAYKTbl, 3KCKpeTupye-
Mble C MOYOWA.

CuHgpom lypnepa (MMC IH). 3T1o 3aboneBaHne — 0fHO U3
Hanbonee TSKeNbIX MyKOMOMMcaxapugo3osB. Ero HemsbexHoe npo-
rpeccupoBaHvie 06bI4HO MPUBOAMT K CMEPTM B paHHeM MoApOCTKO-
BOM BO3pacTe.

; 9Tmonorma v natonormuyeckaa aHatomwmsa. Oc-
HOBHO/ fetheKT cocToMT B geduunte anbda-b-naypoHmnaassl, 4TO Npu-
BOOMT K HAKOM/EHWI0 AepMmaTaH- WM renapaHcynb@ata B TKaHAX M
S* aKcKpeuumn ¢ MoYoi. B mpouecc BoBMekaeTCs MPaKTUMYECKU io-
TKaHb OpraHuM3ma, MoBCIOAY PacnpocTpaHeHbl BaKyonM3npoBaH-
Hbie, WM «FOPryfbHble», KNEeTKW, COAepXKaline JSIM30COoMbl, Mepe-
MoSIHEHHble MyKononucaxapmgamv. B ronoBHom mMosre ofHOBPEMEH-
HO HakannmsatoTca nAunuabl. OBbIYHO KoNMareH ruannHU3UpyeTcs
N OTLENsATCA KOMJareHoBble My4yKW. ITU U3MEHeHWs MNpUBOAAT K
e hopmMauumn CycTaBoB WM WX TYrOMOABUXHOCTM, YTOMLEHUIO MO3-
r°’BbiX 060M04eK, rugpouedanuu, cAaBNEHUIO NepUhepnuyecknx Hep-
B°’B n 06ycnoBnuBalOT TeHAEHUMIO K pasBuUTUIO rpbbk. o mepe
MporpeccupoBaHns 3a60/1eBaHUA CY>XEHWE  KOPOHApPHbIX apTepui,
YTOnweHne KnanaHoB Cepaua W 3HAOKapAa, CHWXeHWe paccnab-
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Tabnunya 7-8, Mykononvcaxapuaosbl

Mykononucaxapugbl, onpege-

3abonesaHuve nsiemMble B MOue ®epMeHTHbIR  AedekT
CnHApOMBI
l'ypnepa [LepmaTtaHcynbhaT a-L-MpypoHupasa
enapaHcybhaT
Leine LepmaTaHcynbgart To xe
l'ypnepa—LLeite To xe
lyHTepa » > NaypoHocynbdaTcynbdaTasa
lenapaHcynbdaT
CaHunmnno A To xe Cynbhammgasa
CaHguavnno B » » a-N-aueTunrnoKo3ammHmaasa
CaHununno C » » Auetun-CoA:  a-rnokosamuHua-
N-aHeTUNTpaHCchepasa
CaHtunmnno D » » N -auUeTUAr NlKo3amMnH-6-cybtat-
cynbhaTasa (cneumdmuHas
TOMbKO ANS renapaHcynbarta)
Mopkuo A KepaTaHcynbtaT N -aueTunranakTosaMmmH-6-cynb-
XOHAPOUTUH-6-cynbdaT thaTcynbaTasa n ranakto-
30-6-CynbhaTasa
Mopkno B KepaTtaHcynbaT P-FanakTo3npasa
MapoTo—lamu JepmaTtaHcynbdat bl-aLeTunranakTo3aMmuH-4-cysb-
thatcynbhataza (apuncynboa-
Tasa B)

Oetmunt  P-rnioKy- XOHAPOUTUH-4/6-cynbthat  P-TniokypoHuaasa
poHuza3bI

KeipaTaH- u rena- KepaTtaHcynbgat N -aLeTUNrNtOKO3aMUH-6-Cy b-

paHcynbaTypua  enapaHcynbgat thatcynbpatasa (cneumdpmyHas
[Ans KepaTaH- U renapaHcy/ib-
thata)

nawwen MQyHKUMM MUoKapa MOryT NpMBOAMTbL K pPasBUTUIO 3a-
CTOMHOI cepAeyYHOM HepocTaTovyHOCTU. CaaBneHue rpygHOM KIETKU
BHOCUT BKMa B 06OWYH KapTUHY KIMHUYECKUX HapyLleHWi.

KnunHunyeckne nposaABneHusa. [etn ¢ CUHOPOMOM Typ-
nepa B MOMEHT POXAEHMUSA BbIrMAAAT 340POBbIMW, M HA NPOTSHKEHUU
MepBOro rofa >XM3HW Y HUX HECKONbKO 3a[epXMBaeTcs pas3BuUTHe.
Mpu usmnkanbHOM 06CnefoBaHUN, OAHAKO, BbISBASAKT renartocrnsie-
HOMErasvio, YCWEHHbIA KW(O3, MOCTOSIHHblE BbIAENEHNA W3 HOCA,
lWWyMHOe fAblxaHue. YepTbl uMua MNPOrpeccMBHO  rpyb6etoT nocne
nepeoro roga >wusHu (puc. 7-20). onosa 6onblias gonunxoueda-
NINYECKOW (hopMbl C BbICTYNAIOWMM /160M, BbIP&XKEHbI CaruTTasbHbIA
N MeTonuyecknii webl. MNepeHocuua 3anafgaeT, HOC LUMPOKWA W N0-
CKWiA. TlOMyTHEHMe PporoBuL, CTAHOBUTCA 3aMeTHbIM MPUMEPHO K
KOHLy NepBOro rofa >Xu3HW. YacTbl MynoYHble M MaxoBble TPbDKU.
Pa3BnTue pebeHKa perpeccvpyeT, CTaHOBUTCH OYEBUAHOW YMCTBEH-
Has oTCcTasiocTb. [JlanbHelnlee MporpeccMpoBaHme 3aboseBaHus Obl-
CTPO nNpojosmKaeTcsa nocne Bo3pacta 2—3 neT. Pe6eHOK CTaHOBUTCA
06e3BUXXEHHbIM, NPOrpeccMpyeT CKOBAHHOCTb CYCTaBOB, MOSABAAIOT-
CA KOHTPaKTypbl. BONbHON 06bIYHO yMupaeT B paHHeM MOAPOCTKO-
BOM BO3pacTe.
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puc. 7-20. TUNWYHBIA BHELUHWIA BUA,
6onbHOro ¢ cuHapoMom [ypnepa.

mALC 7-21. PeHTreHorpamma Mo3Bo-
HOYHMKA B GOKOBOW MpoOeKuMn Yy
*60/ILHOrO € CUHAPOMOM [yprepa.

PeHTreHonorunyec-

Kne naMeHeHua. Ha peHT-
reHorpamMmax BbISIBASAIOT MHO-
XeCcTBEHHbIA AN30CTO3, B TOM
euncrie 6oONbLIOK  AonMXoue-
thanmueckoli  hopmbl vepen u
«r0 YTOJILEHHbIT cBOA. MoXeT
ObITb KpaHWasbHbIA rUnNepo-
CTO03, a TypeLKoe ceas1o Npmnob-
peTaeT opmy bawmaka wm
J-06pasHyto hopmy. Meanans-
Has V3 yacTb KIOUMUbl YTO-
lweHa. Tena No3BOHKOB UMEIKOT
0BOMAHYK (OPMY B HUXHe-
rpyoAHOM W BEPXHEMNOACHUY-
Hom oTgenax. OTmedvaeTcs
WK/H0BOBUAHOE MNPOeunpoBaHme
NX NepegHEHMXHUX Kpaes, B TO
BpEMS KaK BEpPXHME Y4acTKu
YocTatoTca  runonnasvpoBaH-
I HbIMM (puc. 7-21). 3TN n3Me-
X «HeHVMss  06ycnoBAUBAKOT  MC-
KpMBeHNe NMO3BOHOYHMKA
rop6). Pebpa wumetoT hopmy
natens WM Becna, a mnog-
3[0LWHblE KOCTM Pa3BepHyTbl
ynouieHa BEPTAYXHas Bna-
nHa. Ha peHTreHorpamme

mOcqpa  MOXHO — BUAETb  Mpo-
lpeccupyiolyto  BasiblryCHYI0
Jedopmauymio, nHorga Hamno-
MUHAKOLWYK KapTUHY acenTu-
4eCcKOro Hekposa. TepMuHasnb-
Hble (hanaHrn nasableB pPyK Cy-
XKEHbl, pacliMpeHbl  AnCTalb-
Hble W CYXeHbl MPOKCUMab-
Hble Yy4YaCTKM MACTHbIX KOCTEW.
B V MACTHOM KoCTM npexpae
«CEro BbIABMAAIOT 3TU U3MeHe-
HUsa (puc. 7-22). B AVHHBIX
®pybuaTbIX KOCTAX, OCOBEHHO
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Puc. 7-22. PeHTreHorpamma Ku-
CTU 60/bHOrO ¢ cMHApomoM [yp-
nepa.

PYK, OMpeaensitoT y4yacTku
HeperynspHbIXx  pacliupe-
HWIA, coYeTaroLWwmxca ¢ y4a-
CTKamMmn KOPTUKa/IbHOIO Wc-
TOHYEHUS W paclUMpeHns
KOCTHOMO3rOBOWM  MOM0CTY,
MHorga MOXeT yTo/LWaTthb-
CA N KOPKOBbIA cnoii. J1y-
yeBasd KOCTb M3rmbaeTtcs no
HanpaBfeHNIO K JIOKTEBON, U
CycTaBHble MOBEPXHOCTM
Ny4eBOW M NIOKTEBOW KOCTeW
KaKk Obl CMOTPAT Apyr Ha
Apyra, HanoMuHas uTepy
«V» (cMm. puc. 7-22). Mne-
YyeBas KOCTb MOXET ObITb
N30rHyTa, a /I0KTeBas SM-
Ka, MO0A06GHO BEPTAY>XKHOW
BMaguHe, ObIBaeT M/IOCKOWA.
Y peTein B aTOM cnyvae 3a-
MeTHO 3aJep>kaH pocT.

OvarHo3. CuHgpom [ypnepa MoOxeT ObITb 3anofo3peH npu
COOTBETCTBYIOLWMX  KIMHUYECKMX W PEHTIFEHOIOMMYECKMX  [JaHHbIX.
B nocnepyrowem AnarHo3 NoATBEPXAAETCA NPU BbISBIEHWM 3KCKpe-
UMM C MOYOlM fdepmaTaH- W renapaHcysnbgaTta. HecmMoTps Ha 3Ha-
YMMOCTb METOAOB CKPUMHWHIA ANA BbISBAEHUS MYKOMNOAUcaxapuios
B MOYe, [/ OKOHYaTENbHOro AuarHosa TpebyeTcs onpefenvTb Je-
mumT anbta-b-naypoHnaasbl B NeiKoUUTax, CbiIBOPOTKE WA Ky/ib-
Type KOXHbIX (hnb6p0o61acToB.

CviHgpom Lleiie (MMC 1S). 3To Hambonee Nerko NpoTeKatoLmin
Mykononucaxapufos. OH npeacTtaBnsieT Co60M CaMOCTOATEbHYHO
K/IMHNYECKYI0 W TEHETUMYECKYID HO30/10MMYecKyto (opmy; (pepmeHT-
Hbl fetheKT TOT XKe, YTo M npu cuHapome [ypnepa, a MMeEHHO fe-
munT anba-b-naypoHnaasbl, HO OH cneuuduueH Ana gepmaTtaH
cynbhaTa, HaKanIMBalLLErocsd B TKaHAX W B M3ObITOYHOM KOU-
YeCTBE BbIBOASALLEr0OCA C  MOYOIA.

KnunHunyeckne nposaBneHMsA. Y O60NbHbIX He HapyLlueH
WHTENNEKT, YMEPEHHO BbIpaXeHbl OrpybneHve 4epT auvua C Bblpa-
)KEHHbIM MPOrHaTU3MOM, TYrOMOABUXHOCTb CyCTaBOB C XapakTep-
HbiM (hOPMMPOBaHMEM TaK Ha3blBaemMoOl KOrTUCTOW fanbl U pasBu-
TVEM CUHAPOMA KapnasibHOro TyHHens. K MnocTOAHHbIM Mpu3Hakam-
OTHOCUTCH MOMYTHEHME POroBuMUbl, YTO MPUBOAUT K CHVDKEHMIO OCT-
poTbl 3peHus. YacTo BbISABNAIOT aopTasibHYH peryprutaunio. Knu-
HUYeCKMEe MPU3HaKM He NPOsABAAOTCA A0 Bo3pacta 5 neT, n 3abo-
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neBaHVe COBMECTMMO C MPOAO/DKUTENbHOCTLIO >XWU3HW, 6/IM3KON K
oxugaemoin. Poc\ 60/bHOro ocTaeTcs B npefenax HOPMbl.

PeHTreHonormyeckue M3MeHeHUa. PeHTreHonoru-
yeckme HAXOAKM BKAYAOT B CebA YMEPEeHHbIA MHOXECTBEHHbI
OM30CTO03 6€3 M3MEHeHW MO3BOHKOB M (hopMupoBaHMa ropba. On-
pefenstoT coxa valga & He3HauuMTenbHOE WCKPUB/IEHME JTyYEBOW WU
NOKTEBOW KOCTel ¢ V-06pasHoii  (hOpMOM KX CYCTaBHbIX MOBepPX-
HOCTefA.

OvnarHo3. PaHOo gmarHoctupoBaTb 6onesHb Lleiie TpypgHee,
yeM 60ne3Hb ypnepa, NOCKONbKY COMaTUYecKue HapyLUeHWUs O4YeHb
YMEPEHHbI N HE M3MEHEHO MHTeNNeKTyanbHoe pa3BuTue. JuarHocTu-
YecKoe 3HauyeHWe WMeeT 0OHapy)XeHue AepmaTaHcyfnb{arta B MOYe,
HO NOATBepPX[eHWe AMarHo3a OCHOBbLIBAETCA Ha BbIABEHUU Aedn-
unta anba-b-naypoHmgasbl B NenkouuTax U KynbType KOXHbIX
tpnbpobnacTos.

CuHgpom [ypnepa—Lleie (MMNC IH/IS). Coobwaetca 0 He-
CKOMIbKMX BOMbHbIX, CTpajarlinx 3TMM CUHAPOMOM.

3Tuonorma. OCHOBHOW fJetheKT 3akaw4aeTcs B gepuuute
anba-b-nagypoHngasbl, cneunduuHol Ana gepMmartaHcynbgaTa, Bbl-
Jensiollerocs ¢ MO4YO M HaKan/nBaroLlerocs B MEYEHW, Cene3eHke
M 4pyrux TkaHsax. lpegnonaraloT, yTto npu cuHgpome [ypnepa—
LLlelie reHeTMYecKM COYeTAKOTCA [Ba PELECCMBHbIX FeHa, 4YTO aHa-
NOTMYHO CWHTE3y aHOMabHOro remorsiobuvHa npu CcepnoBUAHO-
KETOYHOM aHeMuun, HO pes3y/nbTaTbl MOCAELHUX WCCNefoBaHWi CBU-
[eTenbCTBYIOT O TOM, 4YTO 3aboneBaHue cnegyeT 0O6bACHATH anneb-
HOIM MyTauMen VAYpPOHMAA3HOro reHa.

KnnHunyeckne nposaBaeHUA. Y 6OMbHbIX YMEPEHHO TpYy-
6ble 4epTbl NMUA, OHW HU3KOPOC/bl, Y HMX OTMEYalT MNOMYyTHEHue
pOroBuLbl, CyCTaBHble KOHTPaKTYpbl, renaToChn/IEHOMEranunto, rPbbKy

»W KnanaHHble NMOPOKWU cepAua, Npexae BCero HefoCTaTOYHOCTb MUT-
KanbHOro knanaHa (puc. 7-23). YMCTBEHHOE pa3BUTUE He Hapy-
?weHo. KnavHWMYeckue nposiB/iEHMS, KOTOpble O06bIYHO Pa3BMBAOTCA
B TeueHWe nepBbiX 2 JIET XXM3HWU WM B paHHEM [eTCKOM BO3pacTe,
4acTO HenpaBW/IbHO PACLUEHMBAOT KakK MpPOSBAEHUS  pas/InyHbIX
MKENETHbIX [AeeKToB, BbI3bIBAKOWMX OTCTaBaHWe pocTa. 3abonesa-
HVe COBMECTMMO C MPOAO/DKUTENbHBIM BbDXKMBaAHUEM.

PeHTreHonornyeckme paHHble. Ha peHTreHorpammax
BbISIBNAIOT BbIPXXEHHbIA MHOXECTBEHHbIA AM30CTO3 C MpU3HaKamu,
WAEHTUYHbIMX TakoBbIM MpV cuHApoMe [yprepa, 3a WCKIHYEHMEM
WOTCYTCTBUS repba.

OviarHo3. OcHOBOI ANnA AuarHosa CAYXXWT BblB/eHUE Aep-
MaTaHcynb@daTta B Moue 1 geduumta anbda-b-naypoHmgassl. KnnHu-
yeckas KapTuHa Hauana BOBJ/IEYEHMS B MPOLECC CyCTaBOB M Bblpa-
XEHHOCTb CKefIeTHbIX HapyLleHWin oTnuMyalT cuHgpom [ypnepa—
Leine oT 60onesHn Lleiie.

CuHgpom T[yHTepa (MIC 11). 3TO eAMHCTBEHHbLIM MyKononuca-
Xapugo3, CLEM/EeHHbIA ¢ X-XpOMOCOMOI. B nnaHe CKeNeTHbIX Hapy-
WEHNA W M3MEHEHWI WHTEeNsieKTa OH 60see JO06pPOKAYecTBEH, XOTA
WNykononucaxapufibl, gepmaTaH- W renapaHcynbgaT, HakaniMsae-
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Mble B TKaHSAX U 3KCKPeTUpyeMmble e
MOYOli, 0AVNHAKOB B TOM W Apyrom’
cnyyae. B Tkaumx CHuKeHa aKTuB-
HOCTb MAYpOHMcynbthaTcynbdaTasbl,
OlHAKO MpW 3TOM OTMeYaeTcA 3Ha-
yntenbHasa QeHoTUNNYecKasd rete-
POreHHOCTb; OTCYTCTBYET OMOXMMMU-
Yyeckoe WM (hepMeHTHOe pasnunyuve
MeXay TsHKeson ¢opmMoin 3aboneBa-
Hus,, ob03Havaemoli Kak Tun A, u
Nerkon opmoii, 0603Ha4YaemMoin Kak
Tun b
Tun A. 370 Knaccmyeckas
thopma cuHgpoma l'yHTepa. Ansa Hee
TUNUYHBI rpy6ble YepTbl NULA, HU3-
KOPOC/IOCTb, TYronoABWXKHOCTb CY-
CTaBOB, TrenarvocrjieHoMeraima u
rPbDKW, BbIpaXXeHHas YMCTBEHHas
oTcTaniocTb. lporpeccupyeT 3a60-
NleBaHWe MefsieHHee, a AMacTo3 Me-
Hee BbIpaXeH, YeM MNpuU CUHAPOME
l'ypnepa. [lomyTHeHue porosuubl
06bIYHO OTCYTCTBYET, OHAKO 4acTo
y 6onbHOro ytpaveH cnyx. Hepeg-
KN KOXHble M3MeHeHMus, 3aK/ryvaro-
Wwueca B MOSABIEHUU  HEBO/bLUNX
BO3BbILLAIOLWNXCA Manyn Ha Koxe
PC. 7-23. BOMBHOR ¢ cypygpavou nneva, Bv06ﬂaCTI/I Hag fionaTkamu n
B HVDKHEW 4acTu CNuHbI. YacTo B na-

l'ypnepa—LLieHe, NHTENNEKT NpU KO- <
MaHue Ha CKOBaHHOCTb B CycTaBax Csl CepAue. Y 60/bHbIX 00bIYHO OT-

PYK 1 Hor. CYTCTBYET rop6, XoT MOXeT OTme-
YyaTbCA yMepeHHbIi Kno3s. Mpogon-
XXUTENbHOCTb XKW3HM cocTaBnseT oOkono 20 nerT.

Tun B. 3T0T TUN cuMHApOMa 3HauMTeNnbHO 6o0nee gobpokade-
CTBEHHbIA, YeM TuN A, XOTA (epMeHTHbI aedekT n Miykononumca-
Xapuibl B Mo4ye Te Xe camble. OTcTaBaHMe pa3BUTUSA OObIYHO OT-
CYTCTBYET WM MWHUMaNbHO. ®u3nKanbHble AaHHble 0ObIYHO Te Xe,
4yTO U Npu Tune A, Ho 605ee YMEPEHHO BbIPAXEHHbIe, U NPOAO/IKU-
TEbHOCTb XXN3HW Y 60/bHbIX 60/bLIAS.

AvarHos. ®usnkanbHble AaHHble, MHOXECTBEHHbIA [AMacTos3,
a TakKXke fJepmaTaH- M renapaHcynbdaTypuss MO3BONSAKOT Npeanosno-
XUTb cuHAgpom [ypnepa nv6o [yHTepa, OA4HAaKo ANA MOCNeAHEro
XapaKTepHO CUenseHHoe C MOIoM HacnegosaHwe. Mpu epMeHTOM0-
rMYECKMX WCCNefOBaHUAX  BbISBAAT  AedUUNT MAypoHocyNbgat-
cynbhaTasbl B niasme, feiKounTax u KynbType ¢mbpobnacTtos, 4To
noATBepXaaeT AuarHos cuHgpoma [yHTepa. Heobxogmmo onpege-
NATb aKTMBHOCTb APYrMx cynbaTas, TaK KakK MHOXECTBEHHbIA WX
AethmunT TpebyeT AnddepeHumMpoBaHusa ¢ cHH/omom yHTepa.
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CuvHgpom Crwdguavnno (MMC 111). 3aboneBaHue npeacTasns-
eT cob60il camOCTOATENbHYI0O HO30/I0MMYECKYI0 eAuHWLY C XapakTep-
HOM K/IMHWYECKOW CUMMNTOMATMKOW W WU30/IMPOBAHHOI 3KCKpeuuen ¢
MOYOW renapaHcynbaTta. [py6boCTb YepT NuMua W BOB/EYEHUE B
npouecc KocTeil ckeneta 6osiee yMEpPEHHbI, 4YeM MNpU CUHAPOMAaXx
l'ypnepa un lyHTepa. Pa3nunyaloT 4eTbipe (PepMeHTHbIX BapuaHTa,
NPy KOTOPbIX AeduuuT (epmMeHTa MNPUBOAUT K OOHMM U TeM Xe
(heHOTUMMYECKUM NPOSBAEHUSAM M MyKonosaucaxapugypun. enapaH-
cynbaT HakanIMBaeTCs B TKAHAX, YTO CAYXMUT MPUYMHOM MOBpEex-
[JEHNS HeMpOHOB, MPMBOASLLErO K r/ly60KOM YMCTBEHHOM OTCTasIOCTU.

KnnHunuyeckne npoAaBneHus. Y feTeli paHHero BospacTa
K/IMHMYECKME TMPOSIBNEHUA SPKO BblpaXeHbl. PebeHOK OTCTaeT B
pasBUTUM WM 0ObIYHO TrunepakTMBeH. K KoHuUy nepsoro 10-1eTukK
XXU3HWM HacTynaeT ObICTPOE HEBPOSIOrMYECcKoe yXyflleHne CcocTos-
HWS, MOX0A4Ka CTAHOBMTCHA HEYCTOWUYMBOW, GOMbHOW NEpemeLlaeTcs B
Konsicke. BONbLWMHCTBO AeTeli ymuparoT B cepeamHe BToporo 10-ne-
™A XNU3HU., K XapakTepHbIM cuMNTOMaMm 3ab0/ieBaHUA OTHOCATCSA
YMCTBEHHasA OTCTaNoCTb, HEKOTOpas TYronoABVKHOCTb CyCTaBOB,
renaTtocrnsieHoOMeranms, rpbbKM, MHOXECTBEHHbI/i AM30CTO3, a Kap-
JINKOBOCTb U MOMYTHEHME POroBULbI BCTPEYAETCA PeAKo.

Ana 60NbHbIX TUMWYEH MHOXECTBEHHbIA AM30CTO3. M3meHeHus
TpybuaTbix KOCTE/ He HACTONbKO BbIPaXKEHbI, WCKPUB/EHME Nyde-
BOW M JIOKTEBOW KOCTEW, CyXXeHMe NPOKCUMasbHbIX OTAEN0B MeTa-
KapnasbHbIX KOCTEl O4YeHb YMEpPEHHbI.

AvarHo3. CuHgpom CaHguaunno cnefyeT npegnonaraTb npu
obHapy>XeHMM B MoO4e renapaHcyfbaTa, BbISBAEHWM renaTocne-
HOMEranuu, yMCTBEHHOIN OTCTa/IOCTM WM MHOXECTBEHHOro AU30CTO3a.
Mpn CKPUHWHr-TECTax Ha BbISB/IEHWE MYKOMOMMCaxapuioB B Moue
06bIYHO MNOYYAOT MOMIOXKMTENIbHbIE pe3y/bTaTbl, O4HaKO He CTO/b
MOCTOSIHHO, Kak npu cuHapome [ypnepa wam [yHTepa. PasnuuHble
(hepMeHTHble BapuaHTbl 3a60/ieBaHNA MOryT ObiTb BbISB/EHbI Crie-
UnpUYeCKMM unccnefoBaHMEM (EPMEHTOB, UTO OCYLLECTBASAeTCS B
\Cneumanm3vpoBaHHbIX nabopaTopusx.

CuHgpom Candmnunno A (MMC 11 A). Mpu atom 3a6onesaHUn
“oTMevaeTcs AemunT cynbamMmnaasbl, YTO MOXET OblTb BbISIBNIEHO
W, KynbType KOXHbIX (hnbpobnacTtoB WM ferkouuTax nepudgepurye-
CKOI KpoBW.

CuHgpom CaHdwmnumnno B (MTMC 111 B). 3ta dopma xapakTe-
pusyeTtca gepuuntom anbda-IM-aLeTnarekcosammHMAasbl, YTO MOX-
[lo BbIABUTL NpW MCCNEAOBaHMM CbIBOPOTKW, NIEMKOUUTOB, KyNbTypbl
XKKoXHbIX (hnbpobnacTos.

i CuHgpom CaHgununno C (MIMC Il B). 3T0T cuHppom ob6yc-
NoBNeH  geuumTom aueTunn-CoA-anbha-rnokosammj-bl-auetun-
ppaHcdepasbl. OnpefensoT ero B KynbType (ubpobnactos wunm
'NelikounTax.

*  CuHgpom CaHgwmnunno D (MMC Il ). Ana 3Toro 3abone.a-

HMA  cneuyudmyeH  gemumt  N-aueTUArarKo3aMnH-6-cynbgarasbl
Ana renapaHcynbdata. AKTMBHOCTb (hepMeHTa OnpeaenstoT B cyb-
cTparte, NPUroTOB/IEHHOM U3 renapuHa.

209



CuvHgpom Mopkmno (MMC 1V). 3aboneBaHme xapaKTepuayeTcs
XepaTtaHcynbatypueid n gucnnasveil Kocteli ckeneta. KepaTaH-
cynbaT HakaninmeaeTcs B TKaHAX BMecTe ¢ X9UponTuH-6-cyabia-
ToM. KepartaHcynbgaTypusa MOXeT yMeHbLIaTbCA C BO3pPacToM, Of-
Hako OHa BcCerga Bbille HOpPMbl. PasnuMualoT fABa  (DePMEHTHbIX
JeeKkTa, KOTOpble MOryT MPUBOAUTL K WAEHTUYHBIM (eHoTUnam
mC/HAPOMA.

KnnHunyeckune npoasneHunsa. CMHOPOM accouummpoBaH C
BbIPaXXEHHbIMW COMATUYECKUMW MPOSABIEHUAMW U OTCTaBaHWEM YM-
CTBEHHOIO Pa3BUTMA. Y HOBOPOXAEHHOro 3abofnieBaHMe MOXeT 6bITb
Hepacno3HaHHbIM. Pa360n1TaHHOCTb B CyCTaBax W HU3KOPOCIOCTb
BrepBble 0O6HAPYXMBAKOTCA MNPUMEPHO K BO3pacTy OAHOro roja.
CkeneTHaa nartosiorua BKO4YaeT B ceba (yn/oweHHbIE MO3BOHKM
(yHuBepcanbHaa nnaTUCNoOHAMNNA), KOPOTKYIO LWetlo, genu valgum,
naockocTonue, 6onbline N HecTabusibHbIE KOJMEHHbIE CyCTaBbl, 60/1b-
LUMe JIOKTEBble CyCTaBbl W 3anAacTbsA W yNbHapHY Aesnaunio. Mna-
TUHCMOHAUNUA TMPUBOAUT K YKOPOYEHWIO TY/IOBULLA W HU3KOPOC/O-
CTW. 3y60BUAHbIA OTPOCTOK HELOPAa3BUT, YTO B Ja/ibHENLUEM MOXeT
NMPUBECTU K iaTNaHTOaKCUaIbHbIM MNOABbLIBUXaM WM TpaHCIoKaumm
CO CAaB/IeHVEeM CMMHHOro Mo3ra. Takxe B paHHeM BO3pacTe MOXeT
ObITb BbIAB/MIEHO MOMYTHeHWe porosuubl. OTMeyaeTcs runonsaasus
CpefHenMUeBoOro oTAena C NPoBaj/ioM MNepeHocuubl M NPOTpy3neit
HWKHEN 4encTu, 4To npuaaeT 60/bHOMY BWJ MNOCTOSAHHO ycmexa-
olweroca. [enaTtocniieHoMeraina He CTONb OTYET/IMBAE, Kak Mpwu
Apyrnx mykononucaxapugosax, Ho oHa 06blYHO nmpucyTcTByeT. Mpo-
ABJIEHNS CO CTOPOHbI cepAua BTOPWUYHbLI MO OTHOLLUEHWUIO K [AblXa-
TeflbHbIM HapyLeHUAM, BbI3BaHHbIM KU(POCKOIMO30M U OrpaHUYeHuU-
eM [ABWXEHWI TpYyAHOW KIETKW, XOTHA CUMHAPOM  MOPKMO MOXeT
OC/IOXXHATBCA peryprutauumeli  aopTanbHOro KnanaHa. 3y6bl no-
BpeX/JeHbl, 3Ma/ib OYeHb TOHKas. TyroyxocTb MOXeT O6biTb pe3y’ib-
TaTOM MOBTOPHbLIX CPeAHMX OTUTOB. KNMHWYecKue MposiBfieHnsa 3a-
METHO BapbMpyrOT, BO3MOXHbl BecbMa CTepTble (opmbl 3a6ose
BaHMA.

BonbHble 06bIMHO ymUpalT B 3-M uam 4-m  10-neTUN XXU3HU OT
NEroYyHoOro cepgua, o06yCMI0BAEHHOIO0 BbIPWKEHHBIMW aHOMANSAMMU
rPyLHON KNETKU M NO3BOHOYHMKA.

PeHTreHonormyeckune wunu3meHeHusa. B nepsbii rog
XXU3HW Ha peHTreHorpamme MOryT ObiTb BbIIBfIeHbl NIULWb YMEPEH-
Hble HapylleHWs. Tena MO3BOHKOB MeHblUel BbICOTbl M B MepeHel
Mpoekunn unmetoT Gopmy A3blka. K BO3pacTy 2 fneT CTaHOBMUTCA
oYeBUAHON nnaTucnoHannuMA. Fwnonnasvs  3y60BMAHOIO OTPOCTKA
OTYET/INBO BbLISABNAETCA MPW NPOBeAeHUN ToMorpauyeckoro wuccre-
JoBaHWA. Yepen u TypeLKoe cef/lo YMepeHHO BOBJ/IeYEHbI B MPOLECC
Tpy6uaTble KOCTM YKOPOUYeHbl, MeTapun3bl HENpPaBW/IbHON (OpPMbI.
WckpueneHne anvmeTadum3apHbIX MIaCTUHOK MnporpeccupyeTt. Bept
JNIyXKHble BNaguHbl  LUMPOKME C NPOrpeccupyowmmmn MnoasbiBUXamMu
WM Aucrnokaumei rofioBoOK 6eApeHHbIX KocTei. MACTHble KOCTU KO-
POTKME U LUNPOKME C KOHUYECKUM CYXXEHWEM MPOKCUMASIbHBLIX OTAe-
noB. [ucTanbHble KOHUbI Jly4eBOW W JIOKTEBOW KOCTel obpalleHbl
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OAWH K ApYroMy, 4TO BCTpedyaeTcsa Mnpu APYrux BMAax MYKOHO/Mca-
Xapugo3oB. 3T U3MeHeHWs, 0cobeHHO coxa valga, u u3ameHeHus
3anACTMA 1M MOACHUYHOrO OTAeNa MNO3BOHOYHMKA MOTYT MOMOYb e
AndhepeHUMpoBaHM CMHAPOMa MOPKMO OT APYruX CKeNeTHbIX Au-
cnnasui.

AwnarHos. CnoHannoanupmsapHble ANCMAA3UM MOFYT HanoOMUHATb
CMHAPOM MOPKMO KaK M0 KAVHWYECKOM KapTuHe, TaK M MO peHTre-
HOMOFNYECKMM UN3MeHeHUsIM. Pe3ynbTaTbl CKPUHWHI-TECTOB, MO3BO-
NAWNX 0BHAPYXUTb KMUCAble MyKoMonucaxapuibl B Moye, MOryT
6bITb OTpPULUATENbHLIMKX, MO3TOMY MNpPeAnoyYTeHWe cnegyeT OTAaBaTb
He KayeCTBEHHbIM, a KO/W4YecTBEHHbIM MeTogam. bonee Toro, ke-
paTaHcynbaT B Mouye onpefenserca W npu cuHgpome  KHucTta.
B cBA3M € 3TUM 60/bLIOE 3HAYEHWe UMeeT onpegeneHve pepmeHTa-
TVMBHOM aKTMBHOCTU ANs AuddepeHUnpoBaHusa cuHgpoma Mopkuno
OT Apyrux 3aboneBaHwil. PasznuualoT ABa (PEPMEHTHbIX JedekTa
(tvnbl A u b cuHgpoma MopKuo).

CuHppom Mopknmo Tun A (MNOC IV A). 3toT TUN
cuHgpoma obycnosneH gepuuntoM M-aueTuUaranakTo3amuH-6-Cysib-
thata.

CuvHgpom Mopkuno Tmn B (MNOC 1V B). Mpn 3atom
cMHApome oTmedvaeTcs fgedumunT (Pranakto3ugasbl. BaXHbIM KAMHK-
YECKMM KPUTEPUEM MPU 3TOM CAY>XWUT OTCYTCTBME rMMONaasvMuM ama-
m npn Tvne b. B ocTasnbHOM, BKAOYaA W WU3MEHEHUA MNO3BOHKOB'
Ha peHTreHorpamme, 3TM ABe (DOPMbl HEOT/IMYMMbI OfHA OT APYroii.
CnHgpom Mopkno Tmna B He crnegyeT nyrtaTb C raHrnMo3ngo3om
GM1, TakXe cBfi3aHHbIM C AeUUUTOM P-ranakrosuiasbl, HO K/u-
HUYECKN HanoMuHalwmum cuHapom [ypnepa.

KepataH- n renapaHcynsatypus (MMNC VIII). V3BecTeH eguH-
CTBEHHbI Cfy4val 3TOli HeOObIYHON (OPMbl MYKOMOSMCaxapugypun.
3TO 6blN ManbuuK, Yy KOTOporo B Bo3pacTe [/r net 6bL10 BbIsB/E-
HO oTcTaBaHuMe pa3BuTUA. K Bo3pacTy 212 neT OHO OblN0 BbIpaXkeH-
HbIM, 60/IbHOI Obl1 «MPUMKOBaH» K MOCTENW, Y HEero HacTynuna cre-
nota, onpegensanucb ckadouehanms W YMEPEHHO BbIpaXKeHHas
| BOpoHKOOGpa3Hasa rpygHas KneTka, 0O4HakKo OTCYTCTBOBasia OpraHo-

Laieranusa. NMoMyTHeHMs poroBuubl He OTMeYyasnocb. Ha peHTreHorpam-
| Me 6bin BbISIBIEH MHOXECTBEHHbI AM30CTO3 6€3 MAaTUCTIOHAWUANN,
/xapakTepHoli ana cuHgpoma Mopkumo.

C MouYoli B M3ObITOYHOM KONIMUECTBE IKCKPETUPOBA/ICA KakK Ke-
'‘PaTaH-, TaKk W renapaHcynbdaTt. AKTUBHOCTb (PepMEHTOB, KoTopas
MOXeT HapylwaTbca npyM TOM W ApyroMm Tune cuHgapoma Mopkumo,
6blna He M3MeHeHa. Onpegensanca geduunT N-aueTUarIloKo3aMuH-
6-cynbatcynbaTtasbl, cneynduyHoii gnsa cybcrtpara, NpUroTOB/EH-
HOro 13 KepataHcynbaTa. 3TOT (DepMeHTHbIA AetheKT OT/mvaeTcs
OT TakoBOro npu cuHgpome CaHdwmnunmno [, Npy KOTOPOM OTMeya-
eTca  gemuuT  cneunguueckoin TOMbKO AnA  renapaHcyfbgara

;' M-aueTnnrntoKosammH-6-cynbgatcynbgarassbl.

CuHgpom MapoTto—/lamun (MTC VI). bonesHb MapoTto—/lamu

HanoMmuHaeT 6o0ne3Hb lypnepa No KAMHUYECKOW KapTWHe, HO npu
B;.



Puc. 7-24. bonbHoli ¢ cMHAapomom MapoTto—/lamMmn, WH-
TeNNeKT NpyY KOTOPOM He HapyllueH. B 06nacTu NoKTeBbIX
CyCTaBOB, CYCTaBOB, 3anACTUA W NaibLEB PyK TUMWYHOE
orpaHvyeHve MOABMXKHOCTU. BbICTynatoWmin XnMBOT C ny-
MOYHON TPbDKEA.

Heli He HapyLlaeTca WHTENNeKTyalbHOe pa3Bu-
The. Pa3nuualoT ABa Tuna 3aboneBaHuA: TH-
Xenyt ¢GopmMy, 0603HaYEeHHYH Kak Tun A, u
6011ee yMEepPEHHYI0 C MeHee BblPaXXEHHbIMU CKe-
NETHbIMW HapylleHMAMY, 0003HaYaeMyl0 Kak
™n b.
KnuHunuyeckue npoasneHunda. Tu-
NWYHBbI 418 cMHApoMa rpybble yepThbl anua. Fo-
noBa yBenu4yeHa B pasMepe, Les U TynoBuLLe
YKOPOYeHbl, FpyAHas KneTka KuneBugHoh ¢op-
Mbl. O6palaeT Ha cebs BHMMaHWE «KOFTUCTas
nana» W gpyrve CycTaBHble KOHTPaKTypbl.
XKnBOT BbICTyNaeT BCAeACTBME renaTocrsieHo-
merannu (puc. 7-24). YacTbl nynoyHasa rpbixa
N NOMYTHEHWS POroBuLbl. YMCTBEHHOE pa3Bu-
TMe 00bIYHO He HapyLeHOo, XOTHA mHorga ¢ 6o-
ne3Hblo Mapoto—J/lamn accoummpyertca rua-
pouedannsa 1 MOBbILEHNe BHYTPUYEPenHOro AasfeHus. [MaTonorus
cepiua BK/KOYaeT B cebs HeAoCTaTOYHOCTb MUTPasbHOrO WU peryp-
rMTauMio aopTasibHOro K/anaHoB. PeHTreHOoMornyeckue fAaHHble Te
Xe, UTO M NPY MHOXECTBEHHOM AM30CTOo3e Mpu cuHAapome ypnepa.
AvarHos. Mykononuoaxapui, ypOBeHb KOTOPOro MOBbILEH B
Moye npu cuHgpome MapoTo—/lamu, npefcTaBfieH MNPaKTUYeCcKn
UCK/IOUYNTENIbHO AepMaTocynbgaToMm, a Ae@UUUTHbIM - (hePMEHTOM
aBnsaeTca bl-aueTunrniokosamuH-4-cynbgatcynbgarasa (apuacynb-
tbataza b). Tunbl A N b xapakTepu3ylTCsa OANHAKOBbIMW MYKO-
nonvoaxapuaypviein n epmeHTHbIM feekTom. CoMaTuyeckme faH-
Hble HarNmOMWHAKT TakoBble Mpu cuHApomMe [ypnepa, HopMaibHOE
ncuxmMyeckoe pasBuTve U AepMaTaHcynbdaTypus npegnonaraioT
CUHApoM nn6o MapoTo—J/lamu, nnéo Typnepa—LUeie. Oedpuuynt
apuncynbtaTtasel b B neiikouuTax WM KynbType  (mbpobnactos
noATBepPXAaeT AuarHos cuHgpoma MapoTo—/lamu.

Oedpuumt p-rnokypoHngassel (MMC VII). Ang 60NbHbIX TUNWY-
Hbl K/IMHUKA M U3MEHEHUS CKesleTa, XapakTepHble A1 MyKononuca-
Xapnao30B C renaTocrn/ieHOMeranueid, MynoYHOW rpbhKeld, TOpako-
noMbasibHbIM rOp60OM N YMCTBEHHOW OTCTa/loCThbi0. PeHOTUMUYECKNe
NPOSABIEHNS 3TOr0 (hepMEHTHOro AeteKTa BapbUPYHOT; Y HEKOTOPbIX
60MbHbIX MO KAWHUYECKMM  MNPWU3HAKamMm OH HanoMWHaeT 60/1e3Hb
l'ypnepa, B TO BpeMSA KakK Yy [APYrnx OTCYTCTBYeT YMCTBEHHas OT-
CTaNnocTb WM KIAMHUYECKNE TMPU3HAKU BbIPaXeHbl OYeHb YMEepPeHHO.
Ha peHTreHorpamme onpegenstoT MHOXECTBEHHbIA AM30CT03. Bbl-
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PaXeLoCTb KOCTHOW MNaTonorMmM MOXET BapbMpoBaThb, HO WHOrAa
CTAHOBUTCHA HEOT/IMUYMMON OT TakoBOW npwu 6onesHn lypnepa.

Mpn BMOXUMMYECKMX WCCef0BaHUAX BbISABAAIOT MyKonoaucaxa-
puaiypuio, NpeAcTaB/ieHHY0 XOHAPOUTUH-4/6-cynbdaTtoM. OKOHYa-
TeNbHbIA AMarHo3 ycTaHaBnMBaeTCa Npu gepuuuTe p-rAlOKypoHuaa-
3bl B NefikoumMTax wam KynbType ¢rnbpobnactos.

ANPPEPEHLUMAJIBHAA guarHocTtuka npm mykononmcaxapmpgosax

3aboneBaHns, xapakTepmsyemMble MHOXECTBEHHbIM [AM30CTO30M U
(OM3MKabHBIMW MPOSBEHMAMW MYKOMO/Mcaxapugosos, CyMMUpPOBa-
Hbl B Tabn. 7-9.

MHOXeCTBEHHbIN feduunT CcynbdaTasbl MOXET
HarnoMMHaTb MO CBOWM MPOSABJIEHUAM, BK/OYasA KIUHUYECKME U
PEHTrEeHOIOTMYECKNe JaHHble M MYKOMOsMeaxapuaypuio, MyKonoam-
caxapmgo3. YMCTBEHHas OTCTa/lI0CTb W HEBPOSIOTMYECKME HapyLleHns
pa3BuBalTCca 00bIMHO ObicTpee, uem npu 6GonesHn [ypnepa win
l'yHTEpa M 4acTO HaNoOMMHalOT MeTaxpoMaTUYeCKyl NelikoancTpo-
(hunto. BbipaeHHbIN uxTMO3 (NOCTOSHHBLIA MpPU3HaK 3ab0/1eBaHUsA)
N renatoMeranHsa AO/DKHbI elle 605ee HAaCTOPOXWUTb Bpaya B OTHO-
LIEeHNN MHOXECTBEHHON Cy/b(aTa3HOW HegoCTaTOYHOCTM Npu npej-
nonaraemMom Miykononucaxapugose. B mMouye 06blMHO onpegenstoT
.MyKononucaxapuabl n cynbarugpl.

MlaHrn nosmnpgos GMI  (reHepanuMsoBaHHbLIW TaH-
rMMo3npo3) KIMHUYECKM MPOSABAAETCA TaK XXe, Kak 60ne3Hu
HaKOMMEeHMA NUNUA0B M MyKOMoOnucaxapugoB. Y 60/bHbIX C Bblpa-
XXEHHOI MHMaHTUNLHOM (POPMOI FeHepasIM30BaHHOIO raHrAMo3nao3a
OTCTaeT NCUXUYECKOe Pa3BUTWUE, OHU TUNOTOHWYHbI, MeYeHb WU cefe-
3eHKa Y HUX yBe/MYeHbl B pa3mepax. bonee yem y 50% 60MbHbIX
BbISIBNAOT CMMNTOM MaKy/IAPHOr0 BUWLUHEBOrO NATHA.

MaHHO3 MA03 xapakTepu3yeTca OTCTaBaHMEM MCUXOMOTOP-

. KOF0 pasBuTUSA, yTpaToi cnyxa, Yy 60MbHbIX 4epTbl nuua rpyoéble,
; Kak npu cuHgpome [ypriepa, onpefensaloTca renaTocnieHoMeranus,
£ MbilWeYyHass TUMNepTeH3ns, YMEPEHHO BbIPaXKEHHbI MHOXECTBEHHbIN
' AM3ocTo3. Mykonosucaxapuaypus OTCYTCTBYeT, HO B MOYe BblIsB-
1 ndeTca onurocaxapug ¢ 60/bWKMM coAepXaHMeM MaHHO3bI.
Y 60nbHbIX hYKO3MA030M rpybble YepTbl AMLA, YBENNYEHbI
1 B pa3mepe neyeHb W Cene3eHKa, BblpaXeHbl OTCTaBaHWe MNCUXOMO-
| TOPHOro pas3BMTUS U MHOXECTBEHHbIV AM30CTO3. MyKononncaxapu-
Aypusa OTCyTCTBYeT, a B TKaHSAX HakanimeaeTcs (yKo3ocomepika-
WMIA onurocaxapui, KOTOpbI TakKe 3KCKPeTUMPYeTCs C MOYOMA.
al AcnapTUNTNKKO3aMUHYPMWIO YaCTO CMELMBAKT C CUHA-
; pomamu Fypnepa u lyHTepa. [eTu ¢ 3TOi NaToNOrnelri B MOMEHT
I’ poxxgeHnUsa Npou3BOAAT BrneyaT/ieHWe 340POBbIX, HO MPOrpeccuBHO
1y HUX MNOABAAKTCA TPOTECKHbIE YepTbl /MLUAa C LUMPOKUM  HOCOM,
npoBanmnBaloLLenca nepeHocuLeid, TOACTbIMUA ry6aMu, BbIBEPHYTbIMU
.(Brnepen) Hosapamu. OcTasibHble NPU3HaKM BK/OYalOT B ceba Ko-
POTKYIO LLUEK, aCUMMETPUIO KOCTeli yepena, CKOMMO3, renarocrnsieHo-
; MErasiMio 1 3KCKPEeLMIo C MOYOI acnapTUArtoKO3aMuHa.
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Ta6bnuua 7-9.
nmcaxapuaossbl

CuvHapom

MaHrnnosnaos
Mi

MaHHO31 103

PyKo3nao3

AcnapTunrnio-
KO3aMUHYypus
Mykonunugos 1

Mykonunngos
11, «I»-kne-
TouHas 60-
ne3Hb

Mykonnnungos
1l

Mykonununnos
v

MHo>ecTBeH-
HbIA AehnumT
cynbaTas

CnHgpom KHu-
cTa

CrnoHannoanu-
(hrzapHble
avennasuu
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3a6oneBaHus, OT KOTOPbIX cnefyeT AuddepeHLMpoBaTb MyKOMo-

Buoxnumuyeckue faHHble

GMi  HakannuBaeTca B
TKaHAX; KepaTaHcy/ba-
TONOAOGHbIA  FNNKOMpPO-
TEVH HaKanIMBaeTcsi B
TKaHAX W BbIBOAUTCS C
MOYOA

MaHHo030coAepXallLme -
KOMENTUAbl 3KCKPETMPY-
I0TCA C MOYOWM M Hakar-
IMBAKOTCA B TKaHsIX

dyko3ocoaepxallme onu-
rocaxapufpl 1 ravukonen-
TUAbl HaKanIMBakoTCcs B
TKaHAX W BbIBOAATCA C
MOYOM

ACnapTUIrlOKO3aMUH B
MOYE U TKaHSIX

Onurocaxapugpl, cogepxa-
e CUanoBble KUCIOTbI,
3KCKPETUPYIOTC C  MO-
YO M HakannMBawTCs B
TKaHsIX

OueHb BbICOKMIA  YpOBEHb
KUC/bIX TUAponas, Ha-
npumep  (5-rekco3ammHu-
fJasbl, B MOYe W CbIBO-
POTKE; OYeHb  HU3KMIA
YPOBEHb TeEX Xe (hepMeH-
TOB B Ky/bType (ubpo-
6nacToB

To Xe

MoCTOsiHHbIE AaHHble OT-
CYTCTBYIOT

MenapaHcynb®at U Ccyfb-
(haTabl B Moye U TKa-
HsIX

KepaTaHcynbgatypus

OTcyTCcTBUE MNOCTOAHHBbIX
BUNOXUMMNYECKMX AaHHbIX

depMeHTHbI fedekT Tun HacnefoBaHWs

(3-ManakTo3npgasa

a-MaHHO3ua3a To xe

a-Pykosmgasa » >

AcCnapTUNraKos- » »
aMvHugasa

a-Cnannpasa > >

Y A®-bl-ageTnn- > »
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MyKkonunuaosbl crefyeT Takxke AuddepeHUMpoBaTb OT MYKO-
nonuncaxapuaosos. bonbHble ¢ MyKOAMnuao3oMm | umeroT MHOro 06-
WNX KIUHUYECKMX M PEHTreHONOrMYecKuX 4epT C cuHgpomom [yp-
nepa, BK/OYasA HapyleHWss KocTeil ckeneTa. OfHAKO MaKynsipHblii
CMMNTOM BWLLHEBOrO MATHA TUNWYeH AnA mykonunugosa 1. [Mpo-
rPeccupyroT HeBPOJSIOrMYeCKMEe HapyLUeHWs, YTO 4acTo accoLunnpoBa-
HO C MMWOK/IOHUYECKMMMW CYyA0pOramMu, MblleYyHOW aTpodmeri, xopeo-
ateToNdHbIMU  ABWKEHUAMMW, HUCTarMom. Mykononucaxapuibl B
MOYe He M3MeHeHbl, a CBA3aHHble C CMa/loBOW KWUCOTOM OnuMrocaxa-
pyapl BbIBOAATCA B M3ObITOYHOM KOMMNYECTBE.

Mykonunugos Il («I»-kneToyHasda 601€e3Hb) ua-
CTO CMeLlnBaKlT C cuHapomamu ypnepa n F'yHTepa. «b-kKneToyHas
60ne3Hb OTNMuaeTca OT cuHApoma [ypnepa 6bICTPO Mporpeccupy-
IOWMM OTCTaBaHMEM MCUXOMOTOPHOINO pPas3BUTUSA U CMEPTbIO B paH-
HeM BoO3pacTe. TunNuyHa HeboNbLIas runepnaasva LeceH Y MaseHb-
Kux fgeTeil. MpyaHas KneTka Hebonbllas, 4acTbl KfanaHHble NMOPOKM
cepfua. loMyTHeHVe porosuubl BCTpPeYyaeTcsa peako. ANnHHble
TpybuyaTble KOCTU (POPMUPYIOTCA NEPUOCTA/ILHO B TEYEHWe MepBbIX
6 Mec >XM3HW, MyKoMnonucaxapuaypus OTCYTCTBYET.

Mykonunupaos I11—6o0nee pobpokayecTBeHHas ¢opma
Mykonunugosa |l, xapakTepusyolasaca YMepeHHbIM OTCTaBaHWeM
MCUXMYECKOTr0 PasBUTUA U TYronoABMXKHOCTLIO CYCTABOB; CKeJleTHbIe
HapylWeHNss He CTOMIb BbIPaXeHbl, KaK npu «b-KneTo4yHo 60-
nes3Hn. [narHo3 OCHOBaH Ha rpy6bix uepTax fuua, OTCYTCTBUM
MyKOMosiMcaxapuaypun, noBbIWEHUN YPOBHSA TMAposia3 MoOYM U Cbl-
BOPOTKU MPU MOHUXEHHOM WX YPOBHe B KyNbType (pubpo6nacToB.

Mykonunupgo3s IV nposaBnseTca MOMYyTHEHWEM POroBULbI U
YMCTBEHHOI OTCTanoCTbio Ha (DOHe OTCYTCTBMS MyKoMnosamcaxapu-
aypwvn.

CnoHaunosanndpusiapHble Aucnaas3nMmMm 4acTo CMeLU-
BalOT C MyKoMosucaxapuzosamu, B 4acTHOCTM C CMHApPOMOM Mop-
kno. Mpn 3Tmx 3ab6ofeBaHUAX OTCYTCTBYET MYKOMOMMCaxapugypus.

CuHgpom KHucTta MOXeT OblITb AMArHOCTUPOBAH Y HOBO-
POXAEHHOro M 06bIYHO OYeHb HarnoMuHaeT cuHgpom Mopkwo. Mon-
HOe NposB/IEHNE CUHAPOMAa CTAHOBUTCHA OYEBUAHbLIM TOC/Ee MepBoro
roga >W3HuW; y 60NbHOr0 KOPOTKME TY/IOBULLE U KOHEYHOCTU: 60/1b-
Wwaa rosioBa C 3anajarolieli nepeHocuuen, TyronoABVDKHbI MNasblibl
W Opyrne cycTaBbl, KOPOTKas Les, KOJIoKo/s006pasHasa rpyaHas
KNeTKa, UCKPUB/EeHbl 60/blLe6EPLOBbLIE KOCTUW, PacLLensieHo TBepaoe
Hebo, OTCnamBaeTCs CeTYaTKa, Y HEero yTepsiH CAyx, OonpefensroTcs
rpbbku. Mo3gHee ABHO YCU/IMBAKOTCA NOPLA03 UM KM(OCKONMO3. PeHT-
reHONMIOrMYecKue AaHHble BK/IOYAOT B cebs reHepann3oBaHHbIN Oc-
Teornopo3 C HapyleHWem CTPYKTypbl KocTedl. CuHapom KHucta xa-
pakTepu3yeTcs KepaTacy/ib(aTypueid, 4To MOXeT Takxke OoTMmeuaTb-
cA npu cuHApoMe MOPKMO. AKTUBHOCTbL Cneunuduyecknx hepMeHTOB,
JepeKT KOTOpbIX BbIABAAETCA NpU CUHAPOMe MOPKKO, Hanpumep
N-aLeTunranakTo3aMuH-6-cynbgarcynbparasbl nam [3-ranakrosunga-
3bl, Npu cuHApome KHUCTa He M3MeHeHa.

Py6eH MaTanoH (Reuben Matalon)
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HAPYLWLEHNA METABOTM3MA NNMNNA0B

amnmnaosbl

Nnnngosel, naM 60Me3HM HaKOMIEeHWS MMUAOB, OTHOCATCA K
rpynne reHeTnyeckux 3aboneBaHWii, CyTb KOTOPbIX 3aKaw4vaeTcs H
HaKoMNMeH NUNUAO0B B OLHOM OpraHe wunv 6onee, 4YTO 06bIYHO CBS-
33HO C HapyweHueM wux kKatabonmsama. HekoTopble n3 aTmx 3abo-
NEBaHN CBA3aHbl C MOSAB/IEHMEM XapaKTePHbIX MEHUCTbIX FMCTUOLU-
TOB B KOCTHOM Mo3re (puc. 7-25) (6one3Hb HumaHa—Iunka, 60-
ne3Hb lowe, GMi-raHrnuosmgos Tuna |, yko3naos); npu Apyrux
3aboneBaHnsax (6onesHb Tes—Cakca, 60ne3Hb Kpabbe, meTaxpoma-
Tn4yeckas NeiikogancTpodusa) OHU OTCYTCTBYHOT. Y 6OMbHbIX NOcnes-
Heli rpynnbl BbIABNSAIOT ApYyrne XapakTepHble OCO6EHHOCTU B KIeT-
Kax, B KOTOpbIX HaKanIMBalTCHA /UNUAbl, HanpuMep B K/eTKax
HepBHOW TKaHW. [pU3HaKM M CMMNTOMbl  KaXKAoro 3aboseBaHus
BapbMpylOT B 3aBMCUMOCTM OT Tuna AedekTa M MecTa OTNOXeHUS
nnugoB. KonnyecTBo HaKOMMIEHHbIX MMWMAOB 3aBUCUT OT MOPaXKeH-

Puc. 7-25. Ma3ku, NpuroToB/ieHHble M3 acnmpara KOCTHOro mosra (OKpacka mno Me-
Toay IvM3bl), B KOTOpPbIX BbISBAAOTCA xapakTepHble KIeTKM npu 6GonesHn Huma-
Ha—TInka (@) wn 6onesHn lowe (6). O6bpaTUTe BHMMaHME Ha My3bIPSLLMECS, Bbl-
rnsagsawme Bakyo/M3MpOBaHHbIMK MEHUCTbIE KIETKM npy 6one3Hn HumaHa—T1nka,
oT/MyaroWwpmecss 6T KIeTOK C (MOpPUNNSIPHOA CTPYKTYPOM LUMTOMMa3Mbl Npy 60ne3Hn
[owwe.
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<HOrO opraHa M obbema KaTabosmama, Heo6XO0AUMOro A8 HOopMasib*
HOro noagepXXaHms XMMUYECKON CTPYKTYPbI.

HecmoTpa Ha TO 4TO y O6OMbHBIX C NMMMAO03aMW CHUDKEHA ak-
TUBHOCTb (DEPMEHTOB, Y4YacTBYHLIMX B COOTBETCTBYHLLEA XUMUYe-
CKOWM peakuMW, Yy HEKOTOPbIX M3 HUX YTPayeH COUHTONUNUAHbIN
aKTMBaTop, HEO6X0AMMbI ONS B3auMMOAENCTBMA nmnuga ¢ (epmeH-
TOM. KNuHmM4Yeckne NposiBNeHNS Yy 3TUX GOMbHBIX CXOAHbI C TaKOBbI-
MM NpU (hEPMEHTATMBHOW MyTauuW, OA4HaKO BbIMOJSIHEHWE MOATBEp-
XKOALWNX ANArHOCTMYECKUX TECTOB MNPeAcTaBnseT 60/blUMe COX-
HOCTU B CWly TOro, YTO He BCe /1abopaTopuMmM OCHAaLLEeHbl COOTBET-
CTBYHOLWMM 06pa3om. KnvHM4Yeckne BapuaHTbl BCE YBE/IMYMBAKTCA
N MHOIME U3 HMX He YKagblBalTCA B NMPUBOAUMbIE B CMPaBOYHUKE
onMcaHMss TOr0 WIM WMHOIO0 CUHAPOMA, XOTS MO W3MEHEHMAM ep-
MEHTOB TECHO CBS3aHbl C HUMW. B Apyrux cnyyasix npusHak, onu-
CblBaeMbIii KaK MaTOrHOMOHWYHbIV 4715 O4HOro 3abosieBaHWS, BbIsB-
nseTca v npu gpyrom. Hanpumep, avddy3Hbii aHrMoKepaToMaTos,
TUNWYHBIA ans 6onesHn dabpu, BCTpeyaeTcs Y 6OMbHLIX C (YKO3U-
[030M 1 AeMuMTOM TFNIMKONPOTENHCHaMaassi.

Ecnm cumntom (MM CMHAPOM)  YyKa3blBa€T Ha TEHETUYECKM
06YCMOBNEHHbIA NUNWA03, MOXET MNOTPeb0oBaTbCs MpPOBeAeHME MOA-
TBepXgawuero Tecta B JOCTAaTOMHO OCHALLEHHOW sabopatopum.
Mpu 6ONbLIMHCTBE OMUCbIBaeMbIX 3a60M1eBaHN  OKOHYATESIbHbIN
AnarHo3 MOXeT O6bITb YCTaHOB/IEH MyTeM WCCefoBaHMA KpoBu (Cbl-
BOPOTKA WM NENKOLUTBLI) WAM MPU MOMOLLM BGUOMCUN KOXW, KIETKW
KOTOPOW BHauvasie KynbTuBuUpytoTcs. OBbIYHO B N1abopaTOpuio MOXET
>0blMb OTNpPaB/fieHa 3aMOPOXKEHHAs CbIBOPOTKA WA NENKOLMUTbI, 1160
renapvHW3MpoBaHHasl KpPOBb MNPV KOMHATHOWM Temmnepatype Ans no-
CNefywowero nosyyeHUs M3 Hee NENKOUUTOB B nabopatopuu, nog-
rOTOBMEHHOW ANns NOA0GHOro uccneaoBaHusi.  KOXHbIA — 6uonTtar
MOXHO TakKXxe OTNpPaBAATb MO MNo4YTe A8 Ky/JbTUBMPOBaHWA, WA
*(rlakoH € Ky/bTYpOii KNETOK OTNpaBAsAlT A/a nocregyrolero cy6-

1 KynbTMBMPOBaHUS N UCCNELOBaHWS.
K Mocne ycTaHOBMEHUSA AMarHo3a HeobOX0A4MMO MPOBEAEHUE CKpU-
| «mHra y gpyrux 4ieHoB CeMbW, MOCKOMIbKY pe3ynbTaTbl 06cnefoBa-
HUSA poauTeneid, CUGNMNHIOB N APYFMX POACTBEHHUKOB 60/IbHOrO MO-
i"aryT cTaTb WCTOYHMKOM BaXKHOI reHeTU4YecKoi MHgopmauymn. Hocu-
e/l MHOFUX NIMNUA030B MOFYT OblTb HaAEXHO WAEHTU(RMLMPOBAHbI;
KNEe WUCCnefoBaHMNS OKa3blBalOT MOMOLLb B MPOBEAEHUM FEHEeTUYe-
Or0 KOHCY/IbTMPOBaHUA W YCTpaHeHMs 4yBCTBa CTpaxa W BUHbI Y
oautenein. lMpeHaTasbHbIA AMarHo3 cregyeT MpoBOAUTbL, €Cnn Cy

Yrn OTHOCATCA K rpynne pucka. [imarHo3 60/e3Hel HaKomnieHus

UNMAoB B O6O/SbLUMHCTBE Cy4yaeB MOXET OblTb OCYWEeCTBMEH Ha

10-4 Hepene rectauuu MNyTeM MWCCNEA0BaHUA BOPCUH XOPUOHAE;
".HEKY/NIbTUBMPOBAaHHbIE BOPCUMHbI TPAHCMOPTMPYIOT 3aMOPOXEHHbIMU
Kpome TOro, wuccnegyiT Ky/IbTMBUPOBaHHbIe TpodobnacTel. Puck
npoueaypbl AN MaTepyM U njoga onpefensieTcs B HacToslee Bpe-
*ia. AMHMOLUEHTe3 Ha 14— 16-i1 Hegene ¢ nocnegyloWwmM KyfbTUBK-
poBaHMEM K/IETOK PEKOMEHAyeTCs MPOBOAWTbL B C/lydae COMHUTESb-
HbIX Pe3ynbTaToB, MO/IyYEHHbIX MPWU UCCNefoBaHUN BOPCUH XOPWUOHa.
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CHgfCHA H

C=cCX C(MHro3nH
/ \'3 2 1
H (IZH -CIH —CHr1- OH
OH NH
L,, . XupHaa kucnora
CH3
Liepamuz,

Puc. 7-26. OCHOBHasi CTPYKTypa CHUMHronMnuaoBs. Bce A06aBKU K Lepamugy ocy-
LLECTBNAOTCA Yepe3 rMaPOKCUIbHYIO rpynny atoma yrnepoga (C-1): 1 raMKochuH-
ronMNUbI-LepamMmmMa+oanH WM 6ofiee CaxapoB, MPUCOEAMHEHHbIX K C-1. FaHrvo-
3UAbI-TTMKOCOUHTONUNMABI+OANH WM 60/1Iee OCTATKOB CUAIOBOM KMCMOTbI. CHUH-
romueNIMH-Lepammna-bhocopuixonmH, NpucoeayHeHHbIR K C-1.

To4yHOCTb MpeHaTanbHOro AmarHosa [A0/KHa ObITb NoATBEPXAEHA
pesiynbraraMy uccnefoBaHns abopTMBHOMO Mofa WM POXAEHHOro
pebeHka. CnegyeT OTMETUTb, YTO Cpeau HEMHOIrMX abopaTopuii,
OCYLLECTBAAKWMNX NOAO6HbIE WCCNefoBaHWS, METOAMKMA UccnefoBa-
HUA (PEepMEHTOB  Pa3nMyaloTCs, U aKTUMBHOCTb  (JepPMEHTOB Y NnL,
KOHTPO/bHOM rpynnbl, 60MbHbIX M HOCUTENEN He CTaHAapTu3oBaHa.

ChmHronMnuabl NMEKT B CBOEM OCHOBE A/IMHHOLEMNOYEUHbIA amu-
HOAMOM CHPUHIO3MH (COMHTEHMH), B KOTOPOM Yr/epofHble aToMbl
B NofoxeHuax 2 n 3 otnuvatotca D-koHdurypaumeii (puc. 7-26).
B amuHorpynny CcuHrosmMHa o06bl4HO BXOAUT XWUPHasa Kucnota C
ONVMHHOM Uenblo. 3TO MPOM3BOAHOE HOCUT Ha3BaHWe Liepamuja.
MmapokcunbHaa rpynna npu nepBoM Yr1epogHOM aTome Lepammia
MOXeT ObITb 3amellleHa Ha pa3Hoobpa3Hble BellecTBa € 0b6pa3oBa-
HMEM pa3NNYHbIX CHUHrONMNNAOB. Hanpumep, NpucoeguHeHWe ra-
NakTo3bl B 6eTa-CBA3M MNepBblM  YINepoAHbIM  aTtoMOM Lepamuja
nNpvBOANT K 06pa30oBaHMIO ranakTosusuepammaa, obblMHO Ha3blBae-
MOro ranaktouepebposugom. [anakrosunuepamup ¢ cynbgaTHONA
rpynnon npuv TpeTbeM YriepoAHOM aToMe B rafakTO3HOW eauHuLe
Ha3blBaeTca cynbdatvgom. O6a 3TM rANKOCHUHronunuaa ob6Hapy-
XUBAKT B MEPBYI0 oyepedb B 6e/OM BeLLECTBE MO3ra.

Mpy npucoegVHeHWW TNHOKO3bl B 6eTa-MofIOKEHUN K MNepBOMY
yrnepogHomy aTomy Lepammia obpasyeTca ravkosuauepamug (rio-
Kouepebposng). CBOOGOAHbIN TFAnKo3uauepammng obHapyXuBaeTcs B
He60NbLINX KONMYecTBax B TKaHAX 3[0POBOr0 4esoBeka, HO B 60Mb-
LWIMX KOMMYeCTBax OH HakanjuBaeTcA B TKaHAX npu 6onesHu lowe.
Fnnko3unuepamMng SBASETCA COCTaBHOM 4acTbio 60nee  KpymnHbIX
FNINKOCPUHTONUNUAOB W FaHrnMo3ngos. Pacnaj 3TuX MKOCHUHTO-
NVNUA0B HauyMHaeTca MocnefoBaTe/lbHO C HepeayLuMpyoLLero KoHua
MOJEKY/Ibl MO HANPaBfEeHUD K JMNUAHON 4acTu. CHWKeHue ep-
MEHTAaTUBHOW aKTMBHOCTU MPUBOAUT K HAKOMMEHUIO MNPOAYKTOB,
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NpeAWwecTBYOWNX (HepMeHTHOMY 610Ky, [OMOMHUTENBHO K MepBud-
HOMY MPOAYKTY HaKOM/EHUsi BCMEACTBME BTOPUYHBLIX MPUYMH MOFYT
HakanjMBaTbCs U APYrue NNMUAHLIE COeAVHEHNS.

OMi-TAHITNO3N 403kl

3To rpynna NM30COMasbHbIX [AeeKToB C PasMYHbIMU  KIVUHU-
yeckMMK nposiBneHuaAMW. [aHrnmosng GMi npepctasnseT  cob6oli
MOHOCKa/IOraHriMo3na, Oo6HapyXuBaemblii B HOpME B CEpOM U Oe-
JIOM BeLleCcTBe TOMIOBHOIMO MO3ra W B MeHbLUMX KOJIMYecTBax BO
BHYTpPeHHUX opraHax. OH hopMupyeTca TakXe B npouecce pacnaja
B HOpPME NOSMCUanoraHrnnuo3sngos (puc. 7-27).

GMi-raHnno3ngo3, Tun 1 (reHepann3oBaHHbIA FaHrAM031A03).
3To TsKenoe pgereHepartuBHoe 3abosieBaHWE rO/IOBHOMO MO3ra, Ha-
yMHarLleecs BCKOpe nocne poxaeHus. OTek u cnabocTb, B 60/b-
LUMHCTBE C/NyYyaeB M 4YepTbl Jivla CXOAHbl C TaKOBbIMW MPU CUHAPO-
me lypnepa un I-knetouyHoi 6onesHn (Mykonunugos 11). Bo MHOrmx
Cyyasax OTMeyaloT renaTocrnjeHoMerajmnio, CKOBaHHOCTb B CyeTa-

P p p p Helipam
gal—NAcgal— gal — glc— Llepamng— -* -NAcgal—gal-——-glc - Liepammua
NANA
NANA '\chA GM -raHrnnosung-
NANA P -ranaHTosngasa
MonrcnanoraHrmMosmab! | G M -raHrnosnzo3

NAcgal -gal-glc- Liepamug
NANA
| reHcosamuHugasa A

G M -raHrnmosngo3
Tes-Cai+ca.CaHaxothda n gp.)

gal-glc- Lepamug
NANA
G M3-raHrmo3naHelipaMmHaasa

PC-uepamung

CchpmHrommenuHasa gal - gle- Liepamug
| Nakro3unuepamug-

| p- ranaHTo3KAa3a

-raHrMosngo3, 6onesHb
— Kpab6e

glc - Llepamug
TnoKo3unLie pamug- p -rloKo3naasa
| bonesHb oLue |

- Llepamuasa
CthUHrosunH +
Sal— Liepammna gal- Liepamng- Lepamna- E?(I/IpHaH KMcnoTa
(BonesHb Hpabbe |

Puc. 7-27. NMyTn meTabonusma CHUHIrONNNMAO0B B HEPBHOM TKaHW. KaTanuaupyrowmii
(hepMeHT KaXJol peakuuu Ha3BaH TaK e, Kak COOTBETCTBYLMIA cybeTpaT. Bpox-
[eHHble fedeKTbl 0603HaYeHbl NIMHUSIMY, MEpPeceKatolMMM CTPE/IKM HarpaBieHHOCTU
peakuuii, a B paMKe yKasaHbl Ha3BaHWs acCOLMMPOBaHHbIX AeeKTOoB. MaHrMo3ngpl
Ha3BaHbl B COOTBETCTBUWM C HOMeHKMaTypoli CBeHHepxosibMa. [MpocTpaHCTBEHHas
KoHtmrypauus npveefieHa NuLlb A1 HAYa/IbHOTO, HaMBOoMee KPYMHOro XMMUYECKOrO

coegnHeHunA.
Bai — ranakTosa; glc —rmwokosa; NAcgal—N -auetunranakrozamvd; NANAN—N -aueTunHeipa*

YuHoBasa kucnota; PC — thocthopmnxonmH.
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Bax, MOABMAAKTCA MYNOYHblE M MaxoBble TPbDKW, TUMEpaKy3na u
BMLUHEBOE KpacHOe MATHO Ha ceTyaTke. PebeHOK 3aMeTHO OTCTaeT
B CBOEM pa3BUTUM. YacTo Ha peHTreHorpaMMe BbISIB/ISIOT MPU3HAKK
MHOXXECTBEHHOro Au3ocTto3a. CMepTb 00bIYHO HacTynaeT B BO3pa-
CTe 00 2 neT B pe3ynbTaTe PecnmMpaTopHbIX WHMEeKLWIA.

6MpraHrnno3ngos, Tmn 2. Y pebeHka B Bo3pacTte 1—2 neTr
06bIYHO MOSABNSETCA aTaKCUs C OCTAHOBKOWM MCMXMYECKOro M MOTOp-
HOro pa3suTuA. B TeyeHne nocrefyrownx 6 mMec HacTynaeT COCTOS-
HWe, He MnoAAdaloLeecs SeYeHUIO. YBe/IMYeHWe TeyeHu, ecim N nMme-
eTca, W APYrnx BHYTPEHHMX OPraHoB He3HaunTeNbHO. PeHTreHo-
rpauyeckme M3MeHeHUS MUHMMa/bHbl. CMepTb HacTynaeT B BO3-
pacte 3—10 fIeT OT 6POHXOMHEBMOHUN.

Coobuaetca 0 60MbHbLIX CO 3HAYUTENBHLIMU PasNYUAMU B (e-
HOTWUME, HO C OAWHAKOBbLIM (hepMeHTHbIM JedeKToM. W3BecTHO O
ABYX cubnnHrax (B Bo3pacte 19 m 25 neT), KOTOpble A0 5-neTHero
BO3pacTa OblIM HEYK/HOXW, Ha PeHTreHorpamMMme Yy HUX BbISBASAIN
MUHMMasIbHbIE M3MEHEHUA B KOCTAX, WHTE/NEKT Obll He HapylleH.
Mo JoCTUXerum 3penoro Bo3pacta Yy HUX MOABUAUCL AN3apTpua Wt
yMepeHHbIe NPU3HAKU BOBneYeHus B npouecc LLHC. Y gpyrux 60sb-
HbIX C JgeMuMTOoM  -ralakto3ugasbl B MaTONOrMYECKWUn npovecc
6blI BOB/IEYEHbI KOCTW, YTO HarnoMuHano cuHgpom Mopkuo (MyKo-
nonucaxapngos 1V Tuna). Y aTux [AeTeill HapylweHWs WHTennekTa
OTCyTCTBOBaNW. BosbHbIE C YMCTBEHHOW OTCTa/IOCTbHO OT YMEPEHHOW
[0 BblpaXeHHO pgoxusann po Bospacta 30—40 net. B pgpyron
rpynne 60/IbHbIX C MWOK/IOHYCOM, BWLUHEBLIM MATHOM Ha CeTyaTke
N gemeHuMel, KakK 6bl10 NokasaHo, Obi0 BbISIBNEHO CHWDKEHME ak-
TMBHOCTU {5-ranakTo3ngasbl U rAMKonpoTenHcnanmasbl. Bo3MoXKHO,
Yy HUX OTCYTCTBYET 6efloK, HeobXoAuMbIi ANns arperaumm atux gep-
MEHTOB B CTabw/bHbI/, BbICOKOMOMEKYAPHbIA KOMIIEKC.

