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NMPEANCNOBUE

2Bonouma 3abos1ieBaeMoCTM U CMEPTHOCTU AeTell BO BCeX CTpaHax
Mupa, B TOM YUC/ie U B HalLei cTpaHe, XxapakTepmnsyeTcs CHUXKEeHMeM pocTa
MHADEKUMOHHBIX 60/1€3HEN 1 BbIXOAOM Ha MepBbI NAaH BPOXAEHHOW N Ha-
cnefcTBeHHol naronorun. VX BbiIiBNEHMIO CNOCOBCTBOBaUN, C OJHOWN CTO-
POHbI, AOCTUXEHUSA (DYHAAMEHTa/IbHbLIX HayK, — MOJIEKYNAPHOM Gronoruu,
reHeTVK1, UMMYHOMOMMK W Ap., PacKpbIBLUME MOSEKYNSPHO-TEHETUYECKYHO
CYLLLHOCTb MHOIMX MaTo/I0rMyeckmx npoLeccoB Yy AeTeil. Tak, No AaHHbIM,
KOTOpble MPUBOAUT amepukaHckuii cuHgpomonor Mc-Kusick (1993 r.), ko-
NINYeCTBO HacNenCTBEHHbIX U BPOXAEHHbLIX CUHAPOMOB Y AeTeli cocTaB/s-
eT 5 Tbicsy. C Apyroil CTOpOHbI, (hakToOpbl BHELIHEW cpefbl, 0OCOGEHHO B
Hallei cTpaHe, HeCMOTPS Ha YCTOMYMBOCTb FrEHEeTUYeCKoro annapata 4ye-
JI0BEKa, OKa3blBalOT MyTareHHoe 1 TepaToreHHoe AelicTBue, nNpuBogsa Tem
caMbiM K BO3HVKHOBEHMWIO BPOXAEHHOW W HacneACTBEHHOW natofnoruu y
pebeHka.

BmecTe ¢ TeM Halo OTMETUTb, YTO 3TU 3abosieBaHuA Habnwganncs 1 B
rny6okoli gpeBHocTU. O6 3TOM CBUAETE/LCTBYHOT HaCKaslbHblE PUCYHKM
cpocLumnxcst 65M3HeloB B ABCTPa/IMK, CAENaHHbIE MHOTO ThICSYENeTuin Ha-
3af, BaBWIOHCKasa knnHonuch (3800-2000 neT A0 H. 3.), ONucaHve BHeL-
HOCTU 3BOHaps KBasumogbl B pomaHe B.ltoro «Cob6op Mapwkckoii boroma-
Tepu». OBpa3HO 3TMX HecuyacTHbIX AeTeli MOXHO oXxapakTepusoBaTb
cnegyrowmmn ctuxamu U3 «Ckaskm o uape CantaHe» A.C.IMywknHa:

Pognna uapuua B Houb
He To cblHa, He TO JO0ub;

He MbILIOHKA, He NATYLLKY,
A HeBefJOMY 3BEPIOLLKY.

CerogHsLLHAS KIMHUYEecKasl HO30/10MMsl B 3HAUYUTE/IbHOW Mepe npej-
CTaB/ieHa 3a60/1eBaHUsIMI BPOXAEHHO 11 HacneAcTBeHHoN npupoabl. Oa-
HaKO HU3KUIA YPOBEHb Hay4HbIX TEXHOMOMMIA Hallel MeauuUHbl 1 HegocTa-
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TOYHbIE 3HAHWS MHOTUX Bpayeil OrpaHNYMBAalOT ANArHOCTMKY naTonormyec-
KMX NPOLECCcOoB y pebeHKa Takumu Xxe noaxoaamu, Kak Bo BpemeHa P. Bup-
xoBa (XIX Bek).

B cBfA3M Cc 3TUM, KaKk Ham MNpeAcTaBnsieTCs, HacTosias MoHorpadms
6yaeT nonesHa neguaTpam.

K coxaneHuto, Mbl He UMEEM BO3MOXHOCTM OTpasuTb paccmartpuBae-
Myt0 Mpo6eMy BO BCell ee MOMHOTE, Tak Kak A/1s1 3T0ro noTpeboBanoch Obl
€034aHue MHOrOTOMHOIO pyKOBOACTBA. Mbl B3si/1M 3a OCHOBY Halum Habso-
[OEHNs1, BEPOATHO, Hanbosiee 3HauUMMble A5 KNMHUYECKOW NpakTuku 3a6o-
NleBaHUS U CUHAPOMbI, YCTAHOB/IEHHbIE HaMK 6€3 C/TOXHbIX METOLANYECKUX
NPUEMOB, 1 ONUCaNN KX KIIUHUYECKYHO CYLLIHOCTb.

ABTOpbI 6narogapsT 60/bLIOK KONNEKTMB Hallel kadeapbl negnarpumn
N 0611acTHOW AeTCcKol 60MbHULbI, KIUHUYECKUA OMbIT KOTOPbIX NOMOT
0606WMTb MaTepuan B HaCTOSLLYHO MOHOrpadgmio.

Mol nonaraem, 4To fasibHelwasa paboTa No3BoUT co3aath 6onee nos-
HOe pyKOBOACTBO N0 paccMaTpusaemoli npobneme.

AxkagemMnk AMH YkpauHbl Bopuc Pe3Huk



BBEAEHVE

FnaBHOW 3ajadveli COBPEMEHHOM CUCTEMbl OXpaHbl MaTepuHCTBa W
JeTcTBa ABNseTcA npouiakTnka 1 coxpaHeHme 340poBbs nogpacraroLe-
ro NMOKOMEHNs1 Ha OCHOBE AOCTWXKEHWUI MeAUUMHCKOM Hayku u BpavyebHol
NpakTukn. BaxkHelnm nokasarenemM, xapakrepusyoLwmm aekTUBHOCTb
CUCTEeMbl OXpaHbl MaTepuUHCTBa M AeTCTBa [a U BCero 34paBoOOXpaHeHus B
uesnioM, cuMTaeTcsa AeTckas UM, Kak ee 4yacTo Ha3sblBatoT, MnafeH4Yeckas
cmepTHOCTb (BegHbin M.C., 1990; CtygeHuknH M.A. n gp., 1990).

B nocnegHve gecatuneTns Npou3oLIn CyLecTBEeHHbIE U3MEHEHUS Kak
Be/IMUYMHBLI caMoro nokasatesnss MC (MnafeH4Yeckoin CMepTHOCTU), Tak u
CTPYKTYpbl OETCKOW 3a60/1eBaeMOCTM 1 NPUYMH CMEPTHOCTU — Ha (hoHe
CHWXeHus nokasatens MC 1 ponu a/iMMeHTapHbIX, napasutapHbIX 1 6akTe-
prianbHbIX 3a60/1€BaHWI BCe 6O/IbLUYI0 POJib CTa/IM UrpaThb natonorus neph.
HaTaNbHOro Nepuoja, a Takke BPOXAEHHbIe U Hac/eACTBEHHble 60Ne3HN, B
psgy KOTOPbIX OCHOBHOE MECTO 3aHMMAalT BPOXAEHHbIE MOPOKW pasBUTUSA
(BenbTtuwes HO.E., 1989; Boukos H.I1., Na3stok L., 1991; NlykbsHoBa E.M. u
ap., 1991; Tenovuo A. etal., 1988; Baird P., 1990). Tak, ecnu B 20-e — 30-e
rogbl BPOXAEHHbIE aHOMa/uy pasBUTUS cpean yMmepLmnx aeTeli no AaHHbIM
W.B. Jasbigosckoro n B.A. LinHzepnuHra coctasnsamv 4,0 —7,7%, a B 50-x
— 60-x rogax — 12 — 17% (N1a3tok I".1., 1974), TO B HacTosiLLee BpemMs 3TOT
nokasaTesib Mo AaHHbIM OTeYeCTBEHHbIX U 3apyOeXHbIX aBTOPOB AOCTUT 23
— 29% (Pe3Huk B.4. n gp., 1989; bepexHoii B.B. n gp., 1993; Oakley G.,
1986; Young I. et al., 1986; Stein J., Stein M., 1987).

PacnpocTpaHeHHOCTb BPOX/AEHHbIX MOPOKOB PasBUTUS Konebnetcs B
LUMPOKUX Npefenax, coctasnisag, no AaHHbiIM BO3, B OTAe/bHbIX CTpaHax 1
pernoHax ot 1,3 go 6,5% u 6onee, Npuyem TakMe pasnnyuus BO MHOIOM
3aBUCAT OT MOJIHOTbI yyeTa (AaHHble KAVHULMCTOB, NaTosioroaHaToMOB
WAKN Tex u opyrnx); oTCyTCTBUSA YETKOro onpeaeneHns, Kakue MMeHHO Hapy-
LWeHVa pa3BUTUS OpraHu3ma crieflyeT OTHOCUTb K BPOXAEHHLIM MOpPOKaM,
BO3pacTHOro coctaBa M ob6bema o6cnefoBaHHON rpynnbl, reorpaduyec-
KUX, 9KOMOTMYECKMX, AeMOrpadyeckmx 1 Apyrux oco6eHHOCTen mnsydae-
MOrO pervoHa, NPoAo/HKUTENBHOCTM (M faBHOCTW) HabnaeHusa u 1.4. (Na-
3ok .., 1991; Stevenson A. et al., 1966; Czeizel A., 1989).



Mepguko-coumanbHasas 3Ha4YMMOCTb BPOXAEHHbIX MOPOKOB onpenens-
eTcs He TOMIbKO UX Bo3pacTalolleli posbio B 3a60/1eBaemMoCTU 1 CMepPTHOC-
TV OEeTel, HO U TeM, YTO BOJ/IbHbIE C 3TOI MATO/IOrMEN BO MHOMUX Cray4vasx
ABNATCA MHBaNUZAMU C AeTCTBA U UX XU3Hb NpeBpallaeTcs B Tpareguto
nna cembh n obwectea (Slastok .U, n gp., 1991; Wilson J., 1972; Nicholas
A., Lewin T., 1986; Weiss J., 1989). Tak, Hanpvmep, No AaHHbIM GbIBLLETO
MwuH3gpaBa CCCP Ha Tepputopun CoseTtckoro Coto3a exerogHo poxna-
nocb 0Kono 60 ThiC. AeTell ¢ NopoKamu pasBUTUS U HAC/IeACTBEHHbIMU 3a-
6oneBaHuaAMKU. Ha cofepxaHne 3aTux 60/bHbIX rocyAapcTBo TpaTtwuio 60-
nee 1 mnpg. py6. B rog (CapbiveBa C.4A., 1990), a 8 CLUA neyeHve u
cofepxaHue TOMbKO AeTel ¢ cuHapomMom [layHa, A0/1S KOTOPOro CocTaB/s-
eT /IMLb OKOMO0 2% BCexX HacneACTBEHHbIX 6one3Hel, 06X0AMTCA NOYTK B
250 MsH. HoBna B rog,.

MpuBeneHHble LMdpbl yoeanTeslbHO NoKasblBalT, YTO BPOXAEHHbIE
NMOPOKM N HacnencTBeHHble 601e3HN ABNSAITCA CEePbE3HON MeaUKO-Couu-
anbHoli Npo6/1eMOiA 1 COBEPLUEHHO OYEBMAHA HEOOGXOAUMOCTE paspaboTKm
KOMM/Iekca MeponpuaTUiA, HanpasB/eHHbIX Ha NPOUIAKTUKY AaHHOW naTo-
noruu.

M3BecTHO, 4TO npuymHamu passutna BIIP aBnawTca reHetnveckue
chakTopbl, HEGNaronpusiTHole BO3AENCTBUA BHELLHEl cpefbl, a Takke Co-
yeTtaHme Tex un gpyrux (Benbtuwes HO.E., 1982; Boukos H.M. n gp., 1986;
Nastok I.N., 1991). HapacTtawowme HebnaronpuaTHblE CABUIM B 3KONOTMU
Kak rnobasbHoro macwtaba (Nitzsche P., 1988), Tak u Ha TeppuTopusax
NPOMbILLNIEHHO Pa3BUTLIX PaiioHOB, B TOM uuncse n YkpauHol (Kyxapb B.IM.,
1988; 3acTaBHblii ®., 1990; MNuTiopeHko E.W. u gp., 1990; Barta B., 1989;
Najman M., 1989), co3galoT nNpennocbUIKA AN MOLLHOrO MyTauMOHHOro
Bo3geicTema (AHTUNEHKO E.H., AnekceeHko IM./1., 1992; Clayston D., 1980;
Drets M., 1990), MHTerpasibHbIM CNeACTBMEM KOTOPOro MOXET 6bITb YBE -
YeHue reHeTMYecKoro rpysa B NONynsummM, PocT BPOXAEHHbIX W Hacnen-
CTBEHHbIX 3aboneBaHun (AHTUNeHko E.H., Koryt H.H., 1993; baes A.A.,,
1993; Butler P., Aase J., 1992; Lyon M. et al., 1985).

My6nnkaLum nNo aToMy BOMPOCY B NeauaTpuyeckon nutepartype Becb-
Ma HeMHorouncneHHol. OHM KacatTCs, B OCHOBHOM, aHasM3a rnokasartens
[EeTCKO CMepPTHOCTU M PONN B €r0 CTPYKTYpe BPOXAEHHbIX aHOManiA. W3-
BECTHO, YTO 3a nocnefHue AecATUIeTMA nokasartesb AeTCKON CMepTHOCTH
BO MHOIMX CTpaHax CYLLECTBEHHO CHU3W/ICA. OTO CHWXEHMe oTMevaeTcs
Ha hoHe 3aMeTHOro yMeHblleHUs 3ab0n1eBaeMoCTy AeTeil U TSKecTu Te-
YeHUs Taknx NHPEKLMOHHbIX 3a60neBaHnii, Kak Ty6epkynes, Kopb, ckapna-
TMHa 1 paga gpyrux (Bonotoeckuin B.M. n ap., 1981; TumodpeeBa I.A. #
ap., 1985; MutnHckas J1.A., Asopckuin K.M., 1991), a Takke yBe/iMyYeHus



ponn comaTuyeckux 3abosieBaHuin (6POHXOMEroYHbIX, YPOHepoiormyec-
KUX, raCTPO3HTEePONOrMyeckmx 1 Ap.) B natonorum aeTckoro sospacta (Ka-
raHos C.HO. u gp., 1979; MasypuH A.B. n gp., 1984; UrHatosa M.C., Besib-
Tmwes HO.E., 1989).

Mpu aHanM3e CTPYKTypbl AETCKOW CMEPTHOCTU OTMEevaeTcs, 4To npu
HU3KMX ee nokasaTtesisaX, 3a CHET CHWKEHUS PONN 3K30Te€HHbIX NPUYUH (MH-
dhekunoHHble 3aboneBaHns 1 60ne3HM OpraHoB AblXxaHus), BO3pacTaeT
00NA 3HOOTEHHbIX NPUYMH (BPOXAEHHbLIE NOPOKM U GOME3HN nepuHaTasib-
Horo nepuoga). Tak, ecnu B LenoM no 6biswemMy CoeTckoro Cotosy npu
o6uiem nokasatene MC 22,3% (1989) BIP B ee CTpyKType 3aHumanin 3-e
mecto (bapaHoB A.A., 1990), To, Hanpumep, B Benopyccum npu ob6Liem
nokazatene MC 13,1 (1988) oHu 3aHumasin 2-e mecto (CeBkoBckas 3.A.,
1989), a B cTpaHax C Hambonee HW3KMMU MoKaslaTessiMU OETCKOW cMmep-
THocTu (6,7 — 8,5 — LBeuus, 1980; AnoHus, 1980; Lsenyapus, 1979) —
1-e mecTto (Wegman M., 1981).

FoBopsi 0 ponn BIP B 3a60/1eBaeMoCTU geTein, Heo6Xxo0ANMO KOHCTa-
TUPOBAaTb, YTO 3TOT BOMPOC OCBELLEH B OTEYECTBEHHON NnTepaTtype Heno-
cTaTo4yHO. HacneacTBeHHble 60/1e3HKN, U3ydeHHble Haubosiee NoJsHO
(Benbtuwes O.E. u gp., 1990; OaBugeHkosa E.®., bytomo W.B., 1985;
Ruas R. etal., 1984; Farriaux J. etal., 1988), 1 BpOXA€HHbIE NOPOKM pa3Bu-
TMS cpegu AeTei, rocnuTasiM3MpoBaHHbIX B obLeneanaTpuyeckue KiavHu-
KM, COCTaB/IAIOT, COOTBETCTBEHHO, He MeHee 4-8% u 1-4%, a no HekoTo-
pbiM gaHHbIM gocTturatoT 8% (Sammer G., Cheat C., 1982; Karnaka M.,
Twarouska |., 1988).

Ewe 601ee BbICOK yaenbHblin Bec BIP B cneymnanmampoBaHHbIX Negum-
aTpuyeckux KIavHuKax. Tak, Hanpumep, cpefy 60J/1bHbIX MY/1IbMOHOOI-
yeckoro npodguns He meHee 8,0 — 9,5% cocTaBASAOT AETU C BPOXAEHHbI-
MW nopokamy 6poHxosieroyHoii cuctembl (KaraHos C.HO., PosnHoBa H.H.,
1986; PauvHckmnin C.B., 1987), cpean KapAmosormyeckmx O60/bHbIX 3TOT
MPOLEHT 3HauMTesIbHO Bbiwe (FpabayckeHe B.B., 1988), a cpean 60/bHbIX
¢ 3a60n1eBaHMAMN MOYEBOWN CUCTEMbI MOYTK B NOJSIOBUHE C/lyYaeB BbISAB/ISA-
I0TCA BPOXAEHHbIE BapuaHTbl NaTonornm n aHomanun passutus (MrHatosa
M.C. n gp., 1988; Panonopt >X.)K. n gp., 1988).

YuntbiBasi, YTO COBPEMEHHbIE METOAbl SIeYeHNsS BO/bLUMHCTBA BPOX-
[OEHHbIX MOPOKOB Pa3BUTUSA BeCbMa AOPOrocTOAWM, a NeTaslbHOCTb Npu KX
MCNosb30BaHNN BCE elle BbICOKa, Haubosiee nepcnekTuBHON B 60pbbe C
3TOli maTonorunet ABNseTcs NpodmIakTukKa.

OCHOBHbIMW HanpasfEHUAMN B Hel ABNSAIOTCS:

1. O6uwerocygapcTBeHHbIE MPOrpaMMbl, YMEHbLUAKLWMEe KOHTaKT 4e-
NloBeEKa C pas/M4yHbIMK MyTareHamu u TepaToreHamu (0340poBeHue
BHELUHell cpefbl U KOHTPO/b 3a ee 3arpsA3HeHneM, mMogepHM3aLms npous-
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BO/ACTBA, YMeHbLUaoLLas BbIOPOCHI U OTXOAbI; CHKEHUE ONacHOCTN paboT
Ha BpeaHbIX NPON3BOACTBax W T.4.).

2. MNoBblweHne 3PPEKTUBHOCTU MEAMKO-TEHETUYECKOTO KOHCY/bTU-
poBaHus (NpegynpexaeHve poxaeHus pebeHka ¢ KakMm-mbo NopokKoMm
pasBUTUS B KOHKPETHOWN CEMbE) Ha OCHOBE paHHEro 1 LWMpoKoMacLlTabHo-
o BbISIB/IEHUS 3TUX BOMbHBLIX NeavaTpamu, akyllepamMmu-rmHekosioraMmu, He-
BponaTosioraMy U Bpadyamu Apyrux cneumasibHOCTel Npyu BHEAPEHUN U UC-
NONb30BaHUM Ha MpakTMKe COBPEMEHHbIX MeToAoB obcriefoBaHus,
BK/IlOYasA NpeHaTasibHy0 ANAarHOCTUKY U MaCcCOBbIA CKPUHWHT Ha BPOXAEH-
HYI0 NaTosoruio.

Ha coBpemMeHHOM 3Tane pa3BuUTUS NpakTUYecKkoli MeauLmHbl akTyanb-
HbIMW 3ajla4aMun neamaTpuyeckor cnyxobl B 3TOM Hanpas/ieHUN SABASKOTCA
(MuHkoB W.M., 1992):

1. LleneHanpasnieHHbIi OCMOTP neguarpamu getein u obcnegosaHue
NX C UeNblo BbIABNEHNS BPOXAEHHbLIX aHOMaUsTNiA.

2. OpraHusaums n npoBefeHVe Tekyllel perucrpauum cinyyaeB po-
XOEeHUs aeTeil ¢ NopokamMy pasBUTUA KapTON 3KCTPEHHOrO U3BeLLeHus, a
TakkKe nocneaywowmii aHann3 aTux MaTepruasios, B TOM YMC/E C UCMNOb30-
BaHnem 3BM.

3. OcyLecTB/IeHNe MacCOBOr0 CKPUHWHra HOBOPOXAEHHbIX U AeTel
nepBbIX MECALEB XN3HN HA OCHOBE Y/IbTPa3BYKOBbIX METOA0B UCCneoBa-
HUA C UeNnblo paHHel OOKIMHWYECKOW ANarHOCTUKM MOPOKOB BHYTPEHHUX
OpraHos.

4. YcTaHoB/IeHNe MOJIHOrO KAMHUYyeckoro AmnarHo3a BIMP Ha ocHoBe
KOMIM/IEKCHOIO K/IMHUKO-TEHEAI0rMYeCcKoro, MHCTPYMEHTAILHOTO U LuTore-
HeTMyeckoro obcnenoBaHns 60/1bHbIX U NPUMEHEHWe A1 3Toro crneuvasib-
HbIX AnddepeHLmanbHO-AnarHoCTUYECKNX nporpamMm, BKOYasi KOMMb-
HOTEPHbI aHanus.

5. Cuctemartnyeckoe gucnaHcepHoe HabnwogeHwe geteit ¢ BMP Ha
neguaTpuyeckoM yyacTke.

Bce ckasaHHOE Bbille He OCTaB/SIET COMHEHUIA B TOM, YTO €CTb HEob-
XOOMMOCTb 6ofiee rny6oKoro 3HakoMcTBa Bpayei-negnarpoB ¢ OCHOBaMu
aNNAEeMm1osiorum, ANarHocTuku, peabunurauum, ncuxo-counansHon agan-
Tauum M NpodonIakTUKU BPOXAEHHbIX NMOPOKOB pPas3BUTUA. KHWUMM no 3aTum
Bonpocam (Jlastok .M. n gp., 1983, 1991; Kosnoea C.W. u gp., 1987; Ma-
puHuyesa I'.C., NaBpunos B.W., 1988) ctann yxxe 6ubnnorpadumyeckoii pea-
KOCTbIO, MHOrMe acnekTbl M3naralTcs B crneunasibHbIX pykoBoAacTBax (no
Ny/bMOHOJIOMNN, TaCTPOIHTEPOSIOrMK, Hedpoaormm u T.4.), 4YTO cyllec-
TBEHHO 3aTpyAHSeT 3HAKOMCTBO C HUMW LUMPOKOrO Kpyra Bpayei-neguart-
poB.

JaHHan kHWra ctaBuT CBOEW Lesbio B KaKOW-TO Mepe obneruntb 3Ty

3agauy.



OBWAA YACTb

MABA MNEPBAA

COBPEMEHHbIE MNMPEACTABJIEHNA
O BPOXAEHHbLIX NMOPOKAX PA3BUTNA

TEPMMHONOIMMA U HOMEHKJ/TATYPA

TepmnHom BIMP (BpOXAEHHLIM MOPOK pasBuTMsA) 0603HaYaOT «...CTON-
kne Mopdhosiormyeckne N3MeHeHUs opraHa wam opraHu3ma, BbIXoAsLuMe 3a
npeaensl Bapyaumii X CTPOEHUS U BO3HUKAlOLMEe BHYTPUYTPOOHO B pe-
3ynbTaTe HapyleHuii pa3BuTus 3apodblwa, nnoga...» (Jlastok .M., 1983).
D.W.Smith (1975) oTHocuT k BMP nuwb «...nepBUYHbIE CTPYKTYPHbIE Ae-
hekTbl, ABNAIOWIMNECS pPe3y/ibTaTOM JIOKaUIM30BaHHOrO HenpasBuibHOIO
MOpdooreHesa.

CyuiecTByeT 60s1ee LWMPOoKoe onpefeneHne BPoXAeHHbIX MOPOKOB pas-
BUTUA: Nt06oe aHaToMuyeckoe Win OYHKLMOHa/IbHOE OTK/IOHEHWE, BbIXO-
Jsulee 3a npefesbl HOPMasibHOM Bapuauuv, Bbi3BaHHOE reHeTUYeCcKMU
UM cpefoBbiMU hakTOpaMn 1 BO3HMKaOLEEe A0 poxaeHus pebeHka (Ari-
ma M., 1988). OgHako ¢ MeTOAMYECKOl TOUKU 3peHust B6osee onpasaaHo
nepsoe onpegeneHre B CBA3N C pas3/IMYHbIMK NOAX0AaMU K yYeTy UMEHHO
PYHKUMOHaNIbHBLIX AedIeKTOB 11 BO3MOXHOW OYEHb LUMPOKOW MHTepnpeTa-
uver NOHATUA «PYHKUMOHa/IbHOE OTK/IOHEeHWe». Buayumo, nosTomy B Me-
OVUMHCKOW nutepatype o6LwenpuHATO nepeoe onpegenexHve (Jlypoe U.B.,
1984; Tepartonorus, 1991).

Kak CMHOHVMbI NOHATUSA «BPOXAEHHbIM NOPOK Pa3BUTUS» MOTYT Npume-
HATbCA TEPMUHbI «BPOXAEHHbIE aHOMasIM» U «BPOXAEHHbIE MOPOKU».
MepBbiM TEPMUMHOM Yalle Bcero 0603HavaloT NOPoOKM pas3BuUTUs, He COMpo-
BOXJawLWmecs HapyweHneMm dyHKumn opraHuama (Jlaswok .., 1991;
BaBga K., 1979), a nog BTOpbIM TEPMUHOM MOHMMAKT U BPOXAEHHbIE HAPY-
LWeHna obmeHa BellecTB. [OHATUE «NOPOK PasBUTUS» BKIKOYaeT HapyLue-
HMSA MPOLLECCOB POCTa, BO3HMKAWOLLErO0 He TOSIbKO BHYTPUYTPOOHO, HO W
nocsie poxaeHus (B CBA3W C SHAOKPUHONATUAMU U T.4.).

Mcxoas v3 npuHUMNOB AEOHTOOMNN, TEPMUHOM «YPOACTBO», O603Ha-
YyaloLUM NOPOKM PasBUTUSA, Kak NMpaBu/o, He MOoJb3YKTCS.



Takum o06pas3om, ncxogs M3 TOro, YTO B JAaHHOW paboTe MoigeT pedb
UCK/TIOUYNTENIBHO O BPOXAEHHbIX MOPOKax pasBUTUSA, TEPMUHbI «BPOXAEH-
Hble aHOMa/In», «BPOXAEHHbIE MOPOKM» U «MOPOKU Pas3BUTUSI» criedyeT
NoHMMaTb Kak CMHOHUMbI BIIP.

KnuHunko-mopdhonornyeckne nposiB/ieHNss BPOXAEHHbIX MOPOKOB pa3Bu-
TUS BeCbMa pa3HOo06pasHbl U NpeacTaB/ieHbl HMKeNepeuncneHHbIMu op-
mamu (Nlastok I'.W. v gp., 1982; boukos H.IM. n ap., 1984; Nastok I'.W., 1991).

AreHesus — MosiHOe BPOXAEHHOe OTCYTCTBUE opraHa; annasvsa —
BPOX/JEHHOEe OTCYTCTBUE OpraHa C Ha/IMYnem ero COCyAUCTON HOXKW; TU-
nonsasus — BPOXAEHHOe HeJopa3BuUTUe opraHa, KNMHUYECKN NpPOsiBsio-
Lweecsa AedUUMTOM Macchbl WX pa3MepoB OpraHa, NpeBbIaloWmM 2 CTaH-
[ApTHbIX OTK/IOHEHMS OT CpefHUX BesIMYUH nokasaTtenei Ans AaHHoro
Bo3pacTa (runonnasusa nerkux, rmnonaasns NeBoro Xenygodka cepgua).
PasnuuyaloT nNpocTyo U AMchnaacTuyeckyto popmbl rmnonaiasuu, KoTopble
OoT/IMYaloTcsa Mexay coboli TeM, YTO NepBasi He COMPOBOXAAEeTCsA Hapylue-
HMeM CTPYKTYpbl OpraHa, a npy BTOPOI CTPYKTypa opraHa HapyllueHa.

BpoxaeHHas runotpodusa (rmnonsasmsa) — yMeHbLUeHHas macca
Tena HOBOPOXAEHHOro WK MnsoAa Mo OTHOLLEHMWIO K CpefHeli macce Tena
AN AaHHOro rectauMoHHOro Bo3pacta. 1o OTHOLWeEeHUIo K geTam 6onee
cTapllero Bospacrta npy 0603Ha4YeHUN YMEHbLUEHHbIX pa3mMepoB Tesa uc-
NoNb3YT TEPMUHbI HAHU3M, Kap/IMKOBOCTb, MUKpocoMus. mnepTpodoms
(rMnepnnasusn) — BPOXAEHHOe yBeNnyeHne Macchl 1 pa3mepoB opraHa 3a
CUET yBEIMYEHUS KoMMyecTBa (rmnepnaasuns) unn obbvema (runeptpodms)
KNeTok (Hanpumep Tumomeranvsl). Makpocomusi (TUraHTu3m) — yBesu-
YeHHasa AnvHa Tena. 3TUM TePMUHOM MHOrAa 0603HayaloT U3MEHEHUs OT-
JenbHbIX OpraHoB. [pu 3TOM Yalle Nosib3yTCHA rPeyvYecknM C/I0BOM «pac-
his» — ToncTeili. Hanpumep, naxupus — yTO/LWEHNE U3BWINH FOMIOBHOIO
MO3ra, naxvakpus — yToJlleHne ganaHru naabLles u T.4.

FeTepoTONUA — Ha/IMUMe KIETOK UK TKaHel 04HOro opraHa B ApYyrom,
WM B TeX 30HaX TOro Xe opraHa, rge ux He AO/KHO 6biTh. [eTeponiasns
— HapylweHve anddepeHUMpPOBKM K1ETOK B Npegenax TkaHu (Hanpumep,
Ha/IMune KIEeTOK MNJIOCKOro anuTenus B AUBEPTUKY/le Mekkens). 3KTonus
— pacnonioxeHne opraHa B HEOObIMHOM MecTe (Ta30Basi 3KTOMUS MOYKMK,
Hanpumep). YABOeHUe, a Takke yBesiMyeHre Yucsia opraHoB uau Mx yac-
Teli (yABOEHWEe MOYETOYHMKOB, AByporas martka, nonucnseHus)). CTeHo3
— CY)XEHWe KaHasa unm oTBepcTus (NUIOPOCTEHO3, CTEHO3 ypeTpbl). AT-
pe3us — OTCYTCTBME eCTECTBEHHOro KaHasia uavM oTBepcTus (atpesms nu-
LweBofa, atpesus aHyca). HepasgeneHue (cnusHue) opraHoB (CUHAAKTU-
nusA) UM AByX CUMMETPUYHO WM aCUMMETPUYHO COefMHEHHbIX 6nn3He-
uoB (Tepatodparun). NMepcmucTMpoBaHMe — COXPaHEHNE 3MOPUOHAsIbHbIX
CTPYKTYpP (apTepuanbHblili MPOTOK ¥ pebeHka cTaplue Tpex mecsues). Aun3-
padva (apadus) — HesapalleHne aMOpPUOHasIbHbIX LWenel (Hanpumep,
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pacLienuHa ryéel 1 Heba, CMIMHHOMO3roBas rpbika). HapylweHune nodyns-
UMM — M3MEHEHVEe KONMYeCcTBa A0/ei (Nerknx, neveHun).

MiHBepcusi — obpaTHOe pacnosiokeHne opraHoB (sSitus viscerus inver-
sus).

JloxHble BOASAHKM (rugpouedanus, rmapoHedpo3 1 Ap.) — Hapylle-
HME OTTOKa XMUAKOCTW U3 OpraHa.

OKCTpOhmss — BbLIBOPOT MOJSIOCTHOIO opraHa (MOYEBOro Ny3bIps).

M3 Bcero BbllleCKa3aHHOro crefyeT 3ak/IunTb, YTO BPOXAEHHbIE NO-
pOK/ MOTYT BbITb Ha KNETOYHOM, TKAHEBOM (FeTepOTONUsl, reTeponiasns) u
OopraHHoOM (areHesus, aTpesus u Ap.) YPOBHSX.

KPATKME CBEAEHNA
OB 3TNOJIOIrMN N MATOINEHE3E

M3BECTHO, YTO MpUYMHaAMW Pa3BUTUA BPOXAEHHbLIX MOPOKOB SABMSAKTCS
reHetuyeckume haktopbl (MyTauun), HebnaronpusiTHble BO3AENCTBUS BHELL-
Heli cpefbl HEMOCPEACTBEHHO Ha aMOPUOH U NAoA (TepaToreHes), a Takxe
coyeTaHue Tex u gpyrux (Ml'ynokesny KO.B. un ap., 1973; Wilson J., 1972).

Moa mMyTauuen NOHUMMAKT MPOLLECC U3MEHEHUs1 Hac/ieACTBEHHbIX
CTPYKTYp (reHOB, XpOMOCOM), Nog TepaToreHHbiMn haktopamm — fobyto
«BpPEAHOCTb», KOTOpas, AEelCTBYS B nepuoj GepeMeHHOCTU, NPUBOAUT K
pasBUTUI0 BPOXAEHHbLIX MOPOKOB, He BbI3blBas NpWM 3TOM HapylleHui Ha-
CNnepacTBeHHbIX CTPYKTyp (Jlastok .M., 1991).

VimeeTcs MHOrO MaTepuasioB 0 AeNCTBUN Pas3/iMyHbIX (PaKTOpPOB BHELL-
Heli cpeapbl. OQHAKO UX 3HAYMMOCTb He BCerga AoKasaHa.

MexaHn3Mbl BO3HUKHOBEHUS MOPOKOB Pa3BUTUSA M3Y4YeHbl HeJoCcTaTou-
Ho. CunTaeTcsl, 4To (OPMMPOBAHME UX NMPOUCXOAMUT B pe3ysibTare Hapylle-
HUS1 MPOLIECCOB Pa3MHOXEHUs,-, MUrpaumMm n anepeHLnpoBKn KNeTok,
rmbenn OTAeNbHbIX KIETOUYHbIX Macc, 3aMef/IeHVs1 UX paccacbiBaHUsi, Ha-
pyleHusa agresun TkaHel (Jlastok .M., 1983; Poswillo D., 1976).

Kacasicb BOnpocoB hopMUpOBaHWsi MOPOKOB PasBUTUS,, HEOOGXOAMMO
XOTS1 6bl B 06LLMX YEepTax OCTAHOBUTHLCSA Ha OCHOBHBIX 3Tanax MopdoreHe-
3a YenoBeka M XMBOTHbIX.

OO6LLEeN3BECTHO, YTO NPU MOIOBOM Pa3MHOXEHMUU BCe KIETKM Tena siB-
NSI0TCSA KNOHa/IbHBIMM NOTOMKaMK 3UrOThl, HO, ec/im Gnwkaiiune ee no-
TOMKU SIB/ISIIOTCA OAVHAKOBLIMU, TO B AasibHelileM oHW andddepeHumpy-
I0TCA Ha psAn TUNOB KETOK, 06pasylolmx TKaHu, KOoTopble 3aTem
OpraHM3yrTCs B OpraHbl U CUCTEMbI OPraHOB C MPUCYLLMMU UM XapakTep-
HbIMW (DOPMOIA, CTPOEHMEM, PaCNOSIOKEHNEM U T.4. B kaxxgom TakoMm chop-
Moo6pa3oBaTe/lbHOM NPOLECCe MOXHO BbiAEUTb 3 OCHOBHbIE 3Tana: ge-
TepMUHaUMIO KNEeTOoK, MX AndpdbepeHunpoBKy n cO6CTBEHHO MOpPIOreHes
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(Nastok .W. n gp., 1982). BaxxHO OTMETUTb, YTO HapyLUeHNe N60oro atana
[AaHHOro npouecca MOXeT ObiTb NPUUUHON Pa3BUTMSA NMOPOKA.