Y Bcex 60/bHbIX ¢ GMi-raHrnMo3nA030M 3aMEeTHO CHUDKEeHa akK-
TMBHOCTb KWUCNOM P-ranakto3mjasbl B fleiikoumMTax U KynbType KOX-
HbIX (hM6pobnacToB. B 6GOMLWNHCTBE MNOAO3PUTESIbHBIX Cly4Yaes
NCMO/b30BaHMEe CUHTETUYECKOro P-raslakTo3naa B KayecTBe cy6CcTpa-
Ta [O719 onpefeneHns aKTUBHOCTU |3-rasiakto3ugasbl MOXET MoAT-
BEPAUTL AMarHo3. ®epMeHT akTWUBEeH CO MHOrMMW p-rasakTo3nico-
Jepxawmmm cybcTpatamMmm opraHuama. OCHOBHble XMMMUYecKue coe-
OVHeHus BKOYaloT B ceba OMT raHrnmosung, r/IMKOMnpoTenHbl (U
obpasyrlwmecs U3 HUX OaMrocaxapufibl), KepaTaHcynbhaTononob-
Hble MyKononucaxapufibl. B 3aBucumocTv OT cneuundumyeckoin tep-
MEHTAaTMBHOW MyTauum uncye3aeT  CNOCOBHOCTb  FMAPON30BaTb
HEeKOTOpble U3 YKa3aHHbIX MOTEeHUMa bHbIX Cy6CcTpaToB U BCe cy6-
CTpaTbl, YTO NPUBOAUT K UX HaKOMMIeHWt. Y 60nbHbIX ¢ GMi-raH-
rNNO3MA030M Tuna 1 CHMKeHa aKTUBHOCTb B OTHOLUEHWMM 3TUX Cy6-
CTPaTOB WM OHa MOJIHOCTLIO OTCYTCTBYET; C 3TUM CBA3aHO BOBJ/ie-
YeHVEe B MaTONOTMYECKU npouecc rofIoBHOMO MO3ra OpraHoB U
KOCTeil. BosnbHble, Y KOTOPbIX B MPOLLECC BOB/EYEeHA B OCHOBHOM
CoeAuHUTENbHAA TKaHb, KakK MOXHO 6bl1l0 6bl  MPeanooXnTb,
[O/MKHbI Obl OT/INYATbCS 6OJIbLUE OCTATOYHOM aKTUBHOCTbIO -ra-
NaKTo3nAasbl B OTHOWeHUW GMi-raHrnmosnga WM MeHbllueil B OTHO-
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® pgoeHMM KepaTtaHcynbhaTonogobHbIX MyKonosucaxapugos. Mpu Tu-

f pe 1 3aboneBaHuss GMi-raHriMo3na HakanMBaeTCss B FOMIOBHOM
mo3re (B Kosuyectse, B 10 pa3 npeBblWAKOWEM HOPMY B CEpPOM
BelLLecTBE) U BO BHYTpeHHMX opraHax (B 20—50 pa3 Bbllle HOPMbI
B MevyeHW), a B MOCNeAHUX TaKXe KepaTaHcynbpaTonogobHble My-
Konosnucaxapuabl M onurocaxapuibl. MeHee TsXenble (OpMbl Xa-
PaKTEPU3YHTCA MEHbLUEN CTENeHb HaKOMEHWUS YrNeBofoB C p-ra-
JaKTO3UATEPMUHAIbHBIMUA KOMIIEKCAMMU.

Y 60nbHbIX Npu Tune 1 3ab6oneBaHUA OTMeYaeTCa BaKyonu3auus
HEeMpPOHOB, renaTouUTOB, MOYEYHbIX KAYBOYKOBbLIX W KaHasbLEBbIX
KNeTOK. BO BHYTpPEHHMX opraHax 06HapyXXuBakT MEHWUCTbIE TUCTUO-
unTbl. HakonneHue nNpoAyKTOB B TO/IOBHOM MO3re MNpuMBOAUT K TH-
XKEbIM  MOBPEXAEHUAM  HEPBHbIX KIETOK C AEMUESMHU3auuein u
rnnmo3oM. B nopaxeHHbIX HepBaxX BbIABAAT LMUTOMMIa3MaTUyYecKme-
MeM6paHO3Hble TesnbLa, CXOAHble C O6HapyXuBaembiMy Mpu 6ones-
H1 Teda — Cakca. BTopuuHOe BOB/eYeHMEe B npouecc 6enoro Belle-
CTBa COMPOBOX[JAEeTCA CHWKEHWEM Kofn4yecTBa Lepebpo3naos U
CynbaTnaoB, 4YTO onpefenseTca BO Bpems ayToncun. CxopHble, HO
MeHee BbIPXEHHbIE, M3MEHEHMS O0OHApPYXXUBAKT MPU HBEHWUSIbHbIX
thopmax GMi-raHrnmosmgosa. [letanbHo 6bL10 06C1ef0BaHO HEGO/Tb-
LWoe 4mcno 60SIbHBLIX CO CTEPTbIMU (hopmMaMn 3abosieBaHUA.

OwnarHo3 Bcex ¢opm GM i-raHrivo3ngo3o8 OCHOBbLIBAETCA Ha Bbl-
ABMEHNN CHWKEHWS aKTMBHOCTWU KWC/OW p-ranakto3ugasbl. 3aborne-
BaHMe TuMna 1 N0 KAVHWMKE MOXHO NPUHATHL 3a OnpegeneHHbIli My-
Konosvcaxapmgos wiv MykKonmnuaos. B 60nbLUIMHCTBE C/lyyaeB npu
GMi-raHrnvosngose Mykononuvcaxapuaypms OTCYTCTBYeT, a uccne-
[JOBaHMe (hePMEHTOB JIEMKOLMTOB M KOXHbIX (rbpobnacTtoB nog-
: TBEpXJaeT AMarHos. Y 60MbHbIX C cuHApoMamu [ypnepa wnun yH-
Tepa MOXET OblTb CHMXXEHa aKTMBHOCTb KWCMOW p-ranakTo3naasbl
B NeyeHW BCNEeACTBME BTOPUYHOIO HAKOMIEHUS MYKOMosmcaxapupios.
Mpn ob6cnegoBaHUN POAUTENE Y HUX BbISIBASIOT MPUMEPHO BABOE

mCHMXEHHYI0 aKTUBHOCTb p-ranakro3ufasbl, YTO yKa3biBaeT Ha ayTo-
IcOMHO-peLeccuBHbI TUN Hac/neAoBaHWUSA. YCNEeWHbIM OKasasncs mnpe-
)XKHaTa/lbHbIA AWArHO3 C WCMOMb30BaHWEM Ky/bTypbl K/AETOK aMHUO-
XXTMYECKOM XUAKOCTU N BOPCUHOK XOpMOHA MpW BCeX Tunax gdeduum-
II'Ta p-ranakto3upasbl. CrieumMdurueckoe neyeHMe OTCYTCTBYET, XOTA
MHEKOTOpPblE OpToneAuyeckne npouefypbl MOTyT O0Ka3aTbCAa MoJes-
Biibimy ans 60nbHbIX 60/Mee cTapliero Bo3pacTa C KOCTHOW naTtosio-
wrueid. MpoOrHo3 B OTHOLEHWM ML CTapLUero BO3pacTa He YTOYHEH.

| cm 2ranrnmnosnpgossl

K aToii rpynne reHeTM4yeckux 3aboneBaHWi OTHOCATCA Ccly4vau
ILlepebpanbHoOi dereHepaumu, npu KoTopbix OM2raHrivosugpl 1
\ CBA3aHHbIE C HUMMW T/IMKOC(MHIONUNUABLI  HaKanjnuealwTCcA B pe-
N3ynbTaTte pgeuumta Cneunuyecknx rekcosamuHuaas uam cUHro-
SlunnpakTueupytowero 6enka, HeobxoAUMbIX AN WX KaTabonm3ama

(cm. puc. 7-27; puc. 7-28).
BonesHb Tesa—Cakca, wam OM2raHramosngo3s Tuna 1 3abo-
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Hax, apuTpoumTax u nenkoumntax: fuc — dykosa; NAcglc—N-aueTnrnoKo3amMmH
ocTa/lbHble 0603HaYeEHUsI CM. puUc. 7-27.

C(HUHIO3UH b
XKNUPHas KUCNoTy

neBaHVe, U3BECTHOe TakXe KaK WHMaHTW/bHasA cemeliHas amaBpo-
TUYecKas WANOTUSA, 3aK/Mo4aeTcsa B MaTONOMMYECKUX  N3MEHEeHUAX
rnaBHbiM o6bpasom B LUHC, xoTa B HelipoHax Bcero opraHvsma
cofepxarcsa TUMUYHbIE MEMOPAHO3HbIE LUTOMNMNa3MaTUYecKne Tesbla
Co BpemMeHeM HelipoHbl paspylalTca. MukporamanbHble KETKU
nponugepupiyoT, HabyxatoT W NepenofiHATCA 60MbWNMW  FPaHy-
namn. B cnvHHOM MoO3re MOryT MNPOWUCXOAUTb aHanoruyHble n3Me-
HeHWs, npuvyeM K/ETKU MepefHUX poroB cTpagalT B 6onbluel
CTerneHW, YeM KNETKU 3afHUX U BOKOBbIX. ¥ 60nblieid yacTu 60/b-
HbIX Ha ceTyaTKe MNOSIBNSEeTCA BWULUHEBO-KpacHoe nATHO. pu anek-
TPOHHO/ MWKPOCKOMMM B MNeYeHW W APYIrMX  OpraHax BbISABASAIOT
MembpaHO3Hble UMTOMa3MaTuyeckme Tesbla, XOTH WCTUHHOro Ha-
KOMNJIEHNS X B GOMbLUION CTENeHW MOXEeT W He npoucxoauTb. Me-
HUCTble K/IETKM B KOCTHOM MO3re BbISAB/AKTCA He Bcerga. Hecno-
COBGHOCTb rekco3aMmHugasbl A pacwennsats CM 2raHrivosug npu-
BOAUT K 100-KpaTHOMY MOBLILWEHWIO €ro ypoBHA B FO/IOBHOM MoO3re
y fetein npu 6onesHn Tes—Cakca. CM 2raHrnmo3ug B HeboNbLUMX
KO/IMYecTBax BXOAMT B COCTaB rO/IOBHOMO MO3ra B HOPME, HO OH
npeacTaBnseT cob60li NPOMEXYTO4YHbIA MNPOAYKT pacnaja B HeM
Ba)KHEWNLINX FaHIIM03nA0B.

Knaccnyeckue nposABneHNA Hayana 3aboneBaHusA
BK/tOYalOT B cebs OTCTaBaHWE MCUXOMOTOPHOrO PasBUTUSA U MCUXO-
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MOTOpHble HapylleHus nocne 4—6 Mec HOPManbHOro pasBUTUA, &
TaKXXe pe3Kyl peakuuio 3a 3BYK. Bckope npucoeguHsaoTcs rmno-
TEH3Us, yTpaTa MHTepeca K OKpyXawLlemy, HecrnocobHocTb yaep-
XXMBaTb rofioBy, anatus. B panbHelilleMm MOXeT MNOABUTLCA BULLHE-
BO-KpacHOe MATHO Ha ceTyaTKe. 3aTeM MPUCOEAUHAIOTCA CyLOPOrn»
a B Janeko 3awejwunx cTagmsax 3abosieBaHWs ncde3aeT OTBET Ha
BHELUHWe CTUMY/bl. [0n0Ba yBeNMUMBAETCA B pasMepe M B puHasb-
HOM cTagun 3aboneBaHUs pa3BMBaETCA sABHad Makpouedanus.
Bucuepomeranus He onpegensetca. B 6onbwnHcTBe cny4daeB 3ab0-
NeBalOT BOCTOYHOEBPOMENCKME €eBpeu, HO MOryT 3ab0/ieBaTb TaKXe
niua gpyrux nonynsyumi.

AnarHocTMUYeCcKNn TecT, MUCNOMb3yeMblA AN ANArHOCTUKM'
6onesHn Tea—Cakca, 3akawo4vaeTcs B OMNpPeAeNneHnM  aKTUBHOCTM
n3oepMeHTa rekco3ammHMAasbl A B CbIBOPOTKE, NerkoumTax, cre-
3ax, KOpPHSX BOMIOC WM KYNbType KOXHbIX pubpobnactos. O6uian
aKTMBHOCTb FeKCO3aMMHMAA3bl MOXeT O0CTaBaTbCA B Npejenax Hop-
Mbl, HO MOYTU MOSIHOE OTCYTCTBME aKTMBHOCTW KOMMOHeHTa A npu-
BOONT K 6onee 4yemM 50% CHMXKEHUIO €e aKTUBHOCTW, 4YTO MMEET
AnarHocTuyeckoe 3HayeHue. Hocutenu 3abonesaHuss 6bin naeH-
TUPUUMPOBaHbI Cpean Nul, B aHamMHe3e KOTOPbIX OTCYyTCTBOBaU
Kakne-mbo yKasaHMs Ha CeMelHblii xapakTep 605e3Hn Tes—Cak-
ca, M cpean CynpyXeckux nap w3 rpynnbl pucka, 4To npegoTspa-
TUIO0 HEeoBbXO0AMMOCTb FEHEeTUYECKOro KOHCY/bTUpOBaHusA. bbiin 06-
cnefoBaHbl 60s1ee 500 000 340poBbIX /ML, YacToTa HOCUTENbCTBA
cpeau eBpeeB-alllkeHa3u coOCTaBffna MpuUMepHO oauMH Ha 25. Peko-
MeHZyeTCA BCeM €BPEeMCKUM CynpyXXecKum napam BOCTOYHOEBPO-
MencKoro MpOUCXOXAEHUS MNPOBOAUTL TECT Ha BbISBIEHWE  HOCU-
TeNbCTBa, YTO AACT BO3MOXHOCTb MpeaoTBpalleHns 3aboneBaHuS.
MNpeHaTanbHbIi AMArHO3 BO3MOXEH MpW uUcCnefoBaHUM BOPCUH XO-
prvoHa M aMHUOTUYECKOWN >KUAKOCTU.

MomMuMO nogaepXxuBaloLleli Tepanuv MpM MNPUCOEQUHEHUU  WH-
(ekunini B NO3gHUX CcTagusax 3abofieBaHUS, KakKoro-nnmbo cneuungu-
YECKOro sieyeHMss HeT. BonbHble 06bIMHO  yMUpalT K BO3pacTy
3—4 net. Y HOcuTene naTosIorMyeckoro reHa CcuUmMnNTomMaTumka oOT-
CYTCTBYET.

bone3Hb CaHpaxotptha, vwm OMZraHrnmosngos Tuna 2 (wmn O1
BapuaHT). 3abosieBaHMe 06YCMOBNEHO OOLWWM CHUXEHMEM aKTUB-
HOCTM rekcosammHugasbl (ee kak A, Tak 1 B-nsoepmeHTbl), 4TO
NpMBOANT K HaKOM/EHWUO He To/bKo OM 2raHrnvosmnga B rO/I0BHOM
MO3re, HO W ApYrnx TePMUHaIbHbIX P-reKco3aMUHUATINKONNNNAO0BY
FNIMKONPOTEKHOB WM ONINrocaxapuioB B FO/IOBHOM MO3re W BHYTpeH-
HUX opraHax. KnuHWYeckue CUMMNTOMbI CXOAHbl C TaKOBbIMW MpU
6onesHn Tes—Cakca, HO NPV 3TOM [AOMOSIHUTENBHO B MPOUECC BO-
B/IEKAlOTCA BHYTPEHHME OpraHbl. B ro/foBHOM MO3re cofepXutcs
YBennyeHHoe B 100—200 pa3 konnvectBO OM2radHrivosvga n B
50— 100 pa3 konnyectBo GA2 acmanonpoussogHoe GM2 B neyeHu,
MoyKax MW Ccefie3eHKe Pe3KO YBEe/MYMBaeTCsa KOMM4YecTBO rnob6o3uaa,
OCHOBHOrO rnMKocuHronunuaa sputpountos (cm. puc. 7-28). OT-
CyTCTBME AaKTUBHOCTM rekco3amuHugas A n B npuBoguT K Hapy-
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LWEeHWIO pacnaja BcexX 3TUX FNUKOCUHronunuaos (cMm. puc. 7-27 m
7-28). AnarHo3 6one3Hn CaHaxoda MOXET OblTb YCTaHOBMEH NpwU
N3yYeHUN CbIBOPOTKMW, NMa3mbl, NEMKOUNTOB WM KY/bTUBUPOBAHHbIX
KOXHbIX (hnbpobnactoB. Hocutenn monyT 6bITb MAEHTU(MULMPOBAHDI
npu nccnefoBaHUN Tex XXe TKaHeil, BO3MOXEH W npeHaTasbHbIl
AnarHo3. He OTMeYeHO MOBbIWEHNS 4acTOTbl 3a60/1eBaHUA B CEMbSX
BOCTOYHOEBPOMENCKUX EBPEEB.

KOBeHUNbHbIA OM2raHrnno3suao3, unam Tin 3. Ans 3Toro Tuna
3aboneBaHua TUNMYHO Goniee no3gHee, yYem npu 6onesHAx Tea—
Cakca u CaHgxotha, Hayasio. ATakcusa W Mnporpeccupytlowiee oT-
CTaBaHWe TMCMXOMOTOPHOIo pasBUTUSA HauyMHaOTCA B BO3pacTe 2—
6 net. PebeHOK yTpaumBaeT CMOCOGHOCTb FOBOPWUTb, Yy HEro npo-
rpeccMpyroT CcrnacTUYHOCTb, aTeTOMAHOE MOSIOXKEHNE KUCTEN, PyK u
HOr W Manble fABurate/lbHble Napokcuambl. CMepTb HacTynaet B
Bo3pacte 5—15 neT. OpraHomeranus, KOCTHble geopmauum v ne-
HUCTble KNeTKM He BbISBAAOTCA. CnenoTta pasBuBaeTcs B 60see
nosgHue crtagum 3aboneBaHus. Y 60/IbHOrO BbIPaXeH HelipoHab-
Hbli NMNUAO3, HakanausatoTcs CM 2raHrnnosmabl BCAeacTBME Ya-
CTUYHOro fdeduumta rekcosamMmHugasol A. JnarHos, naeHTupunKaums
HOCUTeNeil M npeHaTaNlbHbIi AMArHO3 OCYLLEeCTB/AIOTCA MyTem uc-
cnefoBaHUA aKTUMBHOCTU reKco3aMUHUAA3bl A.

Y HeKkoTopbIX 60/bHbIX NPy nogo3peHnn Ha OM 2raHrnmosnaos
MPU BBINO/IHEHUWN OBbLIYHbIX AWNArHOCTUYECKMX TeCTOB Oblna BbisB/Ie-
Ha HOpMasibHas aKTMBHOCTb rekcodammHugasbl. OgHaKo HapylleHue
meTabonmnama OM 2raHrnnosuga oOnpefensnu npu ucciefoBaHUN
CMMHHOMO3r0BOI >XWAKOCTW, B KOTOPO/ €ero KOonu4yecTso Obl1o cy-
LLEeCTBEHHO YyBe/MYeHo. Bblno BbigeneHo ABa Tuna O60MbHbIX: MNep-
BblA, 0603Ha4eHHbIi AMB, XxapakTepusyeTcs AeeKTOM reKco3amu-
HUAasbl A 1 ANarHOCTUPYeTCsA NPU UCNOJSIb30BaHMM HOBOrO Cy/fba-
TUPOBaAHHOIO (h/1lyOPOreHHOro WKW ecTeCTBEHHOro cybcTpara; Apyroi
TN, 0603HaYeHHbIN AB, XxapakTepun3yeTcs MOHVMKEHHOW KOHLEHTpa-
umeli HeobxoguMoro 6enka-akTueaTopa CPUHronMNMga B KynbType
KOXHbIX (hMbpo6nacToB 1, BO3MOXHO, B neikouuTax. [peHaTasnb-
HbIA AnarHo3 aTux ¢opM 3aboneBaHWs NPeACcTaBNAeTCH BO3MOXHbIM

Bbliv BbiSBNEHbI M B3pOC/ble C HU3KOW aKTMBHOCTbIO TFEKCO3-
aMMHUAA3bl. Y HEKOTOPbIX M3 HUX OMpeensany BapuaHTHYH (opmy
CMNMHHOMO3)XEYKOBOW fJereHepaumn (atakcus, MbilleyHas aTpodus,
per cavus, cBucalLWas CcTona, CnacTUYHOCTb, AN3apPTPUS N HeHapy-
LWeHHbIA WHTENNEeKT), B TO BPeMa KakK Apyrve crpaganam ncuxoTu-
YeCKMMMU HapyLweHUsAMWU. 3T HeOoOblYHble CUMMTOMbI CBA3aHbl C pas-
NVYHBIMW MYTauusMW a- U p-Cy6befnHUL, BXOAALMNX B COCTaB rek-
co3amMmumHmaasbl A.

dYKO3NA03

3abosieBaHME NPOTEKAeT MO MeHbLUel Mepe B ABYX KIUHUYECKUX
thopMax ¢ MpU3HaKamMy WM CUMMTOMaMKW, TUMWYHBIMA W AN OPYTruX
00/1e3Heil HakomnsieHusi. Bce KAMHWYECKME BapuaHTbl XapaKTepusy-
l0TCS AeULUMTOM aKTMBHOCTU JIM30COMAsIbHOW a-PpyKo3uaasbl, UTO
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NPUBOANT K HAKOMJEeHUIO (hiyKo30coAepxKawmx rMMKOCHUHIonnMnnaos
(c™m. puc. 7-28) BO BHYTPEHHUX opraHax u (hykKo3ocofepxalimx onun-
rocaxapvoB W T/INKOMNPOTEMHOB B TO/IOBHOM MO3re W BHYTPEHHUX
opraHax. ®ykosa BXOAWUT B COCTaB [J/IMKOMPOTENHOB W T/IUKONMU-
[OB C aKTUBHOCTbKO rpynn kposu (A, B, H wn Lewis) wn gpyrux
FIMKONPOTEMHOB, BK/OYAsA  UMMYHOr/100y/MHbI,  LEepy/onnasmumH,
TpaHC(EPPUH M HEKOTOPbIE TOPMOHBbI.

MaTonoroaHaTOMMYECKN TenaToumTbl MJIOTHbIE N OCMOMUIbHbIE,
cofep>aT MHOrOC/0MHbIe MnacTUHYaTble CTPYKTYPbl, HanoOMUHak-
Wwre no ¢gopme oTnedvaTku NanbueB. KneTtkn Kyndgepa (3Besguatble
PeTUKY/I03HACTENINOLNTLI) NEePenosiHeHbl FpaHyiammM U MHOronna-
CTUHYaTbIMM CTPYKTypamu. [pu 3M1eKTPOHHON MWKPOCKONMK neye-
H/ BbISBNAIOT Barayosv, CXO4Hble C TakOBbIMU Mpu cuHApome [yp-
nepa. B UHC kaxpas HepBHasd K/eTKa YBe/iMYeHa B pasmepe,
UMeeT Kpyrnoe WM OBa/ibHO pPacrosioXeHHoe A4po. KneTkn Bbl-
rNAgAT NycTbIMA WM 3amnofiHEHbl rpaHynamu, cnabo 6a3o(guiibHbIM
nin P AS-NONOXNTENbHLIM MaTepuasioMm. MHOrme HeipoHbl yTpa-
YeHbl, & OCTaBLUMECA BaKyO/IM3MPOBaHbl, NOA0O6HO FNNa/bHbIM KieT-
Kam. HapylwaeTca MWennHU3auus, U naTtosioroaHaToMnyeckias Kap-
TWHa HanoOMWHAEeT TaKOBYK MNpu CyAaHOMWIbHOM NeinkoanucTpohumu.
B neyeHn n 6enom BeleCcTBe rO/IOBHOMO MO3ra OMpefensoT MHO-
royncneHHble mMakpodaru. Ky/nbTUBMPOBaHHbLIE KOXHble (hnbpobdna-
CTbl cofep>kaT MNyCTble BaKyo/u, B KOTOPbIX MHOrAa BbIABAAIOTCA
nnacTMH4YaTble BK/HOYEHUS.

bonbllas 4yacTb KAMHWYECKMX MPOSAB/EHWI CBSA3aHa C MaTosno-
FMYECKMM HaKOM/JeHVWeM TIMKOCHPUHIONNNNAOB U T/IMKOMPOTEVNHOB B
neyeHu, cepfue M ronoBHoM mosre. OTMeYalTCA TakXe MPU3HaKU
JIN30COManbKOro HakorM/eHMs B COCYAUCTOM 3HAOTeNNW, 3NUTeNuun
3KKPWHOBLIX MOTOBbIX Xene3 n ¢ubpoumTax. Mpu 6onblwein cTeneHn
NMOpaXXeHNs BbIPaXKEHbl  HApyLIEHWSA  MCMXOMOTOPHOrO pPasBUTUSA,
HEBPOJIOTMYECKME CUMMNTOMbI, B TOM YMC/e CYyAoporu, M KOCTHble
Jehopmaumn, BbiISBASAOWMECA K KOHLY 1-ro roga >Xu3sHu (hiykosu-
fo3 | Tuna). MoryT npucoeguHUTLES MUOKapAUT M Kapguomera-
nna. CoobuiaeTca 0 HWU3POCAOCTW, Makporaoccuu, rpybbix yepTax
nnua, BbICTyMaloLWein NOBHOM KOCTW, CMAacTMYECKOW aTakcuu, rena-
TOMeranuu, CrnjaeHoOMerajinu, MOBbIWEHUM YPOBHA X/0puga Hatpus
B MOTe, OTCTaBaHUN pa3BUTUA. CKeNeTHble aHOMauu COCTOAT B
MOACHWYHOM KW(O3e, KOHTpakTypax 6enpa, KOJIEHHbIX, FOIEHOCTONM-
HbIX W NIOKTEBbIX CYCTaBOB, a TakXke B gedopmaunun pebep. dyko-
31003 |l TMna MOXeT HayaTbCA B paHHeM [eTCKOM BO3pacTe, HO
NpoTeKaeT MepsieHHee. [lepBOHaya/lbHO HapyLEeHUA MCUXOMOTOP-
HOro pasBMTMA W HEBPOJIOrMYecKass CUMMTOMATMKa He CTO/Mb OT-
4yeT/MBbl, HO B 06onee no3gHell cTaguym 3aboneBaHWs YMCTBEHHast
OTCTaNOCTb CTAHOBUTCA BbIPWKEHHOW. Y 60MbHbIX OTMEYeHa TeH-
JeHUMs K HOpMa/slbHOMY COJepXXaHWI0 3/1eKTPONIUTOB B MOTE, MeHee
BblpaXXeHHbIM KOCTHbIM M3MEHeHUAM, OTCYTCTBMIO renaTtocrjieHome-
rannun. KoxkHble HapylleHWsi, HanomuHawowme ANPIHY3HYO aHrmo-
KepaTtomy, xapakTepHylo ans 6one3Hn ®abpu, MOXHO BbIBUTb B
Bo3pacTe 5—7 fieT.
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KnnHnyeckne nposABAEeHMWS Mpu TOM W ApYyrom Tune
(hyKo3nao3a MOXET HarnoMUHaTb MyKONoaucaxapuaos uam mykonu-
nnao3. B moye 06bIMHO OTCYTCTBYHOT MYyKOMoOAMcaxapupibl, 4dalie B
Heli onpefenslTcs (yko3ocofepxawme onurocaxapugbl. Y 601b-
WKnHCTBa 60/bHBIX NMMQOUUTBLI BaKyOoNNM3UPOBaHbl. [lMarHo3 nog-
TBEPXKAAETCA MPU BbISIBNEHUN O6LLET0 CHVKEHUA aKTUBHOCTU a-(y-
KO3nfasbl B fIEMKOUMTaxX WM KynbType KOXHbIX (Pubpo6nacTos.
HacnepoBaHne ayTOCOMHO-peueccMBHOe. [lpeHaTanbHbIM AnMarHos
OCYLLECTB/ISIETCA MPU UCCEA0BaHMM KyNbTypbl aMHMOTUYECKUX Kile-
TOK. Bbicokad uacToTa 3aboneBaHUs BbiSiBleHA Y WTaIbSAHUEB U
NCMaHOA3bIYHbIX amMepUKaHLEeB.

NNeyeHne TOMbKO CMMMTOMATUYECKOE. BHMMaHUA 3acnyxwusa-
10T gerngpataums M MOBTOPHblE PeCcnMpaTopHble WH(eKUun y Hau-
6oniee TSHKeNo 60MbHLIX. Jluua ¢ Hambonee TSHKeIbIMU  opMamm
3aboneBaHMsA 00bIYHO ymuparT B Bo3pacTe Ao 10 neT, B TO Bpems
Kak npu 6onee nerknx popmax NPOAO/DKMTENBHOCTb XU3HU MOXET
pocturatb 30 ner.

BOJIESHb ®ABPU

3To 3aboneBaHue, paHee Ha3biBaeMoe ANGPGY3HON aHrMokepa-
TOMOW, NpeAcTaBnseT CO60M CUEMIEHHOM € X-XPOMOCOMOW NIMHUAO3.
Y 60MbHbIX MYXCKOro Mofa KIWHWUYECKU CUHAPOM MposiBAseTcs
MONHOCTbIO, B TO BpPemMs KaK y FeTEepPO3UroT >KEHCKOro Mnosa MOXeT
NPosABNATLCA OOHVMM  K/IMHMYECKMM MPU3HAKOM 1M 6onee, 4To
MHOrga npeacTaBnsieT coboii cepbe3Hble Mpobnembl An8 340POBbS.
MypnypHble TOYeUHble aHITMOKEPaTOMbl, PACMO/IOXKEHHbIE MO  TUMy
«KyNa/iIbHOr0 KOCTHOMa» CYMTaNN  MAaTOFHOMOHWYHBIM  MPU3HAKOM
ana 6onesHn ®abpu, O4HAKO B HacTosilee BpeMs WAEHTUYHbIe
N3MEHEHUS BbISBAAKT Yy 60/bHbIX C ONpefeneHHbIMU TUnamu QykKo-
31403a U cnanmposa. Y HekoTopbIX 60/bHbIX C AMAarHOCTMPOBAHHbIM
cMHApomMoM ®abpu OTCYTCTBOBA/IM WM3MEHEHUS HA KOXE U MOMYyT-
HEeHVs POroBuLpbl.

bonesHb ®abpum 06ycnoBneHa CHYDKEHWEM akKTMBHOCTW a-ranak-
TO31Aa3bl, OTBETCTBEHHOV 3a pacllensieHne TepMUHaNbHbIX [MKO-
nMNuaoB a-ranakto3mna. OCHOBHOWM HakanaMBawwmica NpPoayKT —
3TO Tpurekcosunuepamuf, obpasywowmiica B pe3ynbTaTe BO3LeNcT-
BUS 3-TeKCO3aMUHMAA3bl Ha N10603na, BaXHEWWWA [NNKOCHUHTO-
omnung, aputpounToB (cm. puc. 7-28). [JanbHelwwnii pacnag Tpu-
rekcosusuepammga TpebyeT yyacTus Ccneunduyeckolr a-ranakrosu-
[a3bl, Ha3blBaemoli a-ranakTo3naasoi A, KoTopas yTpaumBaeTcs
npu 3ToM CcUHpoMme. [pyroil HakanaMsaloWMcs MNPOAYKT Auranak-
TO3unuepamunj, BbISIBNSETCA [NaBHbIM  06pa3oM B TKaHW  MOYek.
Y 60fbHbIX C FPYyNnoi KpoBM B MOXeT MpucyTCTBOBATb AOMOJHU-
Te/NbHbIA MPOAYKT HaKOMAEHWUs, YTO He KOPPEeUpPoBaio CO CTeNeHbIo
TSXKECTU K/IMHUYECKMX MNPOSIBNEHUA. TPUTeKco3na- 1 auranakto3un-
Luepamui HakanjuearlTCA BO BHYTPEHHUX oOpraHax, OCO6eHHO r
MbilLe Cepaua M MoYevHbIX KaHanblax M Kaybouykax, Kpome TOro,
B 3NUTeNMM BCEX COCYAO0B, rMnogum3e, aBTOHOMHbIX HEMpOHax AS9H-
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wedasbHOM 06/1acTM 1 CTBOMA FOMIOBHOFO MO3ra, Me3eHTepuasibHOM
N NOACAN3UCTOM CMETEHUAX >KeNyLOYHO-KMLIEeYHOro TpakTta W B
60/IbLUMHCTBE CKEeNMEeTHbIX Mblwl,. [py unccnegoBaHMM NOPaXKEHHbIX
TKaHen BbISBASAT MeNKue cygaHouibHble, PAS-NonoXutensHbie
rpaHy/sibl M NeHUCTble KNeTKW. Mpu uccnefoBaHMM KOCTHOrO Mo3ra
B TMCTMOLMTAX OMPEeAensT TrpaHynsapHbIi  MaTepuan, MNpU3HaKu
aHeMnn UM Apyrve remaTtosiormyeckme MNPOSIBNEHUS OTCYTCTBYIOT.

HakonseHve nunugHoro Mmartepuana B cocyfax o06ycrnoBnnBaeT
60/blIY0 4YacTb CUMMNTOMATMKW. bonesHb ®abpu He OTHOCUTCA K
3ab0/1€BaHMAM paHHEro [eTCKOro BO3pacta, HO MHOrMx 60/bHbIX
BbISIBNAIOT B Bo3pacTe A0 10 neT B CBA3WM C WX >kanobamm Ha 6011
B PpyKax W Horax, HapylleHuem MOTOOTAeNeHUsl, HeoObACHUMOIA
NpoOTEVHYpPWeR, NpUCTynaMy NNXOPajo4yHOro COCTOSHUSA W HebOosb-
UMM 4YMC/IOM NYPNYPHbIX BbICbIMNaHWi Ha Koxe. Mo mepe nporpec-
CMpOBaHMSA 3abosieBaHMS MOSIBASAOTCA Xanobbl Ha 6GbicTpyto (yTOM-
naemocTb (B pesy/ibTaTe HaKOMIEHUA IUMUAOB B CKENETHbIX MblLL-
uax), CHWKeHMEe OCTpPOTbl 3peHuss (NOMYTHEHWE POroBULLbl, W3BU-
TOCTb COCYAOB CETHYATKM W KOHBIOHKTMBbLI, KaTapakTbl) W MOBblLUe-
HWe apTepuanbHOro faeneHus (NPoJosKarolleecs OT/IOKEHWE Nn-
NMO0B B KPOBEHOCHbIX COCyAax). 3T OTNOXEHUSA MNOCTENEHHO npu-
BOOAT K CEpAeYHOM M MOYEYHON HefocTaTOYHOCTM B Bo3pacTe 30—
40 net. CoobwaetTcAd O MNCUXOIOFMYECKUX HapYLUEHUAX, KOTOPbIe,
BO3MOXXHO, CBSiI3aHbl CO CHWXEHWEM KpPOBOTOKa M TPOM6030M COCY-
[l0B rOMI0BHOr0 MO3ra.

BO3MOXXHO MOBbILLEHWE YPOBHA TpuUrekcosunuepamMmmnga B ouonTa-
Tax, 0CafKe Mouu, KynbType KOXHbIX pnubpobnacTos; AMarHo3 oc-
HOBaH Ha CHWXEHWW aKTMBHOCTU a-ranakro3mgasbl B Mnaa3me, Moue,
nenkoumTax, cnesax, KynbType KNeToK KOXW, OnpefensieMoi ¢ nomo-
Wb CUHTETUYECKOro cybcTpata 4-meTunymbennugepun-a-0-rana-
KTo3nga. KynbTvBMpoBaHME aMHUOTUYECKMX KIETOK AaeT BO3MOXHO-
CTb OCYLLEeCTBUTb MpeHaTa/lbHbIi AnarHo3. eTepo3nroTbl XEHCKOro
nona MoryT O6bITb WAEHTU(HMLMPOBaHbI MyTeM WCCNefOBaHUSA CbIBO-
POTKW, NENKOLNTOB, Ky/bTypbl KOXHbIX (prbpo6a1acTos.

HecmoTpsa Ha To 4To 3abosieBaHMe MOXET MpoTeKaTb 6naronpuaT-
HO go Bo3pacta 20—30 neT, MHorga paHo HacTyrnaeT CMepTb B pe-
3y/bTaTe CepAevYHO-COCYAUCTbIX OCMOXKHeHWi. bonn B Mbiwuax pyk
Y1 HOT Y BO/IbLUMHCTBA 60/IbHbIX MOTYT C NEepeMeHHbIM YCNexom Kymnu-
poBaTbCa gudeHUNrngaHTonHom (200 mr/cyT) mnm kapbamasenmHoOM
(200 mr/cyT). JleyeHre NpU MOYEYHOW HEAOCTATOYHOCTWU MNyTeM Awna-
Nn3a 1 BO3MeLLeHMEM HefoCTaloLwero epmeHTa BBEAEHWEM LeNbHOM
nnasmbl M OYULLEHHOIO MpenapaTa a-rajlakro3naasbl HOCUT 3KCNepPU-
MeHTa/IbHbIV XapakTep.

3aboneBaHne HacnefyeTcs MO CLEMIEHHOMY C X-XPOMOCOMOW Tu-
Ny, U y HeKOTOPbIX >XEHLUH-HOCUTEeNel MPOSBASAETCA HEKOTOPbIMU
npu3Hakamu. [laHHble CEMENHOro aHamHe3a C yKasaHweM Ha ciydvau
PaHHel cmMepTW NWL, MYXCKOro rnofla € yKasaHHOl CMMMTOMAaTUKOW,
JomkHbl HaBOAUTbL Ha MbIc/b 0 6one3Hn ®abpu. Co3gaeTca Bnevat-
NEeHVe, 4TO NpeapacrnonOXeHHOCTb K Heil NN Kakoi-To onpegeneH-
HOWM 3THWUYECKOW rpynnbl OTCYTCTBYET,
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BOJIESHb IOLWUE

bonesHb lowe BKNWOYaeT B ce6A TpU KIMHUYECKME OTrPaHUYEH-
Hble TeHeTUYEeCKMe efuHMLbI, CONPOBOXAAILNECH HAKOMEHNEM K-
Ko3uauepammga  (rnoKouepebpo3ng) B PETUKYNO3HAOTENNANLHOM
cUCTeMe, 4acTo crsieHoMeraamei, pa3HoobpasHbIMU KOCTHbIMU N3Me-
HEHUAMWN N NOSIBMIEHNEM XapaKTepHbIX KIETOK [oLwe B KOCTHOM MO3re
N BO BHYTPEHHMX opraHax (cm. puc. 7-25, 6). PasnuyaloT Tpyn Tuna
60ne3Hm Mowe: TMn 1 (B3pOC/bIA, XPOHUYECKUIA WM HeHelponaTu-
4yeckmin); TMn 2 (OCTPbIA HelponaTuyecknii, UM WHMAHTUNbHbINR);
MmN 3 (NogocTpbii HeMponaTUYecKuii, WM OBEHWU/bHBIR). K co-
XaneHuto, 3T TEPMUHbI He Bcerfja OTpaXkalT BO3pacT, B KOTO-
pomM HauuHaeTcs 3aboneBaHVe, WM €ro TSHKeCTb. Y MHOIMMX «B3pPO-
C/bIX» 60MbHBLIX BbIPaXEHbl KOCTHble W3MEHEHUS U CrjieHOMeranus,
obycnoenuearllas Heo6x0AMMOCTb CM/IEHIKTOMUM [0 OKOHYaHusA
nepsoro 10-neTma XW3HW, B TO BPEMSA Kak y ApYrux 60MbHbIX Awnar-
HO3 He pacno3HaeTca Ao so3pacta 80 nert.

KneTkun Fowe TununyHbl Ana 3aboneBaHnsi, XOTA CXOAHbIE C HUMMK
KETKM BCTPeyalTca MNpy MUEOreHHOM JfleiiKo3e, B pedKuX Cny4asx
npu NoATBepPXAEHHOV 60Me3Hn [owe OHW OTCYTCTBOBAIM B KOCTHOM
Mo3re. 3TU BepeTeHOOOpa3Hble TUCTMOUUTbLI padMepoM 15—85 MKMm
coAEepXaT O4HO AP0 WIN HECKOSIbKO ManleHbKMX MMOTHbIX A4ep, pac-
MOJSIOXKEHHbIX 3KCLEHTPUYHO. WX uMTOnNasMa OkpalleHa B rosy6oii
UBeT, MMeET BWJ CMATOrO LUeJIKa, YeM OHW OT/INYAKOTCA OT MEHUCTbIX
KIETOK, TUMWNYHbIX ANA Apyrvux nunugo3os. KneTku [owe npeacta-
BNSAOT CO60M MNPOU3BOAHOE PETUKYNSAPHBLIX WM  CUHYCOMAA/IbHbIX
3HAO0TEeNNaNbHbIX KIETOK U 06HapPY>XMBAIOTCA B KOCTHOM MO3re, cesne
3€HKe, MeyYeHW, Nerkux, MMmgaTnyeckmx ysnax u UHorga B rosioBHOM
Mo3re y 60MbHbIX, YMepPWUX OT WH(PaHTUbHOW (opmbl 601e3HM
Knetkn lowe nofoXMTesibHO OKpawimsaloTca npu PAS-peakumun u
cofepxaT Kucnyr ocgaTtasy.

Bce knvHMYeckne npobnembl y 60MbHbIX CBA3@HbI C HaKOMIEHWEM
rMKo3unuepammia B pesyfibTaTe CHVDKEHUS CreuudUYeckoin akTuB
HOCTW |3-ranakTo3mgasbl, He06XoAMMOWN AnA ero pacnaga. nmkoswn -
uepamuj BXOAMT B cocTaB 60fiee KPYMHOro rAMKOCUHronmnuaa, oo
pasyloLieroca npu pacnage raHriMo3ngos, rNKOAUNUA0B 3pUTpoLU-
TOB W /IEMKOLMTOB, FMKOCHUHIONUNMULOB MembpaH (cm. pu. 7-27 n
7-28). MpununHa 60/bLIOA BapuabenbHOCTU KVHWUYECKOW cUMATOMa-
TUKWN OCTaeTCs HeAACHOM, TaK Kak Yy BCeX B0/bHbIX CHMXeHa aKTUBHO-
CTb OAHOrO M TOro Xe (epmeHTa. B ogHOM un Toli XXe CeMbe KNHU-
Yyeckrne NPU3HaKM OTHOCUTENbHO MOCTOSIHHbLI; KakK NpaBwu/o, B OAHOM
N TOWM XXe ceMbe He BCTPeyatoTcs B3POC/ble M UH(MAHTWUIbHbIE (OPMbI
6onesHn owe.

CnneHomMeranns OTHOCUTCA K HavyaslbHbIM KMHUYECKMM MPOsiBJie-
HUSAM B OOMbLUMHCTBE CNy4Yaes, MPU 3TOM Macca Cefie3eHKM y B3poc-
NbiIX Hepegko gocturaet 5000 r. O6bIYHO yBenMUYeHa MeyveHb, MOXKET
HacCTyNUTb HeJOCTATOYHOCTb ee (PYHKUUW. 15 60/IbHbLIX C UH(aHTK-
NbHOM hopmoli 60n1e3HN [owe TUMMYHBLI BbIPaKEHHbIE WU3MEHEHUS B;
L HC, ymeHblLeHMEe pa3MepoB rofIoOBHOr0 MO3ra, AereHepaumns Hempo-
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HOB, aKTMBHasA HelipoHoMarns. Y HuUX Ucye3ardT HelipOoHbl B CIUHHOM
mMo3re. YacTo MpPUCOEAMHAIOTCA OCNOXHEHUS CKefeTa CO CTOPOHbI,
0CO6EHHO MpU B3POC/IOM TWMeE, NMPOABAAIOLWMECS MepeiomamMm LUeikn
6enpa U Ten NO3BOHKOB, & UHOFA4A acenTUYECKMM HEKPO30M FOI0BKM
6eapa.

ayano MHGaHTUABHOM (hopMbl 60Me3HK [owe 06bIMHO MPUXO-
OWTCSA Ha nepBble HECKONbKO MECALUEB >XM3HW; Mpu 3ToM Yy pebeHka
YBE/IMYMBAIOTCA B pasMepe NeyveHb M cesie3eHKa, OH MeAJ/IeHHO pa3Bu-
BaeTCs, Y HEro nosBAsTCA CTPabusm, 3aTpyAHEHUS Npu rnoTaHuu,
cnasMbl FopTaHW, ONUCTOTOHYC M KapTuHa ncesfobynbb6apHOro napa-
nnya. NoBTopHas acnupaums MULLEBbIX Macc U XpOHUYecKas 6pOHXO-
MHEBMOHNS 06bIYHO MNPUBOAAT K CMepTU B Bo3pacTe 6—18 wmec.
tOBeHUNbHasA topma 6one3Hn olwe BbIIBNAeTCA TpyAHee; Jalle 3a-
6oneBaHve BCTpeYaeTCsA B OnpefeneHHbix paoHax LUseuunun. emeH-
LM, 4acTO COMPOBOXJalWasacs HapyLleHUsMW MOBeAeHMUs, CyAopo-
ramu, aKcTpanMpamugHbIMU N MOKEUKOBbIMWU MNPOSBEHUAMWN, CTa-
HOBWTCH O4YEBMAHONM B CTapllem [eTCKOM Bo3pacTe. Y 60/blUMHCTBA
60/bHbIX BbISABNSETCA XPOHUYECKWA, WM B3POCAbIA, TWUM, HO KINHU-
Yyeckas KapTuUHa Npu 3TOM MOXET CYLLEeCTBEHHO BapbupoBaTb. O6bly-
HO rMMNepcrnsieHNs B PaHHEM AEeTCKOM BO3pacTe NPMBOAUT K pasBUTUIO
aHemum 1 TpomboumToneHun. MNossnawTcA 601 B KOCTAX M NPUNYX-
NoCTb cycTaBoB. K BaXkKHOM npo6rieme y HEKOTOPbIX GOMbHbLIX OTHO-
CATCA NaToNIOrNYecKMe NepPesioMbl, B TO BpeMsi Kak y ApYrux 601bHbIX
N3MEHEHUSI B KOCTSAX HE3HAYMTE/bHbI UM OTCYTCTBYIOT. PeHTreHorpa-
1A nomoraeT NAEHTUPUUMPOBATL KOCTHYH) NATOMOrUI0. Y HEKOTO-
PbIX B3POC/bIX 60/bHbIX MOSABAAKTCA O4ary XenTol Uan KOPUUHEBO
NATHACTOM MUIMEHTAUUN Ha OTKPbITbIX yyacTKax Tena W XWMPOoBble
NATHA Ha KOHBIOHKTUBaX. PeAKO MOXHO BbISBUTb HEKPO3 MeYeHn U
BOBJIeYEeHMe B MPOLLeCcC NErkux; MpeanonoXuTesbHO Mofo6Hble CUM-
NTOMbI Yalle BCTPEYAKTCHA Y /ML, HErpouaHOW MNonynsunm.

MpeaBapuTenbHbIi anarHo3 60ne3Hn lowe OCHOBLIBAETCA Ha
K/IMHUYECKOW KapTMHE M BbISBIEHWMM CMELUPUYECKUX KEeTOK B KOCT-
HOM MO3re. YpOBeHb B CbIBOPOTKE KMCMOW (hoctaTasbl 3HAUMTENTbHO
MOBbILWEH. Y 60NbLIMHCTBA 60/bHbLIX YBEMYEHO KONYECTBO TINKO-
3uuepaMmga BO BHYTPEHHUX OpraHax, Yy BCeX M3 HUX aKTUBHOCTb
rNnKo3unuepaMmmnaa-p-ranakTosmgasbl B felikounTax W KynbType
KOXHbIX (hMbpobnactoB coctasnseT mMeHee 20 % OT HOpPMbI, B TO Bpe-
Msi KaK Yy HOCUTeNei oHa cocTtaBnsieT npumepHo 60 %. MpeHaTanbHbIN
[narHo3 MOXeT OCyLLecTBAATbLCA MpY Bcex Tunax 6onesHn owe Ha
OCHOBE WCCMefoBaHWS BOPCUH XOpPMOHA M KIETOK aMHMOTUYECKOWA
Xungkoctn. Tun 1 (B3pocnblid) 6GonesHn Hambonee BCero pacnpocT-
paHeH cpeaun eBpeeB-allKeHa3n, HO MOXET BCTPeYaTbCA BO BCEX ITHU-
yeckMx rpynnax. HacnegyeTcs OHa MO ayTOCOMHO-pPELECCUBHOMY
Tmny.

NeueHune nyTem TOTaNbHOW WAM YaCTMUHOWM CMIEHIKTOMUW Ha-
npaBfieHO Ha YCTpaHeHWe CMMNTOMOB aHEMUW U remMopparunu, CBA3aH-
HbIX C FUNepcrieHnen, a opToneguyeckme MeTOAbl MO3BOJAIOT KOp-
purMpoBaTb KOCTHYIO naTtofioruto. MNpuctynbl 60neid B KOCTAX Kynwu-
pytoT obecriedeHnemM NOKOS, MPMEMOM aHaNIbreTUKOB, MOXHO MPOBECTU
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KpPaTKOBPEMEHHbIV KYpC NeveHus cTepougamu. VismeHeHus Tasobeq-
PeHHOro cyctaBa MOryT 6bITb JOCTAaTOYHO Cepbe3HbIMU K NOTpeboBaTb
XUPYPrvyeckoro BMellaTenbCTBa. JleueHne MNpu HBEHWIbHOW U WH-
thaHTUbHOM (hopMax He pa3paboTaHO; BO3MOXHA NUlb CUMMTOMA-
TU4Yeckas Tepanusa NpY UHTEPKYPPEHTHbIX MHDEKLUUAX U HapyLLIEeHUNAX
nMTaHma. C  OrpaHUYeHHbIM YCNEXOM MpeanpUHUMANIUCHL MONbITKA
TpaHcnaaHTaumy ceneseHKy, NoYeK U KOCTHOro Mo3ra. 3aMecTuTesb-
Haa Tepanua (PepMeHTamMn He NPUBOAWIIA K ASIUTENBbHOMY Y/TYYLIEHUIO
cocTtoaHua. EcTb Hapgeaa, yuto nocrefHue ycnexm B KOHWPOBaHUN
reHa p-rawkKosvgasbl npveedyT B Oyayuiem K pa3paboTke MeTOA0B
3((PeKTMBHOrO NeyeHs.

BONE3Hb HNWMAHA—TIMKA

MaTtonorna npeactasnsieT co60i rpynny reHeTUYECKUX Hapylue-
HWA, NPU KOTOPbIX BO BHYTPEHHWX OpraHax HakananBatoTcs CHWH-
roMuesiH 1 BTOPUYHO XONeCTEPUH. B OCHOBHOM MOXHO BblAeNNTb Ye-
Tbipe Tuna 3aboneeBaHus: 1) knaccmyeckass 60ne3Hb HumaHa — Muka
(Tvn A no knaccugmKaumm, npegnoxeHHoi Crocker), npy KoTopow
9TV KOMMOHEHTbI HaKanIMBalTCA BO BHYTPEHHMX OpraHax, 3aMeTHbI
n3veHeHa LLHC y peTeil paHHero Bo3pacTa [MEHWUCTble KNETKU B
KOCTHOM MO3re (CM. puUc. 7-25) 1 BblpaXXeHHOe CHWXeHWe aKTUBHOCTU
ChMHroMmenuHasbl]; 2) TMnN B, Mpu KOTOPOM BbIpaXKEHHbIE M3MeHe-
HUA BO BHYTPEHHMX opraHax (MeHUcTble KIETKWM B KOCTHOM MO3re u
3aMeTHOE CHWXKEeHWe aKTUBHOCTW CPUHIOMWenvHasbl) AWarHocTupy-
I0TCA Yy AeTell rpygHOro Bo3pacta; 3) KBeHWIbHble TUMbl, NPU KOTO-
pbIX B paHHEM [eTCKOM BO3pacTe YMEPEHHO MOBPexAeHbl BHYTPEH-
HWe opraHbl M B Pa3HOM CTeneHu BblpaxkeHa gereHepaumsa LHC (8B
NPUCYTCTBMWN MNEHUCTbIX W/WUAN rony6bIX TUCTUOLMTOB B KOCTHOM
MO3re v Npu 4aCTUYHOIM HeAOCTaTOYHOCTM CHMHIOMMENIMHA3bl B HEKO-
TOpbIX TKaHAX); 4) apyrve gopmbl (y 60/bHbIX C MPU3HaAKaMy HaKo-
naeHns chMHroMmmenmHa Ha (PoHe HEM3MEHEHHOW aKTUBHOCTU CHUHIO-
MUENNHa3bl 1 MUHUMANbHbIX HEBPOSIOrMYECKUX HAPYLIEHWA UM Mpu
MUX OTCYTCTBUN).

CocTosiHMe 60/bHbIX MPU KNAaCCUMYECKON MUMHPaHTUNb-
HOW ¢opme 60ne3HM HumaHa—Iluka 006ycNOBNEHO WN36bI-
TOYHbIM HaKOM/EHNEM CHUHTOMMUENNHA W XOJIeCTEPUHA U BTOPUYHO
HEKOTOPbIX TNIMKOCHUHTONNNUAOB B MeYeHW, Cefle3eHKe W JIerkux
Ha (DOHe MeHee BbIPXEHHOro HaKOM/IEeHUA B T[O/I0OBHOM MoO3re.
OfgHako B nocnegHem HakanmeawTcAa raHrnmosngbl GM2 1 GM 3
B TunuuHoM cnydyae 3aboneBaHMe HauyMHAETCA Mocne nepuoga Hop-
Ma/IbHOIO Pa3BUTUSA B TeYeHWe HECKOSIbKMX MecsieB C rocreayto-
WMM 3amefsieHMeM MCUXOMOTOPHOrO PasBUTUA U MOSAB/IEHUEM rena-
TOMeraivu, rMocfie 4Yero HacTynaeT reHepasiM30BaHHOe HapylleHue
HEBPONOTMYECKNX (PYHKUMA M obliero coctosiHus. Mpu uccneposa-
HAM KOCTHOrO MO3ra, KPOBM W BHYTPEHHMX OpraHoB BbIABMAIOT
MEeHUCTble K/IEeTKW, 3anofiIHEHHble nunugamn. HapyweHusa nporpec-
CUPYIOT BMIOTbH A0 Pa3BUTUSA BEreTaTUBHOIO COCTOSAHUA, U CMEPTb
00bIYHO HacTynaeT B Bo3pacTe A0 4 net. lNMpumepHo B 50 % cny-
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YyaeB Ha rf1a3HOM [He BbISBASAKT KPacHO-BMLUHEBble NATHa. MHoO-
rme 60/bHble — 3TO €BpPEV BOCTOYHOEBPOMENCKOro MPOMUCXOXAEHUS.

Y 60onbHbIX, CTpajalwmx MeHee yactoi chopmoii (Tmun B), ¢ no-
PaXEHWEM /MLb BHYTPEHHMX OPraHoB, Pe3KO YBE/IMYEHO KOsmue-
CTBO C(IMHrOMUWEsIMHA W XONecTepuHa B MOCAeAHUX W MOSABASAKTCA
MEHUCTblE KNETKNW B KOCTHOM Mo3re. CBfi3aHHble C HaKOM/eHWeMm
aTnX BELWECTB MW3MEHEHUS COCTOSSHUSA MOTYyT ObiTb YMEPEHHO Wu
3HAUNTENbHO BbIP&XKEHHbIMU. TPYAHO OOBACHWUTHL OTCYTCTBME MO-
paXeHUs HepBHOWM CUCTEeMbl Y 3TUX 60/IbHbIX. YPOBEHb CHOUHIOMMUe-
NMHa3bl BO BHYTPEHHUX OpraHax W Ky/bTUBUPOBAHHbIX  KOXHbIX
thnbpobacTax HaxoAUTCH Ha TaKOM >K€ HM3KOM YPOBHE, 4YTO U
y 60/IbHbIX C TMNOM A 3a60neBaHUs.

lOBeHUAbHBIA TUN XapakTepusyeTtcs MHOroob6pasuem
cumnToMaTuky. ocne paHO MOSIBUBLLENCA >KeNTyXu pebeHOK MOo-
XeT OTHOCUTeNbHO 6naronofslyyHo pasBuBaTbCA [0 BoO3pacTa 5—
7 net. 3aTem Yy Hero MOSABASAOTCA HEYCTOMUMBOCTb MpU XoAbbe,
aTakcus, HapyleHWs BepPTUKa/IbHOIO [ABMXEHUA T[Na3HbIX S6/0K,
TPYAHOCTN B 06Yy4YeHWW, 3IMOLMOHa/IbHas N1abuibHOCTb U AeMeHLUUS.
3aboneBaHve NporpeccupyeT C pPasHON CKOPOCTbI, CMepTb HacTy-
naet B Bo3pacte 10—30 net. [enaTtocrnjieHOMeranmMa BCTpeYaeTcA
He BCerfa, XOTH Y HEKOTOpbIX 60MbHbIX ObIBAOT MPU3HAKN W36bI-
TOYHOIO OT/NIOXKEHWUSA CPUHIOMMENVNHA B MeyeHn. B 3Ty rpynny Bxo-
OAT HeKOoTOpble NMLA, KOTOPbIX paHee OTHOcuAuM K rpynne Tuna C
unn 6onesHn HwumaHa—IlInka ©M 4yacTb  6OMIbHBIX C CUMHAPOMOM
rony6bbiXx rMCTUOLMTOB. YPOBEHb CHUHIOMMENNHA3bl Y HUX OCTa-
eTca B Mpefdenax HOPMbl WM  HECKOMbKO CHWXEH, MpuyeM ee
aKTMBHOCTb pasfinyHa B Pa3HblX TKaHSAX.

Y yacTu B3pocC/bIX BGOMbHbLIX CHUHTOMUENNH HaKanjanBaeTcs BO
BHYTPEHHUX oOpraHax 6e3 3HauyMMbIX HapylleHWii COCTOSIHWA 340-
pOBbS M HEBPOIOrMYECKMX MNPOSBAEHUA. Y 3TUX BGOMbHbIX HET Bbl-
paXeHHOro gedpuumta CPUHrOMMeNnHasbl, HabnwgaemMoro npu
Tune B. MporHo3 B 3TUX C/y4YasX HeM3BeCTEeH: HEKOTOpble 60/bHbIe
xunn 6onee 50 net.

MaTonoroaHaTOMUYecKNU Mpu CHUHIOMUESIMHOBBLIX  MANA03aX
BbISBNSAIOT 60MblUME MEHUCTble KETKMW, 3arnofiHEHHblE NUNUAAMW.
9TV KNETKM OTNMYAOTCA OT KAeTOK [owe u HanoMuMHalT MeHu-
CTble KIETKW MNpu raHrnavo3ugose GM[ w nmpu gpyrux Amnuposax.
Fony6ble W/UAnM NEHUCTblE TMCTUOUUTBI B 6OMBbLUOM KO/IMYeCTBE Bbl-
ABMAOTCA NPU HOBEHW/IbHOW opMe M Npy Apyrux gopmax avnu-
J030B N He CBA3aHHbLIX C HUMW 3aboneBaHusX. Mpu GOAbLUIMHCTBE
TUMOB 3a60/1eBaHNA BblpaXkeHa renatocrnjieHoMeranms, YTo 0Co6eH-
HO XapaKTepHO AN WHGpaHTWAbHOW dopmbl. B numbaTmueckmnx
Y3nax, Hagno4yeyHWMKax, SEerkux 4acTo HaKanaMBalwTCca NaTonoru-
yeckrMe MpOAyKTbl. MO3r MeHblle O06bIYHOro, 60MblUas €ro 4acTb
atpogmyHa. HelipoHbl KOpbl W r1yO60KUX C/0eB CEporo BellecTBa
OT/INYAKOTCA MEPENOSIHEHHON LMTONNa3MON W yTpaumsBaloT Tesblia
Huccnga. B MO3Xeuyke YMEHbLIaeTCAa 4YUCI0 K/eToK [lypkuHbe
(HelpoHbI rpyweBugHbIE), B 6Ge/OM BELLECTBE MO3XKeEYKa — KOJu-
4YeCTBO MMESIMHA W aKCOHaslbHbIX HUTEW. Mpu KOBEHWbHOW 1 60-
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nee nosgHuMx ¢opmax 6onesHn HumaHa—IrMka MHOro CXOAHbIX
C YKasaHHbIMW NaTo/I0r0aHaTOMUYECKMX HaxoAOK, HO OHU MeHee
O4YeBMIHbI. B MO03re MOryT OTCYTCTBOBaTb 3HauyMMble NaToNOroaHa-
TOMUYECKME M3MEHEHUS, O4HAKO MOXET HacTynuTb LUMPPO3 MeYeHU.

WHMaHTUbHaa ¢opma 60ne3HM HumaHa—InKa fo/mkHa ObITb
3anofo3peHa npv HapylleHun pa3BuTua pebeHka, CONpOBOXAalo-
Wemcs MHPeKUMAMN BEPXHUX AblXaTeNbHblX MyTeld, renaTocnsieHo-
Meranuel, NCMXOMOTOPHbIMK HapyleHuamun. Kak npu Tvne A, Tak
n npy Tune B gemunT cOUHroMmennHasbl MOXeT ObiTb NOATBEPXK-
JeH npy uM3yyeHUM (HPEPMEHTOB /IEMKOUMTOB WM KYNbTypbl KOX-
HbIX (nbpobnacToB. [MOCKONLKY B HOpPMe aKTUBHOCTb (PepMeHTa
B NIeMKOLUMTAxX HUW3Kas, NpeanoyTuTesibHee u3yyaTb KOXHble (un6-
pobnactel. HocnTenu MoryT 6biTb MAEHTUMUULMPOBaHbLI MpPU uKcCe-
JOBaHUM KynbTypbl  (ubpobnactoB, a npeHaTaNbHbIA  AMArHO3
MOXHO OCYLLEeCTBUTb NYTEM M3YUYEHUS KyNbTypbl KAETOK aMHUOTU-
Yyeckol Xupgkoctu. Bce ¢opmbl 60ne3HM HumaHa—Iluka Hacne-
Oyr0TCA N0 ayTOCOMHO-PELLecCUBHOMY Tuy.

C TOYKM 3peHus COOTHOLLEHUA AeduumTa crieynduueckoro gep-
MeHTa CHOUHroOMMennHasbl M HaKOMIeHUs CHPUHroMMennHa natore-
He3 OBEHWIbHOW (opMbl 3abo/sieBaHMSA OCTaeTCcsA He A0 KOHLa Mo-
HATHBbIM. Y HEKOTOPbIX 60/bHbIX BbIABAAIT  YaCTUYHbIN AedekT
ChMHroMmenuHasbl B Ky/bType KOXHbIX nbpobnactos (15—50%
OT HOpMbl NpoTuB 0—2 % OT HOPMbI Yy 60MbHBIX ¢ TMNoMm A un B).
CHMXaeTcs CNOCOOHOCTb KY/IbTUBMPOBAHHbIX KETOK, MNOJyYEeHHbIX
OT HEeKOTOpbIX 60MbHbIX, KaTabonM3npoBaTb 3K30TeHHbI CHUHIO-
MuenuH, gobaensemblii B cpedy. HepaBHO 6bin0 foKa3aHO Hapy-
LeHMe Cnoco6HOCTU K 3cTepudUuKauum xofnectepuHa B KyfbType
KNETOK, B3ATbIX Y 3TUX 60MbHbIX. Heobxoammo npoBefeHve fasib-
HeMwmnx uccnefoBaHUn ans M3ydYeHUs Koppensumm CUMNTOMOB 3a-
60neBaHNsA, HaKOMJEHUS CHOUHIOMUENINHA, aKTUBHOCTM (epMeHTOB
C LeNbl TOYHOW AMArHOCTWKW, BbISIBIEHUS HOCUTENed M MOCTaHOB-
KW MpeHaTanbHOro AnarHosa.

ShheKTUBHOIO fleveHnNss He pa3paboTaHo.

METAXPOMATUYECKAS NEVKOANCTPO®UA

PasnnyaloT uYeTblpe KAVMHUYECKUX (OPMbl METaxpoMaTuyeckom
nevikognctpoomn  (MJ1): Tpy U3 HUX XapakTepusylTcs pasHbIM
BO3pacToM, B KOTOPOM 3ab0fieBaHMe HayMHAEeTCHA, U CHKEHNEM
aKTUBHOCTW apuncynbgaTtassl A W ofHa OBeHWIbHasa opMma,
xapakTepusyemasa [eUUMTOM CHUHTONUNUOAKTMBUPYIOLWEro npo-
TemHa (CATl-1). Apuncynbataza A wn CAIll-1 TpebywoTca ang
pacwenneHusa cynbatnga (cm. puc. 7-27). Mo3gHAA UHGDAHTUNb-
Hasa ¢opma MJ1[, 06bI4HO HauMHaeTCsa Ha 2-M rogy >XWU3Hu. [ep-
Bble MpU3Haku 3abofieBaHMA BK/OYAOT B cebs genu recurvatum
N HapyleHne MOTOPHOM (YHKLUMW. BofbHble C OBeHW/bHOM op-
Mo MJ1[l cTpajalT aTakcMeill M HapylweHUsMW WHTeNeKTa B BO3-
pacte 5—20 net. MNpwn B3pocnom Tune MJ1[ atakcusa, cnabocTb;
OeMeHUMsA 1 ncuxosbl HacTynalwT B Bo3pacte nocre 20 net. Cynb-
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(haTng HakanaMBaeTcsa B MNEpPUEPUYECKOA W LEeHTPaibHOW Heps-
HOW CMCTEMe, a TaKXXe B MoYKax M XenyHOM ny3blpe.

B 6enom BellecTBe rofsioBHOro mosra 6onbHbix MJ1[  npowucxo-
OAT Npoueccbl MUENMHU3aLMKM C OT/IOKEHWEM MeTaxpoMaTUYecKux
Tenew, OKpawuBaeMblX pPe3Ko M0NoXKUTeNbHO PAS-peakTvBoM u
anuuaHoM CUHUM. YMCno ONUrofeHApOrnvanbHbIX KAeTOK 3aMeTHO
yMeHblleHo. OnucaHbl HeMpOHa/IbHble BK/IHOYEHMS B 06i1acTu cpea-
Hero MO03ra, MOCTa, MO3)Xeuyka, B CeTYaTKe W CNUHHOM MO3re.
Meputhepnyeckne HepBbl AeMUENVHU3NPYIOTCA. B 6GuonTaTax Hep-
BOB MKPOHOXHOW MbllLbl, OKpaleHHbIX KWC/bIM  KPe3nioBbIM
(hM0NETOBbIM BbISBASAOT MHOIOUMC/NIEHHbIE CKOMJIEHUS MeTaxpoma-
TUYECKOro MaTepmana KOPWYHEBOrO LBETa, CoAepkaliuMe rpaHyfbl,
NoKanuaylmecs B MePUHyKIeapHoi uuTonnasme Knetok LBaHHa
(neMmouMTBI) W NepPUBACKYAPHbIX FUCTUOLMTOB. Bo Bcex yvacT-
KaxX, BOBJIEYEHHbIX B MaTOMOrMYEeCKU npoLecc, yTpayeHbl ONUro-
JeHApor/ivanbHble 371eMeHTbI.

Mo3aHAS WH(aHTUAbHAA ¢opmMa  MeTaxpoMaTU4YecKon neliko-
anctpoun Hambonee pacnpocTpaHeHa. HavanbHble KAWMHUYeE-
CKMe NpPOAB/IEHUSA COCTOAT B M3MEHEHUW MOXOA4KW U 3amep-
neHun passutmsA. MNMpu  obcnefgoBaHMM Yy 6GONBHOMO  BbIABAAIOT
CHWXXEHME WM OTCYTCTBME CYXOXWUJ/IbHbIX  pediekcoB, €nabocTb,
rMNOTEH3N0. B TeueHMe HECKONbKMX MecsueB WM NeT y pebeHka
MoCTeNeHHO pas3BMBaeTCA HUCTarM, TMOSABASAOTCA MO3)Xe4yKoBas
CUMMTOMATMKa, pednekc BabuHCKOro, HacTynaeT AeMeHUus, npu-
COEAUHATCA TOHMYECKUE CYLOpPOru, aTpodus 3puUTeNbHOro Hepsa U
KBagpunapes. Y NOAPOCTKOB CUMMTOMbl CXOAHbI C TakOBbIMU MpU
no3gHein WHgaHTUABHOM dopMe, Of4HaKo 3aboneBaHMe MNpoOrpeccu-
pyeT MeafieHHee. Y B3pOC/bIX 60MbHbIX BHavyane MOryT MnosiBUTbCA
HapyLueHNs MNCUXMKW, B TOM 4uC/le 3MOLMOHaNbHaA N1abuibHOCTb,
anaTus, M3MeHsleTCA XapakTep, Bcief 3a YeM HacTynaeT YMCTBEH-
Has OTCTanocTb. CTAHOBATCA OYEBUAHLIMU HapPYLUEHUS CYXOXMWJlb-
HbIX pegeKCoB, peyn, CAyxa W 3peHuss,  MbllleyHas cnabocTb,
atakcumsa, Tpemop. lporpeccupyloT AeMeHUMs W aTpodus 3puTesb-
HOro HepBa.

AvnarHo3 OCHOBbIBAETCA Ha K/VHWYECKOW KapTWUHE W BbisB-
NeHUN 3amef/ieHUs CKOpPOCTU MPOBeAEHWS UMMNY/bCa MO HEPBHbIM
BOJ/IOKHAM, MOBbIWEHNSA YPOBHA 6efika B CMMHHOMO3rOBOW XXWAKO-
CTW, MeTaxpoMaTMUecKux CKOMJeHuli B 6uontatax CerMeHTOB
CypasibHbIX HEPBOB M METaxpoMaTM4ecKMX rpaHyn B 0OCafKe MOYW.
FenaTocnsieHOMEranmMa He ONpPeAensieTcs, MNOPaXeHUs KocTeld wu
MeHuCTble KNETKM B KOCTHOM MO3re OTCYTCTBYKT. [AmarHo3 nog-
TBEPXKAAETCA [JaHHbIMW WCCNeoBaHUA (epMeHTOB, NeNKOLUTOB WU
KY/NbTYpbl KOXHbIX (hn6po6nacToB, MNpyv KOTOPOM BbISBNAETCA Ae-
uunT cynbhaTuncynbdartasbl UM apuncynbs@atasel A (Npy uc-
Monb30BaHUN WCKYCCTBEHHOro cy6cTpaTa). VM3ydeHue hepMeHTOB
He nossonsieT ocywecTBNATb  AUG(EepeHUNasbHY0  AUArHOCTUKY
KnuHnyecknx tvnos M. OgHako OHa BO3MOXHa, ecnu onpeje-
JIUTb CNOCOBGHOCTb KY/NbTUBUPOBAHHLIX  (MbpobracToB MeTabonu-
nupoBaTb KapboH-1l4-cynbdatug, npucyTcTByOWMiA B cpegde. bonb-
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Hble ¢ geuumtom CAMM-1 MoryT ObITb BbISIB/IEHbI NpWY onpegene-
HAN €ero KOHUeHTpauumu C WCMoNb30BaHWEM  MOHOCNELUPUUYECKNX
aHTUTeNn B felikouuTax WAM KynbType KOXHbIX (ubpobnacTos.
Mpy 3TOM BbIABNAETCA HU3KWUA  YPOBEHb MepPeKpPecTHopearnpyo-
wero marvepuana. Pe3ynbTaTbl W3y4YeHUA coCTaBa W aKTUBHOCTU
(PEPMEHTOB Y UY/IEHOB CEMbM CBUAETENLCTBYKOT O TOM, 4TO 3ab6orie-
BaHWe nepefaeTca Mo ayTOCOMHO-PELeCCUBHOMY TUMy. Y HEKOTO-
pbix HocuTene MJ1[, ypoBeHb apwicynbgaTtasel A 6/M30K K Ta-
KOBOMY Yy 060/bHbIX. Takum 06pa3om, poauTenn 60NbHbIX AeTel
JOMKHbI 6bITb 06CNef0BaHbl Ha NpeAMeT HOCUTeNbCTBa Mepes ocy-
WEeCTBMIEHNEM NpeHaTaNlbHOM AMArHOCTMKK C TeM, 4YTOoObl M36exaTb
HEHY)XHOro abopTa nnofda, ABAAKLErocs Nub HocuTenem 3ab0-
NIeBaHMA CO CHWKEHHOI aKTUBHOCTbIO (hepmeHTa. lMpobnema wmo-
XeT ObITb pelleHa MNyTeM uccnefoBaHUsA MeTabonusma KapboH-14-
cynbatnga B KynbType K/AeTOK aMHUOTUYECKON >KMAKOCTU Wu
rpogo6nactoB. Y Manbix HOCMTeNeli NaToNorMYecKkoro reHa pe-
3ynbTaTbl TecTa Te Xe, YTO W B KOHTPO/bHONW rpynne, B TO Xe Bpe-
MSl Y WUCTUHHO 6O0JIbHbIX MNOLOB CHUXEH WM OTCYTCTBYeT meTabo-
nm3m  pgobasneHHoro cynbartuga. [peHatanbHasa  AuMarHocTuka
MO3BOJISIET BbIABUTL MO34HIOD MH(PAHTUNBHYIO U HOBEHW/IbHYIO (hop-
Mbl CUHAPOMA.

NeyeHune npu Bcex hopmax M1 [ He pa3paboTaHO, BO3MOX-
Ha Wb CMMNTOMaTu4yeckasa Tepanusa. NpeanpuHUMaOTCA MOMbIT-
KW NeunTb JeTelli paHHEro BoO3pacTa Mepecajkoil KOCTHOro Mosra.
HecmoTps Ha TO YTO MPW 3TOM BO3MOXXHO HOPMasn3oBaTb YPOBEHb
thepmMeHTa B Mepudepnyeckoil KpoBM, OTCYTCTBYKT O4YeBWUAHblE [A0-
Ka3aTesibCTBa BO3MOXHOCTW MPefoOTBPaTUTL HEBPOIOTMYECKME Ha-
pyweHus. BonbHble C MN034HEN WHPaHTUAbHOW  (OpPMOI 06bIYHO
XNBYT 2—4 rofa, AeTU C HBEHWUNbHOW opMoli — 4—6 neT nocne
YCTaHOB/IEHMS AmarHo3a. HekoTopble 60/lbHblE B3POCIOH (HOPMOii
noxusaroT go 50 ner.

MHOXeCTBeHHbIi pgeduuntT cynbdpaTtaldbl —ewe
O0lHO ayTOCOMHO-peueccBHOe 3aboseBaHne, AN KOTOPOro TUMU4eH
JepumnTt apuncynbsdartasbl A (OAHOBPEMEHHO C AeULMTOM apun-
cynbatasel B u C). B kope ronoBHoro mosra npuv 3TOM Hakan-
NINBAKOTCA TakKue MPOAYKTbl, Kak cy/nbaTuibl, CynbMaTbl rInkosa-
MUHOITIMKAHOB, CTepouAHble cynbdartbl, raHrnanosngbl. Hesposnoru-
Yyeckas KapTuMHa CX04Ha C TakoBOW npu no3gHeli copme M.
OHaKO flerkas cTeneHb KOCTHbIX HapyLUeHWi MOXeT HaBOoAWUTb Ha
MbIC/lb O MYyKOMonmcaxapufgose. BblpaXeHHbIi uMxTno3. B moue
onpefenslTca MyKononucaxapugbl. 3epHUCTOCTb NEMKOLMTOB aHo-
MasibHa, W3y4yeHVe (epMeHTOB MO03BO/MAET MOATBEPAUTL AMarHo3.