Mo AeTepMuMHaUMeEn KNETOK NOHMMAOT MpejllecTBylollee BUAMMONA
OnddpepeHLpPOBKe OorpaHMyeHne OHTOreHeTUYeCKUX NOTeHUWl AodepHei
KNeTKU Uau rpynnbl KNeToK N0 CPaBHEHMUIO C UX NpejlecTBeHHUKamn (Jla-
,3t0k .. n gp., 1982).

JeTepMuHaumst KNeTok — reHoKOHTposiMpyeMmsbiii npouecc. O6 3ToM
CBMAETeIbCTBYET Hanmume ocoboro kiacca MyTauuil, noka WU3BECTHbIX Y
HaceKOMbIX, KOTOpble 00yCcnaBNMBalOT HapYLLEHUs 3TOro npolecca 1 npo-
ABMAIOTCA B reHepoTOnMyecknx Aynankaumsax onpeseneHHbix Mopgooioru-
yecknx cTpyktyp (MeaHoB B.U., 1979).

Bcnep 3a geTepmuHalmeli K1eTok HacTynaet ux geddepeHumMpoBKa,
nprvyem oba aTUX npouecca nayT B HENPEepbIBHO pacTyLieM aMOpuoHe, Ko-
TOpbIi Ha Kaxaol cTaavuu CBOEro pasBuTUS npuobpeTtaeT onpeneneHHyo
hopMy U CTpoeHue, T.e. nNpeTeprneBaeT nocnefoBaTe/lbHO MpoTekaoLme
MopdporeHeTuyeckne npeobpasosaHus (Jlasiok I.W. u gp., 1982).

BecbMa C/i0kHble 1 MHOroobpasHble aTanbl U NpoLecchl MopdioreHesa
Y MHOTOK/IETOYHbIX OpraHM3MOB CBOASITCA B OMNpPefesieHHON Mepe K Mpo-
CTbIM ¥ 04HOOBPAa3HbIM KOMOMHAUUAM KNEeTOYHbIX NpoueccoB. 34ech Noa-
pasymeBaeTcsa anddpepeHumnasibHas nponvdepauns kK1eTok B pasHbIX
yyacTKax pasBuBaloLLeincs cMcTeMbl, HecsydaHas opveHTauus MUTO30B,
nokanbHas rméenb KNeTok, M3MeHeHve OopMbl KNeToK, nsbupatenbHas
afre3nst KNeTok, SIOKaslbHble OT/IOKEHUS BHEKNETOUHbIX CTPYKTYPHbIX Ma-
Tepuasnos.

Bce 310 Hamu npeacTaB/ieHO B AOBOJIbHO CXEMATMUYECKOM W YNpOLLEH-
HOM Buae. BmecTe ¢ Tem, B CBeTe Cka3aHHOrO Bbille, MOPOKN Pa3BUTUSA
cnepyeT NpeAcTaBNATb cebe Kak aHAOreHHble UK 3K30reHHO 06YCNoB/eH-
Hble OLNGKM B peann3auun Hac/neACTBEHHOW nporpamMmbl MopdhoreHesa.
OTO OTHOCUTCA U K TepaToreHesy noj BAnsHUeM pas/inyHbIX (OU3NYECKNX !
XUMUYECKUX BO3AENCTBUIA, TOUKaMW NPUIOKEHUS] KOTOPbLIX SABASATCSA OT-
OenbHble 3BEHbSA B LieNM OHTOreHeTUYEeCKOro OCYLLeCTB/IeHUS Hacnepn-
CTBEHHOW NMporpammbl pa3BUTUSE OpraHn3mMa. Tak, Hanpvmep, BO3HUKHOBE-
HMe Ha paHHUX 3Tanax pasBuMTWUA 3apofbilla NPoLeccoB anbTepauun
nckaxxaeT HOpMasibHOe TeueHue mopdhoreHesa u NpuBoauT K hopMmnpoBa-
Huto BIP (MunosaHoB A.M. n gp., 1991).

YCNOBHO BbIAENAS BHYTPEHHIOW U BHELUHIOO Cpefbl, MPUYUHbLI pa3Bu-
TUS BPOX/AEHHbIX MOPOKOB Y YesioBeKa MOXHO CrpynnupoBaTb Cneayrowmm
obpasom (flastok .M., 1991).

A. 3HOOreHHble (CNOHTaHHblE U3MEHEHUS B reHeTUYecKoM MaTepuane;
BHYTPUK/IETOUYHbIE METaboNunTbl, CNOCOBHbIE BAUATL Ha NpPoLLeccbl aM6pro-
N dheToreHesa; «nepe3peBaHne» NosoBbIX KNETOK; BO3PACT poauTenei).
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b. OK30reHHble — ousnyeckme (paguaumoHHble, MexaHuyeckme, Tem-
nepaTtypHble 1 Ap.), XuMmuyeckme (Npon3BOLCTBEHHbIE W ObITOBbIE 3arpss-
HWTeNW, NekapcTBeHHble npenapartbl W Ap.), 6uonoruyeckme (BUPYChbl, MU-
Konnasmbl 1 gp.).

Vcxoga w3 gaHHoi paboueli knaccugukaummn, BkpaTle ocTaHOBMMCS Ha
pONV KaXaoh U3 3TUX MPUUKH.

MHorve nccnegoBaTenn CUMTAKOT, UTO reHeTnyeckme akTopbl urpatot
OCHOBHYIO pOJib B reHe3e BPOXAEHHbIX MOPOKOB pa3BuTusa. Cpeamn 3Tux
(haKTOPOB BaXXHOE MECTO 3aHWMAalOT MyTaluu, MPoUCXOoAsLime Ha reHHOM,
XPOMOCOMHOM W FTEHOMHOM YPOBHAX (Ay6uHunH H.M., 1985).

FeHHble MyTauuy cBsi3aHbl C U3MEHEeHWeM BHYTPEHHel CTPYKTypbl OT-
JeNbHbIX TeHOB M 06ycnaBNMBalOT NpeBpalleHne OfHUX annenein B apy-
rve. BpoxaeHHble MOpoKM HacnefCTBEHHOro reHesa CBA3aHbl [1aBHbIM
06pa3oM C reHHbIMU MyTauusMu.

B rpynny XpOMOCOMHbIX MyTauuii 06beMHEHbI BCe BapuaHTbl U3Me-
HEHWUI CTPYKTYpPbl XPOMOCOM, BbISIBNISEMbIE C NMOMOLLBI CBETOBOINO MUK-
pockona. Citofa OTHOCATCA: TpaHcnokaums (06MeH cermeHTamu mexay
XpoMOCOMaMn) — peuurnpokHble, HepeLunpokHbie U pobepTCOHOBCKME
(OaBe akpoueHTpuYeckue XPOMOCOMbl COEAMHSOTCS CBOWMWU LLEHTpOMep-
HbIMY paiioHamu); aeneuun («nosIOMKM» XPOMOCOM C yTpaToli YacTu Xpo-
MOCOMHOro Matepuana); gynamkauun (yaBoeHue yyactka XpOMOCOM); UH-
Bepcuun (pesynbTar ABYX MOSIOMOK B OZHOW XPOMOCOME C MocneayLmm
NMOBOPOTOM yyacTka Mexay nosiomkamu Ha 180°). Hasimume y ogHOro MHAm-
BMAYYMa HECKOJIbKMX BapuvaHTOB XPOMOCOMHOro Habopa HasblBaeTCs MO-
3aULMN3MOM.

[eHOMHbIe MyTauuy — U3MEHEHUs 4Yuciia XPOMOCOM (aHeynsonauns).
Yaule Bcero HabnogarTcs TpucoMmmnn (yBesimyeHme Kosmyectsa XpoMocoM
Ha OflHY) UM MOHOCOMMUM (OTCYTCTBME OLHOW XPOMOCOMbI). T€HOMHbIE MYy-
Taumm COnpoBOXAAKTCA M3MEHeHusiMn heHoTuna 6onbHOro (nfoga) u
MOryT MPYBOAMTL K CaMOMpPOU3BOJSIbHOMY abopTy WM XPOMOCOMHON 60-
nesHn — [layHa, 3aBapaca v T.4.

MyTauun y yenoBeka, Kak 'y Bcex Apyrnx opraHn3mMoB, BO3HUKAIOT MocC-
TOSIHHO Kak 0OblYHbIA dom3nonornyecknx npouecc (CNoHTaHHbIW, ecTec-
TBEHHbII MyTareHes), Tak U B pesysibTaTe AOMOMHUTE bHbIX BO3AeNCTBUI
Ha Hac/eACTBEHHble CTPYKTYpbl (DaKTOpPOB BHeLLHelW cpefpl (MHOYLMPO-
BaHHbIi myTareHes) (boukoB H.lM., YUeb6oTapes A.H., 1989).

VHayumMpoBaHHble MyTauuMm MOryT ObiTb MOJIyY4eHbl MpyY BO34ENCTBUU
NOHM3NpPYIOLWEeR paguaumm, MHOTMX XMMUYECKMX BellecTB 1 BupycoB (LLles-
yeHko B.A., MNMomepeHueBa M.[., 1985; boukoB H.MM., Yebotapes A.H.,
1989), 0 ponn KOTOPbIX BYAET CKa3aHO HUXeE.

M3 3HAOKPUHHBIX 3a60M1eBaHUin kK aMbprodeTonaTMam Hanbosiee 4acto
NpVMBOAWT caxapHblii anabeT. [uabeTuyeckas ambépuodeTonatust KInHU-
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Yecku M3ydeHa u onucaHa B nutepatype. latoreHes ee C/A0XHbIA, MHOro-
KOMMNOHEHTHbIN (KHA3eB HO.A. v ap., 1991) u, BUAMMO, NO3TOMY, HECMOTPS
Ha TO, 4YTO YacToTa AvabeTa y poXeHuL, cocTaBnseT oAuH cryyali Ha 580-
650, ponsa gmabetnyecknx ambpuodoeTonatuii B obluel cTpyktype BIIP
HeBe/iMKa 1 He npesbiWwaeT 1-2 NpoueHTOoB.

dPeHoMeH «nepe3peBaHns» MOJIOBbIX KNETOK B reHe3e BPOXAEHHbIX Mo-
POKOB XOPOLUO M3y4YeH aKcnepumeHTasibHo (Shapiro R., Louis J., 1975) u
€ro posib B TepaTosiorMy YesioBeKa MOXHO cuuTaTb ycTaHoBfieHHol (Nis-
chimura H., 1975). B ocHOBe 3TOro (heHomMeHa sexaT npouecchl, BegyLine
K OEeCUMHXPOHM3auun OBYNSALUMM U ONJOAOTBOPEHUS W NO3TOMY OH MOXET
KacaTbCsl Kak siiuekneTok, Tak n cnepmato3songoB (Freiherr G., 1984). Mpu-
unHoii BIP, ocobeHHO aHeynaouauii, MOXeT ObiTb TakKke «CTapeHue»
cnepmbl (Martin-DeLeon P., Williams M., 1987).

O6wwenssBecTHa 3aBUCUMOCTb COCTOSIHUA 340pPOBbS NOTOMCTBA OT BO3-
pacta poguTtenei. Tak Kak obLiebuonormyeckne 3akoHbl pasBuTus, 3pe-
NOCTN 1 YyBAOAHUA KacalTcsa B 60/bLUe cTeneHn penpoayKTUBHOW qOyHK-
umu, cnegyeTt oxupaTb 60nee 4acToro poXAeHWUSA HenosIHOLEHHOro
NnoToMCTBa Kak B nepuofe CTaHOB/IEHMS 3TON OYHKUMMK, Tak U B nepuone
ee yBAgaHus.

JencTBnTeNIbHO, NOKa3aHo, YTO MOPOKM pas3BUTUA OMNOPHO-ABUraTesb-
HOro annapaTa HecKo/Ibko 4allle HabnwogatoTcsa y AeTell IoHbIX MaTeper,
yeMm y AeTeil, poauBLUMXCA OT MaTepeil Bo3pacTta 22-34 net (/laswok ..,
1991) Y maTepeir Bo3pacTa cTtapiue 35 /et yBennmumBaeTcs Ymcno geteni ¢
MHOXXECTBEHHbIMM nopokamu (Jlastok .. n gp., 1983), a Takke ¢ Nnopoka-
MW LEeHTpasibHO HepBHOW cuctemsbl (Coffer V., 1983). OcobeHHO 3TO Kaca-
eTca 6one3Hn JayHa, dABapAca N MHOTMX OPYTUX TPUCOMMIA.

YcTaHoB/1eHa B3aMMOCBSI3b BO3pacTa OTLa C 4acTOTOW poXAeHus Ae-
Teil ¢ BINP, 0co6eHHO ¢ ayTOCOMHO-AOMWUHAHTHO HacnefyembIMn CUHAPO-
mMamu (Jlypbe W.B., 1984; Martines-Frias M. et al., 1988).

YBenunuyeHue 4vactoTbl BMP y notomcTBa, 006YyC/10B/IEHHOE PO3PacToMm
poauteneil, 06bACHAETCA YBENMYEHMEM 4YacTOTbl MyTaLUii B MOMOBbIX
KneTkax U SIBNSIeTCA XOPOLO yCTaHOB/eHHbIM chaktoM (Jones K. et al.,
1975).

Mocne KpaTkoro pacCMOTPEHUSI 3HAOIEHHbIX MPUYMH Pa3BUTUA BPOX-
[OEHHbIX MOPOKOB Yy AeTei cnefyeT OCTAHOBUTBLCA U HA 3K30M€HHbIX Mpuyu-
Hax nx hopMMpPOBaHUS, KOTOPble BK/IOYAOT B ce6S psg hmsnyecknx doak-
TOpPOB U npexae Bcero pagvaunoHHble BO34eNcTBUA. Bonpocam
pagnaumoHHON UUTOreHeTUKN YenoBeka NOCBALWEHO 60/bLioe YMC0 K-
crnepvMeHTasIbHbIX 1 0630pPHbLIX PaboT, Ha OCHOBE KOTOPbIX BbipaboTaHo
NosIOKEHNE 0 «BCEOOLLHOCTU» BO3ENCTBUA Ha YesloBeka MOHU3NPYIOLLLEro
n3ny4venus (ApmoHeHko C.MM., 1988; LleBueHko B.A., 1989).

MpaMbIX goKa3aTesibCTB TepaTOreHHOro BO34eiCTBUSA MOHU3UPYIOLLEro
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n3nyyeHns B Tex Ao3ax, KoTopble Hambosiee 4acto noslyyaet YenoBeK B
COBpPEMEHHbIX YC/TIOBUSAX XWU3HU, He MOJyYeHO, a AaHHble nutepaTypbl No
3TOMY BOMpPOCY NpoTuBopeynsbl. OQHAKO B CBA3W C TEM, UYTO Yy BCEX UCCIe-
[OBaHHbIX BUAOB MJ/IEKONUTAIOLMX MNOA4 BO34ENCTBUEM WOHU3NPYIOLLETO
N3/Ty4EHUST MOMYyYEHbl BPOXAEHHbIE MOPOKU, Takoh 3hEKT HE UCK/TIOHAET-
¢ u y yenoseka (Shepard T., 1986).

Kak Tenepb ycTaHOB/IEHO, TepaToreHHble U reHeTudeckne adekThbl
WMOHN3MPYIOLLEro U3/TyYeHUss B 3HAUYUTENIbHOW CTeneHn 3aBWUCAT OT [A03bl
06nyyeHns (Paguauus... 1988; PaHHue... 1988; CnuTkoBckuin .M. v ap.,
1992)

KOHTaKT 60/bLUMX KOHTUHIEHTOB JIl0Aei ¢ MasbiMy Ao3amMu paguaumm
CNOCOOEH CYLLECTBEHHO MOBLICUTL FTEHETUYECKUIA PUCK A1 BYAYyLUUX MOKO-
JNIEHWI, B OCHOBHOM 3a CYeT UHAYKUUU AOMUHAHTHbIX W CLENsIeHHbIX C MO-
nom mytauuin (Searle A., Edwards J., 1986). Mo gaHHbIM B.A. LLeBYeHKO
(1988) fo3bl 10 4— 10-2 pag/cyTkn He NPUBOASAT K AOCTOBEPHbLIM CABUTam B
YPOBHE eCTeCTBEHHOro MyTupoBaHus. MyTareHHbIM adhdhekTom obnagatoT
4osbl o1 0,1 pag/cyTkm u Bbiwe. o 3aknoyeHuto Komuteta akcnepTos
OOH po3a, yaBavBatoLLlas YpOBEHb CMOHTaHHbIX MyTauuii (kak Hambonee
yOoobHaa efuHuLa U3MepeHns 0N XapakTepUCTUKM COOTHOLLEHUS A03bl !
yncna MyTauuii y yenoBeka), coctasnseT 0,46 I'p ans mMyxuuH u 1,25 p
0151 XXEHLLUMH NpW OCTPOM 06/1y4eHnm, a B YC/IOBUSX XPOHNYECKOro 061yye-
HMs — cooTBeTcTBeHHO, 1,38 n 10 I'p (LWWeBueHko B.A., TNomepaHueBa
M.[., 1985).

BmecTe ¢ TeM B siMTeparype MMEKTCS HEMHOrounc/ieHHble nyb6nuka-
LuK, oTpaxaroLwue aHann3 nonynsiLMOHHbIX CTPYKTYp TeX TEpPUTOPUiA, Ko-
TOpble NOABEPI/INCH PAAVNOAKTUBHOMY 3arpsi3HEeHWto, B 4acTHOCTU, B pe-
3ynbTare aBapun Ha YepHobbinbekoli ASC (Bonbliakosa f1.M. v gp., 1989;
byraes B.H. u gp., 1991; MunuHckas M.A. n ap., 1991; PomaHeHko A.E.,
1992).

Tak, psi aBTOPOB, aHa/IM3NPys1 YPOBEHb BPOXAEHHbIX aHOMa/nii B Ha-
poauycKom paiioHe XXutommpckoii obnactu 3a nepuog 1986-1988 rr., He
3aperncTprMpoBasl ero cyllecTtBeHHoe naMeHeHne — 1,7 Ha 100 pogos npu
pecny6simkaHckoM nokasatesie 1,9:100. pyrue aBTopbl, XOTA U 06HapYyXu-
i1 BO3pacTaHue 4yucna abeppaluini XpOMOCOMHOIO Tuna B COMaTU4eCKMX
KneTkax /ML, NoABEPrLUMXCS pagnalnoHHOMY BO3LENCTBUIO B CBA3M C aBa-
pueii Ha UA3DC, He uCKIoYasiv, YTO OAaHHbIA LMTOreHeTUYEeCKNin agodoexT
BO3HWK NOA, AelCTBMEM MyTareHHbIX )akTOpOB XMMUYECKON, a He pagna-
LUMOHHOW Npupoabl.

ViHTepec npeAcTaBnAlT AaHHbIe 0 CyLLeCTBEHHOM pOCTe yucna npe-
XaeBpemMeHHbIX pogos (¢ 1,99 ao 11,8%), yactoTe BPOXAEHHbLIX MOPOKOB
pasBMTUS U BHYTPUYTPOOHLIX rMnoTpoduin (cooTBETCTBEHHO, ¢ 0,958 go
2,331% u ¢ 0,92 o 2,77%) B 0AHOM M3 poausibHbIX AOMOB . Knesa 3a
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nepvog 1984-1989 1., YUTO CBA3bIBAETCA aBTOPaMW C B/IMSHNEM 3KOJ/10MM-
yecknx pakTopoB B 30He YepHobblnbcKo aBapun (Beptaii B.B., CobuHa
N.B., 1991).

BmecTe ¢ TeM, BbiCKa3blBAETCH TOYKA 3PEHUS, YTO MOHU3MPYLOLLEe U3-
JNlydeHve B/USIET He CTOJIbKO Ha OOLLLYH 4acTOTY NOPOKOB Pa3BUTUSA B NOMy-
NAUMK, CKOMBbKO Ha UX CTPYKTYPY, YBEMUMBAS YAe bHbIA BEC BPOXAEHHbIX
aHomManuin onopHo-AguratenbHoro annapata u LIHC (Herrmann T. et al.,
1988; Kurka P., Jelinek R., 1989). Tak, B cepegnHe 80-x rogqoB oTMeYeH
CYLLLeCTBEHHbI POCT Y HOBOPOXAEHHLIX AeTeli Opgeccko-MpnyepHoMop-
CKOTrO pervoHa YKpauHbl YacTOTbl BPOXAEHHbIX rnapouedannin n aH3HLe-
ganuin (MunHkos W.IM., 1992), B 3T0T e nepuog Bpemenn nopokn LHC 3a-
HUManu 1-e mMecTo cpedn 0o6ULero yvicna BPOXAEHHbIX aHOMasuii no
LaHHbIM NaTosloroaHaToOMMyeckoro aHanusa (Pes3Huk E».A. u gp., 1989).
Psf aBTOpPOB OTMETUN TaKXe BAUSAHWE 3KONOTMYeckux DakTopoB Ha pocT
4acTOTbl BPOXAEHHbIX 3ab60n1€eBaHUin ONOPHO-ABUraTeNIbHOro annapara y
HOBOPOXAeHHbIX (Kpuctok A.lM. n ap., 1993).

Cpeamn hmsnyeckmx hakTopoB 3K30reHHbIX NpuunH BIP BblgenstoT Ta-
Kne MexaHu4eckme BO3[EeliCTBUS, KaK aMHUOTMYECKME CpalleHusl, ypes-
MepHOe [aBfeHne mMaTku UM OMyxOsv Ha passuBaloLMiicsa nnog npyu ma-
7I0BOAMM WM KPYMHOW MWOME, CAaB/IMBaHNE OPraHoB N/04a BPOXAEHHOW
ONYXO/b0 U APYTMM HENpaBUbHO CHOPMUPOBaAHHBLIM OpraHoM, a Takxe
LYMOBbIE BO3AENCTBUSA HA GEPEMEHHYIO XEHLUNHY, BUbpauusa u 1.4. (Nla-
30k .M., 1991; Meunier A., 1989).

N3 6uronornyeckux chaktopoB dopmupoBaHus BIMP onpegeneHHyto
posib UrpatoT BO3LENCTBMA BUPYCOB KpacHyxu, repneca, rpunna u gp. (Ce-
meHoBa T.b., KpacHukoB .., 1990; South M., Sever J., 1985; Kunze J.,
1989), MMKONNIA3MEHHbIX U MPOTO30MHbLIX NHAIEKUMIA (Manspusl, TOKConnas-
mo3) (Wa6anos H.M. n gp., 1981; ®dunnunnosa-HyTpuxmHa 3.J1., LLleBkyHOBa
E.A., 1989), 3HaueHMe KOTOPbIX B 3TMO/IOMMU BPOXAEHHbIX aHOMaIMiA pas-
BUTUS MO MHEHMIO psga aBTOPOB CUILHO npeyBenunveHo (Jlastok U,
1991; Kurjak A., Funduk-Kurjak B., 1989).

Xrmuuyeckre hakTopbl 3K30M€HHbIX MPUYMH BPOXAEHHBLIX MOPOKOB, Ha
Hall B3rnsj, LenecoobpasHo pacCMOTPETb B acrnekTe 3KOSI0rMYeckmx npo-
6/1eM 1 COCTOSIHUSI OKpY>XXatoLen cpefbl, aHann3 KOTOpbIX MO AAaHHbLIM /1-
Tepatypbl 1 HalinMX COBCTBEHHbIX UCCNeaoBaHU NpeacTaB/ieH B Creayto-
LeM pasgene.



BPOXJEHHbIE MOPOKW PA3BUTUSA
N 3AFPA3HEHNE OKPYXXAIOLWEM CPE/bI

B nocnegHee pecatunetve nNpo6seMbl 3KOAOTMU MOMAYYUNN rnobasib-
Hoe 3By4YaHue. OHWM BOJIHYIOT He TOJIbKO Y4YeHbIX, MeAUKOB, HO U LUMPOKMEe
Kpyrn o6LLeCcTBEHHOCTU, NOSIUTUKOB, BCe HaceneHue Hawel nnaHeTsbl (Ky-
xapb B.IM., 1988; LWaHgana M.I., 3BeHsukoBcknin A.M., 1988; CugopeHko
W. n gp., 1991; Brinkhorst L., 1988; Crow P., 1990).

B nocnegHee Bpems nosiyd4eHO 60/bLIOE YMCMO (PAKTOB, CBUAETESIb-
CTBYIOLLMX O 3arpsi3HEHNU OKpYXaloLLei cpefpl Kak B rnobanbHOM Macluta-
6e (Maygh T., 1978; Barta B., 1989; Najman M., 1989; Drets M., 1990), Tak
1 Ha TeppuTtopun YkpauHbel (MuTtiopeHko E.N. n gp., 1990; KyHamnes HO.U.,
Fpog3unHckunin .M., 1991; PomaHeHko A.E., 1992).

M3ydyeHa ponb 3arpsasHuTeneli okpyxatolleli cpefbl B HapyLWeHUn M-
6puoHanbHoro passutusa (OAuHepmaH A.A., 1980; JliutemHoB H.H. n gp.,
1988; MunosaHoB A.lM. n gp., 1991), ycTaHOBNEHA B3aMMOCBS3b CTENEHU
3arpsA3HeHVsi BHeLWWHel cpefbl C COCTOSIHMEM 340p0Bbsl Hacenexwus (flego-
wyk B.A., 1991; Nitzsche P., 1988), B ToM uncne n getckoro (CTyAeHUKUH
M.4. n gp., 1989; La6papbaesa M.C. n gp., 1990), ¢ nepvHaTas/IbHOI 1
HeoHaTasibHOI natonornen (AnamassaH 3.K., 1990; M3mepoB H.®., Bo-
nkoea 3.A., 1990; NlykbsiHoBa E.M. n gp., 1991), BO MHOrom onpegensio-
el coCcTosHWe 300pOBbA NnogpacTatollero nokonexHus (JlykesiHoBa E.M.,
1993) a Takke C ypoBHEM 3a60/1€BAEMOCTM, POCTOM 4acToTbl asnepru-
YecKuX, 6POHXO0/IEroYHbIX, reMaTosiIorMyeckmx n apyrux sabonesanuii (Ma-
Honoea .M., KanpaHos C.B., 1989; Ko3suHey, .M., 1990; Kasuga H., 1989),
C COCTOSIHAEM UMMYHHOW cucTembl (AHTUMNKUH KO.I. n gp., 1993; Bebeluko
B.I'. u gp., 1993). MHOro4ncneHHbIMWU UCCNef0BaHUAMUN NOKa3aHo, YTO 3a-
rPA3HEHME OKpYXaloLlel cpefbl MOXeT nNpuBoAuTb K Mytaumsam (MuavHc-
Kas M.A. u gp., 1991; 3onotosa O.B., MNeTtpoB Bb.A., 1992; Drets M, 1990;
Lingjia H. et al., 1990).

BmecTe ¢ TeM, MyTaLMOHHbIA npouecc SABNSAETCHA OA4HOW U3 OCHOBHbIX
OBWXYLLMX CUT 3BOMIOLMU U NPEACTaB/IEH MHTErpasibHOl COBOKYMHOCTbIO
CMOHTaHHbIX MyTauuii, «LWANCYIOLLMXCA» eCTeCTBEHHbIM OTOOPOM, 4TO
BNMUSIET Ha MPUCNOCOGISIEMOCTbL 0CO6el K YCNOBUSIM BHELLHEWN cpefbl
(BoukoB H.IM., YeboTapes A.M., 1989).

MoBbilWeHVe YPOBHA MyTauWOHHOro npouecca BeAeT K BO3HUKHOBEHWIO
HebnaronpuATHbIX (UHAYLMPOBAHHLIX) MyTauuii, yBEMUNBAIOLNX FeHeTu-
yeckuii rpy3 B nonynsaumm (boukoB H.M., YUeboTtapes A.H., 1989; Vogel F.,
1983; Rohrborn G., 1984; Lyon M. et al., 1985).

OCHOBHbIM/ UCTOYHMKAMWU 3arpsi3HEHUS1 BHELUHEeN cpefpl SABASOTCSA
NPOMbILLIEHHOE MPOU3BOACTBO, aBTOTPAHCMOPT U MPUMEHEeHWe necTuuu-
0oB B cenbckoM xossiictee (Maspuniok KO.W., 1987; LaHgana M.I., 3Be-
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HAUKoBCKuiA A.N., 1988; MocmutHas /1.B., lagoHun B.®., 1989; Valerio F.
et al.,, 1989).

Mpegonpusatnsa aToOMHOW NPOMbILLIEHHOCTY, paboTalwme B pexvve
6e30nacHoOCTW, OTPULATESNBLHOMO B/IMSHUS Ha 300POBbe HOBOPOXAEHHbIX
He okasbiBatoT (Byngakos J/1.A. u gp., 1991).

Ha puc. | npeactaBneHa cxema (no Hemminki K. et al., 1979) Bo3moXx-
HbIX NOCNEACTBUIA MyTaLuMii B COMaATUYECKMX U 3apoAbllleBbIX KneTkax ye-
noBeka nof BO3AeNCTBMEM PA3/IMUHbIX 3K30T€HHbIX (DaKTOpPOB.

CyliecTByloLMe B HACTOsILLLee BPeMS CUCTEMbI OLEHKU MyTaLVNOHHOW 1
TepaToreHHol OMacHOCTU 3arpsA3HeHUs OKpyXalowen cpefpl ANna Yyenose-
Ka onupaloTcH, B OCHOBHOM, Ha pe3ynbTaTbl BbIABNEHUS MyTareHHbIX
CBOWCTB M3y4aeMbIX BELLeCTB C MOMOLLbI0 TECT-CUCTEM U IKCTPanonsauum
3KCNEePUMEHTASIbHbLIX AAHHbIX C MOAE/IbHbIX OpPraHn3MoB, YTO AenaeT nX
(3TM cMCTEMBI OLEHKN) HEeAOCTATO4YHO ToYHbIMK (Sobels F., 1982; Hoffman
G,, 1983).

B coBpeMeHHOM MPOMbILLIEHHOM W CE/IbCKOX03SMCTBEHHOM NPOU3BOA-
CTBE CUHTE3UpyeTCs U NPUMEHSETCH CBbIe MOAYMUI/IMOHA XUMUYECKNX
COe[IHEHWNA, OAHAKO NULIb He3HauuMTeslbHOe WX YMC/I0 TecTupyeTcs Ha
MyTareHHoCTb. BMecTe ¢ Tem, MHOrMe u3 HUX MoryT o61afarb MyTareHHbl-
mu ceoictBamn (FaBpuntok HO.W., 1987; BoukoB H.M., UeboTapes A.H.,
1989; Voytek P., 1982; Drets M, 1990).

Kak ycTaHOB/MIEHO B HacCTOsILLLee BpeMs, Cpeau pas/iMyHbIX 3arpsasHsio-
LMX OKPYXXaHLLYH cpeay BeLlecTB MPOMbILLIEHHOTO NPOM3BOACTBA CBOM-
CTBaMM Hapyllatb aMbpunoHasibHoe passuTtue (popmmpoBaTb BIP) o6na-
JaloT:

— NbiNb 1 caxa (Susanszky E ., 1989);

— TaXesible MeTas/bl (opraHmyeckas pTyTb, CBUHEL, KagMWiA, Tasuii,
HUkenb, xpoMm) (AnHepmaHn A.A., 1980; Boukos H.M. n gp., 1986; Kazantzis
G., Lilly L., 1979; Rondia D., 1989; Valerio F. et al., 1989; Taskinen H.,
1990);

— MPOAYKTbl XMMUYECKOro Npon3BoACcTBa (Kpacutenu, opmanbaerng,
pe3uHo-TexHnveckne mnsgenusa u 1.4.) (Anekcangpos C.E., 1987; Haglund
U. et al., 1980; Sion G. et al., 1982; Dobias L. et al., 1988; McDonald A. et
al., 1988);

— oKcuabl yrnepoga, cepbl 1 as3ota, ceposogopoga (bapunsk N.P., Ba-
cunbeBa W.A., 1974; Shapiro R., Louis J., 1975; Guerra D. et al., 1981,
Barale R. et al., 1989);

— pTtop n dTtopuctele coegnHenusi (3onotosa O.B., MeTtpos B.A.,
1992; Horner J., 1989).

B BbI6pocax aBTOTpaHcnopTa HavboMbLWMM MyTareHHbIM (U KaHLepo-
reHHbiM) acpcpektom obnagaet 6enHs/a/nupeH (boukoB H.M., UYeboTapeB
A.H., 1989).
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/ MYTAFEHHOE AENCTBUE BPEAHbIX BELECTB
FTOHAAOTOKCUYECKOE
OMBPNOTOKCHNYECKOE

Puc. 1. Bo3MOXHble MOCNeACTBUSA MyTauuii B COMaTUYECKNX M 3apOAbILLEBbIX KieTKax
Yy 4yesioBeka nof AecTBMEM 3K30reHHbIX (pakTopoB (No Hemminki et al., 1979)



MuueBble NPOAYKTbl U NUTbEBAA BOAA MOMYT COAEpXaTb OCTaTku npu-
MEHSIEMbIX B CE/MbCKOX03SMCTBEHHOM NPOU3BOACTBE X/IOPOPraHNYEcKnX u
OpYyrux S40XUMMKATOB, a Takke HUTPaTbl, KOTopble 061a4atT MyTareHHbI-
MW 1N TepaToreHHbIMu cBoiicTBamu (FpsisHoBa T.M., u ap., 1989; KypuHHbI
A.WN. n gp., 1990; Arbuckle T. etal., 1988; McDonald A., 1988; Mott L., Snu-
der K., 1988).

MyTareHHbIMU 1 TepaToreHHbIMW CBOMCTBaMU 06/1a4aloT Takke MHorne
nekapcTtBeHHble npenapaTbl (boukos H.M. u gp., 1986; Wilson J,, 1973;
Hanson J., 1983; Giuffre L., Corsello G., 1989), Takue Kak:

— aHTMKOHBY/bCaHTbl (0CO6eHHO B koMGuHauun) (Guratolo P. et al.,
1986; Lingjia H. et al., 1990);

— HeKoTopble NPOTMBOCBEPTLIBaOLME (BapodhapuH, renapvH) (bouvkos
H.M. n gp., 1986; Barr M., Burdi A., 1976);

— pe3epnvH (Pauli R., Pettersen B., 1986);

— pag aHtnounotukos (Vilokovic M., Carzicik B., 1980).

B 1986 r. B CLLUA mn3gaH katanor TepaTtoreHHbIX areHToB, COAepXaLLnii
COTHU U TbICAYN HamMeHoBaHuii (Shepard T., 1986).