BOJIE3Hb KPABBE

Bone3Hb Kpabbe, wam rnobomgHO-KNETOYHass  NeiiKoancTpo-
nsi, — 3TO Mporpeccupyolllee AereHepaTMBHOe 3aboneBaHWe  ro-
NIOBHOrO MO3ra, MNpyM KOTOPOM B MPOLECC BOBJ/IEKAeTCS TNaBHbIM
obpasom 6enoe BellecTBO. Ero 4actoTa MoBbllEHA CPeAn BbIXOA-
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feB n3 CkaHAMHaBMW. HacnegyeTcsa OHO MO ayTOCOMHO-PELLeCCUB-
AomMy Tuny. Ha3BaHue «rnob6ongHo-KIeTouHas» 06YC/MOBEHO TeM,
4yTo y 60nbHbIX B 6a3a/bHbIX FAHrAWAX, A4pax mMocTa, 6enom Belle-
CTBE MO3Xeuka BbIABNAKTCA [N100ynspHble  pacTAHYTble MHOro-
AfepHble TenbLa.

MaTonoroaHaTOMWYeckn 3TWM N060MAHbIE KNETKM BbISBASAIOTCA
B BWAE CKOM/EHW BOKPYr KPOBEHOCHbIX COCYZAOB; B HUX coAep-
XUTCA  KpyXXeBonogobHas  po3oBOro upeta uutonnasma  (npu
OKpacke reMaToKCU/IMHOM-303MHOM) U YCWU/IeHa  MHTEHCMBHOCTb
OKpalMBaeMOCTM MeXK/IeToOYHoro marepuana npu PAS-peakuun.
MaTonoroaHaTOMMYECKUE W3MEHEHUS MOYTU MOJSIHOCTLIO OrpaHunye-
Hbl 6efbiM BeLWECTBOM [O/IOBHOIO Mo3ra. B npouecc MoxeT O6biTb
BOBJ/IEYEHO W Cepoe BEeLLeCTBO, HO 0e3 BblPaXEeHHbIX CKOMJIEHWA B
HelipoHax, 4TO O6bIYHO BLIABASAIT NPU APYrMX  LepebpanbHbIX
nmnugosax. BHyTpeHHMe opraHbl B NaTOMOrMYecKnini npouecc 06bly-
HO He BOB/EKAKTCH, TaK KaK KOMMYeCTBO ranakTo3u/uepaMunios
HEeBEJIMKO.

OTMeuyeHa pe3KO BblpaXeHHas W Heo6bACHMMAas AeMUeNnHU3a-
LUMS 31EMEHTOB TOMIOBHOrO MO3ra, XOTA B COXPaHMBLUEMCS MUENNHe
rMUKONUNUAHAA CTPYKTypa He Wu3MeHeHa. HekoTopble uccneposa-
TeNW nonaratT, UYTO aHOMa/lbHbI MWENNH  CUHTE3MpyeTCcsa W3Ha-
4yasnbHO, 4YTO W 06ycnoBAMBaeT ero ycwuieHHbli pacnag. Mpu nosg-
HO HauuHawwmxcsa opmax 6one3Hn Kpabbe MUeNnH MOXeT ObiTb
He M3MEHeH W afeKBaTHO (YHKLMOHMPYET [0 Tex nop, noka
KakKoe-TO c06bITMe (BO3MOXHO, BUPYCHas WHGeKUNsA) He CnpoBo-
umpyeT npouecc feMuenvHusaumun. [MOCKONbKY MWeNuH pacnaga-
eTca MNpu yyacTuWM IN30COMasbHbIX (PEPMEHTOB, OTCYTCTBME rasak-
To3unuepamua-p-ranakTosngasbl  (ranakrouepebposngasa) npueo-
OUT K HaKOIJ/IEHUIO ranakrosuiuepaMmuga; sTo M NpuBogUT K obpa-
30BaHMI0 T/1060MAHO-KNETOUYHbLIX 06pa3oBaHuii (CM. puc. 7-27).

Hauyano 3a6oneBaHus 06bLIYHO NPUXOAMUTCA Ha MepBble 6 Mec
XU3HWN, pebeHOK CTaHOBMUTCA pa3fpaXKUTesbHbIM, Y HEro nosiBas-
I0TCA TUNEPTOHYC, MPUCTYMbl TUNOTEPMUN, HAUYMHAETCA WHTENEK-
TyanbHas perpeccusi, BO3MOXHbl aTpous 3pUTENbHOINO HepsBa WU
cygoporvn. B TeuyeHve 9—12 mec runepToOHYyC, ONMUCTOTOHYC, runep-
nupekcus, cnenota wn cygoporu ycyrybnstoTtcsa. B duHanbHoW cTa-
ann  3aboneBaHMs HacTynatT cfenoTa, rAyxoTa, CnacTUYHOCTb U
Jeuepebpauns, pebeHOK ymMumpaeT 00bIMHO B BO3pacTe [0 2 feT.
Mpn no3gHem Havane 60M€3HU AeTU MOryT AOCTUraTb YPOBHA pas-
BUTUA, TUNWYHOIO ANA MNO3LAHUX CTaAWi TPygHOro BO3pacTa, nocse
Yero TepsieTCs OCTPOTa 3PEHMS WM HacTynaeT MOTOpHas perpeccus.
Y HeKoTOpbIX 60/IbHbIX KMHWUKA OTCYTCTBYeT A0 3—4-/1eTHEro Bo3-
pacta, HeKoTopble OO0XWBAKT A0 Bo3pacTta 20 neT. Y B3poOC/bIX
PeLKO BbIABASETCA TOT Xe (PepPMEHTHbIA AedeKT.

Y 6onbwnHCTBa v, cTpagawowmx 6onesHbto Kpabbe, nosbI-
WeH ypoBeHb 6enka B CMNWHHOMO3rOBOW >XMAKOCTM (Hepedko [0
1000—5000 mr/n). Kak v npy ML, y 601bHOro 3amennieHo npo-
BeJeHNe N0 HEePBHOMY BOJIOKHY. Y BCeX 60/IbHbIX 3aMeTHO CHWXe-
Ha aKTMBHOCTb ranakToLepaMuia-p-ranakrosviasbl B feikoumTax
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WM Ky/bTUBUPOBAHHbLIX KOXHbIX (hubpobnactax. Y HocuTeneln oHa
COCTaB/IAET NPUMEPHO MOJIOBUHY OT aKTUBHOCTU B HOpPMe. bblin
BbIsiBfIeHbl HECKO/IbKO 3[0pPO0BbIX B3POC/bIX, Y KOTOPbIX YPOBEHb
aKTUBHOCTU ranakTo3usuepamumi-p-ranakro3mgasbl  Obil  HU3KUM,
OHV ABNAINCH HOCUTENAMU AeeKkTa U Npu UccrefoBaHUM in vitro
(bepmMeHTaTMBHAA aKTUBHOCTb Yy HMX cocTaBnana MeHee 15 % ot
HOPMbI.

BonbHble, 3a6oneBwe B BO3pacTe A0 6 Mec, pegko AOCTUrawT
Bo3pacTa 2 neT. [pobnemy npeacTaBAsAlOT KOPMEHWe feTeil, cyao-
porm y HMX W acnupaumoHHas MHEBMOHUSA. MeToAbl JleYeHUs He
paspaboTaHbl. BO3MOXHO TreHeTUYeCcKOoe KOHCy/NbTupoBaHue. Ocy-
WeCTBMM NpeHaTa/lbHbI/i AMarHo3, OCHOBAaHHbIA Ha WCCefoBaHWMU
KYNbTUBNPOBAHHbIX aMHUOTUYECKNX K/EeTOK W BOPCUH XOPWOHA.

BOMNIE3Hb ®APBEPA

BonesHb ®apbepa (mMnorpaHynemaTo3) OTHOCUTCA K ayTo-
COMHO-peLlecCBHbLIM 3a60/1eBaHUAM, XapaKTepusylowmnmca pacnpo-
CTPaHEHHbIMW rpaHynemamu, CcoAepXalwumMn nNeHUCTble  KNETKW.
BbIABNAKOTCA MHOIOUUC/IEHHbIE MOAKOXHbIE  Y3eNKU U BAALWKMY,
a cUMNTOMbl 3ab0/MeBaHUA BK/OYAKOT B cebs apTponatuto, aucgo-
HUIO, pa3fpaXuTeNbHOCTb, OTCTaBaHWE pocTa U pasBuTUA. YacTbl
getopmaums u 601e3HEHHOCTb CyCTaBOB, YTO MOXET CUMMY/MpPOBaTb
peBMaTONAHbIA apTPUT. BONMbWWHCTBO 60MBHLIX YMUPAKT Ha 2-M
ro4y >XU3HW BCEACTBME PECAUPATOPHbIX MHMEKUMA N HapylleHns
NUTaHUSA, HEKOTOpble A0XMBAKT A0 BTOporo 10-netvsa npy MUHMK-
MasibHbIX  HEBPOJIOTUYECKUX  HApPYLUEHUSAX WKW UX  OTCYTCTBUMW.
HeoHaTanbHble (opmbl  3ab60/1€BaHMS MOFYT  XapaKTepu3oBaTbCsH
NMOMYTHEHMEM POrOBMUbI, renaTocrn/ieHOMeranmen, KOHTpaKTypamu
CyCcTaBOB 6e3 MOAKOXHbIX Y3/10B.

B neHWCTbIX KNeTKax, cofepXawuxcsa B rpaHyfnemax, onpege-
naetca PAS-nonoxutenbHbli MaTepuan  (BO3MOXHO, FaHr1no3u-
Abl); B nAnuM@aTuyeckux ysnax, MeyeHW, novkax MW Jierkux cogep-
XXNTCA CBOBOAHbLIV Uepamung B KoamydecTBe B 10—60 pa3 6onblue
HopMbl. Coob6uwiaeTcd 0 GalOHHON ANCTPOPUM HEWPOHOB B LEHT-
panbHOW N aBTOHOMHOW HEPBHOW cUCTeMe. BHYTpPeHHMEe opraHbl
0ObIYHO He YBe/IMYeHbl B pasmepax, XO0TA MNpU 3NEKTPOHHON MUK-
pPOCKONUN KJIETOK TMeYeHU BbIABNAKT  OCMOMPU/IbHbIE CKOMMIEHUS,
OKPY>XEHHbIE 3/IeKTPOHHO-MPO3payHbiM  MaTepuasioMm B MJ0THOM
rpaHynspHom matpukce. Knetkum Kyndgepa v mMakpodaru neyeHu
cofepxXaT M/OTHble TenbLa C OCMOMWUbHBIM MaTPUKCOM. Y 60/b-
Wed 4acTh 60MbHbIX B CAMHHOMO3FOBOW XWAKOCTW MOBbIWEH YPO-
BEHb 6efika, a C MOYO IKCKPeTUpyeTCs M3ObITOYHOE KO/MYECTBO
uepamupa.

3aboneBaHne CBA3aHO C AeMUUTOM  KUCMAO  LepaMugassbl.
Uepamug npeacTaBnsieT co60i NUNUAHBIA KOMMOHEHT BCEX CHWH-
ronunuaoB n obpasyeTca Mpu pacnage MHOMMX TFANKOCHUHIONMIn-
[oB 1 cpuHrommenuHa (cm. puc. 7-27 un 7-28). LednunT KUcnoi
uepaMmmnasbl BbIABNANCA B MOYKaX, MO3XeUKe, Ky/bType KOXHbIX
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nbpobnactoB  YacTMYHOE CHMXEHME aKTMBHOCTU KUCMOW Lepa-
«naasbl [feTcs y HekoTopbix reTepo3nroT. [MpeHaTanbHbIN
AnarHo3 OCyLlecTBASIETCA MPU MCCNef0BaHUM  KynbTypbl KAETOK
aMHUOTUYECKOWN XUAKOCTU. IWPEKTUBHOE NedeHne He pa3paboTaHo;
(PpyHKUMA CcyCcTaBOB HECKO/IbKO Yynyduwlanacb Mpyv  UCNob30BaHUU
xnopambéyuunna.

BOJIESHb BOJ/IbBMAHA
41 HAKOMNIEEHNA 3®UNPOB XONECTEPUHA

Bone3Hb BosbMaHa, WM MEPBUYHBLIA CEMEMHBLIA  KCAHTOMATO3
C MOPaKEHWEM HaAMOYEYHMKOB. ITO HacnefyemMoe Mo ayTOCOMHO-
peLeccMBHOMY Tuny 3abofieBaHMe XapaKTepusyeTcs BblPaXKEHHbIM
HapyLLUeHVEM pa3BUTUS pebeHKa, Auapeeil, PBOTON, nepepacTske-
JINEM XXMBOTa C renatocrn/ieHOMerasimein u Kanbuupukaumen Hag-
W/I0YEYHUKOB. HakKonieHne fvMnMgoB B TUCTMOUMTAPHBLIX  MEHUCTBIX
«fleTKax NpuMBOAUT K pasBUTUIO renatocnseHomeranmn.  Hadvano
3a60/1€eBaHMS MPUXOAUTCA Ha MepBble Hedenn Xu3Hu. CmepTb Ha-
CTynaeT 06bI4HO B TeyeHMe 6 MeC B pe3y/nbTaTe KaxeKCuW, OC/0X-
HEHHON NeputepnYecKUMN OoTeKaMn. [MeHUCTbIE KMNETKU B KOCTHOM
MO3re WM [ApPYrMx BHYTPEHHUX OpraHax, BK/4Yas BOPCUMHbI KuULIey-
HuMKa. enaTounTbl, OKpalleHHbIe Mac/isHbIM KpacHbiM O, BaKyosu-
31poBaHbl. MMOSABASATCA NPU3HAKM HAKOMIEHUA XOnecTepuHa wu/umm
3a(hupoB xonectepuHa B KeTKax nedyeHu, Kyndepa v ructmoymTtax.
Mpu3Hakn HaKOMNMEHUS BbISBNAIOTCA TakKXXe B CE/Ie3eHKe U KuLey-
HMUKe. B HelpoHax M3MeHeHUs NofgoOHbI TaKOBbIM MpPU CyAaHO(Ub-
HOW nekoancTpodumn. [lopaxeHMe KULIEYHMKA MpOoAyKTaMmu Ha-
KOM/IEHVA MOXeT MPMBOAUTL K YCYryb/IeHUI0 HapyleHWn MUTaHus;
B KMLWIEYHUKE WHOrA4A BbIABASAKT 60/bLIOE KOMYECTBO  3(hMpoB
X0/IeCTEPUHA U TPUTNLEPULOB.

Mpu wnccnegoBaHMM KOCTHOMO MO3ra BbISABASAKOT 60/1bLLIOE KONU-
4YecTBO NUMOUAHBLIX KIETOK. Ha peHTreHorpamme OpraHoB 6ptoLl-
HOW MOJOCTU  BUAHbI  YBE/IMYEHHbIE U Ka/bLUUPULNPOBAHHbIE
HaAMoYeYHNKN. B nelkoumTax u KynbTUBUPOBAHHbIX KOXHbIX (hn6-
pobnacTtax onpegenseTrca geduuuT KWUCNOM  acTepasbl  (Kucnas
eninnasa). ¥ 60/IbHbIX He BbISIBNSETCA aKTMBHOCTb (DEPMEHTOB MNpw
nccnefoBaHUM C BO3MOXHbIMM cybcTpatamu. Hocutenu moryT 6biThb
NAEHTU(DUUMPOBAHbI MNYTEM W3Y4YeHUs (DEPMEHTOB JNIEMKOUMUTOB U
Ky/IbTUBMPYEMBIX KOXHbIX (hMbp0o6s1acToB, a NpeHaTanbHbIA guar-
HO3 CTaBAT Ha OCHOBaHWUM WCCEA0BAHWSA KynbTypbl KIETOK aMHUO*
TUYECKOWN XXMAKOCTU. SDPEKTUBHOIO NevyeHnss He paspaboTaHo.

BonesHb Hakom/leHns 3(hMpPOoB XoiecTepuHa. 3TO OTHOCUTE/IbHO
[ob6pokauecTBEHHOe TreHeTUYecKoe 3abosieBaHMe XapaKTepusyeTcs
YBE/IMYEHMEM MEYEHN, HU3KOPOC/IOCTbI0, XPOHUYECKMMU HKENyp[ou-
HO-KULUEYHbIMN KPOBOTEYEHUAMM HESICHOW 3TUONIOTUN U XPOHUYe-
CKOWM aHemMuel. Y 60/blINHCTBA 60/IbHBIX BbISABASETCA TMNepannu-
AeMus. B KOCTHOM MO3re O6GHapyXXMBakT MEHWUCTblE KIETKU U TO-
nybble ruUcTMoUMTbI, NUNUAbl  HakanaueawTcA B lamina propria
K/LWEYHMKA. HeBpO/ormyeckme CUMMNTOMbI MWHMMa/bHbl. YPOBEHb
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3(hnpoB XxosiecTEPMHA B MEYEHU CYLLECTBEHHO MOBLIWEH, a TPUMIU-
LepuaoB cfierka MoBbIWEH. BbisiBNEH OTYET/IMBLIA AepuUuMT rnapo-
nasbl aMpoB XonectepuHa W TpUravuepugos (Kak v npu 6051e3Hu
BonbmaHa). MvnepaunugemMmus OTHOCMTCA K MpeApacnonararwmm
thakTOopam pasBuUTUA aTepocknepos3a. OnpegesieHMe aKTUBHOCTU
KUCMOW Nuna3bl MomMoraeT MOATBEPAMTbL  AMAarHo3 U, BO3MOXHO,
MAEHTU(DMLMPOBATL HOCUTE/E TFeHa 3TOro0  ayTOCOMHO-PeLEeccuB-
Horo 3aboneBaHus. JledeHne (eHobapbuTanom (30 Mr ABaxAbl B
[JeHb) COMPOBOXAA/N0Cb YMEHbLUEHMEM 4YyBCTBa  HEQOMOraHus WU
XENTyXn y OAHOro M3 B6OJIbHbIX.

ALPEHONENKOANCTPO®USA

AgpeHoneiikoguctpoua (A1) — 3TO cuenneHHoe ¢ X-Xxpo—~
MOCOMOI  3abosieBaHMe, CONPOBOXJaloLeecsa  MNporpeccupytoLLei
JeMvenvHusauneli 6enoro BewecTBa rOfIOBHOrO MoO3ra W Hagno-
YEYHUKOBOW HEeAO0CTAaTOYHOCTbIO. KnuHMYeckne MposiBAEHUs, BKIHO-
yalouwme B cebA HapyweHUs MNOBEeAeHWS, CHUXKEHWE OCTPOThbl 3pe-
HUA, HapyweHWs MNOXOAKW, AN3apTPUIo U Aucdaruio, BbIABAAIOTCA
B Bo3pacTe 3—12 netT. ®opmMbl 3ab0sieBaHUSA, HauMHawolmMecs B Me-
puos HOBOPOXAEHHOCTM, BCTPeYalTCd KakK Yy MabyMKoB, TakK W
y [OeBOoYeK. 3aboneBaHue ObICTPO MPOrpeccupyeT, CMepTb HacTy-
naet yepes 1—4 roga nocne Havasa. CumnTomMaTvMKa agguUCcCOHOBOA
60n€3HM (MenaHogepMma, FMMNOTEH3Uss M HecnocobHocTb AKTI wuH-
AyuMpoBaTb MOBbIWeHWe B Mja3Me YPOBHSA KOPTU30/1a) BbIABASETCA
nocne YyCTaHOBJIEHUA [fuMarHosa. Pacno3HawTcd W Mo3gHO Hayu-
Hawowmecs (OopMbl, MPM KOTOPbLIX HaAMNoO4YeyHUKOBAs  HefocTaTou-
HOCTb accouumpoBaHa C Me[JIEHHO MPOrpeccupyowmm napesom wu
nepndepryeckon Henponatuedl. bosibHble C MeAsleHHO Mporpeccu-
pytoLiei thopmoi, Ha3bIBaeMOoW afpeHoMMenoHenponaTuei
(AMHT), moryT goxusaTb A0 Bo3pacta 40—50 nert.

AvnarHocTuka OCyWwecTBNANACL Y JIML, MYXCKOro nona npu
nogo3peHnn Ha 3aboneBaHWe MyTeM W3y4yeHUs 6MOMTaTOB rOJ/I0B-
HOro MO3ra, Hafno4ye4yHWKOB, KOHBIOHKTMBBLI U KOXW. lpu onpepe-
JIEHNN COCTaBa >XMPHbIX KUCMOT B 3KCTPaKTe NUNUAO0B KYNbTUBU-
pyeMbIX KOXHbIX (M6p06/1acTOB BbISBASAT MNOBbILWEHHbIV YPOBEHb
C 26-KUPHbIX KUCMOT Y BGOMbHbIX M UX MaTepeil B CPaBHEHUM C KOHT-
ponbHOIM rpynnoi 1 60MbHbIMK, CTpajalluMmM ApyruMm Metabo-
JINYECKUMUM HapYLUEHUAMM, MNPU KOTOPbIX 3anmHTepecoBaH MeTabo-
JN3M Nunuaos. JMarHoCTUYEeCcKoe 3Ha4yeHWe  VIMEET COOTHOLLEHWe
C»% k C2 3TOT MeTOoL NO3BOMAET WUAEHTUPULMPOBATHL KY/bTYpbl,
NnoslydyeHHble OT 60MbHbIX Kak AJ1[, Tak u AMHTI, 4yto noaTBepx-
JaeT TecHyK accoumaumio 3Tux AByx cuHgpomoB. Kak npu ANQA,
Tak 1 npu AMHI 06HapyXmBalT XapaKTepHble BK/IHOYEHUS, CO-
cToflwMe U3 3/IEKTPOHHO-MIOTHBLIX  JIMCTKOB, OTrpaHMyuMBaloLmX
3NEKTPOHHO-NPO3payYHble MNPOCTpaHCTBa B 6Ge/oM BellecTBe rOJ0B-
HOro Mo3ra, nepugepuyecknx Hepsax W KOpe HaanoyeyHWKos. pwu
TOW W gpyroii topme 3aboneBaHWs HaKanaMBalTCA B MOPaXeH-
HbIX TKaHAX C24—C30-XUpHble KUCIOTbl. Y MaTepeil 60bHbIX A1 [
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NoTHOweHne CACrr mexay HOPMOW WM naTonorvein 6bino cpeg-
ivm. TUNNYHO HapyLIEHNE OKWUCIEHUSA >XUPHbBIX KUCIOT C OYeHb
LNVHHON Lenblo B felKoumTax, Ky/lbTUBMPYEMbIX KOXHbIX (hnbpo-
61acToB M amHMouMTax. 3TOT METO4 AMAarHOCTUKM AaeT BO3MOX-
HOCTb BbISIBUTb 60/IbHbIX MNPU MPOBEAEHUM J1Lb KOXHOW 6uoncun
N OKaXeT MOMOWb B MpPeHaTa/bHOM AWArHOCTMKE C WCMONb30Ba-
HUEeM Ky/bTypbl KNeTOK aMHUOTUMYECKOW XWAKOCTW npu 6GepemeH-
HOCTW BbICOKOIO pucKa.

S(pheKT neyeHMs HacTynan uHOrga rmnocne JieyeHUs aueTaTom
kopTuzoHa (15 mr/cyt) n eHUTOMHOM (150 Mr/cyT) npu HeKoTo-
pbix topmax AJ1[. AneTunyeckme OrpaHUYEHUN KUPHbIX KUCNOT
C OYeHb A/IMHHOW LENbI He MEHST TeyeHus 3abosieBaHuS.

«OJIEBHb PE®CYMA

B 6onbwnHCTBE cny4vaeB 3aboneBaHue (60ne3Hb HaKOM/IEHUSA
tuTaHoBOM KucnoTel, unm  heredopathia atactica polyneuritifor-
mis) HaumHaeTca B Bo3pacTe A0 20 flieT, NPOABAAACL HapyLUEeHWEM
3peHns (HOYHas cnemnoTa), aHOCMMWEW, MXTMO30M, 4YyBCTBOM Cra-
60CTM B KOHEYHOCTSIX, HEeyBEpPEeHHOW MOXO0AKOoM. [leyeHb W MOYKM
3aMeTHO WH(UALTPUPOBAHbI HeWTpasibHbIM XUPOM. B nnasme co-
JepxnTtca 60Mbluoe KONNYECTBO (MTaHOBOM KucnoTbl (20-yrnepog-
Has pa3BeTBJ/IeHHasA KWC/0Ta), KOTOpOe MOXeT COCTaBnATb 5—
30% OT Ko/mM4yecTBa BCEX >KMPHbIX KUCAOT. Bonee KpynHbIA pas-
Mep (UTaHOBOM KWCNOTbl, OT/MYalOWMii ee OT APYITUX XKUPHbIX
KWUC/IOT, MOXeT MPUBOAUTL K TMOBPEXAEHUIO K/IeTOYHbIX Memb6paH
N HepBHOWN paereHepauun. bone3Hb Pedcyma HacnegyeTcs no ayTo-
COMHO-PeLEeCcCUBHOMY TUIY.

BONbWMHCTBO 60/IbHLIX BbISABNAT B Bo3pacTe A0 20 fleT, XOTA
‘B HekoTOpbIX cnyyasx 3abofsieBaHWe pacrno3HaeTcs B BO3pacTe
nvwe nocne 50 net. lNpakTuyeckn Bce 60MbHble CTpagatdT nur-
MEHTHbIM PUTUHUTOM, NEpPUPEPUIECKOn  MONUHeAponaTuein, mos-
)KEYKOBOI aTaKCuen, Mpyu 3TOM BO3MOXHO pe3Koe 060CTpeHue 3a-
6o0neBaHns, cBA3aHHOe C (HeOPUIbHBIMKU  COCTOSHUAMMW, XUPYPru-
YeCKMMW BMellaTenbCTBamun, 6epeMeHHOCTbIO. Hepeaku anvTtenbHble
nepvogpl pemuccumn. 3aboneBaHne MOXHO 3anofo3pwuTb Ha OCHOBa-
HUN KAMHUYECKUX [AaHHbIX, MOBbILWEHHOIO YPOBHA 6enka B CMWHHO-
MO3rOBOM Xugkoctu (B cpegHem 2750 Mr/m) m ¢uTaHOBOW KMCAO-
Tbl (g0 250 mkr/n) B nnasme. ®uMTaHOBasA KMUCI0Ta OKUCNAETCA B
KYNbTYpe KOXHbIX prubpo61acToB CO CKOPOCTbIO 1—2% OT HOPMBI.
Bo3MOXHa WAEHTUDUKALMUA TeTepo3UroTHbIX  nuu. [oBblweHHas
yacToTa 3aboneBaHWs BbIABASAETCA cpeaun Xuteneli Hopserun.

JleyeHre BO3MOXHO NyTeM OrpaHWYeHWs B AMeTe NpefLlecTBeH-
HUKOB (DMTAHOBOW KMUCAOTbl. K MX 4mciy OTHOCATCA MOJIOYHbIE MPO-
OYKTbl, >KMBOTHbIE XWUPbl U MNULLEBbIE NMPOAYKTbI, COAepKaLime
xnopogunn  (ANsa UckyveHua @utona). o Mepe yMeHbLUeHUA
‘cogepxxaHus (UTaHOBOM KMCMOTbl B NnasMe W TKaHAX Y 4acTu
60/IbHbIX HECKO/IbKO CMAr4yaeTcsa HeBpOsornmyeckas CMMNTOMAaTUKA.
Moopepxusawlwan ncuxoTepanus W OpTONeAuYeckMe MPUCLLOCO6-
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NIEHUS MOTyT MOMO4Yb 060/ILHOMY CMAPaBUTLCA C HEBpOMaTuein; Mo-
XeT ObITb MOKasaHa 3KCTpakKuma KaTapakTbl. CMepPTb OT OC/IOXHe-
HUA CO CTOPOHbLI cepaua W Nerkux o6bIYHO HacTynaeT B Bo3pacTe-
0o 50 ner.

HEMPOHAJIbHBIE LIEPOVANNMO®YCLIIHO3bI

B rpynny HeipoHasbHbIX LeponanMnogycLMHO30B BXOAAT reHe-
Tnyeckme 3aboneBaHus, Takme Kak 6onesHb  baTTeHa, Wnunb-
menepa—dorna, Kydca, cuHgpoM FAHCKOro—buablwoBcKoro, u Tpu
TNa CeMeMHOM amaBpPOTMYECKOW uanoTmn. Bce 3aboneeBaHms Ha-
cNeayloTcs MO ayTOCOMHO-PeLEecCUBHOMY Tuny. Y 60/IbHOrO B Hel-
pOHax HakanaMBawTCA  ayToMIopecunpylolmne  UNOMUIMeHThI
TMna uepoungnunoycunHa Ha (oHe HeW3MeHEHHOro  Ko/sM4yecTsa
raHrnnosngos. Hauano 3aboneBaHus MNPUXOAUTCA Ha BO3pacT 2—
5 net npu nosgHemM MHMaHTWILHOM Tune, 8—12 fieT Npu tOBEHWSIb-
HOM Tune m ctapwe 20 fAeT nNpu B3pocnoMm Tune. Y 6GOMbLIMHCTBA'
60/1bHbIX 60nee Mosiogoro Bo3pacta (2—12 feT) OHO HayMHaeTcs
C MOSIBNEHUS CYAOPOr, 3pUTesibHbIX HapyLeHW, OTCTaBaHWsA Mcu-
XNYecKoro pasBuUTUA W aTakCcuum. MMOKMOHYC UM Cy[Oporn MmoryT
ObITb pedpakTeEpPHbIMU K /1060 MNPOTUBOCYAOPOXHOM  Tepanuu.
CnenoTa, COMPOBOXAAKOLWAACA MaKy/nsapHOA AereHepaumein w nur-
MEHTHbIM PETUHWUTOM, YacTO HacTyrnaeT Ha MO34HUX CTaguax 3a-
6onesaHns. Ero TeuyeHme BapbupyeT, 6onee  monogble 60/bHblE
XnByT 3—5 neT, a detu 6osiee cTapwero Bo3pacta 6—8 net ot
MOMeHTa MOSABNIEHUS MNEPBbIX CUMMNTOMOB. Y B3pOC/bIX MPUCOEU-
HAIOTCA aTakCUsa W AeMEHUNSA WM MPU3HAKU BOBJIEYEHUS B MpoLece
6a3anbHbIX FAHINEB U AeMeHUUs.

Y vy ¢ nopo3peHvem Ha 3710 3abosieBaHMe [MarHo3 OCHOBbI-
BaeTCA Ha BbISB/IEHUM aHOMaSIbHbIX HEMPOHOB MPWU OCYLLECTBIEHUN
6roncn NPSMON KWLWKM WA TOMOBHOIO MO3ra. Y HUX BblpaxeHal
yTpaTa HeWpOoHaNbHOM MepuKapgun, codepXaller rpaHynibl, OKpa-
wwuBawwueca CygaHoMm 4YepHbiM B 1 PAS, 1 oTMevaeTcsd MONOXNU-
TeNbHaa peakUums CO BCEMU KpacuUTEeNsaAMW, pearvupyrowmmMmmn C Lepo-
naoM uam avnogycumHom. LinTonnasma MHOrMX HEMNpoOHOB cofep-
XUT pPasfIMyHOe 4YUCI0 LUTONNa3MaTUYeCKMX BK/IKOYEHUA Henpa-
BWIbHOW (hOPMbl, Ha3blBaeMbIX KPUBOMMHENHbIMW Tenbuamu. Apy-
rve BK/IIOYEHUA WMEKT BWUA OTMNeYyaTKoB nasbleB. Pe3ynbTaTbl UC-
cnegoBaHnsA nepudepmnyecknx NMMGOUNTOB M BUONTATOB KOXU U
KOHBIOHKTUBbLI Y L, MOJIOAOr0 BO3pacTa MO3BOMAIT BbIBUTH
XapakTepHble LUMTOMNasMaTMyecKne BK/IOYEHWUSA, YTO MWCK/OYaeT
HeobX0AUMOCTb MPOBEAEHNSA 6MONCMM NPAMOMA KULIKWM WAM FON0B-
HOro mMo3ra.

CMMnNTOMaTUKa HanoMWHAeT Takyl Mpu ApYyrux pereHepaTuBs-
HbIX 3a60/1€BaHMAX TO/IOBHOTO MO3ra, Takmx kKak OMp u CMr-raH-
rNNO3MA03bl U NENKoANCTPOUKN, NPU KOTOPbIX OTMevatoTca Aedek-
Tbl CMEUNUYECKMX IM30COMa/IbHbIX TMAPO0Nas. TOYHbI 6enKoBbIl
JedhekT npu uepongnmMnodycumHo3ax He ycTaHoBfeH. HocuTenb-
CTBO C TOYHOCTbIO He uAeHTUUUUMpyeTca. lNpeHaTanbHaa AuarHo-
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MKa [JocTuranacb WCC/MeA0BaHMEM aMHUOLUTOB, B KOTOPbIX Bbl-
iIS711 XapaKTepHble KPVBOJIMHEWHbIE TesbLa.

Heo6xogMMo  KynuvpoBaTb CyAOPOrv, TMOCKO/IbKY OHU MOTYT-
YCKOpUTb TeueHWe 3a6osieBaHUs. He pa3paboTaHO YCMEWHbIX Mpo-
(hMNAKTUYECKUX MEPONPUSITUIA, HanpaBfeHHbIX Ha MpegynpexaeHve
acnupaLyoHHOM MHEBMOHUM Y [eTeli ¢ BbIPAXEHHbIMW HapyLUeHUs -
MU COCTOSIHUSI, NPUBOASLLEA K CMepTu.

MYKOANMNNO03bl

Mpyn MyKoNUNMAO3ax CUMNTOMATMKA MNPOABASETCA TaK >XKe, Kak
npu AMnugosax u mykononucaxapuposax. HecmoTps Ha Ha3BaHue
3aboneBaHUs, CBUAETENbCTB WCTUHHOIO HaKOMAEHUS NUNWA0B Wn
MYKOMoO/siMcaxapngos B opraHax 60/bHbIX HefocTaTo4HO. Popmasib-
HO (yKo3ngo3, GMi-raHrnnMo3ngo3 U1 MHOXECTBEHHbI  AeuuunT
cynbaTasbl OTHOCATCA K MYKOAMMNUAO3aM, MOCKOMbKY Haivuo npu-
3HaKM HakKoMIeHUs NMnuAgoB (Hanpumep, rAMKOCHUHIOANNNAOB) U
rMMKO3aMWHOIINKAHOB B pasHbIX opraHax. Bce Mykonnnugosbl-
HacnegylTca NO ayTOCOMHO-PELLECCUBHOMY TuUMY.

Mykonunngos |, nunomykononucaxapugos, wiv cuanmgos Tu-
na 2. 3aboneBaHne HauyMHaeTcsa B paHHeM geTcTBe. bonbHOW npu-
obpeTaeT 4YepTbl, CBOMCTBEHHble 60/MbHBLIM C cUHApPOMOM [yprepa,
Y HEro BbISABASAIOT MHOXECTBEHHbIA AM30CTO3, €ro YMCTBEHHOE pas-
BUTVE YMEPEeHHO OTCTaeT, BHYTPEHHME OpraHbl yBe/IMYeHbl B pasMepe,
poroBuua MyTHeeT, Ha ceTyaTke onpegensetcs BULLUHEBO-
KpacHoe MATHO, HauyMHAaKTCA CyAOPOrv, NUMGOLMTbI BaKyonn3upo-

|BaHbI, hnubpobnacTbl cogep)xaT rpybble BKAOYEHUS, HO MYKOMO/N-
caxapugypusi OoTCyTCTBYeT. TepMUHabHble ONUrocaxapugbl cuano-
|BOA  KMCNOTbI 3KCKPEeTUPYIOTCA B 6OMbLIOM KOMIMYECTBE C MOYOW.
Knetkn Kyndgepa (3Be3gyaTble peTUMKYN03HAOTENMOLUTBLI) W rena-
TOUWTbLI  BakKyonM3MpoBaHbl, B OuonTaTe WKPOHOXHbLIX  HEPBOB
onpefenslT MeTaxpoMaTUyeckyld MUWENMHOBYID  [AereHepauuio.
XY 60MbHbIX CHVKEHA aKTMBHOCTb [/IMKOMpOTeMHCManugasbl. AK-
XTUBHOCTbL raHrnuosuacuanngasbl He W3MeHeHa. HocuTenn wmoryT*
NwTe ngeHTU(HULMPOBaHbI; MpeHaTasbHbIA AMarHO3 OCYLLecTBASAT*
8/ipn MCNONb30BaHUN KyNbTYpbl KNETOK aMHUOTUYECKOWN >KMUAKOCTW.

Mykonmnugo3s |Il, wm I-knetouHass 6onesHb. 3aboneBaHue nNpo-

ABNAETCA B TeUYeHUe MepPBbIX HECKOSIbKUX MECALEB XWU3HU. KnuHu-
ipecKkas KapTUHa OT4YacTW HanOMWHAeT TaKOBYK  MNpU CUHAPOME
wypnepa u raHranosngose GMi (tun 1). Y 60/bHOr0 MOryT ObITb
YPOXAEHHbIV BblBUX Oedpa, NaxoBble FPbDKW, FUNEPTPOPUSA [eceH,
OrpaHunyeHvie MOABWXHOCTW B MNJleYeBbIX CycTaBaxX, reHepann3oBaH-
Has TrMNOTOHMA, YTOJWEHHAA W MNA0THas KOXa, renatoMeranvs.
Ipy6ble YepTbl nMUa CTAHOBATCA 60see O4YEeBUAHLIMU C BO3PAcCTOM.
OTMevalTCA XapakKTepHble KOCTHble WM3MEHeHWs, CBA3aHHble C MHO-
XECTBEHHbIM AM30CTO30M. OHW 3aKNHYalTCA B CMa3aHHOCTU pu-
CYHKa [/IMHHbIX TpybuyaTbIX KOCTeli Ha peHTreHorpamme, yKopoue-
HAM Ten MO3BOHKOB W APYIMX 3HAYUMbIX WU3MEHEHUsAX KOCTeil Tasa,
Kuctein, pebep mn uvepena. CMepTb B pe3ysbTaTe MHEBMOHUW WX
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aacToMHOI cepAeyvyHOl HeJoCTaTOYHOCTM O0ObIYHO HacTyrnaeT B BO3-
pacte 2—S8 nerT.

JKcKpeuusa MyKOnonucaxapuaoB C MOYOM OObIYHO He Hapylle-
Ha, HO MOBbIWEHA 3KCKPeUUs cumannnonurocaxapugos. B KynbType
(hmbpobnacToB 06HAPYXUBAKT XapaKTepHble BK/IOYEHUH, 4YTO OT-
NnyaeT 310 3aboneBaHne OT MyKOMnoamucaxapugosos. Mpu nsyyeHun
(hepmMeHTOB BbISABNAIOT 3HAYNTESIbHOE MOBbLIWEHNE WX aKTUBHOCTU
B /1M30COMax CbIBOPOTKM, B TO BPeEMS KaK B fIeMKOLMTax OHa Haxo-
ANTca B npegenax HOPMbl. B KynbType  KOXHbIX (hnbpobnactos
CHKeHa aKTUBHOCTb MPaKTUYECKN BCEX JIN30COMasibHbIX (hepMeH-
TOB, B TO Bpems KaK cpefa Ky/lbTMBMPOBaHMUA XapaKTepusyeTcs
YBE/IMYEHHBIM  UX COAEPXAHMEeM MO CPaBHEHMIO C KOHTPOJIbHOWA
nvHnelh ubpobnactoB. [lMepBUYHbIA AedeKT npy MyKOIMAMA03ax
Il v 11l 3aknwo4vaetcs B gedmumte cneymduyeckon N -aleTUNraoKo-
3amuagocgaTTpaHchepasbl, KoTopasd (ochopunnpyeT BHOBb 06pa-
3ylowmecs nn3ocomasibHble epmeHTbl. [pu oTcyTcTBUM docdaT-
HbIX TPynn, ABAAIOWMUXCA 4YacTbi0 MapKepa, BHOBb CUMHTE3MPOBaH-
Hbli (hepMEHT He NPOHWMKAeT B JIM30COMbI, a I3KCKpPeTupyeTcs u3
KNeToK. AKTUBHOCTb 3TOr0 Cneumduyeckoro gepmMeHTa MOXHO
onpegennTb B (unbpobnacTax, 4TO CAYXUT OCHOBOW creunduye-
CKOro [AMarHOCTUYecKoro Tecta AN UAeHTUdUKaumm 60MbHbIX, HO-
cuTenei, a TakXke MpeHaTaNbHOW AMarHOCTUKM 3aboseBaHus.

Mykonmnugos 1ll, wwm nceBAorypneposckas nonavancTpodms
3710 cTepTasa opma Mykonunupgosa Il. Mocne BO3MOXHOro oTvcTa-
BaHWSA paHHEro MnCMXOMOTOPHOIo pas3BuUTMA B Bo3pacTe 3—4 neT
NosIBNAIOTCA TakuMe CUMMMTOMbI, KakK  Mporpeccupylowas Tyrono-
OBUXHOCTb  CyCTaBOB, HWU3KOPOC/NOCTb, YMEPEHHO  BbIPAXEHHbIN
MHOXECTBEHHbI AW30CTO3, YMEPEHHas runepnaasns AeceH, Hop-
Ma/ibHbI YPOBEHb 3KCKPeuun MyKonosuMcaxapuios ¢ Mo4yoil. MoryT
O0TMeYaTbCs MOMYTHEHME POroBuLbl M HUCTArM. YpoBeHb 1Q Kosieb-
netca ot  Hopmbl Ao 50. T1pOrHo3 HeonpegesieHHbIA:  HEKOTOopble
6onbHble foXuBanu fo Bo3pacTta 30 neT. B HekoTopbIX Cryvasx
MokKasaHbl OpTOMneguyeckne MeToAbl NieyeHus. Kak v npu I-knetou-
HO 60/1e3HN, MOBbIWEH YPOBEHb J/IM30COMasIbHbIX  (PEPMEHTOB B
CbIBOPOTKE, & B Ky/NbTMBUPOBAHHbIX KOXHbIX pnbpobnactax copgep-
XaTCsA XapakKTepHble BK/HOYEHUA W CHUXEHa aKTUBHOCTb MHOIMX
nn3ocoManbHbIX ¢epmeHTOB. OnpegeneHue  akTMBHOCTU Y [ ® -N-
aueTuArnioKo3amumH-1-cpochoTpaHcepasbl ¢ MCNOIb30BaHMEM 3K30-
reHHoro cybctparta Mo3BONSET BbIABUTL 60/ee BbIPaXeHHY ocTa-
TOYHYIO aKTMBHOCTb, 4Yem Mpu mykonunugose Il. Bo3moxeH npe-
HaTa/lbHbI/i  AMarHo3, OCHOBaHHbIA Ha WCCNefOoBaHUN  KyNbTypbl
K/IETOK aMHMOTUYECKOW >XMUAKOCTW.

Mykonunugos. 3TOoT BWA AMNUA03a OnucaH HefaBHO. B 60/1b-
LUMHCTBE W3BECTHbIX B HAcTosllee BpeMms Ccry4vaeB 3aboneBaHue
BCTpeYaeTcsa cpegn fgeTtel M3 Cemell eBpeeB-allKeHasw. Bckope
nocne poxpeHuns y pebeHKa BbISABNAOT ABYCTOPOHHEE MOMYTHeHWe
poroBuubl 1 cTpabmusm. lMocne 6-mecsayHOro Bo3pacta 6onee oT4yeT-
JINBbIMM CTAHOBATCA TUMOTOHUA W 3afepXXKa MCUXOMOTOPHOro pas-
BUTUA. OTCYTCTBYET CKefNeTHas Aucriasvs WM n3bbITOYHas 3IKC-
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Mpeums MykKononucaxapugos € MoYol. OnpegensawTcs  rpybble
JaTonornyeckne TenbLa B K/METKax MeyeHW, TOJIOBHOrO  MO3ra,
KOHBIOHKTMBE U (mnbpobnactax. NporHo3 HeonpeneneHHbIn. OauvH
13 6OMbHBIX AOXWA A0 Bo3pacTta 24 net. JleueHwe, HamnpasfieHHOe
Ha KOPPEKLUMIO MOMYTHEHWS POroBULIbl, MOMOraeT YyBE/IMYUTb OCTPO-
Ty 3peHus, HO Apyrvue MeTodbl JIeYEeHUA OTCYTCTBYIOT.

[wvarHo3 ocHOBaH Ha [JaHHbIX MWCCNefoBaHUA Ky/bTYpbl KOX-
HbIX (pMbpobnacToB, B KOTOPbIX OOHAPYXXMBAKOT XapaKTepHble
amMennspHble MHOronysblpyaTble MemOpaHO3Hble Tenbua. Y 60/b-
HbIX Oblfla 4aCTMYHO CHMKEHa aKTMBHOCTb raHraMosviacmannaasbl.
HecMOTpA Ha TO 4YTO Y HEKOTOPbIX O6G/UraTHbIX reTepo3nroT ee
aKTUBHOCTb Oblsla HMXXE HOPMbI, [0 HACTOSLLEero BpPemMeHM He [0-
Ka3aHa MepBMYHOCTb 3TOro AeekTa. [peHaTanbHbIA AMarHO3 Ocy-
LLEeCTBNSAETCA NPU UCCNEf0BAaHUWN Ky/NbTypbl KNETOK aMHUOTUYECKOW
YKMOKOCTU Ha MNpefiMeT BbIAB/IEHUSA B HUX XapaKTepHbIX Tesel, Ha-
KOMJeHus.

Cvannposbl. 3TO Ha3BaHMe 3akpensieHo 3a rpynnoli 3abonesa-
HWIA, NPy KOTOPbIX OTMEeYarT AeduunTt cvanugasbl (HelpammHU-
Ja3a) npu WUCMoNb30BaHUM B KayecTBe cybcTpaTa onpefeneHHbIX

. IINKONPOTENHOB, 0/IMrocaxapuioB WM CUHTETUYECKMX MPOU3BOJ-
pbl X, cofepXalWnx CcuanoBble KUCMOTbl. AKTUBHOCTb Cuanngasbl
raHr1Mo3ngoB OCTaeTcA NpW 3TOM B Mpegenax HopMmbl. KnvHuye-
CKVe NposiBNeHUs 3a60/1eBaHNA CYLLEeCTBEHHO BapbuMpyloT: OT (opM,
HaunHawowmxca Ha 1-mM rogy >Xu3Hu (Mykonunugos |, cuvanupos
Tuna |Il, wHpaHTUNLHOE Hayano), A0 XapaKTepusylwmxca MUo-
K/IOHYCOM, BMLUHEBO-KPAaCHbIMW MATHAMU Ha CeTYaTKe W C/lenoTom
NPV MNPakKTUYECKN HEeW3MeHEHHOM UWHTennekTe (cuanngos | Ttuna),
~BbiBNAOWMMNUCA Ha 1—2-M 10-neTum Xu3Hu; 60NbHble O0XUBAKT
'no Bo3pacta 40 neT. BonbHble OAHOM Tpynnbl C KAWMHWUYECKOW Kap-
'TUHOI, MPOMEXYTOYHOM MeXxay 3TMMM [ABYMs BapuaHTamu (CHa-
ingo3 Il Tuna, OBEHWNbHOE Hayano), OblLIM pacueHeHbl Kak CTpa-
alolime HeobblyHOM hopmoii raHrnmosmgosa GMi, Tak Kak y HuX
iblfa BbISIBJIEeHAa B HEKOTOPbIX TKaHAX HU3Kas aKTUBHOCTb P-ranak-
lFosugasbl. Mpu Bcex Tunax 3aboneBaHUSA 3KCKPETUPYHOTCA cuanu-
fourocaxapmabl ¢ MO4YOM M HaKanaMBalTCA cofepxalme cuano-
YO KWUCMOTY MPOU3BOAHbLIE B Ky/nbType KNeTok. Cnannposbl MoryT
iiblMb ANMArHOCTUPOBaHbI MO NMPOUI0 (PEPMEHTOB B KY/bType KOX-

X (hnbpobacToB M NENKOLUMNTOB, BO3MOXHbI MPeHaTa/IbHbI Aunar-

03 U BblsIBfIeHNe HOCUTenNeN.

Oasug Benrep (David Wenger)
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HAPYLWIEHNA METABOJIN3AMA N TPAHCIOPTA JIUIMOMPOTENHOB

Pe3ynbTaTbl (DPaMUHIEMCKOrO W APYrnx Mogo6HbIX mMccnefoBa-
HWUIA CBMAETEeNbCTBYIOT O TOM, 4YTO YEM Bblle YPOBEHb B Mjasme
X0NecTepMHa, TeM Bbille PUCK WMHMaPKTa MUOKapAa, CBA3aHHOro
C MpexaeBpeMeHHbIM pas3BUTUEM arTepockiepo3a. OfHAKO [0 He-
[JaBHero BpemMeHW OTCYTCTBOBa/IM  K/IMHMYECKME  MCCNefoBaHus,
KOTOpble ybeanTeNlbHO AOKa3blBanu Obl, YTO MEPONPUATUA, Harnpas-
JIeHHble Ha CHWKeHMe YPOBHA B Mja3Me XOJieCTepuHa, BAUAKOT Ha
4acTOTy aTepOCKNEepPOTUYECKOro MOpaXeHus  CoCyfoB  cepAua.
B 1984 r. 6b1n0 nokasaHo (iLipid Research Clinics Coronary Pri-
mary Prevention Trial), 4To CHWXeHWe YPOBHA XONecTepuHa na
1% npn nevyeHUN xosieCTUMpaMMHOM COMPOBOXAasiocb 2 % CHuXe-
HMEeM 4acToTbl WHMapKTa Muokapga. Takumm 06pa3oM, BO3HUKAET
HeobXxoAMMOCTb MAEHTU(MKALUN AeTeil paHHero AeTCKOro Bo3pacTta
W3 rpynnbl NOBbLILWEHHOIO PUCKA PasBUTUA MPeXAeBPEMEHHOro are-
pocksiepo3a BC/leACTBME HacnefoBaHUSA OLHOTO WM HECKOJ/IbKUX
reHOB TUMNEPXONECTEPUHEMUN, YTO WMEET LESIbI0 CHU3UTb accoum-
MPOBaHHbIM PUCK paHHUX 3aboneBaHwuii cepgua. mnepTpuranuepu-
JemMua, KaKk M3BeCTHO, TOXe CBfi3aHa C paHHUM pa3BUTUEM aTepo-
CK/1Iepo3a, HO 06bIYHO paccMaTpMBaeTCA KakK MeHee 3HauMMblii, Yem
rnunepxosieCTepuHeMus, (akKTop pucka aTepockseposa. B HacTos-
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Ouem pasfgene npeacTasneHbl 0630p MexaHW3MOB MeTabonmsma wu
TpaHcnopTa XONecTepuHa W TPUTINLEPUAOB, AaHHble O «HOPMasib-
,UOM» CcOofepXaHuu NUNuLoB B MnaasMe O MepBUYHLIX (T. €. reHeTu-
YeCKMX) W BTOPUYHbIX HapylleHMsax  MeTabonmsama nunonpoTeu-
[JOB, KOTOpble MOTYT MPUBOAUTL K HapyLIeHWIO COAepXaHusa nunu-
AOB y [eTeil, a Takxke 06CYyXAeHbl NpPoGneMbl AMArHOCTUKN W fe-
YeHUs OeTen.

MeTabo/mM3M M TPaHCMOPT JINMOMPOTEVMHOB. XONIECTEPUH U TpU-
ramuepuibl TPAHCMOPTUPYIOTCA B COCYAUCTOM pycre B Buae Mak-
POMOJIEKY/IAPHBIX KOMIJIEKCOB, Ha3blBaeMbIX JIMMOMNPOTEUNH a-
M ¥M; OenKOBble KOMMOHEHTbl KOMMJ/EKCa Ha3blBalT anosvnonpo-
TenHamu. [uvwesBble MNOMPOTEUHBbI  (XUIOMUKPOHbLI)  (HOPMUPYIOT-
CA M CEKPeTUPYITCA B TOHKOM KWULLIEYHUKE, OpYrue, Hanpumep
JMNNONPOTEMHBbI O4YeHb HU3KOW naoTHocTu (JIMMOHTM), cuHTe3upy-
I0TCA B MEYeHW, a HeKOTOopble [MNONPOTEMHbI BbICOKOW MAIOTHOCTU
(NMNBM)] co3peBaldT B COCYAUCTOM pycre nocfe obmeHa cocTas-
NAWUMN KOMMOHEHTAMW C APYTMMU LUPKYIUPYOWUMU IMNOMNPO-
TenHaMn UM C TKaHEBLIMW CTPYKTYpamu.

TpaHCNOPT 3K30TeHHbIX (nvuweBbIX) nvnupagos
(puc. 7-29). Mocne ynoTpebneHns B nNULWY XUPOCOoAep>KaLinx
NPOAYKTOB WM WX TUAPOMAM3a JIMMNa30M KULIEYHUKA W NOMKenynou-
HOI >Kene3bl, CBOOGOAHbIE >XMPHblE KWCNOTbl M XONEcTepUH peacTe-
PUONLNPYIOTCA B KULLIEYHOM 3NUTENNU C 06pas3oBaHWEM TpUruue-
pyaoB U 3(IUPOB XOIECTEPUHA COOTBETCTBEHHO. 3TWU NUNUALI 3aTeEM
«yMNnakKoBbIBAlOTCA» BMeCTe C Qochonmnmaamu, CBOOOAHbLIM Xofe-
CTEPMHOM W MO MeHblUeli Mepe C ABYyMs  anonunonpotenHamu
(anoA-1 u anoB-48) c¢ o06pa3oBaHWEM XWU/IOMUKPOHOB, CEKpeTupye-
MbIX B KWLWIEYHY numdy, nonajalvT B PYAHON NuUMGpaTUYeCKnii
MPOTOK, a 3aTeM B neputepunyeckue cocygbl. B UMpKynaToOpHOM
pycne XWIOMUKPOHbI MpuMOBpeTaloT AO0NOSHUTENbHbIE arnonnunonpo-
¢ TEUHbI, FNaBHbIM 06pa3oM anoE u Heckonbko ¢opm anoC. Tpu-
i rnvuepuabl,  cocTasfslowme  60/bLUYIO 4acTb  XWUJIOMUKPOHOB,
WOLCTPO TMAPONN3YIOTCA JIMNOMPOTEMHANNA30MA KanuUANApHOro 3HA0-
Tenusa. O6pasyolimnecs B npouecce rmMapoamMsa cBo6GOAHbIE KUP-

Hble KWUCNOTbl MepBOHAYasIbHO TPAHCMOPTUPYIOTCA B XXUPOBYIO
TKaHb [/11 HaKOM/eHWs B BuAe TPUINULEPUAOOB, a TakKXe B Mbl-
| mieyHyl0 TKaHb, B KOTOPOW OHW MOABEpPralwTcsa 6eTa-OKUCIEHNIO.
.HacTnukm nMNonpoTEMHOB MEHbLUMX pasMepoB K 6onbluel MaoT-
HOCTW, MOCKOJIbKY YTpaTwuiuM 60/blWYH 4YacTb TPUTINLEPUAOB, Ha-
33bIBalOT OCKOJIKAMU XWUJIOMUKPOHOB. OHW COXPaHAKT MpaKTUYecKu
iBCe 3Mpbl XONeCTEPMHA, BXOAALIME B MX COCTaB, W OTAANT 4acTb
csoux anonunonpotemHos (anoC u anoA-1) JITIBIM; npu 3TOM OHWK
oborawiatotca anoB-48 m anoE. 3TW OCKONKM pacrno3HarTCs, CBS-
3bIBAOTCA W YTUIU3MPYKOTCA YacTUYHO C y4yacTMEM MeM6paHHbIX
peLenTopoB MeyeHn, creuntunyHbIX and vactuy anoE. C nomouibio
3TOr0 MexaHuM3Ma XOMecTepuH, NocTynawwmii ¢ nuwel, noctynaeT
B MNeyeHb, B KOTOPO/A OH MPUHUMAET YyyacTue B PerympoBaHuu
XO/IeCTEPUHOBOr0 MeTabonmamMa nevyeHu. B HoOpMe XWUTOMUKPOHbI
N MX OCKOJIKM COXPaHAT CBOK XM3HECNOCOOHOCTb B LMPKYNATOP-



OHTepouut

Puc. 7-29. MyTb mMeTabonmsma XWIOMMKPOHA B M/1a3Me YesioBeKa.

XupHble kucnotel (OKK) u xonectepuH (XC) acTepudmnampytoTcs B CAU3UCTON 060/104Ke KU-
leyHnKa ¢ obpasoBaHuem Tpurauuepupos (T —ceporo LpeTa 06/1aCTb) W 3CTEPOB Xxonecre”
puHa (39X — yepHble yyacTku). OHW coeAuHsOTCA C ano-A 1 ano-B-48 ¢ obpa3oBaHHel Xxuo-
MWKPOHOB, CEKPeTUPYIOLWMXCA B KPOBOTOK. XU/OMUKPOHbI MOABEPralwTCcsi AUMNONM3Y B 3HAOTe*
NN KanuNnspoB >XMPOBOW W MbILLEYHOW TKaHeli ¢ BbiCBOOOXAeHWeM TI nog BAUSHMEM AunMo-
npoTenHnunasbl (J1MJ1), ocywecTBnseTcs npucoeauHeHne ano-E JIMBIM, TepsioTca ano-A K
ano-C, Kotopble npucoefuHsiotcea K JINBM. O6pasylolmnecs OCKONKU XWUIOMUKPOHOB CBA3blBA*
I0TCA MeyveHOYHbIMM ano-E-peuentopamu Ans nocnedytoLlero pacliensieHms B nm3ocomax (agan-
TuposaHo no: Havel R. /. Med. Clin. North. Am., 1982 66:319).

HOM pycne B TeYeHVe Henpofo/DKUTENbHOrO BpPeMeHu; 4Yepe3 12 vy
OT Hayasna rosofaHWss B HOpPMe B Ma3Me He OCTaeTcs JIMMOMPO-
TENHOB MULLLEBOr0O MPOUCXOXAEHUS.

TpaHCNOPT OSHAOTFeHHbLIX NUNULOB M3 neyeHwU
(puc. 7-30). B neyeHW CEKPETUPYIOTCHA JIUMONPOTEUHbI, OTHOCSH-
wmeca K knaccy JIMOHTI, cogepxawmx CBOBOAHbLIA W 3cTepudu-
LUMPOBaHHbI XONeCcTepuH, Tpurauuepugabl, hoconunuabl 1 Habop
anosmMnonpoTenHoB, ocobeHHo anoB-100, anoC u anoE. MNogo6Ho
XWAOMUKpPOHaMm, JITTOHM o6meHmMBalOTCA  anosmnonpoTenHaMmum
C OAPYTMMU UVPKYIUPYIOWMMU YacTUYKaMW U NOCTABAAT TPUTIN-
uepuabl B XMPOBYI TKaHb MNPW yyacTUW  JINMOMPOTEUHNNNASLI.
B xoge aToro npouecca OHW CTaHOBATCA 6onee menkummn u 6onee
NI0THLIMA W Ha3blBalOTCA ockonkamu SIMOHIM, wam nunonpoTten-
HaMy NpoMeXyToyHol nnotHoctn (JIMMM). HekoTopble U3 3TuX
OCKOJIKOB 3axBaTblBalOTCA peLenTopaMy MeM6paH MevyeHOUHbIX Kie-
TOK, B TO >Xe BpemMsi HekKoTopas WX 4yacTb MpeBpallaeTcsa B UMO-
NPOTenHbl HU3Ko nioTHocTM (JIMHTI); nocnegHee npegnonaraeT
npouecc yganeHuss OCTalLnXca TPUIULEPMAOB W BCeX anosumno-
NPOTEMHOB, 3a WUCK/IKYeHMeM anoB-100. Mpu 3tom 06pasytTcs
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Fenatouut

Pic. 7-30. Myt meTabonn3ma NMMNONPOTEMHOB HU3KOM WU O4YeHb HU3KOW MNOTHOCTU
(cootBeTcTBeHHO SIMMHIM 1 JIMOHIM) B nnasve 4enoBeka.

Tpugsuepuabl (TF —cepble y4yacTKM) W 3CTepbl XxonecTepuHa (39X — YepHble y4yacTKM) CBS-
BbIBEOTCA € ano-B-100, ano-C n ano-E B meyeHn n cekpeTupytoTcs B Buae JIMOHT. SIMOHM
noABeprawTCA NHNONU3Y B 3HAOTENUWU KanWANSPOB XXMPOBOW W MbILLEYHOW TKaHel, mpu aTtou
TepaoTca TI noa BAusHWeM nunonpoTeMHnunasel (J1M1J1). O6pa3syloumeca B pesynbTaTe oc-
BoieB JIMOHM nm6o npespauwatoTcs B JIMHIM, TpaHcnopTupyscb B Mepudepuyeckne KIeTKn
Mytem JIMHM-peuenToponocpesoBaHHOro 3aXBaTa nnbo 3axBaTblBAlOTCA MEYEHOUHbIMWU peLien-
TopBun (agantuposaHo mo: Havel R. . Med. Clin. North. Am.. 1982, 66:319).

YyacTuubl, MOYTU MOJIHOCTLIO COCTOALWME M3 3(PUPOB XOJSIECTEPUHA U
anoB-100. Cneuundguuecknin peuentop K JIMHI nokanusyeTtca Ha
mMemMbpaHe 60/blUeil 4YacTU KNeTOK, OH pacrno3HaeT, CBA3blBaeT WU
obycnosnueaeT nornoweHve JIMHM. Mpu y4yacTun 3TOro Mmexa-
Hu3ma JITTHTT nocTaBNAlT XOMeCcTepuH BHEMEYEHOUYHbIM TKaHAM
Ana obecneyeHMs MemM6paHHOr0 CUHTE3a; KPOMe TOro, TKaHW, yyacT-
BylOLLMe B MpoLecce CMHTE3a CTEPOUAHLIX FOPMOHOB obecreymBaloT
CBOW NOTPebHOCTN B XONECTEPUHE Ha OCHOBE peLenTopoonocpeso-
BaHHoro 3axsata JITTHIl. NX y4acTuyknm MOTyT LUPKYNMPOBaTb B
nnasme B TeYEHME HECKONbKUX OHEN.

JlnnonpoTenHbl BbLICOKOM MNAOTHOCTM M 06paTHbIA TpaHCc-
noptT xonectepwuHa. B oTaMuve 0T XUNOMUKPOHOB "
NIMTOHTM, cekpeTupyrLWMXCA B LUPKYNATOPHOE PYC/I0 B BUAE OKOH-
yaTeNbHO CcopMMpPOBaHHbLIX 4acTuu, JIMBI cekpeTupyroTca ne-
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YeHbl0 M TOHKUM KULLIEYHMKOM B BUAE AUCKOUZASIbHbIX 4acTUYeK B
cTagum ux (YOpPMUPOBaHUSA, COCTOALMX MPENMYLLECTBEHHO M3 oc-
tonunngoB mn 6enkoB (anoE u anoA). YacTuyku cBA3bIBAOT Xose-
ctepuH JIMOHM wn NAMHM, a Takxe TKaHe; 3TOT XONECTEpPWH
acTepuuumpyeTcs nyTem JeuuMTUHXONecTepuHaLnaTpaHcghepasHoi
(NXAT) peakuymn. YacTb aupa xonectepmHa HakKaninmBaeTcs B
aape NIMBT, yTto npugaeT mMm chepuyeckyto GopmMy, a 4vacTb €ero
BHOBb nepeHocuTcsa Ha JIMOHM w AMHIM. Mockonbky JIMHIM un
ockoniku JIMOHIM  moryT MeTabonm3upoBaTbCAd B MNeYeHW, 3TO.
npegonpegensieT BO3MOXHOCTb BO3BpaTa TKaHEBOro XO/ecTepmHa
B MeyeHb (06paTHbIA TPAaHCNOPT XOSeCTEPMHA). JIMMONPOTENHBbI Bbl-
COKOM MMOTHOCTM camu no cebe MOryT meTabo/nmM3MpoBaTbCs nedye-
HblO, YTO obecneumBaeT LOMNOHUTE/IbHBIA MyTb 06paTHOr0 MOCTYynN-
JIeHNSA XxosiecTepuMHa TKaHEBOro MPOUCXOXAEHUSA B MeyeHb, KOTOpas
3aTemM cnocobHa 3KCKPEeTUpPOoBaTb €ro B Xesub.

YpoBeHb M/la3MeHHbIX NUNMAoB U NMONPOTENHOB. B Ta6n. 7-10
npefacTas/ieH ypoBeHb B MasMe XosiecTepuHa W TPUrnuuepunaos b
HopMe. B TeyeHMe nepBbIX HECKO/IbKUX MECALEB >XU3HW KOHLEHT-
pauma XonectepuHa CyLlleCTBEHHO MOBbILLAETCA B pesynbTare us-
MeHeHuin B JITTHM. Ha npoTsbkeHun nocnegyrowmx 15—20 net HeT
CYLLEeCTBEHHbIX M3MeHeHWli 06LLlero ypoBHA XxonecTepuHa (B cpea-
HeM 1500—1650 Mr/n y MY>X4YMH W Y >KEHLMH) He MpomucxoauT.
Ero copepxaHue B JIMMHIT ocTaetca Ha ypOBHE UyTb HUXe
1000 Mr/n Kak y MYX4UH, TaK M y XeHWwuH. KonnyecTtso xonecTe-
puHa JITIBIl B paHHeM BO3pacTe COMOCTaBMMO Y Ma/IbYMKOB W
[eBOYEK, a B JasibHelilleM OHO OCTaeTcAs NPUMEPHO MOCTOSHHbIM
Yy [OEeBOYEK W OTYET/IMBO YMEHbLUAEeTCa Yy Ma/byMKoB (BO BTOPOM.
10-neTn >XM3HWU €ero ypoBeHb cTabmnusmpyetcs). C gpyroii ctopo-
Hbl, YPOBEHb TPUINNLEPUAOB MNIa3Mbl UMeeT TEeHAEHUMIO K TMpexo-
JAlleMy NOBbIWEHWIO Yy AeTeil 060ero nosa Ha MNepBOM FOAY >KU3-
HW, CHWMXaeTcs A0 cpeaHux 3HadeHun (500—600 wmr/n) B nocre-
Aylolme HecKosIbKo NneT, a 3aTeM (K Bo3pacty 20 neT) nosblwaeTcs!
B cpegHem o 750 mr/n. Y nuy Monoforo Bo3pacTa BbIABNSAETCS
CyLLLeCTBEHHOE MOBbILWEHNE YPOBHSA XOJsieCTEpMHA B MnasMe, 4yTo CBS-
3aHO MOYTU WUCKMIOYMUTENIbHO C YBelIMYEHWEM €ro Kosinyectsa B CO-
ctase JIMHIM. B nocnegyowwne 30 neT CKOPOCTb €ro mnosblleHns!
Yy MYX4YUH 3Ha4YMTe/IbHO BbIlle, YeM Yy >KeHLWMUH. Ecnu K aTomy fo-
6aBUTb, 4YTO Yy MYyX4uMH 06o0flee HU3KWI YpPOBEHb XOMecTepuHa B
NINBI wn 6onee BbICOKNA YypPOBEHb TPUINULEPUAOB, TO MYXXUMHBbI
OKa3blBalTCA B rpynne 3Ha4YUTe/IbHO 60/1ee BbICOKOTO  puUcKa ro.
pa3BUTUIO aTepoCK/IePOTUYECKOro MOpaXKeHWs COCyAOoB cepgua Mo
CPaBHEHUID C >XeHLMHamMu, N0 MeHblUeil Mepe [0 Bo3pacTa
50—60 neT.

B uenom u4enoBeka cuMTalOT CTpajaloWmm rvnepannuaeMmei
npu ypoBHe /MMWAOB B M/a3me Bbiwe 95-ro npoueHTUnsa ans co-
OTBETCTBYIOLLEr0 BO3pacta WM nona. Takmm o06pasom, runepxone-
CTEepUHEMUA MOXET ObiTb KOHCTATMpOBaHa MNPV YpPOBHE XofecTe-
puHa HaTowak 6onee 2000 mr/n gnsa nwuy 060ero nosa Ha NpoTs-
XeHUM nepBbix 20 net Xn3Hu (cm. Tabn. 7-10). OgHako, Mo faH-
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Hbim National Institutes of Health Consensus  Development
Conference on Lowering Blood Cholesterol (1984), pekomeHay-
eTca nuy B BO3pacte 2—19 fieT, y KOTOPbIX YPOBEHb XOJIeCTepuHa
B nnasme npesblwaeTr 1700 mr/n (75-i NpoueHTWb), OTHOCUTL K
rpynrne YMepeHHOro puUCKa, a MNpW ero KOHLUEHTpauuu Bbllle
1850 mr/n (6onee 90-ro NpoOUEHTUANA)— K FPynne BbICOKOFO pUCKa
NpeX4eBpeMeHHOro pasBUTMA  CepAeYHO-COCYAUCTON MaTonorum.
Ny, obenx rpynn cnegyetr HayaTb JleYNTb paHO, TaK Kak 06pas
XU3HU U ONeTUYECKMe NPUBBLIYKW, BUAKOWME Ha YPOBEHb XoJe-
CTepuHa, YacTo PopMUPYIOTCA B AETCKOM BO3pacTe.

HeobxoAnMo MonyunTb WMHGOPMALMUIO O ClyyasiXx B CEMbe pPaH-
Hero mMHMapkTa Muokapga Win BHe3anHol cMepTun (MY>XUMH B BO3-
pacte fo 50 neT n XeHWwuH o 60 neT), rMNepAUNUOEMUN U KcaH-
TOoM. Ecnn gaHHble cemeliHOro aHamHesa CBMAETEe/IbCTBYHOT O 3a60-
NeBaHUAX CcepAeyvyHO-CoCyAUCTOM  CUCTEMbl B paHHeM BO3pacTe,
HeobXxoAMMO OnpefennTb Yy AeTel ypoBeHb 006Lero XosecTepuHa,
xonectepuHa JIMBM 1 o6wein KOHUEHTpauuu TPUTNNLEPULOB.
YpoBeHb xonectepuHa JIMHIT MOXHO paccumMTaTb, WCMNOMNb3yA Crie-
Jyloulee ypaBHeHMe:

xonectepyH JIMHM=06wnin xonectepuH—xonectepuH SMBMN+
+ (obllee KONMYecTBO TPUrIMLEPWUAOB) : 5.

Mpn 3TOM KpOBb AN aHanu3a AO0/KHa ObITb B3ATa HaToLlak, a 06-
WM YpOBEHb TPUIMMLEPMAOB He AO/DKEH npeBbiwaTb 4000 mr/n.
[nsa ycTaHOB/ieHUA AMarHo3a MOXET MnoTpeboBaTbCsA OnpeaeneHue
YPOBHSA NUMUA0B Yy APYrUX YEHOB CEMbMU.

HekoTopble uccnefoBaTenu ykasbiBalOT Ha  LenecoobpasHOCTb
NpoBeAEHNA CKPWHUHIA Yy BCeX [JeTell Ha  npeAMeT BbISIBNEHUSA
runepxosnectepuHemnn. OfHaKo B CBSA3M C TEM, YTO CYLLECTBEHHbIE
AveTnyeckme MoamucMKauMM [0 BO3pacTa 2 JIeT He PeKOMEHAYHTCS,
Mbl Monaraem, 4YTO OMpefenATb YPOBEeHb XOflecTepuHa B Mfasme
cnefyeT y pAeTeli B BO3pacTe nocse 2 feT WM MO KpaviHeld Mepe
B npouecce ux obcnefoBaHWA rnepen MOCTyM/ieHWeM B LWKosy. Mpu
ero nmoBbIWeHNUN HeobXxoAUMO MOBTOPUTL WCC/efoBaHWe, onpege-
NnNTb ypoBeHb xonectepuHa JIMBI wn Tpuranuepuaos, a Takxke
paccumTaTtb ypoBeHb xonectepuHa JIMHI.

MnepTpurnuuepngeMmnert cunTaldT  YpOBEHb  TPUTMMLEPUAOB
HaTowak Bbllwe 95-ro npoueHTUNs, T. e Bbiwe 1000 mr/n B nep-
Bble 10 neT Xu3HU 1 1300— 1500 mr/n Bo BTOPOM 10-IETUN >XXN3HWU,
TaK KakK C BO3pacToM OH MOBblWaeTca. HecMOTpA Ha TO 4YTO Camo
no cebe MOBbIWEHNEe YPOBHA TPUTAMLEPMAOB He MpeacTaBnseT Co-
60/ He3aBMCMMOrO (PakTopa pucka CepheyHO-coCyAMCTbIX 3abone-
BaHWl, YpoBeHb WX Bblwe 95-ro MpouUeHTUNsA MOXeT 6bITb Mapke-
POM HEKOTOPbIX BapuMaHTOB TreHeTUYeCKN OO6YCNOBMEHHbIX Tunep-
nvnonpoTenHemueii. MegmaTp [O/MKEH TUlaTeNbHO MNpoaHann3npo-
BaTb aHaMHe3 Yy 3TuX fAeTeli Ha npeaMeT BbISB/IEHWA B CEMbe CNYy-
YaeB paHHell cepAeyvyHO-COCYAUCTON MaTosornn. [oBbIWeHHbIR Yypo-
BEHb TPUIIMLEPUAOB MOATBEPXAAETCA pe3y/ibTaTtaMy MOBTOPHbIX
uccrefoBaHnn N TpebyeT pdanbHerwero o6cnegoBaHus peb6eHka.
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MEPTMMOMNMPOTEMHEMINIA

Lnpoko npoBOAUMbBIE 3MNUAEMUONOTNYECKME  WUCCMEfOBaHNA W
anHble  K/IMHUYECKMX 3KCMEPMMEHTaIbHbIX — UCCeAoBaHWiA fatoT
OCHOBaHMA CBA3aTb paHHEe pa3BUTME aTepoCKnepo3a CO CTOMKON
irenepavnonpoTtenHemueld. MosbiweHne ypoBHa JIMHIM oTHocuTcs
v (paKTOpaM pUCKa paHHero pasBuUTUA WHMapKTa MWOKapaa, XOTH
€XaHW3M 3TOW CBAA3U OKOH4YaTeSlbHO He YCTaHOB/eH. /I3BECTHO, 4TO
,_aKpogarn u rnagKombllieyHble KNETKUM  MPOHU3bLIBAIOT CTEHKY
.apTepuini B npouecce aTeporeHesa; 3aTM KNeTKu 0OepyT Ha cebs
VYHKLUMIO MYCOPLUMKOB, 3axBaTbiBasd  JIMMONPOTEUHbI pPas3/INYHbIX
KNaccoB Ha OCHOBE HEKOHTPO/IMPYEMOro  peLienTopornocpesoBaH-
HOro npouecca, 4To COMPOBOXJaeTca o6pa3oBaHMEM  MEHUCTbIX
KNeToK, XapaKTepHbIX A/ paHHero  aTepoCcK/1epoTUYECKOro mMo-
BpeXAeHus.