BoMbWMHCTBO MyTareHoB o6nazaeT 6ecnoporoBOCTbIO AENCTBUSA W,
cnepoBaTeNlbHO, AaXe NpPU caMbIX He3HAUUTENbHbIX A03aX BO3MOXEH Ky-
MYNATUBHBIA 3oheKT UHAYLMPOBaHHOro MyTareHesa (boukos H.M., Yebo-
Tapes A.H., 1989). YcTpaHeHne MyTareHHbIX (0akTOpOB BHELLHENR cpefbl —
OAMH 13 Hambosee aPPEKTUBHLIX, KakK OblI0 OTMEYEHO Bbille, METOLOB
nNpodonNakTMkn HacneAcTBeHHbIX 60ne3Heit B nonynauuu. OgHako B noa-
asnsowem 60nbINMHCTBE PaboT No U3YYEHUIO B/IUSIHUSA OKpyXatoLlel cpe-
bl Ha 340pOBbe HacesieHUs n3yvyaeTcs BAUSHMUE TOro UM UHOTO OTAE/bHO
B3ATOro paktopa, B TO BPEMS KakK Ha YesioBeka B YC/I0BUSAX HACENEeHHbIX
MecT, 6blTa, NPOM3BOACTBA U T.[. OKa3biBAlOT BO3AENCTBUE CMIOXKHbIE KOM-
naekcbl hakTopoB. 3TO BblABUraeT 3agadvy YCTaHOBMEHWUS peasibHOW Ha-
FPy3KM Ha OpPraHu3M BCEro MHOroobpasust 3Tvx BO3AENCTBUIA, C KOTOPbIMU
B OENCTBUTE/IbHOCTU KOHTaKTUpyeT 4esioBek U KOTopble MOryT obnaaatb
o6LLel MyTareHHOM aKTUBHOCTbLIO B KOMI/IEKCE, YeM KaxkAblil U3 cocTaBns-
owmx B otaensHocTn (WaHpana M.T., 3BeHsukoBckuid A.M., 1988; Cupao-
peHko .M. n gp., 1991).

Vicxoas u3 atoro, 60/blIOe npakTuyeckoe 3HayeHue UMET K/IMHUKO-
3aNNAEeMNOoorM4yeckne nccnefoBaHmsa 4acTtoTbl U CTPYKTYpbl BIP B pervo-
Hax ¢ pas3NIM4YHOl CTeneHblo 3arpsA3HeHUs BHeLWHen cpeabl. JaHHble nuTe-
patypbl No aToli NpobsemMe HEMHOrOYUC/IEHHbI U KacalTcs, B OCHOBOM,
psifa NpoMbILLIEHHbIX TOPOAO0B, a Takke HEKOTOPbIX PErMoHOB ¢ Hebnaror-
PUSATHO CKapblBatoLLLENCS 3KOIOrMYECKON 06CTAaHOBKOIA.

Tak, P.A. Manbiwea n O.0. Apos3gosa (1983), conocTtaBuB AaHHbIE 0
yactote BINP y HOBOpOXAeHHbIX B 1. CBepanoscke 3a 50-e — 60-e rofpl ¢
aHaNornyHbIMM faHHbIMK B 1981 r. U HaWASA OT/IMUMA ITUX NoKasartesnein
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Mexay oTAenbHbIMY palioHamMy ropoga, He 06HapyXuau cBsi3b 6o/ee Bbl-
COKOIi 4acTOTbl NOPOKOB HK C BO3PAcTOM poAauTeneil, H1 ¢ CoumanbHbIM UX
NOJIOKEHUEM, HU C AaHHbIMU C3C 0 3arpsA3HeHNM BHELUHEeN cpegpl.

C.A. bynaxoBa (1985), aHann3npys pacnpocTpaHeHHOCTb BPOXAEHHbIX
MOPOKOB Cpean HOBOPOXAEHHbIX . KemepoBo (Kysbacc) B 1975 — 1982
IT., YCTAHOBW/IA, YTO 3TOT MokKasartesib B OTAesbHble rofdpl Konebancs ot
19,1 po 24%o0, HO 3a nocnefHve rofbl 4OCTOBEPHO YBENUYWU/ICA 3a CueT
aHomanmii LIHC un XXKT.

Y6enutenoHble faHHble 0 BAMAHUM aBapum YAIC Ha 3KO0rnMyeckyto
CUTyaumIo B OXHbIX paiioHax Fomesnbckoii 1 Mornnesckoii obnacteii bena-
pycu nonyunnu .. Nastok n coasT. (1989), oTMeTUBLUME TEHOEHLUMIO K
yBEeJ/IMYEHUIO YaCTOTbl NMOPOKOB Pa3BUTUA Y CMOHTaHHbIX abopTycoB Mo
CpaBHEHMIO C APYTMMU permoHamu pecrny6mku.

BmecTe ¢ TeM, Ha OCHOBaHUM uUccnefoBaHuA AMHaMuUKKM yactoT BIP u
CMOHTaHHbLIX abopToB B nonynsauun r. JIbBoBa, cocTasnsowen okono 800
ThIC. YenoBek, 3a nepuopg ¢ 1985 r. go 1987 r. no matepuasam aHamsa
NepBUYHOM AOKYMEHTauuy BCEX POAOBCNOMOraTe bHbIX U TMHEKO' NOrnyec-
Knx cTauuoHapos HO.W. FaBpuntok u coasT. (1990) caenann BbiBog, 06 OT-
HOCUTE/IbHOW CTabu/IbHOCTU MYTaLWOHHOro npouecca B U3y4eHHOW nony-
NSAUMK 3a yKasaHHbIl Nepuos, BpeMeHMU.

Ha BbICOKOM MeTOAMYECKOM YPOBHE, BK/HOYAKOLWEM LMTOreHeTnyeckue
nccnegosanus, H.B. Kosanesoii n coasT. (1990) 6b110 npoBeaeHo obcene-
JoBaHue XuTenbHUL, ABYyX paoHoB CypxaHOapbWHCKON 06n1acTn Y3bekuc-
TaHa C Le/Ibl0 OLEHKM BO3MOXHbIX F€HEeTUUECKUX MOCNeACTBUA AeCTBUS
KoMMekca HebnaronpuATHbLIX XMMUYEeCKUX hakTopoB alloMUHUEBOrO MPo-
n3BoAcTBa. BbisBIeHO AocToBepHoe yBenuyeHue yactotbl (5,1%) xpomo-
COMHbIX abeppauunii (napHble oparMeHTbl, KoMbla, TpaHcnokauun u 1.n.) B
nevikoynTax nepndiepuyeckor KpoBm y XuTenbH1L He6NaronpuAaTHOM 3KO-
NNIOTMYECKOWN 30HbI MO CPaBHEHUIO C KOHTponem (3,7%).

Fny6oknin aHanns 3a 10 net, kacarowuiica 87186 poxaeHuin B r. Tomc-
ke, N3BECTHOM CBOVM 3KOJIOrMYeckuM Hebnarononyuvem, 6bis1 npoBeneH
H.N.KpukyHoBoii 1 J1.MNM.HasapeHko (1990), koTopble YCTaHOBW/N POCT Yac-
ToTbl BMP ¢ 1,23% B 1979 1. o 2,0 — 2,6% B 1981 — 87 rr. MNpn aTom
YacToTa MHOXECTBEHHbIX aHOMasii, B 3TMOJIOTMU KOTOPbIX OCHOBHYHO
posib urpaeT mytauuoHHasi komrnoHeHTta (HukonaeBa W.B. un gp., 1989;
Hook E., 1984), B uenom coctasunia 0,40%, 4To Bbllle CpedHero nokasare-
ns (0,33%) no 22 ropogam 6biBLiero CCCP 3a aT1u xe rogpl (Kynewos H.M.
n gp., 1991).

0O.B.3onotoBa n B.A.MeTtpoB (1992) npoBenn oOLeHKY CyMMapHOi MyTa-
FeHHON aKTMBHOCTU BpeaHbIX (pakTopoB NPOU3BOACTBEHHON cpeabl (OUOK-
cug, cepbl, OKCUAbl Cepbl U a30Ta, OKUCb Yriepoga, CepoBOAOPOA, Napbl
NbIN 1 a3Pp030/11, coAepxallumne Tsxesble MeTas/ibl, (PTOPUCTbLIVE BOAOPOL,
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conu rtopa u heHona) Ha MeTasl/lypruyeckmx npeanpusatuax HOxHoro
Ypana. Bblno yctaHoB/ieHo, 4TO y pabOTHMKOB 3aBOAOB M0 CPaBHEHUIO C
KOHTponeM (340pOoBble /iMLa MYXCKOro nosa B Bo3spacte 20-40 neT) oTme-
yaeTtcsa goctoBepHo (P < 0,0001) 6051ee BbICOKOE CpeAHEE YMC/IO CECTPUH-
CKUX XpOMaTuUAHbIX 06MEHOB B NMMOLMTaX Nepuepnyeckoin kpoBm —
cooTBeTCTBEHHO 8-10 u 4,3-5,4 Ha KneTky.

Becbma ybeauTesibHble pesysibTaTbl 3NUAEMUOSIONMYECKOro U3yyYeHust
BPOXAEHHbIX MOPOKOB pa3BuUTUS Y AeTell B ropofax C pasHbiM YPOBHEM
3arpsi3HeHss aTMoCepHOro Bo3Ayxa 6blav NosyyYeHbl B UcCcnefoBaHuaX
E.H.AHTneHko n H.H. KoryTt (1993). /iMn 6blna npoaHann3npoBaHa 4acTo-
Ta BINP y getein Bo3pacTta go 1 roga B ropogax Cumdyeponosb, 3anopoxse
1 Mapuynosb, CyLLECTBEHHO pas/iMyalolLmxcs Mexay coboi kak no Basnio-
BOMY BbIGpOCY B aTMocepy 3arpA3HALWLMX BeLecTs, Tak 1 N0 YPOBHIO
pasnNYHbIX MyTareHHbIX 3arps3HeHuid, NPUXOAALLMXCA Ha OAHOr0 XuTens
3TUX ropoAoB B penpoayKTMBHOM Bo3pacTte. [poBeneH raybokuii, MHOro-
(hakTopHbIN aHann3. Oka3asiocb, YTO MHTEHCMBHOCTb MyTareHHoOro npo-
Lecca, oueHeHHas no cpefHeli MyTabenbHOCTU (Ha reH/nokosieHue), B yka-
3aHHbIX ropojax pasfnyHasa u coctaBndeT ana Cumdpeponons u
3anopoxbs (N0 YacToTe ayTOCOMHO-AOMWHAaHTHbIX MyTauuin) 8® 5 —
2,5«10'4, a pnsa Mapuynonsi, KOTOpbIA XapakTepulyeTcss MakCUMaslbHOW
CTeneHblo 3arpsasHeHns AB, — 2,2 10 4 — 4,7-10'4 MNpwu 3Tom obwasa vac-
TOTa MHOXECTBEHHbIX MOPOKOB, BKtoYas 60ne3Hb JayHa, 3apernctpupo-
BaHa Ha YpOBHe COOTBETCTBEHHO 1,6%0, 3,4%0 un 4,2%o.

AHann3npys KINHUKO-3MUAEMUOIOTMYECKNE UCCNeaO0BaHNA BPOXAEH-
HbIX MOPOKOB Pa3BUTUS Y HOBOPOXAEHHbIX AeTeld B NOMy/ISUMU HAce/1eHns
IOro-3anafHoro pervoHa YkKpaviHbl 1 COMOCTaBAAs MX C AaHHbIMU pervo-
Ha/IbHOTO CaHUTAPHO-TUTMEHNYECKOTO MOHUTOPWUHra, HaMu Gblny Mnosyye-
Hbl Matepuasibl, CBUAETENLCTBYIOLME O TOM, YTO HA TEPPUTOPUAX C BbICO-
KO CTEMNeHbH 3arpsA3HEHHOCTU BHELLHEN cpefpbl (aTMOCHEpPHbIA BO3ayX,
BOAA, NPOAYKTbl NUTaHUA) MyTareHHbIMW BellecTBamMu (Mblb, caxa, OKUCh
yrnepoga v asoTa, AMOKCU[A a30Ta W cepbl, CEPOBOAOPOL, CEPHUCTbLIV aH-
rmapua, deHon, dopmansaerns, TOpUCTbIA BOAOPOA, aspo30sb hTopu-
0oB; spgoxumukatel — OA4T, 443, A44, renTax/iop, METOKCMXnop, admp-
cynbdoHaT W Ap.; rofosble A03bl BHELWHero o6/ly4eHns B pacyeTe Ha
O[LHOrO XUTensa u 1.4.), oTMevyaeTcs 60/51ee BbICOKUA YPOBEHb BPOXAEHHbIX
NMOPOKOB, B 3TUOJIOTUN KOTOPbIX CYLLLECTBEHHYIO POJib UrpaeT MyTaunoHHas
KOMMNOHeHTa (MHOXEeCTBEHHble aHoMasuu, 60ne3Hb [layHa, CUHOPOMbI C
ayTOCOMHO-JOMUHAHTHbLIM TUMOM HacneposaHus) (Pe3Huk B.4. u ap.,
1991, 1992).

Taknm o6pa3om, 3aBepluas 3TOT pasfesi, HeobXxoAMMO MNoAYEePKHYTb
cnepywouwee. OTpuuaTtesibHble CABUMM B 3KOSIOTUU He BbI3bIBAKOT COMHE-
HWii. Megauko-6uonornyeckme nocnencTsns aTUX CABUroB MOryT ObiTb ANA
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yesfioBeyecTBa cambiMU Cepbe3HbIMU. HeobxoamMmo ry6okKo nsydvaTb B/iu-
AHWE OKpYXatoLLeil cpefbl Ha 340pOBbe YesioBeka, NHAMKATOPHLIMU MOKa-
3aTensiMu KOTOPOro SABASOTCA: caMO4yBCTBUe, 3abosieBaeMoCTb, cMmep-
THocTb (Tornas F., 1992). AHanM3 nokasaTesieii 3aboneBaemocTu u
CMEepPTHOCTU HEeO6X0AMMO NPOBOAUTbL B CONOCTaBMEHUN C CAHUTAPHO-TUTN-
€HUYECKUM MOHUTOPUHIOM Ha perMoHasibHoMm ypoBHe. OnbIT cTpaH EBpo-
nelickoro CoobLecTBa NnokasblBaeT, YTO B KPYMNHbIX NPOMbILLUAEHHbIX peru-
OHax, rae npoxuBaeT 6osee | M/H. 4YeslOBEK, MECTHble OpraHbl
ynpas/fieHUs [O/MKHbI MPOBOAMTL MOMUTUKY, HANpPaBfEeHHYIO Ha yydlleHue
3KOJIOTUN, MPOMBILLNIEHHON U paguauuoHHon 6e3onacHocTu (EpeMeHkKo
B.A., 1992; Sims K., 1992).

UTo KacaeTcsa ponu ApYrux XMMuYeckmx goaktopoB B reHese BIP, To
cnefyeT yunTbiBaTb BO3MOXHbIV TepaToreHHblid adhdpekT ankorons (3raHo-
na) (Craplet M., 1988; Mello G. et al., 1988; Kunze J., 1989; Sokolowski F.
et al., 1989), KypeHusi (He TONbKO OTLOM, HO U MaTepbto) (Werler M. et al.,
1985; Conde R. et al., 1989), a Takxe rMNOKCMM N HEMOMHOLLEHHOro NuTa-
HWS, B YaCTHOCTH, AedurumTa MUKPO3NEeMeHTOB (LMHKa, Mean, MapraHua) u
ButamuHoB (Hurley L., 1974; Scott J., 1989). MNMpnyem B OTHOLUEHUU Kype-
HMWS YCTAHOBMIEH HE TO/IbKO TepaToreHHbli, HO U MyTareHHbln 3dodeKT
(Tanner B. et al., 1990). B yactHoctn M.M. Ammenheuser n coasT. (1992)
YCTaHOBUNU, 4YTO B AMmouMTax MyNnOBUHHON KPOBU HOBOPOXAEHHbIX OT
KypALWKUX curapeTbl MaTepeli OTMe4aeTcs MOBblLeHWe 4acToTbl MyTauui
no reHy FPPT no cpaBHEHUIO C AETbMU OT HEKYPSALUX mMaTepeil — cooT-
BeTCTBEHHO 2,12 (+ 0,29) + IO 6 1 0,80 (£ 0,13) « 106 (p < 0,05).

OfHakKo M3 BCEX BbILLENEPEUNCIIEHHBIX BO3MOXHbIX 3MbpurodheTonaTnii
Hanbosiee 4YeTKO ONUCbIBAETCA aslKorosibHas ambpuodieTonatus (Jlastok
.. n gp., 1983; Xoxa A.M. n gp., 1988; Jones K. et al., 1973; Willhite C. et
al., 1988), xoTa TepaToreHHoe AelicTBUe 3TaHos1a ocnapmBaeTCsl HEeKOTO-
pbimu aBTopamu (Mills J., Graubard B., 1987).

KNACCUDPUKALNA
BPOXOEHHbBIX NMOPOKOB PA3BUNTUA

BpoxAeHHble NMOPOoKM MPUHATO KaccuduumpoBatb B 3aBUCUMOCTU OT
3TMoNOrMN, No nocsiefoBaTesibHOCTU BO3HUKHOBEHUA, WX /oKasm3auum u
pacnpocTpaHeHHOCTX B opraHusme (Jlastok .., 1991).

Mo aTrosiorMyeckomMy npu3Haky Bce NMopoKM pasfesifaioT Ha HacnenCTBEeH-
Hble, TepaToreHHble (3K30reHHO-cpefoBble), MysibTUakTopruasibHblie U no-
POKMN HeycTaHoBMIEHHOW aTnonorun (boukos H.M., Nlastok .M., 1991).

K BINP HacnencTtBeHHOro reHesa OTHOCAT MOPOKU, BO3HUKLLME B pe-
3ynbTarte MyTaumii B NOMOBLIX KNeTkax poguTeneii nnm 6onee oTAaeHHbIX
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npegkoB npobaHga (rameTuyeckme myTtaumm) nmbo, 4To HabogaeTcs 3Ha-
YNTENbHO pexe — B 3urote (3urotmyeckne mytauun) (boukos H.M., Yebo-
TapeB A.H., 1989).

K BIMP TepaToreHHOro (3K30reHHo-CpefioBOro) NpoMCXoXAeHNs OTHO-
CAT NOPOKW, OBYCMOBMEHHbIE MNOBPEXAAKWUM AEACTBUEM KaKMX-/Mb0o
hakTopoB (NecTuumabl, MHgEeKUus, nekapcrtea 1 T.4.) HenocpeacTBEHHO
oTpuuatenbHO BANSIOWMUX HA 3MOPUOH nan nnog (Slastok .U., 1991).

MopokaMmn MynbTUPaKTOPUasibHOWM NpuUpoabl Ha3biBalOT Te, 4TO
CchopMMPOBAIUCH NPU COBMECTHOM AENCTBUU FEHETUYECKMX U 3K30reHHbIX
(cpepnoBbix) hakTOpoB, NPUYEM HU OAWMH W3 HUX OTAE/IbHO He ABnseTcs
NPUYNHOIN Nopoka.

B page cnyyaeB nNpuuMHy NOpoKa YCTaHOBUTb- He yaaeTcs (rpynna no-
POKOB HEYCTaHOBMEHHOIW 3TUO0TUN).

Mo cyMMapHbIM AaHHbIM Pa3/IMyHbIX aBTOPOB OKOJ/0 NOJIOBUHBLI MOPO-
KOB MMeIT My/bTudiakTopnasnibHoe npoucxoxgeHne (Benbtuwes HO.E.,
1982; Nastok I'.N., 1991; Fraser F., 1977). HenocpeacTBeHHas CBA3b NOPO-
KOB C HacneACTBEHHbIMW hakTopamun ycTaHoBsieHa B 23,2% cny4vaes BIP
(Nastok .M., 1986). Co cpefoBbIMU BO3LENCTBMAMU GOMBLUNHCTBO UCCe-
posatenein ceasbiBaeT MeHee 5% nopokos (Jlastok .. n gp., 1983; Nasu-
neHkoBa E.®., bytomo VI.B., 1985; Fraser F., 1977; Czeizel A., Sankara-
nayanan K., 1984). INMpuunHbl OCTa/ibHbIX NOPOKOB OCTAKOTCHA HE YCTaHOB-
NEeHHbIMU.

B 3aBMCMMOCTM OT TOrO, Kakoii O06bekT 6bl1 NOABEPrHYT BO3AENCTBMIO
noBpexaarLmx hakTopos, BPOXAEHHbIE NOPOKM pacnpenensTcs Ha no-
poKKW, BO3HMKalLWMe B pe3ynbTare: a) rameTtonatuii; 6) 6nacrtonaTtuid; B)
ambpuonatuii; r) dpeTonartuii.

FameTONaTMM — MNOPaXEHUS MOMOBbLIX KNETOK «rameT», T.e. NOBPexX-
JeHve 3apo/bllUeBbIX KETOK Yy poauTeneil Ha ctagun, npegllecTsytoLle
3a4aTuio. 3TU MOPaKEeHUs MOryT 6bITb MyTareHHOro Xxapakrepa U Bbl3bl-
BaTb BPOX/EHHbIE MOPOKM HACNEeACTBEHHOIO reHesa, a MoryT 6bITb U HEHa-
CNencTBEHHOrO xapakrepa (Hanpumep, «nepe3peBaHue NosioBbIX KNETOK»,
aHomManuu cnepmaro3onios).

Bnactonatum — nopaxeHust ono40TBOPEHHOW ANLEKIETKM B NePBble
15 pgHei nocne onnogoTBopeHus. CneacTeBveM 6nactonaTuid, Hanpumep,
ABMAIOTCA ABOWHWMKOBbIE MOPOKW, LMKIONUSA, CUPEHOMENNS 1, BO3MOXHO,
YacTb MO3aWYHbIX MOHO- U TPUCOMMWIA.

OMbpuonaTtnum — BPOXAEHHbIE NMOPOKM, BO3HUKLLNE B pe3ysibTare Mnos-
pexaeHns am6puoHa, T.e. B nepuof oT 16-ro AHA nocse onjofoTBOPeHUs
00 KoHUa 8-/ Hepenu. K aToli rpynne OTHOCUTCA GOMbLUMHCTBO BPOXAEH-
HbIX MOPOKOB HE3aBWCUMO OT 3TMosorMU. OfHaKo K ambpuonatusam Lene-
Cco0b6pa3HO OTHOCUTb NULLb Te W3 HUX, KOTOPble BO3HWKIW B pesy/ibTare
BO3JelicTBUA noBpexjatoLero gakropa (TepatoreHa), B HaCTHOCTU, asiko-
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roflb, psaga MegukameHToB, BUMPYCHOW W gpyroi mHdpekumn (Nlastok I.U.,
1991).

deTonaTum — NOBPEXAEHUS Naoja B Nnepuog ot 9-i Hegenn BHYTPUyT-
POGHONM >XU3HU [0 OKOHYaHUs pPoaoB. [MOpPOKM AAHHOW rpynnbl peaku.
O6bIYHO 3TO NEepcUCTUpPOBaHNE IMBPUOHA/TbHBIX CTPYKTYP, 3a4epXKa Mur-
pauun opraHa (NOYKK, TECTUKY/bI), NPeHaTasibHas rmnonaasusa opraHa unu
BCEro opraHusma. Hanbonee yacto BCTpeyarlmiica BapuaHT dpeTonaTnm
— AnabeTtnyeckan dpetonatus.

B 3aBucMMOCTM OT nocrefoBaTelbHOCTW BO3HWKHOBEHUS pasnuyaioTt
nepBUYHbIE U BTOPUYHBbIE MOPOKU. [epBuYHbIE MOPOKN BO3HMKAKOT HEemnoc-
peACcTBEHHO OT AeNCTBUA FeHeTMYECKOro Wan 3K3oreHHoro haktopa. BTo-
pUYHbIE MOPOKM 06YCIOBAEHBbI NEPBUYHBLIMU. JTO, TakK HasblBaemble, Nopo-
KM NOPOKOB. Hanpumep, runonnasus 1erkoro npu gnadparmMmasnibHon rpbixe
ABNSAETCA BTOPWMYHLIM MOPOKOM MO OTHOLUEHWUIO K NEepBMYHOMY MOPOKY —
rpbixe. Mpu TeTpage Panio gedekT MeXokesyA04KOBOM NEPEeropoakn siB-
NseTca BTOPUYHBIM MO OTHOLLUEHMWIO K NEPBUYHOMY AeeKTY Ha paHHUX cTa-
ONsIX OHTOreHesa cepAevYHO-COCYAMCTON CUCTEeMbl — CTEHO3Y J1erOYHOM
aptepuu.

MepBuYHbIE BPOXAEHHbIE MOPOKM N0 O06beMy MOpaXeHWs U pacnpoc-
TpaHeHHOCTU B opraHuame gensartcsa (bapawHes KO.U., 1982) Ha:

— M30/MpOBaHHble (OAMHOYHbIE) — JIOKAIN30BaHHbIE B OHOM OpraHe
(MmnopocTeHo3, NONNAAKTUANA U T.4.);

— CUCTEeMHble — B npejenax oAHON cucTeMbl OpraHoB (XOHAPOAUCTPO-
s, TeTpaga Panno n gp.);

— MHOXeCTBEHHble — KOMIMJIEKC U3 ABYX WK 6onee He MHAYLMPpYeMbIX
Opyr 4pYyrom nopoKOB pa3BUTUS B pasHbIX CUCTEMAX.

M30nupoBaHHbIe U CUCTEMHbIE MOPOKM PasBUTUA KacCcUULMpPYOTCA
no aHaToMO-(hM3MONOTNYECKOMY NPUHLMNY. BblaensioT:

Mopokn LUHC n opraHOB 4yBCTB.
Mopoku nuua u Wwew.

Mopoku cepAevHO-COCyaANCTON CUCTEMBI.
Mopoku apIXxaTenbHON CUCTEMBI.
Mopokn opraHoB MuLieBapeHuns.
MOpOKM KOCTHO-MbILLEYHOWN CUCTEMBI.
Mopoky MO4YEeBOI CUCTEMBI.

MopokM NoOBLIX OPraHoB.

. MNMopokn 3HOOKPUHHBIX Xenes.

10. Mopokn KOXKN U ee NpuaaTKoB.

11. MNopokn nocnepa.

12. Mpouune Nopoku.

© o Nk wWNE
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Ecnn TepMUHbI «U30/IMPOBAHHbIE» U «CUCTEMHbIE» MOPOKM MOHMMAIOT-
Csl AOCTATOYHO OAHO3HAYHO, TO MOHATUE «MHOXECTBEHHbIe» BIMP TpebytoT
yTO4YHeHus. B otnnume ot B.Kallen, J. Wimberg (1969), KoTopble cunTator,
UYTO MHOXECTBEHHOCTb — 3TO coyeTaHue Tpex u 6onee nopokos, .U. Na-
310K U coaBT. (1983) npuaepXxuBatTCA MHEHUS, YTO «... eCI pedb UAEeT 0
Nnopokax pa3BuTUs, ABa NOPOKa — 3TO YXKe MHOr0 (Jaxe C/IULLKOM)».

B HacTosee Bpems OOLLENPUHATO MOHUMATb NOf MHOXECTBEHHbIMU
BIMP komnnekc u3 AByx unun 6osee He UHAYLMPYEMbIX APYr APYrOM Nopo-
KOB pasBuTus B pasHbix cuctemax (Jlypbe W.B., 1984; Neuhauser G., Opitz
J., 1975).

B oTnunumne ot MBIIP kOMMNAeKC NOPOKOB, Bbl3BaHHbI OAHOM OLLUMOKOM
MopdhoreHesa, HasblBaeTCcs aHOMasnlafoM. 3TO MOHATME BrnepBble 6bl10
BBegeHo D.W. Smith (1975). Knaccuyeckum nprMmepom aHomanana siBfis-
eTcs cnHgpom lNbepa PobeHa, XOpoLwo onucaHHblin B niutepatype (Bixler
D., Christian J., 1971; Couly G. et al., 1988).

MHOXeCTBEHHbIE MOPOK AENATCA M0 3TUOJSIOTUYECKOMY MPUHLMUNY Ha
CYHAPOMbI: XPOMOCOMHbIE€, HEXPOMOCOMHbIE: Hac/efCTBEHHble (MOHOreH-
Hble N C HEYTOYHEHHbIM TUMOM Hac/efoBaHUs) U HeHac/eACTBEHHble (3M-
6puodheTonaTtm NH(EKUMOHHON, anKoronbHOM, AnabeTnyeckon n gp. aTu-
0/10TUK); BbIAENAIT Takke HeknaccuuuMpoBaHHbIe KOMMIEKChb! (Jla3tok
.. n gp., 1983; Nypbe WN.B., 1984; OasunpeHkoBa E.®., bytomo W.B.,
1985; Drew J., 1980);

B npomcxoxaeHun rM3onnpoBaHHbIX (CUCTEMHbBIX) U MHOXECTBEHHbIX
aHoOMa/IMii aTuonorndyeckme akTopbl MMEKT PasfINYHY0 3HAaYUMOCTb.
MepBas rpynna nopokoB, Kak Mpaswsio, MOSIMATUOMNONMYHA, Wb HEKOTO-
pble M30/IMPOBaHHbIE U CUCTEMHbIE MOPaXEHUSA SABAITCA pe3y/ibTaTom
XPOMOCOMHbIX MyTauuii, HO 60BLUMHCTBO (0KO0 2/3) COCTaBASAT Criydau
MynbTUdakToprasibHOW npupoabl (JasuaeHkosa E.®., bytomo W.B., 1985;
Carter C., 1976; Khoury M. et al., 1983; Toriello H., Higgins J., 1985). lNo
LaHHbIM .M. Nlastoka n coasT. (1983) MOHOreHHble (OOpMbl MOPOKOB BCTPE-
yatoTca B 06enx rpynnax NpUMepHO C OAUHAKOBOM 4YacTOTOW, a MyNbTu-
hakTopuanbHble npeobnagarT cpegn N30/IMPOBaHHbIX U CUCTEMHbIX
(61,2% npoTunB 3,5%), XPOMOCOMHbIE aHOMa/IMN — MPU MHOXECTBEHHbIX
nopokax (cooTBeTCTBEHHO 47,8% npotnB 0,4%). MNpn 3TOM Heobxoanmo
OTMETUTb, YTO HanbosnbLuee ymcno crydyaes MBIP (35 — 48%) npuxognT-
CA Ha CUHAPOMbI XPOMOCOMHOW 3TMOMOMMWA, MOHOTEHHble CUHAPOMbI CO-
cTaBnsaT 17 — 21% cpean BCex MHOXECTBEHHbIX aHOMa/Iuii, HeHacnen-
CTBEHHble (hOpPMbl He MpeBbIlWalT 5% 3Toi natonoruv, a yaenbHblli Bec
HeknaccMuuMpoBaHHbIX KOMMIEKCOB KOMebneTcs B LUMPOKUX npeaenax
— ot 16,1% po 38,4% (JaBugeHkoBa E.®., bytomo WN.B., 1985; BboukoB
H.M., Nastok I.K., 1991).
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METO/bl YYETA

VICKNounTENbHO BaXKHOE 3HAYeHVe A1 MHTepnpeTaunm n penpeseHTa-
TVBHOCTU PE3YyNbTaTtoB K/INHUKO-TEHETUYECKUX 3MUAEMUONOTMYECKNX UC-
cnefoBaHWin MMeeT NpUMeHsieMas MeToAmka yyeTa BPOXAEHHbIX MOPOKOB
passuTus.

CyLecTByIOLME B HACTOSILLLEE BPEMSA METOoAbl y4eTa BPOXAEHHbIX aHO-
Manuii pasfenstoT Ha NpocnekTUBHbIE W peTpocnekTuBHble (Boukos H.IM.,
Yeb6oTapes A.H., 1989; Bochkov N. et al., 1986).

MpocnekTuBHbIE HAGNIOAEHNSA — 3TO CO0P K/IMHUKO-CTATUCTUYECKOTO
mMaTepvasia B BMAE MOCTOSHHO TeKyLleill perucrtpalmm cOOTBETCTBYHOLLMX
60/IbHbIX W CBEAEHWUI O HWX MO 3afaHHbIM KPUTEPUSM NporpamMmbl Uccre-
[OBaHWiA. 3TN HAGNOAEHNS Ype3BblUaNHO TPYAOEMKM, HEPEOKO Hakaniu-
BAlOT MHOr0O M3nuwHen nHgpopmaunm (EonsH 2.C., 1980; Hukonaesa W.B.,
1986), HO ABNAOTCA, KOHEYHO Xe, BECbMa LEHHbLIMU.

B KIMHMYecKuX yCNnoBuUSAX Hambosbluee pacrnpocTpaHeHue MNonyyusun
peTpocrnekTmBHble uccnegoBannsa (Manoiwesa P.A. n gp., 1983; bBynaxo-
Ba C.A., 1985; MaHonosa 3.MM. n ap., 1989) — aHann3 apxXuBHbIX LOKYMEH-
TOB 3a MpoLU/ible rofbl, MM60 aHaMHeCTUYeCKUX CBeAeHuli nyTeM onpoca,
aHkeTupoaHus v T.4. (Kynewos H.M., 1979; lyHra W.H. n gp., 1986). Mpwu-
yeM Hambosiee TOYHbIM W3 PEeTPOCMEKTUBHbLIX METOAOB SAB/SETCA MeTo.
onpoca — UHTepBbloupoBaHus (Hukonaesa W.B., 1986). B uenom xe npo-
CMEeKTVBHble Ha6MIOAEHNS BO MHOIMX CAydasix TouHee peTpoCneKTUBHbIX
(KyaHgbikoB E.Y. n gp., 1988). BmecTe ¢ TeM, kak nogyepkmaatot H.lN. bou-
koB n A.H. Yebotapes (1989), npumeHeHue noboro metoga perncrpaymm
BPOXAEHHbIX NOPOKOB AO/HKHO NpeaycMaTpuBaTh MoJslyYeHne TOUHbIX AaH-
HbIX O YacToTe MOPOKOB, Tak. Kak PacxXoXAeHUsl B YPOBHAX AMAarHOCTUKM,
pernctpauumn u T.4. B CpaBHMBAEMbIX rpymnnax MOryT NpuBeCTN K BO3HUKHO-
BEHWIO JIOXHbIX KOPPensuuin u, cnefoBaTefnibHO, K HENPaBU/IbHOW OLEeHke
B/IMSIHNA TEX UM UHbIX (DAaKTOPOB Ha YacTOTy BO3HUKHOBeHWs BIP.

B 50-60-x rogax BcemupHoi opraHusaumeli 3apaBoOXpaHeHns 6blu
npoBefeHbl LMpoKoMacLUTabHble KIMHUKO-3NMAEMUOIOTUYCKNe nccneno-
BaHMA pPacnpocTPaHeHHOCTU BPOXAEHHbIX MOPOKOB, CTaBLUMX YXe K/accu-
yeckumn (Stevenson A. et al., 1966). 3Tn nccnegoBaHns OCHOBbLIBA/IUCH Ha
OaHHbIX yyeTa MOPOKOB Pa3BMTUS Y HOBOPOXIEHHBLIX AeTeld, onpeaense-
MbIX TO/IbKO K/IMHUYECKM Cpasy Xe Moc/e poXxaeHns 6e3 AoNONHUTENbHbIX
MeTo40B 06CcnefoBaHuS.

Takoli MeToANYEeCKMn NOAX0A HMBENMPYET BO3MOXHbIE PErvoHasbHbIe
pasnuuus yactoTbl BMP, 06ycnoBfeHHble pasHbIM YPOBHEM TEXHUYECKONA
BOOPY>KEHHOCTN OpPraHoB 34paBOOXPaHEHUSA CPaBHMBAEMbIX PErMOHOB.

B 1971 rogy J.F. Crow 6bi1 BnepBble chopmynupoBaHbl 06Lme npu-
HUMNbl 1 TpeboBaHWA K NPOBEAEHUIO FeHETUYECKOrO0 MOHUTOPUHra, KOTo-
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pblii NpeacTaBsieT cO60i CUCTEMY OJ/INTESILHOMO C/AEXEHUS WX KOHTPOSA
3a HacneacTBEHHOW U3MEHYUBOCThIO.