N3 MY>XUUH 1 XKEHLLMH, NepeHecLlnX MepBbl MH(papKT Muokap-
ga B Bo3pacte Ao 50 m 60 net COOTBETCTBEHHO, Y 73 Onpegensnm
TUNEPNINNOMNPOTENHEMUIO, & TMPUMEPHO Yy ‘/2— AOMWUHAHTHO Hacne-
JyeMoe HapylleHue MeTabosm3ma MnonpoTeNHOB.

MEPBNYHbIE TEHETUYECKWE OE®EKTbI

CemeliHas rmnepxosiecCtepnHemMmns

[eTepo3nroTHas cemeiiHas runepxonecTepuHemuns. 3To 3abone-
BaHVe, HacnefyemMoe Mo AOMWHaHTHOMY TWMy, 3ak/lyaeTcd B Ha-
pyweHun MmeTabonmM3Ma MNOMPOTEMHOB W, TakMM 06pa3oMm, BAuseT
fla ypoBeHb NMNUAOB B M/a3me, BCTPEYAETCA C 4YacTOTON He MeHee
1:500 un oTHOCMTCA K Haubonee pacnpocTpaHeHHOW ¢opme Ha-
CNeACTBEHHOM rMNepAnNUAeMnn, BbISIBASEMOM B AETCKOM BO3pacTe.
MonekynspHble HapylweHus, nexaline B OCHOBe 3abofieBaHWS, He
BbISIB/IEHbI, W Pa3NNyYaldT MO MeHbLUe Mepe BOCEMb CaMOCTOATeSb-
HbIX anfieflbHblX MyTauwuii reHa, OTBETCTBEHHOrO 3a peLenTopbl
K INHT, 4yTo NpmBOAUT K HapyLUEHMIO PeLenTopornocpesoBaHHOro
3axBata JIMHMN w3 kposBoToka (cM. puc. 7-30). BOMLWKWHCTBO
BO/IbHbIX — 3TO FETEPO3UroTbl MO OAHOW W3 3TUX anneneii u obna-
[Jat0T MPMMEPHO MOSIOBMHOW aHOMaslbHbIX W MOSIOBMHON HEW3MEHEH-
HbIX PELLenToOpOB, YTO O06YCNOB/INBAET MOBbLIWEHWE YPOBHA B Mnas-
Me xonectepuHa JIMHI, BbiABNSeMOe y HOBOPOXAEHHOro W nep-
CUCTUPYIOLLEe Ha MPOTSXKEHUWN BCEM XU3HWN.

KnnHunyeckne nposiBAEHUS cemMenMHOWM rmnep-
EonectepnmHemun, Hanbonee TUNUYHOE K3  KOTOPbIX — pPaH-
HWA aTepocKep03 KOPOHAapHbIX COCYAO0B, OObIYHO He pa3BMBalOTCA
Jo 3—4-ro 10-netua Xus3HW. MUK cnyyaeB WHMapKTa Muokapga

MY>XUUH npuxoantca Ha 4—5-e 10-netve XU3HWU; K BO3pacTy
'0 neT MHGapKT Muokapga nepeHocAT 85 % u3 HUX. Y >KeHLWMH
CpedHW BO3pacT, B KOTOPOM MOSABASAIOTCA K/IAMHUYECKUE MPU3HAKW,
coctaBnseT 60 neT. Y 6OMAbWMHCTBA  B3POC/AbIX MPOCAEXMBAETCS
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fIBHasA ceMeliHas MNpeApacrnosioKeHHOCTb K paHHUM 3abofeBaHusAM
KOPOHApHbIX COCY[OB, MOSIBMIEHUIO CYXOXWJIbHbIX KCaHTOM (Yy3e/Ko-
Bble MPUMYX/I0CTU B CYXOXWUINM NATOYHOM MbIWLbl WU APYTUX, 4TO
CBA3aHO C OT/IOXKEHMeM 3(PUPOB XO0NlecTepMHa B Makpodarax),
a TakKXKe B MATKMX TKaHAX BeK (KcaHTenasmbl) W porosuue (arcus
corneae). 3T CUMNTOMblI pedKO ObIBaOT Yy fAeTeil C reTepo3nroT-
Holi (bopmon 3abo0sieBaHMS, 3a WCK/IOYEHMEM CYXOXWJIbHbIX KCaH-
TOM, KOTOpble mMoOryt nossutbcd B 10—15 % cnydaeB Ha 2-m 10-ne-
TUM XU3HW B KayeCcTBE MEepPBOHAYA/IbHOINO K/WHUYECKOro MposiBe-
HUA 3a6oneBaHus. MATOYHbIA TEHAUHUT B MOAPOCTKOBOM BO3pacTe
[O/MKEH HaBOAWMTb Ha MbIC/Ib O CEMEMHOW runepxosiecTepruHeMun

AvnarHo3 noaTBepXAaeTcs AaHHbIMW  CEMENHOro aHamHesa
YKa3blBalOWMMN Ha Criydyanm paHHUX WH(HapKTOB MWoOKapaa, CyXo-
XXW/IbHblE KCAHTOMblI W YpPOBeHb OOLIero  xosiecTepuMHa B MJasme
Bbie 3000 Mr/n y B3poCAbIX CeMbW. Y OONbHbIX A€Tel YpPOBEHb
obLwero xonecrtepmHa 06bI4HO Bbiwe 2500 Mr/a, nNpy 3TOM XosecTe
pvH JITTHT Bbiwe 2000 mr/n.

JleyeHune, HanpaBfeHHOe Ha KOHTPO/Ib 3a Maccoll Tena, OTHOCU
TeNlbHO Mano B/IMAET Ha YPOBEHb XOJIeCTEPUHA B M/a3me y retepo-
3uroT. lNokasaHa fgueTa C HU3KAM COAEPXAHWEM  XoflecTepuHa
(250—300 mr/cyT). BonbHOI go/mkeH nonyyaTb He 6onee 30% oT
obLero Kanopaxa 3a CyeT >XuMpoB (npumepHo no 10 % nonvHe
HaCbILLEeHHbIX, MOHOHEHACBLIWEHHbIX M HAaCbIWeEeHHbIX XWPHbIX KUC-
N0T). HecmMOTps Ha TO 4YTO 3TO MOXET MNPUBOAUTbL K CYLUECTBEH,
HOMY YMEHbLUEHUIO KOoNu4yecTBa XonectepuHa B JIMTHIM (cHmxeHue
Ha 15%), cama no cebe Aueta He crocobHa ero HopMann3oBaTb
CnepoBaTeflbHO, MOXHO PEKOMEHJ0BATb XOJIECTUPAMWH WM KOJie-
CTUNON ANs TOoro, 4tobbl MPOU3OLIN0 AafibHENLLEE CHUXEHUE YypoB-
HA xonectepuHa JIMHM. 3Tu Heagcopbupyemble npenapaTtbl Hapy
LWaKT MEeYEeHOYHO-KMLLIEeYHbI LUK 3a CYET CBA3bIBAHWUSA >KeN4YHbIX
KUCNOT B KULLEYHUKE; MOJIOXNTE/bHbIA 3(PEKT OBBACHAT TakxXe
vHayunposaHuem JIMHM-peuenTopoB B rneyvyeHW. BonbWKMHCTBO fe-
Tell XOpOWO MepPeHOCAT 3TO JievyeHue, MOo6OoYHblE 3PdeKTbl B BUAe
3anopoB M abfoMUHa/IbHOIO AMCKOMGOPTa JIerko ycTpaHumbl. O6a
npenaparta MOryT Hapywartb abcopbumio XMUpPopacTBOPUMbIX BUTa-
MWHOB. B 3TON CBA3M MOKAa3aHO Ha3HayeHuWe 3TUX BUTAMMHOB, a
TakXe LefnecoobpasHo onpefennTb YpoBeHb BUTamMmHa A B niasme
N NMPOTPOMOMHOBOE BpeMs. XOMeCTUPaMUH BbIMYCKAKOT B YyrNaKoBKax
no 9 r, YTo sKBMBANEHTHO 4 I aKTUBHOIO npenapata. [o3a 3aBuUCUT
OT BO3pacTa W BbIPaXXEHHOCTW TrurMepxonecTepuHemnn; ot ‘/fr yna-
KOBKM (2 T aKTMBHOrO npenapata) fABaxAbl B [eHb [0 edbl [0
3—4 ynakoBOK ABaX/bl B [eHb, T. . 24—32 r/cyT. o3y po 3 yna-
KOBOK [ABaxAbl B fAeHb (24 r/cyT) MOryT XOpoLwoO MepeHOCUTb
NoAPOCTKM, OHAa CNOCOOCTBYET CHUXEHUID  YPOBHA XOJfleCTepuHa
NMNHMN po 500—1000 mr/n. Konectmnon BbiMycKaeTcs B YMNaKOB-
Kax no 5 r, Le/MKOM MpeAcTaBMAWMX aKTUBHYIO JIEKAPCTBEHHYIO
thopmy; [03a ero Ta Xe, 4To U [03a XonecTupamuHa. Ecnu ypoBeHb
xonectepuHa J1MHIM ocTtaetca Bblwe 95-r0 MPOUEHTUNSA, MOXET
ObITb MOKa3aHo seyeHe (B3POC/bIX) HUKOTUHOBOW KucnoToi. Kpo-
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He Toro, 3(P¢eKTUBHbIM OKa3blBaeTcA Mnasmadgepes Kaxible 2—
3 Hep.

rpéMO3VIFOTHaFI thopma cemeiHoOl runepxonectepuHemun. Peako
BCTpeyaloTca nmnga (NPUMMepHO OAVH Ha 1 MJ/IH), TOMO3WrOTHbIE MO
O4HOMY asnfento, NM60 reTepo3vroTHbIE HOCUTENN HECKONbKUX asl-
nenei ¢ HapyweHuem QyHKuumM peuentopoB K JIMHIM. Y romosunror
YpPOBeHb XO/lecTepuMHa B nMnas3Me cocTasnsetr 6000 mMr/n v Bblwe
C MOMeHTa POXAeHMUA. Y O6O0NbHbIX MPOABAAIOTCA MJOCKNE KOXHble
KCAHTOMbl B 007aCTVM KOMIEHHbIX W NIOKTEBbIX CYyCTaBOB M AroAuL.
Y HOBOPOXAEHHbLIX WX OMpefensloT 4acTo, a K BO3pacTy 6 /ieT OHM
6bIBAOT YXXe Yy BCex 60/bHbIX. [MpakTUYecKn BCerja MOXHO Bbl-
ABUTb CYXOXWJIbHble KCaHTOMbI, KCaHTenasMbl W arcus corneae.
ATepoCK/Iepo3 KOPOHAapHbIX  COCYLO0B HepedKO  pas3BuBaeTcA [0
10-neTHero Bo3pacTa; 60/bLWMHCTBO 6O0/MbHbLIX YMUPAKOT OT UHMAaPK-
Ta Muokapga B Bo3spacte o 30 ferT.

JlekapcTBeHHble cpeAcTBa W COG/IOLEHWE AWNeTbl CYLLEeCTBEHHO
He BAWAIOT Ha TeyeHue 6onie3HW. B 3Toi cBA3WM MOKasaHbl perynsp-
Hbii nnasmadepe3 M MHBa3WBHas Tepanus, HanpuMmep wuaeasbHoe
LWYHTMPOBaHNE W Ha/OXeHWe [MOPTOKaBa/lbHOTo aHacToMo3a, 4To
NpyvBOAMIO K HEKOTopoMy ycrnexy. WHorga ObiBaeT agdeKTMBHA
TpaHcniaHTauMsa neyvyeHn. MHoroobellalolWwMmM OKa3blBaeTCA Jflieye-
Hue JIMHTM-atepe3om, yganeHnem JSIMHM ¢ nomowblo nnasmade-
pe3a ¢ apPUHUTETHLIMU KOJSIOHKAMW.

[MonureHHasa rmnepxosiecTepuHemMus

N3BEeCTHbI MHOrMe CeMbW, Y YNEHOB KOTOPbIX 60/bLUOe KONunye-
CTBO XxosiectepuHa B JIMMHI1 Hacnegyetcsd, HO YMepeHHO BblpaXeH-
| Haa rvnepxonecTepuHEMUsi, OTCYTCTBME (U3NKaANbHBIX CTUIM (Ha-
nNpyIMep, CYXOXWJ/IbHbIX KCAHTOM) W MeHee BblpaXeHHas cemelHas
TegeHLMA K KOPOHApHOIM MNaToformm He MNOATBEPXKAANT AMarHo3a
elfiHON runepAunuaeMnn. B HEKOTOPbIX CAyYasx MNPUYMHOWN Cy-
T cemeliHas KOMOWHWPOBaHHasA rUNepAUNUAEMUs, B TO BpPeMS
K B OPYrMX — Opyrue reHeTuyeckue npuyuHbl. BO3MOXHO, B Ka-
eCcTBe NocnegHeil MOXHO paccMaTpvBaTb KOMOUHMPOBaHHOE BMS-
ne OOHOro reHa WM HECKONbKWUX C B/IMAHMEM OAHOro wunmM 60sb-
cro uucna HakTOpoB OKpyXawllei cpefbl (Hanpumep, AueTa).
M He MeHee rmnepxosecTepuHeMus MNpeacTaBnseT coboi nokasa-
ONA  aHann3a CemeirHOro aHamHe3a Ha MpeaMeT BbISBIEHNS
MKOPOHAPHOI NaTOMOrMM 1 MOBbIWEHUSA YPOBHSA xonectepuHa JIM B
|[H NMNHTM. TMpu yBenuueHUM kKonudecTBa XxonectepuHa B JIMHTI
|ApuHUMN nevyeHWss BGONbHBIX COBNAaAaeT C YMNOMSAHYTbIM MPUHLMMNOM
peyeHUA NPW reTepo3uUroTHLIX BapwaHTax. B pJononHeHue K orpa-
[HWuUeHVAM B AMeTe KOHTPO/b 3a Maccoi Tena W perynsipHble (usu-
Wheckve ynpaKHeHUSA WMeoT 60/blioe 3HayeHue, a 60/IbHOro cre-
AyeT npedynpeguTb O AOMO/IHUTE/IbBHOM PUCKE, CBA3aHHOM C Kype-
HveMm. Ecnn xonectepuH B JIMHI ocTaeTca Bce Xe B 60/bLIOM
Konunuyectse, pekoMeHAyeTCA HayaTb JiIeYEHME XOSIECTUPAMUHOM WIN

Konectunonom.
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CemeiiHas runepanbannnonpoTenHeMus

B oTnnuve OT nNOBbIWEHMA B MnnasMe APYyrux JSMNonpoTeMHOB
MoBbILWEHNE B Hell ypoBHSA xonectepuHa JIMBI okasbiBaeT 3aWuT-
HOe fJeiicTBME B OTHOLWEHWWM pa3BUTUS aTepoCcKepo3a COCyAoB
cepaua, NpeanosioKUTENbHO 3a CyYeT TOW PoOnKn, KOTOPYH urpawT
MBI B 0o6paTHOM TpaHCMOpPTe XosecTepuHa. HacneacTBeHHoOe
yBennyeHve Konuyectsa XxosnectepuHa B JITBTI 6b1710  OonmMcaHo
Glueck Kak cCMHOPOM [ONTOXUTENLCTBA B CEMbAX, B KOTOPbIX PUCK
pa3sBUTMA paHHero aTepocksiepo3a Obl1 HWXe O06bIYHOro. Takum
obpa3om, y fgeTeil C YMEPEHHO BbIPAXEHHON runepxonecTepuHe-
Mueli  Heob6xoAMMO oOnpefensitb YpoBeHb xonecTepuHa J1MBIT.
Y nuy, ¢ runepanbanunonpoTeMHeMmen KOMMYECTBO XOJSIeCTepuHa
B JIMBM HaxogMTcs Ha BepxHel rpaHuue Hopmbl, a B JIMHM B
npegenax HoOpMbI.

CemeiiHas (sHAOreHHas) runepraiuepugemMmms

3aboneBaHme BcTpeyaeTca C€ yacToTo 2—3 Ha 1000 B3pocChbIX,
HO BbISIBNSETCA MO MeHbleli mepe y 5% nuy ¢ UHMApKTOM MUO-
Kapga B Bo3pacte o 60 neT. PUCK NpexaeBpemMeHHOro arepo-
CK/lepo3a npu CcemeliHol runepTpUranuepuaeMmm, OAHaKo, 3Hauu-
Te/IbHO MeHblUEe, YeM MpPU CEMENHbIX T[UNepxonecTepuHeMnn Unm
KOMOVHMPOBaHHOM runepavnugemMmn. 3aboneBaHne  MOXeT ObITb
ANarHoCTMpPOBaHO TOMbKO MpWU CeMelHbIX 06cnefoBaHUAX,  4TO
06bIYHO MO3BOJIAET BbISBUTL MOBbLILEHME  YPOBHA TPUIIMLEPULOB
HaTowak fo 2000—5000 mr/n, 4To He CBSA3aHO C FUMNEPXUNIOMUKPO-
Hemueli W HacnegyeTcsa Mo AOMWHAHTHOMY Tuny. BcTpeuaroTtcs
CeEMbW, Y HEKOTOPbIX YIEHOB KOTOPbIX Hapsdy C rUnepTpuranuepu-
JeMueli OTMevaeTcsl ruMnepxunoMmMkpoHemus. Jluwb y 10—20 %
vy ¢ cemelHbIMM  (hopMaMy TUNepravuuepUaeMnini - NoBbIWEH Ypo-
BEHb TPUIULEPUAOB B Ma3Me, YTO BbISIBJIAETCA Y HWUX B BO3pacTe
o 20 net, B TO BpemMa Kak y 50 % B3pocC/blX, yHacnenoBaBLUUNX
aHOMaJIbHbI TeH, OTMedvaeTcs runepTpurauepugeMms. TyY4YHOCTb
WHCY/IMHOPE3NCTEHTHOCTb, TUMEPUHCYNIMHEMUA,  HapylleHue Torle-
PaHTHOCTM K [/II0KO3e W TUMNEepPypuUKEMUS Hambosiee XapakTepHbl ”
CBA3aHbl C 3TUM 3aboneBaHueMm. HecMOTps Ha TO UTO ONpegesneH-
Hblii MeTabonmueckuii geekT, nexawuin B OCHOBE 3aboneBaHus,
He BbIABMIEH, MOXHO MNpPeAnoNoXUTb, YTO OHO MONU3TUOMONMUYHO,
TaK KakK B HEKOTOpbIX Cc/yyasx Oblna BblBNIeHA TUMNepnpoayKums
NMNOHM, a B gpyrux obHapy>XMBasin CHWKEHUE WX KAUpPeHca.

NeveHune peteli 06bIYHO HanpaBfleHO Ha  YMEHbLUEHME Macchl
Tena W orpaHUYeHWe MOCTYM/EHNS yrnesofoB c nuwel (o 45 %
OT o6lero Kajopaxa), Xupa U xonectepuHa. CoOTHOLIeHMe
puvek/ynyJlleHne COCTOSHUA He mnoATBepxhaeT 3(eKTUBHOCTU Jie-
YeHus.
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SHAOreHHast 1 3K30reHHas rmnepannuaeMmm
(rvnepnunonpoteMHemMus Tuna 5)

Y 60MbHbIX C 3TOW peaKoil natonoruein (4actoTa MeHblle 1 Ha
5000) 3amMeTHO TMOBbIEH YPOBEHb KaK XWNOMUKPOH-, TaKk U
NNOHMN-Tpurnnuepnaos. KnuMHWYeckue MPOAB/EHUA BK/IHOYAOT B
cebs 3pynTUBHbIE KCAHTOMbI, PETUHA/IbHYIO NIUNEMUIO, NaHKpeaTuT,
HapyLlleHne TOMepaHTHOCTU K [/1l0KO3e, acCoLMMPOBaHHOM C runep-
WHCYHWUM3MOM. 3aboneBaHne 0ObIMHO He MPOSABNSETCA B AETCKOM
BO3pacTe, XOTA BCTPeYalTCA COOOLEHUA O HECKO/IbKMX CeMbSX,
B KOTOPbIX HeUAeHTUPUUMPOBaHHbIA aedekT(bl) NposABNsAeTCA e
paHHeM Bo3pacTe. JleyeHWe 3aK/OYaeTCHa Mpexae BCero B KOHT-
posie 3a Maccoi Tena wu cobmogeHun ameTbl. MoXeT 6biTb NoKa-
3aHO OrpaHuyeHve noTpebneHns yrneBoAOB B LENSAX YMEHbLUEHUS
3HJOreHHOW runepnpoaykuum Tpuravuepmugos JIMOHT. BosnbHble
OO/DKHbI M36eraTb ynoTpebneHnss ankorosis W OrpaHMyYMBaThb Yno-

m TpebnieHne Xwupa. BO3MOXHO MPUMMEHEHWE arpeccuBHbLIX AUeTuYe-
CKMX MeponpuaTuiA, npexge 4Yem OyAeT HayaTo /IEKapCTBEHHOe sie-
YeHWe, HamnpasfIEHHOE Ha CHWKEeHWe YPOBHS  TPUIIvLEepunaoB
nNoHnM.

9K30reHHas rmnepTpUrINLEPUAEMUS
(rMNepxnnoMmUKpoHeMuns)

JedumunTt nunonpoTenHnnnasbl. 3aboneBaHne BCTpeyaeTcs 4pes-
Bbl4aiHO peAko (MeHee ofHOro cnydas Ha 100000), HacnepyeTcs
Mo ayTOCOMHO-PeLecCMBHOMY Turny. HecMOTpPSs Ha TO 4YTO OHO MpPO-
ABMIAETCA BCKOpPEe MOC/e POXAEHUSA, 3HA4YUTE/IbHOE MOBbIWEHVE B
nnasme ypoBHS Tpuravmuepugos (10 000—40 000 mr/n n 6onee) He
COMPOBOXAAeTCA KAMHUYECKOW CUMMNTOMATUKOM M 4acTo pacno3Ha-
eTcsa C/lyyalHO Npu NPOBefeHMM aHanmMsa KpoBWM MO APYyroi npu-
YvHe; YPOBEHb TUMEPXUNIOMUKPOHEMUN B 3TOM C/lyyae «rnoTpscaeT»
Bpaya. KnuHunyeckne nposiB/IEHUA 3aK/I04aloTCsa B MOSBEHUN 3pyn-
TUBHbIX KCAHTOM Ha Tefle, peTUHa/IbHOW NMNEMUX, YMEPeHHOoM rena-
TOCM/IEHOMErasiuni, MOBTOPHbIX MPUCTYynax  naHkpeatuta. [unep-
XUIOMUKPOHEMUSA CBA3aHa C HeCrnocOOHOCTbIO XWIOMUKPOHOB TWf-
pO/IN30BaTbCA BCMEACTBME TEHETUMYECKOro  AediekTa JINMOMpoTenH-
nnasbl Ha 3HAOTENMANbHOM MOBEPXHOCTU Kanunnsapos. [mnarHos
JeduunTa nvnonpoTtenHnunasbl (J/1MNJ1) ocHoBaH Ha onpeeneHUN,
(hepMeHTATMBHOM aKTUBHOCTU B Maa3me MOcC/e Ha3HayeHus rena-
pvHa (nocTrenapyvHoBas NIMMOUTUYECKAA aKTUBHOCTb).

Jednumt AnoC-MN. KnnHunyeckne n nabopaTtopHble NPU3HaKK re-
HeTuyeckoro pgedekrta anoC-ll, koaktopa JIMJ1, cXofAHbI C Tako-
BbiMn npu  geduumte J1MJ1. OMarHO3 OCHOBbIBAeTCA Ha [aHHbIX
M303NeKTpuyeckoro gokycmposaHusa JIMOHI.

Mpu TomM 1 gpyrom 3a60seBaHUN y 6OMbHbLIX He MOBbLIWEH PUCK
paHHEero pasBUTUA aTepoCKepo3a, O4HaKO Yrposy AN WX >XU3HU
npeacTaBNAlOT MOBTOPHbIE MPUCTYMbI MaHKpeaTtuTa. JleyeHne Ha-
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MPaB/IEeHO Ha YMEHbLUEHUE B AUETE COAEPXKAHWSA XXUPHBIX KUCIOT
C A/IMHHOW uenbto (He Gonee 15 r MUWEBOro Xxwupa B feHb Ans fge-
Teli B Bo3pacTe A0 12 fieT) C Uefblo KyNMpPOBaHWUS CUMNTOMOB U
MPUCTYMNOB MNaHKpeaTuTa. Mcnosb3oBaHWE TPUITIMLEPUAHBIX Maces,
COCTOAWMX W3 XUPHbIX KUCMOT CO CpeaHei A/IMHOW LEMOYKW, MO-
XET YNyUlUTb BKYCOBble KayecTBa MPOAYKTOB U 06ecneynTb Heoob-
X04MMoe Ans pocTa pebeHKa KOMYECTBO Kanopuid. Tpurnvuepuapl
CO CpefHel ANMHOW Uenu abcopOUpyOTCs HEMOCPeACTBEHHO B BO-
POTHYIO BEHY W TPaHCMOPTMPYHTCA B MNeyeHb 6e3 ob6pa3oBaHUs
XWIOMUKPOHOB, a M3 Hee B CUCTEMHbIV KPOBOTOK. HW ofuH 13 po-
CTYMHbIX B HAcToslLiee BPEMS TFUMOMUNUAEMUYECKMX MPEnapaToB He
OKa3blBaeT CTOMKOro Jfiede6HOro [eicTBMS MpU 3TOM TWMNe Hapy-
leHMsi 06MeHa BELLECTB.

CemeliHasi KOMBUHMPOBaHHasi TMNepPUNUAEMUIS

3TOT cemeiHbIli BapuaHT MHOXECTBEHHO!M TMMNep/MnonpoTenHe-
MUK, NO-BUAMMOMY, OTHOCUTCA K Haubonee pacnpocTpaHeHHbIM TU-
nam HapyweHuss MeTabonm3Ma /MMonpoTenHoOB (JOCTUraeT 4acTto-
Tol 1 Ha 100) ” accoummpyeTcs C BbICOKMM POCTOM pPasBUTUA WH-
thapkta Muokapga. [pu  3TOM OOMMHaHTHO  Hacnegyemom
3ab60/1€BaHMM MPUMEPHO Yy '/3 UfeHOB cemeli ¢ runepannuaemmeit
onpegenseTcs rMNepTpPUrnnLEPUEEMnUs, y  7s — rUnepxosecre-
PUHEMMUA W /s — XOJIECTEPUH- W TPUTMLEPULeMUA. YPOBEHb SUNun-
[OB NOBbIWAETCA YMEPEHHO, 4acTo CcoCTaBfseT npumepHo 95 npo-
ueHTunen. Kpome TOro, y OAHOrO M TOro >e 60/bHOr0 MOXET B
pa3Hoe Bpems TUM JIMNOMPOTEVMHOBbLIX HapylleHuii meHseTcs. 3abo-
neBaHWe O06bIYHO He COMPOBOXAAETCA MOAB/EHUEM CYXOXWUbHbIX
KCaHTOM, OJHAKO TaKuWe CUMMTOMbI, KaK OXWPeHWe, TUNEPUHCY/H-
HU3M, HapyLlleHWe TOJIepaHTHOCTU K T/II0KO3e, Y B3POC/bIX BCTpe-
yaloTca 4vacto. HecmoTpa Ha To 4to Yy 50 % B3pocC/blX, poguTenu
KOTOpPbIX CTpagann 3TUM 3ab0/nieBaHWEM, OrnpedenseTca runepaunno-
NpoTeMHEMUA, Y [feTeil 3HayMMas  runepxonectepuHeMuns  w/wiH
rmnepTpuraMuepuiemMmusa MoryT He BbIABAATbCA A0 2—3-ro 10-ne-
rMS >XKM3HW, 4YTO CBSA3aHO C MOCTENEHHOW 3Kcrpeccuel reHa. Puck
npexaeBpeMeHHOro pas3BUTUA CepaeyHOo-CoCYAUCTbIX 3ab0seBaHnN
[OCTAaTOYHO BbICOK, XOTA YPOBEHb IMMWUAOB MOXET OblTb YMEepeHHO
noBbllleH; y 20—50% 60NbHbIX HACTynaeT WHMApPKT MuUoKapaa B
Bo3pacTe g0 50 net. lMpuumHa pa3NMyYHOM BbIPAXKEHHOCTU runep-
NVNUAEMUM He YCTaHOBJIEHa, HO W3BECTHO, 4To 3aboneBaHue CBS-
3aHO ¢ runepnpogykumen JIMOHTM. BonbHblE ¢ 3TMUM TUMNOM runep-
NNNNOEMUN  HYXAAOTCA B JIYEHUM, aHaSIoTMYHOM TaKOBOMY Mpu
reTepo3nroTHoOM (hopmMe CEMEMHON runepxosiecTepuHemMun. Aunetun-
YyecKne MeponpuUATUSA HamnpaB/ieHbl Ha KOHTPO/b TUMEpPXosecTepu-
HEMUN; BO3MOXXHO OrpaHuyeHue  Yr/1eBOAOB B LEAX CHUXKEHUA
rMnepTpPUrInLeEpPUaeMmnN.
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CemeiiHasa gucbeTanmnonpoTenHeMus
(runepnMnonpoTtenHemunsa Tuna 3)

3To peako BecTpevakouleecs 3aboneBaHWe XapakTepusyeTcs Mno-
AB/IEHNEM B MN/la3Me aHOMaslbHbIX  JIMMOMNPOTEVMHOB, Ha3bIBAEMbIX
6eTa-/INOHIM v dnoTnpylwmUMN GeTa-nunonpoTemHamu. Mnoc-
KMe KCaHTOMbl MO XO4y J/afOoHHbIX CcKiagok  (xanthoma striata
palmaris) MMelT guMarHoCTU4YecKoe 3HaudeHue. [lpyrve KIMHUYECKUe
NPOSIBNEHNS BKIHOYAOT B ceba Tyb6epoapynTuBHble KCAaHTOMbl Ha
TynoBuLe, Ty6epo3Hble KCAHTOMbl B 06/1aCTU JIOKTEBbIX W KOJIEH-
HbIX CYCTaBOB, CYXOXWJ/IbHble KCaHTOMbl. YacTo B rnpouecc BOBfe-
KalTCA KOPOHapHble 1 nepudepmnyeckne cocygbl. Creundmyeckas
reHeTUYecKass NaTonorva 3ak/alyaeTcs B MyTauuu, HapyLlaroluei
CTPYKTYpY anoE, 4yTo NpuBOAUT K CHUXEHUIO CBA3bIBaHWA anoE-co-
Jepxalwux nMnonpoTerHOB € pelentopamy rneyveHn (cMm. puc. 7-29
n 7-30) n, Takum 06pa3om, K 3aMeasIeHVI0 YTUIM3aunum XuUaoMmnk-
poHoB 1 ockonko JIMOHTI. PasnuualoT Tpu annens nokyca reHa,
OTBETCTBEHHOrO 3a CWMHTe3 anoE, 4yTo MOXeT CconpoBOXAaTbCA Mo-
AB/IEHVEM LUECTU (peHOTMNOB anoE, pacrno3HaBaembIX MpW NpoBe-
OEHUN N303/1eKTpUYeckon ¢okycuposkn JIMOHM-6enkoB. OgnH 13
3Tux ¢eHoTunos, anoE 2/2, BcTpeyaeTca npumepHo y 1% nuy,
B nonynsuum, ogHako 6onee yYem y 90% smuy c cemeiiHoOW aucbeTa-
nvnonpoTemMHeMuell NpuUCYTCTBYeT 3TOT (eHoTun. [MoCKoNbKy ce-
MeiHas AMcbeTanunonpoTeMHEMUs BCTpedvaeTcsa pefko (MeHee of-
Horo cnyyasa Ha 1000 B3pocCnbiX), GOMLLWIMHCTBO ML C anokE 2/2
XOpoLOo npucrnocabnmsBaeTca K HapyLleHU0 ero KnuvpeHca. Ecnu y
"HUX OTMeYaeTca runeprnpofyKums XUJIOMUKPOHOB (Hanpumep, B pe-
3ynbTaTe AWETUYECKMX norpewHocTen) wm JINMOHM  (Hanpumep,
B CWUNYy MPUCYTCTBMA TFeHa APyroii  cemelHol runepannugemMmun),
KIMHVKA 3ab0neBaHMsl MOXET MPOSBASATHCA B MOSTHOW Mepe.

OnarHos MOXeT OblTb YCTaHOBJIEH MO K/AVMHWYECKUM TMpPOosB-
JNIEHNAM WX BbIAB/IEHNIO @HOMaSIbHbIX JIMMOMPOTEVHOB MNPU 3/eK-
Tpodhopese. MoxeT O6biTb BbISIBIeH W aHOMasibHbIA XUMUYECKMTA
coctaB yactuy. CogepxkaHwue xosiectepuHa B JINMOHIM y atux nuy
BE/INKO; COOTHOLUEHWE Yy HUX xonectepuHa JIMOHIM K o6bwemy
Konu4yecTsy Tpurnuuepnaos Bbiwe 0,3. AnoE-eHOTMNMpOBaHNE—
MasiofoCTynHasA npoueaypa, HO MOXeT OblTb BbINOJSIHEHA B cheuma-
NN3MPOBaHHbIX nabopaTopusx.

CemeiiHas [auc6eTannMnonpoTeMHEMUS — eAUHCTBEHHbI Hacnej-
CTBEHHbIA BapuaHT TrUNEPANNULEMUMN C UCKOUNTENIbHOW YyBCTBU-
TEeNIbHOCTBIO K OrpaHMyeHUsM B JueTe. YMeHbLUEeHWEe MacCbl Tesna
Jo 3HayeHwWil, COOTBETCTBYHOLIMX [A/IMHE Tena, 4acTo NPMBOAUT K
HOpMasin3auMn YpPOBHA NUNUAO0B. B aneTe [O/MKHO ObITb OrpaHu-
YeHO Kosn4yecTBO Yyrneesofos (35—40% oT kanopaxa), cnegyet
CKOppUrMpoBaTb ee MO CofepXxaHuio >»Xupos (40% oOT Kanopaxa
C YBE/IMYEHMEM COAepPXaHUA MNOSIMHEHACLIWEHHbIX XWUPHbIX KUCIOT
MO OTHOLUIEHMK K HACbIWEHHbIM) W OFPaHMUYNTb B HEl KOMNYECTBO
XonectepuHa. 3PeKT eKapCTBEHHOM Tepanuu y [eTeil HepocTa-
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TOYHO M3YYeEH, HO Y B3POC/bIX C CEMeNHOl AucbeTanMnonpoTenHe-
MVelr npu OTCyTCTBUM 3hpekTa OT COBMAEHUA AMeTbl COCTOSHUE
ynydwaeTcs Npy fIe4eHUN MPOM3BOAHbIMKU (DMOPOBOI KUCNOTbI.

BTOPUYHbLIE TUMEPJTMMNVOEMNU

MHOrve BWabl TUNEPTPUIINLEPUAEMAA N B MEHbLUEN CTeneHu
rMNepxonecTepMHEMMin  BTOPUYHbI MO OTHOLUEHUIO K 3K30MeHHbIM
thakTopam WM fexawmm B OCHOBE K/MHWYECKMM 3ab0/1eBaHUAM.
Hanpumep, OXupeHWe OTHOCUTCA K BedylWWM MpU4MHaM YMepeH-
HOro MOBbIWEHWA YPOBHA B Nnasme TPUIAULEPUAOB, U TUNEPTPU-
rNMLEPUAEMNSA YacTO KynupyeTcs noc/le  HopManm3auuu maccobl
Tena. Ee ymeHblleHMe CNoOCOOCTBYET TaKXe  CHMXEHWK YPOBHSA
xonectepuHa.

Opyrve 3aboneBaHus [eTel, CBA3aHHble C rvnepTpuranuepuie-
MUeR, BKIOYAKT B cebs caxapHblii AuabeT, noyeyHble 3abonieBaHUSA
(HehpoTMYECKUNI CUHAPOM, Ypemus, MOCTOSAHHbIA Auanns3, TpaHc-
nnaHTaumMs no4yek), rMnoOTUPO3 W, OYEBUAHO, APYrue 3HAOKPUHHbIE
n MeTabonuyeckme HapylleHUs, Takme Kak 00/1€3Hb HaKoMIeHUs
ravkoreHa | Tuna. MpuWYMHbI BTOPUYHOM rMMNEpXosiecTepyuHeMUn co-
CTOAT B UNOTUPO3e, HEMPPOTMUECKOM  CUHAPOME U BPOXAEHHOWN
aTpe3nn XXeUYHbIX NPOTOKOB.

N36bITOYHOE ynoTpeb/ieHNe aKorons Crnoco6CcTBYET PasBUTUID

rMNepTpUranLepuaeMmMn y B3POCAbIX, €ro cnegyeT yuuTbiBaTb MNpu
3aboneBaHNn nNoApOCTKOB. [lepopanbHbie KOHTPaUenTMBbl, Kak
NpaBn/o, MNOBbLIWAKT YPOBEHb TPUIINLEPUAOB C Pa3NNYHbIM BAUA-
HVYeM Ha ypoBeHb xonectepuHa JIMHM w JINBM. K uncny npo-
4yux MpenapaTos, MNOBbIWAOWMX YPOBEHb  TPUTINLEPUAOB, OTHO-
CATCA TWasngoBble ANYPETUKM W HEKOoTopble  6eTa-agpeHo6/10Ka-
TOpbl.
MepBOHayYanbHbIi NOAXO0A K fle4eHUt0  GOSIbHbIX C BTOPUYHONA
rmnepaMnuaeMveit 3akalyaeTcs B BO3AENCTBMM Ha OCHOBHOe 3ab0-
neBaHVe WM MpeKpalleHne fiedeHUs npenapaTtamu, Bbi3blBaOLLUMU
3TO cocTosiHMe. Ecnu noBbIWEHHbIA YpOBEHb NMWAOB COXpaHseTcs,
cnenyeT MpPeaycMOTpeTb BO3MOXHOCTb Yy 60/bHOIO COMYTCTBYIOLLENO
nepBnyYHOro Aetekta metabonmsama u, TakuMm 06pa3oM, Has3HauUTb
COOTBETCTBYIOLLEE fIeUEHME.

CoctosiHne pgeduumTta JIMBI (rmnoanshanmnonpoTenHeMuns)

Hu3kuii ypoBeHb xonectepuHa JIMBIM accoummpyeTcd € MNOBbI-
LUEHHbIM PUCKOM AaTepocKiepo3a, B TO BPEMS KaK BbICOKUIA ero
YPOBEeHb MrpaeT 3aWMTHYK pofb. Y 60MAbLWIMHCTBA /ML C KpaliHe
HU3KUM YypoBHeM xonectepuHa JITIBI (meHee 100 mr/n) oTmeuva-
eTca  HacnegcTBeHHbi  JIMBM-geduunT, HanpumMep  60/€3Hb
TaHxXbe.

Y romMo3uroT no 60ne3Hn TaHXbe BbIABAAT vacTuuku JSIMNBIT,
aHOMas/lbHble MO CTPYKTYpe, KOMMYECTBO KOTOPbIX HeBesuKo. CBA-
3aHHble C 3TVM aHOMa/MW JIMNONPOTENHOB BK/OYAKT B CebA Kpaii-
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»,€ HU3KNA ypoBeHb anoA-l n anoA-ll, CHWKEHHbI wan HopMasib-
Hblli ypoBeHb xonectepuHa JIMBI 1 BbICOKUI YpOBEHb TPUI/MLE-
pugos B nnasmMe. BaxHeWwmne KAMHUYECKME MPOSBAEHUS, YacTb U3
KOTOPbIX MOXET BbISBNATLCA B [AETCKOM BO3pacTe, CBA3aHbl C OTJ/IO-
9KEeHVEM 3(MPOB XONEeCcTepuHa BO MHOMMX TKaHAX: YBe/IMYEHHbIe,
ACENTOro LBeTa MUHAANMHbI, CNEHOMEranusa, nepudgepnyeckas Heii-
ponatua, renatomMeranns, numdageHonaTus u audoysHas NHOUNb-
Tpauma porosuubl. Y TreTepo3vrotr ypoBeHb XonectepuHa J1MBI,
3noA-1 u anoA-Il coctaBnsetr npumepHo 50 % OT HOPMbI, HO HU
Yy OLHOr0 W3 HWX He OMpefdensalTCcAa KINHUYECKMEe MPU3HAKW, O KOTO-
pbIX y>e coobwanocb. OAHaKO KOPOHapHble COCyAbl 4acTo BOB/e-
KalTCA B MPOLLECC Y rOMO3UIroT M reTepo3snrot no 60se3Hn TaHXbe
nwb B Bo3pacte nocne 40 neT. To4HbIA MONEKYNSAPHbIA AedeKT
«e YCTaHOBMNEH, HO O6blNN MAEHTUMULMPOBAHbI HapyLUeHUs CUHTEe3a
n metabonnama anoA-l.

Coobuwanocb M 0 APYrux pefkux Hac/neACTBeHHbIX opmax ge-
tuuymta JINBMN  (gedumumTt anoA-1l: anoC-l0 v NMNBM c¢ nnoc-
KMW KCaHTOMaMu, 60/1e3HbI0 pPblObero rnasa), CXOA4HbIX MO Mpo-
ABMIEHUAM C 60M1e3HbI0 TaHXbe. Creunpuyeckoe feyeHve npu aTux
3aboneBaHMAXx He pa3paboTaHO, HO PEKOMeHAyeTcs cobogeHue
OVeTbl C OrpaHUYeHneM Xupa.

B CBfA3M C MHOrOYMUCIEHHbIMW pe3ynbTaTamu HabMAeHWNA, CBU-
JeTeNbCTBYOWNUMU 0 TeHAEHUMU K YMEHbLUEHUIO KOJINYECTBA XOe-
ctepuHa B JIMBI y auy npu paHHEM  MOPaXXeHUU KOPOHapPHbIX
apTepuii, 6blIM NPeAnpUHATLI MOMNbITKU WAEHTU(MLMPOBaTL Apyrue
HacnefcTBeHHble (haKTOpbl, CMOCOOCTBYIOLLME  CHVKEHUIO YPOBHS
NTIBI. V3BecTHbl ceMbW, Y YIEHOB KOTOPbIX YPOBEHb XOJieCcTepuHa
nNBMN 6bin HU3kKMM (50% OT HOPMBbI), YTO, MO-BMAMMOMY, Mepe-
JaBanocb NO ayTOCOMHO-AOMWHAHTHOMY MeXaHu3my u 6bl10 acco-
LMMPOBAHO C MNpPeXAeBPeMEHHbIM MOpPaXKeHMeM KOPOHapHbIX apTe-
pyviA. JOCTYNHO He6O/bLIOE YMCNO CUCTEMATUYECKU MPOBOAMMbIX
KINHWYECKMX HabNiogeHnin 3a 60MbHbIMWA C CEMERHON runoanbga-
NVNoNpoTeNHeMMeR, NO3TOMY HEU3BECTHO, OKa3blBaeT /M B 3TUX
cnyyanax TepaneBTMYeCcKMii 3h(eKT NpUMEHEHME CPEACTB, 06bIYHO
BAUAKOWMX Ha ypoBeHb JITIBIM (Hanpumep, usnyveckasd Harpys-
Ka, YMepeHHoe ynotpebneHne ankorons).

A6eTaﬂMHOHpOTeMHeMMﬂ MFMHO68T&HMHOHDOT€MH€MMH

AGeTannnonpoTeENHEMMUS, PEAKO BCTpeyalolleecs ayTOCOMHO-pe-
LleccuBHOe 3aboneBaHve, xapakTepusyeTcs y AeTeil XUpPOoBOW Masib-
abcopbuveii n aguapeeit, NMUIMEHTHbIM  PETUHUTOM, MO3XEUYKOBO
aTakcMe M akaHTOUMTO30M. B nnasme OTCYTCTBYHOT BCe (HOpPMbI
anoB; Takum 06pa3oM, y roMO3WUroT He OMpeaenstTcs XWUIOMUK-
poHbl, ITTOHIM wn NTBI, a ypoBeHb Xxo0/siecTepyHa N TpUranuepu-
JOB B nnasMe KpanHe HM30K (06biuHO meHee 300 mr/n). Y rete-
PO3UTOTHBIX /AL, He YCTaHOBJIEHbl KAWHUYECKME W BUOXMMUYECKME
HapylweHus. flexawunini B OocHOBe abeTanMnonpoTeMHeMuun Aedekt
He YCTaHOB/IEH, HO, BEPOATHO, UrpaeT posib B aHOMa/IbHOM CUHTe3e
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WKW CeKpPeLMn JUMONPOTEVMHOB, COAEPXawux anoB. KnuHuueckue
MPOSIBNIEHUS] HEMOCPEACTBEHHO CBA3aHbl C HapyLeHHbIM TpaHCMop-
TOM SIMNWUZOB W XXUPOPACTBOPUMbIX BUTAMUHOB. JleyeHMe CUMMTO-
mMaTuyeckoe. BonblwKne [03bl BUTamMuMHa E MoOryT 3amegnnTb npo-
rpeccupoBaHue HEBPOJIOTUMYECKOM W PEeTUMHA/IbHOW  [AereHepauuu;
BOAOpacTBOpUMblE  (HOPMbI  BUTaMMHa A ¥ BuUTamMuMHa K MoryT
YMEHbLIUTL CAMMTOMbI HOYHOW C/IENOTbl M HapylleHuli CBepTbIBa-
HVS KPOBM COOTBETCTBEHHO. OrpaHuMyeHVe B AUETE XXUPOB, COAep-
XALWMX KUPHbIE KUCNOTbl C A/MHHOM LEMbl, MOXET YMeHbLWUTb
nposiBNeHUst auapen. Macno, B cOCTaB KOTOPOro BXOAST cpefHe-
LlenoYeYHble TPUIIMLEPUAbL], MOXET KOPPUIMpoBaTb Kajopuyeckoe
paBHOBECKE.

MNo6eTanunonpoTeNHeEMUss OTMYaeTcs OT abeTaunonpoTeu-
HeMUWM TeM, 4YTO Hac/nedyeTcs, NO-BUAMMOMY, MO ayTOCOMHO-LOMU-
HaHTHOMY Tuny. FOMO3UrOTbl K/AMHUYECKM  CXOAHbI C GO/IbHBIMY,
cTpajawlmMy abeTannnonpoTeUHeMureld. Y reTepo3uroT BbISBASIOT
YPOBEHb B M/la3Me XOeCTEPUHA W HU3KWIA WM HOPMabHbIA ypo-
BEHb TPUINLEPUAOB, HO APYrMe CUMMTOMbI OTCYTCTBYHOT.

Aednumnt neuntnHxonectepuHaymntpachepasbl (JIXAT)

JednunTt aToro nnasmMeHHoro QepmeHTa accouMmpoBaH C Bbl-
PaXeHHbIM CHWXEHMEM YPOBHA 3(UPOB XONecTepuHa B NMNOMNPO-
TenHax. 3TOT AeUuuT NPUBOAUT K WU3MEHEHMIO KO/inyecTBa Mpak-
TUYECKM BCEX JINMOMPOTENHOB naasmbl: yposeHb JIMBIM- v JIMHI-
XONECTEPUH CHWXKEH, TPUIULEepPNL0B 0ObIYHO BbICOK, SINMOMPOTENHDI
NPOABAAIT aHOMa/IbHYH0 3/1eKTPOOPETUYECKYIO MOABUXHOCTL. Knu-
Huyeckn feduunt JIXAT NposiBMSeTcA B paHHEM [EeTCKOM Bo3pacTe.
YacTbl NOMYTHEHWSA POroBULbI, aHEMWUS U MPOTEUHYPUSA; MOryT Bbl-
ABNATLCA roNyoble FMCTUOLUMTBLI B KOCTHOM MO3re W cesfie3eHKe. 310
peakoe 3abofnieBaHWe (BepoATHO, MeHee OAHOro criyyas Ha 1 MK
nonynsaumm) MOXeT 6biTb AVMArHOCTUPOBAHO MO akTMBHOCTU JIXAT
B nnasme. Crieummyeckoe sfie4eHMe OTCYTCTBYET, XOTA W Mpeanpu-
HMMannCb  MOMbITKA MCMOMb30BaTb  TPAHCHMY3NOHHYIO  Tepanwuio,
nepecagky rMoyeK M porosuubl. JueToTepanna OCHOBaHa Ha oOrpa-
HUYeHUW YNOTPe6IeHNs XNBOTHbIX XUPOB.

I>knH A, KopTHep, MNonb M. KoyTe
(Jean A. Cortner, Paul M. Coates)
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HAPYLUEHWA METABOJ/IN3MA MYPNHOB N MMPUMUAVNHOB

MyprHbI 1N NUPUMULAMHBI OTHOCATCA K reTepouuKINYecKMM asoT-
cogepXawmm coeguMHeHusaM. WX couyeTaHuMe ¢ pubo3oi wnm pges-
okcupmnbo3oii n ¢ochaTtom obpasyeT HykneoTuabl. B KombuHaumu
c pubosoii m ochaTtom (OTCO4a WM HasBaHWEe PUOBOHYKNEOTUAOB)
NypyUHbl U NUPUMUAMHBLI (HOPMUPYIOT 3MEMeHTbl PUOOHYKIEMHOBOW
kucnotel (PHKJ, B KOMOGUHaummn c [es3okcupurbo3oil 1 gochaTom
(ne3oKcnpurboHyKNeoTnabl) — OEe30KCUPUBOHYK/IEMHOBYIO  KUCNOTY
(AHK). CnocobHOCTb CUHTE3MpOBaTb MNYypPUHOBOE KO/bLO de novo
YHvBepcasbHa Y BCeX >KMBbIX OpraHmM3MoB. OKOHYaTesbHbIA Mpo-
OyKT MeTabonm3ama MypuHOB Y YesioBeKa — MOYeBas KMC/oTa.

MoOMMMO MOYEBOW KWUCAOTbI, K YMCAY MYPUHOB, WMMEKLWUX Kn-
HUYECKOe 3HayeHue, OTHOCATCA afeHUH W ryaHuH. BaxHehwumn
NMMPUMNANHAMWN ABNAIOTCA TUMWH, UUTO3WH W ypauun. BaxHOCTb
Hykneotngos kak komnoHeHToB [ HK 3akniouyaetca B reHetuye-
CKO (yHKUuM 3toro matepumana. PHK cnyuT BaxHelwmnm pery-
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NATOPOM 6E/IKOBOr0 CUHTE3a W MNpeacTaBnseT coboi  KOMMOHEHT
TakuUx BaXKHbIX 3HEPronpoayuupyrolwmnx BELLECTB U HYKIEOTUAHbIX
KopakToOpoB, Kak AT®, YA®T, HAL, HAL® wn ap.

HAPYLWIEHNA METABOJIM3MA MYPUHOB

Moparpa. K oTAMunTeNbHbIM NPU3HaKaM nogarpbl OTHOCUTCA MO-
BblLLEHME YPOBHSA B CbIBOPOTKE MOYEBOW KWUCAOTbl. 3TO 3aboneBsa-
HWe BCTpeyaeTcs rnaBHbIM 006pasom y B3POC/bIX U peako y AeTei,
3a MCK/IIOYeHMEM cflyvaeB 6071€3HU HakoniaeHus ravkoreHa | Tuna
6Hr i), MpM KOTOPOM C MOMOLLbID PYTUHHbLIX METOAOB BbISBAAKOT
rmnepypukemMumio, a B MOAPOCTKOBOM BO3pacTe pa3BuBaeTcA ro-
Jarpuyeckne apTpuT W OTNIOXKEHUA B cycTasax. llogarpa wu runep-
YPUKEMUA B LETCKOM BO3pacTe MOYTU BCerga BTOPWMYHLI MO OTHO-
LIEHMIO K ApYrMM 3ab0neBaHnsAM.

MoBbIWEHNE YPOBHA MOYEBOW KWUCNOTblI B MNnasme MOXeT ObITb
CBAA3aHO C MHOTMMW OOWMMW METaboNNYECKUMU  HapYLUEHUSAMN.
[nsa onpefeneHHON 4acTyu 60/MbHbIX XapakTepHa aHOMasibHO aKTMWB-
Hasi MpPoOAyKuus de NOVO MOYEBOW KWUCMAOTbI, Y APYIMX CHUXKEH ee
MOYeYHbIi KIMPEHC, a B HEKOTOPbIX Cly4yasx CcoyeTalTca 3Tu ABa
BaXKHeMLWnx akropa.

Mo MmeHbwen mepe B 95 % c/nyyaeB NoJarpuvyeckuii  apTput
BCTPEYAETCA Y MYXUMH B MOCTNybepTaTHOM BO3pacTe. Y OYeHb He-
60/1bLIOro ymcna 60NbHbIX CHWKEHA aKTUBHOCTbL (hepMeHTa runo-
KCaHTUHIryaHuHgochopnbosmnTpaHchepasbl (puc. 7-31) m cocTas-
NAET HEeCKOJIbKO MPOLEHTOB OT HOPMbl (TOTa/sibHas HefoCTAaTOUYHOCTb

Puc. 7-31. MyTn meTtabonmMama nyprHOB.
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Puc. 7-32. PaHHUWe aTanbl 6MOCUHTE3a MYPUHOBOIO KOJbLA.

thepmeHTa NpUBOAUT K pa3BUTMIO cuHApoma Jlewa—HarixaHa).
Y Apyron rpynnbl 60MbHbIX FTMNEPNPOAYKLMA MOYEBOM KUCNOTbI MO-
XeT ObITb CBfA3aHa C MNAaTO/IONMYECKN BbICOKOW akKTMBHOCTbIO hep-
MeHTa ochopmbosnnnupodgoctarcuHTeTasbl, nim PPMP-cuHTETa-
3bl (puc. 7-32). B TO n gpyroi cuTyaumm MOBbIWEHHaA AOCTyn-
HocTb ®PM® npMBOAMT K MOBbIWEHUK  3HAOTEHHOM NPOAYKUUMK
MO4YeBOM KkmcnoTbl. O6a (hepMeHTHbIX AedeKTa HacnegylTcs no
PeLeCcCUBHO CLEMEHHOMY C X-XpPOMOCOMOW Tuny. [1OBbILWEHHbIM
ypoBeHb ®PM® npmBoAuUT TakXe K runepypuvkemun npu BHI |,
Npu KOTOPO/ HEKOTOPOE CHMXEHWE KNpeHca MOYEBON KMCNOTbl MO-
XeT ObITb TakXKe CBA3aHO C runepnaktaTaungemueli, yMeHbLUalo-
el MOYeYUHbI KIMPEHC 3TOW KWUCOTI.

Pa3BuTue nogarpuyeckoro apTputa y O60/IbHbIX C MOBbLIWEHHbIM
YPOBHEM B KPOBM MOYEBOW KWUCAOTbl 3aBUCUT OT TSHKECTU W A1uU-
TeNbHOCTU TMNEPYPUKEMUN.

CuHgpom Jlewa—HalixaHa. Manbumkn, cTpagarowme aTuMm 3a60-
leBaHMEM, B MOMEHT POXAEHUA MPOU3BOAAT BreyaTneHWe 340p0-
BbIX. epBble NaTosiorMyeckre NPU3HaKM HeM3BeXHO CBA3aHbl C Bbl-
AB/IEHNEM OTCTaBaHMSA MOTOPHOrO pPas3BUTUA B TeYeHWe TMepBbIX
HECKOJIbKMX MecAueB XU3HW. [lo3gHee MOABAAKTCA 3KCTpanupa-
MUOHbIE XOpeoaTeTOMAHbIE [ABVKEHUSA,  TruneppediieKCcus, KMOHYC
CTOMbl, CNACTUYHOCTb MbIWL, HOr. Hanbonee OTANUUTENBHOW KAWHW-
YeCKoii O0COBEHHOCTBID CAY>XUT BHE3anHO HacTynawuiee B3pbIBHOE
arpeccuBHoe nosefeHue pebeHka. [eTu 6onee cTapLliero Bo3pacTta
HauMHaT KycaTb W TpbI3Tb Masblbl, Ty6bl, CAU3UCTYIO 060/104KY
Lek, 4To NpUBOAUT K yBeubAM. ITO He pe3ysbTaT HeuYyBCTBUTESb-
HoCTM K 607K, a cnefacTBMe Henpeogonnmoi noTpebHOCTW, CTOMb
HaBA3umBoi, 4TO BO3HMKAET HEobXOAMMOCTb CcAepXmBaTb pebeHKa.
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B cTapwem Bo3pacTe y geTeil ¢ cnmHapomom Jlewa—HalixaHa mo-
ryT BbIABAATHCA MNoJarpuyeckne OT/IOXKEHUSA B cycTaBax (Todu)
n apTpuT. Todm o06yCnoBMEeHbI HaKOM/IEHWEM  KPUCTa//IOB ypaTta
HaTpus B MOAKOXHOM KNeTyaTKe W APYrux TKaHsX; OHW NOKanu-
3yl0TCA Ha pasrmbaTenbHbIX MOBEPXHOCTAX NOKTEBbIX W KOJIEHHbIX
CYCTaBOB, MasibLeB PYK W HOr.

Mpu cuHapome Jlewa—HalixaHa KOHLUEHTpauMs MOYEBOW KWMcC-
JI0Tbl B CbIBOPOTKE KoOsiebnieTcA B AuanasoHe, TUNWYHOM ANS B3pPOC-
nblX, 60nbHbIX nogarpoit (100—120 mr/n), noBbilWEeHa MPOAYKLMSA
MOYEBOl KMCMOTbl U ee 3KCKPeuus ¢ Mo4Yoi. MpakTU4ecku OTCyTCT-
BYeT aKTMBHOCTb TMMOKCaHTUHIyaHWH(oCchopnubo3nnTpaHcgepasbl B
60/IbLUMHCTBE TKaHel, B TOM 4uc/ie B apuTpouuTax un ¢Gunbpobna-
CTax KOXW. IJTOT (hepMEHT UMeeT 3HayeHWe AN COXpaHeHus ny-
PWHOB, NPW KOTOPOM TUMOKCAHTUH U KCAHTWH MOryT MpeBpawaTbcs
B HYKNeoTuAbl, WHO3WHOBYIO W TYaHWHOBYHD KWUCIOTbl  (CMm.
puc. 7-31). Ecnn 3TOT (DepMEHTHbI MexaHW3M He (YHKLUOHUPYET,
NoBbILIAETCA aKTMBHOCTL ®PId-cuHTeTasbl M PPMD Hakannu-
BAaeTCA B K/EeTKax, YTOo MPMBOAMT K YCKOPeHUo o0bpa3oBaHUAa nypu-
HoB de NOVO U M36bITKY MOYEBOM KUCAOTbI. [yTb COXpaHeHUs mny-
PUHOB MOXeT MMeTb 60NblUOe 3HayeHue AN CUHTe3a HYKNeoTuaoB
rOfIOBHOrO MO3ra; B TOM C/lyyae, ec/iM 3TOT MyTb 3a6/I0KMPOBaH,
rO/IOBHOM MO3F MOXeT 0Ka3aTbCH HecrnocoOHbIM K CUHTe3y Heob6-
XOAUMBIX eMy HYK/1eoTUAO0B.

CUHAPOM HacnefyeTcs MO CLUENJIEHHOMY C X-XpOMOCOMOW Tumy.
KynbTuBMpoBaHHble (nbpobnacTel 13 OMONTATOB  KOXMWM MaTepu
60nbHOro pebeHka ¢ cMHApoMoM Jlewa—HalixaHa COCTOAT U3 ABYX
K/ETOYHbIX MOMNYNSAUNA, OLHOW HOPMasibHOW M APYrod Mo Kiue-
BOMY (bepMEHTY, 4YTO NOATBEPXAAeT TrMNoTesy, MNpPeLsioKeHHYH
Lyon (CM. COOTBETCTBYIOLWMI pasgen).

B HacTosllee Bpems B KayeCTBE BO3MOXHOIMO paccmaTpuBaeTcs
NeyeHne WHTPOAYKUMEN KIOHANbHOro reHa 60/bHbIM.

[pyrve HapylleHusi meTabosnm3ma MOYEBOlM KMCNOTbl. [unepypu-
KEMUSA 4acTO pasBMBAETCA MPU COCTOAHUAX, MPU KOTOPbIX YBENu-
YMBAKOTCA UMCNO KIETOK W K/eTOYHbI pacnaj, Hanpumep npu mue-
nonponugepaTyBHbIX 3aboneBaHMAX. WN36bITOK MOYEBOW KUCMOTbI
CBSAi3aH C BbICOKOW WHTEHCMBHOCTbIO pacnaga HyKneoTugoB [0 KO-
HEeYHbIX MYPUHOBbLIX MPOAYKTOB (Mo4yeBas Kwucnota). Mpu neveHum
60MbHbIX OCTPbIM /IEAKO30M WU C NMMGOMOI NN3UC KTETOK MOXET
MPoBOLMPOBATb TUNEPYPUKEMUIO U TUNEPYPUKO3YPUIO C KIUHUYe-
CKUMU nocneAcTBUAMKU (CM. COOTBETCTBYIOLLYIO T/1aBYy).

FMnepypukeMmnss MOXeT COMpoBOXAaTb J/11060e COCTOSIHWE, Mpu
KOTOPOM CHWKaeTCA MOoYeUHblli KnupeHc. MNpu  yBeNMYEHUN KOH-
LeHTpaunm B CbiBOPOTKe (3-rMapokcubyTupaTta M aueTtoaueTtarta, Ha-
npumep npwu ronojaHuM WM gMabeTUyecKoM KeToauuo3e, MoBbilla-
€TCA YpOBEHb B CbIBOPOTKE MOYEBOW KWUCAOTbl, YTO CBS3aHO CO
CHMXXEHMEM MMOYeYyHOro KaupeHca. Takme pacnpocTpaHeHHble sieKap-
CTBEHHble CPefcTBa, KakK canvMuwunartbl, B MasbiX A03aX MOryT CHU-
XaTb MOYEYHbI/i KIMPEHC W BbI3blBaTb TMNEPYPUKEMUIO. Y BOMbHbIX
C CUMHApOMOM [layHa perynsipHO BbISAB/ISETCA YMEpPeHHas runepypu-
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Kemus. Bce aTm pakTopbl JO/IKHBLI B3BELIMBATHLCA MPU UHTeprpeTa-
UMW OaHHbIX O KOMMYEeCTBe B CbIBOPOTKE MOYEBOW KWUCMOTHI.

MNeypruKemMHs, CBA3aHHAasA C MOBbLILWEHWEM MOYEYHOro K/MpeHca
MOYEBOM KMC/IOTbI, COMPOBOXAaeT MOpaXKeHWe MNPOKCUMasbHbIX Mo-
YeyHbIX KaHa/buUeB (Hanpumep, Npu cUHAPOMe PaHKOHU). Y Ku-
HWYEeCKN 3[0pPOBbIX /ML, OHAa MOXeT ObITb 06yc/noB/eHa W30/Mpo-
BaHHbIM [eeKTOM KaHa/bLeBOi peabcopbumym MOYEBOM KWUCNOThI;
aHanornyHbli aethekT 06HapPYXMBaKT y AanMaTCKux goros. [vno-
ypUKeMua TakXe XapakTepHa AN KCaHTUHYpUU W geduumta HyK-
neosuadgocgopunasel (CMm. ganee).

NeyeHne npu runepypukemmmn. T[pn nevyeHnn uncCnosb-
3YIOT HECKO/NIbKO MOAXO0A0B. VICKIOUYeHUEe U3 AMEeTbl MULLEBbLIX MPO-
OYKTOB C BbICOKMM COAep>KaHVWeM MNypuHOB (Takux KaK «cnagkoe
MSICO») COMPOBOXAAETCA YMEpPeHHbIM 3PPeKToM. PekomeHayeTcs
Ha3HayaTb npenapartbl, YCU/AMBAIOLINE MOYEUHbIA KIMPEHC MOYEBOM
KUCNoTbl. C 3TOM UeNnbld MOXeT ObITb MCNOAbL30BaH NpobeHeuuns,
eCnn He HapylleHa (QYHKUMA rno4veK. ANNONYPUHON,  VHIMOUTOP
KCAHTMHOKCMAA3bl, TakKXXe HaxoAuUT LUMPOKOe TMPUMEHeHue. Y nuy,
6e3 ycTaHOB/IEHHOro (epMeHTHOro Jedekra 6OMOCMHTE3a NYpPUHOB
3TOT npenapaT CHWKaeT 06wy NPOAYKLMIO MNYPUHOB, YBeInuu-
BaeT 3KCKPeuuto OKCUMYPUHOB (KCAHTUH W TUMOKCAHTWUH), a Takxe
CHWKaeT 3KCKPEUMH MO4YeBOW KucnoTtel. Mpu cuHgpome Jlewa—
HaiixaHa neyeHne annonypuvHONOM yMeHbLUIAeT KOHLEHTpauu Mo-
YEeBOM KMCNOTbl (M NPOSABMEHMA NOJArpuYecKux apTpuToB WU TOQy-
COB); OHO He3a(h(PeKTMBHO MPU HEBPONOMMYECKUX HapyLUEeHUNAX.

Y BCex 60MbHbIX C rUMNepypukKemMuen HesaBUCUMO OT TOro, CBS-
3aHa OHa C MNOBbIWEHHbIM CUHTE3OM de NOvo WM C NeKapCTBeH-
HOW Tepanuei, BaXHOe 3HayeHVWe NPUAAETCA MNOAAEPXAaHMIO BbICO-
KOro guypesa W 06eCrneyeHUo HeWTpasibHOW  peakyMm  Moun
(pH 7,0). 3To 06bIYHO [OCTUraeTcss C AOCTAaTOYHOW  3heKTUB-
HOCTbIO c6anaHCMPOBAHHbLIM COJIEBLIM PEXMMOM, Harnpumep C Mo-
Mowlblo npenapata Polycitra, koTopbii 06bI4HO 6o0nee aPhEKTUBEH,
yemM ruapokapboHaT HaTpusA. BaxHoCTb noggep>kaHus pH moun Ha
ypoBHe 7,0 wnnoctpupyetca Tem, yto npu pH 50 pacTtBopmMOCTb
MOYEBOW KMCNOTbl cocTasnset 150 mr/n, B To BpemMa Kak npwu pH
7,0 — 2000 mr/n.

Mpu runepypvkemMun, CBA3aHHOW C 60MEe3HbI0 HAKOMAeHus rau-
KoreHa | Tuna, Kak M MNPy BCEX 3HAYMMbIX TUMEPYPUKEMUSAX, Tpe-
OyeTca sieyeHWe; Mpu  3TOM COCTOAHUM MpPObGeHeLuns OKa3blBaeTcs
HeaP(heKTUBHBLIM, OfHAKO 3(M(eKT CONPOBOXAAET JleyeHne anso-
MypUHOMIOM.

KcaHTuHypusa. KcaHTUH — 3TO HenocpeACcTBEHHbIA MNpefLlecTBeH-
HUK MO4YeBOW KmcrioTbl. OH o6pa3yeTcA HENOCPeACTBEHHO U3 HEKO-
TOpbIX NYPUHOB, B TO BPeMSA KaK TFMMNOKCaHTUH (opMupyeTcs B BUAe
NPOMEXYTOYHOro NPoAyKTa M3 ApYyrux nypuHoB. OKWC/eHue runo-
KCAHTMHA B KCAHTUH W KCaHTUMHA B MOYEBYHO KWUC/MOTY onocpeny-
€TCA KCaHTMHOKCMAA30l/ MEeYeHN M CN3UCTON 060/10UKN KULLEYHMKA
(cm. puc. 7-31).

KcaHTuHypus BCTpedaeTca HeyacTo.  KOHUeHTpauumss MO4eBOiA
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KMUCNOTbl B CbIBOPOTKE MPaKTU4eCcKn He onpegensetca (1—8 mr/n).
YpoBeHb TMMNOKCAHTMHA W MOYEBOW KUCMOTbl Kak B Mnia3me, Tak U
B MOYe HUW3KWIA, MO4YeBas KMCA0Ta B MO4Ye OTCYTCTBYeT npw cobsto-
JeHun 6ecnypvHOBOM AmeTbl. KcaHTWH pacTBOpseTCs B Moue elle
TpygHee, 4emM MoO4yeBas KWCI0Ta, MO3TOMY Y HEKOTOPbIX 60/bHbIX
C KCaHTUHypueli BbIAENAT MoYeyHble KaMHW, COCTOSILME TOSIbKO W3
KCaHTUHA. OHW HEPeHTreHOKOHTPACTHbl; Ha peHTreHorpaMmmax He-
KOTOpas cTeneHb 3aTEMHEHUS MOABASETCA B TOM C/y4vae, ec/iv Kam-
HM cogepxaT 6onee 5 % docthaTa Kanbuusa. Y HEKOTOpbIX 60MbHbIX
C MbIWeYHbIMA 6015SMM Mocne (PU3NYECKON HAarpy3km Obl10 BbISB-
NIEHO OT/IOKEHWEe KPUCTa/INOB KcaHTMHAa B Mblwuax. B 6uonTate
TOWENA KWWKN aKTUBHOCTb KCAaHTMHOKCWMAA3bl B OTHOLUEHUW KCaH-
TWHa OTCYTCTBYET W OnpefensieTcs Muvb 0KoNo 5% OT HOpMbl MO
OTHOLUEHMIO K TUMOKCAHTUHY. KcaHTWMHOBble KamHM 06pasytTcs
pefKO B KayeCTBe OC/IOXHEHMA JfiedeHWs  anaonypuHosom. [ns
(hepMEHTOB KCaHTMHOKCUAA3a W Cynb(MTOKCMAA3a B KayecTBe KO-
(hakTOpa TpebyeTcds mMonmbAeH. Y ofHOro 60/bHOr0 6binia Bbl-
ABneHa MonnbaeHOBas HeAOCTATOYHOCTb WM OAHOBPeMeHHas Hepao-
CTAaTOYHOCTb KCAHTUH- W CyNb(MTOKCMAa3bl. Bce 60nbHble C KcaH-
TUHYPUEN [O/DKHbI NOTPE6NATb 60/bLIOe  KOIMYECTBO XKMAKOCTY,
orpaHuumBaTb MOTpebneHne nypuHOB. Heobxogmmo obecneymBaTb
UM MOAAEPXaHMe LLeNoYHOM peakuum moun. PacTBOPUMOCTb KCaH-
TuHa B Mo4ye npm pH 50 coctasnser 50 mr/n, a npu pH 70—
130 mr/n.

Jedpuumt ageHo3nHAe3amMnHasbl. [pYIMepHO Yy MO0BUHbLI 60/1b-
HbIX, CTpajarlunx TAXKeNbIM KOMOWHMPOBaHHbIM MMMYHOAEehULN-
TOM, 6blia BbisiBfleHa HEAOCTATOYHOCTb afeHO3MHAe3amMuHasbl (CMm.
COOTBETCTBYHOLLYIO r/1aBy).

Jedpuunt Hykneosnggochopunasel. depuuymt 3toro gepmeHTa
accouumpoBaH C BblPaXEHHbIM Ae(eKTOM K/IETOUHOr0 UMMyHUTETA
nNpu HOPMa/IbHOM FYMOPa/IbHOM WMMYHUTETE.

HAPYLLEHA METABO/IMISMA MNPUMNOVHOB

OpoToBasa auugypusa. OpoToBas KWCNOTa OTHOCUTCA K MPOMEXY-
TOYHbIM MPOAYKTaM CUHTe3a nMpuMuanHoB. OpoToBas auuaypus,
cBA3aHHasA c 6nokafgol fanbHelwero MeTtabonm3ama OpPOTOBOWM KuC-
NOTbl, pPeaKo BCTpeyvaeTcA Yy feTell. Y HMX MNOABAAITCA MNPU3HAKU
Merano6n1acTU4eckoil aHemMuu, He MNoAdarolLeiica BO3AENCTBUIO BU-
TaMnHa C, (DONMEeBOM KUCAOTbl M BUTamuHa B12 Y HMX 3KcKpeTu-
pyetca o 15 r/cyT OpoTOBOM KWUCNOTbl U B MOYe 06pasyloTcsa ee
KpucTanibl. HecMOTpA Ha TO YTO AeTu OTCTalT B POCTe N pa3Bu-
Ty, 6Gonbllyd Npobaemy ANA HUX NPeACcTaBAAT remaTosiormye-
CKMe HapylleHus, TaK Kak ycuneHHblin cuHTe3 PHK n IHK kpaiiHe
Ba)XXeH [/19 HOPMa/bHOro remono3’3sa. JleyeHne KOpPTUKOCTepoudammu
MOXET MPUBOAUTbL K 06LeMy Y/y4ylleHUI0 COCTOAHUSA, HO MCYe3HOo-
BEHME HOPMasM3auuM KOCTHOIO MO3ra M 3KCKpeuun OpoTOBOM Kuc-
JIOTbl HacTynaeT TOMbKO MOC/le Hayasia JledeHUs Mpou3BOAHbLIMU
NMpUMUAnHa, obpasylwmmmca nocrie MetTabonmyeckoro 610ka.
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Puc. 7-33. MyTn 6uocMHTE3a MMPUMUAVHOB.

Y 6onblIMHCTBA AeTeil C OPOTOBON auuaypueli oTMedaeTca gedu-
unT nupodocopunasbl 1 fekapbokcuiasbl OPOTUANIOBOA KUCNOTbI
(puc. 7-33). BonbHblE C M30/IMPOBAHHOW HeAOCTATOYHOCTbIO AeKap-
60KcMNasbl KAUHMYECKN HEOT/IMYUMbI OT /UL C OObIYHbIM FEHOTU-
nom. OTCyTCTBME ABYX MocnefoBaTeslbHbIX (DEPMEHTOB Yy 6GOMbLUMH-
cTBa 60/bHbIX C OPOTOBOW auuaypuer npegnonaraeT, 4To (epmeH-
Tbl 06n1agaloT ob6uleli cybbeauHuuen. Mx peduumnT BbISIBNSETCS B
neyveHn, nerkoumTax, 3IPUTPOLMTAX U KyNbType KOXHbIX (Gubpo-
6nacToB. Y reTepo3nrot akTUBHOCTb 3TUX (DEPMEHTOB COCTaB/IAeT
NMPUMEPHO MOIOBUHY OT HOPMBbI.

Mpon3BogHble  MUMPUMUANHA CHMKAKOT  3KCKPELM  OpOTOBOM
KMUCNOTbl C MOYO. OTOT 3PheKT yKasbiBaeT Ha TO, YTO (PepMeHTHI,
yyacTBYHOLUME B CMHTE3€ OPOTOBOM KWUCOTbl, HaXOAATCA MOA KOHT-
ponemM nofaBfeHMs MO MexaHM3My o06paTHol cBA3W. [emaTonoru-
YECKNIA 3h(PEKT HEMOCPeACTBEHHO CBSA3aH C ob6ecreyeHMemMm Heobxo-
anmoro matepuana gnsa cuHtesa JHK n PHK, koTopbili HE MOXeT
obpa3oBbiBaTbCA de novo.

IKCKpEeLMs C MOYO OpPOTOBOIM KWUC/IOTbl YBE/IMUMBAETCS Y [ETel
C NEPBUYHLIM FeHeTUYeCKUM AeteKTOM B LWK/e MOYEeBUHbI. 3TU Ha-
pyLEeHMA CBfA3aHbl C TeM, YTO AOMOMHUTE/IbHOE KOMM4YecTBO Kapba-
mungocpata (B 0ObIYHBIX YCNOBUAX YTUIN3UPYEMOIO MPU CUHTE3E
MOYEBMHbI) MOCTyMaeT ANA CUHTe3a NUPUMMAMHOB de novo, 4To
NpVYBOAUT K TUNEPNPOAYKLUN OpPOTOBOIM KUCAoTbl. OpoToBas auu-
Aypua conpoBOXAaeT TakKXe HegocTaTOUYHOCTb HyK/eo3nadocdo-
pwnasbl.

P. PogHeli Xayann (R. Rodney Howell)
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APYTME ONEPEKTbl ®EPMEHTOB W BEJ/IKOB

HekoTopble BPOXAEHHble HapyleHWss 0bMeHa He MOryT 6biTb
CBSi3aHbl C KaKMMMW-IMG60 KOHKPETHLIMW CUCTEMAaMU, HarmpuMep C Ha-
pylleHnem o06MeHa aMWHOKWUC/IOT, Yr/IEBOAOB, XXWPOB, MUIFMEHTOB,
MypUHOB W NUPUMUANHOB. Mofo6HbIE BapMaHTbl HapyLleHWs ob6me-
Ha BELLEeCTB, B TOM YuMC/ie PACTBOPUMbIX 6GENIKOB, (hOPMEHHbIX 31e-
MEHTOB KPOBMW, HEKOTOPbLIX GE/IKOB U (PEPMEHTOB APYFrUX OPraHoB U
TKaHel, paccMaTpuBalOTCA B C/EAyHOLWMX pasgenax.

OTCyTCTBME KaKOro-nm6o 6Gefika y TOFO WA WHOFO WHAVBUAA
Wn NpucyTcTBUE 6Geska C aHOMasIbHOW 3/1EeKTPOOPETMYECKO TMO-
[ABVKHOCTBIO MO AaHHBLIM XPOMATOrpauun OTHOCUTCS K MepBUYHBLIM
CBUAETENBLCTBAM BPOXAEHHOrO HapylleHusi ob6meHa BelecTB. Kpo-
Me TOro, CUCTeEMa WMMYHO/IOFMYECKOr0 Pacrno3HaBaHWUsA 3aBUCUT OT
Pa3HOO6pPa3HbIX MOJSIEKY/ST Ha MOBEPXHOCTU K/IETOK, HaxOAsLLUXCS
nof, reHeTUYeCKUM KOHTPOJSIEM; Hanmpumep, W3BECTHa accouuauus
aHTUreHoB HLA 1 Apyrux MapKepoB C pa3/iMYHbIMK 3a60/1eBaHUS-
mu. fanee cnepyeT OTMeTWUTb 60/bLIOKA Habop peLenTopHbIX 6Gen-
KOB, BbISIB/ISIEMbIX Ha MOBEPXHOCTM KIETOK U B KJ/ETKax, ornocpe-
AylOLNX AelicTBME FOPMOHOB. MOryT BCTpeYaThbCs BPOXAEHHbIE Ha-
PYLUEHUS 1 3TUX GENKOBLIX CTPYKTYP.

AEPEKTblI BE/IKOB T/TIASMbI

AHanbbyMnHeMus. AnbOyMUHBbI NAasMbl MNOAAEPXMBAKOT OHKOTU-
YecKoe [aB/ieHVMe KpPOBM M 06ecrneymBal0T TPaHCMOPT MHOMOYMC/EH-
HbIX E€CTECTBEHHbIX MNPOAYKTOB, COAepXawnxca B Hel. W3BeCTHbI
HECKO/IbKO 6O0MbHbIX, Y KOTOPbIX B KPOBW OTCYTCTBOBa/M anbby-
MWHbL. B yacTu cnydaeB cMMnTOMaTMKa MpU 3TOM He MPOABAANACD,
HEeKOTOpble NNUA XanoBaiucb Ha He3HaumTenbHble OTekn. 3abone-
BaHME MOXEeT HOCUTb TFeHeTUYecKuini xapakTep. [lepuogunyeckoe
BBeJeHVe 60/IbHbIM a/ibbyMWHA CHUMAaeT OTeKW, HO 0ObIYHO fleYeHus
He TpebyetcAa. OTCYTCTBME CUMNTOMATUKU MOXET  ObITb CBA3aHO
C KOMMeHcaLmel ANHAMUKNA XUAKOCTU Ha MPOTSDKEHUN BCER XU3HU
B NPOTUBOMOMIOXKHOCTb GO/bHLIM C HE(PO3OM WU GeNOKTepstoLL el
3HTeponaTunen.

Jedununt rantornobuHa. ManTornobuH oTHOCUTCA K asnbga-2-rno-
6ynnHaMm W CBA3bIBAET CBOOOAHbLIA remornobuH. PasnnyaroT MHO-
)KECTBO (heHOTUNMYEeckMx Bapuauuii (nonmmopdusm) TWUMOB ranTo-
rnobunoB y 340POBbIX NINL, YTO HAXoAWUTCA MOA4 TFeHeTUYeCKUM
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KOHTpo/ieM. [pun BbIpaXeHHOW remMoMTUYECKON aHeMUM YPOBEHb
rantonaobmHa MOXeT pe3KO CHUXATbCA WM BOOOLLe OTCYTCTBO-
BaTb. CoobLaeTca 0 340pPOBbIX NMLUax, B KPOBU KOTOPbIX ranTormo-
6VH OTCYTCTBOBaJl, YTO HE COMPOBOXAaN0Cb CUMMTOMATUKOMA.

AbeTtall n aHanbanunonpotenHemmnsa (605e3Hb TaHXbe) CM.
B rnase 7.\

OTtcyTcTBUE TpaHcdeppuHa. TpaHcpeppuH, wiv  cuaeponInH
(6eTa-2-rno6}\WH), OTHOCUTCA K 6enkaMm MnjasMbl M UIPaeT BaX-
HYI0 pOSib B TpaHcropTe efnesa. EANMHCTBEHHbIV Cryyail BPOXAEH-
HOro OTCYTCTBUA TpaHcpeppuHa 3aPUKCUPOBaH y [EBOYKM C OTCTa-
BaHMEM (DM3MYECKOr0 pa3BUTUSA, FenaTto- M CrnjeHoMeranven, aHe-
MWeld, OCTaTOUYHO BbIP@XEHHOW ANA TOro, 4Tobbl Ha4YaTh NPOBefeHUe
MHOIFOKpPaTHOW TpaHC(y3MOHHON Tepanuu. AHemus He nogfaBasniacb
BO3AENCTBMIO pas3N4YHbIX MpenapaToB. >Xene3o abcopbmpoBasiocb
M3 KULIEYHNKA W TPAHCMOPTUPOBANOChb B TKaHW. pUTPOUUTbI Bblau
FMMNOXPOMHbIMKW, B KOCTHOM MO3re Onpeaenssiocb MHOXEeCTBO He-
3penbix 3puTpobnacToB. pu 6GUONCUM NeyveHU Obil BbISB/IEH ee
uMppo3 1 cuaepos. Mocne MNOBTOPHbIX remMoTpaHCcdy3nii NOSABUINCH
aHTUTena K TpaHceppuHy. BHesanHas cmepTb, HacTynuBLIas B
BO3pacTe 7 neT, Gblla CcBA3aHa C reMOCUAEpo3oM. Y 060mx poawu-
Teneii ypoBeHb TpaHcdeppuHa 6blT HUXKE OBbLIYHOFO, YTO JaeT OCHO-
BaHWSA npegnosaraTb ayTOCOMHO-PeLecCUMBHbIA TWN HacnefoBaHUS.

WHrnéutop Cl-actepasbl, AemuUT KOMMJIEMEHTa M 6esika cc-aH-
TUTPUNCUHA CM. B COOTBETCTBYIOWMX [/laBax U pasgenax.

JedmunTt TpaHckobanammHa Il. [1Ba pas3nyHbIX CbIBOPOTOYHbIX
6esika CBA3bIBALT BUTaMUH Bi2 OguMH M3 HUX, TpaHCKobanamuH |
(anbha-rnobynnH) OTCYTCTBOBa/l Y ABYX CUOGMMHIOB MNpU OTCYTCT-
BUN KakmX Obl TO HW OblI0 KJNMHMYECKUX W FEeMATO/IONMYecKnx mo-
cnegcTeuid. dedununTt gpyroro 6enka, TpaHckob6anamuHa Il (6eTa-
rnobynnH), 6bin cBA3aH C TSHKENOW (opmMor MeranobaacTMYHecKom
aHEMMM W HEBPOJIOTUYECKMMU MPOSABMIEHUSMU Y MHOrmx feteil. He
Obl10  BbISIBIEHO HapyLeHWA peakuuil, CBA3aHHbIX C KO(EPMEHT-
HbiIMX (hopMamMy BUTamMuMHa B 12 romouucteMHmMeTUNTpaHchepason u
MeTunManoHua-CoA-myTasoli. JleueHne 3ak/04aeTcsd B HasHa4yeHUn
60/bLWINX 03 BUTaMuHa B12 napeHTepanbHO.

OEPEKTbl ®PEPMEHTOB T1/IA3MbI

MceBooxonunHacTepasa. lNceBAOXONMHACTepasa onpegenserca B
naasme MeYeHW W HEPBHOW TKaHW; ee (u3nonornyeckas QyHKUUSA
HeOoCTaToOYHO M3ydeHa.

MN3BECTHbI MHOMOYMC/IEHHbIE afiefibHble (HopMbl (hepMeHTa, Mpu
HEKOTOPbIX M3 HUX €ero akTUBHOCTb CHMXXEHa WM OTCYTCTBYeT. U3
JOCTYMNHOW nuTepaTypbl M3BECTHO O FOMO3UroTax Mo Kaxpaowm op-
Me M CMellaHHbIX retepo3uroTtax. lMpumepHo oguH u3 25 nuu rete-
pPO3UTrOTEH MO KakKoM-nbo opme gedekTa.

Y opHoro 4yesnoseka u3 3000, roMO3MroTHOro Mo OAHOMY W3 3TUX
reHoB, OObIYHO OTCYTCTBYeT cumnTomMaTuka. OfHakKo (epmeHT npu-
HUMaeT y4yacTue B pacLLernsieHUn LWNPOKO pacnpocTPaHEeHHOro Mbl-
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LIEeYHOro pefniakcaHTa CYKAMHWUNXONWHA. B HOpme  3TO BeLLecTBO
ObICTPO paspyllaeTcs MCeBAOXOIMHACTEPa3or M NO3ITOMY BbI3blBaeT
npexogsawnin apgexkT. Y nug, roMo3uroTHbIX MO MYTaHTHOMY TFeHy
NnceBAOX0NMHICTepPasbl, MpenapaT pacwennseTcs OYeHb Mea/IeHHO*
unn BoO6LLE He paclennseTcs, B pe3ynbTaTe 4Yero y AuX pa3Bu-
BaeTCA amnHo3, KOTOPOe MOXeT MPOA0/MKaTbCA B TeUEHME HECKO/Ib-
KMX 4yacoB. TpebyeTcss NpoBefeHME WCKYCCTBEHHOr0 [AbIXaHWSA C WH-
Ty6auuneli Tpaxen. NpoAoOMKUTENbHOCTb arnHO3 MOXHO YMEHbLUUTb
TpaHcy3neil HOpMasibHOM MiasMmel.

MN3BecTeH M Opyron reHeTudeckuii  gedekT nceBAOXONMHIACTe-
pasbl, CBA3aHHbIA C €e MOBbIWEHHOM aKTUBHOCTbIO M YCTOMYMBOCTHIO
K (hapMaKo10rn4yecKoMy AeicTBUI0 CYKAMHUIXOMHA.

JetmunT neumtnHxonecTepnHaunaTpaHcepasbl U KapHO3UHA3bI
CM. B COOTBETCTBYIOLLEM pasgene.

JecviunT Y-rnytamuntpaHcnenTugasbl. CoobwaeTca 0 B3pOC/IOM
601bHOM C MPU3HAKaMM YMEPEHHOro OTCTaBaHWSA PasBUTMA U yBe-
NIVYeHNeM COfepXXaHuUs B KPOBM W MOYe FNyTaTMOHA. Y Hero 6bin
BbIIBNMEH  Ae(MUMT  CbIBOPOTOYHOW  Y-FyTaMUATPaHCNenTuaasbl,
KaTanM3upyloLwen nepsble 3Tanbl pacnaga rayratuoHa. Apyrux Ha-
PYLLEHWI 3KCKpeLMM aMUHOKUCOT BbISIBNIEHO He 6blno. 3TOT (ep-
MeHT, NpPoAyLMpYeMbI/i NeYeHbo, HaxoAWTCHA MNOJ KOHTPOSEM T[eHa,
OT/INYHOFO OT KOHTPO/SIMPYIOLLEro CUHTE3 (hepMeHTa B MNOYeYHbIX
KaHanbLax M KULEYHUKE.

Mnodgocatasns. HecKosibKO M30(hepMEHTOB MNJa3Mbl XapakTepu-
3ylOTCA aKTMBHOCTLIO LLEOYHOM (hocthaTasbl. YPOBEHb OOHOIO U3
HUX, MNPEeLAnONIOXNTENbHO 06pa3yoLerocd B KOCTAX, CYLLECTBEHHO
CHWXXEH Yy TOMO3WIOT, Y KOTOPbIX 3KCKpeTupyeTcs 60/bluoe KOAn-
YecTBO (pochoaTaHONaMMHA W HapylleHa occugmkauus, 4to obyc-
NOBMMNBaeT N3MEHEHUS B KOCTSX.

MoBblILeHNe YPOBHSA LLUEMOYHOM ochaTasbl. YBeNUYEHWe Konu-
YyecTBa LLENOYHONM hoctaTasbl B CbiBOPOTKe (B 2— 10 pa3 no cpas-
HEHWI0 C HOPMOIA) 06bIYHO CBMAETENbCTBYET O NATOMOTMWU MNeyveHu
nnm koctel. O4HaKO MOBbIWeHWe ee YPOBHA B 2—4 pasa No cpas-
HEHVIO C HOPMOW MOXET ObITb BbISIB/IEHO Yy UY/IEHOB CEMEN, Y KOTO-
pbiX OTCYTCTBYeT Apyras CUMMMNTOMAaTWKa, CBA3aHHaA C reHeTuye-
CKVMW HapyLUeHUAMM.

JFOEKTBI BENIKOB [IPYTVX TKAHEV

ANKoronmam. ®uU3nonormyeckas peakumsi Ha 3TaHON BapbupyeT
Yy OTAeNbHbIX WHAVBUAOB W MNpeacTaBUTenieli pasHbIX PacoBbIX MO-
Nynsauunii. Y 60MbLIOr0 MPOLEHTA /L, BOCTOUHOIO MPOUCXOXKAEHUS,
Yy KOTOPbIX Mocse MpueMa asikorofisi KpacHeeT KoOXa /Mua W KOTo-
pble KpaiiHe 4yBCTBMTE/IbHbI K €ro BO3AEWCTBUIO, ONpPeaensitoT He-
3HaUMTEeNbHOE KO/IMYECTBO KT BapuaHTa (hepmeHTa anbpervaaerng-
poreHasbl. YpOBeHb 3TOW LMUTOMIA3MEHHOW  (DOPMbI MEYEHOUHOIO
thepMeHTa MO OTHOWIEHMID K 3TaHOMY 3HAYUTENIbHO HWXKe Yy 60/ib-
HbIX a/IKOFO/IM3MOM, YeM Y WHAMBWAOB KOHTPOJSIbHOW rpynnbl. He
YCTAaHOB/EHO, CAYXXUT NN 3TO MPUYMHOI WM CneacTBUEM.
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MHorve 60/bHble a/IKOFOIM3MOM C HapyLUeHMAMU NUTaHUSA cTpa-
JaloT cnmHgpomoMm BepHuke—KopcakoBa, CBSA3aHHbIM C HU3KMM MO-
TpebneHnem TuammHa. TpaHCKeT0nasa, OAMH W3 MHOIMX (epmeH-
ToB, TpebywuwmMx B KayecTBe Ko(akTopa TmamuHnupodocgaTa,
XapaKTepusyetcsa y HuX 60nbwmM  KonmdecTBOM KT ans Kodgak-
Topa. [pyrke TuWamMWH3aBUCMMblEe (EPMEHTbl He W3MeHeHbl. 3TOT
(hakT MOXeAnexaTb B OCHOBE TEHEeTUYECKOW npespacrnosoxXeHHo-
CTU K TUaMUHNABMCUMOCTM, He MPOSABAAIOLWENCA MpY AOCTAaTOYHOM
HYTPUTMBHOM CTaTyce.

CMHApPOM KypuyaBblx BOMOC MeHKeca. 3TO CLEN/eHHOe C NOJoM
3aboneBaHne XxapakTepu3yeTcs aHOManuer  BOSOC, OTCTaBaHMEM
pocTa, nporpeccupytoLleli HeBPOMNOrMYecKoli [JereHepauuneii un Ha-
CTYM/IEHVEM CMepTW B TeYeHVe MepBbIX HECKOSIbKUX  NIeT >KU3HW.
Mpn Hem HapylweHa a6bcopbums Mean M CHUXEeH YPOBEHb Liepyso-
nnasmmMHa M mean B nnasme. Ecnn 60nbHOMY BBOAAT BHYTPMBEHHO
npenapatbl Meau, Y Hero 6bICTPO HauMHaeTCs CUHTE3 Lepyfonnas-
MUHA. AHannM3 MWTOXOHAPWIA KIETOK [OIOBHOMO MO3ra W MbilL,
NMO3BOMN BbISIBUTb CHWXEHWE YPOBHA Mefbcogepxallero epmeH-
Ta LMTOXpOMOKCMAasbl (UMTOXPOM a+ a3), YTO MOXET ObITb BTO-
PVYYHbIM MO OTHOLIEHMIO K AedekTy abcopbumn mean. B KynbTuBW-
pOBaHHbIX (nbpobnacTax KOXM 6OMIbHLIX MOCTOAHHO YBEINYEHO
KONNYeCcTBO MefM MO CPaBHEHWUHD C HOPMOIA.

Jednumt monmbaeHoBoro kKoaktopa. [ednuuT  Cy/bPUTOKCU-
Jasbl N KCAHTUHYPWSA CBA3aHbl C natonorvein rnas (MoaBbIBUX XPY-
CTa/nKa, NAaTHa bpawdunga, HUCTarm), HEBPONOTMYECKUMMU CUMI-
TOMamMn  (TOHMKO-K/IOHUYECKME CYAOPOrM) M YMCTBEHHOW OTCTa-
noctolo.  [JeekT 3ak/i0yaeTcd B HECnocob6HOCTU 06pa3oBaHuA
MONMbAeHNTepUHCOAepXKallero KogakTopa, HeobxoAnMMoro Ans npo-
ABMNEHUSA aKTUBHOCTM (PEPMEHTOB. JleyeHMe COCTOUT B OrpaHUYeHUM
notpebneHns cepocogepXawmx amMMHOKMCAOT W Ha3HayeHUn anno-
nypuHona.

Mwnorno6uH. Mnorno6uH, 6en0K rema, 06Hapy>XMBaemMblii B MblLL-
Lax, OTBEYAaeT 3a BHYTPMKIETOUHbI TpaHCNoOpT Kucnopoga. bbiin
NMAEHTMNLMPOBaHbI ABa TuMNa MWUOrA06UHa, a HapylweHus nocnefo-
BaTe/IbHOCTW aMWHOKUCAOT,  NPUBOAALLME K MUOrI0OMHONATUAM,
aHas/IoNMYHbl NPUBOAALLMM K remorniobuHonatvam. bosnbHbie 6bun
reTepo3uroTHbl MO HOpPMalbHbIM W abeppaHTHbIM  MOJiIeKy/nam.
B cembsix 60/fbHbIX He OblAM BbISBAEHbI HeMpOMbILIeYHble 3abone-
BaHMSA.

Mpy cNekTpopOTOMETPUYECKOM aHa/IM3e MWUOMN0O6MHA Y MHOMMX
60/bHbIX, CTpajaloLlmnX pas3NYHbIMU HeMpOMbILIEYHbIMU 3ab60/1eBa-
HUSMYW, OblNN BbISIBIEHbI CTOMKWE HAapyLUeHUs Yy TeX W3 HUX, KOTO-
pble cTpaganu CUenieHHOW ¢ Mosiom (opmol nceBAornnepTpogmye-
CKOW  MblleYyHoON auncTtpodum  ([JloweHHa) € nepcucTupoBaHuem
theTanbHOro MMornobuHa npu aumockKanyiorymopasbHom AucTpo-
thmn. deTanbHbIi MUOrI06MH Obl1  BbISIBNEH Takxe Yy 6071bHOr0
m BO3BpPaTHOW MUOrN06MHypren. CnekTpoMeTpuyeckme MokKasaTenu
MUOFN06UHA Yy 60/IbHBIX C NPOrPecCUpPYOLLEd CMMHAIBHOW Mblley-
HOW aTpodmein N MbIEYHOM aTpodueil ¢ MOPaXKEeHMEM KOHEYHOCTEN
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He OT/MYyanucb OT HOPMbl. MUOrNOBGUHYPUSA MOXET COMPOBOXAATb
MHOrMe TUMbl HApyLWEeHWA MbIWEeYHOro MeTabonvMsma, Harnpumep He-
[OCTaTOYHOCTb aKTUMBHOCTU ochopunasbl,  (HOocHoPpPYKTOKMHASI,
thochornmuepmyTasbl, flakTatgerngporeHasbl 1M OTCYTCTBME  aK-
TUBHOCTU KapHUTUHNANbMUTUATPaHcdepasbl (cm. ganke).

VIXTNO3, cuensieHHbIi ¢ X-XPOMOCOMOW, MUIMEHTHYI0 Kcepoaep-
My 1 gepnunT «pydkmn» AT® (oTcyTcTBue cneungudeckoin AT®-asbl)
CM. B COOTBETCTBYIOLMX rnasax. /

MATHUCTaA AUCTPOGUSA POroBuLbl. ITO  ayTOCOHO-peLlecCUBHOE
3aboneBaHne NPMBOAMT K MNPOrpeccupyroleMy MOMYTHEHMIO POro-
BMLblI B pe3yfibTaTe OT/IOKEHUS aHOMa/lbHOro KepaTtaHCy/nbdaTta B
TKaHAX CTpoMbl. MpoTeorinkaH kKepaTaHcynbda/ta cofepXuT K30bI-
TOYHOE KOJIMYECTBO OJINTOCaxapuioB W, KaK MOXHO MPeanooXuTb,
CNYXWUT  MpeflecTBEHHUKOM  MPOTEOr/fiMKaHa  KepaTaHcy/ibgaTa
poroBuubl B HopMe. TakMm 06pa3om, fonyckaeTcs, 4to 3abonesa-
HWe CBfI3aHO C BPOXAEHHbIM HapyLleHWeM, MpPU KOTOPOM OTCYTCT-
BYET WM HeaKTVBeH (hepMeHT, OTBevallwmii 3a AanbHelilee npe-
BpalleHne MpoTeornMKaHa KepaTtaHcynbata. [lpucyTcTBME npo-
TeornvkKaHa, He MeTabonumsupyroulerocd A0 KOHUA, MpyBOAUT K
MOMYTHEHWIO POTrOBULbI.

PeuenTopHble 6enkn. bBonblas 4acTb, €CN He BCe MNpOLECChl
KETOYHOr0 B3aMMOAENCTBUA B npefenax OLHOIO OopraHa WM pas-
HbIX OpraHoB, onocpedyeTcs crneunguyeckumMu 6esKaMun, BbiSBAsE-
MbIMW Ha MOBEPXHOCTWU KNeToK. CTAHOBATCHA W3BECTHbIMW BCe 60/1b-
Liee YNCN0 BPOXAEHHbIX HapylleHWA o6MeHa BELLECTB, CBA3AHHbIX
C NaTosiorMeil KNeTOYHbIX PeLenTopoB. [MprMMepoM MOryT CAyXWTb
peLenTopbl K AMMONPOTEMHAM HW3KOW naoTHoctn (JIMHM)  wn
OTCYTCTBME (PYHKUMOHUPYIOWMX PeuenTtopoB K BUTaMUHY D, uTO
obycnosnueaeT pa3suTUe BUTaMUH D-3aBucmmoro paxuta Il Tuna.
OfgHa u3 ¢opm caxapHOro guabeTta cBs3aHa C AeeKToM crneundum-
YeCKUX PeLenTopoB K WHCY/VHY.

HepocTtaTouHOCTb MOMKENyAOYHON >kenesbl. CoobliaeTca 0 MHO-
rmx 6ONbHbIX C Masibabcopbuuveit, CBA3aHHOW €O Cneyuguyeckon
thepmeHTONaTMen, B KOTOPYK BOB/EKAKTCA (EPMEHTbl MOAXKeny-
[OYHON >kenesbl WM NpogepMeHThl. [pK 3TOM OTCYTCTBYIOT ferou-
Hble WM 3M1eKTPONIUTHbIE HapyLeHUs, XapakTepHble A8 KUCTO-
thunbposa.

N3BecTeH CMHAPOM, ANs KOTOPOro TUMMYHA HEeCrnoco6HOCTb Mpo-
AyuMpoBaTb TPWUMCWUH, Nunasy, amuniasy B COYETaHMUM C remaTtorsio-
FTMYECKUMUN U3MEHEHUAMU N AUCHYHKLUMEN KOCTHOro mosra.

JedpuvuuntT nunasbl. ITO BPOXAEHHAA HECNOCOOHOCTb Cek-
peTupoBaTb [OCTATOYHOE KOMNYECTBO aKTUBHOW Nunasbl NOAXKeny-
[JOYHOM enesoi, NpMBOAUT K Manbabcopbuum nuUnNuaos M nosiere-
HUIO XXMPHbIX (MHOr4a 3/M10BOHHbIX) MWCNPaXHeHU. IPheKTUBHbIM®
0Ka3blBaeTCA fleYeHMe MaHKpeaTUHOM.

Jednunt TpuncumHoreHa. BblpaxeHHoe  HapyleHue
nUTaHWs, OTCTaBaHWe poCcTa, TUMOMNPOTEMHEMUYECKNE OTEKWU, YTO
HanOMWHAEeT KBAaLUIMOPKOP, acCoUMUPYKOTCA C HeLOCTaTO4HOW cho-
COOHOCTbIO MOMKENYAOUYHOW >Kenesbl CUHTEe3MPOBaTb TPUMNCUHOIEH.
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B pesMgbTaTe CHMXAETCA AKTMBHOCTb XeMOTPUMNCUHA N KapboKcu-
nenTuga'sbl, TaKk Kak OHW 06pasylTcs M3 COOTBETCTBYHOLMX MpO-
(hepMeHTOB MpPW yyacTUU TPUMCUHA. PeKOMeHAyeTcs sfedyeHve 6en-
KOBbIMW TMApPONM3aTamMn 1 9K30T€HHbIMU (DepmMeHTaMu MompkenyAoy-
HOW Xene3bl.

JedpumunTt ammnasbl. TpyaHee BbigBNsemMas HepocTaTou-
HOCTb aMWIa3HOW aKTUBHOCTM onpefeneHa y [ABYX AeTeli C Mab-
abcopb6bumen Npyu OTCYTCTBUM KUCTOGMOpOo3a. Y OAHOro M3 HUX 6bina
CHWXEHa aKTUBHOCTb TPUMCUHA.

JedbrunT KMWEYHOM 3HTEPOKMHa3bl. JHTEPOKMHA3a, CeKpeTupye-
Mas B TOHKOM KULLIEYHMKE, WHULMUPYET peakuunio npesBpaLleHus
NpoepMeHTOB NOMAXKENYAOUHOW >Kenesbl B WX akKTUBHYHO (opmy.
Kak KNWHMYecKue f[aHHble, TaK W PeKOMEHAyeMmoe JflevyeHne, WAeH-
TUYHbI TakoBbIM Mpu  dedpuumTe TpuUncuHoreHa. MHorue ciyyaw,
nepBoHaYasibHO cuMTaBLUMecs AeMLMTOM TPUMCUHOIEHa, Ha caMoli
Jene OblM CBA3aHbl C AePUUMTOM 3HTEPOKMHA3bl, Korga Hapylle-
HMe aKTMBHOCTM TPUMCMHA 3aBUCUT OT HECNOCOOGHOCTU ero obpaso-
BaHWSA U3 TPUMCUHOreHa.

MeTabonnam KosnareHa. KonnareH OTHOCUTCA K Fpynne BOJIOK-
HUCTbIX 6E/IKOB W CAYXUT KapKacoM OpraHum3ma, CoCTaB/ififl OKO0J0

OoT BCex 6enkoB opraHuama. KonnareHbl — 310  BaXHeiwwune
CTPYKTYPHbIE 6E/IKM KOXW, CYXOXWUAUA, Xpswein n kocte. B kon-
nareHe coAepXuTcs 60MblIOe KOMMYECTBO FNLWHA, TUAPOKCUAN3N-
Ha M TMAPOKCUNPONMHA. HecMOTpSA Ha TO YTO MepBUYHAsA CTPYKTypa
Pa3NINYHbIX KOJI/IareHoOB HaxoAuTCA MNOf TEHETUYECKUM KOHTPOJIEM,
nx obpasoBaHWe M3 MPOKOMNAreHa W MOCTTPAHCAAUMOHHOE TUApo-
KCWU/IMPOBaHMe NU3nHa U MNPOJINHA, KakK W MPUCOedVHEeHVe pasnuny-
HbIX GOKOBbIX YrfeBOAHbIX Lene, KOHTPOAUPYKTCA MHOrOYUCIEH-
HbIMM crneuuduyeckuMn depMmeHTamu. Bce yBenunumsarouleecs 4uc-
N0 coobLleHn oTHocUTCA K 3aboneBaHMAM, AN KOTOPbIX TUMUYHbI
HapyleHus MeTabo/iM3Ma KonnareHa Ha TOW WAM WMHOW CTaguu;
B WX 4uCNe MHOrQYUC/IeHHblE BapuaHTbl HeCcOBEPLUEHHOro OcCTeore-
He3a M cuHgpoma 3dnepca—[aHsoca, a Takxe cuHapoMm MapdaHa.

MepBUYHbIE TeHeTUYecKne feeKTbl  KOAWUPOBaAHUA OTAENbHbIX
KONnareHoBbIX Mofiekyn (06bIYHO CBfA3aHHble C Aeneuyeil 601bLIOro
CcermMeHTa MOJIeKY/bl)  CAyXaT NpuyYnHammM HEeCOBEpPLIEeHHOTr o
octeoreHnesa |, Il nlll Tunos, a Takxxe cuHgpoma 3ep-
ca—faHnoca IV un VIl Tuna [lpnymHa cuHgpoma 3nepca—
JOannoca VIl Tuna 3akniwyvaeTca B Aeuumte  npokonnareHnen-
Tnaasbl, B TO Bpemsl KakK Ae@uunT AN3NHIMAPOKCcUAasbl 06ycnoBnu-
BaeT pa3sutue VI Tuna cuHapoma. lpucoeamHeHue K Ko/ifareHy
MaHHO3bl B W36bITOYHOM KOMIMYECTBE paccMaTpMBalOT KaK MPUUMHY
L Tmna HecoBeplleHHOro octeoreHesa. CMHpapom MapdaHa,
Kak n3BecTHO, npeacTaBnsieT coboi pe3ynbTaT aHOManbHOro nepe-
KPEeCcTHOro COeAUHEHUS KOMMNareHoBbIX BOMOKOH, HO (hepMEeHTHbINA-
JeekT npu 3aTom He yctaHoBneH. Mpu IX Tune cuHgpoma 3nep-
ca—/flaHsioca u Npu cMHApoMe MeHKeca OTMeyalT CHUXe-
HVe aKTUBHOCTU JIM3UHOKCUAA3bl, BTOPUYHOE MO OTHOLUEHWIO K Ha-
pyLleHHOMY MeTabo/In3My Meau.
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Y 601bHOr0 ¢ axoHAponiasneil 6b110 BbISIBIEHO M3MEHEHWE TeHa
OTBETCTBEHHOr0 3a CWHTEe3 KonnareHa Il Tuna (BkOYeHWe 60Nb-
woro cermeHta A HK), 4TOo, NpeanosioXuTenbHO, MpuUBeno K n3ame-
HEHUSAM MOJEKY/ bl KOJI/1areHa; CKopee BCEro, Matosiorns Hacnego-
Basiacb Mo ayTOCOMHO-LOMWHAHTHOMY TUMy.

HapylweHune pacnaga XUpHbIX KUcnoT. Hambonee yactasa npuum-
Ha OpraHMYeckon auugemMmn 3akyvaeTcs B MPOAYKUUM MOMOYHOW
KUCNOTbl. AHOMasibHas NpoAyKUMA APYTUX OpraHuyeckux KucnoT,
HanpvMep MeTW/IMASIOHOBOM, LWaBeneBon, p-rnapoKcu-p-MeTUNrIy-
TapoBoOli WM a-MeTUNaLeTOyKCYCHOW, CBfA3aHa B KaXAom ciydvae
C pasnyHbIMM JedekTamu pacnaga MHOMOYUCIEHHbIX aMUHOKMC-
noT. B gpyrux cnyyaax y 60/bHbIX 3KCKPeTUPYyTCa a-, ©-amkapbo-
HOBble UM CO-TMAPOKCUKAPOOKCW/IOBbIE KUCNOTHI, MMellWme Mno 6—
10 yrnepofHbIX aTOMOB, a TakXe 60/blIoe KOMMYeCTBO F/1yTapoBoii
kucnotbl (C-5). 3Tu HapyweHnss obmeHa BeLlecTB MOAyYMInN Ha-
3BaHMe rnyTtaposBoin auumpgemunm Il Tuna, oTanvaroLeiics
OT [NyTapoBOi aunaemMmn, CBA3AHHOW C HapylleHMeM mnocneayto-
lwero pacnaga nusvMHa u TpunTtogaHa. [lpu 3aTom fgedekT 3a-
K/OYaeTcs B HeLOCTAaTOYHOCTM germgporeHassl  aumnn-CoA, o6pa-
30BaHHOI0 >XMPHbLIMM KWUCIOTaMM C KOPOTKOA W CpegHei A/IMHON
uenun, epmMeHTa, OTBEYAIOLWEro 3a MNepBblii 3Tan HOPMabHOro Npo-
uecca (3-OKMC/IEHNA XUPHbBIX KAUCIOT, MPUBOAALLETNO K YKOPOYEHUIO
XXVUPHOW KWCNOTbl Ha ABa YrNepoAHbIX atoma. Mpu CHUXeHHOW [Je-
rMApOreHasHo akKTUBHOCTU OTMeyaeTCs HeecTeCTBeHHoe ©-oKucne-
HVe, Npy KOTOPOM MepBOHAYa/IbHO 06pasyeTcad ©-rmapoKcUXupHas,
a 3aTtem gukap6oHoBasa kucrnota (cm. puc. 7-6).

BonbHble ¢ rnyTapoBoin aungemumeid Il Tmna 06bIMHO
BbIMNAAAT 340POBbIMU, /INWbL MHOTLA Y HWUX MOSABNSANOTCA MPUCTYMbI
BbIpaXXEHHOM  runornukemmn  (YpoBeHb [/IHOKO3bl  KPOBWU MeHee
100 mr/n). KeTo3 OTCYTCTBYeT, MoOc/e BBeAEHWS T/IHOKO3bl COCTOSA-
HWe ObICTPO Yy/ydllaeTca. HepedKo BbICHANOCL, 4YTO Y 60/MbHOrO
OblIM CUONUHITY, yMepLlMe B TPyAHOM WX paHHEM BoO3pacTe Mpu
aHanornyHbIX npuctynax. rlocne WCKIOYEHUS APYTUX BO3MOXXHbIX
MNPUYMH TUNOFIMKEMUN OObIMHO OOHAapYXXMBAeTCs, YTO C MOYON IKC-
KPeTUPYeTCA YBE/IMYEHHOE KOSIMYECTBO  HEOObIUYHbIX OpPraHUyecKux
KUCNOT. B HeKoTopbIX Ciyyasx rUNorivkKeMuUs passusanacb B Teue-
HMe 24 4 nocne HasHayeHUs KEeTOreHHol AueTbl, B TO Bpems Kak
ronofaHve Ha MNPOTSHXKEHUM TOro Xe BPeMeHW He COMpOoBOXAAsoCh
KNMHMYECKUMWN nocneacTBuAMn. Jepuumt depmeHTa MOXeT ObITb
onpegesieH B Ky/bType KOXHbIX (hnbpo6acTos.

Coobuianoch ewe o ABYX 60/bHbIX C NPEANOOXUTENbHbIM, HO He
[OKa3aHHbIM, AedeKToM germgporeHasbl aunn-CoA >XXUPHbIX KUCNOT
C KOPOTKOW Uenbi. Y HUX ObiNn BbISIB/EHbl KETO3 U rMnepaMMoHue-
MU, gononHaswure runornvkemuto. Kpome C-6-gnMKap60HOBLIX KuC-
JIOT, Y HUX 3KCKPeTupoBanacb 3ITUIMA/IOHOBasA KUCMoTa. Y OfHOro
60/1bHOr0 6blN1a HapylleHa TONePaHTHOCTb K MepopasibHOMY npuemy
TPUrNNLEpPUA0B CO CpedHein ASIMHOWM Lenu, a fevyeHne 3ak/yanochb B
Ha3HayYeHN OMeTbl C HU3KUM COfepXKaHUeM >Xupa.

MeTabonn3m KapHUTUHA. KapHUTWH, y-TPUMETUIaMUHO-P-TUAPOK-
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cumacnsHas Kucnota, obpasyeTcs B nedeHn. OH Heobxoaum Ans
TpaHCnopTa >XMPHbIX KUCAOT C A/IMHHON LEMbio Yepe3 BHYTPEHHIOH
MUTOXOHAPMANbHYIO MeMOpaHy K y4acTKy WX Mocnefytolero meTa-
6onm3ma c obpasoBaHMEM [BYOKUCWU Yrfiepofa MU KeTOHOBbIX Tes. [lo
TOro, Kak A/IMHHbIE XXWPHbIE KUCNOTbl NPMOBPETYT CMOCOGHOCTbL ObITh
TpaHCNOPTUPYEMbIMM, OHW AO0/DKHbI CBA3ATHCA C KapHUTMHOM  MNpu
yyactum epmeHTa aumn-CoA-kapHUTUHTpaHchepasbl. 3BeCTHbI
MHOIMe Nnua, y KOTOpbIX B CUNY AMETUYECKUX HapyLIeHWi unn apy-
FMX OCHOBHbIX 3a60neBaHM OblT AePULMT KapHUTUHA. Y B0JbHbIX C
OpraHMYeCKUMN TUMaMK auuemMumn, CBA3aHHOU C AeheKTOM OKucne-
HUA XXUPHBIX KWUCNOT WM MeTabonmama aMMHOKWUCIOT, Takxke Ha-
cTynaeT AepuunT KapHUTUHAE, TaK KakK Yy HUX 3KCKpeTupyeTcs 60/1b-
LLIOE KO/IMYECTBO OPraHn4yeckux KUcioT B hopMe KapHUTUHOBbLIX 3hu-
poB. HegocTaToO4YHOCTb MOCTYN/AEHUA KapHUTWHA C NPOAYyKTamn nuTa-
HUA MOXeT MPOABAATLCA TaK >Ke, KaK HeKeToTu4yeckas runoramke-
MUS, N LOMKHA BbITb UCKNOYEHA A0 OKOHYATEe/IbHOM MOCTAHOBKW AU-
arHosa. Y MeHblUero umcna 060MbHbIX HapylleHus MeTabonuama
BPOXAEHHbIE.

JepununT KapHUTUHNANbMWUTUA TpaHchepassbl.
Konunuectso atoro ¢epmMeHTa 6bl/10 3HAYUTENBHO YMEHBLUEHO Y ABYX
6paTbeB, Y KOTOpbIX, BHELWHE 340POBbIX, OTMeYannCb MOBTOPHbIE
NPUCTYNbl MWUOrOOMHYPUX; Yy OAHOTO M3 HWUX OCTPbIA NpUCTYyn ee
06ycnoBua pasBuUTUE MOYEYHOW HEAOCTATOYHOCTW.

HapyweHne kaHanbueBoW peabcopbunmm KapHWU-
TUHa. Y [eTeil ¢ HapyLleHHON KaHanbLeBOl peabcopbumein KapHU-
TWHa, CBA3aHHOW C ero u3bbITOYHbIM BbIBEAEHWEM C MOYOM, B KayecT-
Be OCHOBHOIO0 K/IMHMYECKOrO0 CUMMNTOMA BbICTYMaeT KapAuomeranus,
B 3aTom cniyyae y pebeHKa BbipaXkeH AethUUnNT LUPKYINPYIOLWEro Kap-
HUTUHa. [ueToTepanua [60sblWiMe [03bl KapHUTUHA (174 mr/kr B
CyTKM)] ObICTPO MpMBOAMAA K YMEHbLUEHUIO pasMepoB cepaua u
YAYULLEeHNI0 CaMOYyBCTBUS AETell; B HefleUeHbIX Cyyasx BO3MOXHO
HacTynieHne cCMepTL.

MunonaTumyeckas MW CUCTeEMHAsA HeAOCTAaTOYHOCTb
KapHUTUHa. OCTalbHbIX /ML, C FTEHETUYECKUMU HapyLueHusMu 6e3
BbISIBNMEHHOI0 (PEPMEHTHOrO AeekTa AeNAT Ha ABe rpynnbl. Y nuvy
MepBOi rpynnbl NPOSABASETCA CMMNTOMATMKA TOMbKO CO CTOPOHbI
MbILLL, OCOBEHHO TUMMYHA MblLLEYHAsA cNabocTb. YPOBEHb KapHUTMHA
0CTaeTca B Mpefenax HOPMbl B CbIBOPOTKE, HO CHMXEH B MbILILAX, a
MbILIEYHbIE (DEPMEHTbI MOCTYNaloT B KPOBb. B MblIleYHbIX BOMOKHAaX
Yy HMX HakanamBaeTCcsa XMUp, 4TO 0OYyCNOBMEHO HECNOCOOGHOCThIO
.TPaHCNOPTUPOBaTb XXUPHble KWCMOTbl B MUTOXOHAPUM M OCYLLECTB-
NATb B HWUX OKWUCMEHME XXUPHbIX KWUCNOT, HECMOTPS Ha MPUCYTCTBUE
aunn-CoA-KapHUTUHTPaHCc(epasbl 1 PEepMEHTOB OKMUCIEHNS XXUPHbIX
KucnoT. ns 60/bHbIX BTOPOI rpynmnbl XapakTepHa CUCTEMHas Hejo-
CTaTOYHOCTb KapHUTMHA, U B MnpoLecc MoXeT BoBsiekatbea LLHC. 3a-
6oneBaHMe MpoTekaeT TSHXKENO, NPUMEPHO MOMOBUHA BGOMbHBLIX yMep-
1 BO BpPeMSA OCTPOro npuctyna.

Kpome Toro, coobuiaetcs o AByx 60/bHbIX, Y KOTOPbIX CUCTEMHAS
MefocTaTOYHOCTb KapHUTMHA paclieHMBanach Kak peuvMans CMHApPOMA
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*Pes. Y mMasibumka B Bo3pacTe 3 JIeT, 6paT KOTOPOro yMep B pe3y/ibTa-
Te KOMbl B TOM >Xe BO3pacTe, Obl/10 BbISABAEHO OT/NOXEHME HenTpasb-
TIOFO XMpa B MbIWLAX, MeYeHN W HEPBHOM TKaHW. CnycTa 6 mec OT
eHayana fevyeHnst KapHUTUHOM 3TN TKaHW Obinn CBOGOAHBLI OT Xupa, a
K/IMHNYECKOE COCTOSAHME pebeHKa CYLUEeCTBEHHO YNyulliunaocb. Y BTO-
poro pebeHKa, AeBOYKM B Bo3pacTe 11 mec, MOSABWIUCH MPU3HaKU
MbILIEYHOl €nabocTu, rMNoravKeMusi, peoTa U HacTynuao feTapruye-
CKOe cocTosiHMe. B 6uonTaTte Mbiwy, Obila 06Hapy)XeHa XupoBas MH-
thunbTpaums, a BO BPeMs OCTPbIX MPUCTYMNOB — XMPOBas [fereHepa-
UMS, O4HAKO B MOMEHT K/MHWYecKoro 6naronoslyuyvms daHHble 6mon-
CUN He CBMAETENbCTBOBa/IM O MaTtosiorMu. JleyeHWe KapHUTUHOM
BHYTPb B TeyeHue 18 meC He COMPOBOXAA/0Ch YBE/IMYEHMEM KOMYe-
CTBa KapHUTMHA B MbIWLAX WM  YCUNEHUEM MbILLEYHOro TOHYyca.
MpoBOKaLMa XMPOM B TedeHve 18 4 mpuBena K pBOTE W neTapruye-
CKOMY COCTOSHMIO. [lonaratoT, 4TO NPUYMHONM 3TOlM hopMbl 3abone-
BaHMA MOXET ObITb HapylleHue Nnbo cuHTe3a KapHUTWUHAE, 6o ero
TpaHcnopTa B MbILEYHbIE K/ETKMW.

JdedmunT mMmoageHunataesaMmmHasbl. Y 60/IbHbIX C MbILEYHbIMUA
cygoporamu, GbICTPOi YyTOMISAEMOCTBIO M 60/1AMKU B MblwUax npu du-
3MYECKOM Harpyske MOXeT ObiTb geuuuT ageHwWnatge3ammHasbl B
rnonepe4yHonosocaTo mMyckynatype. CUMNTOMbI MOFYT MOABAATHCA s
nobom Bo3pacTe. B Hopme (epmeHT npesBpawaet AM® B MHO3MHMO-
HodochaT (MM®P) c BbICBOGOXAEHMEM aMmuaka. Obpasytowuniics
npn atom UM® peunknmpyerca 8 AM®. lNpwu otcytctBun AM®-ae-
3aMVHasbl LMK/ HapyLlaeTcs, N MbIUeYHble KNEeTKU TEPSIT HYK/eo-
TUAbl, YTO MPUBOAMT K HapyLUeHUIO aKTUBHOCTW. Y 60/bHbIX He Mo-
BbILLAETCA YPOBEHb aMMMWaKa B KPOBM B OTBET Ha WLLIEMMU3MPYHOLLYIO
(hnsnyeckyto Harpysky Ha npejrnseybe, 4YTo NO3BONSAET OTAUPGepeH-
LUMpoBaTb 3TUX 6OSMbHBIX OT AML, CTpajalLmnx 60ne3Hbi0 Mak-Apa-
na 1 HefoCTaTOYHOCTbH MbIEYHOW (octoravuepaTMmyTasbl uam ae-
rMaporeHasbl MbIWEYHOM MOIOYHOW KUC/IOTbI, MPU KOTOPbIX Hapylla-
eTCa ee MPOAYKUMS B OTBET Ha (M3MUYECKYKD Harpysky B YCNOBUSAX
nwemumn.

Pa3obLeHne npoleccoB hocthopuMpoBaHUs N okucneHns  (60-
nesHb Jliohta). CoobuiaeTcsa 0 B3pOC/bIX uuax, ¢ A4eTCKOro Bo3pa-
CTa /Ierko yTOMAAKLWMNXCH, Y KOTOPbIX MOBbIWEHbI NOTpebieHne Kuc-
fopoja M OCHOBHOW 06MeH Mpwu abCoNOTHO HOPMa/IbHOW (yHKUUM
WMTOBUAHOM Xenesbl. Y HUX 6bl0 BbISBAIEHO pas3oblieHne uam Ha-
PYLIEHHOE CONpsXXeHue MpoueccoB ochopuIMPOBaHNA N OKUCTIEHUSA
B MUTOXOHAPUSAX MbILLEYHbIX KNeTOK. 3TO MpMBOAWUT K Tennonpoayk-
UMW NPU HU3KOIM (hr3nyeckoli paboToCnoCO6HOCTM, YTO HanoMMHaeT
COCTOSIHWE Y MJIEKOMUTAKLWNX, BNajaroWmnX B CASUKY, Y KOTOPbIX OT-
KnafabiBaeTcs 60MblIOe KOMMYECTBO Oyporo Xupa v 3HauMTesbHOe
KOMINYECTBO MWUTOXOHAPUA. Y HOBOPOXAEHHbIX TakKXe MPUCYyTCTBYET
HEeKOTOpOoe KOMMYeCTBO Byporo Xupa, KOTOpbI, Kak nofaratoT, Bbl-
MOMHAET Ty XK€ (PYHKUMI0O N CNOCO6CTBYET TaK Ha3blBAEMOMY Heco-
KpaTuTeslbHOMY TepMOreHesy; 3amnacbl 3TOr0 XMpa y 4YenoBeka UCTO
WatTca € BO3pacToM. [eHeTMYeCcKuil fetheKT NpPesnonoXKMTeNbHO
HaxoAWTCA Ha YPOBHE MUTOXOHAPUA/IbHOrO (hepMeHTa, A0 HacTosLle-
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ro BpemMeHV HefoCTaTO4HO W3YYeHHOro M yNaB/MBAIOLWEro 3Hepruio
NPOTOHHOIO rpagueHTa B npouecce cnHTe3a AT®. Y ofHoro us 60/b-
HbIX Oblfla MOBbILEHA MWUTOXOHApuanbHaa AT®dasHas aKTMBHOCTb,
KoTOpas elle 6osee ycunmsanacb rocfie MpYMeHeHUsA npenaparta
2,4-0MHUTPOGEHOMA, Pa306LLaoLLLEero NpoLeccbl OKMcaeHusa u docgo-
pPUNNPOBAHNA. Y HEro BbIABMAMACH TakXXe MoTeps KaibUua U3 MUTO-
XOHAPWIA, HECMOTPS Ha HOpMa/ibHOe MNOr/OLWEeHNe U3 LUUTO30/5.

MuTOXOHAPWasIbHbIE MUoMaTuM. MHoOrue 60nbHblE, CTpajatoLne
MbILIEYHOM €nabocTblo M NakTaTauugo3oM Npu yMepeHHol umsnye-
CKOW Harpyske, Apyrux HapyLleHWin He UMelT. Y MHOrUX M3 HUX Mbl-
LUeYHble BOJIOKHA BbIMNAAAT IPA3HO-KPaCHbIMU MPU OKpacke TPUXPO-
MOM, a aHOMa/lbHble MWUTOXOHAPWW BbISABAAIOTCA MPU 3MEKTPOHHOW
MUKPOCKONUU. MOryT MNOSABNATLCA MHOMOYMUC/IEHHbIE YYacTKU B Uenu
TpaHcnopTa 3/1EKTPOHOB B MUTOXOHAPUAX, B KOTOPbIX MOXET JI0Ka-
nn3oBaTtbcs AeeKT Mpu YUCTOM (hOpMe MWUTOXOHAPWANIBHON Muona-
TUN C pa3HO06pasHbIMK CONYTCTBYHOLWMMW HEBPOSIOTUYECKUMUN Hapy-
WweHnaAMn. K ymcny Takmx yyacTKOB OTHOCATCH CUCTeMa peaykKrasbl
NAD -H -kothepmeHTa Q, UnTOoXpomMm b, umToxpom C-okcmpasa, MUTO-
XOoHApuanbHaa AT®asa, a TakxXe psaf ApYrux HeycTaHOBJSIEHHbIX Me-
XaHU3MOB Y 60MbHbIX, Y KOTOPbIX BCE MNEPeYUC/IEHHbIE MPUYMHBI He
BbISIBNSA/INCL. BapnabenbHOCTb KAMHUYECKMX MPOSBAEHWI Aaxe npu
OHOM 1 TOM >Xe OWOXMMWYECKOM BapuaHTe [OCTaTOYHO LIMPOKA.
Y HeKOoTOpbIX 60MbHbIX Ha MPOTSHXKEHUN MHOTMX NIeT OTCYTCTBYIOT
K/IMHMYECKNe NPOSBMEeHUs, y APYrUX Npu3Hakn 3aboneBaHus MNposiB-
NAI0TCA B pPaHHEM BO3pacTe WM OHO HAUYMHAETCHA B HEOHaTasIbHOM
nepuoge v 6bICTPO MPUBOAUT K CMEPTU. Y 60/bHbIX C MUTOXOHAPW-
NbHbIMW MUOMATUAMW MOXET ObITb YacTUYHAsA WKW NOSHas HedocTa-
TOYHOCTb (PEPMEHTOB TO/ILKO B MbIlILAX WM BO BCEX TKaHSAX.

Jebvunt  cykumHun-CoA,  3-ketokucron  CoA-TpaHctepasbl.
AueToaueTar M (-rMapokcnbyTmpaT He MOryT ganee MeTabonvsmpo-
BaTbCs, €C/IM MNEePBbIA He aKTUBUPYETCHA MyTeM CBA3bIBAHUSA C MOJEKY-
noii CoA, nocTaBnsieMoi CyKumHun-CoA npwu yyactmmn creuungumye-
CKOWM TpaHcepasbl. HegocTtaTouHOCTL TpaHcgepasbl accouumpyeTcs
C Bblp@KEHHbIM KeToauuo30M W CMePTb AeTeil B rpygHoOM wam
paHHem Bo3pacTe. 3aboneBaHve feTeld, POAUBLUMXCA OT poauTenei,
Haxogsawmxca B 6/IM3KOM poAcCTBe, [AaeT OCHOBaHWA Mpeanonaratb
ayTOCOMHO-PELIECCUBHbIV TUM Hacnef0BaHMs.

AkaTanasus. KaTanasa npucyTCTBYeT B OOMbLUMHCTBE TKaHEN, B
TOM yucne B aputpoumTax. CHuXKeHue ee akTUBHOCTU (1% OT HOPMbI
BO BCeX TKaHAX) MOXeT OblTb BbIABMIEHO C MOMOLbIO TecTa, 3aK/io-
yaroLLerocss B TOM, YTO KpPOBb 3TOro 60/IbHOr0, KOHTaKTUpPys C nepe-
KMCbI0 BOAOPOAA, NMPMOOpeTaeT KOPWUYHEBbIN LUBET M U3 Hee Bblaens-
HOTCA Ny3bIpbKM KUCMOPOAA, YTO AO/MKHO ObITb B HOopMe. 3aboseBa-
HVEe reTeporeHHo; B HEKOTOPbIX C/AyYasX €ro MpPUYMHON CAYXUT My-
Tauua KOHTPONMPYIOLWEro reHa. HacnegoBsaHue ayTOCOMHO-PeLECCUB-
Hoe; retepo3nroTbl MOryT ObITb BbIIB/IeHbl MPU KOMMYECTBEHHOM Ofl-
pefeneHnn KaTtanasbl. VI3 ABYX M3BECTHbIX OCHOBHbIX TWUMOB 3abone-
BaHMA cnegyeT OTMETUTb SAMNOHCKMI BapwaHT, COMpOBOXAatowmiics
raHrpeHon nonoctn pra (6onesHb Takaxapa), W LBeiLapckuii Tun,
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npoTekawwmii 6eccMMnTOMHO. W3BECTHbI FeHeTUYECKUE JIMHUN Mbl-
el ¢ akaTanasvein; Katanasa, WHKancynmpoBaHHas B MOMYNPOHM-
Luaemble MembpaHbl, OKa3anacb 3PEKTMBHON MNPV BBEAEHUN XMBOT-
HbIM.

HakonsieHne rnytammnpunbo3o-5-chochata. Y mManbymka ¢ npusHa-
KamMy OTCTaBaHWSA YMCTBEHHOIO U (DM3NYECKOr0 PasBUTUA, YMepLUEero
OT MOYeYHOM HeJOCTaTOYHOCTU B BO3pacTe 8 feT, 6bl/I0 BbIAB/AEHO Ha-
KornseHne rnytammnpnbo3o-5-gochata B /IM30COMAX K/ETOK rOM0OB-
HOro mMo3ra m noyvek. 3TOT XUMWYECKMIA MPOAYKT B HOpME NpeacTaB-
NSeT coboi YacTb CBSI3M MexAy ructoHamun u nonn(ALd-prbosoin)
W, KaK MonararwT, HaKaniMBaeTcs B pe3yfbTarte CLemneHHol ¢ X-xpo-
MOCOMOI HegocTaToyHOCTU (epmeHTa ALP-prb6030NPOTENHINAPO-
nasbl.

AcnapTunrnavkosaMmnHypusa. BewecTBo 2-aueTammHo-1 (p-L-ac-
naptamngo)-1,2-gngesokcurniokosa  (AALT) npepctaBnseT coboii
3aMELLEHHYIO TeKco3y, 06pas3yoLLlyo OAMH M3 YYaCcTKOB CBA3WN MeXay
YrNeBOAHbIM KOMMOHEHTOM WM aMWUHOKWCAOTHBbIMW rpynnamMmu MHOIUX
rNMKoONpoTenHoB. bonbloe konuyectso AALI B Moye (Kak v Apyrux
BellecTB, cofepxawmx AALT) onpefensnn y HeKOTOPbIX OGO/bHbIX
C YMCTBEHHOI OTCTaN0CTbio, Npuctynamm petit mal, MmaHnakanbHoO-ge-
MPeCcCMBHLIM MNCUX030M. Y ApYrnx 60JbHbLIX Obl/IN BaKyoM3UPOBaHbI
NMMAOLUNTBI, U3MEHEHWA KOCTel NNLEBOro CKeneTa u Ap. HanoMuHam
TakoBble NMPU MYKOMOAMcaxapuaosax, y HUX OTMe4asiucb renatomera-
NMa 1 NOMYTHEHME XpycTanuka. [JetheKT 3aknovaeTcs B OTCYTCTBUU
(hepMeHTa, BbISIBIIEMOr0 B HOPME B CEMEHHOM XUAKOCTU U TMApoan-
3ytouwero AAAT Oo rnkKo3aMMHa U acnaparmHOBOM KUcNoThl. fedu-
UMUT SIN30COMaIbHOro (hepMeHTa OrpefensaeTca B NeyeHW, ro/l0BHOM
MO3re U Ccene3eHKe.

Jecduvunt kmcnoii ochatasbl. PaznnyaloT Aee rpynnbl 60bHbIX,
Yy KOTOpbIX /IM60 CHMXEeHa, NM60 OTCYTCTBYET aKTUBHOCTb /IN30CO-
Ma/lbHOl Kucno hochaTtasbl.  [Mpu 4aCcTMYHOM  aKTMBHOCTM 3TOrO
(hepmeHTa, pacwennsaowero goconunuapl, KINHUYECKas KapTuUHa
XapaKTepusyeTcs MEPUOANYECKN HACTyMatoLEen PBOTOW, FrMNOTEH3NEN,
netaprvei, ONUCTOTOHYCOM, TepPMWHa/IbHbIM  KPOBOTEYEHMEM U
CMepTbi0 B MEPBbIA rof XMU3HW. [pn TOTaNbHOM AeduunTte CMMATOMBbI'
Te Xe, u 60bHON ymMUpaeT B rpyaHOM Bo3pacTe. depMeHT npu 3TOM
OT/INYAETCA OT HOPMasbHOM  KMCMOM (octhaTasbl, BbISIBASEMON B
crnepMe wan BblpabaTbiBaEMOW MNPV KapumHOMe MpeacTaTeNlbHON Xe-
nesbl.

McTHHas xXonuHacTepasa. 3TOT (hepMeHT Heobxoaum Ans (yHK-
UMM HEPBHOW W MbIWEYHON TKaHEM W BbIABASETCS, KPOMe TOro, B
apuTpouuTax, B KOTOPbIX ero posib Hem3BecTHa. OTCYTCTBYIOT Ku-
HUYECKME TMPOSAB/IEHUNS, CBSA3@HHblE CO CHWKEHHOW aKTMBHOCTbLIO
3PUTPOLUTAPHON XONMHACTEpa3bl. JeduumMT UCTUHHON XONMHACTepa-
3bl B TEPMUHA/IbHbIX HEAPOMbILIEYHbIX NAacTUHaX MOXeT 6blTb CBSA-
3aH C BPOXXAEHHOW MMOTOHMEN.

CUHAPOMbI C HapylleHueM (yHKLUWA NeKoUMTOB CM. B COOTBET-
CTBYHOLLEN raBe.

CuHgpom Uennbserepa. Mpn 3TOM ayTOCOMHO-PELLECCUBHOM fere-
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«epaTMBHOM 3ab0neBaHUM B MpPOLLeCC BOBJ/IEKAKOTCA [O/IOBHOM MO3r,
MOYKM W neveHb. OCHOBHbIE K/IMHUYECKME MPOSAB/EHMA BKOYAKOT B
cebs BbIpaXXEHHYHO TMMOTEH3MIO, YepThbl NnLa creumuduyeckme; cMepTb
*00bI4HO HACTyMaeT Ha MepBOM rody >KM3HW. Buoxumundeckuii gedekt
3aK/1I04aeTCA B OTCYTCTBMM MEPOKCMCOM W, cflefoBaTenbHO, Tex dep-
MEHTOB, KOTOpble B HOpMe cofep)atcs B HuX. Mpu aTom 3abonesa-
HAN CHWXAEeTCA CrOCOOHOCTb CMHTE3MpPOBaTb pasnnyHble ochonm-
nuabl, Hanpumep gochaTnannatTaHonammHnaazManoreH. Mpn atom
OAVH epMeHT AurunapokcualeToHdochaTaunaTpaHcpepasbl BbISB-
NAeTcA B MEepoKCUCOMax W COAEPKXUTCA B He3HAUMTEeNbHOM Kojuue-
cTBe B (hmbpobnactax u nekoumtax. OH HeobxoAuM ANs CMHTEe3a
# 3CTEePUPULMPOBAHHBIX NUNNLOB.

BukTop . Ayapb6ax (Vidor H. Auerbach)
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HAPYLWWEHVNE METABOJ/IM3AMA TIMTMEHTOB TEMA

B HacTosileM pasfene MpefcTaBfieHbl AaHHbIE O HapylleHuu 06-
MeHa efiesa M MUrMEeHTOB rema. HapylleHust o6MeHa MenaHvHa U
6unupy6uHa o6CyXAalTCs B APYrUX rnaBax v pasgenax.

MOPOUPUN

[na 3aTtoi rpynnbl CUHAPOMOB XapakKTepHbl GUMOXMMUYECKUE n3mMe-
HeHnss MeTabonM3Ma MUPPOSa, KIMHUYECKN OHW MPOABAAITCA (OTO-
[epMaTUTOM, HapyLueHUsMU (YHKLWIA BHYTPEHHMX OPraHoB W HepB-
HO-NMCUXNYECKMMM aHOManuamu. YactoTa 3ab0/ieBaHUA COCTaBNsAET
1:30 000 B nonynauun. NMopupnn KnaccuuULMpyoT B COOTBETCTBUN
C CMCTEMaMu M OpraHamu, B KOTOPbIX NIOKa/IM3yeTcsa MeTabonnyeckuia
JeeKT: BbIGENAOT 3PUTPOMOITUYECKME W MEYeHOUHble (OPMbI.

MeyeHOUYHble Nopdhupun
OcTpast MHTepMUTTUPYIOLWAs nopdmpnsa  (LUBeACKast reHeTuyeckast nopdmpns)

PasHouBeTHasA noptmpnsa  (FoXKHOaPpPUKaHCKass reHeTuYecKas nophmpus)
HacneacteBeHHasi Konponopdupyist
KoxHble noptmpun (KOXXHast Mo3aHAs nopdupms)

HacneacTBeHHble
MprobpeTeHHbIe (HO BO3MOXXHa TEeHETUYECKadA MNpPeapacrosioKEHHOCTb,  acco-

LMNPOBaHHas C a/Ikorom3mMoM u ap.)
Tokcnyeckme (rekcaxsiopobeH3eHHAYLMPOBaHHas)
dputponoaTmyeckme noppupumn
MpoTonopgupus
BpoxxaeHHast apuTpornoaTuyeckas nopgmpms

B 60nblUMHCTBE Cny4yaeB Mophuvpun HacnefytTcs No AOMUHAHT-
HoMy Tuny. Heo6xoanmmo o6cnefoBaTb BCEX YMEHOB CEMbM W TLla-
Te/lbHO Habnogatb 3a 60/bHLIM B MOAPOCTKOBOM BO3pacTe, YTOObI
NOEHTUMULMPOBATL Cllyvyan JIATEHTHOro TeyeHUA 3aboneBaHus, Tak
KaK yallle BCero CMepTb HacTynaeT B MO34HEM MOLPOCTKOBOM W HOHO-
LLlecKOM BoO3pacTe. 3TOT MCXOf CBA3bIBAOT C HECBOEBPEMEHHON Mo-
CTaHOBKOI AWarHosa, Yto BfieyeT 3a COOOIN HeafeKBaTHOe flieyeHue
60sbHOro. Cnegyet onpegensAts NOPMUPUHBLI Kak B MoYe, Tak U B Ka-
Jle y BCEX U/IeHOB CemMbM; npu (hOTOYYBCTBUTENBHOCTU HEOBXOAUMO
onpeaensaATb MnpoTtonopupuH B apuTpoumTax. Mpwm paHHel guarHo-
CTMKE, COOTBETCTBYIOLEM HAa3HAYeHUUN >XUAKOCTU W AMeToTepanuu,
O0TKa3e OT NnpuemMa NPOTMBOMOKA3aHHbLIX JIEKAPCTBEHHbIX MpenapaTtoB
MPOrHO3 B M/iaHe BbDKMBAHUA U KyNUPOBaHWSA CUMMTOMOB BO BPEMS
OCTPbIX NPUCTYNOB 6naronpusTeH. JuMarHo3, OCHOBAHHbIA Ha onpe-
JeneHnn (epmMeHTOB B KPOBW, NEMKOUMTAX WM KOXE BO3MOXEH B
60/IbLUMHCTBE C/ly4yaeB Hac/IeACTBEHHbLIX hopM mopdhupun.

CBA3b aHOMasibHOro 6MocuHTE3a rema ¢ (Hopmoi 3abonesaHus.
Fem npeactaBnsieT co60i NPOCTETUYECKYHD TFPYNnNy remoraio6uHa,
MUornobuHa, Katanasbl, Nepokcuaasbl U LUTOXPOMOB, B TOM u4uUC/e
P450. CnHTEe3 rema perysmpyetca KOHTPOMEM MO TUMY OTpuUaTesb-
HOn obpaTHOI cBSA3W. OH CUHTE3NpyeTCs MEeTabosIMYecKumM MyTeM
(puc. 7-34), obwmm NS Bcex KMNETOK MJ/IEKONUTALWNX; MPU 3TOM
Kakfas KneTkKa CUHTe3MpyeT CBOW COOCTBEHHbLIN rem Ans obpasosa-
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Puc. 7-34. BHYTPUK/IETOYHAs OpraHM3aumsl brocuHTesa rema.

HayanbHble M KOHeYHble 3Tanbl CYHTE3a rema MpPOUCXOAAT B MUTOXOHApUsX. AJTK BbICBOGOX-
faeTca B uuTOnnasmy. MeTa6onuTbl, obpa3yeMble B LUTONNasMe, O6HApYXMBAKOTCA B Miasme
n Moue. AJTK-cnHTETa3a CNyXuUT AMMUTUPYOLWMM (hepMeHTOM. [Jna o6pa3oBaHUA rema WUCNoOSb-
3ylOTCS NUWb MOIHOCTbIO BOCCTAHOBJ/IEHHblE MEXYTOYHble MPOAYKTbl 06MeHa noptupuHa ypo-
red Il n konponoptupuHoreH Il (konporeH). 3T 6ecuBeTHble HeCTabuNbHble MPOAYKTbl He
thnoopecunpytoT. OKUCNeHUe cTabunnsnpyeT Monekynbl nopdupuHa u obecneyvBaeT Wx nto-
opecLeHUMI0. YacTb yporeHa WM KOMPOreHa, He MCMosib30BaHHas A4NS CUHTE3a rema, OKuUcnseTcs
fo ypo I n 1l v konpo | u Ill; 3TO MMeHHO Te (OpMbl NOPGUPUHOB, KOTOPble 06bIYHO Bbi-
ABNATCA B TKaHAX W akckpeTax. MBI n AJIK Takxke 6ecLBeTHbl U He (hHOOPECLMPYIOT; OHU
BbISIBMIAIOTCA XUMUYeCKMMU MeTogamn. CeuHel, (Pb) wHrnémpyeT TMBr-cuHTeTasy u eppoxe-

naTasy.

HWA CBOMX FeMonpoTenMHOB. HavanbHbIli 3Tan dopMupoBaHnsa 6-amu-
HoneBy/IMHOBOM kucnoTbl (AJIK)  onocpeayetca AJIK-cnmHTeTasoil
(cm. puc. 7-34). 3TOT MUTOXOHAPUASIbHbIV (DEPMEHT WHAYLMPYETCS,
N ero JOCTYMNHOCTb MpefornpefenseT CKOPOCTb BCEro rnpoiecca CUH-

Tesa.
M3BeCTHbI YeTblpe OCHOBHbIX TUMA M30MEPOB MOpdUpUHa, 0603Ha-

yaembix Kak tunbl I, 11, 111 n IV. [emMonpoTenHbl MEKOMUTaKLLNX
cofepxaT nuwb u3omep nopgupuHa Il Tuna.  MpoTtonopdupuH
(MPOTO) 9 npeactaBnseT cobont nsomep Il Tmna. beckoHeyHO Ma-

noe Ko/m4yecTteBo M3omMepa | Tna CAHTE3NPYETCA KaK NOGOYHbIM npo-

JYKT CUHTe3a rema.
OcHoBoOMoO/aramWmii reHeTUYECKUn JeeKT [AOMWHAHTHO Hacsle-

LyeMbIX (POPM MEYEHOUHOW MOopgpUpUKN, CBSA3aHHBLIX C HElpOBKUCLE-
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pasibHbIMW NPOABMEHMAMM, 3aK/NYaeTcd B YacTUYHOM Aedumuumre
(npumepHo 50%) nopgobuanHoreHae3ammHasbl NpyU OCTPOA MHTEp-
muTupytoweii nopgupumn (ONM), koNnponophrprHOreHOKCnAasbl Unn
HacnegcTBeHHoW konponopdupuun (HKIM) »n npoTonophMpuHOreHoK-
cugasbl npy pasHougeTHon nopguvpun (PM). 3T HapylweHus BbisiB-
NAT BO BCEX JIATEHTHLIX C/lyyasdX, HO camu Mo cebe OHWM He acco-
LMNPYIOTCA C HelpoBucLepanbHbIMX npuctynamu. B Tabn. 7-11 npeg-
CTaB/ieHbl TUMbl 3KCKPELMM NUPPOJIOB B Nepmos 060CTPEHNS N pemMuc-
CM CUMMNTOMOB MPW pPasNYHbIX Tunax nopgupuii. Moutu y 90% re-
Tepo3urot no OUI cMmnTOMaTUKa OTCYTCTBYET U Y HUX MOXET HU-
KOrfa He 9KCKPeTMpOBaTbCA C MOYOI yBenMyYeHHoe KonudectBo AJTK
n nopgobunuHoreHa (MBIM). OgHaKo y HUX CyWEeCTBYET PUCK Ku-
HUYECKMX MPUCTYNOB, KOTOpble MOrYyT 6bITb CMNPOBOLMPOBaHbI OMpe-
JeneHHbIMM npenapatamym n Apyrummn akropamu, CnoCOGHbIMWU Bbl-
3BaTb 060CTPEHME MeYeHOUHOoM nopdupun. B Tabn. 7-12 npegcraBneH
YaCTMYHbI/ NepeyeHb BeLLeCTB, CNOCOOHbIX MHAYLMPOBAaTb NOPHUPUIO.
KnuHnyeckme nposiBieHWs OAHOTUMHO CBSA3aHbl C MOBbLIWEHHON akK-
TUBHOCTbIO NeyeHo4YHoW AJIK-cMHTeTasbl, KOTopas MOXEeT ObiTb WH-
ayuuposaHa B O, HKI wn PIN cTrepongHbIiMXW ropmoHamu, ux on-
pefeneHHbIMU  MeTaboMTaMu, JleKapCTBEHHbIMW cpeacTBaMu  (0Oco-
6eHHO Tpebylowmx AnA CBOEro metabosiMsMa y4vyacTus MeyeHOUYHOro
umTtoxpoma P450), a Takke HeafgeKBaTHbIM YNOTPEBGEHNEM C MULLENA
yrnesofos n 6enka. B cBA3M ¢ mMeTabo/M3MOM 3HAOTEHHbLIX CTEpPOU-
OB cnefyeT OTMETUTb, UYTO Y 60/bLUIMHCTBA 60MIbHBLIX C KIVMHUYECKU-
My nposiBneHnamu OWIM onpepenseTca 50% CHKEHUE MNEYEHOYHOM
5-a-cTepongpefyKTasbl, YTO CMNOCOOCTBYET KOMMEHCATOPHOMY 06pa3o-
BaHWIO 5-p-CTeponfHbIX MeTabonmMToB. MHOrMe M3 HWUX MNpeacTaBns-
0T coboii 6onee cunbHble MHAYKTOPbI AJIK-CMHTETa3bl, YeM UX COOT-
BETCTBYIOLWMEe 5-a-anuMepbl. AHaNOTMYHO Masioe HapylleHne metabo-
N3Ma CTepouaoB B MeveHW 6blio BbISBIEHO MPW Hac/eACTBEHHOW
konpornopgupun (HKM) un pasHouseTHon nopgmpum (P IM). nwoky-
POHOBbIE KOHBIOraTbl MOPHUPUHNHAYLMPYIOLWNX NpenapaToB U CTepo-
WAHBIX MeTaboNMTOB He MHAYUMPYIOT AJTK-CMHTETa3y, YTo NoAYepKu-
BaeT Ba)XHOCTb NOAAepP>XaHWS HOPMasibHOM (yHKUMWM nedveHn. [vnep-
TEH3US U Taxukapaus npu HelipoBMCLEepanbHbIX NPUCTyNax accoumu-
poBaHbl C MOBbILIEHHbLIM YPOBHEM KaTexonaMWHOB. Posib MeTabonu-
TOB MOJIOBbIX FOPMOHOB KaK CU/IbHbIX WHAYKTOPOB MEYeHOYHOW nop-
hvpnn  MOXeT O06bACHUTb, MOYEMY Hayano HelipoBuCLepasbHbIX
CUMMTOMOB NPUXOAUTCA Ha nepuog nocne nybeprtarta. CHUXEHWE aK-
TVBHOCTW MNEYEHOYHON TPMNTOaHNUPPOIasbl, reM3aBucMmoro gep-
MeHTa, MOXET UrpaTb BaXKHYK PpO/b B PasBUTUM HelipoBucLUepab-
HbIX MPUCTYMOB.