B OCHOBY cUCTEMbl F€HETUYECKOTO MOHUTOPMHra MOJIoXKeHa OLueHKa
CMOHTaHHOro ypoBHs myTauuii (boukoB H.M., Katocosa /1.4., 1992).

O6Len3BecTHO, YTO CMOHTaHHble MyTauun CAyXart nepBuYHbIM UCTOY-
HUKOM reHeTUYecKnx Bapuauuii, ABASAIOLWMXCA OCHOBOIM 3BOJIOLMOHHOMO
npouecca, chopMMpOBaBLLEro YesioBeka kak buonormyeckunini sug,. Moato-
My CMOHTaHHbIA YpPOBEHb MyTaLuii HEO6XOAMMO 3HaTb A1 OLEHKM BO3-
MOXHOIO MOBbILLEHNS UX YacTOTbl B MONYALMU YenoBeka.

BasncHbIN ypoBEeHb MYTaLMOHHOIO MpoLecca HyXHO onpeaensatb TeMu
Xe metogamu, KoTopble 6yayT MCMOo/b30BaTbCA NPU NPOBELEHUU TEHEeTU-
4YeCKOro MOHUTOPUHra B AasibHelem.

B cuctemy reHeTMyeckoro MOHWTOPUHra BK/IOYAETCSA y4YeT 4acToThbl
CMOHTaHHbIX abopTOB, BPOXAEHHbLIX MOPOKOB Pa3BUTUSI U NEPUHATA/ILHON
cmepTHocTh (BoukoB H.M., 1984; Kynewos H.M., Peea3oBa 0.A., 1991),
T.K. He MeHee 50% camonpoun3BOJibHbIX BblkMgpliwen (Hook E., 1979,
1984), 10% BpOXAeHHbIX aHoManuin B uenom (Wilson J., 1972; Holmes L.
etal., 1981) n 50% MHOXeCTBeHHbIX NopokoB (Jlypbe W.B., 1984; Kiss P. et
al., 1977), a Takke He MeHee 6% nepuHaTasibHOW cmepTHocTn (Hook E.,
1984) sTuonornyeckn o06ycnoBsieHbl HOBbIMW (CMOHTAHHO BO3HUKLLMMMW)
MyTaLmamu.

MpakTnyeckme BO3MOXHOCTU yyeTa MyTaluii Ha pasHblX CTaAnsaX OHTO-
reHesa HeoguHakoBbl (Tabn. 1). Hambonee AOCTYMHbIM SABASETCA U3yde-
HVe MHTEHCMBHOCTU MYTaLMOHHOIO NpoLecca y YesnioBeka Ha cTafum «aMm-
6pPMOH-NI0A-HOBOPOXAEHHbI» (BoukoB H.M., YeboTtapes A.H., 1989;
Nastok .. n gp., 1989). MNMprnyem MHTEHCMBHOCTb MyTaLMOHHOIO npoLecca
Ha XPOMOCOMHOM YPOBHE MOXeT OLeHMBaTbCA N0 u3yyeHuto 6one3Hu Jay-
Ha, KaK OAHOM 13 Hambosiee yacTbiX JOPM XPOMOCOMHON NaTosoruun, yYac-
TOTa KOTOPO B NONynsumMy M3yyeHa AOCTATOYHO XOPOLLO, a Takxe Mo yac-
TOTEe MHOXECTBEHHbIX aHOMas/INiA, MyTauuoHHas KOMMOHEHTAa KOTOPbIX, Kak
6b1710 cKasaHo Bbille, npesbiwaeT 50%. Y4YeT reHHbIX MyTauuili MOXeT oc-
HOBbIBATbCS Ha OLleHKe 4acTOT XOPOLIO AMArHOCTUPYEMbIX KIMHUYECKMX
oeHoTunos (Czeizel A., 1981).

MeToapb! OLLEeHKU MHTEHCUMBHOCTM MYTaLMOHHOrO npoLecca B nonynsaummn
yenioBeka nyTeM aHamsa eHoTuna pasgensoT Ha NPsAMOr W HEMPSMOIA.
MpaMoint MeToq, NPUMEHUM K OLleHKE AOMWHAHTHO WM KOAOMWHAHTHO Ha-
cnepyeMbix NPU3HAKOB B TEX CrlyvasXx, Npu KOTOpbIX 3aboneBaHne XOpoLLo
AunarHoctupyetcs. CyLlHOCTb MeToAa CBOAMUTCA K OnpefesieHnio 4acToTbl
NOsIBNEHNS B NONYMAUUN CydaeB MyTaHTHOIO heHoTMNa. Tak Kak Kaxabli
MHAMBUA, UMeeT ABOIHOW Habop reHoB, TO ANS pacyeTa 4acTOTbl MyTUPO-
BaHWS Ha rameTy HeobxoAUMO yABOUTbL 06Liee yucno obcnefoBaHHbIX:
U = M/2 N, rge U — yacToTa BO3HMKHOBEHUS MyTauuii; M — 4yncno myTaH-
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Tabnvuya

Pe3ynbTaTMBHOCTb METOAOB OLEHKU MyTauui
y 4vesioBeka Ha pasHbIX CTagusix OHTOreHesa
(no BoukoBy H.M. n YeboTapeBy A.H., 1989)

eHHble Xpomo- Aomn- AHOMaU1b-

Craaua oHTOreHesa MyTaumm COMHbIe HaHTHble Hble
U TEHOMHblE  fleTanun cnepmuviH
MyTaumm

OBO- 1 criepmMaToroHumu — + - —
Meiio3 — + — —
rameTbl — + — +
3uroTa, 6nactyna,
ractpyna — + —
3M6pPUOH — + + —
Mnop, + + + —
HoBopoxaeHHbIN + + — —
B3pocnbiii + + — +

THbIX (beHOoTuNoB; N — 4ucno obcnegoBaHHbIX. YC0BMUS, NpU KOTOPbIX
MOXHO MOJTy4nTb 6ONlee WU MeHee TOYHbIE AAHHbIE, U3/TOXKEHbI B MOHOT-
pacumn H.IM. Boukoea n A.H. UeboTapeBa (1989).

Henpsimoli meTof 0eHOTUNMYECKOro NoAXo[a K OLEeHKe MyTalMOHHOro
npouecca OCHOBaH Ha NMPUHLMNE paBHOBECUS MexXAy 3TMM MpPOoLEeccoM U
3NIMMUHALMEN MYTaHTOB, MMEHLLMX MOHMXEHHYHO XMW3HECNOCOBHOCTb, TO
€CTb B FeHeTUYEeCKOM CMbIC/Ie — 3TO KO/IMYECTBO MHAUBMAOB, HE AOCTUra-
IOLWMX PenpoayKTMBHOTO BO3pacTa. TakMM 06pa3oM, HakomsieHue MyTaH-
TOB B NOMyNsiUMM 3aBUCUT OT ABYX (DAKTOPOB: WHTEHCMBHOCTW MYTaLNOH-
HOro npouecca M CNoCoO6HOCTM MYTaHTOB K BOCMPOM3BEAEHMIO.

C noOMOLLIbIO HENPSIMOrO MeToAa MOXHO onpeaennTb 4acToTbl AOMU-
HaHTHbIX U PELLECCUBHbIX MyTauuii (ayTOCOMHbIX U CLIEM/IEHHbIX C MOJIOM),
ncnonb3ys cnegyrowme gopmynsl (boukoB H.M., Ueb6oTtapes A.H., 1989):

0151 AOMUMHAHTHbIX ayTOCOMHbIX U = 1/2 (1 - f) x;

AN peLeccuBHbIX ayTocoMHbIX U = (1 - f) x;

0N peueccmBHbIX ayTocomHbix U = 1/3 (1 - f)x1;

0N AOMUHAHTHbIX cuenaeHHbIxX ¢ nosiom U = 2/3 (1 - f)xi;
ansa ronaHgpuyeckux U = (1 - f) x4,

rae U — yacToTa BO3HVMKHOBEHUS] My Tauuii;
f — oTHocMTeNbHas NoAOBUTOCTb My TaHTa;
X — yacToTa MyTaHTOB B MOMy/SILUM B LIE/IOM;
x| — yacToTa MyTaHTOB Cpean MyXUuH.
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OfHUM 13 OCHOBHbIX BOMPOCOB MpW NAaHNPOBaHUU U NPOBEAEHUMN FeHe-
TUYECKOro MOHUTOPUHIa SBNSETCA Be/inymMHa BblI6OPOK, HEO6X0AMMBIX A5
YCTaHOBNEHUS 3HAYMMOrO0 MyTareHHOro agppekta (DakTOpOB BHELUHEWN
cpenpl. OUEBUAHO, UYTO YEM HIXKE YacToTa BO3HWMKHOBEHUS MyTaLUiA, Tem
6onbLlnii TpebyeTcsi 06beM BbIOOPKM, YTOObI C 3a4aHHO TOYHOCTbLIO Y/10-
BUTb U3MEHEHNS B ee KonebaHuax, n Yem 60oMbLle TUMOB MyTauuii BK/IOYe-
HO B CUCTEMY MOHUTOPUHra, TEM Bbllle OB NokasaTeslb 4acToTbl MyTU-
pOBaHUA 1 TEM MEHbLUE TpebyeMblii 06beM BbIGOPKU. pu n3yyeHumn
OVHaMVKN HabNo4aemMoro siBfieHNs B CBA3M C U3MEHSIIOLUMUCSA BO BpeMe-
HW YPOBHAMM MPUPOAHbIX UM aHTPOMOreHHbIX hakTopoB Heo6XxoaUMO A0-
NONIHNTENBHO YYNTbLIBATL XapakTep npouecca (Nepuoguyeckuin uam akeno-
HeHUManbHbIn), O/IMTENBHOCTb €ro U NPOAO/KUTENIbHOCTL HabnoaeHus. B
3TOM CNyyae UCNonb3yT MeTo, paspadoTaHHbIi B.A. MYHYEHKO W COaBT.
(1986), npu gonyweHUn NMyacCOHOBCKOrO xapakrepa pacrnpejenieHvs co-
ObITNIA. ABTOpPbI onucanun ase mogenun (B 3aBUCMMOCTM OT Xapaktepa npo-
uecca) Ha OCHOBe MMUTaAUWOHHOrO MogenvpoBaHus. Ecnu yacTtota saBne-
HUS MEeHSieTcs No NepuoaMyeckoMy 3akoHy, TO BesiMyvHa HeobXxoanmoin
Bbl6oOpKK (Q) pasHa:

Q=101°"001N N'15 82 p-1 (1/T)2 24,

rae N — uucno HabnaeHnii Bo BpeMeHHOM MHTepBase Uccneao-
BaHWsl, BbIMOJIHEHHBIX Yepe3 paBHble MPOMEXYTKU Bpe-
MeHU;

S — BeMYMHA OTHOCUTELHOIO OTK/IOHEHUSI CpefiHero 3Ha-
UEHVS] 4YaCcTOT WU3y4yaemMoro SIB/IEHUsl 0T BEepPOSiTHOCTMU
peannsauyn M3yyaemoro siB/ieHust;

p — peanu3auus U3y4yaemoro siBIeHUs;

T — BpEMEHHOI UHTepBas UcC/efoBaHus.

Mpy 3KCNOHEHUMabHOM 3aBUCMOCTU YacToT CobbITUli ANna onpegesne-
HUS1 BE/IMYMH BbIGOPOK MCMOMb3YIOT (POpPMYy:

Q=102,34+0,02NN-1,4 g-2 r-1 (|/T)-0,96

MpumeHss atn doopmynbl, B.A. MMHUEHKO W COaBT. MOCTPOW/IMN HOMOT-
pamMmbl (puc. 2 n 3), No KOTOPbIM YAOGHO ONpeaensaTb YACAIEHHOCTb Bbl6O-
pPOK B AnanasoHe yncen HabnogeHnin (Hanpumep, neT) ot 3 4o 60 n oTHO-
LWEeHNA MHTepBasia uccnefoBaHus K nepuody npouecca 1/T B npegenax
0,25-2,5.

PacueTbl no aToMy mMeTo4y NoApo6HO npencTasBfieHbl B MOHOrpadun
H.M. boukoBa 1 A.H. UeboTapeBa (1989), NOCBSLLEHHO) MyTareHaM BHeLl-
Hell cpedbl U HacneacTBeHHoOCTWM 4YenoBeka. H.M. Kynewos u P. LWpam
(1982), J.V. Neel (1981) Takke paccmaTpuBain BOMPOC O YMNCIEHHOCTU
BbIOOPKM MpU NAAHUPOBAHUN FEHETUYECKOro MOHUTOpuHra. B tabn. 2
npeacTasfneHbl pacyeTbl 06bema uccrefyemori BblIbopkn A8 obHapyxe-
HMS BO3MOXHOIO U3MEHEHNs YacToTbl MyTauuii Ha 20, 50 1 100% no oTHO-
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1,0 15

an 1,25 18
1,5 24 N
2,0 30
2,5

Puc. 2. Homorpamma 419 onpegeneHus BennymHbl BbIGOPKU MPU U3yveHun

nepuoguyeckoro npouecca. CrnegyeT BblUMCIUTL BeNnUuHy B =e 2 p. 3aTem
N3 TOYKM 3HAYeHWs B Ha npaBoii LWkasie NpoBecT JIMHUIO, Kak MokKasaHo Ha
pyCyHKe A0 nepeceyeHns ee ¢ OCbi abcuuce, rae 1 HaxoauTca UCKoMast
BE/IMYMHA BbIGOPKN NPW 3adaHHbIX NapameTpax e, p, |, Twn N. Ha Homor-

pamMme npuBefeH X04 onpefeneHns YUCNEeHHOCTU BbIOOPKN NPU YC/I0BUK:

s — 0:05; p= 0,05; /T= 1; N = 12. Haxognm B = elp = 1,25 + 10~4. OTBeT

no Homorpamme Q - 1,6 + 104

LWEHNI0 K MCXOAHOMY YPOBHIO. B3ATbl 4 yCnoBHbIe Tpynnbl MyTauuii, CyMm-
MapHas CrioHTaHHasa yactota KoTopbIx coctasnseT 10, 25, 50 n 100 Ha 100
TbIC. XVMBOPOXAEHUA. B OCHOBY NpPOBEAEHNs] pacyeToB MOJI0XKeHa Myacco-
HOBCKasli MoeNb pacnpegeneHns mytaunii B nonynsuum.
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0,75 12
10 15
/T 1,25 18
1,5 24 N
2,0 30
2,5

Puc. 3. Homorpamma Ans onpeaeneHusl BenUMHbl BbIGOPKM
3KCMOHEeHUMaibHOro npotecca

M3 npeactaBnieHHbIX B Tabn. 2 pe3ynbTaToB pacuyeTa BUAHO, Kak 3aBu-
CWT BefiMuMHa BbIGOPKM OT UCXOAHONM YacToTbl MyTauuii, ee npeanonarae-
MO0 YPOBHSI U3MEHEHUS NpW 3aiaHHOM TOYHOCTU U3MepPeHns. Tak, Hanpu-
Mep, YTOObl OOGHAPYXWUTb M3MEHEHNE YPOBHS MyTauuin (Mpu UCXOLHON KX
yacToTe, paBHoi 100:100000) B npegenax 20%, TpebyeTcsi NpOBECTU UC-
cnegoBaHue 6o0nee 68 TbiC. HOBOPOXAEHHbIX (NpY OLwKMbBKe nepBoro poga
a = 0,05, BToporo poga p = 0,5).
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Tabnuua 2

BennunHa Tpebyemoin BbIGOPKN (B TbIC. UHOMBUAOOB)
Npyv pasHbIX YPOBHSAX M3MEHEHUST 4acTOTbl MyTauun
(Kynewos H.M., Wpam P., 1982)

YPOBHM U3MEHEHMS1 4acTOTbl MyTauuii

McxopHasa
yacrtoTta a—005 p=05 a=0,05 p=0,2
MyTaLmii 20% 50% 100% 20% 50% 100%
10:100000 677 108 27 1647 286 80
25:100000 271 43 11 659 115 32
50:100000 135 22 5 329 57 16
100:100000 68 11 3 165 29 8

CuntaeTcs, YTO He MMeeT CMbIC/1a UCMOoJ/Ib30BaTb Takne 06beMbl BbIOO-
poK, KOTOpble He NO3BOMAT YyNoBuUTb 20-25%-HOe yBennvyeHune 4actoTbl
BMP (Weatherall J., Haskey J., 1976). Mo Jx. Huny (1981) MyuHUMasIbHbIE
pa3mepsbl 1ByX CpaBHMBAEMbIX BbIGOPOK (OCHOBHOW U KOHTPOJILHO) onpe-
OensiTcs BeNnUnHol adadpekTa, KOTopbIii HeNb3s NPONyCTUTL He3aMeYeH-
HbIM, W MPUHATON BeNUUMHON owmnbokK Tuna 1(a) n Tuna M(p). Ana nepsoro
Tuna B3ATO 3HauyeHue 0,05, a ana BToporo — 0,20. MyHMMasbHbI pasmep
BbIOOPKM BbIYUCASNACA NO cregyowei dopmyne:

2 (2,487 P21 - P2
n =

(Pi - P2,

rae n  — pa3mep BbliGOPKY;
Pl — npuHsTas ncxodHasl YacToTa My TaLmii;
P2i — vacToTa MyTauuii B HacTosLLee Bpemsl.

KoHcTaHTa 2,487 ocHOBaHa Ha OAHOCTOPOHHEM TecTe Npu YpPOBHE
a = 0,05 ¢ BeposATHOCTbIO |l TMNa ownbkn p, pasHoii 0,2.

B Tabn. 3 npeactaBneHbl 06beMbl BbIGOPOK ANs1 60/51ee 4acTo BCTpeYa-
towmxcsa BIMP no cpaBHEHUIO ¢ AaHHbIMKU Tabn. 2.

Takum 06pas3om, ncnonb3ysa Tabn. 2 v 3, HeTpyAHO paccuuTartb, YTO A4S
onpefeneHvs 4OCTOBEPHOCTU U3MEHEHNS 06LLEei YacToTbl MOPOKOB, KOTO-
pas B cpefHem coctasnisieT 20:1000, xoTa 6bl Ha 20%, Heo6xo4MMO Mpo-
aHa/IM3upoBaTb MaTepuasl, Kacalwlwumiica He meHee 18 TbiC. HOBOPOXAEH-
HbIX, a ANna onpefesieHNs AOCTOBEPHOCTUM U3MEHEHUS YPOBHSA 4acToTbl
OTAENIbHOro Mopoka pasBuTus (aHsHuedanm u T.4.), KOTOpPbIi 0ObIYHO
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6biBaeT He Bbiwe 1:1000, TpebyeTcsa aHanu3 oT 68 A0 165 ThiC. HOBOPOX-
OEHHbIX. BMonHe MOHSITHO, YTO TakMe MCCNefoBaHNs BeCbMa TPYA0EMKY,

TpebyloT Cepbe3HOro opraHM3alMOHHO-METOAMUYECKOrO U KOMMbIOTEPHOro
obecrneyeHuns.

Ta6bnvya 3
MUHUManbHbIF 06bEM BbIGOPOK
npu 3agaHHol 4yacTtoTe BIP n ee n3mMeHeHUu
(Neel J., 1981)
YacTtoTta BMP Ha 1000 [NosblweHve YyactoTel BIP
HOBOPOXAEHHBIX 10% 20% 50% 100%
3 452082 123258 24629 8197
5 270651 73777 14723 5443
10 134577 36666 7316 2425
20 66540 18110 3600 1187
30 43861 11925 2363 775
40 36540 8832 1744 569

Pa3paboTaHHble nporpammbl perucrpauuy u AONTOBPEMEHHOIO yyeTa
Jaii BO3MOXHOCTb MPOBOAUTbL MOHUTOPUHI BPOX/AEHHbIX NMOPOKOB pas3Bu-
TMA. Takoi MOHUTOPWHI CTan NPOBOAUTLCHA BO MHOMMX CTpaHax Mupa: B
Benapycu (Jlastok .. n gp., 1983), BeHnrpun (Czeizel A., 1989), VicnaHun
(Martinez-Frias M. et al., 1990), Kavage (Baird P. et al, 1988), MNMonblie
(Wolariska W. et al., 1986), LUseunn (Kallen B., 1987), AnoHumn (Takeshita
K., 1987) n gpyrux ctpaHax.

HakonneHHble (hakTuyeckne faHHble B CUCTEME MOHUTOPMHIA BPOX-
[OEHHbIX NMOPOKOB PasBUTMSA MO3BOJMIAIOT CTaBUThL BOMPOC 06 aHanu3e u UH-
Tepnpetaumm 3TuUX AaHHbIX, a Takke 06 UX COnocTaBMMOCTMW.

A6conoTHOE 6ONbLLUMHCTBO mMccnegosaTeneit cuntaet (Jlaswk A, u
op., 1983; Nlypbe W.B., Hukonaes A.A., 1983; Pe3Huk b.A. n gp., 1991,
Czeizel A., 1989), uTo MOHUTOpPUHT BIP, BXOoAALWMIA Hapsay ¢ y4eToMm ne-
pUHaTasIbHOM CMEPTHOCTY 1 YPOBHS CMOHTaHHbLIX a60PTOB B CUCTEMY rEeHe-
Tnyeckoro moHutopuHra (Kynewos H.M., PeBasosa HO.A., 1991; BoukoB
H.M., Katocosa /1.4., 1992), AO/MKEH Y4NTbIBaTb HE CTOMbKO O6LLYH0 YacTo-
TY NOPOKOB, CKOJIbKO 4acTOTy Hanbosiee YeTKO 1 AOCTOBEPHO BbISABISIEMbIX
BIMP, owmnbkn B AUarHOCTUKE KOTOPbIX Y HOBOPOXAEHHbIX AeTeil He NpeBbl-
watT 10%. TakuMn «MOAEMbHbIMU» («CTOPOXEBLIMU») (DOPMaMn BPOX-
[OEHHbIX aHOMa/INA pa3BUTUSA MOTYT ObITh: aH3HUedans, CNIMHHOMO3roBas
rpbbka, paclienuHa ryéol n/vnn Heba, NOAMAAKTUANSA, PedyKUMOHHbIE MNo-
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pOKM KOHEYHOCTEel, aTpe3us nuuiesoda uunu TpaxeonuleBoaHbIA CBULL,
aHopeKTaslbHble aTpesuu, runocnaaus, 6one3Hs JayHa n gpyrne MHOXec-
TBEHHbIE MOPOKMW.

[na 6onee cTporoii OUEHKN WHTEHCMBHOCTU MyTauUMOHHOro npouecca
13 0bLein YacToTbl BPOXAEHHbLIX NMOPOKOB CredyeT BblUeHATb (DOpMbl C
LOMUHAHTHBIM 1 X-CLEenieHHbIM HacnegosaHmem (AHTuneHko E.H., Koryt
H.H., 1993; Czeizel A., 1989), a Takke (pOpMbl C BbICOKOI MyTauWOHHOM
KOMMOHEHTON — 60Ne3Hb [ayHa, MHOXECTBEHHble MOPOKN pa3BUTUS,
BK/IlOYAOLLME CUHAPOMbI C ayTOCOMHO-AOMWHAHTHbBIM TUMOM HacsenoBa-
HWsA (Anepa n gp.) (Jlypbe N.B., 1984; Hook E., 1984). lNMpy 3TOM AO/MKHO
YUNTbIBATLCS, YTO YacTOTa BO3HUKHOBEHMSI ayTOCOMHO-AOMUHAHTHbIX MYy-
Taumii konebnetca B npegenax 10 4 — 106, a X-cuensieHHbIx — 5 ¢ 106 —
10 7 Ha reH Ha nokoneHue (Qy6uHuH H.M., 1985).

B nocnegHwe rogpl paspabaTbiBaloTcs NporpaMmmbl KOMMbIOTEPHOrO
aHaM3a reHeTM4eckoro MOHUTOPUHIA, YTO AO/HKHO MOBbLICUTbL AOCTOBEp-
HOCTb pe3y/IbTaToB K/IMHNKO-3NMAEMUONOTMYECKNX nccnegoBaHunin BrP.
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FMABA BTOPAA

ANATHOCTUKA
BPOXXAEHHbIX NMOPOKOB PA3BUTNA

Ho3onornyeckuii 1 CUHAPOMa/IbHbI ANArHo3 BPOXAEHHbLIX MOPOKOB
pasBuTUsl y deTeli Tpe6yeT 60MbLIOTO0 BPauyebHOro NCKYCCTBa, T.K., Kpome
OBLLEK/IMHNYECKMX U /TaGoPaTOPHO-UHCTPYMEHTa/TbHbIX UCCNefoBaHuiA,
Heo6XoAMMbI TNy60KME 3HAHWS CEMMUOTMUYECKOro aHanm3a, auddepeHum-
a/IbHOI AMArHOCTUKK, a Takke crneuvasibHble KTMHUKO-reHeTuYeckue nog-
xofbl CreHeanorusi, AepmaTtornnguka, CUHAPOMOIOrUsS 1 T.4,).

Ho3sonornyeckunii AvarHo3 BpoXAeHHOIo NopoKa pasBUTHSl AO/MKEH CTa-
BUTLCS HA OCHOBAaHWU TLIATE/IbHOrO aHan3a COBOKYMHOCTU K/IMHUKO-TEHEe-
aNorMyecknx 1 aHaMHeCTUYECKMX JaHHbIX, a TAKKe B KaXA0M KOHKPETHOM
cnyyae pesysibTaToB AOMNO/HUTE/bHLIX MEeTOA0B UCCNeAoBaHus. QuarHoc-
TU4eckasl nporpamma BIP Bk/oyaeT nocsiefoBaTtesibHoe NpYMeHeHne ne-
PEUMCNEHHBIX HIMKE METOM0B.

KNMMHNYECKME METO/bI

B neamatpuueckoil npakTvke o6crnefoBaHMe pebeHka Ha HayasibHbIX
3Tanax AMarHoCTVKM 3ab0/1eBaHNs!, CYLLECTBEHHO W AaXe NMPUHLUUMUAILHO
onpeaensoLnx 06beM U XapakTep AasIbHEMLNX AONO/HATENbHbIX METO-
[OB 1ccnefoBaHns, 06513aTe/lbHO BK/IOYaET TPaAMLUMOHHbIE NOAXOAbI: Bbl-
SICHEHMWE Xas106, paccnpoc No cMcTemam OpraHoB, aHaMHe3 (60/1e3HU U XKN3-
HK), OOBEKTMBHBLIA cTaTtyc. BpauebHOe MCKycCcTBO (CBOEBPEMEHHOCTb
06cnefoBaHnsA, NPaBUILHOCTb AMarHosa, siedeHue, peabunutaums n agan-
Tauusi, HabnaeHne 1 T.4.) AaXKe Ha COBPEMEHHOM 3Tane 6ypHOro BTOpXe-
HUSI B 3Ty APEBHIOWN cdepy AesATeNbHOCTU Ye/loBeKa Hay4YHO-TEXHUYECKOro
nporpecca n 3/71eKTPOHHO-KOMMbIOTEPHOTO O6ecnevyeHns B 3HauuTeIbHOM
CTEMEHN OnpenensieTcsi yMeHMeM Bpada Nosib30BaThCA 3TUMU TPaLULIMOH-
HbIMW METOAAMMW B CBOEW MOBCEAHEBHON K/IMHUYECKON NpaKTuKe.

XXanobbl 1 aHamHe3

BblisicHeHMe »anob u paccnpoc no cmcremMam opraHoB MO3BOJIAKOT pas-
rPaHNyYnNTb TNaBHbIE TPUYMHbBI OT BTOPOCTENEHHbIX, NMPpaBU/IbHO OLEHUTb
camMo4yyBCTBME, a 3aTeM KU COCTOoAHMEe pe6eHKa, onpenennTtbCAa B ,qaaneVl-
wem C6ope aHaMHeCTn4YeCcKnx CBe,El|eHVII7I.

C06|/|pa;| aHaMHe3, Bpay O0/DKEeH BbIACHUTL, KOorga noAaABuinCb passiny-
Hbl€ TPU3HaKM nartosiormnm — HernocpencTtBeHHO TMOocC/e poXAaeHuda wunun
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CNyCTS1 Kakol-TO onpefeneHHbli NPOMEXYTOK BPEMEHU, Hayasio 601e3Hu
6bI/1I0 OCTPbLIM WM MOCTEMEHHBLIM, KakoBa AasibHellasn AMHaMyKa CUMMTO-
MOB. Hanpumep, ofpillka W LMaHO3 Yy pebeHKa C BPOXAEHHbIM MOPOKOM
cepfua v NnoBbILLEHVE TeMNepaTypbl TeNa y 3T0ro e pebeHka Kak Npu3Hak
WHTEPKYPPEHTHOM MHAEKUUN, CENTUYECKOTO 3HAOKapAuTa, SATPOreHun u
T.4. BaXHO He TO/bKO MOMyYnUTb CBEAEHWS OT poAvTENei, HO Takke U K3
MeAMUMHCKNX OOKYMEHTOB, OCBELLalLLMX TeyeHne 6epeMeHHOCTU, UCTOo-
pvi0 podoB, MOCTHaTaslbHOE pa3BUTUE pebeHka, ecnv MpPoBOAMIIOCH 06-
cnepoBaHve — ero pesynbTatbl U np. Ocoboe BHUMaHNe HeO6X0AMMO 06-
paTuTb Ha aHTPOMOMEeTpPUYECKME AaHHble (Macca Tena, pocT, OKPYXXHOCTb
rOfI0Bbl U TPyAM) NPU POXAEHUN B COMOCTAB/IEHUUN C FECTALMOHHbIM BO3-
pacToM Ha MOMEHT poxaeHus (Tabn. 4), UTo NO3BOSET KOHCTATMPOBAaTb
TakMe BaXHble COCTOSIHUS, Kak:

BHYTPUYTPOOHas rmnotpodus (npeHatasibHas)) — NpenMyL,ecTBEH-
HOe OTCTaBaHWe B Macce Tesia Npy HOpPMaslbHOM POCTe /11 AaHHOTO CpoKa
recrauuu;

npeHaTasibHas rmnonasns —yMeHblUeHe Macchl Tesia U pocta Ans
COOTBETCTBYHOLLETO FeCTULMOHHOIO BO3pacTa.

Tabnuua 4
OCHOBHble NapamMeTpbl PU3NYECKOro pPasBUTUA MNpPU POXAEHUN

B 3aBMCMMOCTM OT rectauuoHHoro Bospacta (M * a)
(JemeHTbeBa .M., KopoTkas E.B., 1981)

s ol

BO3pacT, , ) ) ,

He.CFl)e”ﬂ e %' oM o TQI{I-I;H(?M
28 1124+183 35,9+1,8 26,6+1,9 23,9+1,9 31,2+3,9
29 1381+172 37,9+2,0 28,0+1,5 25,717 36,3+3,3
30 1531+177 38,9+1,7 28,9+1,2 26,4+1,4 39,4+3,7
31 1695+212 40,4+1,6 29,5+1,5 26,7+1,6 41,9+4.3
32 1827+267 41,3+¥1,9 30,2+1,6 27,9+1,9 44,1 £5,3
33 2018+241 42,7+1,8 30,6+1,2 28,1+1,7 46,4+4,6
34 2235+263 43,6+1,7 31,3+1,3 28,9+1,7 49,9+4,9
35 2324+206 44,4+1,5 31,9+1,3 29,6+1,6 51,7+4,6
36 25724235 45,3+1,7 32,3x1,4 30,1+1,9 53,6+4,9
37 2771+418 47,6+2,3 33,7+'5 31,717 57,9+6,6
38 3145+441 49,6+2,0 34,7+1,2 33,1+1,6 63,6+6,9
39 3403+415 50,8+1,6 35,5+0,9 34,3+1,2 66,9+6,6
40 3546+457 51,7¢2,1 35,7+1,3 35,0+1,7 68,8+7,5
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B aHamMHe3e XU13HM pebeHka ¢ BPOXAEHHbIM MOPOKOM pa3BuTUSA cneum-
a/IbHOE BHMMaHWEe [O/DKHO ObiTb YAeNeHO CBEeAEeHUSM O poamuTensx, T.K.
3[4eCb MOryT 6bITb BbisiBNIeHbl 3HAYMMbIE (PaKTOpbl pUCKa.

HeobxoAnmo yCcTaHOBUTb COUMasIbHbIA NOPTPEeT CeMbU: OTKyAa poAoM
poanuTenu, He ABASAKOTCA I OHN KPOBHLIMU POACTBEHHUKaMW (POAUTENN U3
OflHOrO cena, AepeBHU, 0CO6EHHO MOHOHAUMOHa/TbHOr0, MOTYT 6bITb Aaslb-
HAMW POACTBEHHMKaMU, YTO AO/DKHO HACTOpaXKuBaTb B OTHOLLUEHWW ayTo-
COMHO-peLLecCMBHOro 3aboneBaHuns), UX coumasibHoe NPOoUCXOoXAeHue
nosnoxexve (pabouve, KONXO3HWKK, Cnyxawme, CTyaeHTbl W T.4.), Npouns3-
BOACTBEHHO-NPOodeccnoHasibHble «BPeAHOCTU» (B YACTHOCTW, POA, BOWCK
BO BpeMsl NPOXOXAEHUS OTLOM BOWHCKOW CAYX6bl) U BpeAHble MPUBbIYKU
(kypeHue, ynotpebneHne CnMpTHOro; UX KOSIMYECTBEHHbIE N KAYECTBEHHbIE
XapakTepucTuKn), permcTprupoBaHHOCTbL Bpaka, XefaHHOCTb AaHHOW 6epe-
MEHHOCTW.

3aTeM ouUeHMBaEeTCs COCTOsIHUE 340POBbSA poauTeneii: Ux BospacT (U
oTua 06s3aTesibHO), HauuMe XPOoHUYecKux 3aboseBaHWuil, aHAOKpMona-
TUIA, TMHEKoNornyeckux 6onesHen y matepu. BansiHue npealuecTtsyoLLero
neyeHunsa ot 6ecnnioans u T.4., PEHTreHonornyeckoe 06yyeHne, peHTreHo-
¥ uMTOoCTaTU4eckas Tepanust B MPOLL/IOM.

BaxeH akyllepckuiAi aHamMHe3 MaTepu: KpaTHOCTb MO CUETY JaHHOWN be-
pemeHHocTh (1-9, 4-9 1 T.4.), UCXOAbl NpeaWecTBYOWNX 6epeMeHHOCTeN,
OoTMeYasIUCb N B NPOLLSIOM MeAULUHCKME abopThbl (B KaKMe CPOKM U No Ka-
KAM NokKasaHusiM — M0 CeMeNHbIM 06CToATeNIbcTBaM, N0 MeAULUHCKAM
nokasaHusM 1 T.4.), CamMOnpOn3BOJIbHbIE BbIKUAbILLIM, B TOM YAC/E B CPOKe
6epeMeHHOCTN A0 12 HefeNb, MEPTBOPOXAEHUSA, CMEPTHOCTb POAMUBLLNX-
cs geTei (B KakoM Bo3pacTe, NpUYnHbI).

Moapo6HO BLISICHAETCA TeYeHne faHHOM 6epeMeHHOCTU B paHHWe Cpo-
kn (0o 12 Hepenb), 6bI1 M TOKCKKO3, Yrpo3a npepbiBaHns, 0OTMeYaInch n
MHOEKUMOHHbIE 3aboneBaHnsa M kakue (rpunn, KpacHyxa u T.4.), npuem
MeaMKaMeHTOB, XMpypruyeckne onepawmun, Hapkos u np., aHasormyHas xa-
paktepucTuka Il n lll TpUmMecToB; Menn im MecTo BO BPEMS 6epeEMEHHOCTH
MHOroBogue, MasioBoave.