PasnuualoT gBa BMAA 3pUTPOMNOITUUECKMX Mopdupuii. ba3osblit
reHeTNYEeCKNA AeeKT Mpy BPOXAEHHOW 3pMTPOMNO3TMYeCKOoW nopdu-
pun (B3M) 3aknyvaeTca B YaCTMYHOW HEAOCTATOYHOCTM yponopgu-
pyHoreH LLI-KOCUMHTeTa3bl, YTO MPMBOAUT K M36bITOYHOMY 06pa3oBsa-
Huto yponopgumpuHa | (YPO 1) (cm. puc. 7-34). ATUNUYHbIE Clyvaun
B3I B HacToAwee Bpemsa pacno3HawTcda. YPO | HakannnsaeTcsd B
Aaapax AedekTHbIX 3puTpo6n1acToB, AUPGYHAMPYET B KPOBEHOCHOE
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Ta6bnuuya 7-12. MNepeyvyeHb HEKOTOPbIX BELLECTB, UCMOMb3yeMbIX AN WUHAYLMPO-
BaHUA XMMMWYECKMX NeYeHOUHbIX NMOPMUPWUIA Y XKMBOTHBIX

XNMUKaTI

AnnunusonponunaleTaMmug,
ekcaxnopobeHseH
3,5-nkap6eToKcun-1,4-AMrnapoKosIanH

JlekapCcTBeHHbIe BeLLeCcTBa

rnoTeTamng, I"pr3eothybBHH
BapbuTypatbl XNOPOXMH
CynbhaHnnammpl JunceHnnrngaHTomH
BasibnipoeBas Kuc/ioTa Tonbytammg,

SHAOreHHbIE MOJOBbIE CTeponabl

BblpaxkeHHas! MOphMPYHAYLMPYIOLLAS aKTUBHOCTb

C-19-cTeponpl C-21-cTeponpl

3TMOX0/1aHO/OH NperHaHAMoH

3TroXoMaHamon MperHaHonoH

3TMOX0MaHAMOH 11-KeTonperHaHosoH

3TMOX0MaHoMoH-17 17-OH-nperHaHosoH
Cnabas noppupHUHAYLIMPYIOLWAA CrocO6HOCTb

TecTocTepoH 3CTPOH

MporectepoH 3CTipHON

acTpaamon

Bonee nonHbIi nepeyeHb OMAacHbIX, MOTEHLUMAIbHO ONAacHbIX, BEPOSTHO 6e30nacHbIX u
6e30MnacHbIX IeKapCTBEHHbIX CPeacTB AnA 6onbHbIx ¢ OWM, KHIM w PN npusegeH )(] Kap-
pas A. Sassa S., Anderson Ki E. The porphyrias. — In: The Metabolic Basis of inherited
Disease/Eds. J. B. Stanbury, J. B. Wyngaarden, D. S. Fredrickson, 5-th ed. — New York:
McGraw-Hill, 1983 p. 1344

pycno, OTKNaAblBaeTCA B Pas/iNYHbIX TKaHAX, B TOM 4YuUC/le B TKaHSAX
3y60B M KOCTEeR, N 3KCKPETUPYETCS C MO4YOA B BMAe cmecn YPO | un
konponoppupuHa (KOTMPO) | npn npeobnagaHum YPO I.
MpoTonoppupnsa xapakTepnsyeTcs M30bITOUYHbIM  KOJINYECTBOM
csobogHoro npotonopguprvHa 9 (MPOTO) B peTukynoumTax KOCT-
HOro MO3ra W 3puTpoumTax nepudepruyeckoli KpoBW, B KOTOPbIX €ro
nepuog nonypacnajga HEBE/IMK U OH NErko AUGGyHAMPYeT B naasmy,
KOXY W neyeHb. Mpun gedumumte Xenesa v oTPaBIEHUN CBUHLOM, NpU
KOTOPbLIX He onpeaenseTca (hoTOYYBCTBUTENLHOCTb, B 3pUTPOLMTAX B
60NbLUOK CTeneHW MNPUCYTCTBYET METa//IONOPHUPUH, LMHKNPOTOMNOp-
(vpunH No cpaBHeHUO co cBO6oAHbIM MPOTO 9. AKTUBHOCTL (heppo-
Xenartasbl CHUXeHa Mpu nNpoTonopupuu B KIeTKax 3puTpoHa KOCT-
HOro mMo3ra W, BO3MOXHO, B NneyeHW. 3TO NPUBOAUT K CYLLECTBEHHOMY
HakonsieHuto MPOTO 9 B apuTpounTax nepupepuyecKorn KpoBu WU
neyeHn. OTMeYalT PELMMNPOKHOE COMpPSHKeHMEe Mexay noTpebneHnem
Kanopuii n akckpeumein MPOTO, 4To CXOAHO C 3h(PEKTOM FHOKO3bI,
Hab/lgaemMbIM MPU MEYEHOYHbIX Nophupusax (cm. ganee).
Jkckpeumsa ¢ moyoii MBI AJIK. B HOpMe He npeBbIWaeT
3 Mmr/cyT. Pe3ynbTaTbl KayeCTBEHHOro TecTa Tella Ha BblSB/EHME
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MBI (cm. ganee) CTaHOBATCA MOJIOXUTE/IbHBIMU JIULLbL NPW NaToso-
rMYecKoM ero Konuyectse. MNopdupuHbl B HOPME BbIAB/AIOTCA B 3KC-
KpeTax B OYEHb HE3HAUYMTE/IbHOM KOMMYeCTBE: B Kajle KO/IMYeCTBO-
KOMPO mn MPOTO He go/mkHO npeBblwaTb 100 MKr/r cyxoli macchl,
Kana B fAeHb, KOTMPO B moye — B KonmnuyecTBe 2,2 MKI/KI B CYTKW.
NHMeKUMM 1 YyCKOPEHHBIA 3pUTPOMN033 MPUMBOAAT K 2—3-KpaTHOMY
yBenmyeHnto B move KOMPO, renatut (MH(EKUMOHHbIA W TOKCK-
4yeckunii) — K 10—40-KpaTHOMY YBE/IMHYEHMIO €ro KO/M4YecTBa B Moue,,
a MHTOKCMKaumMA CBUHLOM — K 10—40-KpaTHOM MOBbLILIEHWNIO YPOBHSA
Ikak AJTK, Tak 1 KOTTPO B moue. TMopupursa MOXeT COMpoBOXAAaTb-
ca 1000-KpaTHbIM MNOBbIWEHNEM 3KCKpeLnu nupposnos. MNpu npuobpe-
TeHHOW nopdmpun KonudectBo KOTMPO Bcerga npeBblllaeT Koau-
YyecTBO YPO B Moue, a npu Hac/neACTBEHHbLIX PopMax KO/IMYECTBO
YPO B Mouye 06bI4HO npeBbilaeT Konndectso KOMPO, ecnn npucyT-
CTBYET M TOT W APYroi. YBenuueHne KonNn4vecTsa (pekasrbHbIX nopdu-
PYHOB (haKTU4YeCKM Bcerfja ykasblBaeT Ha HacneACTBEHHYIO (opmy
nopgupun.

CBA3b MeTaboNMMYecKNX HapylUeHUi C KIMHUYECKUMW NposiBrie-
IHnamMn. ®otoceHcnbmMNusnpyrwnii aphekT nophu-
PH HOB. HekoTOpble U3 KOXHbIX NPOSIBNEHWI KaK NPy 3puTpOnoaTu-
YecKMX, TakK 1 NPy onpefeneHHbIX TUNax NevyeHoUYHbIX Nophupuin cBs-
3aHbl ¢ (poToceHcMbUNU3npyowmMm addekTtom YPO. 3putema, oTek
N BE3UKY/bl Ha OTKPbITbIX Y4acTKaxX KOXW MOABMAITCA TOr4a, Korgja-
Ha 60NbHbIX C yponopupuvHeMmnenn BO3LEWCTBYIOT OAHOBPEMEHHO
ynbTpagmoneToBbii (400 HM) U MH(PaKPacHbIi MOHOXPOMAaTUYECKNIA
(2600 HMm) cBeT.

MpoTonopgunpus, o4eBUAHO, NPeAcTaBseT co60i YHUKabHOe 3a-
6oneBaHMe n3 BCex (DOTOYYBCTBUTE/IbHLIX AepMaTUTOB, MPU KOTOPbIX,
OYeHb KOPOTKas 3KCMO3ULMA CO/THEYHBbIM CBETOM MOXET 6bICTPO Bbl-
3BaTh BbIP@XKEHHYK 60/E3HEHHOCTb, YyBCTBO Xapa MoABeprHyToi
06/1y4eHNI0 KOXW. MNOBTOPHbIE 3KCNO3MLUMN BIU3KNM K ybTpaduone-
TOBOMY CMEKTPY CBETOM O0O6YC/I0BNMBAOT pPasBUTUE YPTUKAPHbLIX U
;XPOHUYECKMX 3K3EMATOUAHbIX MOBPEeXAeHWl. Bce npeallecTBEHHUKM
rema (cm. puc. 7-34) MHBELMPOBAINCE KaK 340POBbIM, TaK 1 60/1bHbIM
nopguvpmrein 6e3 NO60YHBLIX 3PHEKTOB, KPOME (HOTOHYBCTBHTEIbHOCTH.

ToKCMUYECKAsA W 3KCNepUMEeHTaNnbHasaA TMNeyYeHou-
Haa nopdgupua. HekoTopble fleKaPCTBEHHbIE U XUMUYECKUE Be-

€CTBa, MCMOMb3yeMble AN BbI3blBAHWSA MEYEHOUHON nopdupum (CM.
abn. 7-12), nospexgatoT P450, nHAyuMpyemblidi reMOMNPOTEMH C KO-
OTKMM NepuogomM GMONOrMYECcKOr MOTY>KM3HU U ObICTPOA CKOPOCTLIO
peBpalleHnsn. ®eHobapbuTan, Hanpumep, yBennumeaeT NOTPe6HOCTb.
P450, c gpyroi CTOpOHbI, anaMan3onponunayeTammg ycuamBaeT
TO paspyweHue. [logobHble faHHble 3acTaBAAT MPeAnosoKNTb,
To y nuy ¢ HacneACcTBEHHbIMU  MEeYeHOYHbIMU opmamMu noppupum
[(Ounn, HK.M, PM) HeBO3MOXHO npucnocobuTe meTabonuam P450
alpheKTaM NEKAPCTBEHHbIX CPEACTB, WHCEKTULMAOB, APYTUX XUMU-
ieCKMX BellecTB, a TakKXe MuLEBbIX U FOPMOHa/IbHbIX BeLLecTB.

[wnarHos un nedveHve npu nopupmsax. KnmHuyeckue npo-

ABNEeHNA. HecMOTpsa Ha TO YTO MOPHUPUM B LE/IOM TEHETUYECKU
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Puc. 7-35. OcTpblii MpUCTyn Nopiipyn — OTHOCUTENbHasA YacToTa CMMITOMOB (adan-
TVpoBaHO Mo: Eales L. S. Afr. J. Lab. Clin. Med,, 1963, 9:151).

[eTepMMHMPOBaHbl U OCHOBOMONArawwWwmii  MeTabonnyecknin aedekt
NPUCYTCTBYET C MOMEHTa POXAEHWSA, MPU MEYEHOUHbIX POPMax Kau-
HMKa peaKo MPOSBAAETCA A0 HacTynjeHus nyb6epTaTHOro Bo3pacTa.
PasnuualoT TpW rpynnbl KAVMHUYECKNX MPOSB/EHWUNA: KOXHbIE, BUCLE-
panbHble W Helponcuxuyeckne. Havano HeoXujaHHoe, HO, Hauas-
lwunch, 3abonesaHue MNPOTEKAeT BOSIHOOOpPa3HO Ha MPOTSHKEHUWN BCEW
OCTaBLUENCS >XM3HM O0MbHOr0. BaxHeliwmne KINHUYECKME CUHOPOMbI
N TWMNbl MUPPOMIBHOM 3KCKPeuun npv noppupusax CyMMWUPOBaHbl B
Tabn. 7-12.

OcTpo HacTynatouee ycyrybneHme KoXHbIX MposiBNeHnin obycnos-
NNBAETCA BO3AENCTBMEM COMHEYHOro ceBeTa. CMMnTOMaTuka Cco CTO-
POHbl BHYTPEHHWX OPraHOB M HEPBHOW CUCTEMbI, KOTOpas MNpaKTuKe
CKW BCerfja nposiBNSAeTCA O4HOBPEMEHHO, MOXET MpPOBOLMPOBATLCA
WMH(EKLMEN, MEHCTpyaLmen, 6GepeMeHHOCTbH, MPMEMOM anKoross,
6apbuTypatoB 1 gpyrummn areHtamm (cm. Tabn. 7-13). MNoBpexaeHuns
KOXW MOTryT 6ecnoKouTb 60/1bHOM0 M 6biTb 06€306paXKNBAOLLMMU, HO
Yyrposy ANs XXW3HW NPeAcTaBAsalT U3MEHEHUS CO CTOPOHbI BHYTPEH-
HUX OPraHOB M HepBHOI cucTembl. OTHOCUTE/NbHASA 4acToTa pasnny-
HbIX K/IMHWYECKMX MPOSBAEHWUA NpW OCTPbIX NpUcTynax 3abonesaHus
oTpaxeHa Ha puc. 7-35 n 7-36; MAaTOrHOMOHMUYHbIX CMMMNTOMOB HET.
PaHHMI gmnarHo3 3aboneBaHWs 3aBUCUT OT NOC/eA0BaTeIbHOCTU Ku-
HUYECKNX MPOSIBAEHWUIA, WX YCUMNEHUIA N UCYe3HOBEHWIA, a Takxe OT
BbISIB/IEHMSA N3BbITOYHOr0 KOMM4YECTBa NUPPOSOB B IKCKpeTax. Konu-
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Puc. 7-36. OcTpbli NpUCTYN MOPGUPMN — OTHOCUTE/TbHAS YacToTa MPU3HaKoB U Xa-
paKTepHbIX /1labopaTopHbIX AaHHbIX (aJanTvpoBaHO Mo: Eales L. S. Afr. J. Lab,
Glin. Med., 1963, 9:151).

Koobpa3Has 60/b B XMBOTE W pas/iMyHble NCMXOHEBPOSIOrNYECKNE
HapyLleHNss OTHOCATCA K 06blYHbIM Xanobam. OnpepgeneHve pepmeH-
TOB A0O/DKHO CNYXWTb MOATBEPXAEHMEM AMarHo3a.

A640MUHANbHAsA KOMMKA, MNepBOHaYaslbHbI/i CUMMATOM  OCTPOro
npuctyna y 60nbllei YacTy 60/IbHbIX, Yalle BCEro JI0Kain3yeTcs B
anuracTpanbHOW WK NpaBoii NOAB3A0LHOM 061acTW, HO MOXET fo-
KanuM3osaTbCa B NH06OM OTAene 6PHOLWHOM NOAOCTU WM MOMOCTM Ta-
3a. IHTeHcnBHOCTL 6oneli 3HaUYNTeNlbHO BapbMpyeT MpU BO3MOXHOM
BO/IHOO6Pa3HOM TeYeHWW C MePMOAOM HECKONbKO fHel. BbipaxeHHas
KOMIKA MOXET COXPaHATbCA B TeUYeHWe HEeCKOSIbKMX 4acoB, 4TO 3a-
CTaBNseT 60/bHOr0 KPYTUTLCH, KOPUMTLCS, MPUHUMATb HEecTeCTBEH-
Hyl0 M03y B nocTenu. PBoTa n 3anop pa3BMBAlOTCA BCKOpE MNpu BCeX
npucTynax, Kpome KpaliHe cTepTbix opm. Mpu obcnegoBaHMn opra-
HOB OpIOLIHOMA MNOMOCTM WM MOMOCTU Tas3a BbISBAAIT MWHUMasbHble-
| Npu3Haku, He cooTBETCTBYHOWMe 6onesomy cuHApomy. Kak npasuno,
‘OTMevaloT AMPPY3HYI0 MOBbIWEHHYK YYyBCTBMTENbHOCTL B 061acTu
OPIOLLIHOM MOMOCTU, KOTOPas He JfI0Kanm3yeTcs, PeAKo MNOoABAATCA
pUrMAHOCTb M CMa3m Mbiwl,. YacTbl NeiKouMTo3 1 IMXOPagoyHoe Co-
cTosiHMe. OcTpas BucuepanbHas 60nb npu noppupun Tpebdyet Audg-
(hepeHUManbHOM ANMArHOCTMKM MpakTMYeCcKn OT BCeX (JopM OCTPOro-

MBOTa, Pa3HO06pPa3HbiX TIMHEKONOrNMYecknx 3aboneBaHWi, conpo-
BOXAawLWmxeca 6onsaMu, a Takxke OT uctepun. MNMpu oTCyTCTBUN ApY-
FMX CUMNTOMOB N 06BEKTMBHbIX faHHbIX, XapaKTepHbIX 478 nepeymc-
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NeHHbIX 3a60n1eBaHWA, Taxnkapans W rvnepTeHsns 3acTaBnsaloT Ay-
MaTb 0 NMophupun.

bonb, cnabocTb, NapecTesvn B MbILWLAX CMWHbI W KOHEYHOCTEN
PeLKO MOSBAAKTCA NPW OTCYTCTBUM 601U B XXMBOTE. JIMUHOCTHbIE U3-
MEHEeHMs, nosiBAsoWMecs y 60MblIEN YacTM 6OMbHbLIX C BUCLEpab-
HbIMW NPUCTYNaMn, pPefKo CTAHOBATCA BedylWMMU Npu3Hakamm 3a6o-
neBaHus. bonbHOI BbIrNAANT NOAABMEHHbIM, HEPBO3EH, WCTEpPUYEH,
CNe3nMB UM «CTPaHHO» cebsa BefeT. ITWM XapakTeposiorMyeckme 0co-
H6eHHOCTW CTMpaKTCA Npu ycuneHun 6onun. MNMpu CUIbHOW KONuke 4va-
CTbl HapyLleHWs CO3HaHWA, raaaluMHauumn, Ae30pueHTauus.

Mocne OKOHYaHWSA OCTPOro NPUCTyNna WHTEPMUTTUPYIOWENR um
pa3HOLBETHOWM Mopdupun, COMNpoBOXAaloLerocs 60/b0 B XMBOTE,
PBOTON, Taxmkapawel, 3anopomM W B TSKESbIX CAyyasax runepTeH3u-
en, AL}, Nynbc N macca Tesia HOPMaIM3yHTCS.

Moua BHauyane 006bl4HO 6ecuBETHa, HECMOTPS Ha NPUCYTCTBUE B
Hell 60MbWwKMX KonmyecTB MBT, 4TO MMEET AMArHOCTUYeCcKoe 3Haue-
Hue. Mpn npogomKatoLWwemca 1 ycyryonsatouwemca npuctyne Ha goHe
npueMa 6apbuTypaToB MouYa CTAHOBWUTCH, KaK MpaBWU/o, KpacHOro
LBeTa, YCUIMBaeTCA ABUraTenibHoe 6ecrnokocTBO 60MbHOrO, a HeEBPO-
NOrNYecKne HapylleHus, pefKo MosiBAstoliMecs B Hadvane 3abonesa-
HUS, BCKOpe pa3BmBatoTcA. OHM HenpeackasyeMmbl, XapaKTepu3ylTcs
WOYAroBOCTHI0 HAPYLUEHWS MbILLEYHOW CUbl U napannyeid, CHUXeHHbI-
MW CYXOXWU/bHbIMU  peaiekcaMyu WM  UX_OTCYTCTBUEM, a TakKxe
60MbI0 N MOBbIWEHHOM  YyBCTBUTENIbHOCTBIO  MOP&XKEHHbIX  rpynn
MbILWL. 3TU CMMNTOMbI CBA3aHbl C 04aroBOW AeMUenMHMU3aLmein nepu-
(hepryecKMx HEepPBOB. YrpoXaloluM CTaHOBMTCA Mapaivy MbILLL,
HeonpaBaaHHOe xMpypruyeckoe BMeLLaTeNbCTBO Ha opraHax 6ptoL-
HOM 1 Ta30BOW MOMOCTE MOXET MPUBECTU K ObICTPOMY U KaTacTpo-
thnyeckoMmy napanmyy n kome. CnabocTb MbiWL, W napanny mMoryT
COXPaHATbCA B TEYEHME HECKO/bKUX MECALEB MOCAe WUCHe3HOBEHUS
ApYrnx CMMOTOMOB OCTPOro nmpuctyna. CmepTb, ecin HacTynaer,
006bI4YHO CBfAi3aHa C KBajpunapesoMm WM [blXaTeNbHOW HefocTaTou-
HOCTbIO.

Mpy TsHKeNbIX NpPUCTynax nopupumn HacTynawT rnybokue Hapy-
LUEHVA BOLHOrO U 3/1EKTPO/IMTHOrO romeoctasa. CbIBOPOTKa rvnoTo-
HUYHA, B Heli CHWKEH YypoBeHb HaTpusa u xaopa (cm. puc. 7-36).
Moya rumnepToHMYHA 4YacTUYHO B pe3ysibTaTe M30bITOUHOrO BbiBefe-
HUA HaTpuWsA, YTO CBA3AHO C HeAOCTAaTOYHOM CeKpeuuwen aHTuanype
TUYECKOr0 FOPMOHA. TAXeCTb HEBPOSIOrMYECKUX HapYLUEHWUA MOXET
6bITb CBSA3aHA C BbIP&KEHHOCTbK rMNoHaTpuemun. MoryT pa3BuUTbCH
rMNoKasibUM- 1 rmnomMarHnemMus Ha oHe TeTaHuUn wm 6e3 Hee.

KpacHafa, uBeTta OYPryHACKOro BWHaAa moya y 60/b-
HbIX NOpUpuen, YTo CBA3aHO C OTCYTCTBMEM B Heil YPO, oTHocUTCSA
K MOCTOSIHHOWM Haxo4Ke NPV BPOXAEHHOW 3pUTPOMNO3TUYECKON nopdu-
PN N YacTO 6bIBAET Y BOJIbHBIX C KOXHbIMU MPOSBAIEHUAMU MEYeHOY-
HO nmopdupun.

Mopthupus NPoABAAETCA MHOTMOYMUC/IEHHBIMU MOBPEXAEHUAMU KO-
Xu. TMpn BO3AENCTBUN Ha Hee COMHEYHOro cBeTa 00pasyloTCsA Be3nKy-
Nbl, 6ynnbl, oTeK. POTOUYBCTBUTE/IbHbIE NMOPAXKEHUSA CK/IOHHbI K BTO-



PUYHOMY MH(ULMPOBAHUIO U MeL/IEHHO perpeccupyroT ¢ o6pa3oBaHu-
eM rMnepnurMeHTUPOBaHHbIX PyOLOB. Y HEKOTOPbIX 60MbHbIX 3TN U3-
MEeHeHUs1 MOTryT MOABMATLCA MOC/e He3HauYUTeNlbHbIX MeXaHUYecKUx
TpaBM M BO3AENCTBUSA LOMALUHWUX WCTOYHWUKOB Y/bTPagmoneToBbIxX
nyyeii. K aTUM M3MEHEHUSM OTHOCATCA MATHA, nanynbl, 3K3eMaTo3-
Hble GMAWKNA 1N KpanuBHMLA.

MouTn y BCex BOMbHBLIX C KOXHbIMW (hopMamu noppupum oTMmeva-
eTca rMnepTpuxo3 M NATHa (UONeToBoro useta. OHW MOABNAIOTCA
BHE3aNHO M 60blUe BCEF0 Ha OTKPbITbIX YacTsax Tena.

OAnddhepeHyummanbHbIN JMarHos. Mopuputo cnepyet

% AnddepeHUMpoBaTb OT 3CCEHLMaIbHOM TMNepTEH3MKW, TMNepTUPEen3a,
Ll ruHekonornyecknx 3abonesaHwuii, McTepun, NCUX030B, BCEX XUPYPru-
Ll yeckux 3aboneBaHUi opraHoB OPHOLWIHON NOMNOCTU, OTPaBEHNS CBUH-
LOM M HacneACTBEHHOW TMPO3UHeMUW. [Py HEBO3MOXHOCTWU [OCTO-
'WBepHO AMArHOCTMPOBaTb A3BEHHYI0 60Me3Hb, 3a0601eBaHMA XXeNTYHOro
ny3blps WK anneHauuUT cnefyeT NPOBECTU TeCT [ewa C Lenbl on-
pegeneHuns MBI, KoXHyH MOpgpMpulo HEOOXO4MMO Y4YMTbIBaTb Mpw
npoBefeHnn gnuddepeHUnanbHON ANArHOCTUKNA (DOTOUYBCTBUTE/bHbIX
1 pepmaTnTOB.

NabopaTopHble MeTOoAbl AWATHOCTWUKW. [na yTou-
HeHVs gmarHo3a TpebyeTca uccnefoBaHME KakK MouW, Tak M Kana, a
Npy 3pPUTPOMNO3TUYECKO npoTonopdupun n Kposu (cMm. Tabn. 7-12).
IKCKpeTbl 60MbHbIX N UX POACTBEHHUKOB MCCNedyloT A5 YCTaHOB/e-

; HASL TMNa HacnefoBaHUA W BbIABAEHUS NaTeHTHbIX (opM 3abonesa-
' HMA. Ecnn 3TO BO3MOXHO, OMpeaensitb (epMeHTbl crefyeT Y Bcex
| uneHoB cembW. [P MeYEHOUHbIX NOPMOUPUAX TUN IKCKPeuumn nuppo-
Kna moxeT BapbupoBaTb B COOTBETCTBMM C CMMMNTOMamu CO CTOPOHbI
§ BHYTPEHHUX OpraHoB. JKCKpeuus noppupuHa MOXeT npeBbiwaTb
HopMmy B 1000 pa3 wu 6onee. Mpun KpacHOM UBeTe Mo4W, 0OYCOB/IEH-
HOM MpuUcyTCTBMEM B Heid YPO, Heobxogumo onpegennTb B Hel ypa-
BTbl, )Xenyb, aHTpoumaHnH (CBekna), MenaHwH, 303WH, [eMorno6vH
iV MMOrNo6mH, KOTOpble TakXKe NPUAAIOT el KpacHbI LBET.

TecTt lNewa ansa BbiABAeHuA MBI npocT, cneuuguyeH, v ero pe-
3ynbTaTbl MNPaKTUYECKW BCerga MOoNoXUTeSlbHbl MPU OCTPbIX BUCLE-
panbHbIX NpucTynax. Ero mMoXHO BbINOMHATL y nocTenn 60/bHOrO.

K 1 mn peaktmBa lewa (2 r p-gumeTunammHobeHsanbfernga 8 100 mn 6 N
CONAHOM KUC/OTbI) [06aBNAT 1—2 Karnim CBeXenosy4eHHOW MOuM; HeMeg/ieHHoe
MosIB/IEHNE  BULLHEBO-KPACHOMO OKpalLMBaHWA BEPXHEro C/iof pacTsopa, pacrnpocT-
paHAIoLLIErocs Ha Becb PacTBOP MPY KPATKOBPEMEHHOM B30a/ITbIBaHUM, Crieuydmy-
HO MpY GO/bLLIOA KOHLEHTpauun nopdgobumHoreHa (MBIM); NOXHOMONOXUTENbHbIE
pe3ynbTaTbl B MPUCYTCTBUM YpPOOWIMHOreHa He BCTpeyatoTcs. PeakTus [lela CT3-
iBWieH B TeyeHve 9 Mec.

HoBble ynpoLeHHble MeToAbl UccnefoBaHUs NOpOUPUHOB (Mpex-

ae Bcero MPOTO) B KPOBW JO/MKHbI MOMOYb B K/IMHWYECKOW AnarHo-

WCTVKE MPOTONOP(MPMM 1, BO3MOXHO, APYTMX TUMOB MNOPGUpPUiA, cBS-
K3aHHbIX C POTOUYYBCTBUTE/IbHBLIM AepMaTUTOM.

NeuveHne. HapylweHUs BOAHOIO M 3M1EKTPOSIUTHONO paBHOBECUS

00ObIYHO He BbISBASAKTCA NMPU NErKnux NpucTynax 3abosieBaHus, HO KX

| BO3MOXHOCTb Heob6X04MMO npefycmaTpuBaTb M y4MTbiBaTb MpU fe-
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YeHUN 60NbHbIX. MNP BbIPaXEHHbIX HAapyLUeHUAX OrpaHuyeHve mMo-
TpebneHna BoAbl U TWATE/IbHOE BO3MELLEHWe MOTePb HaTpPUA MOXeT
NPUBECTM K OTYET/IMBOMY Y/y4LUEHUIO COCTOSAHMA. HeobxogmMmo uc-
cnefoBaTb rasbl KpoBWU. Y 60/bHbIX, HAXOAALMNXCA B COCTOAHUUN YrHe-
TEHVSA NMpWU Napanuye AblXaHWs, MOXeT ObITb HapylleHa BeHTUNAUUSA
ObIXaHus, 4To TpebyeT MpoBedeHUs CepAeyvHO-NeroYHon noaaepXu-
Batoweri Tepanuun. MHGy3una remmHa [remnH gns nHbekumini (Panhe-
matin) BbinyckaeTca B Abbott Laboratories] B uenax nogasneHus
AJTK-cuHTeTasbl MPUBOAUT K BbIPAXEHHOMY Y/YYLLIEHUIO COCTOSAHMUA
N MOXEeT 0Ka3aTbCH >XM3HEHHO Heo6XOAMMOW Mpy OCTPOM MPUCTYME.
3TOT npenapaT OrpaHUYeHHO JOCTYMNeH M 06bIYHO pe3epBupyeTca A4
60MbHbIX C TSHXeNbIMU MNpUCTynamMy 3aboneBaHus, NPU KOTOPbIX WH-
(hy3nsl TOKO3bl OKa3blBaeTCA HeaP(EKTMBHOW.

B cBA3M C TeM 4YTO MHOrME XMMWYECKUE BelLecTBa CMNOCOOHbI WH-
AyumpoBaTb NOpgUpUIo, NekapcTBeHHbIe MpenapaTbl cregyeT noaobu-
paTb ¢ 0CO60l OCTOPOXHOCTbI. B0O/b 1 BO36Y>XAEHNE MOXHO KyMu-
poBaTb MOP(MHOM W XnopanrngpaTom. B HeEKoTopbIxX caydasax ag-
(DEKTUBHbI KOPTU30H M aMWHAa3WH, XOTA B ONpeAeNieHHbIX CUTyaumsx
OHW MOTYT 6bITb HE3((EKTMBHBIMW, & MHOTAA N yXYALWAaT COCTOSHME
60/1bHOr0. HeobxoAMMO MaKCMMasibHO ObICTPO BOCCTAHOBUTb afek-
BaTHOE MOCTYM/IEHVWE Ka/lOpUil N a30TCOAEePXAaLnX MPOAYKTOB.

YcnelwHoe 4nMTenbHOe fiedeHne npegycMmatTpmBaeT nNpounakTmuky
WMH(EKUMIA, 0TKa3 60M1bHOr0 OT yNnoTpeb/ieHns ankorons u fiekapcT-
BEHHbIX CPEACTB, MepeyvncsieHHbIX B Tabn. 7-13. AgekBaTHasi B OTHO-
LEHMM KaNlopuiAHOCTM M KonnuvecTBa 6enika gueTta, 6oratas yrieBo-
JaMmy 1 06e3XMpPeHHas 0KasblBaeT MONOXUTeNbHOe AeicTBue. MHO-
rve 60/bHble ONacalTCsA NPUCTYNOB KOMUKW U NPULEPXKMBAIOTCA CBO-
MX NULLEBLIX NPYBbIYEK. VIHOrAa Yy XXEeHWMWH NpUCTYNbl OTHYETINBO
CBSA3aHbl C MEHCTPYasIbHbIM LMK/IOM; HEKOTOPble U3 HUX NS NleYeHns
Nnosb30Ba/IMCb NOAABMSAOWMMN OBYNALMIO Npenapatamu, aHApOreHa-
MU 1 faxke npuberann K nomoliy 30pop3KTOMUKN, YTO COMPOBOXKAa-
nocb aphekTom. lNepopasibHble KOHTPaAUEenTMBbl B MUHUMASIBHO 3(-
(DEKTMBHOW [03e B HEKOTOPbIX CAy4Yasx Mpu OCTPOA MHTEPMUTTUPYLO-
LWei nopmpun oKasbiBann NONOXUTENbHOe AelicTBue. OHM NPOTUBO-
MoKasaHbl, OHAKO, eC/IN Yy KOro-TO M3 YNEeHOB CeMbW eCTb KOXHas
cMMNTOMaTUKa. HOBbIi NOAXOA4 K NeYeHuto, 3aKniyarlniica B Ha-
3HAYEHUN ANNTENbHO AEMCTBYIOLWMX arOHUCTOB PUN3UHI-(hakTopa
NOTENHU3NPYIOLWETO FOPMOHA, MOXET ObITb MOME3HbIM MPU Npeay-
npexageHun umknuueckux atak OUT, cBA3aHHbIX C MeHCTpya/bHbIM
unknom. MNMpu NateHTHO TeKyLMX WM NPOABAAIOLWNXCA OnpeneneH-
HbIMX cUMATOMamMy hopMax MnevyeHOUYHOW nopmpun 60MbHBIM PeKo-
MeHAyeTcsl HocUTb cneunanbHble («Medic Alert») 6pacneTtbl, MO Ko-
TOPbIM NPU HEOBXOAMMOCTU MOXHO MOHATb, YTO 60NBHOMY TpebyeTcs
MeAMLNHCKAs MOMOLb. VI3MEHEHUA Ha KOXEe perpeccupyrloT, ecnu
60MbHOM cTapaeTcs MeHblle Haxo4uTbCA Ha conHue. Mpu HepocTa-
TOYHOCTM 3TUX MepOonpUATUIA MOKa3aHO CMasbiBaTb KOXY Ba3e/IMHO-
BbIM Mac/om. OHO npefoxpaHseT KOXYy OT BO34eNCTBUSA COMHEYHbIX
nydyen, 6NM3KNX K ybTPamosieTOBOM YacTy CNeKTpa; 06bIYHbIE KOM-
MepYecKue COoMHLUe3aWnTHbIe KpeMbl He3IP(eKTUBHbI.
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Y feTeil, MaTepy KOTOPbIX CTpajaloT MeYeHoUHOW nophupueit, mo-
3KET ObITb YBENIMYEHA IKCKPELMA MUPPO/a B HEOHATa/IbHOM MEPUOSE;
3Ta MmaccMBHas MOPMPUS He COMPOBOXAAETCA KIAUHWYECKUMMW CUMM-
ToMamMu. B panbHelilieM 3KCKpeLms NUPPOJIOB Yy HUX HOpMan3yeTcs.

MpuobpeTeHHas NevyeHoUYHasi NoppUpus

MprnobpeTeHHble (HOPMbl NEYEHOUHON MOPMUPUM KIIMHUYECKU He-
OT/INYMMbI OT HAaCNeACTBEHHbIX (DOPM C KOXHbIMW  MPOABIEHUAMU
(cm. Tabn. 7-12). CumnToMaTMKa CO CTOPOHbl BHYTPEHHUX OPraHoB
MUHUMA/IbHA WM OTCYTCTBYET, a KOXHbIe MPOAB/EHMSA 06bIYHO MeHee
BblPaXXeHbl MPU NPUOGPeTEHHbIX (hopMax 3abo/ieBaHUSA M YacTo orpa-
HUYMBAIOTCA TUMNepnurmeHTaumeii 1 runepTpmxosom. [probpeTeH-
Hast NopMUpPMA MOXET UHOrAa OCNOXHATb XPOHUYECKU ankoronusm,
LMPPO3 1 ONyX0nun nedeHn, 601e3Hb XO4XKKMHA, ANCCEMUHUPOBAHHYIO
KpacHyl BOJIYaHKYy, Neiiko3. KpacHoro ugeTta mo4a, 4To 06yCnoB/eHO
npucytcTenem YPO, CNy>XUT OCHOBHbIM CUMMNTOMOM.

BapuaHTbl reHeTnudeckoii nopdgpupumn

BpoxpgeHHaa apuTponosaTuyeckasa noppupmsa —
O4HO M3 Hambosnee pefKuUX BPOXKAEHHbIX HapyLlIeHWin meTabonmsma.
YBenuyeHHoe Konuyectso YPO | BbIABNAKOT B KOCTHOM MO3re, 3puT-
pouuTax, nepndepmnyeckon Kposu, nnasme, Moye U Kane. B MeHbLUel
cTeneHn B 3KcKpeTax npucytcTeyeT KOTPO |.  3Kckpeuusa gpyrux
NUPPosIOB He HapyweHa. HakonneHue YPO | B TKaHax (BK/oYas
3ybbl) W CBA3aHHas C 3TUM FeMOSINTUYECKAA aHEMUS OTBETCTBEHHbI
3a BCe K/IMHWYeCKue npossfeHns 3abonieBaHusa. ®oTogepmaTuUT npu
aToM 3abosieBaHUM NPOTEKaeT TAXesno. CnieHomeranunsa cBf3aHa C
reMo/IMTUYECKON aHeMuelt; atheKT Npy 3TOM MOXeT OKasaTb CrJeH-
aKTOMUA. C MOMEHTa POXAEeHUS WM BCKOPe MNoC/ie Hero y pebeHka
MouYa npuobpeTaeT KpacHbIi LBeT, MHOrAa OH 06YC/noBeH BO3AeNCT-
BMEM COJIHEYHbIX Nlydyeil. B AasibHelillemM 3TOT CUMMATOM COXpaHseTcs
B TeueHWe BCel XXM3HN 6ONbHOrO.

MpoTonopupua HauyMHaeTcA B AeTCKOM Bo3pacTe W Mpo-
Jo/mkaeTcsa B TeyeHve BCeil mocnegytoweid xnsHn. K ee cumnrtomam
OTHOCATCA 60Mb, YYBCTBO Xapa, Mocfie BO34EeWCTBUSA  CO/THEYHOrO
CBETa Ha Kosiee MoABMAAKTCA YPTUKApUW, ncyesarowme 6e3 cnega, wm
apuTeEMa M OTeK C Moc/edyloWwuMy  3K3eMaTO3HbIMU N3MEHEeHUAMU.
MocnefHue valle BCEro MPOTEKalT XPOHUYECKN W OCTaBAANT nocse
ce6s pybubl. B 3TOM c/iyyae y 60/IbHOM0 HOITW CTaHOBATCH TYCKJIbl-
MW, MYTHbIMKW, 6€3 HOrTeBbIX SIYHOK. B 3puTpoumTax Bcerfa obHapy-
XMBaeTCa yBenuueHne konmyectsa MPOTO 9, 06bIYHO TO Xe camoe
BbIAB/IAETCA U B (heKausX.

HecmoTpsa Ha TO 4TO CMMMNTOMbI B 60MbLUEA YacTu CBA3aHbl C (O-
ToceHcMbUAM3aumen, OCHOBHbIM MPOTrHOCTUYECKUM KPUTEPUEM CNY-
XXUT Me[JIEHHO MpOrpeccupylowas neyeHoyHas naTtosiorvsa BrOTb [0
pasBUTUSA LMPPO3a N NeYEeHOUHON HeaocTaTouyHoCcTU. CnedyeT NpesoT-
BPaTUTb AeUUNT Kenesa U Apyrue COCTOSAHUA, KOTOpble MOTYT CTU-
My/INpOBaTb 3PUTPOMNO033, HeobXoAMMO MOAAEPXMBATb afeKBaTHOe
nuTaHwve, nccnefosaTb B AMHAMUKE (YHKUWW NEeYeHW, UCKIHYUTL fie-
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YeHWe renaTOTOKCMYECKMMM npenapatamu. bonbHOM He foMmKeH nog-
BEpraTbCA BO34ENCTBUIO COJTHEYHbIX Jly4eil. YCTOMYMBOCTb K HUM MO-
BbILLIAETCA MPU A/IUTENBHOM JIEYEHUWN OYULLEHHBIM [3-KapOoTUHOM, He
BbI3bIBAOLMM NOBOYHbIX IPHEKTOB, KPOME YMEPEHHON KapOoTUHEMUW.
OH MeHee a(bhekTMBEH nNpu  Apyrux d¢opmax noppupumn  (B3TM.
PCTT).

Mpn neyeHoOYHbIX MOPHUPUAX BUCLLEPasIbHbIE, HEBPOSIOTUYECKNE W
KOXHbIe MPOABMIEHNA U TUM 3KCKPELMN NNPPOSIOB 06bIYHO MOCTOSAHHDI
B Mpegenax ofHOI poaocnoBHOW. OgHaKO CeMbM CYLLECTBEHHO OT/W-
yaloTCA OfHa OT Apyroii. YepTbl, NpucyliMe YeTbIpEM TUMUYHBLIM Ba-
puaHTam, npefacTassieHbl B Tabs. 7-12. 13 HUX Hambosiee pacnpocT-
paHeHbl OCTpas WHTePMUTTUPYIOLWAd W pasHOUBETHaA noppupun.
B cembsiX, UfeHbl KOTOPbIX CTpajatoT OCTPOA MHTEPMUTTUPYIOLLEN
nopgmpueii (LWBEACKUIA TUM), CMMATOMAaTUKa 4Yalie Bcero 06ycnoB-
NeHa BOB/IEYEHMEM B MPOLECC BHYTPEHHUX OPraHOB W HEPBHOW cucTe-
Mbl, OCOGEHHO OHa BbIPaXeHa Y >XeHLWWH [eTOPOAHOro BO3pacTa.
B aTmx cnyyasax ocTpble MPUCTYNbl YAaCTO HA4YMHAKOTCA 6e3  SABHbIX
NPOBOLMPYIOLWMX BO3AEeNCTBUIA. MprucTyn peako HacTynaeT B MEpPUO,
Jo nybepTtaTHOro Bo3pacta. 3aboneBaHue Hac/edyeTcs Mo ayToCoM-
HO-4OMUHAHTHOMY TUNYy.

Mpwn pasHouBeTHOW nophupnn (KOXXKHOAMPUKAHCKMIA TUM) CUMMTO-
Mbl Yallle BCEro MoOABMANTCA B BO3PACTHOM MHTeEpBasie Mexay nybéep-
TaTHbIM NepnofoM U 5-m 10-neTveM XXn3HW. TToBpeXAeHNA KOXWN 4a-
e OblBAIOT Y MYXYUH, a OCTpble BUCLEpanbHble MPUCTYMbl —Y
XeHWWH. bapbuTypaTbl HepeAKO MPOBOLMPYIOT 3TU MPUCTYMbl. Tun
HacnefoBaHUA ayTOCOMHO-AOMUHAaHTHbIN; y 50% B3pOC/bIX YEeHOB
ceMell MOCTOSIHHO MOBbILWEHa 3KCKpeuus NOpgUPUHOB C (hekaimamm
He3aBMCUMO OT CMMMNTOMOB.

HacnepgctBeHHasa kKonponopdupua nepegaeTcsa no
ayTOCOMHO-AOMWUHAHTHOMY TuMy. KAWHMYECKM OHa HanomuHaeT OCT-
pyl0 VHTEPMUTTUPYIOLLYIO MOPHMPUIO, 3a WUCK/IHOYEHMEM TOro, 4TO
CUMNTOMbI MOFYT MOSABMATLCA B AeTCKOM Bo3pacTe. [leTu nHorga obl-
BalOT HEPBO3HbLIMW M CTPafalT APYrMMW  HapyLUeHUAMU MCUXUKN,
npuctynamu 6oneli B XMBOTe MM 6€3 HUX. YHUKa/IbHbIM BUOXUMU-
YeCKUM MpU3HaKoOM 3ab60M1eBaHUA CAYXUT MOBbIWEHHAA 3KCKpeLus
c kanom KOMPO I1l. B mMoye ero ypoBeHb MOXET ObITb MOBbILIEH
WM HaxoAWUTCA B npefenax HopMbl. B 6O/bLUIMHCTBE C/lyyaeB MPUCTY-
nbl 60nein nNpoBouupyroTcA GapbuTypaTamm K, BO3MOXHO, APYTrMMU
NPOTUBOCYAOPOXHbLIMW MpenapartaMn 1 TpaHKBUIN3aTOpaMu; BO Bpe-
Msi MPUCTYMOB MOBbIWAETCHA 3KCKpeuus ¢ mouoin ANTK, MBI nu
KOMPO Ill, uTo cBAA3aHO CO CHWXEHMEeM aKTUBHOCTWU Kornponopgu-
pyHOreHokcnaasbl. O (hOTOYYBCTBMTE/IBHOCTU COO06LLANOCh TOSIbKO B
ogHom criyyae um3 30.

MO3AHIOI KOXHYI MNOPHUPUI0 MOXHO pasfennTb Ha
3 rpynnbl: 1) cnopaguyeckue crydyam 3abonesaHusi; 2) 3abonesaHue
C NpU3HakamMy ayTOCOMHO-AOMWHAHTHOrO TuMa HacnefosaHus; 3) 3a-
6oneBaHWe, CBA3aHHOe C BO3ENCTBMEM FanoreHM3MpoBaHHbIX apoMa-
TUYECKMX YrneBofopoAoB. Mpu cemeliHbIX cnyyasix 60ne3Hn aedekT
CBSi3aH C YaCTUYHOM HEAOCTAaTOYHOCTLIO YPONopUpPUHOreHAeKapboK-
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cunasbl MEYEHW, 3PUTPOLMTOB UM, BO3MOXHO, APYrMX TKaHel. 3abo-
NneBaHue MOXeT K/MHWYECKN MPOSIBUTLCA B AETCKOM Bo3pacTe. Mpwu
BO3MOXHOCTW 60MIbHbIM NPOU3BOAAT (PNEOOTOMMUIO C LE/bI0 YMeHbLLe-
HUA M36bITKA XXesie3a B MeyeHW. 3TO — CTaHAapTHaa seyebHas npo-
uefypa npv aToli hopme nopupuv, WHAYLMPYIOLWLAA PEMUCCUIO Y
MHOIMX 60/bHbIX. OHWM [AO/MKHbI OTKAa3aTbCA OT MpuUemMa aIKorons.
BpeaHble (haKTOpbl OKpY>XXatolleid cpedbl cnegyeT nMaeHTUQUUMPOBaTbL
H yaanaTb Npu XMMUYECKU UHOYLMPOBAHHOM 3abosieBaHUN.

HepfaBHO 6b1110 COOOLLEHO O ABYX Ma/ibUMKax MogpoCcTKOBOro BO3-
pacTta u3 pasHbiX Cemeli, Yy KOTOpbIX Obln BbIsABAEHbl CUMMITOMbI

M v npaxkTuyeckn nonHocTblo OTCYTCTBOBana akTUBHOCTL MBI -
CUHTeTasbl B apuTpounTax. MNpu obcnesoBaHMM YNeHOB KX cemeli 6bin
06Hapy>XeH YaCTUUHbIM AeUUNT 3TOro hepmeHTa, YTO nNpeanonaraeT
ayTOCOMHO-PeLecCUBHbIM TUN HacnefoBaHusA. B oTnvumne oT oTpasne-
HWIA CBMHLOM aKTuUBHOCTb MBlr-cuHTeTasbl npu OWI He BOccTaHaB-
nnBaeTcs in Vvitro cynb@rugpuibHbIMU peareHTamu.

HACNEACTBEHHbLIE METTEMOIJTIOBUHEMWN

XKeneso, Bxopsllee B COCTaB KakK OKCUIEHWPOBAHHOrO, Tak U He-
OKCUTeHNPOBAHHOI0 reMorsiobrHa, B HOpMe Haxo4UTCA B ABYXBa/lEHT-
HOM COCTOSIHMW, YTO HEO6X0AMMO ANS TpaHcrnopTa Kucnopoga. OKuc-
JleHVe >kesie3a remornobuHa 40 TPEXBaJIEHTHOro NPMBOAUT K 06pas3o-
BaHUO METreMOorsiobnHa, KOTOpbIA He (YHKUMOHUPYET W npugaeT
KPOBW UBET LIOKOMaAa; Mnpv AOCTaTOYHOM KOHUEHTpauuMuM OH Bbi3bl-
BaeT UMaHo3. B KpoBW 340pOBLIX /UL, OMpefenseTcsd MeTremMornioouH,
HO BHYTPM3IPUTPOLMTapHas MeTreMorn06MHpedyuupylolas cuctema
noAfep>KMBaeT ero KOHUEHTpauuio Ha ypoBHe MeHee 2% OT 06LLero
KOMM4YecTBa remorsiobuHa. B Hopme crekTp MOrnoweHna MeTremorsio-
6vHa cocTaBnseT 632 HM, W OH Mcye3aeT nocfie 06paboTKN KPOBU
UnaHMgom. 3To uccnefoBaHue cneunduyHo ANA onpegesnieHUa MeTre-
MOrfiobmHa, 06pasyloLLerocsa noj BO3AEMCTBUEM OMPEAEeNeHHbIX XU-
MWUYECKUX BELLECTB, TaKMX KakK aHWIMH, HO BO3MOXHbl JIOXXHble pe-
3ynbTaThbl, €CIN NPUCYTCTBYIOT MUIMEHTbI TUNa remornobuHa M. Ans
MAeHTUPMKaLUN nocnegHero NPOBOAAT 3neKTpodopes remornodbmHa
nocne OKuUCNeHUs deppuumaHnaom Kanus. Cpeanm cemeliHbiX MeTre-
MOrI06MHEMWNIA BbISBAAKOTCA BapmaHTbl KaK C PeLeccuBHbIM, Tak U C
JOMVHAHTHBIM TUMOM Hac/efoBaHUSA, NMpUYeM Kaxpgas gopma xapak-
TepusyeTca crieluntruyeckuM mMeTabo/IMYecKUM HapyLLUeHUEM.

HacneactBeHHas wmeTremorsiobuHemms ¢ gegumumtom NAD*H
LiuToxpom-5-peaykrasbl. B HopmMe BOCCTaHOB/IEHME MeTremoriobuHa
B IpUTpOLMUTaX MOXeT ObITb ONOCpPesoBaHO 4YeTbipbMs (hakTopamu:
aCKOPOMHOBOI KUCAOTOM, BOCCTAHOB/IEHHLIM FNYyTaTUOHOM, TeTparna-
pontepuHom u NAD-H umToxpom-b5-pesykTasoii. Cnuctema, cBsizaH-
Had ¢ NAD-H uuToxpom-b5-pegykTasoii, Hanbonee akTUBHa.

Mpn HacneaCcTBEHHOM MeTremMorniobMHeMMN € PeLecCMBHBIM TUMOM
HacnefoBaHWSA  MOMHOCTBLIO  OTCYTCTBYET CUCTeMa, CBsi3aHHas C
NAD H uuToxpom-b5-pegyktaszoin. O6pasyrowmiica MeTreMorsi06mH
Mo CNEKTPAIbHLIM U XMMUYECKUM XapaKTepucTtukam 6/1M30K K «HOp-
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ManbHOMY» METFremMors106MHy. MeTUNEeHOBbIA CUHUIA OKa3biBaeT Tepa-
NneBTMYECKOe [elCTBME, TaK KakK Mo BAWSHMEM [/yTaTMOHa W
MAO®-H-guaopasbl BoOcCCTaHaBIMBAeTCA A0 JIEMKOMETUIEHOBOIO
CUHEro; npu o6paTHOM MpeBpaLleHMn nocnegHui cnocobeH BoccTa-
HaBNMBaTb «HOPMa/IbHbIA» METreMOr/i06MH B remMor106umH.

KnnHnyeckn 3aboneBaHwe MpOSBNASETCA  LMAHO30M, WHTEHCUB-
HOCTb KOTOPOro BapbMpyeT B 3aBUCMMOCTM OT BPEMeHW roga u gue-
Tbl. Bpems nosiBAeHWs UMaHO3a TakKXke BapbUpyeT: B HEKOTOPbIX
cnyyasix OH BbISIBASIETCA YXXe Y HOBOPOXAEHHOrO, B APYIMX MWLb
B NOAPOCTKOBOM BoO3pacTe. HecmoTpsa Ha To 4uto Ao 50 % oT 06-
Wero UMPKYNNPYHoLLero remorniobrHa MOXeT HaxoAuTbCH B opme
He(hYHKLMOHMPYIOLLEero MeTremMorfiobuHa, cepgevyHo-neroyHas Auc-
(PyHKLMS OTCyTCTBYET 6e3 (hm3nyveckolr Harpysku. MNpumepHo y 10 %
3aTUX 60NbHbIX 3TOT (DepMeHT He onpefensetca. [pu BoBAeYeHWUU
B MpOLEeCC rO/IOBHOIO MO3ra MNpOSABASAKTCA HEBPOOrmyeckas nato-
NOrnsl, yMCTBEHHas OTCTa/IoCTb M PaHO HacTyrnaeT CMepThb.

ExxeHeBHbI nNpveM ackop6uHoBol Kucnotbl (200—500 mr B
HECKO/IbKO TMPUEMOB) TMOCTEMEHHO CHWXAeT KOJIMYeCTBO MeTremo-
rnobuHa npumepHo o 10 % OT ero o6LEero KoAn4ecTBa U YMeHb-
WaeT BbIPAXEHHOCTb LMaHOo3a [0 Tex Mop, NoKa MNpoAo/KaeTcs
neyeHuve. MocTosHHbIA nNprveM 60NbLINX [03 aCKOPOMHOBOW KUCIOTbI
obycnosnuean runepokcanypuo 1 o6pasoBaHMe MOYEUHbIX KaMHEN.
Mocne BHYTPMBEHHOIO BBeAEHWS MEeTUEHOBOrO cuHero (1—2 mr/kr)
ObICTPO CHMXKAETCHA KONMYeCTBO MeTreMorsiobvHa U1 yYMeHbLUaeTcs
UnaHo3. J3TOT 3h(eKT MOXET ObiTb 3aKpenseH exefHeBHbIM Mpu-
eMOM MnpenapaTa BHYTpb B f03e 3—5 MI/Kr.

HacneactseHHass MeTreMorno6uHeMmsi, 06ycnoBneHHas aHoMaslb-
HbIMM MeTremorniobmHamu (60ne3Hb M-remorsio6mHa). JoMUHaHTHO
Hacnegyemble (OpPMbl  MeTremornobvHemms cobupaTenbHO Hasbl-
BalOT 60ne3Hblo M-remornobuHa. Mocne OKWCNEHUS BCEX reMOro-
H6MHOBbLIX NMUIMEHTOB KPOBW A0 MeTremornobuvHa nocne go6aeneHuns
thepprumaHma Kanusa aHoMasibHble MUIMeHTbl Tuna M-meTremorno-
6VHa MOXHO OTAeNNTb OT «HOPManbHOro» METremMors06uHa nyTem
3neKkTpogope3a B KpaxmanbHOM refe. HekoTopble MNUIMEHTbI
M-remorno6mMHa 3ameLlalTcsd aHOMaslbHbIMW  aMUHOKMCIOTHbLIMA
ocTaTKaMy B TI06MHOBbLIX Lienoykax. B pasHbIX poAoCNOBHbIX MPO-
CNeXWUBAOTCA pa3inyHble BapuaHTbl 3aMeHbl aMWHOKUCAOT. JTa
CUTyaumusa cxofHa C TakoBOW nNpu Apyrnx  reMmornobmHonaTusax
‘(remorno6uHel S, C 1 Ap.). AHOMaslbHas aMMHOKKUCAOTa MNP Kax-
[oM BapuaHTe remorniobmHa M fokanm3yeTcs B TOW 4acTM amMWHO-
KWC/MIOTHOW UEMNOYKM rNo6uHa, KOTOpas HaxoAuTcs B HENocpeacT-
BEHHOM 6/1M30CTM K MNPOCTETUYECKOW TemMOBOW rpynne, 4TO MOXET
NPVMBOAUTL K HapyLIEeHWO (YHKUMOHA/IbHbIX CMOCO6HOCTEN rema.
Taknm 06pa3om, UMaHO3 MOXeT ObiTb CBSA3aH C HeobblyaliHOW CcTa-
BUMBLHOCTBIO METremMorsiobMHOBbLIX (HopM remorsniobuHa M. 3Ta runo-
Tesa [O0/DKHa O06BACHMTb Pas3/IMUHYH0 peakuuto 60MbHbIX Ha neve-
HMe acKOp6WHOBOW KMUCNOTOM M METWUMIEHOBLIM CUHWM, a TakXXe aHo-
Ma/ibHble CneKTpasibHble XapaKTepucTUKM W pas3/inyHblii OTBET Ha
06paboTKy remMornobMHOBbLIX MUIMEHTOB M umaHugamun. Cpegwn pas-
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NNYHBIX BUAOB remorsiobvHa M 6b110 BblgeneHo naTb Tunos: HbMB
(aHomanbHas a-uenb), HbMs (aHomanbHaa  (3-uenb), HbM M
(aHomanbHasa |3-uenb), Hbm-2 1 HbMt (aHomanbHasa a-uenb). Knu-
Huyeckasi (hOpMa, paHee HasbiBaeMash BPOXAEHHOW Cynbgremorso-
6vHemuneli, MOXeT ObITb OAHON K3 rpynn 6ones3HW remornobuHa M.

KnnHunyeckun MeTremornobvHemuio Ttuna remorsiobuHa M
cnefyeT 3anofo3puThb, €cnnM pesynbTaTbl CeMeliHOro ob6crnefoBaHUsA
npeanosaraloT ayTOCOMHO-AOMWHAHTHbBIA TUM HacnefoBaHWA, a npu
nccnefoBaHUM KpPoBM  BOSMbHBIX € LIMAHO30M CMEKTP MOraoweHus
He HaxoguTca B Auanas3oHe 632 HM, 4YTO XapaKTepHOo A/ «HOp-
ManibHOro» MeTremMornobuHa. Y 60/1bHOF0 OH MOXET pearnpoBaThb
Wi He pearvposaTb C UMaHMAOM C 06pa3oBaHWMEM HOPMasIbHOroO
LnaHomeTremornobmHa ¢ 0O6bIYHOW KPWBOIM NOrNOWEHWA. 3TU [aH-
Hble BapbUpPylT Yy 60/bHbIX C Pa3HbIMA POAOCNOBHbIMWU. [pn 3ToWA
rpynne 3aboneeaHnii KOMAMYECTBO MeETreMorsobvHa He MpeBbllaeT
25% oT o6wero Konvyectsa remMorfiobuHa; umaHo3, XoTs u nep-
CUCTMPYeT C CamMOro paHHero BO3pacTa, He COMpPOBOXAAaeTcsa yTpa-
TOW (PYHKLMOHa/IbHbIX 0COOeHHOCTEl. BO3MOXHa KOMMeHcaTopHas
nonMumMTemMus. bosibHble NPW HEKOTOPbIX BapuvaHTax 3abosieBaHUA
MOTyT He pearmpoBaTb Ha JieyeHWe acKOpOWHOBOW KWUCNOTON wnn
METWU/IEHOBbIM  CUHUM (remorsiobuHel  MB n MMmi). K cuyacTblo,
6opbba C LMAHO30M He MMeeT 0C060ro 3HayeHuss npy 60Me3HU

remornobuHa M.

TEMOXPOMATO3

TepMUH «reMoXpoMaTo3» OTHOCUTCA K 3a60/ieBaHMI0, MpuU KOTO-
pOM HapylleHbl CTPYKTypa W (YyHKUMA opraHoB (npexae BCero
neyveHy, NOMKENYAOYHOW Xenesbl, cepaua, roHad, KOXu W cycTa-
BOB) BCMeACTBME W3ObITOYHOINO HAKOMMEHUA B NapeHXMMaTO3HbIX
K/eTKax >enesa, rnaBHbIM obpasom B (hopme remocugepuHa. Mguno-
naTuU4yecKnii remoxpomaTo3 HacnegyetTcs Mo ayTOCOMHO-peLeccuB-
HOMY TuWMy, NPV 3TOM MOMHOCTbIO K/AMHWYECKas KapTuHa 3abone-
BaHMA 0ObIYHO Pa3BEPTBLIBAETCA Y MY>XUMH 3penoro sospacta. Mpwu-
4UMHa, fexawas B OcHoBe MeTabonmyeckoro jaeekTa, He ycTa-
HOBfIeHa. Y HeneyeHblx O0JIbHbIX MNOSABASETCHA XapaKTepHas Tpuaga:
Lnppo3 neuyeHn, OGpPOHXOBas MUIMEHTAUMSA KOXW W caxapHblii ana-
6eT. YCTaHOBNEHMIO AMarHo3a NOMOralT 0O6HapYy>XXeHWe MacCMBHOIO
OT/NIOXKEeHUs >Kefe3a MPeNMYLLECTBEHHO B NAapeHXMMATO3HbIX, a He
B PETUKYNO3IHAOTENMANbHbBIX, KMeTKax Ha (OHe MNOBbILLIEHHOIO
YPOBHSA >Xefnes3a, B CbIBOPOTKe, CHWKEHWe NaTEeHTHOW >Xene3ocBs-
3blBaloLLeil CNOCOBHOCTM, MOBbILEHME YPOBHSA B CbIBOPOTKE (heppu-
TUHa W [aHHble NYHKUWOHHOW 6uoncuun neveHn. Bcem cmbnmHram
60NbHbIX AeTell LenecoobpasHO NPOBECTM TUNMPOBaHWe MO CUCTeme
HLA u wvccnefgoBaHue KpoBU A1 BbISIBNEHUA TeTepo3Urot U romo-
3UroT B NATEHTHOM CTaguu, TaK Kak MNpu paHHEM BbISABNEHUN 3a-
6051eBaHNS MPOrHo3 6onee 6GnaronpusTeH. BONbHOW [O/MKEH OTKa-
3aTbCA OT YNOTPeb/neHUs ankorons u M36bITOYHOrO npuema npo-
OYKTOB, cofepXawmnx >ene3o. Ero m3bbITOYHbIE OT/IOKEHWUSA MOryT
ObITb yAasieHbl NpU NOBTOPHOW (hre6oToMUN.
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Bo MHOrmMx cnyyasax XpOHUYECKU MpoTeKawwme aHemun, npu
KOTOpPbIX TPebylTca MOBTOPHble remMoTpaHchy3uKn, CBA3bLIBAIOT
C BTOPMYHbIM FEMOXPOMATO30M. B aTux cnyyasax ahdeKTUBHO fede-
Hue xenatamun (JeepokcaMmH), KOTOpPOe OCYLLecTBAAKT B COBO-
KYMHOCTW C APYrUMU Mepamu, HanpabfieHHbIMW Ha MWUHUMabHOE
nocTynsieHne B opraHn3M >xenesa.

Oox. Dxkynuan Umzonbm (J. Julian Chisolm, Jr.)
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3AKJ/TKOYEHUE

Uncno BbISIBNEHHbIX BPOXAEHHbIX HapylleHuii obMeHa BeLLecTB
MOCTOAHHO YBENNYMBAETCH, YTO OTYAaCTWM CBA3AHO C K/IANHWUYECKOW W
BMOXUMUNYECKON MAeHTU(UKALMEN HOBbIX CUHAPOMOB. Kpome ToOro,
mMHorve 3a6oneBaHus, HanpvMep (eHWNaNaHWHEMUS W T/INKOreHO-
3bl, KOTOpble paHee cunTasM pesynbTaToM AedekTa OAHOro dgep-
MEHTa, HO C LUMPOKMM CMEKTPOM KAVHWYECKUX MPOSABMEHWUIA, B Ha-
cTosiuee BPEMS MOXHO paccMaTpmBaTb CaMOCTOATENbHbIMU KAVHU-
YECKMMM  eAVHULAMWN C Pas/IMYHbIMU (DEPMEHTHBIMU HapyLLUEHUSMMU,
Yyemy CNOCO6CTBYIOT OMOXMMUYECKME MeTOAbl WCCNef0BaHUS.

BbisiBleHME MHOFMX BPOXAEHHbIX MeTabonnyeckux HapyLleHWi
B paHHeM BO3pacTe fJaeT BO3MOXHOCTb HayaTb jledyeHue Kak no-
[a, TaK M HOBOPOXAEHHOro wnn npepsaTb 6epeMeHHOCTb. B Heko-
TOPbIX C/y4Yasax MPOBOAATCA LUMPOKOMaclTabHble NpPoOrpaMMbl CKpU-
HWHra, HarfpaBfleHHble Ha BblIIBfieHWe 3TUX HapyleHuin. Mpu MHO-
rmx 3aboseBaHUsAX, O0COOGEHHO COMPOBOXJAKLWMXCA YMCTBEHHO
OTCTaNnoCTblo (Hanpumep, (PeHUIKETOHYpPUS), NPOrHo3 6naronpuaT-
Hee MpU paHHEM WX BbISIBNeHUW, 3PeKTUBHON ameToTepanuu. Mpu
OPYTMX  BPOXAEHHbIX HapyleHWsX O6MeHa BO3MOXHO JieyeHue
60MbWIMMM  f03aMW BUTAMUHOB, 4TO KypupyeT MeTabonmyeckumii
610K, KOrga MyTaHTHbIA ()epMeHT C TPyAOM CBSA3blBaeTCHa C Koak-
TopoM, obpasyemMbiM W3 BUTaMWHaE, HanNpumep MNpu MPUMEHEHUU
NUPUAOKCUHE, NPU OAHOM M3 (POPM uUMCTaTUOHEMUW. 3amecTuTesb-
Had Tepanusa (epmMeHTamMy COMPOBOXAAETCHA OrpaHWYeHHbIM Yycne-
xoM. [pn KNCcTohmbpo3e BHEKMETOUHBLIA  (PEPMEHT, HE0O6X0AMMBbIN
ONA afeKBaTHOro pacliensieHns NULLEBbIX MPOAYKTOB, MOXET OKa-
3aTb GnaronpuaTHOe [eliCTBUE, XOTA WCXOAHbIA AetheKT He ycTpa-
HseTcA. CoobLaeTcs O HECKOMbKMX YCMeLHbIX MOMbITKax Hernocpes-
CTBEHHOIrO BBeAEHWS O4NLLEHHOro hepMeHTa MHAMBMAAM C aeduum-
TomM 3TOro (hepmeHTa. ECTb OCHOBaHUA npegnonaraTb, YTO MO Mepe
yrnybneHns 3HaHWM O FEeHETUYECKMX MeXaHW3Max B [JasibHelllem
CTaHeT BO3MOXHbIM MEHSATb MEHETUYECKYKD KOHCTUTYLUMIO WHAMBMAA
N YMEHbLUATb BbIPWKEHHOCTb K/IMHUYECKMX MPOSIBNEHWI MPU HEKO-
TOPbIX BPOXAEHHbIX HapylleHMax obMeHa BeLLecTB.

BukTop I'. Ayapb6ax

(Victor H. Auerbach)
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8 NA04 Y HOBOPOXAEHHbIN

MeprnoaoM HOBOPOXAEHHOCTM MPUHATO cuMTaTb MepBble 4 Hep
XUN3HM pebeHKa. CnedyeT yuMTblBaTb, 4TO 3TOT Nepuoj Mo cylie-
CTBY MPOAO/DKEHUE >XM3HW M04a, B TeyYeHWe KOTOPO Ha ero pocT
N pa3BUTME BO3AENCTBYIOT FeHeTUYeCKMe, a TakXe BHYTpU- U BHe-
YTPO6Hble (akTopbl. Tak, Hanpumep, TOKCUKO3 OGEepeMeHHOCTU MO-
XeT OblTb NPUYMHOIN 3ameanieHMs CKOpPOCTW pocTa naoja u pasBu-
TUA TUNOFNKEMUM Y HOBOPOXAEHHOr0. HW3KWii  3KOHOMUYECKWA
YPOBEHb CEMbM TaKXe Hepeako npefcTaBnseT coboli dakTop, obyc-
NOBNVBAKLWNIA HU3KYKD Maccy Tena y HOBOPOXAEHHOro (npexpe-
BPEMEHHble pOAbl), YTO B CBOK OYepefb 06ycnoBnuBaeT 6onee Bbl-
COKMIi ypOBEHb 3ab0/1€BAEMOCTM W CMEPTHOCTU HE TOMbKO B HeEOo-
HaTa/IbHOM Mepuofe, HO M B Moc/edylolWwmre Mepuoabl >KU3HU
pebeHka. [leicTBME COLMANIbHO-IKOHOMUYECKNX  (haKTOpPOB MposiB-
naeTcd, Hanpumep, M B TOM, 4YTO JeTckasd cMmepTHocTb B CLUA cpe-
AN UBETHOr0 HacefleHUs 3HAYUTENbHO Bbille, YeM Cpeau npeacTa-
BuUTeNel esponeongHon nonynsaumm  (puc. 8-1). HecoMHeHHO, 4To
Takve coumnanbHble MPUYMHbBIL, KaK HeXefaHue MHOrmx Bpaueli B
CLA 1 4neHOB KX cemell XuUTb M paboTaTb B paMioHax, B KOTOPbIX
obuTalT GefHENLINE CNOWN HACEeSIEHUS, COMPSHKEHbI C TEM, YTO MeAu-
LWHCKas NOMOLLb He BCerja AOCTYyNHa OCTPO HYXAaloWMMCA B He.
bonee TOro, Henb3s He Y4MTbiBaTb, YTO BbICOKUA YPOBEHb AETCKOW
3a60/1eBaeMOCTU M CMEPTHOCTM 4acTO CBfA3aH C OTCYTCTBMEM Y Mpej-
cTaBUTenen GefgHelNX CMoeB HaceneHWs 3NeMEHTapHOro Hasblka
Nnosb30BaTbCA AaXe AOCTYMHbIMUA MEeAUUMHCKUMW CcpeacTBamMu [0-
pOLOBOM M 006Lieli NpPoPUNaKTUKN BCMEeACTBME HECOBEPLUEHHOW op-
raHmsaumn caHWUTapHOro MpOCBeLEHNS HaceneHus.  Kpome Toro,
MOBbILEHNE YPOBHS MNEPUHATa/IbHOM CMEPTHOCTU M 3aboneBaemMocT
MOXeT ObITb CBS3aHO C COUMasbHbIMW (DakTopamu, a Takxe C Tpa-
AVunMAMK, B COOTBETCTBUMM C KOTOPbIMM  XKEHLIMHA  WCMNOMb3yeT
NeKapCcTBEHHble CPeACTBa, KOTOpble MOryT HaHecTu  Bpen nogy.

YpoBeHb HeOHaTafbHOMW CMEPTHOCTWU  3HAYUTE/BHO
cHuaunaca (cm. puc. 8-1). OH Hambonee BbICOK B nepBble 24 4, KOr-
fa ymumparoT noutn 40 % pgeTeid. [JanbHeilwee CHWKEHWE YPOBHS
[JeTCKOl cMepTHOCTU M 3ab60s1eBaemMoCTM B 6OMbLUOA CTeneHW 3aBu-
CUT OT NPOUNAKTUKN, AOPOLOBOMA ANArHOCTMKM M CBOEBPEMEHHOr0
neyeHnss 3aboneBaHWii, OOYCMNOBJIEHHbIX AEMCTBMEM pasHbIX (PakTo-
poB BO BpemsA 6epemMeHHOCTU U pofoB (Tabn. 8-1). Takme 3abone-
BaHMA Heo6X0AMMO OT/M4YaTb OT O6YCNOBAEHHbIX MOCTHAT&/IbHbIMU
(hakTopamMn. TepMWH «MNepuUHaTanbHas CMEPTHOCTb»
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Puc. 8-1. YpoBeHb CMEpPTHOCTW [feTeli €BpOMeoMAHOW M HerpouaHol nonynsumii B

HeoHaTa/bHbIA N NOCTHaTa/bHbIA nepuogpl (CLUA, 1950—1980).

1— HOBOPOX/EHHble HErpouaHOM nonynauuMm; 2 — HOBOPOXAEHHbIE €BPOMNEOVAHOM NoNynAumu;
3 — [1eTV HerpovaHoli nonynsuun B NOCTHaTa/lbHOM nepuofe; 4 — AeTW eBporneouaHoi nonyns-
un B)I‘IOCTHaTaﬂbHOM nepuoge (no: Kleinman J. Bethesda M. D. August, 1984, B mogugu-
Kauun).

0603Ha4yaeT CMepTHOCTb MJI0J0B U HOBOPOX/AEHHbIX, BbI3BAHHYIO
pasHbIMW (haKTOpaMu, [AeNCTBOBaBLUIMMMK B TedeHWe OGepeMeHHOCTU
n B nepmnof poaos. OHa uvalle BCero onpegensieTcs Kak cMepTb MJo-
Ja N HOBOPOXAEeHHOro B nepuog ¢ 20-i1 Hegenun BHYTPUYTPOOHOro
pasBuTUA [0 28-r0 OHA Mocfe poxaeHus. MHorga  crtaTucTuka
nepuHaTanbHOA CMEPTHOCTU OonpefdenseTcs 60see Y3KMMU paMKamu:
Tak, Hanpumep, B CTPYKTYpYy MepuMHaTa/ibHOW CMEPTHOCTU MOTYT He
BXOAUTb HOBOPOXAEHHbIE C Maccoir Tena go 1000 r waM HOBOPOX-
[JEHHble, TecTalVOHHbIA BO3pacT KOTOPbIX COCTaBfseT MeHee 28 Hep,
a Takke JeTwn, ymepLume yepes 7 AHeN Mocne poXpeHus.
AHTeHaTa/slbHasds U HeoHaTa/lbHad CMepPTHOCTb COCTaBAAKT MOY-
TV paBHble AO/N B CTPYKType MepuHaTa/lbHOM CMepTHOCTU. B cHu-
YKEHNWN YPOBHSA MEpPUHATa/IbHON CMEPTHOCTU M 3a00N1€BAEMOCTU O4e-

Ta6nuuya 8-1. OCHOBHble MPUUMHBI CMEPTU feTeil B nepuof HOBOPOXAEHHOCTU

MpoueHT oT

MpuunHa BCEX C/ly4aeB
cMepTu

BpoxxaeHHble aHOMau 15
He3penocTb 13
Acthukema B pogax (Hecneumdmyeckas) 12
PecnypaTopHbliA  AUCTPECC-CMHAPOM, WM 60/1e3Hb  TMAIMHOBbIX

MemM6paH 2l
PecnmpaTopHble UHHEKLMM 2
Lpyrvie nHpeKumn 4
OCNoXHEHNs GEPeEMEHHOCTU W POJOB ﬂ

Apyrve

n3: Siegel D. G., Stanlee/ F. In: Fetal and Maternal Medicine/Eds. E. J. Quilligan,
N. Ketehner. — New York: Wiley and Sons, 1980.
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BMIHA NepBOCTeNeHHas ponb akywepa. B nocnegHee MS MoKa-
3aTeNlb AeTCKOW CMEpPTHOCTU B POAAx 3HAUUTESNIbHO  CHU3WACA MO
CPaBHEHWIO C 4acToTOl rvMbenn NaoAa, 4To O6BACHAETCA LUMPOKUM
KOHTPOMEM 3a >XWU3HeAesATe/NlbHOCTbIO Mnoja BO BpeMs poaoB u 6o-
Nee 4acTbIM BbINOSIHEHWEM OMepauumn KecapeBa CeyeHWs MNpu naTo-
NorMM co CTOPOHbI M10Aa, ero Ta30BOM MpeanieXxaHunm wu Apyrow
aKyLlepCcKo naTonornn. LONns CHWKEHWS  YPOBHA MepUHaTa/IbHOM
CMEPTHOCTN HeobX0AMMO OnpeaensaATb  3pefiocTb U XU3HEeCcnocob-
HOCTb N0ja A0 Hayana pofos.