KocBeHHO oOugeHMBaeTCs COCTOsIHME M/ofa: ero akTMBHOCTb, Hasmume
NPU3HaKOB BHYTPUYTPOBHOI runoTpodmn nnoaa.

Mposogunock nu ¥Y3-nccneposaHve 6epeMeHHOCTU, B KaKOM Cpoke, Nno
Kakoli npuyvHe (MacCOBbI CKPUHWHT, Lie/ieHanpaB/ieHHOe Ha3HauYeHue).

B kakom cpoke 6epeMeHHOCTM MPOU3OLLIN PoAbl, NpeasiexaHue B po-
Jax, TeyeHve poaoBOro akTa, COCTOSHUE MpU poXAeHWW No Lkase Anrap.

VICKMOUNTEIBHO BaXKHOM NpY BPOXAEHHbLIX NMOpPOKax pasBuTUS Mpen-
CTaBNSeTCA OLUeHKa MOCTHATa/IbHOIro (PU3NYECKOro U MCUXOMOTOPHOrO
pas3BuUTUSA, KOTOpas Ao/HkHa 0653aTesiIbHO YUMTbiBaTb MX BO3paCTHblE OCO-
6eHHOCTN (Tabn. 5, 6, 7).
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MpuGaBka Maccbl Tena u pocTta
Yy AOHOLUEHHbIX AeTei 1-ro roga >XwsHu

Tabnuua 5

Mpunbaska MprnbaBka Mpnbaska Mpubaska
Macchbl 3a Macchl 3a pocTa 3a pocTa 3a
mecs, NCTeKLWniA MecsL, Cm NcTeKWwmnii
nepvog, r nepuopg, cm
600 600 3 3
800 1400 3 6
800 2200 25 8,5
750 2950 25 11
700 3650 2,0 13
650 4300 2,0 15
600 4900 2,0 17
550 5450 2,0 19
500 5950 15 20,5
450 6400 15 22
400 6800 1,5 23,5
350 7150 15 25
Tabnuua 6

NpunbaBka Macchbl Tena n pocTta
Y HeaAOHOLWEeHHbIX ,D.eTeVI 1-ro roga >Xms3Hu
He[OHOLWEHHOCTb, CTeneHb
I Il 1l
npubaska npubaska npubaBka npubasBka npubaBKa

MaccCbl 3a B pPOCTe, MacChbl 3a B pOCTe, MaccChbl 3a

mMecAay, r CM mMecAau, r CM mMmecay, r
300 3,7 190 3,6 190
800 3,6 700-800 3,6 650

700-800 3,6 700-800 3,6 600-700

700-800 3,3 800-900 3,8 600-700
800 2,3 800 3,3 750
700 2,0 700 2,3 800
700 16 ° 600 2,3 950
700 1,5 700 1,8 600
700 1,2 450 1,0 550
400 1,5 400 0,8 500
400 1,0 500 0,9 300
350 1,2 400 1,5 350

npnbaska

B pocTe,
cMm
3,7
4,0
4,2
3,7
3,6
2,8
3,0
1,6
2,1
1,7
0,6
1,2
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Ta6bnvuya 7

Bo3pacTHoe NCUXOMOTOpHOE pas3BuTue
peb6eHka 1-ro roga >u3Hu

BospacTHble HaBblku Bo3spacT, mecs,
[epXUT ro/IoBy B MNOJIOXEHUN Ha XUBOTE 1-2
[AepXnT rofioBy B BEPTUKA/IbHOM MMOJI0XEHUN 2-3
CneguT 3a UrpyLLKOWA 1,5-2
Ynelbaetcsa 1,5-2
rynnt 2-3
BepeT urpyLwKky n TAHeT B poT 3,5-4,5
MNoBopaunBaeTcsa CO CrMUHbI Ha XUBOT 5-6
Y3HaeT «CBOUX» N «UYXUX» 5-6
Jleneuet 5-7
MoBopaymBaeTCs C XMBOTa Ha CrunHy 6-7
CunauT NocaxeHHbIn, 6e3 noanepXkKu 7-8
MNMonsaet Ha xuBoTe 7-8
BcTaeT Ha yeTBepeHbKu 8-9
CaanTtca 13 NOMOXEHUA Ha CcruHe 9-10
[Mon3aeT Ha YyeTBepeHbKax 9-10
MNMoHuMmaeT obpallleHHY0 K HEMY peyb 8-10
CTOuT C noanepXKoi 8-11
MNMpounsHoCcUT «Mama» U «nana» 10-12
Crout 10-12
Xogut 10-14

N HakoHeL, npu cb6ope aHamHe3a 0c060€e BHUMaHWe Heo6XoAMMO yae-
NNTb BbISICHEHWIO, MMEKTCHA NIN CXOAHbIE MOPOKU Pa3BUTUSI Y poaUTENeln,
cnbecoB (KPOBHbLIX BpaTbeB M CecTep) U ApYrnX POACTBEHHMKOB obcnenye-
MOro pebeHka, YTo ByAeT yunTbiBaTbLCA NPU NPOBEAEHNN FreHeasr10rmuyecko-
ro uccnepfoBaHus.

O6wmin ocMoTp U nccnegoBaHue
no cucrtemam opraHoB

O6BLEKTUBHOE MCCefoBaHNE pebeHka, a B KIMHUYECKOW FeHeTuke —
n3yyeHne doeHoTuna npobaHga (o6cnegyemoro fvua) ocyllecTsasieTcs
CTPOro nocnefoBaresibHo:

1) macca Tena, 2) pocT, 3) Koxa, 4) HOortu, 5) Bonocobl, 6) NOAKOXHAasA
KneTtyartka, 7) mblwubl, 8) yepen, 9) ywHble pakoBuHbl, 10) o6nacTtb rnas,
11) Hoc, 12) rybbl v NOAOCTb pTa, 13) BEPXHAS U HWKHAS Yentoctun, 14)
3y6bl, 15) A3bIK, 16) He6o, 17) wes, 18) rpyaHas kneTtka, 19) NO3BOHOYHMK,
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20) xunBOT, Ta3, 21) BEPXHME KOHEYHOCTU, 22) HWKHME KOHEYHOCTH, 23)
LIHC, ronoBHOI 1 CnMHHOW MO3r, 24) cepAeyHo-cocyamcTas cuctema, 25)
opraHbl AblXxaHusl, 26) XenyAo4YHO-KMLIEeYHbI TpakT, 27) MoyeBas cucTte-
Ma, 28) nonoBblie opraHbl, 29) xenesbl BHYTpeHHel cekpeuun, 30) cene-
3eHka, TUMyC.

OcMmOTp pebeHka paHHero Bo3pacTa NpoBOAAT B CMOKOIHO 06CTaHOB-
Ke, XesiaTtesibHO Mocne Uy Mexay KoOpMaeHUsMN Npy TemnepaTtype Bo3ay-
Xa B nomelleHnn He meHee 25°C. OcBelleHMe A0/MKHO ObiTb eCTEeCTBEH-
HbIM. Heo6xoAMMO Bbi3BaTb MOMIOXUTENIbHYIO 3MOLMOHA/IbHYIO peakLmto
pebeHka (Tuxas flackoBas peyb, HErpoMKMe 3BYKU, SPKUE WUTPYLUKM, KOH-
TakT B UrpoBOW cuTyaumu, ecnn pebeHok ctaplle 1-ro roga u T.4.), T.K. OT-
pylaTenibHble aMouuy (MCnyr, Maad) BO MHOTOM 3aTPYAHSOT TLATE bHbIA
OCMOTP W-MHTepnpeTaunio ero pesysbTaTos.

WTak, npugepxmsBaschb TO nocnefoBaTesibHOCTU, YTO Bblsia OTMeyYeHa
BbllLE, PACCMOTPUM OCOBEHHOCTU O6BEKTMBHOIO UCCNef0oBaHuA pebeHka ¢
BPOXOEHHLIM MOPOKOM Pa3BUTUA.

Macca Tena v pocCT OueHUBaKTCA NHOVNBUAYaIbHO C YH4ETOM LOHOLLEH-
HOCTW UM HEAOHOLLIEHHOCTY pebeHka, a Takke AaHHbIX 0 BO3PaCTHbIX OCO-
6eHHOCTAX passBuTuA (Tabn. 5).

Koxa nccnegyetcs odyeHb nogpo6Ho. Ob6pallaoT BHUMaHue Ha nur-
MEHTHble HapylleHus (asibObVHU3M, BUTUAWIO, rMnepnurMeHTaums), KoTo-
pble MOryT HablaaTbCs NpyM MHOrMX cMHapomax MBIIP, a Takke Ha KcaH-
TOXPOMHbIE MATHA, HEBYCbl, NUMOMbI, (PUOPOMbI, rEeMaHrMomsbl,
TefleaHrnakKTasnm, 3K3emMaTo3Hble U UXTUO3HbIE U3MEHEHUSA KOXM, ee NOBbI-
LLEHHYI0 (POTOYYBCTBUTE/IbHOCTL, MMNEPPacTsHXKMMOCTb, NOBbILLEHHOE OPO-
roBeHve (runepkeparos), runepTpuxos, rmpcyTusm. OueHuBaeTcs NoTooT-
JeneHune, cyxocTb Koxu. ObpallaioT 0ocoboe BHUMaHWE Ha KPblIOBUAHbIE
cknagku (cuHapombl «Leopard», HyHaH, TepHepa, MHOXECTBEHHbIX NTepu-
rMymoB). Kaxaplii U3 OTMEUYEHHbIX Bbille KOXHbIX MPU3HAKOB nMmeeT o6bLmp-
Hyt0 ceMnoTuky. Hanpumep, nosblleHHass OOTOYYBCTBUTE/ILHOCTL OTMe-
yaeTca npu cuHpgpomax bnyma, FetumHcoHa-Imndgoppa, KokkeinHa,
XapTHana, aK3emMaTo3Hble U3MEeHeHus — npu cuHgpomax [y6osuTtua,
Kpucta-CrumeHca-TypeHa u T.4.

Hortnm — vx runonnasusa nnv gucnniasvs TakKke BCTpeyarloTcs npu MHO-
rOYNC/IEHHbIX cnHgpomax — basaHa, MNonbTua, EEC, KoddmHa-Cupuca,
nporepuun, PobepTca, TepHepa, dnnuca-BaH Kpesenbaa, 3aBapaca v T.4.

Bonocbl — ToTanbHas unv rHesgHas anoneuust, pegkne BoJsioChl, XXec-
TKOCTb BOJIOC: BCE 3TN MPU3HaKN MOTYT UMETb AMarHOCTUYECKOE 3HaYeHme.

MopKkoXxHas KetyaTka — BbISB/IAIOTCA CHUXEHUEe Unn oTcyTCcTBue
NOAKOXHOI0 XMPOBOrO C/1081, /IMNOATPOUA, NMNOMBbI.

MbILWLUbl — OUEHMBAETCH WX BbIP&XEHHOCTb U CTeneHb pa3BuTus, 06-
pallaeTcs BHMMaHUe Ha TOHYC.
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Yepen — ocmarpuBaeTcs ¢ 0CO60i TuiarenbHOCTbo. ObpallalT BHU-
MaHue Ha criegylolme ero 0Co6eHHOCTU:

1. ®dopma (puc. 4):

— 06blYyHas;

— acuMMeTpuYHas;

— yBe/MyeHne NpoaosbHOro AvaMeTpa —aonuxouedannyeckas;
— yBeJ/IMYeHne nonepeyvyHoro agnametpa — 6paxuuedannyeckas;
— «HaBuMcawLWMii» (BbICTYNAOLWMIA) 3aTbIMOK,;

— YepenHo-nuueBas acCUMMETPUS;

— pasnnyHble aHomanun opmbl.

Mpryem y HOBOPOXAEHHbIX Yallle BCero yepen nmeet gonuxouedanu-
yeckyto hopMy, Yepes HEeCKOJIbKO MecsLEeB CTaHOBUTCS bpaxuuedannyec-
KMM, a nocsie NepBoro rofa XusHu npuobpeTtaeT 06bIYHYO hopmy. Bpox-
OEHHbI XapakTep HapylweHuii dpopMbl Yyepena noaTBepXAaeTcs Ux
coyeTaHVeMm C ApYrumMu npusHakamu an3aMopuoreHesa.

2. Pasvepbl — oueHuBalOTCs € yyeTom Bo3pacta pebeHka (Tabn. 8),
€ro NHAMBUAYa/TbHbIX U1 CEMENHbIX OCOGEHHOCTEN:

— 006blYHble (COOTBETCTBYIOLLME BO3PACTY);

— Makpouedanus;
— rmapouedanus;
— MuKpouedanus;
— BbICTynatowine 106Hble Byrpsbl.
Ta6bnumua 8
OKpPY>XHOCTb r0/10Bbl Y AETEWN paHHero Bo3pacTta
CpepgHan Mpepensi
BospacTt OKPY>KHOCTb HOPMaJIbHbIX
rof1oBbl, CM BapuaHToB, CM
Mpn p axaeHnn 35,5 33,0-37,5
1 mec 37,2
2 mec 39.2
3 mec 40.4 38,7-43,2
4 mec 41,3
5 mec 42,2
6 mec 43,4 42,1-45,9
7 mec 44,1
8 mec 44,8
9 mec 45,3 43,8-47,8
10 mec 45,8
11 mec 46,2
12 mec 46,6 44,9-48,9
18 mec 47,9
2 roga 49,0
3 roga 50.0
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Puc. 4. Bugbl aHOManuii oopmbl Yepena: a — acummeTpus, 6 — gonuxouedpanns, B — Gpaxuuedanus,
I — «HaBUCAKOLLMIA» (BbICTYMALWMA) 3aThIIOK, 4 — YepenHo-nuLeBasl acumMMeTpus



3. CoCcTOsiHME LUBOB U POAHNYKOB:
— HOPMaJ/ibHOE COCTOSIHWE LUBOB;
— pacxoxjeHue LUBOB,;
— LWBbI 3aKpbIThl, IM60 HabMAaeTCA npexaeBpeMeHHoe 3apacTa-
H/e YepernHbIX WBOB (KPaHWOCUHOCTO3), YTO OrpaHn4MBaeT pocT ye-
pena B TOM WX MHOM HanpaB/iieHUn U NPUBOAMUT K ero gecopmaunu;
— HaxoxgeHvie KocTeli yepena,;
— POAHWYKM OTKPbITbI (OLEHMBAIOTCA UX pasMepsbl);
— POAHWYKM 3aKPbIThl (K POXAEHUIO UK NPeXAeBpeMeHHO).

Mpy 3TOM HYXHO Y4YMTbIBaTb, YTO Y HOBOPOXAEHHbIX AeTeli Hepeako
OTMeuaeTcs nartosiormyeckass KoHdurypauus yepena B CBA3W C OCOGEH-
HOCTSAIMM POJOBOrO akTa U HaxoXAeHVeM TeMEeHHbIX KOCTel Apyr Ha apyra,
nAn NO6HOM 1 3aTbIIOYHON — Ha TeMeHHble KoCcTU. CnycTa HeKOTopoe Bpe-
MS ocne poxaeHns (0T HECKONbKUX AHeN — yvalle, A0 HECKOJIbKUX Mecs-
LEeB — pexe) rosioBa NpMHUMaeT HOPMasibHYH0 hopMmy.

CocTosiHMe poaHNYKOB 3aBUCUT OT recTalMOHHOro Bo3pacTa K MOMEHTY
pPOXAEHNS, OT 3penoCTU U CTENEHU He3PeniocTu. Y AOHOLUEHHbIX 3pesbiX
AeTell 06bIYHO OTKPbLIT TO/IbKO 60MbLUOK POAHUYOK, GOKOBbLIE POAHUYKA W
Masibli K MOMEHTY POXAEHUS 3aKPbITbl. Y AOHOLUEHHbIX He3pesfibiX HOBO-
POXAEHHbLIX MOXET ObITb, KPOME TOr0, OTKPLIT N Masiblii POAHNYOK, a Y He-
[OOHOLLEHHbIX AeTeill uHorga OTKpbIThl (Y r1y60ko Hespenbix) 60KoBble po-
OHWYKU. bBonbwoli poAHMYOK MOoc/e  pPOXAEHUS MPOrpeccuBHO
yMeHbLlaeTcs B 12-16 Mec. 3akpbiBaeTcs.

YWHble pakOBUHbI M3MEHEHbI NPU O4YEeHb MHOIMMX CUHAPOMAX MHOXeC-
TBEHHbIX MOPOKOB. MoryT oTMeyaTbCcs UX cnegylowme N3MeHeHUs: HU3Koe
CTOSIHWE, acMMEeTpUs pacnoioXeHus, pasnuuHas BenuynHa (6onbluve,
MasieHbKUe), OTTOMbIPEHHbIE WKW MpMXaTble K Yepeny, aHomanuy cTpoe-
HMA 3aBUTKa U NPOTUBO3aBUTKA. YUUTbIBasA, YTO NPU ONUCAHUN OTAENbHbIX
NMOPOKOB OPraHoOB U CUCTEM (CM. CreLuMasibHYI0 YacTb) 3TN aHOMasIMM HaMu
He paccmaTpuBaloTcsl, LienecoobpasHo Nx OTMETUTb B J@aHHOM pasfere B
BMAE OMArHOCTUYECKOro asiroputma.

HW3KO pacnosioxeHHble YlUIHble PaKOBUHbI BCTPEYaTCA Npu Takux
CYHApPOMAX, Kak:

akpodpaurasbHbIl An30cTo3 Harepa;

akpouedanononucuHgaktuamm (tuna |, I, 1ll, cooTBeTcTBEHHO Hoaka,
KapneHtepa, Cakatu);

rnaso-3y60-naibLeBoit;

rnyxota 1 npeaypukynsapHble aMKu;

rnyxota nposogsiLas u AeddopMMPOBaHHbIE HU3KOMNOCAXEHHbIE YLLIHbIe
paKoBVHbI;

Kamnomesninyeckasn avcnnasms (kapankoBoCTb):
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NeHua;

nenpeyayHusmMm;

MapgaeHa-Yokepa;

Mekkens;

MUOTOHUSA XoHApoaucTpodmyeckan (cvHapom LsapTua-Axamnens);
MO3ro-rnaso-nuue-ckeneTHolii (COFS-cnuHapom);
HyHaH;

MeHbs-Lokelipa;

MoTTep-1,;

noyek, reHUTasInin 1 cpegHero yxa aHoMasinii;
Cekkens;

CmuTta-flemnun-Onutua;

TpuroHouedanua OnuTua;

TMMyca areHesus (cuHgpom [Au Ixopoxm);
XoHapoaucTpoduma ¢ nonmpgaktunmei (tun MaeBckoro);
LlenbBerepa-boysHa (Lepebpo-renato-peHasibHbli);
yYepenHo-rnas3o-3y6Hol;

1q', 1q+v

29+

39+

4p' (Bonba-XapLxopHay);

4qgt,

5p' (<KPUK KOLLUKM»);

7p'| 7q+1

9p; 9p+t, 9 Tpucomus;

10; 10p+, 10g+

11q; 11 Tprcomus;

13 Tpucomusa (Maray), 13q'(Opbenn);

1l4qg+

18 Tpucomunsa (3aBapaca);

210-;

220-.

JedopmMmnpoBaHHble ylIHbIe PakOBUHbI — NpY TakUX CUHAPOMAX, Kak:
Aapckora;

akpodhaumanbHbIii An3ocTto3 Harepa,;

BoysHa-KoHpaau;

remudpaumanbHas nporpeccupytowas atpodus Mappu-Pombepra;
rnyxoTa u npeaypukynspHbie SMKu;

rnyxoTa npoBogsiiasi n 4ed)opMMpoBaHHbIE HU3KOMOCAXEHHbIE YLUHbIE
pakoBUHbI;
lonbTUa;
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[onbaeHxapa;

anactpodmyeckas KapsiMKOBOCTb (XOHAPOAUCTPOdUA € Kocona-
NoCTblO);

KopHenun pe aHre,

«KoLLlaybero rnasa;

NeHua;

nuccaHuedanun Avkepa;

Mekkenst;

MUKpocoMusi reMudpaumasnibHan (CUHAPOM 1-i XxabepHoi ayru);
MUKPOTUA-aTPe3ns;

HWKHEYe TI0CTHO-MMLEBON AU30CTO3 PpaHueckeTTu;
Hos-/TakcoBoOiA;

HyHaH;

MNotTep-1;

Puvrepa;

PobepTca;

PybuHwTenHa-Telibu;

Cekkens;

Cwmuta-Jlemnn-Onutua;

TpuroHouedanna OnnTua,

haumo-kapanomenmyeckas amcnnasus;
xoHApoaucTpodhma ¢ nonvgakTmanen (tun MaeBckoro);
aKTogepManbHasa aHrmgpotuyeckas gucnnasvs Kpucrta-CumeHca-Ty-
peHa;

4p’ (Bonbtha-XmpLUxopHa);

5p' («KpUK KOLLKM»);

9pt,

fOp 109"

11q — Tpucomus;

13 Tpucomusa (Martay), 13q° (Opbenn);

18 Tpucomuns (3aeapaca), 18q';

21 Tpucomunsa (OayHa).

Hwxe nepeuyncneHbl CUHAPOMbI, MPU KOTOPbLIX BCTPEYaTCA OTTOMbI-

PeHHbIe YlUIHble PaKOBUHbI:
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Bunnbsamca («vuo anbtha», ngnonatuyeckas WHaHTUNbHASA runep-
Kanibunemus);

KodhdomHa-Soypu;

«Leopard»;

NeHua,;

nunoaucTpodusa ToTaslbHas BpoxAaeHHas (cuHapom BepapauHennu-
Ceiin-floypeHca);



MaHHO31A03;

nporepusi 'eTunHcoHa-Mndopaa;

TPUXO0-pUHO-danaHreasibHblin, Tunbl | 1 Il (cnHapom SaHrepa-rmanoHa);

9HIOKPUHHbIA MHOXECTBEHHbI afeHoMaTo3;

4p' (Bonba-XumpLuxopHay);

8 Tpucomus;

18p_

parunbHasa X (MaptuHa-benna).

MpeaypukynspHble PUCTY bl U BbIPOCTbl BCTPEYaroTCA Npu: akpo-
haumanbHOM Aun3ocTo3e Harepa, rnyxore ¢ npeaypukynisipHbIMU SSMKaMu,
cnHgpomax ronbtua, 1-ii xxabepHol Ayrn, «kowadbero rnasa», «kKpuka
KOLLIKU>.

nasa. O6pawaloT BHMMaHMEe Ha dopMy paspesa rnasHbIX LWeneii:
(06bl4yHas, MOHronoMaHas WiM aHTUMOHro/IouAHas; BTOpas xXapakTepHa
Ansa 6onesnn [layHa, TpeTbs — AN cmHapoma dasapaca (tTabn. 9), Hanm-
yne wam oTCcyTCTBME anukaHTa (Tabn. 10), rmno- wiav runepresniopnsma
(tabn. 11), mmkpodpTasibMa (Tabsn. 12), y30CTK rnasHbIX Wenei, roayoébix
cknep. MNocnegHue otnnyaroTcsa nNpu cuHAgpomax FonbTua (dhokanbHas
aepMasibHasa runonnasuvsl), MapdaHa, HECOBEpPLLEHHOINO OCTeoreHesa
(XeBe, No6wTeiHa-Mopaka-AypaHTta), Purepa, PobepTca.

MoryT BbISIBATECA WU3MEHEHUSI pafyXHoW 060/104kM rna3 (Kosi060Mbl,
reTepoxpomMuun), HenpasunbHas oopmMa 3padyka, NOMyTHEHWE POroBuLbl,
KaTapakTa.

OueHb 4YacTo npu pasnNuyHbIX cuHapomMax MBIIP moryT BCTpeyaTbCs
rnasHble CUMNTOMbI: NTO03 (CMHAPOMbI Aapckora, akpouedanocuHaakTu-
nvun, Ayéosutua, «Leopard», HyHaH, Onutua-KaBempxuna, Mappu-Pombep-
ra, MHOXeCTBEHHbIX NTepurnymoB, Pobeptca, PybuHwTeliHa-Telibn, Cmu-
Ta-flemnn-Onutua, nNaHuMToneHust ®aHKOHU, peTasibHbIA aslKoro/bHbIA
CUHOPOM, XPOMOCOMHbIE CUHAPOMBI: 2p+, 7p", 109+, 11q', 13q, 14q+, 34-
Bapaca, 18p~, 22q’; yepenHo-rnaso-3yo6Hon CMHAPOM, cMHApOMbI LLBapTua-
Dxamnena n dncaxmn-Batepca), ak3opTanibMm (cuHgpom Anbbepca-Len-
6epra, Anepa, nenpevyayHusama, Mapwanna, MenHuka-Hugnica, nporepum
leTumHCcoHa-I'vmndgopga, PobepTca, meTtadmsapHO xoHApoaucnaasnum
TMna AHceHa, Bonba-XuplixopHa, YepenHo-nnueBo An3ocTo3 Kpyso-
Ha), Kocornasue, MMONUS, HACTarM, rnaykoma, aTpodus 3puTenbHbIX He-
pBOB U T.4.

O6unue n MHoroobpasne U3MeHeHW CoO CTOPOHbI OpraHa 3peHus Tpe-
Byl0T 0653aTe/IbHOro yyacTns B 06¢nefoBaHn 60/1bHOTO C BPOXAEHHbIMN
Nopokamy BbICOKOKBa/IM(ULMPOBAHHOIO ogdTasibMosiora.
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XPOMOCOMHbIE
CUHAPOMBI

2p+

5p- (<KPUK KOLLIKM»)

79+
9 Tpucomumn
9p+ {PeTtope)
10p+
10q

11P+
11g-
18q
21qg’
JayHa
14p+
149+
3paBapaca
1g+
3p+
3qt+
'
9p-
Monuncomunsa X,
49, XXXXY

Ta6bnuua 9

CunHgpombl MBIP, npy KOTOpbIX OTMe4YaeTcs KOCO pa3pes3 rsas

(MOHronongHbIn NN aHTUMOHIOIOUAHbIA)

HacnencTeeHHble CUHAPOMbI

C ayTOCOMHO- C ayTOCOMHO-

Cc X-cuenneHHbIM C HEeYTOYHEHHbIM HeHacneacTtseHHble

peueccnBHbLIM [AOMUHAHTHbIM Hacneposa- TUMNoM Hacnepgo- cuHgpomel MBIIP
HacsiefjoBaHUeEM HacrefoBaHnem Huem BaHWsA
KapneHTepa, BnedapoHasodha- Aapckora An Hropoxn FonbpeHxapa
Koxe Ha, LasibHbI KodpcpuHa-Nloypn  «Kowaubero
JlnccaHuedanum rvnonnasunn rnasa»
Awnkepa, 6eppa v Py6uHwreliHa-
TpuroHouedainm HeOO6LIYHOro Nnua, Telibn
onutua, Ipeiira (nonu-
LienbBerepa- CUHAAKTUNNA U
BoysaHa, KpaHuodaunasnb-
YeHa-MapTuHa Hble aHomanuu),
Harepa,
HyHaH,
OnuTtua-dpuraca,
Cortoca,
XoHgpoaucnnasus
ToyeyHas
Tuna KoHpagu-
XioHepmaHa



<0

XPOMOCOMHbIe
CUHAPOMbI
2p+, 3p+
4p-, 49+
5p- (<KPUK KOLLKN»)
7p-, 79+

8 Tpucomusa (BapkaHu)
9p-, 9p+ (Petope)

109+

11p+, 11g-
12p+

Maray, 13g-
1l4q+

18p-, 18qg+
SaBapaca
HayHa, 219-
220-

X mMoHocomuA
Monncomun X,
48, XXYY

49, XXXXY

CuHgpombl MBIP, npy KOTOpbIX OTMeYyaeTcsa 3MnNuMKaHT

C ayTOCOMHO-
peLeccuBHbIM
HacnefoBaHuem

Ay6osuTua,

KapneHTtepa,
LLnnneHa-
Mpaiic-AOaBuc,
Cmuta-J/lemnn-
OnuTua
TpuroHoue-
hanua Onutua,
LlenbBerepa-
BoysHa

HacneacTBeHHble CMHAPOMbI

C ayTOCOMHO-
AOMWUHAHTHbIM
HacneanoBaHUem

Bunnbamca,
na3o-3y60-
nasbLeBoiA,
Hoaka,
HyHaH,
OnuTtua-dpuaca,
Motrep-1,
PdprmMmeHa-
LLlenpgoHa

Cc X-cuenneHHbIM ¢ HEYTOYHEHHbIM

Hacneaosa-
HNem

Onutua
(BBB-cuHapom),
poTo-nmue-
nasibLeBoN,
™n |

TUNoOM Hacnepno-
BaHuNA

«Kowaubero
rnasa»,
Po6uHoBa,
Po6uHLITEeliHa-
Tewon,
Cakatu

Ta6bnvuya 10

HeHnacnepfcTtseHHble
cuHppombl MBIIP

deTasbHbIN
a/IKOTrO/bHbIN,
deTasnbHbIV
rMAaHTONHOBbI



XPOMOCOMHbIe
CUHAPOMbI

2p+, 2g+

3p+

4p+, 4p' (Bonbtha-
XUpLLUXOpHa)
6q+

8 Tpucomuun
(BapkaHwn)
7p-, 7+
9p+(PeTope)
10p+, 10qg+
11p+ 11g-
12p+
13q“(Opbenn)
149+

18p-, 18q-
220-
Monncomunn X
48, XXYY

49, XXXXY

CuHgpombl MBIP, npuy KOTOpbIX OTMeYaeTCA rmnepTesiopusm

C ayTOCOMHO-
peLeccuBHbIM
HacnegoBaHueM

Bukcnepa,
TmaponeTanbHbIii
Kamnomenunyeckas
avcnnasus,
JlenpeyayHusm,

NuccaHuedanuu Ounkepa,

MappaeHa-Yon kepa,
Mekkens,

Cnas (Mykonosnuca-

xapugos, VIl tvn),
Hos-/lakcoBolii,
MeHbs-LUokelipa,
Ancaxn-Batepca
(6paxuno-ckeneTo-
reHUTa/TbHBbIN).
Pob6epTtca, Pauyuo-
Kapgnomernmyeckas
oucnnasus,

LiensBerepa-boyaHa,

YeHa-MapTtuHa

HacneacTBeHHbIE CUHAPOMbI

C ayTOCOMHO-
AOMWUHAHTHbIM
HacneanoBaHuem

Anepa,
FopnuHa,
lpeiira,
KHucTa,
Kpy3oHa,
JlapceHa,
«Leopard»
Mapuwanna,
OnuTua-
dpuaca,
HyHaH,
MotTep-1,
Cortoca,
CaTtpe-XoTueHa,
PprmeHa-
LLlenaoHa,
XoHapogucniasus
Tuna fAHceHa,
Anepca-
HAaHnoca

cX-cuensieHHbIM C HeyTOYHEHHbIM

HacnepoBa-  TMMOM Hacnepno-
HVem BaHUA
Aapckora, An Oxopoxwu,
FonbTua, «Kowaubero
KodhdpmHa rnasa,
-Jloypwn, Po6uHoBa,
Onutua (BBB-  CpeguHHoiA
CUHOPOM), pacLesivHbl
Oonutua nmua
-KaBepxwva,
Teinbn

Ta6bnnuya 11

HenacnepncTeeHHble
cuHgpomsl MBIIP

deTasbHbI
aMUHONTEPUHOBBIN,
deTasibHbIV
BapdapuHOBbIiA,
deTasbHbIN
r'MAAaHTONHOBbIV



CuHapoMbl

XPOMOCOMHbIEe
CUHAPOMBI

4p- (Bonbtha-XupLu-
XOpHa)

4p+

9 Tpmucomunmn

6p+-

10p+, 109+

13 Tpucomusa (Maray)
13g- (Opb6enn)

14 g+

18 Tpucomunna (3aBapaca)
21 Tpmncomusa (JayHa)

2109-

Tabnvuya 12

MBIP, npn KOTOpbIX OTMeYaeTcsa aH- NI MUKpOTasibMUs

HacneactseHHble CUHAPOMbI

C ayTOCOMHO-
peLLeccmBHbIM

HacnefosaHveM
FmaponeTasnbHbIii,
KoxeHa,
Mekkens,
COFS-cuHgpom,
OcTeonopo3sa #
ncesgornvuomMa,
MaHumToneHna daHkKoHU,
Yokepa-Bapbypra,
dnbépomaTos feceH,
aennrMmeHTaums u

MUKpOOTa/IbMUSA

C ayTOCOMHO-
AOMUHAHTHbLIM

HacnegoBaHveM
nazo-3y6o-
nasibLeBon,

1-i1 »xabepHoi

Ay

HeHacneacTseHHble

X-cuensieHHble CUHAPOMbI
FonbTya, Tokconnasmos
NeHua, BPOXAEHHbIN,

Hoppwu deTasibHbI

BapdapuHOBBbIii
CUHAPOM,
deTasbHbIN
CUHAPOM

KpacHyxu



Hoc — o6palialoT BHUMaHVe Ha aHOMasibHyK opMmy, KoTopas
BCTPeYaeTCcs Npu HUXenepeynucsieHHbIX CUHAPOMaX:

AkpoLedanocMHAaKTUANN;

basaHa cvHApoMm;

BnedapoHasodaunanbHblii CUHAPOM;

BoyaHa-KoHaapw;

BepHepa;

I'na3o-3y60-nasibLEeBOIA;

[nyxoTa nposoadiiad, runepTesniopnsmM, MUKPOTUA, NNLEBLIE pacLLenu-

Hbl;

KapnnkosocTthb JleBu;

KodhcpumHa-/oypu;

NlenpeyayHusm;

Okyno-mMaHamn6yno-aunasnbHblli CUHAPOM;

MNannuctepa W-cuHgpowm;

lMoyek areHe3ns OBYCTOPOHHAS;

Mouek, reHnTasInii n cpeHero yxa aHoManuu;

Mporepus;

PoTo-nuue-nanbueBo cuHgpom, tunbl | n ll;

Py6uHwTeliHa-Telibn;

Cekkens;

Cudmnnc BpOXAEHHbIN;

CpefvHHON pacLuesniHbl N1ua,;

Tpuxo-puHo-thanaHreasibHblin CMHAPOM, Tunbl | 1 lI;

dpoHTOMETamsapHasa aucnnasus;

XoHapoaucTpodus ¢ nonvaakTunneid, Tun MaeBckoro;

Xpomocombl 4p

— 14q+ cuHApowm,

1(18p);

Uepen B hopme TPUANCTHUKA;

UepenHo-rna3o-3y6Hoii;

UepenHo-N1ueBoil AN30CTO3;

SKTOAEpPMasIbHAasA AMCNIa3nsa aHrMapoTnYeckas.

KopoTkuii HOC ¢ BbIBEPHYTbIMU Briepesd HO34psAMW BCTpevaeTcs npu
CUHApPOMAX:

Aapckora,

AKpOAN30CTO3E;

Bunnbsimca;

Mmnonnasum 6egpa n HeoObIYHOTO NMLUA;

JayHa;

KopHenuu ge NaHre,
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KodhdpmHa-oypu;

Maplwanna;

Mykononucaxapugose, VIl Tune (6onesHb Cnas);

Onutua-®puaca (rmnocnagusa-gucdarns);

Po6uHoBa;

Cmuta-lemnu-Onntuya;

TpuroHouedanun OnuTua;

Xpomocomsl 1q', 3q+ 7p, 3p', 11q, 1 lg-Tpucomun.