B pasHbIXx CcTpaHax MoKasaTtenn MepuHaTasibHOM W [EeTCKOM
CMEpPTHOCTU BapbupyloT. Hambonee HU3KM OHW B CKaHAMHABCKUX
cTpaHax W HugepnaHgax, a Hambonee BbICOKME — B pa3BMUBalO-
WwMxecs cTpaHax. HecmoTpss Ha TO 4YTO COUMASIbHO-3KOHOMUYECKME,
Ky/NbTYpHble W, BO3MOXHO, reorpauyeckne (pakTopbl MOryT 3ameT-
HO BMATb Ha YPOBEHb MNEpPUHATasNbHONW CMEPTHOCTW, pe3ynbTaThbl
NaToMOp(O/IOrNYECKUX WUCCNef0BaHUM MPUYMH  CMEPTU >XMBOPOX
[JeHHbIX [eTeli CBMAETeNbCTBYHOT O TOM, 4TO B Aa/ibHEWLeEM Mpu
npoBegeHNN NPoUNaKTUYECKUX 34PaBOOXPAHUTENbHbIX Meponpus
TUA OH MOXET CHM3WUTbCA. Uncio peTeil, pPOAUBLLUNXCA C HU3KOW
Maccoil Tena, OTHOCMTCA K OCHOBHbIM (haKTopam, Onpefenstomm
YpOBEHb HeOHaTa/lbHOW CMepPTHOCTM U CMEepTHOCTWM AeTeli B BO3-
pacte o 1roga iy 3HaYUNTENBHO BAMAIOWMM Ha MoKasaTenu mx 3abo-
nesaemoctn. B CLUA HmM3Kag macca Tena npu pPoXAEHUN He Kop-
penupyeT CO CHMXEHWEM YPOBHSA CMEPTHOCTM; YMC0 HOBOPOXAEH-
HbIX C Hu3koM (2500 T W MeHee) M o4veHb HM3KoW (1500 r wam
MeHee) Maccoi Tena B 3TOW CTpaHe MnpeBblllaeT MX YMC/IO B AECAT-
Ke APYrux pasBuUTbIX CTpaH. 3TOT (pakT CBUAETE/IbCTBYET O He06-
XOAMMOCTM CO34aHMA NporpaMM NpounNakTUKK.

YcnewHoe 1 CBOEBPeMeHHOe OKa3aHWe BbICOKOKBaM(ULMPOBaH-
HOM MeAMUMHCKOM MOMOLWM B MNepuHaTasbHOM nepuoge obecneyu-
BaeTCA He TO/IbKO BbICOKUMU NPOECCUOHAIbHbIMU  KavyecTBamm
Bpayel, MeAVLMHCKUX CecTep W APYrux MeAuUMHCKUX paboTHUKOB,
HO W pasBUTMEM CUCTEMblI MEAMLUMHCKOMA MNOMOLLK, KOOpAUHauuei
[OpOoAOBOMA MOMOLWM OGepeMeHHbIM MEPCOHAIOM MECTHbIX 60/IbHUL,
cneunanbHbIX NPoOrpaMM MOMOLWM 6epemMeHHbIM UM HOBOPOXAEHHbIM
BbICOKOrO pUCKa W KOHCY/NbTAUMOHHbIX MNYHKTOB. PervnoHanbHble
nporpamMmbl  COKpalleHWs  MepuHaTa/ibHOM CMEPTHOCTU  AOSDKHbI
obecrneuymBaTb CaHMTapHOe MPOCBELLEHMe, MeAWLMHCKME KOHCY/bTa-
UMK, [OCTaBKY POXEHWUL, M HOBOPOXAEHHbLIX B COOTBETCTBYHOLLME
MeAULUMHCKME YUYpeXAeHUs W BKIO4YaTb B CBOW COCTaB pPErvoHab-
Hbli LEHTP C COOTBETCTBYHLLEA MaTepuanbHO-TEXHUYECKO 6a30i,
obopyaoBaHMEM W MEAUUMHCKUM MepcoHasioM, CMNOCOBHbIM OKasbl-
BaTb KBa/IMPUUNPOBAHHYIO WHTEHCVBHYIO TMOMOLLb POXEHULAM U
HOBOPOXAEHHbIM.

YpoBeHb BHYTPWUYTPOOHO CMEPTHOCTM Mo4a W CMEPTHOCTU
HOBOPOXJEHHbIX MPMMEPHO OAWHAKOB B CTPYKTYpe nepuHaTa/ibHOM
CMepTHOCTU. OCHOBHas poOJib B CHWXXEHUW YPOBHS NepPUHATas/IbHOWA
CMepTHOCTM M 3aboneBaeMoCTVM MNPUHAANEXUT akywepam. B no-
cfefHee Bpemsi 4yacToTa CMepTW nnofa CHU3unacb B 60Nblueli cTe-
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[eHN, ubi HOBOPOXAEHHOro. JTOT (DaKT, MO-BUAMMOMY, OTpPaXKaeT
BCe YBE/IMYMBAIOLLEECS WCMOMb30BAHME  MOHUTOPMHIa 3a COCTOS-
HveM nnoga# npouecce PoAoB, a Takxe 6onee cBOGOLHOE NpuMme-
HeHWe Kecape&a CeuyeHWs B C/iyyasix aHoManuii  njofa v Apyrux
aKyLIEPCKMUX OCMOXHEHWA. 3TOT (hakT TakKxe c03faeT Heobxoau-
MOCTb B OBecneyeHnUn ycnoBuii ANns onpeaeneHns 3pefiocTu n PyHK-
LMOHaNbHOrO noTeHumana nnoga. C Uenbld Kak MOXHO 6onee paH-
HEro BbISAB/EHUS M/IOLKU HOBOPOXAEHHOr0 U3 rpynn HauGosbluero
prcka Heo6xoAMMO 3NHEKTMBHOE COTPYAHWYECTBO  aKyllepa U
nefvaTpa, YTO MO3BO/ISET MPOrHO3MPOBaThb MEPUHATA/IbHLIE OC0X-
HEHUSI W OMEepaTMBHO MNPeAnpPUHMMATL NPOPUIAKTUYECKME U Tepa-
NeBTUYECKME MeponpusaTus.  4n

He MeHee BaXHOW 3ajauyeid, YeM CHVKEHME YPOBHSI NepuHATa/lb-
HOW CMepTHOCTW, SIBNISETCS 3ajaya YMEHbLUEHUSI 4acTOTbl C/y4vyaeB
WHBaNNAM3aUMM  HOBOPOXAEHHOr0 BCMeACTBUE  HEeBMaronpusiTHbIX
BO3AEMCTBUIA Ha HEro [0 POAoB M BO BPeMs HUX. Kak CMepTHOCTS,
TaK W CEpbe3Hble OC/OXHEHUSI CO CTOPOHbI HEPBHOW CUCTEMbI pe-
6eHKa MOryT ObITb BbI3BaHbl AEWCTBUEM CXOAHbIX He6MaronpUATHBLIX
(hakTopoB. VIMEHHO MO3TOMY pa3/IMYHble  34PAaBOOXPAHUTESbHbIE
MEPOMNPUSATUAA W Hay4Hble WCCMeA0BaHUS, HanpaB/ieHHble HA CHUXeE-
HVE YPOBHS MEpUHaTa/IbHOM CMEPTHOCTM, OTHOCHATCS OAHOBPEMEHHO
K Mepam, Croco6CTBYHOLWMM YMEHbLUEHUKO  MHBaNNAM3ALMM HOBO-
poxaeHHoro. Tak, HanpuMep, CHWXEHWE 4acTOTbl C/lyyaeB OTCTa-
BaHUS YMCTBEHHOrO Pa3BUTMS [eTeil, BO BPeMs POLOB MNOABEPras-
LUIMXCS WMHTEHCMBHBLIM pPeaHMMaUMOHHBIM  MEPOMNPUATUAM, 3aBUCUT
npexzae BCEro OT paHHeil AUAarHoCTUKM actMKCUMM nioja U cooT-
BETCTBYHOLLEro BefeHUs pofoB. OAHAKO MpW MOMbITKE YMEHLLUUTb
PVCK Pa3BMTUSI TMMOKCUM FOJIOBHOMO MO3ra MPaKTUYECKU HEBO3MOX-
HO n36eXaTb MOPaKEHUS CEeTYATKM WU Nerkux y JeTeli B paHHEM

HeoHaTa/lbLHOM TMepuofle, Ha KOTOPbIX BO3AENCTBOBANIN  BbICOKME
KOHLIEHTPAaLMK K1CIopoaa.
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/
HOBOPOXXAEHHbIN

Mepuos, HOBOPOXAEHHOCTU— 3TO BpeMms, Korpa/pebeHOK Hau-
6onee nogsep>xeH 3aboneBaHWsAM, y Hero 3aBepLuaroTcs (M3MO0no-
rMyeckme MpoLecchbl, CBA3aHHble C ajanTaumer K HOBbIM YCIOBUSAM
BHELUHEM cpegbl. 3TOT Nepuog XapakTepusyeTcs Hanbosee BbICO-
K/AM YPOBHEM CMepTHOCTM W 3aboneBaemocTu; B CLUA 6onee 255
CllyyaeB CMepTW fgeTeil B Bo3pacTe A0 1 roga npuxoguTcs Ha
nepvos HOBOPOXAEHHOCTW. CMepTHOCTb [JeTeli 3TOro Bo3pacTa
OYeHb Be/MKa W CpaBHMMa fvwb co CMEPTHOCTbIO /ML, B BO3pacTe
cTapue 70 ner.

Mepexos OT BHYTPUYTPOOHOro pasBUTUS K BHEYTPOOGHbIM YC/o-
BMSAM CYLLECTBOBaHWA TpebyeT 3HAUMTeSIbHbIX W3MEHEHWA (un3mno-
NOTNYECKNX 1N BUOXMMMYECKMX MNapameTpoB opraHu3ma. lNpekpatie-
HMe 0OMEHHbIX MNPOLLECCOB 4epe3 MaueHTy  Bbi3blBaeT Heob6xoau-
MOCTb aKTMBM3aUWW pasHbIX OpPraHoB W CUCTEM: [bIXaHUA uYepes
nerkve gns obmeHa Kucnopoga M Yrnekucnioro rasa, nuesapeHus
ANA NUTaHuWA, MOYeK ANA BbIBEAEHWA LIMaKOB M noadep>xaHus 6uo-
XMMWYECKOrO FOMeOocTasa, MeyeHu ANA HenTpanms3auum W BbiBefe-
HUA TOKCMYHbIX BELLECTB, MMMYHHON CUCTEMbl ANA 3aWuTbl OT WH-
thekuun. CepfeyHo-cocyamcTas U 3HOOKPUHHAA CUCTEMbl Takxe
npucnocabnneatoTCA K BHEYTPO6HOMY  (DYHKLUMOHMPOBAHWIO Opra-
Hu3ma. Pa3Hoo6pa3Has naTtonorvs y HOBOPOXAEHHbIX CBf3aHa B
nepBylo ouepedb C HapylleHVeM OBMOXUMMYECKUX W (U3M0Normnye-
CKMX MexXaHM3MOB ajanTauuu B pe3y/ibTaTe MNpPexAeBpeMeHHbIX po-
[0B, a@HAaTOMWYECKMX TOPOKOB pPa3BuUTUSA 1 HebnaronpusATHOro
B/IUSHNA OKpYXalowei cpefbl, NPOABAAIOLLIErocs A0 HaCcTynjeHus
poAO0B, BO BPEMS M MOCNE HUX.

AHAMHE3 B HEOHATOJ1OIrMIN

AHaMHe3 HOBOPOXXAEHHOro rnomoraeT: 1— Ha paHHUX CTagunAax
BbISBUTb 3a60/1€BaHUSA, MPU KOTOPbIX fleTa/lbHbIA MCX04 WA Cepb-
e3Hble aHoManuuM MOXHO MpPefoTBPaTUTbL MyTEM CBOEBPEMEHHOIO W
3(hPeKTUBHOrO JfleYeHns; 2 — npeasuieTb WU3MEHEHUS, KOTOpble MO-
ryT ObiTb BbISiB/IeHbl B MOCNeAyolWmMe nepuogbl  >Xu3Hu; 3 — pac-
KPbITb BO3MOXHble MPUUYUHLI, 06bACHAKOWME  NM06YI0 NaToNorno
He3aBUCUMO OT MUAEHTU(DUKaALUN ee B HacToAWeEM wimM 6yayliem.
CnegyeT Nogpo6HO BbIABAATL M (PUKCMPOBaTb [aHHble aHaMHesa
KaXX[0ro HOBOPOXAEHHOro, MpW 3TOM OCOGEHHO BAaXKHO PErucTpu-
poBaTb CXBaTKM Yy 6epeMeHHO!, TeuyeHuWe pOAOB, MPMMEHEHME aHe-
CTE3UM M COCTOAHME HOBOPOXAEHHOro cpasy mnoc/ne poaos.

KNMMHWNYECKOE OBCNEAOBAHUVE HOBOPOXAEHHOIO

MHOrMe acnekTbl (U3NOMOTMM U MCUXUYECKOr0 PasBUTUS 370-
POBOFO HOBOPOXAEHHOrO, C KOTOPbIMW CriefyeT 03HAKOMMUTbCA Me-
pel Npo4YTeHWEM HacTOsLEl rNnaBbl, NPeACTaB/eHbl B rnase 2.

MepBUYHLI ocMOTP pebeHKa MPOBOAAT HernocpeAcTBEHHO Mocre
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el[0 poXaeHUsa C Lenblo BbISIBNEHWS BO3MOXHOW NaTonorMm u OCHO-
Bbl 4718 NOCNeAyllnx MeauLMHCKUX HabnwogeHwin. B cnyvae Bbl-
COKOr0 PUCKKEro cfiefyeT NpPOBOAMTbL B POAMSIbHOM 3ane u obpa-
WaTb 0coboe BLMMAHWE Ha BPOXAEHHble aHOMalnn N BO3MOXHbIe
[aTo(M3N0NOrNTXKME MpPOLECChl, KOTOpble MOTryT BO3HUKHYTb B
npouecce aganTtauieli K BHEYTPOOHOI >XM3HW CepaevYHO-COCYANCTOIA,
AbIXaTenbHO N mMeTabonmnyeckon cucteM. B cooTeeTcTBUM C Tpeb6o-
BaHWSAMM Mocneaylowmini - 6onee AeTabHbli OCMOTP HOBOPOXAEH-
HOro cnefyeT NpPoBecTM B\euveHue MepBbixX 24 4 ero Xm3Hu. OcMoTp
HOBOPOX/AEHHbIX, Yy KOTOPBLUC OTCYTCTBYIOT MpPU3HaKMW nNaTonoruu,
OCYLLEeCTBNAETCA B MPUCYTCTBMM MaTepu. B 31O Bpems Bpay [on-
XXeH 06CcyanTb C Heli Bce, AaKe Maslo3Ha4YUTEe/IbHble OCOBEHHOCTU
aHaToMnn pebeHKa, TaK KakK B MPAAMBHOM Cryvyae MaTb WM POACT-
BEHHMKW, OOHAapYyXUB Yy HEro Kakol-nmbo peekT, MOryT owmnbou-
HO NPUHATL UX 3a Cepbe3Hyl natosoriyo. Heo6xo4UMMO yUMUTbIBATD,
O4HAaKO0, YTO MpU HeyMesioM npoBedeHWN Gecefa MOXeT Heo60CHO-
BaHHO BCTPEBOXWUTb poauTenei. BbinucbiBaTb AeTeil U3 pofoBCMO-
MOraTe/fIbHbIX YUPeXAeHWA cnefyeT TOMbKO MOCNE OKOHYaTeslbHOro
o6cnefoBaHNs, MOCKOMNbKY HEKOTOPble  CAMMATOMbI, B 4acTHOCTM
cepfeyHble LWyMbl, MPEXoAsawin B paHHEM HEeOHaTa/IbHOM Mepuose,
a Takxe MOTOMy, 4YTO B pe3ynbTaTe nogobHoro ob6crnefoBaHUA MO-
ryT ObITb BbISIB/IEHbl NPUOGPETEHHbIE MOCTHaTa/bHble 3ab0/1eBaHUS.
Y HOBOPOXAEHHbIX MPU BbINUCKE PErUCTPUPYIOT  MNyNbC, YacToTy
OblXaHusa, Maccy Tena, pocT, AnameTp (OKPY>XXHOCTb) rOM0Bbl U
ONMUCbIBAIOT BUAUMbIE M MNanbNaTOPHO onpefensemble AeeKTbl.

O6cnefoBaHMe HOBOPOXAEHHOrO TpebyeT TeprneHus, OCTOPOX-
HOCTW, MATKOCTW B 06paleHnn n rmbkKocTM B NPUMEHEHUM MeTOL0B
ocmoTpa. Hanpumep, ecnn pebeHOK CnokoeH, paccnabneH, To nanb-
nauni >XMBOTa WM ayCKynbTauuilo cepjua cfnegyeT MNpoOBOAWTH
nepes Apyrumu, 6onee 6ecnokosilMmm, npoueaypamu.

O6Lwmin ocmMoTp. Pusnyeckas akTUBHOCTb Y HOBOPOXAEHHOIO MO-
XKeT OTCyTCTBOBaTb BO BpPEMS O0ObIYHOrO CHa WM CHMXaTbCA MNpu
3aboneBaHUAX WAN MOL BO3AENCTBMEM  NIEKAPCTBEHHbIX CPEACTB;
pebeHOK MOXeT siexaTb 6e3 [ABWXEHWUI, MOCKOSIbKY BCe €ero ycu-
A cOCpefoTOYeHbl Ha NPeofoNeHUN 3aTpPyLHEHWA [AblXaHWUs, Wv
MOXET, HanpoTUB, aKTUBHO ABWraTbCad W M34aBaTb FPOMKWUIA KPUK.
CnefyeT perncTpypoBaTb KakK aKTUBHbIA, TaK W NacCUBHbIA Mbl-
LUEYHBbIA TOHYC W /O6GYI0 HEeoObIYHYHO MO3y HOBOPOXAEHHOrOo. Tpe-
MOP W KMNOHYC B 06/1aCTU TFO/IEHOCTOMHBLIX W YE/OCTHbIX CyCTaBOB
00blYHbl ANA 300pPOBOr0 HOBOPOXAEHHOro. OHWM TUMWMYHBLI AN ak-
TUBHOFO COCTOSIHUS; B CMOKOMHOM COCTOSHUM  MOFyT OTMeuvaTbCs
KOHBY/IbCUBHbIe ModepruBaHus. CTeneHb  YNUTAHHOCTM HOBOPOX-
[JeHHOro onpegenseTcs MacCOoll €ero Tefa W PoCcTOM, a TakXKe MHO-
XEeCTBEHHbIMW CKagKaMW WA 3/1aCTUYHOCTBIO KOXHbIX MOKPOBOB.
OwnboyHoe BMevaTNeHne YyNUTaHHOCTU WHOr4a co3fjaeTcss npu oTe-
Kax. B aTom cnyyae nocne HagaBnMBaHWA B JIIO60OM Yy4yacTKe Tena
pebeHKa BAaBMEHNE MOXET OCTaTbCA WM He OCTaTbCH, OHAKO Hap
thanaHramy nanblLeB PYK WM HOr 06blYHbIE CKA34KWU OTCYTCTBYIOT,
4yTO cBUAEeTeNbCTBYeT 06 WM3ObITKe XMAKOCTUM. OTeK BeK 0O6bIY4HO

303



obycnoBneH pasfpaxeHuem uX HuTpaTom cepebpa. ClUgwnin oTek
MOXET MOABUTLCA Y HeJOHOLUEeHHbIX AeTeld, a Takke whi geduunTe
6eNKOB MPU TSHKENON FeMONIMTUYECKON 6051e3HM (BO/siHKa MNJjioAa),
BPOXAEHHOM Hedpose, cuHapome [ypnepa n ap/MecTHblli 0Tek
CBMAETENLCTBYET O BPOXAEHHbLIX aHOMa/IMAX NUMGATUYECKON cucTe-
Mbl. Y [eBOYEK OTeK, /IOKa/IM30BaHHbIi 6onee xéM Ha OAHOI KOHeu-
HOCTW, MOXEeT CBUAETEeNbCTBOBATL O CUHApPOMe TepHepa.

COCTOSIHME KOXXHbIX MOKPOBOB. [IMCTOBISA, 3amegneHve nepude-
pYYECKOro KpoBOOOPALLEHNSA MPOSABAAIOTCA B MOKPACHEHMM U Una-
HOTUYECKOM OTTEHKE KOXMW, BbI3BaHHOM 3aKpbITWMEM [0OJI0COBOIA
wenn, npegwecTBYOWNM FPOMKOMY/ KPUKY, WA UWMAHO30M PYK W
HOr Mpy oxNaxaeHWW. TATHUCTbIA XapakTep  KOXHbIX MOKPOBOB
npeacTaBnseT coboil Npu3Hak 06Leil HecTabu/IbHOCTU KpoBooGpa-
WEeHMA; 3TO MOXET ObITb CBA3AHO C Cepbe3HbIM 3aboneBaHMeEM, KO
MOXeT OblTb 00YC/MOBMEHO W MpexofawmMn KonebaHusMu Temne-
paTypbl KOXHbIX MOKPOBOB. HeobbluHas KOHTpacTMpylolas okKpac-
Ka Tena (KpacHas un 6nefHO OKpalleHHas MOJIOBMHbI), TaK Hasbl-
BaEMblli CMHAPOM aprekuHa, B OOMbLUIMHCTBE C/lyyaeB KpaT-
KOBpPEMeHHa, Mno-BuanumMomy, 6e3BpefHa M Moka He o6bAcHeHa. Mpwu
Cepbe3HbIX HapyLIeHUSAX KPOBOO6palleHVNS BbIPaXEHHbIA LMaHO3
MOXeT 6bITb 3aMackuMpoBaH 6/1e4HOCTbI0 KOXHbIX MOKPOBOB. C Apy-
rOi CTOPOHbI, BbICOKMIA YpPOBEHb rEMOrf06MHa B KPOBW B MepBble
OHV >KM3HU B COYETAHUM C TOHKOCTbHD KOXHbIX MOKPOBOB MOXET
npoussecTn 06MaH4YMBOe BreyaT/IeHUe LUMaHo3a [axe B Tex Cchy-
yasx, ec/M HacbllleHne apTepuasibHOM KpPOBU KMCNOPOAOM OCTa-
eTca B Hopme. MeCTHbI LMaHO3 AudepeHLMpyeTcs OT MOAKOX-
HbIX KPOBOU3NMNAHUI (3KXMMO3bl) MO Pe3KoMy Mo6MefHEHMIO y4yacT-
KOB KOXW Ha nofoce HaxaTus. C MOMOLLbO HaXaTus MOXHO
BbISSBUTb U XENTYXY, KOTOPYH Nerko He 3ameTUTb, €C/N KOX-
Hble MOKPOBbl  TUMEPEMUPOBAHbl. BnegHOCTb KOXHbIX MNO-
KPOBOB CAYXWUT MNPU3HAKOM TMMNOKCUMW, aHEMUM, LLOKA WM OTeKa.
PaHHee BbIsiBleHWE aHeMUW MOMOraeT CBOEBPEMEHHO AMarHOoCTUPO-
BaTb reMONMTMYECKY0 060/1e3Hb, pa3pbiB  MeyeHW, cybaypanbHble
KPOBOM3NUAHUA WU (heTOMaTePUHCKYD U (heTo-peTasrlbHy0 TpaHc-
y3nn. B LenoM y nepeHOLWeHHbIX AeTell KOXHble MOKPOBbl BbIrNs-
OAT 6nefHee, YeM Yy AOHOLUEHHbIX W HEAOHOLLEHHbIX.

MepBopofHaa cma3ka M 06blYHble Mpexogslme KanunnspHble
reMaHrmombl, /10KasIM30BaHHble Ha BeEKax W 06M1acTW LWen, onucaHbl
B COOTBETCTBYIOLEN rnase. LiInaHo3 KOXu (Y4ETKO O4YepyeHHble y4va-
CTKM CUHIOWHOMO UBeTa) 06bI4HO B 06nacTu Hag Arogvuamu, Ha
CYHE WM ApYruX yyacTKax Tena BCTpevaroTcs 6onee yem y 50 %
[JeTeil HErpouMgHOM pacbl M WHOrAa y AeTeii eBpOMNeouHON packl.
OHM He WMEKT aHTPOMOJSIONMYEcKOro 3HayeHUsl, HeCMOTPSA Ha CBOe
Ha3BaHWe — «MOHTIO/IbCKME MATHA», U 00bIYHO MCYe3aloT B TeyeHue
1-ro roga Xu3Hu. Ha nepBOpPOAHON cMasKe, KOXe W 0COBEHHO
MynoBMHE MOrYT BCTPETUTbLCA >XeNTOBATO-KOPUYHEBOrO LBeTa NAT-
Ha Mpu nonagaHnuu MEKOHWS B aMHUOTMYECKYIO XXUAKOCTb [0 POAOB
WM BO BPeMS HUMX, 0ObIMHO BCNeACTBME BHYTPUYTPOOHOW FMNOKCMK
nnoga. Koxa HeAOHOLEHHON0 HOBOPOXAEHHOr0 HeXHa, TOHKa U
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oTNnyaeTcs WHTEHCMBHbIM
CpacHbIM LBETOM; Yy rnyboko
ieJOHOWEHHbIX OHa  WMeeT
CTYAEHUCTbINW, XenaTUHO3HbIN
BuA. MsArkme nyLwKoBble BO-
nocbl  (NaHyro) u4alie Bcero
NOKann3ylTcs Ha rosiose U
néy HeAOoHOLEHHbIX AeTen,
MHOTr4a OHM  MOKPbIBAOT MU
nMuo. Y [OOHOLWUEHHbIX AeTei
NlaHyro O06bIYHO OTMUpPAET "
3amMeHseTca Ha 6onee 3penble
BO/IOCbl. Y rnyboKo HeaoHo-
LIEHHbIX [eTeli HOrTM npeg-
' cTaBNeHbl TOMbKO WX 3a4yat-
7 HamK, y nNepeHOLUEeHHbIX HO-
BOPOXAEHHbIX OHW YIA/VNHEHDI.
Y nepeHOLWEHHbIX HOBOPOX-
JeHHbIX KOXa O0O6bIYHO Lieny-
LWINTCA WM MMeeT BuWA nepra-
| meHTa (puc. 8-2); BblpaXkeH-
lHoe wWenylleHne KOXu npeg-
| cTaBnsaeT  coboil  nNpuU3HaK
. BPOXAEHHOro UxTrosa.

“ Y MHOrMx  HOBOPOX[AEeH-
i B TeueHne 1—3-r0 AHS Puc. 82 PebeHOK C CMHOPOMOM AUCHYHK-
um nnadeHTobl 11 creneHn. Teno ysennye-
3HM PasBUBAIOTCA MENKNE, o g napHy, koxa BAnas, LenyLlalascs,
Oro uBeTa, WMHOrga Be3W- nepraMeHTONOAO6Has;, PeOEHOK  BbIrSAUT

onycTynie3Hble, nanynbl BO36y)K/J,eHHbIM; KOXa W HOrmM HepaBHO-

30MTEMATO3HOM  OCHOBa-  MEpHO oOkpatleHbl [Clifford. Advances imr
[ %TM 06poKauecTeeHHble  Lediatrics. — Vol. 9. Chicado: Year Book.
: £106p ' Medical Publishers, Inc,].

'biNaHWA, TakK Ha3blBaeMas
KCnuyeckas apuTe-
a, 06bIMHO NOKaNM3yeTcs Ha fmue, TY/0BULLE U KOHEYHOCTSAX M UC-
i3al0T, Kak npaBuno, Yepe3 Hegento. MycTyn Sp Hbli Mena-
03, [06pPOKa4yeCTBEHHOE MOpPaXeHWe, BCTPEYAlOLEeecs T[/1aBHbIM
3pa3oM y 4YEepPHOKOXWMX HOBOPOXAEHHbIX, MPOSIBASETCA C MOMEHTa
3KOEHMA B BUAE BE3MKYNOMYCTYNe3HOM cbinu B 06nactm nopbo-
30Ka, Lew, CNUHbI, KOHEeYHOCTe:l, a TakXe Ha afOoHHbIX WAn
300LWBEHHbIX MOBEPXHOCTAX W MPOAO0/HKaeTCA B TeueHue 2—3 fHeld,
6a BMAa MopaXeHWl i HeoGXOAMMO OTAMYaTb OT 60fiee OMacHbIX
33MKY/IAPHbIX BbICbINAHWIA, TaKMX KakK MpOCTOi repnec u crtagumno-
3pMus.
F0/10Ba HOBOPOXAEHHOIO MOXET ObITb CMJIHOLLLEHA, OCOBEHHO ecn
nepBblii pebeHOK M B pojax ero rosoBa AMTENbHO CAABMMBa-
acb. VMIHorga TeMeHHble KOCTU 3ax0AAT 3a 3aTbl/I0YHbIE U NI06GHbIE,
PV KecapeBOM CEYEHMM WM Ta30BOM Mpef/iexaHun naofa ronosa
LNMOBOPOXAEHHOr0 MMeeT OKpyrayk dopmy. JInHMM LIBOB 4Yepena,
|a Takxe pa3mepbl nepegHero W 3agHero pogHMUKOB crefyeT onpe-
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[ensaTb nanbnaTopHO. Y HOBOPOXAEHHbLIX pa3mepbl  POAHMYKOB
LUMPOKO BapbMpyHT; €CNN MepegHuii pogHMYOK HebGOMbLIOW, OH yBe-
NNYMBaeTCa A TeyeHUe NepBbiX MeCALEB XWU3HWU. Bonblive pasmepbl
N No3gHee 3aKpbiTUe POLHMUKOB BCTPEYatoTCs MNpPUM HEKOTOPbIX 3a-
6onesaHusAx (Tabn. 8-2). P3mMsAryeHme y4yaCTKOB KOCTEW

Ta6bnunuya 8-2. HapyweHus, cBsisaHHble ¢ 60MbWIMM pasMepoM MepefHero popg-
HUYKa

AxoHgponnasus HecoBepLLeHHbIi OCTeoreHes

*CyHopom Anepa HefoHOLLEHHOCTL

rvnoTrpeos MMKHOAM30CTO3

BpoXkaeHHbIe aHOMaIMM KOCTel KpacHyxa

CvHgpom XannepmaHa—lLLTpaiidiha CnHapom Paccenna

I" vapouedanua Tpucommsa 13, 18 21

"'vnodocaTtasss PaxuT BcreacTeve pedmumta BUTaAMU-
OTcTaBaHuWe BHYTPUYTPOOHOrO pasBuUTUA Ha D

cBojga 4yepena (KpaHuoTabec) O0ObIMHO BbIABASAETCA B Te-
MeHHbIX KOCTAX B 06/1acTW carMTTalbHOrO LBa W, Kak Mpasuio,
He MMeeT nocneAcTBuii. Ecnv OHO He uc4yesaeT, cnefyeT MCKaTb
NpUUYNHY naTosiornun. PasmsryeHme 3aTblIOYHbIX KOCTel cBMAeTesb-
CTBYET O HenpaBW/bHOW KanbuuuKaunm BCAeACTBME HECOBEPLLUEH-
HOr0 OCTEeOreHe3a, BPOXAEHHbIX aHOMasMii KOCTel, KpeTuHWU3Ma W
nHorga 6onesHn [ayHa. TpaHCUANIOMMHAUMA  yepena B TEMHOW
KOMHaTe, MccnefoBaHMe C MOMOLUbK Y/AbTPa3ByKa WM KOMMbKOTEp-
HO Tomorpadumu MOMOralT WCKUYNTL TMAPO3HLEDANNI0 WX Bbl-
H6yxaHne MO3roBbIX TKaHei.

Mpn ob6wem ocmoTpe Auua HOBOPOXAEHHOrO 0C060e BHUMaHWe
cnefyet obpaulaTb Ha Takue OCOGEHHOCTW, KaK BepTUKa/lbHas KOX-
Has cknagka (3MNMKaAHTYC), LUMPOKO MOC@KEHHble [/1a3a, HW3KO
PacnofiOKeHHbIE YLIHbIE PaKOBMHbI, YTO 4acTO CBA3aHO C BPOXAEH-
HbIMW aHOMaMAMM. JINLO HOBOPOXAEHHOr0 MOXET 6blTb acUMMET-
PUYHO B CBA3W C OCOBEHHOCTAMM MOSIOXKEHUA Mnaoda B pojax, napa-
nvyom VIl napbl 4epenHbiX HEPBOB, HeAOPa3BUTMEM MbIWIL, Yria
pTa. ECM HWXKHAA 4YentocTb Mofa Haxo4wnacb HarnpoTuB ero ne-
Ya WM KOHEYHOCTW, TO OHA MOXET ObITb 3HAUMTENIbHO OTK/IOHEHA
OT cpefHell NMHWW. Y HeLOHOLIEeHHbIX HOBOPOXAEHHbIX (opma ue-
perna HanoMWHAEeT TaKOBYH MpW rugpouedannn, TaK KakK Yy HUX
3HaUNTeNbHO npeobnafaeT WHTEHCMBHOCTb POCTa rO/IOBHOrO MO3ra
Haj, pPOCTOM APYrux OpraHoB.

nasa camonpon3BO/IbHO OTKPbLIBAKOTCA W 3aKpblBatOTCA Npu Mo-
KauMBaHUN W HaKMNOHax pebeHKa, 4TO CNYXMWUT MNposiBNeHWeM nabu-
PUHTHBIX W LWeiHbIX pedekcos. MNMpyu ocMOTPe OTKpbIBaTb rnasa
HOBOPOXJEHHOr0 TakMM 006pas3oM 3HaunTeNbHO yAobOHee, Yem npu-
NnogHUMaTb BEKW. 3payky CTaHOBATCA OAMHAKOBbIMWM MO pasmMepy
yepe3 HECKOJIbKO Hefeflb Mocse poxaeHus. KpoBOM3NUAHMA B CKIle-
py W ceTyaTKy KakK TakoBble He MpeACTaBnsAloT cob60M nmaTtonorum.
3paukoBble pediekcbl NOABAAKOTCA nocne 28- Hegenu 6GepemeH-
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HOCTU. Pafy>XXKy HeobxoAMMO  uccnefoBaTb C LE/b0 BbISABIEHUS
KO1060M 1 runepxpomun. Ecnn gmnameTp porosBuubl Y AOHOLIEHHONO
pebeHka npeBblwaeT 1 cM, crneayeT nofo3peBaTb  BPOXAEHHYHO
rnaykoMmy; B 3TOM CJ/lyyae MoOKasaHa CPOYHAass KOHCyNbTaumsa og-
Tanbmonora. [BYCTOPOHHME KpacHble pedieKcbl CBUAETENbCTBYOT
06 OTCYTCTBUM KaTapaKTbl WM APYrOi BHYTPUINA3HOW MNaTol0rum.
NHorpa BbisBNseTcA geopMaums YWHbIX pakKoBWH. OpHo-
M ABYCTOPOHHME ManuanoMbl, TOKaIM30BaHHbIE Nepes YLIHbIMU pakKo-
BMHaMU, BCTPeYalTCa [0BOJILHO YacTo. [Manuanombel Ha HOXKe nepe-
BA3bIBAOT Yy OCHOBAaHMWS, YTO MPUBOAUT K WX CYXOW FaHrpeHe n OT-
TopXXeHUto. bapabaHHy MepenoHKYy OCMaTPUBAKT Yepe3 Hapy>KHbIl
CNyX0BOI KaHan C MOMOLLbI OTOCKOMA, OHa 0ObIYHO TYCK/10-CEeporo
ugeTa. HocoBble xoAbl Y pebeHKa MOryT ObITb 3aKyrnopeHbl CKOMWB-
Wwelica B HWUX CAM3blo. MIHOrga BO3MOXHO MpPeXAeBPeMEHHOe Mpo-
pesbiBaHMe 3y60B W MOsB/eHUE [OMNOSIHUTE/bHBLIX 3Y60B B MOJIOXe-
HUM HWXHEro pesua waMm APYrom HenpasBWU/IbHOM MOJIOKEHUN. 3TU
3y6bl 3aTeM BbIMNagalT U Ha WX MeCTe [MOSABMAKTCA  MOJIOYHbIE.
C Opyron CTOpOHbI, 3ybbl Y HOBOPOXAEHHbIX BCTPEYaOTCA NPU CUH-
apome 3dnnuca—BaH-Kpesenbaa, XannepmaHa—LlUTpalidpda n He-
KOTOpPbIX APYrnx cuHgpomax. OfHaKo npexzaeBpeMeHHOoe MnosiBleHue
MOJIOUYHbIX 3y60B — SIBJIEHWE [0CTATOYHO penKoe.
Msarkoe v TBepfoe Heb60 Heob6XxoAuMMO ocMaTpuBaTh 419 BbisiB/e-
V'  HUSA CKPbITOW pacLe/iMHbl UM ero apKoBMAHOM KoHdurypaumn. Ha
TBEPAOM HebGe no 06enm CTOpOHaM OT CpegHer SIMHUKM MOTryT MOsiB-
NATLCA BPeMEHHbIe CKOMMEHUSA KETOK 3NUTeNUs, Ha3blBaemble X e M-
j YyXnMHamm 3dnwTenHa. CxogHaa Mo BUAY PEeTEHLMOHHas Kuc-
i Ta MOXeT ObITb /iOKanM3oBaHa Ha fgecHaX. O6bIYHO 3TWU 06pa3oBa-
HUA MCYe3aloT CrOHTAaHHO B TEYEHME HECKOJSIbKUX Heaenb nocre
poxaeHus. O6bIYHO Ha 2-i UM 3- OeHb XXU3HW Ha MepegHux Heb-
| HbIX AyXKax MNOSABNAIOTCA 6enoro WM XenrtoeaTtoro LuBeTa (onam-
| Kynbl NN 3puTeMaTo3Hble A3Bbl, 0ObIYHO GeccrielHO ucyesarline Ha
| 2—4-in peHb. CnOHOOTAENEHNE A1 HOBOPOXXAEHHbBIX HE XapaKTepHO.
; $3bIK Y HMX 06bIYHO 60/LLIOI0 pa3mepa, y3AeudKa MOXeT OblTb KO-
| poTKOW, 4TO, O4HAKO, He O3Ha4yaeT HeoOXOAMMOCTWM ee MoApe3aHus.
| WHorpga cnuauctasd 060/104Ka NOg A3bIKOM 06pasyeT 3HauMTeNbHYH0
| cknagky. LLekn 06bI4HO MOSHblE KaK CHapYXW, TakK M U3HYTPU M3-3a
| ckonnieHns >kmpa, 06pasylowero >XMpoBoe Teso LWekn. OHM uncue-
| :3al0T C NpekpalleHremM cocaHusl, KakK M OYyropoK Ha BepXHel ryb6e.
3eB HOBOPOXXAEHHOIO, TPYAHO MOAAAKLWMIACS OCMOTPY M3-3a Heb-
|. HOM gyrn, p[OMmKeH 6bITb TEM He MeHee TuaTe/lbHO OCMOTPEH
1 ¢ uenblo BbIABAEHUS paclienneHns 3agHero Heba wim A3bivka. Pas-
| Mep MWHAaNNH HeBenuk.
[na HOBOPOXAEHHbIX TUMUWYHA KOPOTKas LWwesd. BpoxaeHHble fge-
i (bekTbl B ee o06nacTu penkwn, cpean HUX BO3MOXHbI 300, KAUCTHI,
| rurpoma, CBMWM U M3MEHEHUS  TPYAUHOKIHOUNYHO-COCLIEBUAHOIA
W MbILWLUblI 06bIYHO BC/EACTBME POAOBOMA TpaBMbl. M3ObITOYHbIE KOX-
1Hble CKNagKW y [eBOYEK MOryT ObITb CBA3aHbl C cCUHApPOMOM Tep-
Hepa. 06e KNwUULbI NanbAUPYOT C LUEeNbl BbIABNEHUA WX nNepe-
S Jlomos.l
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MHOro JaHHbIX O PYHKUWW NErKUX MOXHO MOJSly4nuTb, Habnogas
3a [blXaHMeM HOBOPOXAeHHOro. CMMNTOMaTU4YHa BapuabesibHOCTb
YacToTbl U pUTMA AbIXaHUSA B 3aBUCMMOCTU OT ABUraTesIbHOW aKTuUB-
HOCTW, COCTOAHMA 604PCTBOBAHUSA WM CHA, KPUKa WU MOKOS.
Bcnepctene nabunbHOCTUM [AbIXaHWSA €ro 4acTtoTy cliegyeT onpeje-
NATb B TeYeHWe MOMHOM MVHYTbl Y HOBOPOXAEHHOr0, HaxoAsllerocs
B COCTOSIHUWM TOKOS, MPeanovyTuTesibHee y cnswero. B atom cnydvae
CpefHAA 4acToTa AblXaHUs Yy [AOHOLUEHHOro HOBOPOXAEHHOrO B HOP-
Me coctaBnfetr 30—40 B 1 MWH;, Y He[OHOLIEHHOr0o HOBOPOXAEH-
HOro AbIXxaHWe 605ee yacToe W nabunibHoe. YacToTa AbixaHus 6onee
60 B 1 MWMH B Mepuof PerynsapHoro AblXxaHWs CBUAETENbCTBYET
0 CepAeyvHOolr W NeroyHon HefoCTaTOYHOCTM. Y HELOHOLUEHHbIX AeTei
B HOpMe [AbixaHWe MOXeT 6bITb Tuna YeinHa—CTOKca, T. €. mepuo-
ONYEeCKoe [bIXaHWe C HeperysisapHbIMU AbiXaTe/IbHbIMU OBUXEHNAMMN.
B TeyeHue nepBbIXx 24 4 XKM3HWU AblxaHMe Tuna YeiHa—CToKca Obl-
BaeT pefko. Hes3aBUCMMO OT 3pPesiocTV HOBOPOXAEHHOro yayuibe,
COMPOBOXJatoLleecsd KOHBY/IbCUBHBbIMU ABVMXEHUAMMU MbllL, N0460-
poAka W pTa, OMpefesieHHO yKa3blBaeT Ha Cepbe3Hble MOBPeXAeHus
[ObIXaTe/IbHOro LieHTpa.

Tun AbIXxaHWA Yy HOBOPOXAEHHbLIX MOYTM MOSIHOCTBIO Anadpar-
Ma/ibHbli, OHO COMPOBOXAAETCA BTSXEHMEM MOAAT/IMBbIX Y4acTKOB
rPYAHOM KNETKM Ha BAOXe W BbiNguMBaHMEM XMBOTa. Ecnm npu
9TOM pebeHOK HaxoAWMTCA B COCTOSAHWM MOKOA, paccnabfieH, y Hero
HOPMaJ/lbHbI UBET KOXW, HO TaKoe «MapajoKcasibHOe» ABWXKEHWE
rpyLHOM KNeTKM elle He CBMAETeNbCTBYET O HEAOCTAaTOYHOW BEHTU-
nauum nerkmx. C Apyroi CTOPOHbI, (POPCUPOBAHHOE AblXaHue CBU-
[JeTeNbCTBYeT O pecrnupaToOpHOM  AUCTPECC-CUHAPOME, MHEBMOHUMU,
aHomManmAax W  PYrux MexXaHUYecKuX MOBPEeXAeHUSAX Nerkux.
[bixaHne, cOMpoOBOXAAtOLIeeca Xpunamu, WM CTOHYLUee [bIXxaHue
MOSABNSAETCA MPU TAXKE/bIX €ro HapyLUeHUsX.

O6bIYHO Y HOBOPOXAEHHbIX AbixaHne OpPOHXOBE3UKYNATOPHOE.
Mpyn NoJo3peHMM Ha NEeroyHyro NaTosorui BereacTBue ocnabneHuns
ObIXaHUA, XPUMoB WU MNPUTYMIEHUA MEPKYTOPHOro 3BYyKa Bcerga
cnefyeT MpoOBOAUTbL PeHTreHorpaduio rpyaHoN KNeTku.

OnpepeneHve rpaHul, cepaua 3aTpyAHeHo u3-3a UHAMBUAyaNb-
HbIX pas3nyunii pasmepoB N (OPMbl FPYAHON KNETKM Y HOBOPOXKAEH-
HbIX. CnefyeT onpefensaTb MEeCTOMOJIOKEeHWEe cepaua C Lesbio Bbl-
ABMIEHMS  [JeKcTpokapaun. MoryT npocnywmsatbCsa  npexogsime
WYMbl, OAHaKO LUYyMbl, COMPOBOXAAOLLME BPOXAEHHbIA NOPOK cepa-
ua, npocnywusalTca B 60see nos3gHWe nepuogbl Xu3HW. CTeneHb
HaJeXXHOCTN OrnpefesieHns BPOXAEHHOro Mnopoka cepaua Ha OCHO-
BaHWW MPOC/YLWMNBAEMbIX Y HOBOPOXAEHHOrO  LUYMOB COCTaBnseT
Bcero 1:12. Mpw noAo3peHUM Ha cepbe3Hoe 3abosieBaHWE cepaua
PeKOMeHAyeTCs MPOBECTU 3XOKApPAWMO-, 3NEKTPOKAPANO- U PEHTIEeHo-
rpaguio. B HOpme y HOBOPOXAEHHbIX MY/bC MOXET BapbMpOBaTb
or 90 ygapos B 1 MMH B cOCTOAIHUM cHa A0 180 B MOMeEHT ABura-
TeNbHOW aKTUBHOCTWU. [MapoKcu3amanbHas TaxvKapausa nerdye auar-
HOCTUPYETCA C NOMOLUBIO 3NEKTpOoKapanorpapumm, 4em npu aycky’sib-
TauMn. Y HeOOHOLIEHHbIX HOBOPOXAEHHbIX 4acToTa CepAeyHbIX Co-
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BpaLLeHUIi B COCTOSHUM MOKOS cOCTaBNsAeT 06bl4HO 140—150 B 1 MUH.
Y HUX OTMedyaeTcs TeHAEHUMS K pa3BMTUIO CUHYCOBOIM 6pagukap-
ann. Mynbc cnefyeT NanbnupoBaTb Ha pyKax M Horax pebeHka
cpasy nocre poXAeHWA U Nepef BbINUCKOWA M3 CTalMoHapa.

Mpun guarHocTUKe 3ab60/1€BaHUI Y HOBOPOXAEHHbIX MOME3HO WU3-
MepsATb apTepuanbHoe JaBfeHne, MeTopn aycKynbTauuu
C yCMexoM NpUMeHsieTcs MpW YC/I0BUMK, eciM MeMOpaHa CTeTocKona
HeboNbWNX pa3mepoB. MeToA, OCHOBaHHbIA Ha 3athdekTe [fon-
nnepa, 3aKIl4YaeTcd B UCNOAb30BaHWW TpaHCHOPMAaLMOHHOIO
YCTPOIiCTBAa Ha MaHXeTe, C MOMOLLbIO KOTOPOrO WCNycKawTca W
NPYHMMATCS YNbTPa3BYKOBbIe BOJHbI. [py MoOMOWM 3TOro metoaa
PerucTpupyloT ABUXEHWUS apTepuasibHOl CTEHKM W TouHee onpeje-
NAT AMaCcTO/IMYECKOE U CUCTONUYecKoe faBneHue. ManbnaTtop-
Hbl/i MeTOA W3MepeHUs [JaBfleHMs 3akK/l4vaeTcs B TOM, 4TO
CUCTONINMYECKOe [JaBfieHne OonpeaensieTcsa MNpu YMeHbLUeHUW [aBfie-
HUSE B MaHxeTe. [lpu MeTode NOKpaCHeHMWSA, MpU KOTOPOM
MaHXeTa cfaBnuBaeT TKaHW PyKM A0 M06MefHEHUS ee AUCTa/bHbIX
OTAENOB, PErnucTpupyrT CUCTONNYECKOE [JaBfIEHWEe B MOMEHT Mo-
KpPacHeHUs1 pyKWM Hubke MaHXeTbl. OfHaK0 MepeyncnieHHble MEeTOAbI
OTNNYaTCs TeM HeAOCTAaTKOM, UTO MPM WX UCMOMIb30BaHWM  He
perncTpupyeTcsi NynbCOBOE AaB/fieHUE WM NOKa3aTesnM CUCTO/IMYECKOTO
N AUacTONIMYECKOro AaBrfieHUs OnpeaensitoTcs C TOW XXe TOYHOCThIO,
4YTO W MpY aycKynbTauumu. MNOCTOSAHHOE WM MEPUOAMYECKOE UK3Me-
peHve apTepuanbHoro gaeneHuss (Af[l) y HOBOPOXAEHHbLIX NpU Mo-
MOLLM KaTeTepa, BBOAMMOIO B MYMOYHYH apTepulo, peKoMeHAayeTcs
Npv MOJ03PEHNM Ha CEPbe3HYK MaToMorMi 1 B Manatax WHTEHCUB-
Hol Tepanun (puc. 8-3).

ManbnaTopHOe wuccrnefoBaHMe O6pPOLWHON nonocTu. [leveHb vy
HOBOPOX/AEHHbIX BbICTynaeT W3-nof Kpas pebepHoi gyru He 6onee
YeM Ha 2 cM K 06bIYHO Nerko nanbnupyeTcs. Pexe yaaeTcs nasb-
nMpoBaTb Ccene3eHKy. Pasmepbl M MOMOXeHWe 06enx Mo4vek ycTa-
HaBNMBAOT MeTOAOM rnyboKol nanbnaumMm npu nokasaHuax. U3y-
YyeHMe MNaTO/IorMYeCKMX Macc, 06HapPY>XeHHbIX NPV Nanbnauuu, npo-
BOAAT HeMeA/IeHHO C MOMOLLbI Y/bTPa3BYKOBOW AMarHOCTUKW. U3
NaTo/IOrMYecKMX Macc uYalle BCEro BbISIBAAKT ruapoHedpos, Auc-
nnasvo MoYeK, WX 3MOPUOHasIbHbIE  OMYXO/SW, KWUCTbl SANYHUKOB,
YABOEHME OTAeNa KulleyHuKa. B3gyTme >XmMBOTa CBUAETENbCTBYET
06 06CTPYKUMM WM Mepgopauum KMLWeYHWKa Yallle BCero B pesy/b-
TaTe HENPOXOAMMOCTM MeKOHWs, a B 60nee MNO34HWIA Mepuof —
0 HEenpoXOAUMOCTM HWKHUX OTAEN0B KULUEYHWKA WU MNEPUTOHUTE.
NapbeBnaHaa Gopma >XMBOTa Y HOBOPOXAEHHbIX BO3MOXHa nNpu
AnadparmanbHoOW rpbixe. Cofep>aHue BO3Ayxa B XeNyLOoYHO-KU-
LWEeYHOM TpaKTe Y HOBOPOXAEHHOrO 3HauuMTeNlbHO 6onblie, Yem B
Apyrue nepviofbl XXWM3HW. BplolwHas CcTeHKa, OCOBEHHO y HeAoHo-
LWEeHHbIX feTeld, ocnabneHa. PacxoXAeHUWenpAMblX MblLL,
XMBOTA W NynoyHas rpbbka BCTPeYalTCs  AOCTATOYHO 4acTo,
OCOOEHHO Yy fAeTeli HerpouaHol pachl.

MonoBble olpPaHbl M MOSIOYHbIE YKefe3bl Y HOBOPOXAEHHbIX
06bIYHO pearnpyloT Ha AeACTBME MOMYYEHHbIX TpaHCcnaalLeHTapHo
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Puc. 8-3. NlnHenHas perpeccns n 95% npegen AOCTOBEPHOCTU, XapaKTepu3yowmii
cpefHWe MokasaTenn AaBfieHUst KPOBW B aopTe Yy feTeil yepe3 2— 12 u nocne poxgae-
Hus [KWerTan J., Philbs R, Toaey W. Pediatrics, 1969, 44, 959].

MaTepPUHCKUX TOPMOHOB. [pu 3ToM y fAeTeil o06oero nosfa MOJOY-
Hble >Xesnesbl YBe/IMYMBAOTCA WM HauMHAKT CEeKpeTuposaTb. Y [eBO-
YeK MOryT 6biTb €nabo BblpaXeHa rMNepTPOPUSA HapY>XHbIX MOOo-
BbIX OPraHoB W He3HauuTe/lbHble HErHOWMHbIE BblAeNeHusA. 3TN M3Me-
HeHVs npexoAswM W He TpebywT BMmewarTenscTsa. B Hopme y
Ma/IbYMKOB MOLLUOHKa OTHOCWUTENIbHO YBeNMYeHa B pasmepax. 3Ha-
yYnTeNlbHOE yBENUYEHMe ee MOXET MPOM30WTW B pesysbTaTte TpaBMbl,
POXAEHUA M/iofa B Ta30BOM MpefsiexaHun W npyu TPpaH3uTop-
HOM BOAAHKEe fAMYeK, KOTOpyl AnddepeHUUpYOT OT FPbIXK
nasnbnaTopHO WM C MOMOLLbIO TPAHCUIIOMUHALUN. ANYKM MOTYT
Haxo4uUTbCA B MOLUOHKE WM B MaxoBOM KaHane. MHorga OHM He
NpoLLyNbIBatOTCA [0 CMNOHTAHHOrO OMyCKaHWSA B MOLUOHKY B 6onee
no3gHuii nepuof fdetcTBa. MNUrMeHTaLMa MOLWIOHKMA 06bl4HA Y AeTei
HerpouMaHol pacbl ewe [0 MOTEMHEHUSA OCTa/IbHbIX Y4acTKOB Tena.

KpailHas nnoTe HOBOPOXAEHHbIX B HOPMe MM0THas W chnasHa,
4YTO He CBMAETENbCTBYET O Heo6XoAMMOCTM ee wuccedyeHuUs. Bblpa-
YKeHHasa Truno- WAM 3nucnagus Cny>XuT MPU3HAKOM, Ha OCHOBaHMU
KOTOPOro MOryT 6bITb 3anofo3peHbl aHOMasMKU MNOJIOBbIX XPOMOCOM
AN MacKynuHu3aumsa ¢ runepTpodmeli KaMTopa Yy [AeBouek, Kak
paHHee nposiBNEHWe afpeHOreHUTasIbHOro cuHapomMa. 3peKuusa no-
JIoBOro 4sieHa o6bl4HA W He CBUAETEeNbCTBYET O natosiornu. Moue-
UCMyCKaHMe MpOoUCXO4MT BO Bpems POLOB WM cpasy Mocne Hux,
Mnocne 4Yero OHO MOXXeT OTCYTCTBOBaTb B TEYEHME HEKOTOpPOro Bpe-
MeHN; Yy 95 % HOBOPOXAEHHbLIX MOYEnUcnyckaHue HacTyrnaeT B Teye-
HVe 24 u.
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MeKoHMIA 00bIYHO BbIJENSETCA B TeyeHue nepBbiX 12 4 nocne
poxaeHus; y 99 % pgoHoweHHbIX 1 95 % HefOHOLEHHbIX HOBOPOX-
[JeHHbIX OH BblAenaeTca BrepsBble 484 XU3HW. ATpe3nsd aHalb-
HOro OTBepCTUA He BCerga OnNpefenseTcs BM3yalbHO; OHa
noaTBepXaeTcA BBeAEHVWEM peKTa/bHOM Tpybkum wnm V.  nanbua
PYKM Bpaya B 3afHernpoxofHoe OTBepcTue. AMouYKa WM U36bITOY-
Hble CKNagKM 0ObIYHO MPUCYTCTBYHOT MO CPefHEel SIMHUU B KPecT-
LLOBO-KOMNYMKOBOW 061aCTV M MOTFYT ObiTb CNYTaHbl C SNUTENNASIb-
HbIM KOMYMKOBbIM XOA0M.

Mpn ocMOTpe PYyK M HOr HeobXOAMMO YUYWUTbIBATb MOJIOXKEHMe
nnoga. 3To UMeeT 0CO6eHHO 60/bLIOe 3HayeHue MpPU ero Ta3oBOM
npeanexaHun. rogo3peHne Ha MepesioM WM MOBPEXAEHWE Hepsa
B pogax 06bl4HO MOATBEPXAAETCA NpU HabnwieHWW 3a ABuUratesib-
HOM aKTUBHOCTbIO HOBOPOXAEHHOro. Kuctu un cronbl  cnegyet
ocMaTpumBaTb Ha NPeaMET BbIABIEHUSA MOMN- U CUHOAKTUIUW W naTo-
NOTNYECKUX [AepMaTornngnyeckmx MNPU3HAKOB, TakKMX KakK «06e3b-
AHbS» JIMHUS.

Y BCex HOBOPOXAEHHbIX HEOO6XOAMMO onpefenvTb (PYHKUWUIO Ta-
300eipeHHbIX CYCTaBOB AN BbISIBIEHWUA BPOXAEHHbIX BbIBUXOB.

Hesponormndeckoe o6csenoBaHMe CM. B COOTBETCTBYIOLWEM pas-
nene.

yXo4 3A HOBOPOXAEHHbLIM

OCHOBHble TPeGoOBaHUSI MO yX04y 3a HOBOPOXAEHHbIM CBOASATCS
CefylolWemMy: OKa3aHWe HEeOT/IOKHOW MNOMOWM B pofax, KOHT-
O/lb 32 YCTAHOBKOW [AblXaHWSA W nocfefoBatefibHas  Mo-
OlWlb B afeKBaTHOM BCKapMAUBaHWUW, MNoAAepXaHWe HOpP-
anbHOW TeMnepaTypbl Tefna W NPesynpexgeHne KoH-
akKTa ¢ MHpeKuuen. 3Tn TpeboBaHWS AO/MKHbI  BbINO-
ATbCA B YC/IOBUSIX, KOrga 0G6ecrneyvBaloTCs He TOMbKO MeuLUH-
CKasi MOMOLLb M pacro3HaBaHWe MaTosioruKn, HO U MUHUMAIbHOE MO
CpoKam oTheneHne pebeHKa OT MaTepu. YXOn 3a AOHOLIEHHbIMW U
HeJOHOLLEHHBIMA HOBOPOXAEHHLIMU Pa3/IMYaETCs J/IMWWb MO CTEMEHU
3HAYMMOCTU TOFO WU WMHOTO U3 MEPEYUC/IEHHbIX TpeGoBaHUA.

[MOMOLLb HOBOPOXXAEHHOMY B POAW/ILHOM 3a/e

HenocpefcTBeHHO nocne poxaeHUs pebeHka K3 rpynnbl HA3KOro
nucka cnegyet OnycTWUTb FOMOBOM BHWU3 AN MEXaHWYECKOro ouuiie-
M POTOBOI, HOCOBOW MOMOCTEN W MOMAOCTM [/IOTKM OT XWUAKOCTH,
/IN3U, KPOBM W aMHUOTMYECKOW XWAKOCTM WAM O0TCOCaTb WX pesu-
OBOW rpyLlleii Winm MArkMM KaTeTepoM. YaaneHue cnv3n ¢ Heba u
M3 rNOTKN MapneBbiMU caneTKaMy HelenecoobpasHo, TakK Kak npwu
3TOM MOryT OblTb HaHeCeHbl MOBPeXaeHus (ccaguHbl), MOryT pas-
BUTbCA MOJIOYHULA, KPbIIOBUAHbIE aTbl HOBOPOXAEHHbIX (adTbl
begHapa) © pexe OAOHTOreHHbIi OCTEOMMENUT W 3arf0TOYHbIN
abcuecc. Ecnm coctosiHne pebeHka yAOBNETBOPUTE/IbHO, €r0 MOXHO
nepefjartb MaTepu, 4TOGbl cpa3y >e YycTaHOBMacb ee CBA3b C pe-
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Tab6nunua 8-3. KnMHMYeckas oueHKa COCTOAHUS HOBOPOXAEHHOrO

CumnTom 0 1 2
YacTtoTa cepaue- OTCyTCTBYET MeHee 100 B 1 mvuH bBonee 100 a 4 MuH
61eHni
[ObixaHne To xe BpagnnHoa, Hepery- B HOpMe, TPOMKMIAY,
nApHoe KPUIK
MbIlWEYHbIA TOHYC  Cnabblii Nerkas cTeneHb AKTVBHbIE — [BUXKe-

CrmbaHnsi KOHeY-  HuA
HoCTeM
PethnekTopHaa pe- OTcyTcTBYET MprmMaca Kawenb, ynxaHbe
aKkuMs Ha BBefe-
HMe KaTeTepa B
HocornoTky  (Mmo-
C/le ee OYUCTKMN)
LiBeT KOXu BneAHOCTb, CUHIOLL- PO30BbIN,  CUHIOL- PO30BbIi
HOMBb (UMaHo3) HOCTb PYK U HOr

MpumeyvaHwne. CocTosAHMe pebeHka oueHMBaOT 4epe3 60 ¢ nocne poxaeHusa (Hesa-
BUCMMO OT POXAEHUS MYMNoBWHbI W MNMaLeHTbl) N0 NATM O6bEeKTUBHBLIM MpPU3HaKam, MNpuBefeH-
HbIM B Tabnuue, KaxAbli M3 KOTOPbIX oueHMBawT B 0, 1 wm 2 6anna. O6wasa oueHka B 10
6a/110B CNY>XWUT roKa3aTesieM OMTUMA/IbHOMO K/IMHWYECKOro COCTOSIHUSI HOBOPOXEHHOro [Ap-
gar V.: Current Anesth. Analg., 1953, 32:260].

6EHKOM M Yy Hee 6blla BO3MOXHOCTb 3a60TUTbCA O Hem. [Mpu nto-
60M nNOAO3pPeHUM Ha YrHeTeHue pAblxaHUs pebeHKy cnegyeT AdaTb
rpesiky 1 MofioKMTb BHU3 FOSI0BOM. B Lenax AnarHOCTUKM 1 onpe-
JeneHvs HeobxoAMMOCTM MEAULMHCKOW MOMOLM COCTOSIHME HOBO-
pPOXAEHHOro oueHMBalOT Mo Lwkane Anrap (tabn. 8-3) uepes 1 wu
5 MWH nocne poxaeHusa. OueHKa 4yepe3 1 MWUH nocne
poXAeHWA MnNoMoOraeT OonNpefesinTb BEPOATHOCTb
acpPuKCUM N HeoBXOAMMOCTb MUCKYCCTBEHHOW BEH-
TUNALNUN NEerkux; OueHKa 4Yepe3 5 MUH Hambonee HafexHO
CMoco6CTBYET OMpefe/ieHVN0 BepOATHOCTU BbDKMBaHUA (puc. 8-4)
WM HEBPOJSIOTMYECKNX OCNOXHEHWI. MMpy  BbINageHWM MyNOBUHBI,
3ano3ganbiXx pofjax W npusHakax BHYTPUYTPOOGHOW acukcum Tpe-
byeTcA HewmeA/leHHas peaHuMMauuMs W nocnegywoliee  TwlatenbHoe
obcregoBaHue. pu pojax C MOMOLLbIO KecapeBa CeYeHUs Mo He-
BbISICHEHHBIM NMPUYMHAM B XKenyAKe HOBOPOXAEHHOro CKarnjnmBaeTcs
60nblle XUAKOCTW, YeM NPWU MPUMEHEHUN APYrMX MeTOA0B pPOoAo-
BCNOMOXeHuA. C Uuefnblo NpefoTBpalleHnss BO3MOXHOW acnmpaumn
COAEPXUMOro >XenyAka pPeKoMeHAyeTCAa KakK MOXXHO paHblue mnpo-
BECTM €ro OMOpPOXKHeHMe Mpu MOMOLUM XXenyAoYHOro 30HAa OCO6eH-
HO Yy feTeil, poAMBLUMXCA C Masoli maccoil Tena. CKOpOCTb MmoTepwu
Tenna y HOBOPOXAEHHbIX B 4 pa3a MpeBblllaeT TakoBYH Yy B3pOC-
Jloro 4yenoseka. B 00blYHbIX YC/IOBUAX PoAuibHOro 3ana (Temnepa-
Typa Bo3gyxa 20—25°C) cpa3y nocrne poXAeHUs TemnepaTypbl
KOXN Yy pebeHka cHmxaeTcsa Ha 0,3° a B NpAMOM KULIKE NPUMEPHO
Ha 01°C B 1 MUH. KyMy/ndaTuUBHbIE Ter/onoTepn COCTaBMANT 2—
3°C (TemnepaTypa B NpsIMOii KWULIKE), YTO COOTBETCTBYET Tenso-
notepe npumepHo 200 kan/kr. MNoTepu Tenna o06yCNOB/EHbl KOH-
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0-3 4-6 7-8 9-10
OueHka no wkane Anrap 4yepes 5 MUH nocne poxaeHnsa
Puc. 8-4. YpoBeHb CMepTHOCTM B MepBble 28 AHel XU3HW JeTell ¢ pasHbIMX OLEeHKa-

MM MO LKane Anrap 4yepe3 5 MWH Mocfe POXAEHUSI MO OTHOLUEHWIO K Maece Tena
[Drage J. S,, Berendes J. Pediatr. Clin. North Am., 1966, 13:635].

BEKLMEN TensoBol 3Heprum B 060/s€€ XONOAHbLIA OKpPYyXXatownii
BO34YyX, KOHAYKLUMEW Tenna Ha OKpyxawuwme pebeHka npeagmeTbl,
TENNOBbIM W3IYYeHUWEM OT HOBOPOXAEHHOIO Ha OKpYyXato-
Wwme TBEpAble NpeaMeTbl U MCMapeHMeM C MOBEPXHOCTU BlaX-
HO KOXWM M M3 nerkux (PyHKUMS  anbBeOsIAPHON BEHTUAALMN).

Y [OHOLWEHHbIX AeTel, NofBepraBLUIMXCA OXNAXAEHWUIO Mocne po-
[OB, MOryT pa3BMTbCA MeTabonnyeckuii  aumpos, OTHOCUTeNbHas
TMNOKCEMUA W TUMOT/IMKEMUSA, MOBBLICUTLCA BblAENEHVE BOAbI N 31eK-
TPONUTOB MOYKaMU B CBA3W C MOMbITKAMW KOMMEHCUPOBATb MOTepu
Tenna. TennonpoayKUMA YBeMUMBAETCA 3a CYET YCKOPeHUS MeTa-
601M3mMa 1 noTpebrieHNs KUCIopoda W MyTeMm ceKpeuumn 60/bLUero
KONMyecTBa HOpafpeHasiMHa, 4YTO MOBbIWAET HECOKPaTUTENbHbIN
TepMOreHe3 3a CYET OKWUC/EHUA XMUpa, ocobeHHO 6yporo. Kpome
TOro, MOXeT MOBbICUTbCA MbllLIeYHAsA aKTMBHOCTb. [pu runornuvke-
MWW WU TUMOKCUWN B YC/IOBUAX MOHWXEHUS TemnepaTypbl OKPYXato-
Wwe cpegbl NoTpebnieHWe KUCIOpofa He YBENNYMBAETCH, B pe3y/b-
TaTe BHYTPEHHsA Temnepatypa Tefna CHukaeTcs. ocne poxaeHus
Yy MHOrMX [JeTeli OTMeuyaeTCs He3HauunTeSlbHbli  MeTabonnueckuia
aunaos, KOppuUrupyemblii TUNEepBeHTUAAUMENR. Y BANbIX HOBOPOX-
[JeHHbIX W NOABEPraBLUNXCA XOJI0A0BbIM Harpyskam B POAUILHOM
3afie TUNepBeEHTUNAUMA 3aTpyAHeHa. B cBA3WM € 3TMM HOBOPOXAEH-
HOro cnefyeTt O6CYWNTb M NGO 3aBEPHYTb B MNesieHKU, Nnéo o060-
rpeBaTb C MOMOLLbIO  TPefikM WAN HENnoCpPeACTBEHHOIO0  KOHTaKTa
c Tenom matepu. NOCKONbKY peaHMMaLNOHHbIE MEPONPUATUS TPYA-
HO MPOBOAWTb, ecnn pebeHOK 3aBepHYT B MEMeHKM WM HaxoauTcs
B 3aKpPbITOM KyBe3e, WCNO/Mb3YyT TenaonsnyyaTenu.

MpodhrnakTnkKa NHPUUMPOBAHNA KOXKHbIX MOKPOBOB U MYMOBUHBbL.
ONna CHMWKEHUA BO3MOXHOCTU MHMULMPOBAHUSA KOXWU W NYMNOBUHbI
BCA MOBEPXHOCTb Tefla HOBOPOXAEHHOro M MynoBMHA LO/DKHbI ObITb
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OUULLEHbI B POAUNBHOM 3ajle WM nanaTe HOBOPOXAEHHbIX, A1 Yero
NCMNONb3YKT CTEPWUSIbHbIE MENEHKKW, CMOYEHHbIe B TENJoN Boge w/wnB
HEKOHLEeHTPUPOBaHHOM MbIfIbHOM pacTBope. CnegyeT Takxke Tuia-
Te/IbHO OYUCTUTb CKNaAKM KOXW B MeCTe MPUKPENIEHUS MynoBUHbI.
Mpu OTCYTCTBUM ONACHOCTU OXJTXKAEHUS HOBOPOXAEHHOTO MOXHO
06MbITb BOZOW, MOAOrPEeTON A0 TemnepaTypbl Tena. 3ateMm pebeHKa
06TMpaloT [ocyxa, 3aBOpayvMBalOT B CTEPU/IbHbIE MESIEHKU U OTMpas-
NAT B Nanaty HOBOPOXAEHHbIX. [NA YMEHbLUEHUS BO3MOXHOCTU
NPOHUKHOBEHMSA WH(EKLUUN BEPXHIOKD MENEHKY CHUMAOT Mpu BXoAe
B Manaty HOBOPOXAEHHbIX. ExxeHeBHO pebeHKa KynalT Tem e
cnocobom. KynaHue B 3% pacTBOpe rekcaxiopoeHa B TeyeHue
ONUTENbHOr0 BPEMEHW He PEeKOMeHAyeTCs, TakK KakK 3TOT pacTBop
HeMpOTOKCUYEH, OCOBEHHO ANA HEAOHOLUEHHbIX AETel, reCTaunoHHbIN
BO3pacT KOTOpbIX He npeBblwaeT 35 Hed WM macca Tena cocTasnsieT
He 6onee 1200 r, a TakXe AN HOBOPOXAEHHbIX CO ccaguHamn Ha
Koxe. OpHopa3oBoe KynaHue B 3% pacTBope rekcaxnopogeHa ye-
pe3 2—4 4 nocne pPOoOXAeHUS 3HaYMTEeNIbHO YMeHbLUaeT CKOpPOCTb po-
CTa KO/MOHWIA 3010TUCTOro cTaunokokka. [pwu BblgeneHun nato-
FEHHOro CTaUIOKOKKa B ManaTe HOBOPOXAEHHbIX WM ovara KOX-
HOM WH(EKUUN HOBOPOXAEHHOrO MEPUOAMYECKN KyrmatoT B 3TOM
pacTBope. 118 MbITbS PyK MEAULUHCKOIO MepcoHana MNpPUMEHSIOT
pacTBOp C rekcax/0poeHOM WA ApYrMMyM MNOAOCOHbIMU Ae3NH(PULM-
pylowmmMm cpeacTsaMn. PeKOMeHAyeTCa TLaTeNlbHO MbITb PyKM A0
NOKTS (B MEPBOM pacTBOpe B TeYEHME 2 MWUH M BO BTOPOM B TeUeHMe
15—30 ¢) MeAauLMHCKOMY MepcoHasny W NoceTuTenaM nanaTbl HOBO-
pOXAeHHbIX. MeHee NpPOAO/MKMTENbHAA, HO TlaTesbHas NOBTOpHas
06paboTKa pyK Moc/e KOHTaKTa C HOBOPOXAEHHbIMW Heobxoanma
ANna nuy, 06CNy>XMBAKOLWMX Nanaty HOBOPOXAEHHbIX. [MepBuuHas u
eXefHeBHas 00paboTka ocTaTka MynoBUHbI OaKTepUUMAHLIM pac-
TBOPOM KpacuTesneli MpUMEHSETCA C Lenblo NPoUNakTUKM  UHGKU-
LMPOBaHMA BMIOTb 4O BbINUCKN pebeHKa M3 PoAW/IbHOIo AoMa.

[pyrve Heobxooumble MepPONpUATUA MO yXo4y 3a HOBOPOXAEH-
HbiM. BCeEM HOBOPOXAEHHbIM MNPOBOAAT MPOPUIAKTUKY FOHOGMEH-
Hopewn, ANA Yero B rnasa 3akanbiBawT 1% pacTtBop HuUTpaTa ce-
pebpa, 4TO npeacTaBnseT coboii Hambonee nNPOBEPEHHbI M Ha-
OeXHbli MeTog, Kpome TOro, MOXHO MCMNO/b30BaTb 3PUTPOMULIMHO-
Bble Karnau, 0cO6eHHO 3MMEKTMBHbIE MPU KOHBIOHKTUBUTE, BbI3BaH-
HOM XlaMugnamu. 3Ty npouesypy MOXHO OT/IOKUTb TOMbKO Ha
KOPOTKMIA Mepuof nocne poAoB, HEOOGXOAMMbIA ANns  YyCTaHOBEHUS
KOHTaKTa MmaTepu c pebeHKom. [locne WHCTUANAUMW  Kanesb pac-
TBOpP He crnefyeT BbIMbIBaTb U3 r/as.

HecMOTpsa Ha TO YTO KPOBOU3/IMAHUA Y HOBOPOXAEHHbIX MOryT
6bITb 00YCNOBMEHbI APYTUMU MPUYMHAMMW, HEXeNn fePUuLuunuT BU-
TamMuHa K, BHyTpUMbILEYHOEe BBeAeHWe ero BOAHOro pacTsopa B
[o3e 1 Mr Moka3aHO BCeM [eTAM cpasy XXe Mocne poXAeHus Ans
KOPPEKLMN KoarynonaTuii, CBA3aHHbIX C rvnosmtammHo3om K. Og-
HaKo BBefeHMe 60/bLUMX KOIMYECTB BMTaMMHa K MOXeT BbI3BaTb
pasBuTUe runepomnNpyeruHeMmMn W AOEPHON XENTyxu U NoToMy
HexenaTtenbHO. BBoanTb BUTaMUH K poXeHuLe He peKoMeHAyeTcs.
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Yxop 3a pe6eHKOM B nasiate HOBOPOXXAEHHbIX

340pOBbIX [AOHOLIEHHbIX HOBOPOXJEHHLIX MOC/e 0ocMOoTpa B pPo-
ONNBHOM MNOMELLEHVN MepeBOSAT B nasiaTy HOBOPOXAEHHbIX WX B
nanaTty maTtepu, ecnv B POAW/ILHOM [OME MMelTCA COOTBETCTBYIOLLME
ycnosus.