F'mnonnasus Hoca u ero Kpbl/ibeB HabNO4AETCA NpY CreaytoLwWwmxX CUH-
Apowmax:

BasaHa;

runonnasum 6egpa 1 Heo6bIYHOTO NNLA,;

rnaso-3y6o-nanbLeBoil;

FonbTua (thokanbHaa gepmanbHas rmnonaasus);

dpumeHa-LlengoHa («CBUCTALLENO fMLa»);

MwuTeHca-Bebepa;

PobepTca;

poTo-n1ue-nasbLeBoid, Tvn |;

Py6uHwTeiHa-Tenbw;

CPEeAVHHOW pacLienvHbl nua;

Kpucta-CumeHca-TypeHa (3kTogepmMasibHas aHrugpoTunyeckas gucnna-
3us).

'y6bl 1 NonocTb pTa. Ob6pawalT BHUMaHNe Ha LLeNTIOCTHOCTb BEpXHe
W HWXHEN ry6bl (CMm. rnasy 6), Ha/IMuMe y3[edkm BEpPXHEN ryobl, ee yaBoe-
HWS, CBULLA HWKHEN Ty6bl.

ToHKass BepxHAs ryba BCTpeyaeTcs Mpu HUXENepeynCNeHHbIX CUH-
Apomax:

BazaHa;

runonnasuun 6eapa v HeobbIYHOro NNLA,;

KopHenuu ge faHre;

CMHOCTO30B MHOXECTBEHHbIX U NPOBOASALLEN NYXOTbl;

NaHrepa-T'ngnoHa (TpuUxo-puvHO-thanaHreansHaa gucnniasuns);

Xpomocowm 4p+, 109+ 11q', 14q, 18q°

Tonctble rybbl BCTpeyatoTcs npy cUHAPOMax:

KodhdpmHa-foypu;

KodhdpuHa-Cunpuca;

Kpucta-CumeHca-TypeHa;

nenpevayHu3me;

Onutua-Kasenxna;

XpOMOCOMbI 8 TpUCOMUK;

3HAOKPUHHOM MHOXECTBEHHOM ajeHomatose, Tun llI;

48 XXVYY.
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OnyLeHHble yr/ibl pTa OTMeYeHbl Npu cnHapome Paccena-CunbBepa,
3qt, 4p’ (Bonba-XupLixopHa), 7p", 9p+, 14qg+.

FAMOUKM Ha HWXHeW rybe — npu cuHapome BaH gep Byga u ntepurny-
Ma noAKONEHHOrO.

Masnibihn poT (MUKPOCTOMUSA) — YpPE3MEpPHO YMeHbLUEeHHas poToBast
wenb. XapaktepHa ana cuHapomoB 1-i xabepHoii ayru, Bukcnepa, ®pu-
MeHa-LengoHa («cBuCTAWMIi poT»), LBapTua-xamnens, Teinbu, Pacce-
na-CvnbBepa, PybuHwTeliHa-Tebn, XaHxapta, Bonbga-XunplixopHa,
Panna-XomkknHa, halmo-kapanoMesiMyeckon ancnnasmn.

OcmaTtprBast BEpPXHME U HWKHUE YEeNOCTU, MOTYT 6biTb OBHaPYXEHbI
cnegywouime aHoManuu:

NPOrHaTNs — 4Ype3MepHOe BbICTYM/IEHNE BEpXHEl YesICTU C CW/lb-
HbIM HaK/I0HOM Bnepep nepegHux 3y6oB;

MUKPOrHATUSA BEPXHASA — HegopasBuUTUE BEPXHEN YentocTu (B aHrNi-
CKOIN NuTepaTtypa — HWKHEeR 4yesncTn);

MaKporHaTusa (HUWXHAS MPOrHaTusl) — MAaCCUBHASA HWKHAS YesIoCTb U
noA6opoJokK;

MUKPOTreHNs (HWKHAS MUKPOrHaTus) — HegopasBUTUE HUKHeN yentoc-
™, npugaollee NuLy Bug «nNTuibero»;

arHaTua — annasms HWKHel yentoctu (Kpaliie peakuii NOpokK, 06bIYHO
coyeTaroLmMinca ¢ ApyrumMn nopokamy nuua; Ucxopd —neTasbHblii).

3y6bl — UX MOPOKU YacTbl U MHOroobpasHbl. PaznuyaloT yeTblpe oc-
HOBHble rpynnbl (Jlastok .U., KpyunHckmia I.B., 1991):

1-a — aHOManuun yncna, pasmepos, OPMbI;

2-9 — HapylleHue CTPYKTypbl 3y60B;

3-9 — aHoMannn NOsIoXKeHUs,

4-9 — HapyLleHUs1 CPOKOB MpopesbiBaHusA 1 pocTa.

4- rpynna BcTpeyaeTcs npu cuHgpomax Anbbepca-LleH6epra, Mepma-
Ha-Mannucrtepa-Tngam-OnuTua,;

[onbTUa;

[opnnHa;

lNypnepa (I TN mykononMcaxapungosa);

JayHa;

Kpy3oHa;

Harepa;

Purepa;

Panna-XoaXknHa;

CTraHecky;

Onnuca-BaH Kpesenbaa;

npu rnaso-3y60-nasibLEeBOM CUHAPOME;

rNyxoTe U OHUXoAMcTpoduuy;

rOMOUMCTUHYPUU;
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HeJepXXaHun NUIMeHTa;

NYKHOAMN30CTO3E;

poTo-nuue-naabLeBoM CUHApoOMe, Tun |

cugunnce BPOXAEHHOM;

cuHgpome EEC;

hpoHTOMEeTadm3apHoOn gucnnasuu,

yepenHo-rnaso-3y6bHoM cuHapoMe.

2-9 rpynna BeAeT K Kapuecy, KOTOpbIA Takke BCTpeYaeTcsl Npyv MHOTMUX
cuHapomax MBIP (FopnuHa, MonbTua, Ay6osutua, EEC, KokeitHa, Knoyc-
ToHa, Wentxayspa-Mapu-CeHToHa 1 ap.).

3-4 rpynna aHoMasmii HabnaaeTcs Npy Bo0CO-3y60-KOCTHOM CUHAPOME;

FOMOLIMCTUHYPUU;

cuHapomax: eTumHcoHa-Imndopaa;

[onbTUa;

l'ypnepa;

lMoHTepa;

KoxeHa;

MenHuka-Huanca;

Telibu;

XannepmaHa-LTtpaiida;

NYKHOAN30CTO3E;

BPOXAEHHOM cudmnnuce.

4-A rpynna aHOMa/Mii BCTpeyaeTCs Nnpyu O4YeHb 6O/bLIOM KOMUYecTBe
cuHgpomoB MBIP.

A3blk — obpalaloT BHUMaHWe Ha pasmepbl (arsioccus BCTpevaeTcs
KpaliHe pegKo, MUKPO- 1 Makporsoccusi — vactble npusHakm MBIIP), Hanu-
yve Uy OTCYTCTBME Y3[EeUKM SA3blKa, A06aBOYHOro A3blka. ViHorga Habso-
JaeTcsa atpodmss COCOYKOB A3blka (CuHAPOMbI MeskepcoHa-Po3eHTans,
Punes-fes).

Makpornoccusa BcTpeyaeTcs npu cuHapomax BugemaHa-BeksuTta,
l'ypnepa, MNoHTepa, KpysoHa, NMomne, CoTtoca, Npu BPOXAEHHOM rmnoTupe-
03e, MaHHO3KAo3e, cuHapome 4p+.

HE60 — npu ocMoTpe NosIoCTM pTa obpallatoT BHMMaHUE Ha ero ue-
NOCTHOCTL (CM. rnaBy 6), a Takke Ha ero hopMy: BbICOKOE «TOTUYECKOE»
Heb6o — yacTblii NpU3Hak cuHgpomoB MBIP (Ta6n. 13).

Takmm obpa3om, 3aBepLuas OCMOTP rof10Bbl U 1La, cnegyeTt 06patntb
BHUMaHVe Ha cnegylolime 0CO6eHHOCTM BHELLHOCTU pebeHka.

«Yepen B BUAe TPUANCTHUKa» (puc. 5) — xapakTepHas gedopmauuns
Yyepena BCNeACTBUE BHYTPUYTPOOBHOrO KpaHMOCUHOCTO3a HabnogaeTcs:

1) KaK N30IMPOBaHHbIN MOPOK;

2) B coyeTaHun ¢ apyrmmu aHomanusamm ckeneta (gedekrbl No3BOHOY-
HMKa, aHKN103 SIOKTEBOrO 1 KOSIEHHOro CyCTaBOB, CUHAAKTUANS W Ap.);
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3) npu TaHaTtodhopHOI Ancnnasuu;

4) npy cnHppoMax MHOXeCTBeHHbIX BIP, Ans KOTOPbIX XapakTepHbl
KpaHmocuHocTo3bl (Anepa, KapneHtepa, Kpy3oHa, Mdalidchepa) (Kosnosa
C.N. n gp., 1987).

«TpeyronbHoe» fINLO — BCTpeyaeTcs npu cuHgpomax «Leopard», He-
COBepLUeHHOro octeoreHesa, Paccena-CunbBepa, 1-ii xabepHoit gyru,
(Mnkpocomus remmncpaLmasnibHas).

[py6ble YepTbl NIMLA XapaKTepHbl ANs MyKkonoancaxapuao3os, MaHHO-
314038, HEKOTOPbIX MyKOMIMNNA0308B, onobu-Po3eHa, cnHapomMos Koddom-
Ha-Cupuca, CoTtoca, fienpedayHnsma, naxugepmanepmoctosa, dpuHca.

«KyKonbHOEe» Lo — CUMNTOM paHHUX hOPM [/IMKOreHO30B.

«[Tnybe» NuUo BCTpeyaeTcs nNpu cuHApomax xabepHbix gyr, Mapda-
Ha, CmuTta-Nlemnu-Onntya, MNatay, ®paHueckeTTn, SaBapaca.

Kpyrnoe nuuo Habnwgaetcsa npy cuHapoMax:

Aapckora,

epmaHHa-Mannuctepa-Tngan-Onntya;

HacnepacteeHHon octeoguctpocmn Onbpaiita (ncesgorunonapaTu-
peouanam);

XpOMOCOMbI 5p' («KprKa KOLLIKN»);

Xpomocombl 10g+;

LLinToBnaHoIM xenesbl gncreHe3nn (BPOXAEHHbIA TMNoTUPeOs).

«[y10CcKoe» VLo oTMevaeTcs Npu CUHAPOMAaXx:

JayHa;

Kamnomenuyeckoin gucnnasuvm (kamnomenuyeckas KapJnmKoBOCTb;
BPOXAEHHOE UCKPUBMIEHNE KOHEYHOCTEN);

KHucTa,;

NapceHa;

BpoxaeHHoi cnoHAMn03anudm3apHon gucnnasum;

XoHapoaucnaasum TodeyHon (tTun KoHpaau-XioHepmaHa) u pusomenn-
YeCKoW;

Xpomocomsbl 10g+;

Xpomocomsbl 180’

LlenbBerepa-boyaHa (uepebpo-renato-peHansHas aucnniasns);

UsapTua-dxamnens (MMOTOHUSA XOHAPOAMCTpOmYecKas).

LLles — o6pallatoT BHUMaHUE Ha KOXHble cknaaku. OHU NaTOHOMOHUY-
Hbl ANs cuHApOMOB LllepelueBckoro-TepHepa, BCTPeYarTcs Takke npu
cuHgpome 6g+, 49, XXXXY.

KopoTkas Lwwes — BCTpeyaeTcs MNpu axoHaporeHese Tuna JlaHrepa-
CanguHo;

rnvkoreHose (6onesHb Mmpke);

MUKpoLedanum 1 HOPManbHOM MHTESIEeKTe, CoUYeTalLWMXCA C HeObbIY-
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Tabnvuya 13

CuHgpombl MBIP, npun KOTOpbIX BCTpeYaeTCcs BbICOKOe («roTmyeckoe») Heb6o

XPOMOCOMHbIe
CUHAPOMBI

1g+

2p+, 29+

39+

7p-

8 Tpucomus
9p-, 9p+, 9q+
10p+, 109+
11qg-

13qg- (Opb6enun)
149+

18 Tpucomusa
(3pBappca)
18qg-

X MoHOCOMWUU
(TepHepa)
hparunbHoi X

(MaptuHa-benna)

C ayTOCOMHO-
peLeccuBHbIM
HacnegosaHuem
nyxora,
rnasHole u
nvuesble
aHomasnmu,
npoTenHypus,
Ay6osuTtua,
KokkeliHa
JlenpeyayHusm,
MapgeHa-
Yokepa,
TpuroHoueddanus
onuTtua,
LlenbBerepa-
BoysHa
ncaxu-

Barepca

HacnencTeBeHHble CYHAPOMbI

C ayTOCOMHO- c X-cuenneHHbIM

LOMVHAHTHbBIM HacnefoBaHnem
HacrefjoBaHueM
JeceH FonbTUa,
thunbpomartos onutua-
KoypgeHa, KaBepxna,
Kpy3oHa, ®dpoHTOMETa-
MapdaHa, domsapHas
HyHaH, avcnnasms
OnuTtua-dpuraca,
Cortoca,
PpaHyeckeTTH,

dpumeHa-LlengoHa
XannepmaHa-
LWTpaiida,
yepenHo-rnaso-
3yGHO,
LLleliTxayapa-
Mapu-

CeHTOHa

C HEeYTOYHEHHbIM
TUNOM
HacnefoBaHusA
KopHenun
ae Nawre,
Py6uHwTEliHa-
Terion

HeHacnepnctseH-
Hble CUHAPOMbI

onbaeH-

xapa



Puc. 5. ®opma yepena B Buge
TPUANCTHMKA: @ — GOMbHON C
cuHgpomom Anepa, BUg COOKy;
6 — TOT XXe 60/bHO,

BUg criepegu;

B — 60/IbHOWN C CMHAPOMOM
Kpy3oHa (thoTorpadum B3 T
n3 aTnaca H.R. Wiedemann
etal., 1982)
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HbIM JIMLOM, UMMYHHbIM AeULUUTOM U PUCKOM MasiMrHusaumm nnmgope-
TUKYNSAPHOW CUCTEMBbI;

MWOTOHUM XOHApPoAMcTpodmyeckoi (cnHapom LUBapTua-Ixamnens);

COFS-cuHgpowme;

Mykonunuaose, Il Tune;

Mykonosncaxapugose (cuHgpomax ypnepa, F'yHTepa, Mopkuo-Epaii-
ncgoopaa, Leie);

cnHgpomax Hos-JlakcoBoig,

HyHaH;

On6paiita (Ncepgorunonaparnpeonnsm);

CMOHAUMOKOCTa/IbHOWN Ancnnasunuy,

2q+,

3q+;

TpuroHouedanmm OnuTua;

cuHapomax 4p+;

Sp’;

8 Tpucomuu;

9p°, 9pt,

10qg+

12p+,;

Maray; .

13q' (cungpom Opbenn);

14q+, SaBapAca;

18p‘ (cuHgpom ge IpyLun);

JayHa;

X MOHOCOMUU;

49, XXXXY.

FpyAHas KneTka MOXeT ObITb pas3/inyHoil hopMbl (BOPOHKOOGpa3Has,
nsockas, KunesugHas), MoOryT oTMedaTbCs aHOMas vy fionaTtok (rmno- unm
annasus, BPoXAeHHOe BbICOKOE CTOsIHWE fonaTkym —6one3Hb LnpeHrens;
KpblioBMAHas opmMa), KNunupl, rpyanHel (annasms).

JedekTbl pebep BCTpeyalnTca Npu Takux CUHAPOMAXx, Kak:

ApTtporpunos NepmaHHa-Onnya;

Acchmkcnyeckasi guctpodomsi rpygHON KNeTku;

AxoHgporeHes, T1n MNapeHTu-®pakkapo-/laHrepa-CananHo;

Ba3zasibHO-KNeToYHOro HeByca;

MnodpbochoTtasus;

KapnvkoBocTb TaHaTohopHas;

MeTaTponHasa gucnnasus;

Mykononucaxapugos, tvn |

Okyno-ayavkyno-septebpanbHas aucnnasus;
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MNonaHaa,;

Panyxkn konoboma n atpesus aHyca,

Py6uHwTeliHa-Teiibw;

Cekkens;

CnoHAannokocTasibHas gucnnasus,

Tpuxo-puHO-ghanaHreanbHbli cuHgpom, tun li;

XoHapoaucTpodus ¢ nonngaktTuaven, tun MaeBckoro;

XoHapoaucTtpodusa CangmHo-HyHaH;

Xpomocombl 8-0ii Tpucomuu;

— 14-0ii gucTanibHOro otAena AJ/IMHHOIO njaevya 4acTUYHOM TpMCcoMMU

CUHAPOM,;

— 14 npokcManbHOro oTAesna A/IMHHOrO naevya 4acTUYHOW TPUCOMUMK,

i(18p);

Llepebpo-KoCTHO-MaHANOY NAPHBI;

UepenHOo-KIUYNYHbIA AM30CTO3;

LnpeHrensa gedopmaums.

MO3BOHOYHUK — ero pasfinyHble UCKpuBneHus (kMdo3 — nckpusre-
H/Me MO3BOHOYHVKA BbINYK/IOCTLIO K3a4u, S1IOPA03 — BbIMYK/I0CTbIO Knepe-
On, CKO/Mo3 — OOKOBOE WCKPUB/EHWE, co4veTalolieecs C ero Topcueit)
BCTPeYaloTCs Ype3BblyainHO LUMPOKO.

MoryT 6bITb aniasns MNO3BOHOYHMKA (KacaeTCs HWXKHUX OTAEesI0B U
BCTpeYaeTcs OYeHb PefiKo), yBesIMyeHne Ymcia no3BOHKOB, UX Hepaszaerie-
HMe (CNusiIHMe, KOHKpPecLeHuus) — B LWIEeHOM oTAene HasblBaeTcs 60-
nesHbto Knunnens-®eiing; gob6asBoyHble KAVMHOBUAHbLIE NMO3BOHKW WU NO-
JSIYNO3BOHKW, MNAACTUNOHAMNNA — YNNOUEeHWe OTAENIbHbIX MO3BOHKOB,
CMOHAUMOMN3 — OTCYTCTBME KOCTHOMO CpaLleHns OyXeK C TefIOM No3BOHKa
u Ap. aHoMasInu.

XXnBOT — npu ero ocmoTpe obpallaoT BHMMaHUe Ha COCTosiHME nepe-
OHell GPIOLIHONM CTEeHKM (TpbbKY 6enoii MHUM XMBOTA, MyMOYHbIE U Naxo-
Bble FPbDKW, TPbIKM NYNOBUHbI Y HOBOPOXAEHHbIX, 3BEHTPALMA KULLEYHUKA
npu OTCYTCTBUW NepeaHeli OGPIOLLIHON CTEHKN).

Ta3z — aHoOMa/iMun ero koctein (rMno- 1 annasuun, pacxoxgeHue NOHHOro
couneHeHus, rnybokas BepT/lyXHas BnaguHa) Habni4aloTCa CpaBHUTE/Ib-
HO pefko.

BepxHue N HUXHUe KOHEYHOCTU — aHOMasIuM UX BecbMa nonumMopd-
Hbl MO0 KNWHUYECKMM NPOSIB/IEHUSAM U NO siokanusauuun. BetpevyatoTcs crie-
Aylolme nopokn KoHevHoctel (Kay H., 1975; Guzanin S., 1978, 1979):

1. PeayKunoHHble NOpoku (BPOXAEHHbIe amnyTauuu, amenuu, am3me-
nn, hoKoMenMK, rmno- 1 annasmu u T.4.).

2. MNopokun, NposABAAOWMECH HA/TMYNEM O,OMNOHUTE/bHBIX aHaToMnyec-
KUX CTPYKTYp (pas/simuHble BUAbl NOAMAAKTUAWIA, nonvdanaHrum, nonume-
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nvun, nonunxeripus — yBenuyeHne KosmyecTBa Kuctel, Noavnogus — yBe-
NnyeHne KonuyecTsa cTon u ap.).

3. MNopoku, 06ycnoB/eHHbIE HepasaesieHneM UM HEMoJsIHbIM pasgene-
HYeM aHaTOMWUYecKMx CTPYKTYp (MHOroobpasHblie BapuvaHTbl CMHOCTO30B,
CYPEHOMENNSA — C/IMSIHAE HWXHUX KOHEYHOCTEN 1 np.).

4. Tlopokn, CBSA3aHHble C HapyLleHWeMm MNpoLeccoB occudukauum Koc-
Tell.

5. Mpouve nepBuYHbIE NOPOKN KOHEUYHOCTENA.

6. PYHKLUMOHa/IbHbIE BPOXAEHHble AedhopmaLun.

7. KOMBGUHMpPOBaHHbIE NOPOKMU.

LIHC, ronoBHOM U CNMHHOW MO3r — U3y4eHune 3Tol CUCTEMbI, MOMUMO
o6LLero ocmMoTpa, OCYLLEeCTBASAETCA NyTeM AeTa/IbHOrO BbISICHEHNS HEBPO-
NIOrMYecKoro crartyca, 4YTo valle Bcero TpebyeT yyactus B o6cnefoBaHum
60/1IbHOr0 KOHCY/NbTaHTa HeBponaTosiora u NncuxoHeBsposiora.

CeppaeyHo-cycyaucTtasa, gblxaTeNnlbHas, nuweBapuTesibHasi 1 Moye-
nosioBast CUCTEMbI NPU 06BEKTUBHOM UCCe40BaHUN 6ONBHOIO N3y4aloT-
CA C MPUMEHEHMEM K/1acCUYeCcKMx MeToAoB — OCMOTPa, Nasibnauuu, nep-
Kyccun, ayckynbTauun. AHa/IvM3 K/IMHUYECKOW CUMNTOMATVKU MO3BOSISET
3anofo3puTb MOPOKM pa3BUTUSA TOM WAW MHOW CUCTEMbI OpraHoB, cCOCTa-
BWUTb NaH AONOSHUTENbHBIX UHCTPYMEHTA/IbHbLIX U BUOXMMUYECKUX UCChe-
O0BaHWii, TOYHO BEpUUNLMPYIOLLMX ANarHO3 BPOXAEHHbIX aHOMasINIA.

Xenesbl BHYTpeHHeN cekpeunmn, ceneseHka U TUMYC B 3Ha4uTe/lb-
HOVW CTeneHn TpyaHee AOCTYMHbI MeToJaM 06BbEKTMBHOro 06C/1e0BaHus.

TakuMm 06pa3om, TO/IbKO BCECTOPOHHEEe TuiaTtesibHoe 06bekTUBHOE 06-
cnefoBaHve No3BOJISET BbIABNATL WM NOA03PEBaTb Te UM MHble NOPOKN
pa3suTusa y obcriefyemoro pebeHka, KoTopble, kak npasuio, TpebyoT npu-
MEeHeHUs [,ONOHUTE bHLIX METOAOB MUCCNefoBaHns A1 TOYHOro YyCTaHOB-
NeHVss Ho30/10rMyeckon opMbl 3a601eBaHus. MOXHO MPUMBECTUM MHOrO
NpYMepoB HeO06XOAMMOCTU TLATeNbHOrO0 BCECTOPOHHEro O06beKTUBHOIO
obcnepoBaHnst 60bHOFO. Tak, y pebeHka gmarHocTupoBaH AeekT Mex-
npeAcepaHON Neperopoakn, HO He BbISBUAW WAWM He NpUAaIN 3HayYeHus
TpexdpanaHroBocTu 1 nanbua 1 kIMHoAakTunum V nasnbla, a aTo BCce BMecC-
Te [aeT OCHOBaHue NpeanoniokmMTb cuHApoMm XonT-Opama € ayTOCOMHO-
OOMUWHAHTHBLIM TUMOM HacrnefoBaHus. Wnu gpyroii cnydai. MynoBuHHas
rpbbKa Y HOBOPOXAEHHbLIX HE CTO/Ib PeaKuii U30/IMPOBaHHbI NOpok. Bmec-
Te C TeM BepTuKasibHble 60P03AKN («HACEUYKM») HA MOYKaX YLUHbIX PaKkoBUH
MOTyT yKa3blBaTb, YTO Yy 60/1bHOr0 cMHApoM BugemaHa-bBeksuta u T1.4.

M3noxeHHoe Bblille TpebyeT pacCMOTPEHWSI BONPOCOB He TOJIbKO (heHo-
TUNNYECKON ANArHOCTUKU, HO U AOMOSHUTE/bHbIX METOLO0B MUCC/ef0BaHUS.
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JEPMATOI TIN®UNKA

JepmaTtornudomka — cneunduyecknii MeTos KIMHU4Yeckoro obeneno-
BaHVs, M3y4aloLLMil OTNeYaTK! KOXHOrO PUCYHKa nafoHelt u cton (aepma-
TOrNMAoB). KoxHble y30pbl COCTaBNSATCA M3 COCOYKOBLIX SIMHUA — rpe-
6elwwkoB. UpesBblyaiHOe pa3HoObpasne ¥ HenoBTOPUMOCTb KOXHOro
pUCyHKa y WHAWBUAYYMOB 3aBUCAT OT MopdioreHesa u OyHKUUN MHOTMX
CUCTEM: KOCTHOM, MbILLEYHOM, COCYANCTON N HEPBHOM, a Takke OT COCTOs-
HUA AepMbl U anugepmunca. NHTerpasibHblili pe3ynbtaT 3TUX B3anMoLencT-
BUIA cO3aeT UHAMBUAYa/IbHbIV XapakTep AepMaTorivdoB.

3aknagka gepmatornmdoB NPoucxoauT mexay 6-ii u 19-ii Hegensamu
ambpuoreHesa n Ux hopMMpoBaHMe MOSIHOCTbIO 3akaHuMBaeTcs K 5-6-my
Mecsily BHYTPUYTPOOBHOro pas3BuUTUSA, KOTOPOE eCTb pe3y/ibTaT C/I0XHOro
B3aMMOLENCTBUSA MOSIUFEHHbIX HAc/eACTBEHHbIX (hakTOpoB W (DaKTOpPOB
BHeLLHel cpeabl.

MeToa fepmatornudprku cTa LWNMPOKO MCNOb30BaThCs B KIIMHUYECKON
npakTuke nocsne Toro, kak B 1939 r. H. Cummins onncan xapakTepHble 0CO-
OEHHOCTM KOXHOro puUCyHKa nafoHel npu cuHgpome [ayHa. B pganbHeli-
WwemM 6blM onucaHbl AOBOJ/IBHO XapakTepHble M3MEHEHWs W Npu Apyrux
XPOMOCOMHbIX cuHapomax: lMaTay, BaBapaca, Petope (YacTuyHas Tpuco-
Mus 9p), Tpunaouamn. Bmecte ¢ Tem, AepMaTorninguka MoxeT ObiTb SNLLb
BcrnomMoraTesibHbIM AVWarHOCTUYECKMM TeCTOM, T.K. GO/IbLUMHCTBO aHo-
MaslbHbIX NPU3HAKOB BCTpeyaeTcs Uy (DeHOTUMMYECKA HOPMasibHbIX Jflt0-
Jein. Kpome TOro, Ans reHeTMYeCcKoro nporHo3a Heo6xoAnmMo 3HaTb LuTore-
HeTUYeCKNA BapuaHT CUHAPOMA, @ He MPOCTO YCTAHOBUTb TOT WU WHOWA
AunarHos. MNoaTomMy B HacToslee BpeMs, Korga yHKUMOHUpPYeT 60sibLioe
UYNC/IO LMTOreHeTUYeckux naboparopuin, gepmaTornuduka mmeeT 3Hade-
HVe CKPUHMPYIOLLEro Tecta npu oT6ope 60MbHbIX 4151 UCCNef0BaHWA.

BaxkHelwwmnm ono3HaBaTelbHbIM MPU3HaKOM AepMaTtorindukm aenseTcs
TpMpaguyc — MeCTO MakCUMasIbHOrO CONMXKEHUS TpeX Moseil U30TrHYTbIX
NanuAASapHbIX IMHUIA, OT KOTOPbIX OTXOAAT B BUAE paguycoB TpU 3TW NNHUA
nog yrnom npnénunsntensHo 120° oTHocUMTENbHO Apyr Apyra (puc. 6, a).

Ha nopgyuwleykax (KOHLUEBbIX hanaHrax) nasbLeB PyK U HOI passmyaroT
TPU BUOA KOXHOTO PUCYHKA: Ayru, NeTau W 3aBuUTKW. [yra Tpupaguyca He
UMeeT, HO KaxXAas NeT/ia CONPOBOXAAETCA OAHUM, a KaxAbli 3aBUTOK —
ABymMs Tpupaguycamu (puc. 6, 6, B, 1). BaxHon xapakTepucTtunkoin aepma-
TOrnMdnKN ABNseTca obLwuin rpebHeBOl NasibLEBOIR CUYeT, KOTOpbI onpe-
Jensietca npy NoMoLLM noAcyeTa yumcna rpebHeli Mexay LeHTPpoOM neTnv
nnn 3aBUTKa 1 Tpupagmycom (puc. 6, B, ). YBenmunBaeTcs BesimumHa rpeb-
HeBOro cyeta npu cuHapome Lllepeluesckoro-TepHepa, Npy caxapHoM Au-
abeTte; yMeHbLUAETCA — Npu NOSIMCOMUU NOJSIOBbLIX XPOMOCOM, MPY CUHAPO-
Me 3aBapaca.
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Puc. 6. OCHOBHble 371eMEHTbI AepMaTOrUUKU:
a — Tpupaguyc, 6 — ayra; B — NeTns; I — 3aBUTOK
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Ha naponu nog I, Ill, IV 1 V nanbuamu pacnonararTca yeTblpe noj-
nanbLeBbIX TpUpaguyca, KOTopble 0603HAYal0TCs, COOTBETCTBEHHO, OYK-
BamMu a, B, C, d (puc. 7). OT Kaxgoro nognasbLeBoro Tpupaguyca oTxoauT
oAHoOMMEHHas rnaeBHas nuHua (A, B, C, A).

Kpome nanbLeBbIX TPUPaanycoB, Ha /1aloHN Mexay rMnoTeHapoMm u Te-
HapoM B MpoeKuun 4-ii NACTHOW KOCTU HaxoAuTCs OceBol Tpupaauyc. Y
60/bLUMHCTBA 340PO0BbLIX t0Aeli OH pacnosiokeH Yy NPOKCMMasIbHOro Kpas
NnagoHn 1 0603HavYaeTCcs NaTUHCKOM OYKBOW t.

M3 crnbaTenbHbIX CKAagok nagoHn (puc. 8) Hambonbluee 3HavyeHue
UMeIT cknaZku 60MbLIOro nanbua, TpexnanbueBas W natunanibuesas
ckiagku. YeTblpexnasbleBas (nonepeyvHas) ckiagka, kotopast He OkaH4u-
BaeTca B 0b6nactu rmnoteHapa, a TAHETCHA 4epe3 BCH /1afl0Hb, penko
BCTpeyaeTcs B 06LLei nonynsaumm, Ho npu psige XPOMOCOMHbIX CUHAPOMOB
ee yactoTa pe3ko Bo3pacTaer.

OcmOTp crnbaTenbHbIX CKIafoK NMPOBOAAT HEBOOPYXXEHHbLIM T/1a30M.
KoxHble rpebeLukn B rpyHOM W OCOGEHHO B HeoHaTaslbHOM BO3pacTte UC-
cneayloT € NOMOLLbIO 3-X UK 5- KpaTHOW Nynbl.

AHanus gepmartornudmkm, Bo-nepBbIX, BAXEH A8 KMHWYECKOW Aunar-
HOCTUKN HEKOTOpPbIX (DOPM MHOXECTBEHHbIX NOPOKOB XPOMOCOMHOWN 3TWO-
nioruu, BO-BTOPbIX, NO3BOMSET B ONPEAENeHHON CTeNeHn CyauTb O TeHeTH-
4Yeckoi KOMNOHEHTE MY/ bTU(AKTOPUA/IbHBIX MOPOKOB Pa3BUTUS.

XpomocomHas 60n1e3Hb NO3BOMSAET NPEANONOKUTL HalMyme y uccneay-
€MOro Takmx ocobeHHocTel AepMaTorangurku, Kak:

1) yeTblpexnanbLeBas nonepeyHas nafoHHas cknagka wiv gpyrme Ha-
pyLleHus crnbaTenbHbIX CKNaAoK NafoHeln 1 nasbLes;

2) pMcTanbHbIA OCEBOI TpUpaanyc;

3) annasusa nognasbUeBbIX TPUPaANYCOB;

4) okOHYaHWe AnHuM A B none 1-2 wnn 5;

5) HeckonbKO Ayr Ha nasbuax pyk;

6) HECKONbKO paguasbHbiX neTenb Ha |, IV unm V nanbuax;

7) oyrosoii y30p Ha nosne | nasbua NoAoLWBbI.

HacnenctBeHHbIi (hakTop (reHeTnyeckas KOMMNOHEHTa) B reHese psja
Taknx MynbTuddakTopmasibHbIX NOPOKOB, Kak aHauedasns, CIMHHOMO3Io-
Bble IpbDKK, paclienuHbl rybbl 1 Heba, BPOXAEHHbIE NOPOKM cepaua v T.4.
KOCBEHHO MOATBEPXAAeTCHA HuKenepeuncneHHbIMU OCOBEeHHOCTAMU Aep-
MaTornMrkn: NoBbILLIEHNE OCEBOro Tpupaguyca, HapylleHue crubartesb-
HbIX CKNaZoK U COOTHOLLEHMS TUMOB Y30poB Ha Nasbuax (Ycoes C.C.,
1972; Wapey KO.4., 1974).
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Puc.7. Cxema Tpupaguycos (A) W rnaeHbIX AVHWIA (B) nagoHw.
A: a,b,c,d — Tpupaauycsl [I—V nanbues; t,T — oceBoli Tpupaguyc
B: 1—13 — yyacTku KpaeB fafoHu; a, 6,8, — noanasbleBble TpUpaanychl;

& A,B,C,[, — rnaBHble NafOHHbIE NVHUN



Puc. 8. CrubaTenbHble CKIaaKN NafoHW:
A: 6onbworo nanbua (AB), Tpexnansuesas (EL) v naTwunanbuesas
(AC), B: uveTblpexnanbueBas (nonepeyHasi) ckiagka

MHCTPYMEHTAJIbHBIE METO/ bl

Ecnu BHelLHWe nopoku pa3sutns B 100% cnydvaes AO/MKHbI MArHOCTU-
poBaTtbCsl y)Xe Nnpy NepBMYHOM OCMOTPE HOBOPOXAEHHOIO pebGeHka B nep-
Bble YaChl XW3HW, TO NOPOKM Pa3BUTUS BHYTPEHHNX OPraHoB, NULlb YacTuu-
HO BbISIB/IEHHbIE NpPU OOBLEKTUBHOM MCCMeAOBaHUN, TpeobyloT
06513aTe/IbHOT0 MHCTPYMEHTA/IbHOrO NMOATBEPXAEHUS WM OGHAPYXEHUS.

C 37Ol Lesblo UCNONb3YHTCS CAeAyLNe UHCTPYMEHTa/TbHbIE METOAbI
uccnenoBaHus:

— anekTpodomaunonorudeckne (3K, 33l u 1.4.);

— PEeHTreHonornyeckme (No CTPorMM nokasaHusiM);

— YNbTPa3BYKOBbIE (CKPMHUPYOLLME MporpamMmbl UK LieneHanpaBieH-
Hasl AMarHoCTUKa);

— 3HAocKonunyeckre (Mo nokasaHusm);

— AAEePHO-MarHUTHbIN pe3oHaHc (AMP) v gp.