KpoBaTKa, B KOTOPYl MOMeLLaloT HOBOPOXAEHHOro, AO0/KHa
ObITb M3rOTOB/IEHA M3 MPO3PAYHOro MNacTUKa, YTObbl UMETb BO3MOXK-
HOCTb Hab/ogaTb 3a pebeHKOM U NIerko 1 4yacTto ee MbiTb. KnnHunue-
CKMIA OCMOTp, MeneHaHue, MU3MepeHWe TemnepaTtypbl Tena, Tyanet
KOXUW 1 Apyrve npoueaypbl cnefyeTt MpoBOAWTb, He BblHMMas pebeH-
Ka W3 KPOBAaTKW, A1 YMEHbLUEHUS pPUCKA MEepPeKpPecTHOro MHpULM-
poBaHMsA. YMCNo neneHok W NOACTUNOK [LO/MKHO ObITb MUHUMasIb-
HbiM, TaK Kak TrojgepxaHue B nasate TemnepaTypbl 0Kosio 24 °C
MomoraeT ynpocTUTb MefieHaHue. TemnepaTypy W3MeEpSAOT cHadvana
B MPAMOA KWLLKe, a 3aTEM B NOAMbIWEYHOW BnaguHe. VHTepBan
MEXAY W3MEPEHUAMW 3aBUCUT OT KOHKPETHbIX OOCTOATENLCTB, HO
He [O/MKeH npeBbiWwaTb 4 4 B TeYeHVEe MepBbIX 2—3 AHE XU3HU ”
8 4 BnocneacTeuuM. B Hopme TemnepaTypa Tefla HOBOPOXAEHHOrO B
NOAMbILLIEYHOW BMagMHe cocTaenseT 36—37°C. 340poBOro  AOHO-
LUEHHOrO0 HOBOPOXAEHHOrO BrOJIHE LOCTATOYHO B3BECUTL Cpasy Xe
nocse pPoXAeHus, a 3aTeM — yepes [eHb.

MepBopogHaa cMa3ka McYe3aeT CMOHTaHHO B TeYeHWe MepBbIX
2—3 pHeil >»xn3HWN. TNOCKOMIbKY OHa OCTaeTCsA Ha MeneHkax, ux Habop
cnefyeT MeHATb eXefHeBHO. YMCTOTY MeneHoK MpoBepsloT A0 KOPM-
NEeHNs W NOoc/e Hero, Korga pebeHoK KpuunT, MX CPasy e MEHSIOT.
MeKOoHM nnn hekanun yaansT CTEPUNbHON MEeNEHKOA, CMOYEHHO
B CTepusbHOM Boge. KpaliHol MNI0Th Y ManbyuMKOB He crefyeTt OT-
TArMBaTh.

KoHTaKT maTtepu ¢ pe6eHKoM

HopmanbHOe pa3BuTUe 340POBOr0 HOBOPOXAEHHOrO 3aBUCUT OT-
4acTu M OT YCTaHOB/IEHUSI €r0 KOHTaKTa C MaTepbk. 3Ta MHTUMHas
B3aUMOCBSA3b B 3HAUMTE/bHONM CTerneHW o06/ierdyaeTca 3a cyeT MCUXO-
NIOTVUYECKON MOAAEPXKM €O CTOPOHbI OTLa, Ntobswero pebeHka, U
YfieHoB ceMbu. Tlpolecc yCTaHOB/EHUS B3auMMHbIX KOHTaKTOB OCO-
OEHHO BaXKeH, ecnn wb6AWaa MaTb NPoABASeT 3a60Ty 0 pebeHke
B TeUeHWe neproga HOBOPOXAEHHOCTM W B crefytolme nepuoabl AeT-
CTBa. 3Ta CBfA3b HAaUYMHAETCA elle A0 poXKAeHUA pebeHka: npu nna-
HUPOBaHWM U MOATBEPXAEHUM 6GEpPeMEHHOCTU W MO Mepe TOro, Kak
XKEHLMHa O0CO3HaeT CBOW Nnof Kak uHaMBWA. [Mocne pogos (ecnu
He Obl/I0 3HAYMTE/bHBIX 33[EPXEK) MepPBOHAYAIbHBIA BU3YaslbHbIN
N (U3NYECKUIA KOHTAKT MaTepu ¢ pebeHKOM BbI3blBaeT pa3HO06pas-
Hble 0600AHO BO3HarpaxjawoLlre NosoXnUTeNbHble 3MOUUN. O6bIYHO
Npy KOHTaKTe C PEOEHKOM MaTb HEXHO MPMKacaeTcs KOHYMKaMu
NanbLeB K €ro uuy M KOHEYHOCTSIM, 06HMMas M HEeXHO MNOornaXxu-
Bas ero pykamu. [pPMKOCHOBEHME LLEKM MaTeEPU K LeKe pebeHKa
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BbI3bIBAET OTBETHOE [ABWXEHWEe K Nuuy MaTepy W B3rnsg B rnasa
WM ABYDKEHME K TPYAM MaTepy Npu MNPUKOCHOBEHMM pebeHka K coc-
Ky, UTO 3HAuMTENIbHO CTUMY/MPYET CEKPEeLMi nponakTuHa. Ecnu
pebeHOK HaxoauTcs B COCTOAHUW 60APCTBOBAHMA NPUM NEPBOM KOH-
TaKTe, TO YCTaHaB/MBaeTCA NPAMOM KOHTaKT (rnasa B rnasa), 0co-
6EeHHO BaXKHbI NpPW YCTaHOB/EHUN 3MOLMOH&/IbHbBIX CBA3eN, NpuBA-
3aHHOCTM U NMIO6BU K pebeHKy. Kpuk pebeHka nobyxpaeT maTb npu-
KOCHYTbCA K HEMY, MOrnaguTb U ckasaTb YTO-MB0 MArKWUM, CMOKOWA-
HbIM rofiocoM. >KenaTenbHO, YTOObI MEPBbIA KOHTAKT C pebeHKOM
NpOuN30LLIEN YXEe B POAMMBHOM 3ane U Obll MPOJO/DKEH B TeuyeHue
nepBbIX 4acoB Mocne poxAaeHUs. B pesynbTate npexaeBpeMeHHbIX
ponos, 3abonesaHus MaTepu unm pebeHKa, POAOBON TpaBMbl WM
He6naronpuAaTHbIX NS pa3BUTUA pebeHKa YC0BMIA B CEMbE W MpPO-
ABMEHUSA MaTEPMHCKON 3a60Tbl O HEM KOHTAaKT HapyllaeTcs WaM ero
yCTaHOBMIEHNe HaJOoNro 3aTAarnBaeTcs. B CBA3W € 3TMM B pOAW/IbHbIX
JoMax go/mkHa 6blTb BHEApeHa MpaKTMKa TakMX KOHTaKTOB W Mpo-
BeAEeHUss [0poaoBbIX 6eces 0 MX HEOBXOLMMOCTN.

Yxop 3a pebeHKOM U rpyaHOe BCKapM/vBaHue. B cooTBeTCTBYO-
WMx pasgenax 06CYXAalTCa KOPM/IEHME pebeHKa >XEHCKUM MOJ10-
KOM M WCKYCCTBEHHbIMU CMECAMW. YCTaHOBUBLUAACA B POAUMbHbIX
JoMax npakTuKa CTPOroro cobsofeHnsa 4-4acoBOro MHTepBana MeXx-
4y KOPMNEHUAMM, NPUKIaLbIBAaHNSA HOBOPOXAEHHOIO TOMbKO K OAHOWA
rpyan, COKpaleHns BpemMeHW KOPMJIEHUS [0 HECKONbKUX MUHYT,
06MbIBaHUSA COCKOB KaKMM-M60 pacTBOPOM, HO He BOAOW, OTKNa-
[OblBaHWS BPEMEHW MEPBOr0 KOPMJIEHUS U NPUMEHEHUS CefaTUBHbIX
npenapaToB CWIbHOrO [AeicTBMA — BCE 3TO 3aTpyAHsAeT rpygHoe
BCKapMm/inBaHue.

MpumeHsieMble B POAWIbHBLIX AOMax MeToAbl, CNOCO6CTBYHOLME
YCTaHOB/IEHUIO TPYLHOr0 BCKapM/AMBaHWUSA, BK/OYalOT B cebA  KOH-
TakT MaTepu ¢ pebeHKOM HenocpeAcTBEHHO MOCne pPoAoB, Momelle-
Hve maTepu u pebeHka B OAHY ManaTy, KOPM/IEHME B COOTBETCTBMU
C NOTPebHOCTAMM HOBOPOXAEHHOrO, yyacTue MyXa B [OPOLOBOM
obyyeHUn 6GepeMeHHOW npremaM rpyAHOro BCKapM/MBaHMWs, NOMOLLb
601ee ONbITHbIX XeHLWWH Monogol matepwu. MNpuknagbiBaHue pebeH-
Ka K KaXAOW rpyau no KpanHei mepe Ha 5 MMH MNO3BONSET HOBO-
POXAEHHOMY MOJly4YMTb 60/bLUYI0 YacTb MOJIOKA M CNOCO6CTBYET CTU-
MynSauun - Mosiokonpoaykumn. OAHaKo NPOAO/KUTENbHOCTL MEPBOro
KOPM/IEHNS MOXET 6bITb YBE/MYEeHa N0 XenaHWK MaTepu M cocTos-
HMO pebeHka. Ecnu wmaTb cnokoiiHa u obnagaeT TeprneHWeM W afe-
KBaTHOU NOALEPXKOM [JomMa M B POLOBCNOMOrateslbHOM Yyupexgje-
HUW, OHa YCMELHO CMOXET KOPMUTb pebeHKa rpyabio.

JlekapcTBeHHble cpeacTBa U rpygHoe BCKapmnBaHue. JlekapcT-
BEHHble CpeAcTBa, ynoTpebnsemble KOPMSALWLEN >KEHLWMWHOM, MOryT
B/IMATL Ha MPOAYKLUMIO UM  6e30MacHOCTb  >KEHCKOro  MOJIOKa
(tabn. 8-4). Hanbonee pacnpocTpaHeHHble MpenapaTbl, Hanpumep
rMnoTeH3uBHble, 6e30MacHbl, OA4HaKO CneayeT y4uuTbiBaTb J060e
CPeACTBO, eC/IN ero HasHavalT KOpMsLle >XeHwuHe. CefaTuBHbIE
cpeAcTBa MOTYT BbI3BaTb COOTBETCTBYHOLWMIA 3thdekT n y pebeHka.
Ecnn cBeXee >EHCKOe MOMOKO BBOAAT uepe3 TPybKy wim m3 6y-
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Ta6nunuya 8-4. JlekapCTBeHHble cpeAcTBa MNpU rPyLHOM BCKapM/IMBaHUU

MpeAnonoxuTensHo 6esonacHble

cpescTea

AueTammHogeH

AnbpomeTt

AMOMUMNINH
MpoTmBOorncTammHHblel
ALETUNCANNLNIOBAA KUCNOTa
XnopnpomasuH (amMunHasnH)1
KogenHl

[OVrokcuH

OnnaHTuH

dypocemunz,

[anonepugonl

mapanasnH

MHpomeTaumH

MeTagoH1

deHobapbuTanl
MpegHW30M10H

MponpaHosion (aHanpuInK)
MponunTuoypaumn
TeohmnnunH

BaptapuH

1 BO3MOXEH CefaTUBHBIN 3hdeKT.

MpoTuBOMNOKa3aHHbIE CPeLCTBa

AHTpPaxnHOHbI (CrlabuTeNbHbIE)
MpoTuBoONyxoneBble npenapatbi2
ATponuH

MpoTrnBO3a4aTOuHble TabneTkn
BpomokpunTmH2

Bpomuabl

Kanbumndepon

Kackapa

KnemactuH2

UumeTnanH2

XnopamdeHnkon (1eBOMULETUH)2
[JaHTpoH

Anatunctunebactpon2
AurnagpoTtaxuctepon

Mpenapatbl cnopbIHLU2
3cTporeHsbl

STaHon

Conn 3050T1a2
MmmyHocynpeccaHTbI2

nogmabi2

Menpob6amat2

MeTumason2

MeTpoHunaason

HapkoTunkn

PeHUHANOH2

MpuMnaoH
PagvodapmaueBTuyeckne npenapatbi2
Pe3sepnuH

TeTpaunkInH2

Twoypaumn2

1 AGCOMIOTHO NPOTUBOMOKA3aH KOPMSILLEN XKEHLMHE.

TbIJIOYKKN, cnenyeT NMpPOBECTU €ero 6aKTepI/IOI'IOFI/I‘-IeCKOG mccnepgosaHme-

B TeyeHue 24 u.

Cnncok nuTepaTypsbl

Gussler 1. D., Briesemeister L. H. The insufficient milk syndrome: A biocultural
explanation. — Medical Anthropology, 1980, 4(2).

Klaus M. H., Kennell J. H. Care of the mother, father and infant. — In: Neonatal-
Perinatal Medicine/Ed. R. E. Behrman — St. Louis: C. V. Mosby, 1983.
Lawrence R. A. (ed) Counseling the Mother on Breast-Feeding. Report of the
Eleventh Ross Roundtable on Critical Approaches to Common Pediatric

Problems. — Columbus, Ohio: Rose laboratories, 1980.

BbICOKOIO PUCKA

BepeMeHHOCTb, NpY KOTOPOl CYLLECTBYHOT (DaKTOpbIl, MOBbILIAO-
Ve BEepOSTHOCTb BbIKMAbIWA, TMOenM nioAa, NPeXAeBpPeMeHHbIX
pOLOB, pPOXAeHWs pebeHKa C HU3KOM Maccoli Tena, 3abosneBaHwUl
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nao4a U HOBOPOXAEHHOrO, BPOXAEHHbLIX MOPOKOB Pa3BUTUSA, OTCTa-
BaHWS YMCTBEHHOrO pa3BUTUA W ApP., Ha3blBAOT GEPEMEHHOCTLIO Bbl-
COKOro pucka (tabn. 8-5). HekoTopble u3 aTux (akTOpoB, Hanpwu-
Mep MpPUEeM >KEHLIMHOW B | TpumecTpe 6GepeMEeHHOCTU TepaToreHHbIX
npenapaTos, CBA3aHbl C PWCKOM, Apyrue, HanpuMep MHOrosogue,
HacTopaKMBalT Bpaya B OTHOLIEHUN pucka. bepeMeHHOCTb BbICOKO-
ro pycka ornpefensieTcd Ha OCHOBaHMWM aHamHe3a W BCTpevaeTcs ¢
yactoTo 10—20% Mo OTHOLWEHMK KO BceM 6GepemMeHHbIM. Bonee
MOMOBMHbI BCEX C/ly4aeB MNepuHATa/IbHON CMepTU 1 3a60/1eBAEMOCTU
CBA3aHO C 6epeMeHHOCTbI0 BbICOKOrO pucka. HecmoTps Ha TO 4To
OLEHKa pucka B JOPOAOBOM Mepuoge BaXKHa AN CHVDKEHUA YPOBHSA
nepuHaTanbHO CMEPTHOCTM M 3a60/1€BAEMOCTM, HacTO BbICOKUI PUCK
nosBAseTCa TOMbKO BO Bpemsi pofdoB. B cBA3M € 3TMM TLwaTeNlbHOe
HabnwaeHe WMMEHHO B 3TOT Mepuoj MMeeT MpUHLMNUATIbHOe 3Ha-
YyeHue.

BbiABfeHMe 6GepeMeHHbIX BbICOKOrO puUCKa BaXHO He TOSIbKO Mo-
TOMY, UTO MpeAcTaBnseT coboi HayasbHbIA 3Tan NPOMUNaKTUKN, HO
N MOTOMY, YTO BO MHOIMX C/ly4asx MOryT ObiTb NPEANpUHATbLI COOT-
BETCTBYlOLWME fledebHble MEepPOonpUATUSA, CMOCOOCTBYIOLLME CHUXEHNIO
pycka Kak Ana nnoga, Tak v Afs HOBOPOXAEHHOro, eciv Bpay 3a-
paHee MOXeT MPOsBUTb HACTOPOXEHHOCTb B OTHOLUEHWMM BO3MOXHbIX
3aTPYAHEHWA. YMeHbLUeHMe Yncna CnyyaeB POXAEHUS [LeTeil ¢ HU3-
KO Maccoi Tena 06YC/I0B/IEHO CBOEBPEMEHHbIM OKa3aHWeM KauyecT-
BEHHOM [A0pOLOBOM MeAMLIMHCKOW MOMOWM 6GepeMeHHbIM.

HacnenctBeHHble (haKTOpPbl. XPOMOCOMHblE aHOMa/IMW, BPOXAEH-
Hble MOPOKW M HapylleHne MeTabonu3ma, OTCTaBaHME YMCTBEHHOIO
pa3BMTUA 1 gaxe wboe cemeliHoe 3ab0/ieBaHME Yy KPOBHbIX POACT-
BEHHWKOB 3HAUNTENIbHO MOBbLIWAET PUCK TOrO Xe 3aboneBaHWs y HO-
BOPOXAeHHOro. Heobxoaumo BbISBUTb M060e 3aboneBaHWe, KOTO-
pbiM CTpajalT 605ee OAHOr0 KPOBHOIO POACTBEHHWKA, MOCKOSbKY
MHOrvMe poauTEeNN He OCBEAOMJIEHbl O Ha3BaHMM WM CyLLEeCTBOBaHUN
reHeTUYECKN OEeTEPMUHMPOBAHHbIX 3a60M1eBaHuUiA,

CocTosiHMe 300poBbA MaTepu. Camble HU3KME nokKasaTesin HeoHa-
Ta/IbHOM CMEpPTHOCTU XapaKTepHbl A5 AeTeil, PoAMBLUMXCA OT Ma-
Tepeii B Bo3pacte 20—30 neT. bepemMeHHOCTb Y HECOBEPLUEHHONETHUX
My XeHLWNH B Bo3pacTe ctaplue 35 neT, 0C0O6eHHO Y MepBOPOASALLMX,
00ycnoBAMBAET MOBbILWEHHbI PUCK OTCTaBaHUA BHYTPUYTPOGHOro
pa3BUTUSA, QUCTPECC-CMHAPOMA W BHYTPUYTPOGHOW rmnbenu nioga.

bonesHn wmatepn (Tabn. 8-6), MHoronnogHasd 6GepeMeHHOCTb,
0COGEHHO OAHOAMLOBbLIMA 6MU3HELAMU, W NIeYEHNE HEKOTOPbIMK Mpe-
napaTamu MoBbIWAOT PUCK AN nnoja.

MHoOrosogne M ManoBOAME OTHOCATCA K npu3Hakam 6e-
PEMEHHOCTM BbICOKOIO pucKa. HecMoTps Ha 60/blUy0 MHTEHCUBHOCTb
060poTa XWMAKOCTU, B HOPME 06bEM aMHMOTUYECKOW >KMAKOCTW MO-
CTeNeHHO yBenMuuBaeTcs NpuvMepHo Ha 10 mn/cyT, a HaumHaa ¢ 34-i
Hefenn 6epemMeHHOCTU OH MeAJ/IEHHO YMeHbluaeTcs. B Hopme o6bem
aMHUOTMYECKOW >KUAKOCTU 3HAaUNTe/lbHO BapbUpyeT: K MOMEHTY
pogoB OH MOXeT Konebatbcs B npegenax 500—2000 ma. MHOroBo-
AVe— 3TO COCTOsIHME, MNP KOTOPOM OOBEM aMHUOTUYECKOWM >XULKO-
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Tab6nuuya 8-5. HebnaronpuatHble (hakTopbl, Onpefensioline BbICOKWI PUCK MNpuU
6epeMeHHOCTH

[emorpaduueckne takTopbl

CoumanibHO-3KOHOMUYECKME YCNOoBUSA

CemeliHOe NONOXeHWe: MaTb-OANHOYKA

Bo3pacT eHLUHbI
BepeMeHHOCTb Y XXeHLUHbI B Bo3pacTe A0 16 neT
MepBas GepemMeHHOCTb Y XEeHLWHbI B Bo3pacTe 35 fieT 1 cTapLue
BepeMeHHOCTb Y XeHLUMHbI B Bo3pacTe cTaplie 40 neT

Macca Tena >eHWWHblI A0 6epeMeHHOCTN MeHee 45 Kr ww 6onee 90 Kr

PocT meHee 157 cm

HepocTaTo4HOCTb MUTaHUS

AanHamusa

AKYLUEPCKUIA Y TMHEKONOMMYECKUiA aHaMHe3

MHoronnogHas 6epeMeHHOCTb: LWeCTb Npeablaylmnx 6epeMeHHOCTEN 3aKOHUMAUCH
B CpoK A0 20 Hep,

[lopoaoBble KpoBOTeYeHUS B CPOK nocne 12 Hep,

MpexaeBpeMeHHblE paspbiB NIOAHLIX 060/104EK, HAYasl0 POAOBOM AeATeNIbHOCTN
1 pogbl

PofoBcrnoMoXeHne ¢ NOMOLLBIO Onepauum KecapeBa CEYEHWS WM HU3KOro Win
BbICOKOI0 Ha/IOXKEHWUS LUMNLIOB

3aTsKHble pofpl

Y yXe poguBluMxca [eTeli OeTCKUI UepebpasibHbIA napanuy, OTcTaBaHWe YMCT-
BEHHOr0 pasBMTUS, pPogoBas TpaBMma, HapyweHus dyHkuum LLHC n BpoxaeH-
Hble NMOPOKWN pPasBUTUA

Becnnogve, MHOrokpaTHble abopTbl, rMbenb NA0Aa, POXAEHVE MepPTBOro pebeHka
WM «MepPTb HOBOPOXEHHOr0

PoxaeHve HepoHOWeEHHOro (B CPOK MeHee 37 Hel) WM MEePeHOLLeHHOro (B CPOK
6onee 42 Hen) pebelika

AHamMmHe3 3aboneBaHuii HGepeMeHHoM
MnepTeH3ns win 3abosieBaHUsA NOYeEK, WM TO 1 Apyroe
CaxapHblii agnabeT (SBHbIM WM TPAH3UTOPHbIA)
CepfeyHo-cocyancTble 3aboneBaHus  (peBMaTUMYECKME, BPOXAEHHble, BereTaTve-
HO-COCYAUCTbIE)
3aboneBaHns Nerkux, Bbi3blBalOLME Pa3BUTME TMMNOKCEMUN U TUMNEPKANHUN
3aboneBaHUs LMTOBMAHOMW WM MNapalnMTOBUAHBLIX >Kene3 U 3HAOKpuHonatum
Mavonatnyeckas TpoMmbGoLmMTOneHWYeckas nypnypa
Heonnactunyeckne npouecchl
[eHeTMyeckme aHomanuu
KonnareHosbl
Anunencus

JononHnTenbHble (aKTopbl, OCNOKHAOWME TeyeHVe 6GepeMeHHOCTU W COCTOsIHWE
300p0Bbsi  GepemMeHHo
ToKcuKo3
BeccumnTomMHas 6GakTepuypus
AHemns unm remornobuHonaTns
Pesyc-ceHcnbunmsaums
KypeHwne
MpuBbIKaHME K NEKAPCTBEHHbIM MNpenapaTam
OnntenbHoe ynoTpebrieHVe feKapCTBEHHbIX W XMMWUYECKUX BeLLecTB
MHoronnogHas 6epemMeHHOCTb
KpacHyxa wunn gpyrve BUpYCHble MH(EKLMN
Xvpypruyeckoe BMeLLaTENbCTBO W aHECTe3uns
AHOMaNMM MnaueHTbl U MaTOYHbIE KPOBOTEYEHUS
AHOMa/IbHOEe MOJIOXKEHWE WM MpeaneXxaHwe naoda, NOPoKW pasBUTUA N104a,
MHOMO- WM MasioBogve
AHOManNMn pasBuUTUS Naoga Wwim maTku
TpaBma 6epeMeHHOI
3MOUVMOHasbHbIe HArpy3kun y 6GepeMeHHoN
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Tabnuuya 8-6. HemHpekUMOHHble 3aboneBaHns 6epeMeHHOl U nnog

3a6oneBaHne 6GepemMeHHOW

Xonecrtas

BpoXAeHHbI MOPOK cepaua cu-
Hero Tuna

CaxapHbI anabeT

SHAEMUYECKNin 306
bonesHb [peliBca

I"vinepnapaTtnpeo3
MmnepTeH3nsa

vnonapaTupeos
MavonaTuyeckas TpombGouuTome-
HWS
NMMyHHas HeliTponeHus
310KayecTBEHHasA MenaHoOMa
MwacTeHusi gravis
AucTpoduyeckas MUOTOHUA
mOXu1peHve

Mpeaknamncns—akKnamncus
(TOKCMKO3 6epeMeHHOCTM)
deHnN,KeETOHYpUS

3aboneBaHNs NoYek

Pe3yc-ummyHmsaums

Paxnt

CepnoBMAHO-KNETOYHast aHeMust
CncTeMHas KpacHasi BO/YaHKa

CocToAHMe nnofja WM HOBOPOXAEHHOrO

MpeXxaeBpemMeHHble pofpbl
OTcTaBaHWe BHYTPUYTPOGHOTO Pa3BUTUS

Bonblas macca Tena Mo OTHOLLIEHWIO K recTta-
LMOHHOMY BO3pacTy, TUMOrMKEMUS, TUMOo-
KasibLeMusl, He3penocTb

'MNOTVpPeo3 HOBOPOXXAEHHOro

TpaH3UTOPHBIA  TUPEOTOKCUKO3
Horo

"mnokansunemms

OTcTaBaHWe BHYTPUYTPOOHOIO PasBUTUS, POX-
[eHvie MepTBOro pebeHka

I" inepkanbLyemMms

TpomboumuTOoneHns, remMopparmyeckuii amares

HOBOPOXAEH-

HeliTponeHus nnoga

MeTacTasbl B NiaueHTy

TpaH3NTOpHasA MUacTeHVs1 HOBOPOXKAEHHbLIX

AncTpodmyeckas MUOTOHUA HOBOPOXAEHHbIX

KpynHbIA Ana rectauMoHHOrO Bo3pacTa nsog,
rMNOrINKemMms

OTcTaBaHWe BHYTPUYyTPOBHOro pasBuUTUSA, MepT-
BOPOXeEHMe

Mwukpovueganus,
passuTuA

OTcTaBaHWe BHYTPUYTPOOBHOro pasBUTUS, Bbl-
KVAbILL

AHeMuA nnoja, BoAsAHKa

Fnokanbuyemms, paxut

OTcTaBaHWe BHYTPUYTPOBHOro passuTuA

BpoxaeHHble 6n0Kafja cepAua, npexoasiias
CbiNb, aHeMMs, feliKo- U TPOMOOLMTONEHWS,
BbINOT B MOJIOCTb MepuKapaa

OTCTaBaHMe  Mncunxmyeckoro

cTn npesblwaeT 2000 mn (k Il TpumecTpy 6GepemeHHOCTU), a Ma-
NoBOAME — COCTOAHME, NPU KOTOPOM OH cocTaBisgeT meHee 500 mn.

OCTpo HacTynawllee MHOrOBOAVE BCTPEYAETCA CPaBHUTE/bHO
peaKo M CBSA3aHO C MpeXAeBpPeMeHHbIMM podamn (go 28-ii Hepenum
6epemMeHHOCTM). XpOHMYECKOE MHOrOBOAME AOCTATOYHO 4acTo BCTpe-
yaetca B |lIl TpumecTpe 6epeMEHHOCTM M [AMarHOCTUPYeTCA /uLb
npy NaTo/IOrMYECKOM TEYEeHUM POoAOB WM H6ONbLUIOM 06BbEME aMHMO-
TUYECKOW >KMAKOCTW BO BPEMS POLOB. YNbTpa3ByKoBas AMarHOCTUKa
ahheKTMBHA A5 BbISIBNEHWS MHOroBoAMA A0 pogoB. OHO CBA3aHO
C Anabetom y GepeMeHHOR (OCOGEHHO OCTpPbIM, @ HE XPOHUYECKNM),
BPOXAEHHbIMW nopokamu (Tabn. 8-7), apuTpobnacto3om nnoga
N MHOTOM/04HOM 6epeMeHHOCTb0 (0COBEHHO OAHOSLOBBIMA 6U3-
Heuamu). Ana 3Tux akTOPOB XapaKTepeH BbICOKUA YPOBEHb Nepu-
HaTa/IbHOW CMEPTHOCTW. AH3HUedanua u rugpouedannsa 4acto co-
YeTalTCA C BPOXKAEHHbIMU AedekTamu; 6Gonee 50% pfeTeit ¢ aHawwie-
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Ta6nuua 8-7. MOpokM pasBUTMS MNOLA, CBS3aHHble C MHOTOBOAMEM WM Majo-
aoanemM

MHorosogue Manosoaue
AHaHuedanua (NpumepHo B 20% cry4aes) HepopassuTue nouek
OieHVHIO- 1 SHUedanoLene . [ucnnasms MOYETOYHMKOB
OTtpesna nuuieBoda WM ABeHaalaTUNEPCTHOU ATpe3|/|;| MOYETOUYHMKA
KULLIKN . F'vinonnasunsa nerkux
Cunapom Knvnnens—Beina Y3/10BaTbI aMHMOH
Pacwennenne ryobl 1 Heba

AxoHaponnasna

LedekTbl Anadparmbl

AHOMa/IN Nerkux

MHOXECTBEHHbIE  MOPOKM (38 WCK/THOHEHVIEM
LIHC)

Tpycommst no 18- wwm 21-i xpomocome

rmapouedanus

HeobCTpYKTVBHBIV rapoHetpo3

thanvein poxpalTca B pesynbTaTe 6GepemMeHHOCTEN, OCAOXHEHHbIX
MHOrosogmem. MHOroBogue 4acToO coyeTaeTcs C aTpesveli BEPXHMUX
.OTAEN0B KULLEYHWKA, B KOTOPbIX 3arfiodeHHaa amMHUoTuYecKas Xug-
KOCTb peabcopbupyeTca B KPOBb. IpMTPO61ACcTO3 Miofa Mpu MHOro-
iBOAMM 0ObIYHO OCNOXHAETCHA BOASHKOM.
Annasvsa unm runonnasmsa noyek nnoga 6biBaeT 06ycnoBneHa
*janoBoAveM, pasBuBaKOWMMCA, MO-BUAMMOMY, W3-38 HapyLUEHUS
ipouecca popmmpoBaHns moun. Manosogue nwoboit aTnonornm, pas-
BMBLUEECA 3a HECKOSIbKO Hefenb [0 POAOB, MOXET CTaTb MNPUYMHOM
iaHOManbHOro pa3BMTUSA KOHeyHocTeld nnoga. OHO MOXET Takxke
NpUBOAMTL K TUMOMIasun fIerkux C pasBUTUEM [AbIXaTeslbHOM Hepno-
WBTATOYHOCTU U CMEPTU B MEpMof HOBOPOXAEHHOCTMU.
Ecnu npuvHATL BO BHUMaHWe TOT (PakT, YTO yaiwie normbaroT no-
FObl ¢ maccoin Tena 6onee 2500 I U YTO PUCK HACTYMIEHUS CMEPTU
|y HOBOpOXAEHHOro Hambosiee BbICOK B TeYeHue MepBbiX 24 4, TO Mo-
[HATHO, KaKylo BaXXHYI pO/b UrpaloT aKylwepckue MakKToOpbl.
IHenponopuMoHanbHO Manbiii UK 60NbLIOK pa3Mep MaTKU OTHOCUT-
bCA K (pakTOpam BbICOKOro pucka. bonblwoli ana npegnonaraemoro
rcpoka 6epeMeHHOCTW pasMep MAaTKW CBUAETENbCTBYET O MHOrOM/Io-
i'AMn, MHOroOBOAUM UM Ype3MepHO 60MbLUIOM pasMepe naoga no OTHO-
LWEeHMK K ero rectauMoHHOMY BO3pacTy. HanpoTus, HeOOblYHO Ma-
|Nbii pa3mep MaTKu CBUAeTENbCTBYET 06 OTCTaBaHMM pa3BUTUSA NJo-
/[0a. Pa3pbiB NnofgHbIX 060/104eK 6ofiee YeM 3a CYTKM [0 POLOB
|yBenuumBaeT puUCK BHYTPUYTPOOGHOW WHGEKUMM NA04a. 3aTsdKHble
3aTPYLHEHHbIE POAbl MOBbLIWAIT PUCK MEXaHWUYECKUX MOBPeXAeHW
Inoga v ero runokcuMn. TpyM  HEOCNOXXHEHHbIX pofax, MpPoAoKal-
WMXCA MeHee 24 4, PUCK CMepPTN HOBOPOXXAEHHOI0 COCTaB/IAET JIULWb
.0,3%; OH noBblWaeTca noYtTn B 6 pa3s npu poaax, NPoLo/IKaKLWNXCA
'sonee 24 4, n B 20 pas (go 6%) npn pogax, NnpogomKarwmxca 6o-
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nee 30 4. CTpemMuTeNbHblE POAbl MNOBbILAKT PUCK acPUKCUN HOBO-
POXAEHHOIO M BHYTPUYEpPernHoro KpoBou3nuaHua. OTheneHve nna-
LeHTbI B N1t060N MOMEHT A0 POAOB M aHOMa/lbHOe NPUKpPensieHne nnm
CAaB/IeHMe MNYMoBUHbI YBE/IMUYMBAIOT BO3MOXHOCTb  MOBPEXAEHUA
rofIOBHOMO MO3ra M3-3a aHokcMuM nnoga. KopuuHeBblA LBeT WM
MYTHOCTb aMHMOTMYECKOW >XMAKOCTU CBUAETENLCTBYET 06 OTXOX[Ae-
HUM MEKOHWS Mpu aHOKCUKW noga.

OnpefeneHHas OMacHOCTb CYLLeCTBYeET npu 1t060M MeToge pofao-
pa3spelleHns, N ee 3Ha4YeHne 3aBMCUT BO MHOIOM OT KBa/InuKalmm
aKyliepa, 04HaK0O HeKOTopble MeTOAbl POAOBCMNOMOXEHUA CBA3aHbI
C MOBbIWEHHbIM PUCKOM. ECTECTBEHHO, YTO PUCK BO3HUKAET B pe-
3y/ibTaTe He TO/IbKO MPUMEHEHWs TOro WM MHOr0 MeToja, HO 1 feld-
CTBMSA NPWUYMH, MOBMEKLUNX 3a C060M HEeobX0AUMOCTb ero MprvMeHe-
HusA. CMepTb HOBOPOXAEHHOro, 06yc/i0BfIeHHasA BeAEHMEM POAOB Mpw
ArOAVMYHOM MpefsiedXaHUn nnoja C MOMOLLbI0 HaNIOXKEHUS LWMMLOB,
N3B/IEYEHUA Ta30BOr0 KOHLA WM NOBOPOTOM MJi0fa, yalle cBA3aHa C
BHYTpUYepenHbIMU TpaBmaMn. MNpn HOpMasibHO Tekywmx pogax (ro-
JIOBHOE npefsiexxaHne) W KecapeBOM CeYeHUW CMepTb 4Yalle HacTy-
naeT B pe3y/sibTaTe aHoKCUW.

Mocne KecapeBa CeYeHUS Y HOBOPOXAEHHbLIX MOABNAIOTCA (hak-
TOpbl PUCKA, CBA3aHHble C OBCTOATENLCTBOM, MO MNOBOAY KOTOPbIX
6blna nposefeHa onepauus, WM QJNTENbHbIM HApKO30M 6epemMeH-
Hol. Mpn HOpMasbHOM TeyeHWM GepeMeHHOCTV W Y0BEeTBOPUTESb
HOM COCTOSIHAWM TMJioda pofbl C MOMOLLbLIO Orepaumn Kecapesa ceve-
HUSA NpeacTaBnAaloT 60/bLIYHO OMAacHOCTb, YeM Yepe3 pPoAdOBble MYyTW.
Bonpoc o Hambonee 6e3onacHOM [/ He3pesioro nnofja BedeHUU
poaoB, 0COGEHHO NPM Ta30BOM MpeasieXxaHuu, crnoxeH. Mpu 3aTom
KECapeBO CeYeHMe MOXET Bbi3BaTb MeHbLUMI PUCK MO CPaBHEHMIO C
POAOBbLIM CTPECCOM U BO3MOXHBLIMU TUMOKCUYECKUMU  ABMIEHNSAMU
BC/IEACTBME COKPALLEHWIA MATKM BO BPEMS eCTeCTBEHHbIX pPOAOB.
B He60/bLIOM MPOLEHTe c/lyyaeB B TeYeHMe NepBbiX 1—2 AHelr noc-
Jle KecapeBa CeYeHUS MOryT HaCTynUTb CaboBblpaXKeHHbIe [bIX
TeflbHble HapyleHus. Yalwe BCero pasBMBaeTCHA Npexojsllee y4a-
LeHNe ObIXaHWA, OQHAKO MOXEeT Pa3BUTLCA U 60/1e3Hb TMaSIMHOBbLIX
mMeMbpaH, 0CO6eHHO Mpu caxapHOM AuabeTe y matepy W y [eTeid,
POAMBLUUXCA B COCTOSAHUU acquUKCUK.

AHECTe3ns W aHanresvs O0KasblBalT BpPeAHOe BO3AENCTBME Kak.
Ha 6epemMeHHYl0, TaK M Ha nnog. HesHauuMTenbHas rUMNOKCUSA WK
rMnoTeHsns 6epeMeHHON MOXeT NPYMBECTM K OCTPOI rvMnokcmy nio-
Ja v woky. Ana Toro 4Ytobbl 06MerynTb TeueHWe PoLoB W MpWU 3TOM
n3bexarb BpPeAHOro BO3AENCTBUS HapKo3a Ha niog, HeobxoavMmo
OCTOPOXHOE W YMesioe MNPUMEHEHWE BO BPEMS POAOB J1IEKAPCTBEHHbIX
cpeacts. OgHaAKO faxe Mpu ymesioM MpOBeJeHUN aHecTe3nn 4acTo
pOXAalTCcAs ManoakTMBHble AETU C 3a[ePXKOM AbIXaHUA N KpuKa B
TeyeHne 1—2 MWUH M CHUXEHMEM aKTUBHOCTW B TEYeHMEe HECKO/IbKMX
yacoB. OfHaKO MNPV HEOCTOPOXHOM WCMOMb30BaHUM METOLOB aHe-
CTE3NUN W aHanresnm unn npu Ux NpoBefeHUN Ha (PoHe Takux (ak-
TOPOB PUCKA, KaK HeAOHOLIEeHHOCTb, aHOKCUSA WM TpaBMma, nocnej-
CTBMSA MOTYT ObITb CaMbIMU KaTacTPODUUECKUMMU.
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naoa

Mepuop eToreHesa HayMHaeTCA C 3aBeplUEHWEM OpraHoreHesa
npuéan3nTenbHO ¢ 12-i1 Hegenn 6GepemeHHOCTUM. OfHaKO TeHeTu4e-
ckre (akTopbl 1 (haKTopbl OKpYXatlLein cpedbl MOryT BAMATb Ha
3aMOpPMOH 1 Nnog B /060e BpemsA UX pasBUTUA; (PeTaNbHbIA FeHOM
cam Mo cebe urpaeT posib He TO/MIbKO B PasBUTUW M04a, HO U B €ro
XKN3HECNOCOOHOCTN. [eHeTMyeckue MyTaumMm 1 (PaKTopbl BHELLHEN
cpefbl MOFyT BAMATb Ha CeNekuMio U nepefadvy reHotuna pebeHky.

CocTosIHME 3[0POBbSA MYXXUYWUHbI, HANpPUMep, MOXeT MOBNATb Ha
NOABVXHOCTb CMEPMaTO30MA0B M UX CMOCOOHOCTb MPOHMKATb B AlLe-
KneTky. COCTOsAHME 3[0pPOBbSA M PEXUM MUTAHUSA >KEHLLMHbI MOTYyT
BUSATHL Ha MPOLecC OBYALMU, XXM3HECNOCOOHOCTb ANMLEKIETKN U 3U-
rotel W afeKkBaTHOe (OpPMMpPOBaHME yyacTka MWMnaaHTauun. Mpu
N3HYpUTeNbHbIX 3ab0/1eBaHUAX W HefoeJaHWW CHMDKaeTcs Cnoco6-
HOCTb K 3ayaTuio U AETOPOXAEHMIO M HapyllaeTca MNepuoauyHoCTb
MeHcTpyaunin. Mprem >KEHLMHOW NeKapCcTBEHHbIX CPeAcTB, Moasep-
YXEHHOCTb AeiCTBMI0 XMMUYECKNX BELLECTB, MHPULMPOBaHME 1 Apyrue
HebnaronpusATHblE BO3AENCTBUA Ha ANLEKNETKY W 3apojblll MOryT
MPUBECTU K HapyLUEHUIO pocTa n/ofa U PasBUTUIO BPOXKAEHHbIX MO-
pokoB. O6Liee COCTOAHME 340POBbLA, NMUTAHWE XXEHLUUHbI 1, BO3MOX-
HO, ee 3MOLMOHANbHOE COCTOSHME BO BpPEMSA OEpeMEHHOCTM Takxke
CKa3blBAlOTCA Ha pasBUTMM naoga. Y maTtepeid, cTpajatoolwmx OT He-
JoefaHus, poxaalTcsa AeTU C MeHbLUe maccoii Tena u pocTom. 3a-
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6051eBaHNE OEPEMEHHO MOXET MPUBECTU K BHYTPUYTPOGHOWM rmnbe-
NN NNoja, BbIKNABIWY WU MNPEXAEBPEMEHHbLIM poaMm.

K OCHOBHbIM 3afjayaMm MeLVLMHCKOM OXpaHbl nnoga (theTanbHas
MeAuUnHA) OTHocATcA: 1) oueHka pocTa W CO3PeBaHUA  MNJ0Aa;
2) oOueHKa ero 340pOBbSA WM NATOMOrMK; 3) U3yYeHWe BUSHUSA 3a-
6051€BaHNIA  GEpPEMEHHON Ha pasBuTWMe nnoga; 4) M3y4vyeHue BUSHUS
NIeKapCTBEHHbIX CPeAcTB, YNOTpebseMblXx OGEpEMEHHOW, Ha pasBUTUE
nnoaa; 5) BbiBNeHWE AepeKToB M 3aboneBaHUli njoga u ero neve-
Hue. HakonseHne 3HaHWiA B 06nactu M3nMonorumM naoga nos3sonuT
HaMeTUTb MPaKTU4YeCKoe peleHne npobsem, CBA3aHHbIX C ajanTa-
UMein HOBOPOXAEHHOIO M 0CO6EHHO HeAOHOLWeHHOro pebeHka. B rna-
Be 2 npeAcTaBfieHbl HEKOTOpble acnekTbl pocTa WM pas3BUTUA Noja

POCT 1 CO3PEBAHVE TJIOOA

PocT nnoga MOXHO OLeHMBaTb MeTOAOM Y/bTPa3BYKOBOW Aumar
HOCTUKW Y)XXe Ha 12-ii Hepene, HO peasibHass HeO6XOAUMOCTb B 3TOM
yalle BCero BO3HMKaeT mexgy 18 mn 20-ii Hegensmn. Hambonee
yOoobeH MeToh Mepumouyeckoro M3MepeHus 6unapueTasibHOro guva-
mMeTpa. [lofie3HbIM MOXET 0Ka3aTbCA COOTHOLUEHME O6unapueTasnb-
HOro pasmepa ronoBbl M04a W OKPYXXHOCTU XMBOTa OepemeHHO
NHorga nokasaHo wm3mepeHve AnvHbl (6efpeHHOR KOCTu) 1 obLuerc
BHYTPUMATO4YHOro obbema. CnefyeT onpefensTb TakXKe recraumoH-
Hbli BO3pacT naoga Mo AHK Noc/iefHen MeHCTpyauuun. Bbinv BbisB
NleHbl [Ba MpU3HaKa OTCTaBaHWSA BHYTPUYTPOOHOro pasBuUTUA: Mo-
CTENeHHOe B MpoUecce pPasBUTMA MJofja OTCTaBaHWe pocTa Ha [se
CTaHOapPTHbIE eANHULBI OT CPEAHEro 3HaYeHUs 4719 COOTBETCTBYHOLLEro
recTauMoOHHOro BO3pacTa W HOPMabHOe pa3BUTMEe MnJoga € noche-
OyOWmMM  pe3kMM 3amefjieHMeM pocTa Ha 6Gonee no3gHeM aTane
(puc. 8-5).

3penocTb Moga O6bIYHO OLEHMBAIOT C MOMOLLbIO OrnpeaeneHns
coflepxaHusa cypakTaHTa B aMHMOTMYECKON XUAKOCTWU. C 3TOl xe
Lenbio MOSIEHO OMpeaensATb CTeneHb Kanbuupukaumm nyTtem ynbTpa-
3BYKOBOW [AMarHOCTUKW, WHAEKC 3PefniocTW MNaueHTbl, MNosB/eHue
NnepBbIX C/bILLMMbIX CepAeyHbiX TOHOB nnofa (16— 18 Hen) u ¢k
CUpOBaTb €ro rnepsble ABMXKeHUS (18—20 Hepn).

MATONOIMMYECKOE COCTOAHUE T/1040A

MaTonornyeckoe CcocTosiHME rMofa O06bIMHO CBSA3aHO C aHoMa
NMAMKU YaCTOTbl WM PUTMA CEPAEYHbIX COKpalleHWi, aumao3oMm,
MoKcuer BCNeacTBMe TUMEPTEH3UN Yy BGepemMeHHOM WM aHOMa UMY
NynoBuHbl. MpUYnHBI SOPOAOBOM NaToNOrMK BKKYAKT B cebsa 3a-
6onesaHNs 6GepemMeHHON, NpM KOTOPbIX HapyllaeTcs TPaHCNOpPT Kuc-
nopofa kK nnogy (Hanpumep, aHemusi, BPOXAEHHbIA MOPOK cepaua
CMHEro Tumna), MaTOYHO-NNaueHTapHaa HegoCTaTOYHOCTb (Hanpumep,,
rMnepTeH3us, Npesknamncus, oTheneHne nnaueHTbl) wunv 3abonesa-
Hve nnoga (HanpuMmep, 3puUTPO6MacTO3, HEMMMYHOSIOrMYecKas BO
OAHKA).
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Puc. 8-5. Mpumep «HU3KOMPOMUILHOro» OTCTaBaHMA pocTa Msoja.

TeueHne 6GepemMEHHOCTU w pogbl GblM HOpMasbHbIMU (2), pebeHOK 3akpu4an yepe3 1 MWUH, K-
nornMkemus He oTMeYanacb; Macca Te/fia MpY POXAEHUM cOCTaBsina Hwke 5-ro MpoUeHTWUNs no
OTHOWEHMIO K FecTauMoHHOMY Bo3spacTy. pu no3gHem oTcTaBaHMM pocTa nnoga (6) B aHam-
Hesze GepeMeHHOW TUMWUYHbI MPEe3KIaMMcus, AMCTPeCC-CMHAPOM B Mpolecce poxaeHUst pebeHka,
Hu3Kas OLeHKA HOBOPOXJEHHOro Mo LWKase Anrap v rUMnorMKeMusi B MOCTHaTa/lbHOM MNepuoge.
Macca Tena MpU POXAEHWM HWKe B-ro NPOLEHTMNA MO OTHOLLEHWUIO K FeCcTaLMOHHOMY BO3pacTy
(no: campbell s. Clin. Obstet. Gynecol., 1974, 1:41).

MocKoNbKY A0 POAOB HEBO3MOXHO HEMOCPEACTBEHHO W3MEPUTL
y nnoga pH wv napumanbHoe fAaBfieHWe, AN OLEHKW COCTOSIHUA
nnofga nonb3ylTCa HenpsambiMM TecTamMu. beccTpeccoBblii
TecT MO3BONSET (PUKCMPOBATb HaNM4uMe W YUCO ABVXXKEHWUN nnoaa,
XapakTep yuvalleHus cepauebrveHnin, conyTcTBYIOWMX 3TUM ABUKe-
HUSIM, 1 U3MEHEHUST YacTOTbl cepAeyHbIX cokpaweHuii (YCC). Mpu-
3HaKaMu Y[OBMIETBOPUTE/NIBHOIO COCTOAHMA Nofja CAyXaT ero 4Bu-
YKEHUS, YCKOPEHWEe CepeyHoro putMa U BapuabenbHOCTb KOPOTKMX
NPOMEXYTKOB MexXay ypapamun. OKcuToumHoBasa npoba 3a-
KNHOYaeTCHs BO BHYTPMBEHHOM BBeAEeHWW O6GepeMeHHON OKCUTOLMHA
C Ue/ibi0 BbI3BaTb TPY COKpaLLleHMs MaTKu B TedeHue 60nee 10 MuH;
€Cc/iv 3TO NPUBOAMT K Tpem Mno3gHuM 3amepsieHusam YUCC nnoga (cwm.
[anee), To cumTaeTcs, YTO COCTOSIHME €ro Mnog Yrpo3oi. Jns OueHKM
CTEMEHN puUcka WCMONbL3YIT Takxe 6uogmanyecknii  npodunb
(Tabn. 8-8)

MaTonornyeckoe CcOCTOSAHME M104a BO BPeMs POAOB MOXHO Of-
pegennTb NyTeM KOHTponA 3a ero YCC, BHYTpMMaTOYHbLIM faBie-
HMeM, a TakXke pH KpoBWM, MOMYYeHHO W3 COCYAOB rOJ0BbI
(puc. 8-6).

C Uuenbi BbIAB/IEHUA NATONOTMXM  Cepaua PerncTpupyroT
CePpoeuHblin puTM 1 NPOBOAAT KOMMNbITEPHbIA aHanuid KT y
Mnoga. JaTumMkKyM MNOMeLWAaT Ha OPIOLWHYIO CTEHKY 6epeMeHHON Ans
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e XapakTepHas copma KpuBoii
iai

PaHHee 3amepgneHue

6 XapakTepHasi (hopma KpvBOit

B BapuabenbHas kpusas

Puc. 8-6. Mpu3Haku MepuoamMyeckmx 3aMef/ieHUiA YacToTbl CEPAEYHbIX COKpaLLEeHWi
(4CC) y nnopa.

a —paHHee 3aMef/ieHue, BO3HUKAKOLLEE Ha BbICOTE COKpAWleHWi MaTKu W 06ycnoBfieHHOe ChaBs-
fleHNeM Fo/oBbl MI0Aa; 6 — Mo3fHee 3amefseHune, 06YC/OBNEHHOE HEeAO0CTATOYHOCTLIO MATOUYHO-
NnaLeHTapHOro KpPOBOOGpALLEHUs; B — BapuabesbHbIe 3aMef/ieHus, 00YC/OBMEHHbIE CAABMNEHM-

em MynoBuWHbl. CTpenkamu 0603HayYeHbl BPeMEHHble COOTHOLLEHMS Mexay Hadanom YCC un ma-
TOYHbIX COKpaweHuini [Hon E. H. An Atlas of Fetal Heart Rate Patterns. — New Haven,
Conn. Harty Press Inc., 1968]

TOro, 4tobbl ONpefensitb MOCTOSIHHbIE Y/bTPa3BYKOBbLIE BOJHbI, OT-
paXKeHHble OT cepaua naoja Win oT AaTumkoB. OHOBPEMEHHO peru-
CTPVPYIOT COKpalleHUsi MaTKU C MOMOLLbI CrelnasbHOro Karetepa
4N M3MepeHUsl JaBfieHUs aMHMOTUYECKOM >XMAKOCTU WU FucTepo-
rpaa, NOMeLWEHHOro Ha GPHOLWHOM CTeHKe GepeMeHHON Haf MaTKOW.

HekoTopble 13 NPM3HAKOB CEPAEYHOro puUTMa MOryT CBUAETE b-
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Ta6nuuya 8-8.

Buodmanueckunii
napameTp

[bixaTesnbHble
[OBWKeHNS
nnoga

fBHble ABUXKe-
HWA Tena

MeTopa oueHkn 6uodumsnyeckoro npocuns

Buotunsnyeckuini  npounb B HOpMe
6anna)

Mo KpaiiHeli Mepe OAHOKPaTHO B
Kaxgble 30 ¢ npu obueii npo-
[JO/MKNTENBHOCTU  HabnoaeHns
30 muH

Mo KpaiiHelA Mepe Tpu OTAESb-
HbIX OBVKeHUS Tena (KOHeYHo-

HebnaronpuaTHbIl 6uomsmnye-
ckuin npocunb (0 6annos)

OTCYTCTBYIOT WM He peruct-
pupytotca B nepuof 5=30 ¢
npy HabMaeHUN B TeYeHve
30 MvH

[Ba wm MeHee OTAENbHbIX
OBWKeHWIA Tena  (KOHeYHo-

ctn) 3a nepvog 30 muH (ne-
pvofpbl aKTVBHOIO A/INTENbHOIo
[OBWKEHNA cuMTaroTCa 3a O04HO
OT[e/IbHOE [BWDKEHUE)

Mo KpaliHeli mMepe OAHO aKTUBHOE
pasrnbaHve C MOCAeAyOLLMM
crmbaHnMeM  KOHe4yHoCTel  wm
Kopnyca; CXKUMaHue U pasxu-
MaHWe KUCTW OLEeHMBaeTCA Kak
HOPMaJ/IbHbIA TOHYC

Mo kpaiHeli Mepe gBa anmM3oda
yyaweHmna ~ 15 B 1 MuH npo-
[OMKNTENBHOCTbIO He MeHee 15 ¢
B CBAI3W C [BWXEHMAMM Nioja
3a nepvog B 30 MVH

Mo KpaiiHein Mepe OAVH KapmaH
pasmepoM B 1 cMm B ABYX nep-
NeHAVKYNAPHBbIX MI0CKOCTAX

cTenn) 3a 30 MUH

/Inbo mepafeHHoe pasrvbaHve
C nocneaywmm YacTUYHbIM
crmbaHnem, Mo ABMKEHME
NOMHOCTBIO  BbINPSAM/IEHHOW
KOHEYHOCTW, B0 OTCyTCT-
BMe ABWDKEHWUI nnoga

MeHee [BYX yualleHuin wm
yyalleHune meHee 15 B 1 MvH
3a nepwog 30 Min

MbILLIEUHBI TO-
Hyc nnoga

3meHeHnss UCC

JIN6o OTCYTCTBME aAMHUOTMYE-
CKOI1 >KMAKOCTU MNpU norpy-
XEHUN B TKaHeBOW KapmaH,
6o  KapMaH — pasMepom
< 1cMm B [BYX MepneHamnKy-
NAPHBIX MI0CKOCTSX

KauecTBeHHbI
06bEM aMHMO-
TUYecKoii
YKNAKOCTU

M3: Manning F., Morrison /., Lange 1 et al. Clin. Perinatol. 1982 9:285.

CTBOBaTb O natosorMm nnoga. OCHOBHbIM Ha3biBAOT CepaeyHbIi
puUTM, onpefenseMblii MeXAy COKpPaLeHUAMN MaTKu, KOTopbIli B Mpo-
Lecce BHYTPMYTPOGHOro pasBMTUA MOCTENEHHO 3amejnisieTca Co
155 ypapoB B 1 MMH Ha paHHUX cTagusax 6epemeHHocTn fo 135 yaa-
pOB K MOMEHTY pofoB. YacToTa cepaeyHbIX COKpalleHWin y nnoga
K MOMEHTY poAoB B HopMe BapbupyeT oT 120 go 160 B 1 muH. Taxu-
kapaua (6onee 160 yaapoB B 1 MMH) CBfi3aHa C paHHel TUMNOKCUei
naoga, NoBbllUeHMEM TemnepaTypbl Tena Yy 6GepemMeHHOW, rvnepTu-
peo3oM Yy Hee, NevyeHneM OeTa-aApeHOMMMETMKAMMU UM aTPONMHOM,
aHeMueil noja M HEKOTOPbIMM BMAAMU apuTMUIA Yy Hero. MNocnegHue
006bIY4HO He CBMAETENLCTBYOT O BPOXAEHHbIX MOpOKax cepaua, W,
Kak npaBuno, cepgeyHblil puTM HOpManu3yeTcs K MOMEHTY poxze-
Hus. bpaaukapaua (meHee 120 ynapoB B 1 MWH) BCTpedvaeTcs npu
rMNOKCUM NJofa, TPaHCM/JaLueHTapHOM BBEAEHWW aHEeCTETUKOB WU
6eTa-agpeHo6n0KaToOpoB, a WHorga 6/0Kafja cepfua CBs3aHa C
BPOXJEHHbIM TMOPOKOM cepALa.

B HOpMe OCHOBHOW cepfeyHblii pUTM BapbupyeT: 6onbwne (3—
6 unknoB B 1 MWH) WM KOPOTKWE Mepuodbl Mexay ygapamu. 3Ta
BaprabenbHOCTb MOXET YMeHbLUaTbCA WM mcyesaTb MpU FUNOKCUM



Mnoga vnn TpaHcnnaleHTapHOM BBEJEHUW aTPOMNMHa, CKOMoMnamMuHa,
Awnasenama, gunpasnHa, cynbarta marHua v 60MbLUINMHCTBA cefaTUB-
HbIX W HApKOTUYeCKUX CPeACTB. ITOMY e CMoCcO6CTBYHOT Hespe-
JIoCTb nnoja v Taxnkapaus.

Mepuogunyeckume yvaweHus v 3amegneHna YHCC nnioga B OTBET Ha
COKpalleHUss MaTKM TakXe noapalwTca peructpaumm (cm. puc. 8-6).
PaHHee 3amefneHue (CBA3aHHOE CO CAaB/IEHVMEM [0/10Bbl) — 3TO MO-
BTOpSAOLLEECH 3amMmej/ieHue, NPOUCXOAsLLee CUHXPOHHO U NponopLmo-
Ha/IbHO aMnaNTyfe COOTBETCTBYIOLWEro COKpalweHus maTku. Bapua-
6enbHOe 3amepsieHVe (CBA3aHHOe CO CAAB/IEHMEM MYMOYHOro KaHa-
TUKa) XapakKTepu3yeTcsi BapuabenbHoii (opmoid, Havya/loM U BO3-
BpallleHNMeM K OCHOBHOMY CepAe4yHOMY PUTMY K KOHLY COKpalleHus
maTkun. [lo3gHee 3aMefsieHMe, CBA3aHHOE C FMMOKCEMMEN N10A4a, MHO-
rOKpaTHO MOBTOPSAETCA MOcne 3aBepLleHUs MaTOYHOro COKpaleHus
NPonopLuMoHanbHO ero amnanTyae u NpPoaoXaeTcss BO BPeMS UHTep-
Basla Mexay COoKpaweHusaMum MaTku. [lo3fHee 3amefsieHMe puTMa
06bIYHO CBA3aHO C FMMNOTEH3ME Y 6epeMEHHO WM NOBbILEHHONW CO-
KpaTMMOCTbH MaTKW, HO MOXET ObITb peakuueil Ha nboe HapyLue-
HMe (YHKUMW OpraHm3Ma 6epemMeHHON, nnaueHTbl, NynoYyHOro KaHa-
TUKa WM PYHKUUM opraHu3Ma noja, OrpaHnyYnBaioLLen ero adgek-
TUBHYIO OKcureHaumio. K paHHMM npu3Hakam naTosiorMmM OTHOCATCA
He3HauuTeNbHaa BbIPaXXeHHOCTb MNo3gHero 3amenneHns YCC nnopga,
OTCYTCTBME BapuabenbHOCTU OCHOBHOIO CepaeyHoOro putMa Wu ero
yyalieHue.

AHanui3 KpPOBW, NOJTYYEHHOW U3 COCYHJOB Tr0ONM0BbI
nnofa BO BPEMS POAOB 4Yepe3 C/ierka packpbiTyl LWENKY MaTKu,
nomoraeT NOATBEPAUTL NATOMIOrUK Yy MoAa, Nofo3peBaeMyt0 Ha OC-
HOBE HapyLIEHWU CEpPAEYHOr0 PUTMa WM MPUCYTCTBMS MEKOHMSA B
aMHMOTUYECKOI XMAKOCTU. Tpu cepbesHoli naTonoruv y naoga npa-
BW/IbHOE NPOBeAEHWE 3TOW npouesypbl [AaeT BO3MOXHOCTb 6osnee
060CHOBaHHO MPOBECTM WCKYCCTBEHHOE CTMMY/NMPOBaHUE POAOB W,
Taknm 06pa3om, MOBLICUTb LUAHCbl PeaHMMaLNOHHbIX MEepPONpPUSATHUIA,
YMEHbLUNTb PUCK CMEPTU M MOBBLICUTbL >KN3HECMOCOOHOCTb HOBOPOX-
JeHHOro. B gpyrux cnyvasx, ecnm npu MOCTOSHHOW peructpauun
CepAeUYHOro pUTMa MoATBeEPXaeTcA NaTosIorus, Ho pesynbTaTbl UC-
CNnefoBaHUS KPOBW He yKasblBalOT Ha PUCK, MOSABAETCA BO3MOX-
HOCTb WM36exaTb HEeOBOCHOBAaHHOIO aKyLIepPCKOro BMeLlaTesbCcTaa.

Y >KEeHLMH, YyBCTBYIOLWNX CebsA YyOO0B/ETBOPUTE/ILHO NPU NpoBe-
JeHun 06e3601MBaHNA, B Nepuof HernocpeACcTBEHHO rMepes pojamu
06bIYHO HacTynalT He3HauyMTe/NlbHO BbIpaXXEHHbIE ra3oBblii ankasnos,
06YC/TOB/IEHHbIN TUNEPBEHTUNSAUMERA, W  MeTabosMyecknini - aungos,
00YC/TIOB/IEHHbIA  HAKOMMEHWEM MOJIOYHOM KUCMOTbl K KOHLY POAOB.
OpfHako 60/1b UM CTPECC BO BPEMS POLOB MOTYT MPUBECTU K 3HA4U-
TeNIbHOM TUMEPBEHIUNALUMN N PE3KOMY CHDKEHUIO Pco2 y GepemeH-
HOW 1 NA04a, YTO MOXeT 3aTylleBaTb aumgo3 y nnoga. MNokasatenu
pH »n Pcor B KpoBU M3 COCYZAOB rOJ/IOBbl COOTBETCTBYIOT TaKOBbIM B
NyNOBUHHOWM KPOBU M BO MHOTMX CAy4Yasix OTpaXalT KapTUHY KUC-
JNIOTHO-OCHOBHOI0 coCTOosIHUA. TokasaTenb pH B HOpPMe CHMXKaeTcs
€ 7,33 B Hayasie pPOAOBON AeATesbHOCTM A0 7,25 K Havany BarvHasb-
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HbIX POJOB; AeuUNT OCHOBaHWI cocTaBnseT 4—6 mmonb/n. Moka-
3aTenb GydepHOro OCHOBaHWA Ma3Mbl OCOGEHHO MoJie3eH MpPU OLEH-
Ke COCTOSIHUA MJ0Aa, TaK KakK OH CBA3aH C HaKOMJeHWeM MOJIOHHO
KWUCNOTbl N He MOABEPXEH CTOMb ObICTPOMY W3MEHEHUIO, KaK MokKa-
3aTenb Pco, nnoga, Ha KOTOPbIA BAWSET COCTOSIHWE BEHTUNAUUK
H6epeMeHHOM 1 nnaueHTapHasa Anddysuns.

MMnokecma nnoga v HefoCTaTOYHOCTb KPOBOOGPALLEHNS NPUBOASAT
K CMELIaHHOMY MnaleHTapHOMY PecnupaTopHOMY U MeTabosIMyecKo-
My aumgosy. 3TU COCTOSAHUA Hepeako MOXHO AMarHoCTUMPOBaTb MO
pH KpoBw, nonyyeHHoOl U3 cocydoB ronoBbl pebeHka, geuunTy oc-
HoBaHMi, Pco2. Ecnn pH MeHblle 7,25, TO 3TO OnNpedesnieHHO yKasbl-
BaeT Ha nartosioruio nnoga, a pH meHee 7,20 cny>XuUT nokasaHuem K
paHHemy popopaspelleHuto. CyliecTByeT AOCTaTOYHO YeTKasdA CBA3b
MeXAy auuao3oM M rMNoKcWen nnoga, YTo NOATBEPXKAAETCA POX-
OeHVeM feTei ¢ HM3KOIM OUEeHKOoI Mmo wkane Anrap.

BennumHa pH cBfi3aHa ¢ 4acTOTOW cepheyHOro putma. Ecnm atm
nokasaTenn puTMa HaxoAAaTcs B Npejesiax HOpMbl, 3T0 6GeccrnopHo
CBMNAETE/bCTBYET 00 OTCYTCTBUM YMEPEHHOW WU BbIPXXEHHOW rmno-
Kcun. Hanpotus, pH HWXe HOPMbl 4acTO CBfA3aHO C TSXesnbiM Ba-
prabenbHbIM UAN MO34HUM  3aMef/IeHVeM PUTMa, OTCYTCTBUEM €ro
BapmabeslbHOCTU WKW Taxukapgmern no OTHOLWEHUIO K mcxogHoi YCC,
CBSA3aHHOI C 3TMMX HapyweHusMU. B nofobHbIX cny4vasx oTMevaroT
6onbwon pasbpoc nokaszateneii pH. Takum 06pa3oM, KOHTPO/b 3a
CepfeyHbIM PUTMOM U COKpalleHUAMU MaTKW cnegyeT MpoBoAUTL BO
BCEX C/ly4YasaX KakK CKPUHUPYHOWMWA MeToA, a aHaiM3 KUCNOTHO-OC-
HOBHOMO COCTOSHUS KPOBW M/0A4a, NOSyYeHHOM U3 CoCyf0B ero rosno-
Bbl, UM 6epeMeHHON crefyeT MPOBOAUTL ANA YTOUHEHUS U NPaBWU/ib-
HOM OLEHKN pas/inyHbIX TMNOB HapyweHns YCC y nnoga.

OCNOXHEHMA NPU MOJIYYEHUN NPOO6bLI KPOBU M3 COCYAOB rOSI0BbI
naoga v nNpu MCNosb30BaHUM Pas/IMyHbIX NPU60POB, NpegHa3HayeH-
HbIX AN BHYTPUYTPOGHOro HabnwaeHWs 3a COCTOAHMEM M/10A4a,
BCTPeYatoTCA OTHOCUTE/bHO peAko. K HUM OTHOCATCH KPOBOTEYEHWe
(06bIYHO BCNeACTBME HapyLUeHW Koarynsumv KpoBuW), MPOKON pon-
HMYKa U abCLEecc KOXM rofioBbl M/ofa ¢ CONyTCTBYHOLWMM OCTEOMMUe-
nMToM Mnn 6e3 Hero. AbGcueccbl MOryT ObiTb Bbl3BaHbl 30/10TUCTbIM
CTaMIOKOKKOM WM rpamoTpuuaTe/lbHbIMU  6aKTepusamn, 4aiie
BCEro OHM O6bIBAKOT acenTUYECKMMMU.

3ABOJIEBAHUA BEPEMEHHOW U MJ104

NHeKyMoHHbIE 3ab60neBaHus. MNpakTuyeckn awboe NHMEKLMOH-
Hoe 3ab6oneBaHMe OGEPEMEHHOIM C BbIPaKEHHbIMM 06OWMMKW MposiBe-
HUAMW  MOXET MPMBECTU K BbIKUABILWLY, MPeXAeBpeMeHHbIM pojam
N POXAEHMIO MepTBOro pebeHka. OfHAKO He Bcerga [AOCTaTOYHO
ACHO, 0BYCNOB/IEHbl 3TU NOCNEACTBMA WMH(PULUPOBaHWEM Moda wuam
CTPeccoBbIM COCTOSHMEM 6epeMeHHO. JlIuxopagouHoe COCTOsIHME ee
npu  MHMEKUNOHHBbIX 3a60/1eBaHUAX KOppenmpyeT C MNOBbILLEHHO
4acTOTOM BPOXAEHHbIX MOPOKOB Pa3BMTUA Yy NnoTomcTBa. OnpeaeneH-
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Hble BO36YyAUTENN C Pa3HOM 4acTOTOW BbI3bIBAT WH(PULMPOBaHME
naoja He3aBUCMMO OT TskecTu 3abonesaHus 6epemeHHOW. B 60nb-
LUMHCTBE C/lyyaeB OHW MPMBOAAT K FM6enn nunm TaxenbliM Hapylue-
HUAM pa3BuTua nnoga. MNpu  MHPeKLMOHHbIX 3aboneBaHUsAX Hepesa-
KO ero macca Tefla HW3KasA M He COOTBETCTBYeT recTalMOHHOMY BO3-
pacTy. HekoTopble WHMEKLMOHHbIE 3ab60seBaHNA OepeMeHHON, Ha-
NpyvMep .KpacHyxa, MOryT CMY>XUTb NPUYMHON BPOXAEHHbIX MOPOKOB
pasBuTMA NN0A4a, €CN OHW NPUXOAATCHA Ha Nepuof OpraHoreHesa.
K WH(eKuMoHHbIM 3a60M1eBaHMAM 6GepeMeHHOM, yalle BCEro Bbl3bl-
BaloLMM 3abonieBaHUA Naoga, oTHocATea 6one3Hmn Jlanma (Bbl-
3biBaemasa Borreiia burgodoferi), Waraca, BeTpsa-
Has ocna, wWwm onosAcbilBawWWin nuwai, 60Ne3HMU,
Bbl3BaHHble Bupycamum Kokcakm B, umtomerano-
BNpycoM, BMpycamMum renatmTa W NpoOCTOro repne-
ca, Bo3byautenamum nuctepunosa, manapum (BblKW-
Obll WAM NpexXxaeBpeMeHHble pofAbl), a TakXe 3nu-
Jemunyeckoro napoTtuta (rmnbenb nnojga wWNM 3HAO-
KapauanbHbli hubpoanacTto3), NapBoBUPYyCOM, BU-
pycamu nonumomumenuta  (BbIKMUAbIW, BPOXAEHHDI
napanuuy), KpacHyxu, Kopu (BblKMUAbIW, HE3pPesocThb
nnoga, KOpb WNW BPOXAEHHble MOPOKW pas3BuTUSA),
ocnbl (ocna nnopa), BoO36yauTenaMm cudpunuca,
Tokconnasamo3a, Tybepkynesa (BPOX[AEHHbIW Ty-
6epkynes). K HUM OTHOCATCA U BaKuUuMHauumm (KOpPOBbA
ocna nfofa), a TakKXe XO0MepHblii BUO6PMOH (BbIKU-
ObllWN, HEe3penocTb, MEHWHIWUT) u Bo36yauTenb 3a-
nagHoro sHuedanomMmennmTa nowapgen (sHueda-
nnT).

HenHpeKUnoHHble 3abonesaHus (cMm. Tabn. 8-6). AnabeT bGe-
peMeHHOW MOXeT NPOBOLMPOBATL Y Mofja opraHoMeranuio, ru-
nepTpopuIo 1 rMNepnaasmio  pP-KNeToK OCTPOBKOB MNOLXKeNyAouHON
Xenesbl N MeTabonMyeckne HapylleHUs Yy HOBOPOXAeHHoro. Ham6o-
/lee BbICOKa 4acTOTa BHYTPUYTPOOHOW rmubenn nnoga nocne 36-l He-
Jenn  6epeMeHHOCTV Y XKEHLUWH, He HaxofAalwmxcs nog cneumnans-
HbIM HabngeHneM. TOKCU KO3 6EepeMeHHOCTU, XpPOHMUYecKas
rmnepTeH3ns un 3abonesaHua nouyek obycnosnuealoT
YMeHblUeHe pa3MepoB Nofa No OTHOLEHWUI0 K FecTauMOoHHOMY BO3-
pacTy, HeLOHOLEHHOCTb M BHYTPUYTPOOHYO CcMepTb. 3TU SABMEHUS,
BEPOATHO, CBA3aHbl C HEJOCTAaTOYHOCTbIO (YHKUMW MnaueHTbl. [o-
CNefcTBMEM Hefled4eHOro TrMMNo- WAM TUNnepTuMpeo3a Y XeH-
WWH MOXET CTaTb CHM)XKEeHMe CMOoCOBHOCTM K 3ayaTuio U TeHAeHUMs
K BbIKMAbILLY, NPeXAeBPEMEHHbIM pojaM M BHYTPUYTPOOHON rnbenu
nnoga. MMMyHHbIe 60Ne3HM MaTepu, TakMe Kak CUCTEMHas
KpacHas BOMYaHKa, MuWacTeHUs W  Anddy3HbIi TOKCUYECKUA 300,
00yCNnoBMeHHble MpUCYTCTBMEM ayToaHTuTen IgG, cnocobHbIX Mpo-
HUKaTb Yepe3 MAaUEeHTYy, 4acTO CAyXaT MNPUUMHON MpPexogsAwmx 3a-
60neBaHMn  HOBOPOXAEHHbIX. HeneyeHas (eHUNKeETO Hypus
y 6epemMeHHON MOXeT ObITb MPUMUYUHOM BbIKMAbILWA, MOPOKOB pa3Bu-
A 1 3a60M1eBaHUA TOMIOBHOrO Mo3ra y naoga.
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eANKAMEHTO3HOEe fiedeHUe 6GepeMEeHHOW u pa3BuTMe nNnoga

: [elicTBMe neKapcTBEHHbIX CPeACTB Ha pasBUTME N104a 3Hayu-
TEbHO BapbUPYeT W 3aBUCUT OCOGEHHO OT mepuoga 6GepemMeHHOCTW.
Mpuem TepaTOreHHbIX NpenapaToB B MEpPUOL OpraHoreHesa, Hanpwu-
Mep, MOXET MNPMBECTM K BbIKMAbIWY WX AetheKTam pasBuTUA M10-
ga. CoueTaHMe HEKOTOpPbIX SIEKApPCTBEHHbIX CPeACTB BbI3blBaeT CU-
HeprmyHoe TepaTOreHHoe pfeiicTene. B 60nee no3gHME CPOKW, B
YaCcTHOCTM B MocnefHuWe Heaenn 6epemMeHHOCTU UM BO BPEMS POAOB,
NeKapCTBEHHbIE CPeACTBa BAMAKOT B OCHOBHOM Ha (PYHKLMW OTAeSb-
HbIX OPraHoB WM (PEPMEHTHbIX CUCTEM HOBOPOXAEHHOIO U B MEHb-
e CcTeneHW BO3AENCTBYWOT Ha nnog (tabn. 8-9, 8-10). YyscTBu-
TeNbHOCTb K OTAefIbHbIM NpenapataM reHeTUYeckKun [eTepMUHMPOBa-
Ha. Kpome Toro, sathekTbl npenapaTtoB MOryT MPOABAATLCA Hemno-
CPEeACTBEHHO MoOCNe poxaeHus pebeHka wam B 6osiee  MNo3gHMe
CPOKMW, KakK, HanpuMmep, B C/lyyae pasBU