DneKTpodhm3noIorMveckme MeToabl UCCNef0BaHUS NPOAO/IKAKT Oc-
TaBaTbCs B apceHasie A0NOSIHUTEbHOro 06cnefoBaHns 60/bHbLIX C NOPO-
KaMu pasBuTUS.

dnekTpoaHuedanorpadua (pernctpauus 6MOTOKOB MO3ra) He BbisiB-
nseT cneundmyeckMx U3MEHEHU, XapaKTepHbIX TOMIbKO ANsi onpeaeseH-
HOro NaTo/I0rMYecKoro npouecca. VckiueHne cocTaBnsieT NMb 3nuen-
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cusa. OgHako 330 WMPOKO Ucnonb3yeTcsa ANnsa obbekTuBusaunm dyHKLMO-
Ha/IbHOT0 COCTOSIHUSA LEeHTP&asIbHOW HEPBHOW CUCTEMbI Kak Npy aHOMasiusxX
[OaHHOli cUCTEMbI OpPraHoB, Tak W NPY MHOXECTBEHHbIX MOpPOoKax, B TOM YucC-
Ne 6e3 mopdonornyeckoro nopaxeHus LIHC. CTpyKTypHble U NlOKaslbHble
N3MEHEHUs BbISBAAIOTCA YNbTPa3BYKOBbIM U ApYyrMMyW mMeTogamu (CMm.
HUXE).

QnekTpokapanorpadumsa 3aHMMaeT BaXHOe MeCTO cpean HenHBa3uB-
HbIX METOA0B 06C/1ei0BaHNA 60/bHbIX C BPOXAEHHbIMU NOpoKamMu cepaua
AN nx gudpdrepeHumanbHORn 1 TONMYECKON AUAarHOCTUKK, T.K. MO3BONSET:

1) XOTS1 1 KOCBEHHO, HO AOCTATOYHO HAaZEXHO OonpeaesiTb «UCTUHHOEe»
pacnonoxeHve cepaua B rpyAHON KeTKe U OT/INYUTb ero BTOPUYHbIE CMe-
LeHWsa (Hanpumep, geKcTpokapauvio anddepeHunpoBaTth OT 4EKCTPONO3u-
LMK NpY N1IErOYHbIX AMcnasusax, arenekrasax, gnadparMasibHON rpbbke u
T.A0.);

2) yCTaHOBUTb TMNEPTPOUIO TEX WU UHBLIX OTAENI0B MUOKapAa,;

3) BbISIBUTb HapyLLUEHUS CepAeYHOro putmMa 1 AMarHoctTmpoBatb UX pas-
Nn4Hble opmbl (MO NY/IbCY MOXHO TOJSIbKO KOHCTATMpPOBaTb HEpUTMUY-
HOCTb AeATe/IbHOCTU cepaua);

4) OUEHUTb COCTOSIHME PEenoNAPU3ULIMOHHBIX NPOLLECCOB.

MeToaunka, aHanu3 u ocobeHHocTn ISKI B pasnnyHble BO3pacTHble ne-
pvogbl npeactasneHbl B MOHorpadumsax b.A.Pe3nuka n coasT. (1972), H.A.
BenokoHb 1 M.B. Kybeprepa (1987), M.K. Ocnonkosoi (1988).

Ha OKI' nocnegoBatenbHO onpeaensior:

1) yacToTy cepAeyHbIX COKpaLLeHWit;

2) xapakTep puTMa (CYHYCOBbI/i HOMOTOMHbIVA WM TETEPOTOMNHbIN);

3) BOMbTAX,;

4) aneKTpUYecKyt OCb cepaua,;

5) uHTepBasibl K 3y6Ubl B cnepylowein nocnepgosarenbHocTn: P, PQ,
QRS, ST, QT, T.

OKIN MOXeT ncnonb3oBaTbCsa AN ANarHOCTUKK:

a) BINC;

6) aHOMasIMii NPOBOASLLIEN CUCTEMbI cepaua.

VHTepBan PQ coOTBETCTBYET aTPUOBEHTPUKY/IAPHON NMPOBOANMOCTU U
n3mepsieTca OT Havana 3y6ua P o Havana 3y6ua Q, a npu OTCYTCTBUU
3ybua Q — go Hayana 3ybua R. HopmanbHble konebaHusa nHTepsana PQ
coctasnsoT 0,11 — 0,18 c. 3amen/ieHne aTpnMoBEHTPUKYISIPHOM NPOBOAU-
MOCTW MOXeT 6bITb 06YC/I0BNIEHO BarOTOHWEN, YTO SIErkKo AnarHocTupyeTcs
npo6oii ¢ aTpoNMHOM (BHYTPMBEHHO WM NOAKOXHO BBOAAT 0,02 mr/kr npe-
naparta OHOKpaTHO — Mpu BaroToHUW 6n1o0kaja ncyesaet). OpraHuyeckui
reHe3 aTpUOBEHTPUKY/ISIPHON 6M0KaAbl UMEET MECTO MpU BPOXAEHHbIX
aHoMaInax nposogsulen cnctembl cepgua (benokoHb H.A., MNMoasonkos
B.M., 1991; Seletti L., Squarcia U., 1987), kaKk reHeTU4ECKN AETEPMUHNPO-
BaHHasA ocobeHHocTb K[, Npy MUokapguTax, MuokapanonaTusx.
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JekcTpokapans oTtobpaxaetcsi Ha KM npu CMHYCOBOM puTMe Mos-
OXUTEe/IbHbIM 3y6L0M P (Bcerga oTpuuartesibHbli, UCKIYas ciyyan putMa
KOpPOHApHOTro CUHyca) B OAHOMOJIIOCHOM OTBeAeHUM avR.

MnepTpodus MUOKapaa npaBoro npeAacepans UMeeT creayllime
OKI-npusHakm (puc. 9):

1) BbICOKUIN OCTpOKOHeUHbIN 3y6Gew, P 11, 1Il, aVF , vv V2

2) HopmasibHas NPoAoMKMUTEIbHOCTL 3ybua P (He 6onee 0,09 — 0,10 c).

MnepTpocdus Muokapaa /eBoro npeacepaust — ee IKIr-npusHaku
(pnc. 10):

1) gByrop6ocTb 3y6uoB P B otBegeHusx I, avl, V5, V6

2) yBenunueHne npoao/HKUTENBHOCTY 3ybua P B 3TUX Xe OTBeAeHUSsX,
cBbiwe 0,10 (P-mitrale);

3) noBblweHne (bonee 1,5) nHpgekca Makpysa (OTHOLEHWE MPOAOIKU-
TenbHOCTM 3y6La P kK npoAo/mkMTensHOCTU nHTepBana PQ).

MnepTpodmsa MMokapaa npasBoro xenygouka Ha KM oTobpaxaeT-
cs cnefylowyMy npusHakamu (puc. 11):

1) oTKNIOHEeHMe 3eKTpUYECKol ocn cepAua BnpaBo 6onee +140°;

2) amnnauTyga 3y6ua RaVR npesbiwaeT 5-6 MM (y geTeli paHHero Bospac-
Ta) 1 4 mm (y geTeii 6o5ee cTapulero Bo3pacra);

3) BbIcoKmit 3y6eL Ri I aVF;

4) rny6oknin 3y6el, S,;

5) R, + Sv5 6onee 10 mwm;

6) cooTHoweHne R/S B V,, 6onee 5-6 (y geteli paHHero Bo3pacta), 60-
nee 4 (y getei 6onee crapLiero sospacra).

MnepTpodus MMoKapaa NeBOro XesyAo4vka NposiBAsSeTcs crenyto-
wymn IKr-npmsHakamm (puc. 12):

1) oTcyTCTBME COOTBETCTBYIOLLEIO BO3PACTy OTK/IOHEHWS 3/EKTpUYec-
KOW ocu cepaua BNpaBeo;

2) BbicOKMiA 3y6eL, R B oTBegeHusx I, I, V 5 V6

3) ammyimtyga RaVl 6onbwe 7 mm (y geTeil paHHero Bo3pacTta) M
8 MM (y geTein 6osee cTapllero Bospacta);

4) rny6okuii 3ybel, S B otBegeHusax lll, V,, V 2

5) rnybuHa 3y6ua Qv5,v6 60nee 3 MM npu amnautyge 3y6uoB Rv6,
Rv6 60nee 16 mm;

6) amnantyga Rvs > Rv5, a no abconoTHOl BennunHe 6onee 20 mm (y
[OeTell paHHero Bo3pacTa) un 6onee 25 mm (y AeTeli 60nee cTaplliero Bos-
pacTta).

Y 60/1bHbIX ¢ BIMC MOXeT 6bITb MCNO/b30BaH METOA CYTOUYHOIO (XonTe-
POBCKOro) MOHUTOPUPOBaHNA — 3anucb IKIM Ha MarHWTHYH JIEHTY C Mo-
MOLLbIO MOPTATMBHOIO KapAMOMOHUTOpa C nocreaytoLlleli AelndpOBKONA.
Moka3zaHUsIMN K NPOBEAEHMIO XONITEPOBCKOTO MOHWTOPMPOBaHMUS Y 60/1b-
HbIX ¢ BINC ssnawTCA:
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Puc. 9. OKI pebeHka c BpOXAEHHbIM nopokom cepgua (P-pulmonale)

u, in, aVF , vr v2 1) Hannume napoKCM3MasibHbIX U HenapOKCU3-

MasibHbIX TaxuKapAuii, SKCTPacuUCTOMWIA, yasiMHeHne uHTepBasia QT Ha
06bl4HOM IKIT, covyeHue ¢ NpPoaancomMm MUTPasibHOrO KnanaHa, CUHAPOM
WPW, cnHapom cniaboct CUMHYCOBOrO y3na;

2) Hannuve aTpUOBEHTPUKYNSAPHOW 6/10Kafbl BbICOKOW CTEMNEHY;

3) Heo6XoAMMOCTb OLEHKM 3(PPEKTUBHOCTM MEANKAMEHTO3HOro Wan
XNUPYPruyeckoro fieYeHns HapyLweHuii putma;

4) apuTMOreHHoOW npupoabl Xannobbl Ha cepauebreHne, rosIoBOKpYXe-
Hue, 601 B cepALe,CUHKone;
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Puc. 10. OKI pebeHka ¢ MUTpa/ibHbiIM MOPOKOM cepAua nocrne nepe-
HeceHHOro pesmMmokapanTa (P-mitrale)

5) oueHka paboTbl MCKYCCTBEHHOrO BOAUTENS pUTMA.

Pernctpaymna 3KI cnHxpoHHO ¢ Kl n KapoTuaHoi cdhurmorpaMmmoin
cocTaB/seT MeToA noavkapanorpagun.

Jpyrvne anekTpodusnonornyeckme mnccnefoBaHns (peoaHuedanorpa-
donsl, BekTopkapamorpadus, anekTpomuorpagpus v T.4.) B AMArHOCTMKE
BPOXJEHHbIX aHOMa/IMil pa3BUTUS Yy AEeTeill MPUMEHSIITCA 3HAYUTENIbHO
pexe.

PeHTreHonornyeckme nccnefoBaHns MeToAnYeckn nogpasfensorcs
Ha uccnegoBaHus:

1) o630pHOro xapaktepa (opraHoB rpyAHoOi nosocTtv, 6prowHoi nonoc-
!, yepena u T.4.);

2) mpuuenbHOro xapakTepa (Typeukoe cefJsio, Kakoin-nmbo cycras, 3a-
nAacTbe u 4p.);

3) ¢ KOHTpacTHbIM BelwecTBoM — BpoHxorpadmsi, aHrnorpacdms, ypor-
pacuvs u 1.4.;
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Puc. 11. 3KI pebeHka C M30/IMPOBaHHbIM CTEHO30M
NIeroyHon apTepun
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Puc. 12. 3KI pebeHka npu runepTpodun NeBoro Xxenygouka

4) cneuvanbHOro xapakrepa (peHTreHokMMorpadgusi, KOMMNblTepHas
Tumorpacdmsa v gp.).

PeHTreHorpachma opraHoB rpyaHoli KeTku octaeTcsi OgHUM 13 OCHOB-
HbIX PEHTTeHONOMMYeCcKUX UccnefoBaHuii, HeCyLLMX BaXHY MHGopmaumio
0 Takux opraHax, Kak:

a) nerkve; 6) cepaue U MarucTpasibHble COCyApbl; B) BUIOYKOBAs Xene-
3a; ) NeYeHb W Xenyaok (Mx pacnosioxeHue); 4) ckeneTt — LeliHbli 1 rpya-
HOI OTAeNn NO3BOHOYHMKA, KOCTU TPYAHOM KneTku (puc. 13).

PeHTreHorpacusi nerknx. 3aTeMHEHME CO CMELLEHVWEM CPeAVHHOM
TEHU yKa3blBaeT Ha areHesuio, anaasuvio, rmnonaasvio Nerkoro unuM ero
ponn (puc. 14). 3ateMHeHue 6asasibHbIX CETMEHTOB CBUAETENbCTBYET O
cekBecTpauun. MpocBeTNIeHNst XxapaKTepHbl 4715 KUCT Uu amdpm3emsl fer-
KuX, OQHOCTOPOHHEe NPOCBeT/IeHne — AN cuHgpomMa Mak-/fleoga.

Mpy OCMOTpe NEro4YHOro pPUCYHKa HEOBXOAMMO PeLinTb HOpPMasbHbIi
OH WM aHOMaUIbHbIA: €CNM aHOMaslbHbIA, TO yCWUAeH unu obegHeH (npu
N30/IMPOBaHHOM CTEHO3€e JIeroYHOl apTepun, y 60/bLUMHCTBA GOMbHbIX C
TeTpanoin dansno); ecnm ycuneH, To 3a cHeT apTeprasibHOro Win BEHO3HOro
pycna (nepBsblii BapuaHT oTmevaeTcst npu BMC c neBo-npaBbiM c6pocomM
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Puc. 13. PeHTreHorpamma rpyaHoW kneTku pebeHka Bo3pacTa 3 Mec.
C BpOXAeHHbIM gedekToM |l pebpa cnpasa

Puc. 14. PeHTreHorpamma HOBOPOXAEHHOro pebeHka
C ruvnorsasuen 1eBoro nerkoro
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Puc. 15. Cxema KOHTYpPOB OT/e/bHbIX Kamep cepgua
B npsAMoin (6) 1 B KOCbIX (@, B) NPOEKLMAX

— AMMKI, AMMM, OAI; BTOpoi BapnaHT — Npy MuUokapguTax, Kapamomu-
onaTtusix, MUTPaslbHOM CTEHO3€, Y YacTu 60/bHbIX ¢ TeTpagoi ®anno — 3a
cyYeT KOMMEeHCaATOPHOro yBeNYeHUs1 BPOHXNAIbHOTO KPOBOTOKA).

PeHTreHokapauorpadus. lNpexae BCEro oueHWBalT COCTOSHUE BU-
JIOYKOBOW Xenesbl, KoTopas y AeTeil paHHero Bo3pacta «Hac/iamBaeTcs»
Ha TeHb OCHOBaHuA cepgua. O TUMoMeranun (yBesimdeHun pasmepoB BU-
JIOYKOBOW Xesie3bl) roBopsT, €C/M B MPSMON NPOEKLUN TUMUKO-TOpaKasib-
HbI (KapANO-TUMMKO-TOPaKasibHbIN) MHAEKC (OTHOLUEHWE WWNPUHBLI TEHWN CO-
CY[MCTOro ny4yka Ha ypoBHe Gudpypkaumm Tpaxeun K nonepevyHomy pasmepy
rpygHol KNeTku Ha YpoBHe KynosoB Anadpparmel) npesbiwaeT 0,35 — 0,38
(KysbmeHko J1.I'. u gp., 1984; Gewolb L. et al., 1979).

Janee obpallaloT BHMMaHMWE Ha pacnosioxeHne cepaua — HOopMaslb-
Hoe (MpaBochopMMPOBaHHOE N1EBOPACNOIOKEHHOE: BepXyllka ero Haj
Ouadparmoii cnesa, rasoBblii Ny3blpb Xenyaka crieBa 0T MO3BOHOYHMKA,
TeHb Lle4YeHn — cnpasa) UM aHoMasibHoe.

Ha puc. 15 npepctaBfieHbl KOHTYpPbl OTAEMbHbIX Kamep cepAua B nps-
MOW W KOCbIX NPOEKuusX, 4To Heobxoanumo ans anddepeHunansHom u To-
NMYeCcKon ANarHOCTUKM pasfimyHbiX BapuaHTos BIIC.

AHOMaNMn BHYTPUrpyAHOro pacrosioxXeHns cepaua AensdTca Ha cnemy-
towme (br tokoHb H.A., Mogzonkos B.M., 1991):

1. MpaBocopmmnpoBaHHOE NpaBopacnosioxXeHHoe cepale (C HopMaslb-
HbIM PacrnosIoKeHNEM OpraHoB GPIOLLIHOM MO0CTH).

2. lMpaBocopmmnpoBaHHOe cpeauHHOPAacnonoXeHHoe ceppaue (C Hop-
MaJibHbIM Pacno/IOKEHNEM OpPraHoB OPHOLLHONM NO0CTH).
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3. MNpaBocthopMmpoBaHHOE NeBOPAaCNOIOKEHHOE cepLe (C 0b6paTHbIM
pacnosioeHvemM opraHoB GPIOLLIHON NOMOCTH).

4. JleBoChOpMUPOBaAHHOE MpaBopacnonoxeHHoe cepaue (¢c obpaTHbIM
pacnosioKeHnemM OpraHoB GPIOLLHON MOA0CTH).

5. JleBochopMumpoBaHHOE /1EBOPACMO/IOKEHHOE cepfLe (C obpaTHbIM
pacnosioXeHnemM opraHoB GPIOLLHON NO0CTN).

6. HeonpegneneHHocopMmnpoBaHHOe f1eBo-, NpaBo- Win cpeamnHHopac-
NosIOXEHHOe cepLe (C abAoMUHaIbHOW reTepoTakcuen).

Mpn aHanuse peHTreHokapAMorpaMmmbl MOXHO WUCMNOJb30BaTb pPeHTre-
HOKapamoMeTputo. PacyeT KapanomMeTpuyecknx nokasateneli npueBeieH B
MoHorpadgum H.A. BenokoHb, M.B. Kybeprepa (1987).

O630pHbIE peHTreHorpaMmbl Yepena, opraHoB OpPIOLLHON MO0CTU
MOYEBOWN CUCTEMbI ANA ANArHOCTUKN BPOXAEHHLIX aHOMasvii pa3BuUTUSA
NPUMEHSIOTCA 3HAUUTENBHO pexe.

MpuuensHble peHTreHosI0rMyeckne nccnefoBaHus LUMPOKO MCNOJb3y-
I0TCA 419 ANArHOCTUKM MOPOKOB pasBUTUSA OMOPHO-ABUraTenlbHoro anna-
pata (puc. 16, 17).

PeHTreHonornyeckne uccnefoBaHUs ¢ KOHTPAcTHbIM BeLecTBOM —
aHrmorpadwms, 6poHxorpadms, yporpadus v 1.4. — nogpobHO paccmoTpe-
Hbl B COOTBETCTBYHOLMX pykoBoacTBax (MaHoB H.A. n ap., 1972; MasypuH
A.B. v gp., 1984; PaumHckuin C.B. u gap., 1987; UrHatoBa M.C., BenbTuLleB
lO.E., 1989).

YnbTpa3ByKOBble UCCNefoBaHNs — BbICOKOUH(pOPMATVBHbIE HEUHBA-
3MBHbIE W MpakTuyeckn Ge3BpefHble MeToAbl 06crefoBaHUs BOSbHbIX C
MOMOLLIbI0 OTPaXKEHHbIX Y/1bTPa3BYKOBbIX BOJIH.

Yaule Bcero Y3-uccnenoBaHus MCMNOMb3YKOTCA B PEXMME peasibHoro
BPeMeHW, 04HAKO MOryT MPUMEHATbCA METOAMUKWN C SINHEHbIM n306paxke-
Hnem (axoaHuedanorpadus, axokapauorpadus B M-pexume). Paccmot-
pvM Havmbonee 4YacTo MpPUMEHSIEeMble BapuaHTbl Y3-uccnenoBaHWin B WH-
CTPYMEHTA/IbHON AUarHoCT/Ke BPOXAEHHbIX aHOManii pa3BuTns y getei.

HelpocoHorpadusa (ynbTpasBykOBOE CKaHWpOBaHWE FOfIOBHOrO MO3-
ra, ypespogHunykoBas axoaHuedhasorpadus) — BrnepBble Y HOBOPOXAEH-
HbIX geTel npumeHeHa B 1978 r. (Pape K. et al., 1979). CywecTBeHHbIMA
npemmMyLLecTBamMmn 3Toro MeToAa (N0 CPaBHEHUIO C TakMMU COBPEMEHHbI-
MW, Kak KoMnbloTepHas n AMP-Tomorpadumsa nnn pyTuHHbIMKU, Kak D3I sB-
NAKTCA ero BbiCOKasi MHPOPMATUBHOCTb, MPOCTOTa WUCMOJIHEHUS, NpakTu-
yeckasi 6e3BpefHOCTb U 6e3onacHoCTb. osTomMy HeMpocoHorpadms
LUMPOKO MPUMEHSETCH Kak npu MNjaHOBOM WM ypreHTHoMm (BHesanHoe
yXyZLleHne coCcToAHNS) obcnefoBaHumn, Tak U AN CKPUHUPYHOLLMX Macco-
BbIX MporpaMMm AvarHOCTUKMN.

MHorve BpOXAeHHble nopoku pa3sutua LIHC conpoBoxalTcsa aHaTto-
MWUYECKUMN U3MEHEHMSIMU FOSIOBHOIO MO3ra, 4YTO AenaeT Ype3pofHUYKO-
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Puc. 16. PeHTreHorpamma OJ/IMHHbIX Tpy6uaTbix KOcTel pebeHka
2,5 neT ¢ cuHgpoMmom Mak-Kbtocuka (O-o6pa3Hoe MCKprBeHUE
6efep, OCTEONopo3, pacluMpeHne n «baxpomyaTocTb» MeTadu3oB)

BYIO CEKTOpPasIbHY0 3aXx03HLUedanorpaduio HesameHUMbIM MeTOA0M B An-
arHocTuke 3aTux aHomanuii (Baaptc B., 1990; BoeBogmH C.M., 1990).
ViIMeHHO 6narogaps HelipocoHorpadmy MOXHO AuarHoCTUpoBaThb Takue
NOpPoKK, Kak CUHAPOMbI ApHonbaa-Knapu, OeHau-Yonkepa, nuccaHuyeda-
nng, rononposaHuedanus, areHesns Mo3onucToro Tena (puc. 18) u ap.
OxokKapauorpaguyeckoe ucciefoBaHne NPOYHO BOLLIO B Kapamoso-
rMYeCcKyto NPakTUKy 418 AMarHOCTUKM pas3IMYHbIX NopakeHuin cepaua (kap-
OuUTbl, KapguomuonaTun, iponanc MUTPasIbHOrO KianaHa), HO B MepByio
oyepeb, KOHEYHO Xe, AN TOMUYECKON AMarHOCTUKMA BPOXAEHHbLIX MOpo-
KOB cepgua. MeToguka 3Toro uccnefoBaHus nssectHa gaBHo (Tajik A. et
al., 1973, 1978), n3gaHo Hemasi0 MHPOPMATUBHbBIX aTNacoB 3XOKapAMor-
pamm (Allen H. et al., 1978; Nanda N., Gramiak R., 1978). Vicnonb3ytoTca
JNIMHENHblE n306paxennsa (M-pexuMm), pexum peasibHOro BpeMeHu (4By-
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Puc. 17. PeHTreHorpaMMa Ta3006e4peHHbIX CyCTaBOB y pebeHka
C BPOX[JEHHOM aucnnasver npaBoro  Ta3obeipeHHOro cycTasa

MepHas B-axokapguorpadusi), B nocsefHee BpeMs nojiyyaeT pacrnpoc-
TpaHeHve gonnaepkapaunorpadus.

Mpy oueHke pe3ynbtaToB 3IXOKI MccnegoBaHMs HEOO6XOAMMO YUUTbI-
BaTb BO3pacTHble 0COOEHHOCTU 06BEMHbIX MokaslaTesneli da3oBON CTPYK-
Typbl CEpAEYHOro uukia y 3aopoBbix getein (M-pexum) (FanctaH AA.,
Tep-BockaHsH K.A., 1984; MeaHoB A.l., Vicaes V.., 1987).

Paznunumna gaHHbiX 90Kl y MasibuyMKOB M AeBOYEK He3HauUTeslbHbl W
HecyLecTBeHHbl. OnpeaensloTca cnegyowme napametpbl IxoKr: auac-
TO/IMYECKUA N CUCTOSIMYECKWI AMaMeTpbl N1EBOrO Xesyaouka, ANacTosuv-
YECKUIA N CUCTOMUYECKUA 06bEMBI JIEBOTO Xenyaodka, AvameTp JIeBOro
npeacepavs, AvameTp NpaBoro Xenyaouka, TOMNWMHA MeXoKenyA04KOBOi
neperopoaku, TOMLWMHA MUOKapAda 3afHeli CTEeHKM NeBOro Xesnyaoyka u
CBOGOOHOW CTEHKM MPaBOro XeslyAouka, yAapHbli 06beM U MUHYTHbINA
06beM cepgua.

YNbTpasByKOBOE CKaHMpOBaHWE MNeYeHU, XXesyHOro nys3bips,
NOKeTyAOYKOBOW Xefesbl U cene3eHKU TOXe MOXeT ObiTb Becbma
NMHpopMaTUBHBIM /191 ANArHOCTUKMA MOPOKOB pa3BuUTUSA 3TuX opraHos (Mu-
capes A.l., 1982; iBopsikosckuii L.B. n gp., 1984).
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Puc. 18. HelpocoHo-
rpaMMa HOBOPOXAEHHOIo
pebeHka ¢ gedekTom
MO30/IMCTOro Tefa

OueHKyY yNbTPa3BYKOBOW KapTWHbI MOYEK MPOBOAAT UCXOAS U3 axorpa-
dhnuecknx nokasaTenei HOpMasibHbIX Pa3MepPOB MOYEK 3[0POBbIX AeTell
pasnmyHoro Bo3pacta (MasypuH A.B. n gp., 1989; Christophe C. et al,,
1986). OnpenensanTcs PEHO-KOPTUKa/IbHbI UHAEKC, andddiepeHunpoBaH-
HOCTb KOPKOBOrO M MO3rOBOM0 C/I0€B, HEOAHOPOAHOCTbL MO3rOBOIO C/10f
noyek, Ha/imume KpUCTasI/IoB COSeld, KaMHel, CTPYKTypa noyek, aHomanmm
CTPYKTYpbI 1 T.4.

Hamun 6b11 npoaHanm3vpoBaH Matepvian ¥Y3-uccnegoBaHUs MOYeEK Yy
10396 peteli B Bo3pacTe OT HECKO/IbKuX gHen go 15 net (1abn. 14) (Mun-
koB W.M. n gp., 1991). ViccnepoBaHns npoBefeHbl Ha annapate «Medata
AB>» (LLIBeuus) B geTckoil 061acTHOW NOAVKAMHKKE 3a nepuog 1986-89 rr.
Cpeaun o6cnefoBaHHbIX ObIIM Kak 340pOBble AeTW, Tak U 60/bHbIe € pas-
JINYHLIMU NATOMIOTMYECKMMWN MNpoLeccamu, B TOM uyucrie ypoHedposiorun-
yeckoro npocpuna. CneunanbHbli OTO0OP AeTeil He NPOBOAUICS, NO3TOMY
MOXHO CUYMTaTb, YTO OH Obls1 C/IyYaNHbIM.

Ha BTOpOM aTane guarHOCTUKW BbISIBNIEHHbIE NPU Y3-CKPUHUHIE OEeTU C
ypoHedponaTtnamMmn Hanpasns/nucek B cneunanusnpoBaHHoe Hedponoru-
yeckoe OoTAenieHne, rae UM, Kpome O6LLEKIMHUYECKOro, bakTepuonornyec-

78



KOro 1 6MoXMMmMyeckoro obcnefoBaHus, NPOBOAUINCH SKCKPETOPHAs ypor-
padus, MUKLUMOHHAA LmcTorpadums n no nokasaHusM pagmon3oTopHas pe-
Horpadoms, a B psife c/ydyaeB — LIMCTOCKONUS.

Y3-CKpUHUHT geTeli pas3fiMyHOro Bo3pacTa BbissBUA Yy 197 aHoManuu
MO4YEBOI CUCTEMbI, 4YTO cocTaBnseT 1,89% ob6cnenoBaHHbIX. Ha KIMHUKO-
peHTreHos10rMyeckom atane gmarHos BMNP noaresepanscsa B nogasnsowem
6onblmMHCTBE cnydyaeB — Yy 190 peteli (96,4%). MNpu 3TOM BbISIBNEHHbIN
Y3-CKPpUHUHTOM T1ApPOHEedIPO3 NOATBEPXKAEH PEHTreHyposornyeckn B 75
n3 77 cny4vaeB (98,7%), yABOEHNS MOYEBOI cuctemMbl — B 51 13 53 cnyua-
eB (96,2%), nonmkncTo3 novek — B 9 n3 10 (90%), guctonmsa noyek — B 10
n3 12 (83,3%), annasnsg — B 2-x u3 3-x cny4vaes (66,6%).

TakMm 06pa3oM, Kak nokasasiv Halm uccnefoBaHus, Bkvawowme Y3-
CKPUHUHT MOYEBOW CUCTEMbI, pacnpocTpaHeHHOCTb AMC y aeTeid B Lesiom
COCTaB/seT 3HauuTeNnbHO 60siee BbICOKMIA nokasaTesb (1,83%0,196%),
4yeM Mo KNVHMKO-3NUAEMUOSIOMMYECKUM [aHHbIM, OCHOBbIBAIOLLMMCA Ha
BHELLHEM OCMOTpe aeteli npu poxaerHun (0,06 — 0,8%). Mpuuem BO3pacT-
Has CTpyKTypa uX BbIriAguT Tak: Hanbosnee Bbicokas yactota AMC oTme-
yaeTcsa Y HOBOPOXAEHHbIX AeTel, CHKaACh B nocneaytolme Bo3pacTHble
nepuogbl (tabn. 14).

AHanusupys cnydam guarHoctvku AMC npu 3XOCKaHMPOBaHUU MOYek,
Mbl OTMETWAN, YTO MOYTM Y MOSIOBUHBLI AeTell CyObekTUBHbIE U KITMHUYecC-
Kne cCMMNTOMbI 3a60/1eBaHNA OTCYTCTBOBa/N, Y 1/3 06CefoBaHHbIX BbISiB-
NANNCb YMEpeHHble N3MEHEHNS B aHa/In3ax Moun (IenkoumTypus, pexe —
NPOTENHYPUS, TPaH3UTOPHAA MWUKPOIPUTPOLUUTYPUS) Ha (PoHEe HespKmMxX
ON3ypuU4eckMx CMMNTOMOB. HapylleHns caMo4yBCTBUS Y [eTell He oTMme-
Yasmcb. JlMwb y okono 10% ob6cnefoBaHHbIX OTMEYEHO HapylueHne obLLe-
r0 COCTOSIHUS.

Mpun axockaHMpoBaHUK no4vek Hanbonee yacto 3 AMC, kak aTo nokasa-
HO B Tabnuue, BbISBUIUCH rnapoHedpos (puc. 19), yaBOEHUS B MOYEBOW
cucTteme, npuvyem nocnegHve BCTpevyancb NPUMEPHO OAMHAKOBO BO BCe
BO3pacCTHble Nepuoabl, ykasblBas Ha WX HU3KYH TaHATOreHHOCTb. B npoTu-
BOMOJIOXHOCTb 3TOMY, MOSIMKMUCTO3 noyek (puc. 20) — oauH 13 Hambonee
TaHaTOreHHbIX NMOPOKOB Pa3BUTUS — BCTPeYaeTCs, rnaBHbIM 0bpasom, y
JeTeil paHHero Bo3pacTa.

MpuBeneHHble MaTepuanbl CBUAETE/IbCTBYIOT O TOM, YTO MeTof ¥Y3-uc-
cnefoBaHnA NO3BONSAET Ha AOKIMHUYECKOM 3Tane BPOXAEHHbIX aHOMasNiA
yXe B NepBble MecCsLbl XU3HN pebeHka, BKIovas nepnos HoBOPOXAeHHOC-
TW, BbISIBNATbL NOPOKW Pa3BUTUSA, YTO JaeT BO3MOXHOCTb UX CBOEBPEMEHHO,
TO eCTb A0 (hopMMpPOBaHUS OCNOXHEHUA (MHbekuusa v T.4.) AnarHoCTUPO-
BaTb U NPOBOAWTbL COOTBETCTBYIOLLME SleyebHO-0300POBUTE/IbHbBIE MEepOon-
puaTUA. STOT MeTond MOXET OblTb MCMNOMb30BaH KakK CKPUHUPYIOLNMIA npu
MaccOoBOli AncnaHcepm3aummn AeTCKOro HacesieHnss Bcex BO3pacToB, BK/IO-
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Ta6bnuua 14
Bo3pacTHas CTpyKTypa OTAefibHbIX BapmaHToB AMC y ageTemn
Mo AaHHbIM Y/bTPa3BYKOBbIX WCC/ie40BaHUM
B Tom uuncne
Konu- BbisiBneHo
Bo3pacTHble 4ecTBO Bcero AMC yABoeHue NO/IMKNCTO3 rMAPOHEdPO3 apyrve Bufbl
rpynnbl o6cneno- noyek noyek AMC
BaHHLIX 56, % a6e. % a6e. % a6e. % a6e. %
Ao 1 wmec. 308 7 2,27 1 0,32 2 0,65 2 0,65 2 0,65
1-12 wmec. 814 16 1,97 4 0,49 2 0,25 7 0,86 3 0,37
1-6 net 3718 68 1,80 18 0,48 3 0,08 27 0,73 20 0,54
7-15 net 5556 99 1,78 28 0,50 2 0,04 40 0,72 29 0,52

Bcero: 10396 190 1,83 51 0,49 9 0,09 76 0,73 54 0,52



Puc. 19. Oxorpamma neBoi No4vkn y pebeHka Bo3pacTa 10 mec.
C BPOXAEHHbIM MeraypeTepoM, OC/IOKHMBLUMMCSA FMAPOHE(PO30M

Yyas caMmblil paHHU. MNepcnekTMBHOE MJ1aHMpOoBaHWe pas3BUTUS COBPEMEH-
HOW fle4ebHO-NPOOUIAaKTMYECKON NOMOLMN AETAM [AO/HKHO 06s3aTesibHO
YyUnTbIBATb HEOOXOAMMOCTb LUMPOKOrO BHeApPeHUs metoga Y3-uccnenosa-
HUS B NeAnaTpu4eckyro NpakTuky.

MoOMMMO MepeyYncNeHHbIX OpraHoB U cuctem, Y3-uccregoBaHue Uc-
nosb3yeTcsa AN OUArHOCTUKX MOPOKOB OPIOLLIHOM NOMOCTU, NIETKMX, ONop-
HO-ABUraTesibHOro annapara u 1.4. ([BopsikoBckuii U.B. n gp., 1986; Muca-
peB A.l., 1986; Thai W., 1986; Bocouet A. et al., 1988).

OHAO0CKOMMYecKne 1UccnefoBaHns BKIKOYAKT Takme MeToAbl, Kak:
OpOHXOCKoNUS;
ombporacTpockonusi;
PEKTOPOMAHO- U KOJIOHOCKOMUS;
LucTocKonus.
MpoBOAATCA 3TV MHCTPYMEHTaU/IbHbIE MCC/el0BaHNsI NPOheCcCUoHasb-
HO MOArOTOB/IEHHbLIMY CNeUMaMcTamMmn no onpefesieHHbIM NoKa3aHusM B
YC/OBUSIX, KaK NpaBu/io, CNeLnaiM3npoBaHHbIX OTAE/EHWUA MHOronpo-
OUABHBIX KAVHUK UM AMAarHOCTUYECKUX LIeHTPOB. [pu 3TOM Heobxoanmo
OTMETUTb, YTO AMArHoCTVMKa aHomanuii Tpaxeu u GPOHXOB, MuLEeBOAA W
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Puc. 20. YnbTpa3BykoBOe uccriefoBaHue rnoyvek y pebeHka
C MNOJIMKNCT O30M

Xenyaka, npsiMoi, CUrMOBUAHOM M TONICTOW KMLIOK, YPETPbl U MOYEBOro
ny3bIps HEe MbIC/IMMaA 6€3 NCMNONb30BaHNA 3TUX NHCTPYMEHTASIbHbIX METO-
[0B nccnefoBaHus.

AnepHO-MarHUTHbINM pe3oHaHc (AMP-Tomorpadms) — ognH K3 Ha-
nbosiee COBpPEMEHHbIX METOAO0B, MO3BOMAIOWNX UCCNeaoBaTb pas/iMyHble
opraHbl 4YesioBeka, KOTOpPbI/i OCHOBbLIBAETCSA Ha (PU3MYECKOM SBIEHUU
A0EepHO-MarHNTHOro pe3oHaHca. B nocrnegHve rofbl 3TOT METOZ akTMBHO
BHEApSeTCA B KIMHMYECKYHO MpakTuKy, T.K. ABASETCA BecbMma WHopma-
TMBHbIM, OJHaKO €ero LUMPOKOe BHeApeHWe orpaHvyMBaeTcs Hebnaronpu-
SATHbIM BO3[ENCTBMEM BbICOKOYACTOTHbIX 3/IEKTPUYECKNX MO U Be-
LecTsB, obnaparoLinx napamarHUTHbIMU cBolicTBamu, Ha
cepAeyHOo-CocyANCTYI0 CUCTEMY B TeX criyyasix, Korga obcnegyemble nuiua
cTpajarT apuTMUAMU, UMEIOT KapAMOCTUMYIATOPbI NMMG0 TpaHcnaHTaTbl
C MeTa/I/INYECKMMU NpoTe3amu, CKpenkamu, caenaHHbIMU U3 MarHuToak-
TUBHbIX MaTepuanos (Jacobson H., 1988).

Cytb meToga AMP-Tomorpadmy 3akiodaeTcs B BO3AEWCTBUM Ha 06-
cnegyemoro 60/1bHOro Tpex nonei: 04HOPOAHOI0 CTAaTUYECKOro MarHUTHO-
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ro nons, HeobxoouMMoro Ansa opueHtaumm sgep (Havbonee WMPOKO UC-
No/Ib3yHTCA NPOTOHbI BOAOPOAA), BbICOKO-YACTOTHOrO MarHUTHOrO MNons,
HeobxoaUMOro Ans BO36YXAeHUS (U3MEHEHWUS SHepreTuyeckoro cocTos-
HWS) 4ep, U rpagueHTa MarHUTHOTO Mo/, KOTOpbI NO3BONSET BblAEUTb
B 00BbEKTE Uccneayemblii Croii.

Becbma ycnewHo AMP-Tomorpadumsa Mcnosnb3yeTcs B Kapauoaornm
(Underwood S. et al., 1989), B AgnarHoCTMKe KapAnasibHbIX U SKCTpakapau-
anbHbIX NopokoB CCC yxe B camoM paHHem Bo3pacTe (Chung K. et al.,
1988; Livolsi A. et al., 1989).

Brnoxnmunyeckne mnccnefoBaHUsi B ANArHOCTUKE BPOXOEHHbLIX MOPOo-
KOB HE06XoAMMbl NOTOMY, YTO MPW LLeIoM psge HacnencTBEHHbIX SH3UMO-
natuin (Mykononmcaxapugosbl, 60ne3Hb MapdhaHa, cmHapombl Tes-Cakca,
NoypeHca-MyHa-bapae-bugna, HumaHa-Tuka 1 gp.) B KAMHUYECKON Kap-
TUHe 3a60/1eEBaHUIA MMEIOT MECTO pa3/inyHble Aed)eKTbl OPraHoOB U TKaHel
(oechopmaunn ckeneta, oTcTaBaHWe B pocTe, NaTtosiorus rnas, cepaevHo-
COCyaMCTOW W Ap. cucTem), YTo TpebyeT NpoBeAeHUs] COOTBETCTBYHOLLEN
AnddhepeHymaymm.

Matepvan ansa Takmx 6GUOXMMUYECKUX UccnefoBaHnii — Mouya, KpOoBb,
NNKBOP.

CambIM AOCTOBEPHbIM METOAOM AUNArHOCTUKM ABNSETCH onpefesieHne
aKTMBHOCTU creundunyeckoro epmeHTa, OAHaKo valle B KIVMHUYECKOM
NpakTMKe BbISBASKT NaTo/I0MMI0 NOBOYHBLIX NyTeil MeTabonnsma, n3bbITok
cybcTpara, HeJOCTaTOYHOCTb KOHEYHbIX MPOAYKTOB peakumu n T1.4. Bmecte
C Tem onpegeneHve 6GMOXMMMUYECKOro aedekTa 1 JOCTOBEPHOCTb AMarHoc-
TUKA — 3TO OCHOBa MeAVKO-TEHETUYECKOro KOHCY/NbTMPOBaHUA U Npod-
NNAKTUKM NOBTOPHOIO POXAEHUSA GONbHbIX AETei.

C uenb ANarHOCTUKM HacnefCTBEHHbIX 60sie3Hell obMeHa BeLLecTB
NPUMEHSIOT ABYX3TanHyo cucteMy GMOXMMUYECKOrO UCCNeaoBaHNs.

Ha | atane ¢ NOMOLBIO Ka4eCTBEHHbIX peakuuin (CKpUHUPYHOLUX Tec-
TOB) BbISIB/ISIOT KOHTUHIEHT AeTeil ¢ OTK/IOHEHUSIMW B TOM WU MHOM Buae
obmeHa. CKpuHUpYOLWMe TeCTbl MOXHO Takxe UCNosib3oBaTb A1 Macco-
BOro o6criejoBaHna 60NbLINX TPYNN HAaceneHus, HanpumMmep, HOBOPOXAEH-
HbIX B POAU/IbHBIX AOMaXx.

Hapsagy ¢ GOXMMUYECKUM CKPUHUHIOM LUMPOKO UCMOMb3YHTCA MUKPO-
6buonornyeckre Tectbl FaTpu, B OCHOBE KOTOPbIX NeXUT heHOMeH n3bupa-
TeNbHOro pocta GakTepuit B NPUCYTCTBMM TOMN WAW WHOW OnpeaeneHHon
aMUHOKMNC/OTbI.

BTOpbIM 3Tanom AuarHOCTUMKU Hac/eACTBEHHbIX HapyllueHuli obmMmeHa
ABNAIOTCA KONIMYECTBEHHbIE (MW NOJTYKOSINYECTBEHHbIE) METO/bl OLLEHKM
cofepxaHnss MeTabosIMCTOB U aKTUBHOCTU (DEPMEHTOB B BMOMOrMYECcKuX
XNOKOCTAX U TKAHSAX opraHvama.

Mogpo6HO KIMHUKO-BMOXMMUYECKaAss AMarHOCTUKa HacneACTBeHHbIX
6one3Hell 06MeHa BeLLecTB y AeTei ocBeleHa B MoHorpadgumsx H0.U. ba-
pawHeBa, HO.E. BenbTuwena (1978) n HO.E. Benbtuwesa n coasT. (1983).
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FTEHETUYECKME METO/bI

FeHeTMYeckme MeToAbl 06CnefoBaHNSA GOJbHbIX UIPalT BeayLlyo
po/ib B MOCTAHOBKE HO30/10MMYECKOro AnarHo3a BpOXAeHHbIX NMOPOKOB pas-
BUTUSI U B BOMpOCax MeAuKo-TeHETUUYECKOrO KOHCY/IbTUPOBaHKS.

[eHeTnYeckme MeToAbl MCCNeaoBaHusl, TPAAULMOHHO MPUMEHSIEMbIE B
KNIMHNYECKOM NpakTuke, criedytoLume:

1) reHeanornyeckui;

2) UMTOreHeTUYECKNIA;

3) nonynAUMOHHO-CTAaTUCTUYECKWNIA,

4) 6N11M3HEeL0BbIN.

reHeanorMyecknini meToq,

VICKNOUNTEIbHO BaXHOE 3Ha4YeHue A1 NOCTaHOBKM MPaBW/IbLHOIO OU-
arHoza BIP (HacneacTBeHHasi, cemeiiHass WM HeHacneAcTBeHHas hop-
Ma, TN HacnefoBaHWs U T.4.) UMEKT CBEAEHUS O KPOBHbIX POACTBEHHUKAX
o6cnenyemoro pebeHka. [ 3TOro Heo6XxoAMMO YMETb NMOCTPOUTb POAO-
C/IOBHYIO 1 NMPOaHa/IM3MPOBaTh €€ B OTHOLLEHMU TOrO WU/IM MHOTO Npr3HaKa,
4YTO 1 COCTaBNSAET CYyTb reHeaslorMyeckoro nccnefoBaHus.

/ 3Tan — c6op nHchopmaumn. 11 3TOro UCNob3yHTCS:

a) onpoc npobaHaa, ero poautesnen, pOACTBEHHUKOB A1 MakCUMaslbHO
NOJSIHOTrO y4yeTa CBEAEHWUN O POAOC/IOBHOW U ee uneHax; 6) MmeguuMHCKni
ocMOTp (MO BO3MOXHOCTM) poauTenein npobaHga n ero 6avkanwmx po-
[OCTBEHHUKOB — 3TO AOMOJIHAET ! 06 LEKTUBM3UPYET MOJTyYEHHbIE MpU On-
poce cBefeHUs; B) BCECTOPOHHEE, ecnu 3T0 Heobxoaumo, obcnegoBaHue
(BKHOYAS BBIMUCKM M3 MEAWLMHCKON OOKYMEHTALUN) MaKCUMasibHO 60/ib-
Lero KoanyecTBa npeacrtaButesnieil cembu. Mpu 3TOM 0CO6GOro BHMMaHWS
3ac/yXMBaloT, Kasanocb Obl, COBEPLUEHHO OYEBUAHbIE, HO TEM HE MEHee
He Bcerga yumTbiBaeMble npakTuyeckne MoMeHTbl. (OTCyTCTBME CUCTEMA-
TM3MPOBAHHOrO NoAxXoAa He MO3BOJSIET B AasibHElLLEM aHaIM3npoBaTb
POLOC/IOBHYIO 1 MOMlydYaTb HEOH6XOAUMYH AOCTOBEPHYH WHGOPMALKIO).
3T MOMEHTbI CrieayroLLme:

1. Ocoboe BHMMaHVe crefyeT 06paTuTb Ha BO3MOXHOCTb KPOBHOIMO
poAcTBa Mexay poautensiMuy npobaHaa u ApyrMMy yneHamu cembu. Mpu
3TOM HYXHO UMETb B BUAy, YTO 06 STOM KOCBEHHO MOryT CBUAETENLCTBO-
BaTb AaHHbIE 0 MECTe NX POXAEHUS (BbIICHEHUE MecTa POXAEHUSI HEOOXO-
OVMO TakKe C TOYKM 3pEHUs BO3MOXHOIO MPOUCXOXAEHUS poguteneli n3
N30/15ITOB C BbICOKOW KOHLEHTpauVen Toin nam MHon mytaumn).

2. He cnepyet 3abbiBaTb 0 BO3MOXHOCTM BHe6GpayHOro 3avartusi, 0Co-
BGEHHO B TPYAHO OOBACHUMbIX CUTYyaUMsxX. ATO TpebyeT OT Bpaya 6GOJbLLON
OennKaTHOCTU 1 TakTa.

3. OueHb BaXHO BbISICHUTbL MOAPOBGHOCTU 0 BCEX 6E3 UCK/OUYEHUS CIy-
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Yyasix abopToB (BblKMAbILEN), MEPTBOPOXAEHWI N CMEPTN B paHHEM OeTc-
KOM BO3pacTe: CPOK/ GEPEMEHHOCTM, NOJ1, BO3PACT, NpUYMHA, Ha/lnume Tex
WK MHBIX NMOPOKOB Pa3BUTUS W Ap. MPU3HAKOB.

4. Ecnv BO3MOXHO, TO Jlydlle 3anucbiBaTb U BO3PACT, U AaTy POXAEHMWS
usieHoB cembu. [pu 3TOM HEOGXOAMMO TaKke ykasbiBaTb AaTy cocTaB/e-
HUSI POJOC/IOBHO.

5. MNonesHo 3anucbiBaTh agpeca HYXHbIX YIEHOB CEMbM A1s MOCNenyto-
wero cbopa AONOHUTENbLHOI MHOopMaLMK.

6. Ecnn KTO-TO M3 onpallvBaeMbIX HacTauBaeT Ha TOM, YTO C ero CTopo-
Hbl HET HUYEro, 3acCNy>MBAOLLEr0 BHUMAHUSA, TO K TaKkOMy YTBEPXAEHUIO
HY>XHO OTHOCUTBLCS1 C OCTOPOXHOCTBLIO A0 TEX MOP, MOKa OHO He ByaeT npo-
BEPEHO.

7. Bo Bcex cryyasx, YTo6bl n3bexarb YyBCTBa BUHbI UK yliepba, KoTo-
poe 4YacTo COMPOBOXAAEeT OAHOro M3 Cynpyros, c60p POAOCNOBHON HYXHO
NpoBeCTM B TaKTUYHON, AoBepuTesibHOl hopme, cobsofas Bce npasuna
[OEOHTOMOMNN.

/I aTan — rpadmyeckoe M306pakeHNe CEMENHOIO ApeBa C UCMOb30-
BaHMeM OOLLENPUHATBLIX 3HAYKOB W cMMBOJIOB (puc. 21). MNpu aTom cobnto-
AaloTcsa cnegylowue npasunia:

a) npencTaBMTeNN OAHOMO MOKOMIEHWS pacnonaratTcs Ha OfHOI ropu-
30HTaNV;

6) XeHuwmHa B 6payHOM CO3e 0603Ha4YaeTcs crieBa OT MYXUUHbI (MC-
K/loUYeHue aenaeTcs 151 NOBTOPHbIX 6pakoB);

B) poAdHble 6paTbs U cecTpbl (CMBCLI) 0603HAYaOTCA B NOpsSiAKe MX po-
XOEHUS.

MocnenoBaTeNbHOCTb COCTAB/IEHUS POAOC/IOBHON MOXET ObITh pas-
NINYHOI. B MeguuUMHCKONM NpakTke ee 06bIYHO HauMHatOT ¢ NpobaHaa.

MpobGaHa — 370, Kak npaBwusio, 06cneayemMoe NuLo, MMeKLLee TO Uu
MHOE HacnefcTBEHHOe 3aboneBaHue (NpU3Hak), M3-3a KOTOPOro PerucTpu-
pyeTtca ceMbs. OgHako Npob6aHAOM MOXET ObITb 1 BMOJIHE 340POBbLIA Ye-
IoBeK, 06paTUBLUMIACA, HanpuMep, 3a MeAMKO-TEHETUUECKOW KOHCyNbTa-
unei.

PopnocnioBHas coctasnisieTcs npefnovTuTesIbHO C LeHTpa nucta, npu
3TOM BbIAEMAKT AOCTATOMHO MecTa, YTobbl 60/1ee MAoAoBUTbIE BETBU
CEMbM HE 0KA3a/IUCb «BbITECHEHHBLIMW» 3a npedesbl ucTta. MNocTpoeHne
naeT CHU3Yy BBEPX.

Mocne cocTtaBneHusi PoAOC/IOBHOW NPOBOAUTCS YC/I0BHOE 0603Hauve-
HVEe €ee Y/IEeHOB: MOKOJIEHVSI HYMEPYKTCH PUMCKAMU LMdpamMu CBepxy
BHM3, a NpeacTaBuUTeNN NOKOEHNA — apabckumMm crieBa Hanpaso.

K rpadguueckomy NOCTPOEHWIO MpuaraldT onucaTesibHyl JfiereHay, B
KOTOPYH BK/IHOUAKOT CBEAEHMS O KaXA0M Y/IeHe pOoA0C/oBHONM (Y4eM 6onen,
nwnu 60seeT; ecim ymep, TO NpUYMHa CMepTu, BO3PAacT U T.4.), cneunasibHo
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Puc. 21. YcnoBHble 0603HaYeHNs NpU MPOBEAEHUN FeHeasrlormyeckoro
nccnenoBaHusa (COCTAaBMEHUM POAOC/OBHOM): 1| — MyXckoi non; 2 —
YXEHCKMA non; 3 — 6onbHble; 4 — cynpyru; 5— BHebpayHasa cBA3b; 6 —
OBaXKObl XeHaTbli; 7 — aeTu; 8 — MOHO3UIOTHble 6AM3HeUpbl; 9 — AN3u-
roTHole 65M3Helpl; 10 — nHTepcekc; 11— non He BbISICHEH; 12 — pebe-
HOK C ypoAcTBamu; 13 — 60/bHOM C abopTuUBHOIN hopmoit 3abosneBa-
HVA; 14 — npobaHg; 15 — deHOTUNMYeckn 340POBbI HOCUTEeNb peLiec-
CVBHOrO npu3Haka; 16 — npegnonaraemMbiii HOCUTe/b PeLEeCcCUBHOI0 Npu-
3Haka; 17 — HenpoBepeHHbIe faHHble 06 aHOManusx; 18 — ymep B paH-
Hem fgeTcTBe; 19 — ymep A0 roga; 20 — BblKMAbILW; MEPTBOPOXAEHNUE;
21 — ycnoBHble OyKBEHHble 00603Ha4yeHusa 6onesHer (Hanpumep:
9 — anunencus, N — NoauAaKTuAMA 1 T. 4.)
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OoTMeYasi Ha/IMune WHTEPECYHOLLEro WM BbISIB/ISEMOrO B MpoLecce pac-
cnpoca npri3Haka.

Ill 3Tan — aHanu3 poaocnoBHoW. Ero LenecoobpasHo NpoBOAUTbL Mpu
HaNIMuMU MOJIHbIX CBELEHWI He MeHee, YeM 0 4-X MOKOJIEHUSIX.

Mpexae Bcero crienyeTt BbISACHUTb, UMEETCS /M KOHLUEHTpauus aHau-
31MpyeMoro npusHaka B cembe? OTBET Ha 3TOT BOMPOC MOJyYatoT npyu cpas-
HEHWU YacTOThbl €ro B JaHHON CEMbE U YacTOTbl B Nonynaummn. Ana peakux
NpU3HaKOB (3TO Hambonee pacnpocTpaHeHHasi CMTyalusi) BOMPOC CBOAMUT-
CA K TOMY, UMEITCS N1 MOBTOPHbIE CAyyan AaHHOro 3aboneBaHus uav
npu3Haka B ceMbe. Hanuume ux npegnonaraeT M60 HacneACTBEHHYHO
00yCcnoBAEHHOCTb 60 AelicTBrne 06LEro BHELIHErO (hakTopa.

YCTaHOBMB HacNeACTBEHHYHO AeTEPMUHMPOBAHHOCTb NaTo/1orMm, Heob-
XOAMMO omnpeaenvTb TUM HacnefoBaHWUs, T.e. OTBETUTb Ha BOMPOC, JSlIOKa-
IN30BaH /M NaToO/IONMUYECKNI TeH B OHOM 13 ayTOCOM Wan B X-XPOMOCOME,
OOMUHUPYET UK ABMSIETCA PeLLeCCUBHBIM.

AHanM3 poaoCc/nIoBHON MO3BOISIET YCTAHOBUTL TUM HacnefoBaHuUs 3ab0-
JNIeBaHUA UM NATONOrMYECKNX MPU3HAKOB. YCTaHOB/IEHVE Tunma Hacnego-
BaHus (puc. 22) Hepeako SABMsieTCA pellawym B guarHocTrke 3abonesa-
HUIA CO CXOAHBLIMU K/IMHUYECKAMMW NPOSIBAIEHVSIMU, MOMOraeT onpeaennTb
MPOrHO3 N BpavyebHYH TakKTUKY.

JOMUWHaAHTHBIA 1M peleccuBHbI TUM HacneaoBaHWst onpenensieTcs
OOMUHAHTHOCTBK M/IM PELEeCCMBHOCTLID FeHa, 00yC/aBMMBaloLLEro Mnpu-
3HaK un 6one3Hb (puc. 23 — 25).

Kak n3BecTHo, pebeHOK MOsIoBMHY CBOero 46-XxpoMOCOMHOro Habopa
nosyyaeT OT MaTepu, NOSIOBUHY — OT OTua. Kaxablli reH B MaTepmnHCKux 23
XpPOMOCOMax MMeeT CBOW annesb, T.e. Mapy, NapHbiii reH B 23 XpOMOCo-
Max, MOJsTyYeHHbIX OT oTLa. HopMasibHas (oyHKLUMS MOXET obecrneyunBatbCs
npu HaNMYUKM faxke OAHOTO U3 ansiefibHbIX reHOB. B criyyae myTauum ofHo-
r0 M3 aslfieNbHbIX reHOB (PeueccnBHOrO) Apyron (4OMWHaHTHbIA) Nos-
HOCTbIO U/ MOYTU MOSIHOCTLH KOMMNEHCUPYET ero dyHKUM. MoaTomy Kiu-
HUYEecKoe NposiBfieHMe MyTaluyM PelecCMBHONO reHa BO3MOXHO /ULb
Torfa, Korga UAeHTUYHas MyTaumsi UMeeT MecTo B 060UX annesbHbIX re-
Hax, BHECEHHbIX B reHOTUN pebeHKa 1 OTLOM, U MaTepbio.

Mpn ayTOCOMHO-peLeccMBHOM Tune HacnenoBaHus oba poauTens
60NbHOr0 pebeHka J0/MKHbI UMETb N0 OAHOMY MYTaHTHOMY PeLeCCUBHOMY
U3 ABYX a/lfiefibHbIX reHoB (reTepo3nroTHOe COCTOsIHWME). PoauTenu npu
3TOM MPaKTUYeCKM 340pO0Bbl. M0M0BUHA NOMOBbLIX KNETOK KaXA0ro poanTe-
ns 6yfeT HECTU MYTaHTHbI/A TeH, NO0BMHA — HEMYTaHTHbIN.

Mpu CAMAHWMKM NOMOBbLIX KNETOK BO3MOXHO 4 BapuaHTa: a) 06a reHa my-
TaHTHbl — pe6eHok 60/1eH (TOMO3UTOTHOE COCTOsIHME); 6) 06a reHa Hemy-
TaHTHbl — PeBGEHOK 3,0P0B, B) MYTaHTHbIA FeH MaTepy N/IC HEMYTaHTHbI
reH oTua — pebeHoK 310p0B, HO SAB/ISIETCS reTepPO3UroTHbIM HOCUTENEM; T)
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Puc. 22. FeHoTuNMYyeckne M heHoTUNUYECKe BapuaHTbl Npu
ay TOCOMHO-JOMVHAHTHOM (/1eBast KOJIOHKA) M ay TOCOMHO-PeLLeCCUB-
HOM (NpaBasi KOMOHKA) Tune HacnegoBaHMss O603HaYeHus: BykBbl A, a
— MyTaHTHbI reH; 6ykBbl A, 3 — AOMWHAHTHbIV annenb; KeagpaT,
OTMEYEHHbIA XXUPHOW NIMHNEN — aHOMaUibHbIA deHoTUN
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Puc. 23. PogocnoBHasi cembl C ayTOCOMHO-AOMUHAHTHbLIM TUMOM
HacnefoBaHUsi MpuU3Haka

Wel | 6|7|55/|/||/|

Puc. 24. PogocnioBHasi CEMbU C ay TOCOMHO-PELIECCUBHBLIM TUMOM
HacnepoBaHus NpusHaka
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Puc. 25. PogocnoBHasi cembl ¢ X-CLUEeNNeHHbIM TUMOM Hac/efoBaHus npusHaka



MYTaHTHbI/ TeH OTua N0C HEMYTAHTHbIA reH MaTepyu —TOT Xe pe3y/bTar,
4yTo U B npefplayliem BapuaHTe. B utore npu ayTOCOMHO-PELLECCUBHOM
TMne HacnepoBaHusa 25% pgeteil 60/bHbIX, 25% 340poBbl 1 50% (25% +
25%) TOXe 340p0Bbl, HO ABMAKTCA reTepO3UroTHbIMU HOCUTENAMU MyTaH-
THOrO reHa, Takxke, Kak n ux poautenu.

YuntbiBasi, 0HaKo, 4YTO B HacTosilLlee BpemMsi OTHOCUTESIbHO peako
BCTPeYalTCs MHOroAeTHbIe CeMbW, B NOKO/IEHUU AEeTeill MOryT NOSIHOCTbIO
OTCYTCTBOBaTb 60JIbHbIE, NOSAB/IAACH NIULLIL B MOKOSIEHUN BHYKOB WX MpaB-
HYKOB.

Takum o6pasom, A1 ayTOCOMHO-PELLECCMBHOIO TUNa HacnefoBaHus
XapakTepHbl cnegyowme 3akOHOMEPHOCTU:

1) noBTOpHbIE Cnyvyan 3aboneBaHus, pacrnosaratolimecs B ropusoH-
TaU/lbHbIX psfax POLOC/IOBHOI;

2) MyTaHTHbI TeH MPOSIBNSIETCA B FOMO3UTOTHOM COCTOSIHUU;

3) oba pogutens ABAAKOTCA reTepo3UroTHbIMU HOCUTENSAMWU peLeccus-
HOro reHa;

4) 60/1bHblE Ma/IbUYMKN 1 AEBOYKN POXAAKTCA C OANHAKOBOM 4acToTOl;

5) B NOTOMCTBE reTepo3UroTHbIX HOcUTesell OTHOLeHUEe BGOMbHBLIX W
3p40poBbIx 1:3 (puc. 22), NosoBvMHa 300POBbIX AeTeill ABNAeTCA reTeposu-
FOTHbIMW HOcUTeNsAMKU. HeobxoanMMOo UMeTb B BUAY, UTO NpU PeLLecCUBHbIX
3aboneBaHuUsIX, ecnn oauH U3 poauTenen ABNAEeTCS reTepo3nroTHbIM HOCU-
Tenem MyTaHTHOro reHa, TO BCe ero Aetu 6yayT heHOTUNUYECK 340POBbI
(pnc. 22). KpoBHOE poACTBO poanTeneil, Kak 1 3HA0raMHOCTbL 6paka (poau-
Tenu pogoM 13 OAHOW AepeBHU WU COCeAHUX MOHOHaUMOHasbHbIX Aepe-
BEHb), NPV MPOYMX paBHbIX YCMOBUSX, Takke CBUAETeNbLCTBYyeT 06 ayTo-
COMHO-peLLeCCMBHOM TuNe nepegavn.

[na ayTOCOMHO-4OMVWHAHTHOrO TUNa HacfefoBaHUsA XapakTepHbl cre-
AyloLme 3aKOHOMEPHOCTU:

1) NOBTOpHbIE C/ly4an 3abo/ieBaHMsl NPOCEXMBAKOTCA B POAOC/IOBHOM
no BepTuKanu;

2) oavH 13 poguteneil 6onbHoro pebeHka 6oneH (puc. 22);

3) 60/1bHbIE MaJ/IbUMKN 1 AEBOYKM POXAAKTCSA C OAMHAKOBOI 4acTOTOW;

4) B notoMcTBe 60/IbHOTO POAMTENS COOTHOLLUEHUEe B0/bHbIX U 3400pPO-
Bbix 1:1 (puc. 22);

5) uneHbl cembn, CBOBOAHbIE OT MYTAHTHOIO reHa, UMEeHT NOJIHOCTbIO
3/10p0OBO€E NOTOMCTBO (puc. 23).

Ecnun 1o nnn nHoe 3aboneBaHne (Npu3Hak) Habaw4aeTcs TOAbKO Y /L
MYXXCKOIO W/IM TOJIbKO Y JIL, XKEHCKOrO Mona, To UMeeTcs OCHOBaHve npej-
nonaratb HacriefoBaHue, CLEM/IeHHOe ¢ X-XPOMOCOMHOW WM OrpaHnyeH-
Hoe nonom. Ecnu 3aboneBaHue (Npu3Hak) OTMeYaeTCs TOSIbKO Y AEeBOYEK,
TO peyb uaetT o X-cuenneHHOM AOMWHAHTHOM HacnegoBaHuW', ecnu Bce
nopaxeHHble TOMIbKO MaslbuyMkm — TO 0 X-CLeM/IEHHOM PeLecCUBHOM.
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AHanM3 pofoc/oBHbIX Takke onpeaenseT Nopsaok poxaeHUs pebeHka
c BI1P, no3sonser oueHWUTbL UCXOAbl NPeALlecTBYOWNX 1 Noc/edyoLwmx
6epeMeHHOCTEN, YTO ABNSAETCA BaXKHbIM A/18 CYXAEHUSA 0 NpUyMHax nopo-
KOB, a Takke [/11 pacyeta 3MMNMPUYECKOro prcka nosTopeHus npu BIIP
HESACHOro reHesa uav MynbTUTPaKTOPUAIbHOTO MPOUCXOXOEHUSA.

LnToreHeTuyeckne mMetoabl UCC/efOBaHUA BKIHOYAOT U3y4vyeHue
NMOsI0OBOr0 XpomMaTUHa U XPOMOCOMHOro Hab6opa (Kapuosiormyeckuini aHa-
nms).

MonoBoit xpomatvH (Tenbua bappa) npeacTtaBnsieT coboli HeakTUBHYHO
X-XpOMOCOMY B Hegenswmxcsa (MHTepdasHbiX) coMaTUYeckmx KneTkax op-
raHM3Ma u B HopMe 06HapyXMBaeTCs TOMbKO Y NULL, XXEeHCKOro nona (y nuy,
MY>XCKOrO rosa MosioBoOii XpomMaTWH OTCYTCTBYET /iMb60o onpegensercs B
e[IMHNYHbIX aapax), T.K. gpyras X-xpomocomMa U3 06LLEro XXeHCKoro Habo-
pa nosioBbIX XPOMOCOM XX HaxoAuTCs B aKTMUBHOM COCTOSIHUM W MPWU 06bIY-
HOW MMKPOCKOMWU HE BbISIBASIETCA. Y /UL, MYXXCKOTO rnosa B o6uieM Habope
NMosI0BbIX XpOMOCOM XY MMeeTCs JiMllb 0fHa X-XpOMOCOMa, KoTopas Bcer-
Ja aKTMBHa 1 NO3TOMY B SiApax KJeTOK MY>CKOro opraHvu3mMa rnosioBoi xpo-
MaTUH He onpefensrtcs.

V3yyeHne MNOMOBOro XpomaTuHa umeeT 60MbLUOoe AnarHocTudeckoe
3HayeHve npu CUHAPOMAax MarosiorMM MNOJIOBbIX XPOMOCOM, a Takke npu
psfe aHAOKPUHHBIX 3a60neBaHnii ANs YCTaHOB/EHUS FeHeTUYecKoro nona
pebeHka. B ocHOBe CMHAPOMOB MaTOMNOMN MOJSIOBLIX XPOMOCOM JIEXMUT He-
pacxoxfeHve MnosoBbIX XPOMOCOM B MpoLecce crnepmaTtoreHesa y ortua !
oBoreHesa y maTtepu (puc. 26). B Hopme KaxAaas XeHckas nosioBas Knetka
COLEPXUT 22 ayTOCOMbI U OAHY X-XPOMOCOMY, MYXXCKasi KneTka, nomMumo
22 ayToCOM, COOEPXUT OAHY X-XPOMOCOMY WM Y-XPOMOCOMY, Tak Kak B
npouecce Melio3a cnepmMaTouuT WM OBOUUT AENAT CBOW XPOMOCOMHbIV
Habop nononam, oTgaBas AOYEPHUM K/eTKkam NOJSIoBUHY U3 44 ayToCOM W
OfHY U3 MOJIOBbIX XPOMOCOM. [py HapyleHun Melio3a MOXeT HacTynuTb
HepacxoxeHve MosoBbIX XPOMOCOM. B pesysbTaTe B 4acTu CrepmMaroso-
naoB cofepxatcs 06e MosioBble XpOMOCOMbI (XY), a B APYTMX — HET HU
OAHOW; NMpU HapyLleHHOM OBOreHese B MNOJIOBMHE SAWLEKIETOK MMeTCA
ABe X-XpOMOCOMbI, a B APYroii NOf0BUHE — HU OAHOW. lNpy BCTpeye aHo-
MaU/ibHbIX SANLEKNeTOK C HOpMasibHbIMW cniepMaro3ongamu Uanm aHomasb-
HbIX CNEepMaTo30MA0B C HOPM&asIbHbIMW K/IeTKaMu BO3MOXHbI 4 BapuaHTa:
XXX (cuHgpom Tpucommy X BO3HUKAET Npu BCTpeye sAiuekieTkn XX co
cnepmato3zongom X); XO (cuHgpom LepelueBckoro-TepHepa — BO3HUKA-
eT npu BCTpeye aiueknetTkn O co cnepmaro3ongom X unm cnepmarosonga
O c siiuekneTtkoii X); YO (BcTpeuya cnepmaro3omnga Y ¢ sanuekneTtkoi O);
XXY (cuHgpom KnaiHdenbTepa BO3HMKAET Npu BCTpede crnepmaro3ounja
Y ¢ anuekneTko XX nnu cnepmatosonga XY c aiiueknetkoin X).

Vicue3HOBEHME Y XEHLUHbI HeaKTUBHOW X-XpOMOCOMbI BefeT K OTCyT-
CTBUIO MOJIOBOr0 XpomaTuHa. MosBneHne y My>X4nHbl AOMNONHUTENbHOW X-
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CNHOPOMBDbI

HOPMAJIbHbBIN
KAPVOTUMN

TPUIMJIONKC

LIEPELLEBCKOIO-
TEPHEPA

Puc. 26. Cxema-Tabnmua reHoTWUMMYECKNX BapuaHTOB B HOPME U NPU HepacxoxaeHun

3 MO/IOBbLIX XPOMOCOM Y OAHOFO WM 06OUX poauTenei



XPOMOCOMbI MPUBOAUT K (DOPMMPOBaHUIO Tesbla MOJSIOBOr0 XpomartuHa.
Mpy TpucoMum X MOryT NOABASATLCA AONOSHUTEIbHbLIE TeNbla XpoMaTuHa.
lMonoBoi xpomaTvH 06bIYHO OnpeaenseTcsa B KneTkax cockoba c/m3ncTon
060/104KM NonocTn pta. MeToA NPOCT B BbINOIHEHUN U BLICTPO AaeT OTBET.

ViccnepgoBaHne XpoMOCOMHOro Habopa (kapnonornyeckuii aHanmns) Tpa-
OVUUMOHHO NpoBOAAT B MeTadasHbIX naacTuHkax NumMdoumnTos (Uam doune-
po611acToB), Ky/bTUBMPYEMbIX B MCKYCCTBEHHbLIX cpefax nocfe CooTBEeT-
CTBylOLLLEro 3abopa marepuana: KpoBb AN U3yYeHUS UMOLUTOB,
KYCOUKM KOXM (& Y TPYNOB KYCOUKM TKaHW NHO6Oro opraHa) — ANns KynbTUBU-
poBaHusA hMbpo61acToB. ITN METOAMKA XOPOLUO OMucaHbl B nutepatype
(Kynewos H.M., 1991; Nastok .. n gp., 1991). Vicnonb3yetcsa kak 06bl4-
Has okpacka, npy KOTOpPOW Kaxzaas XpoOMOcOoMa B CBETOBOM MWKpOCKOMe
BbIr1S4ANT FTOMOreHHON, Tak 1 npefsapuTesibHas TpUNcUHU3aumsa no MeTo-
oy M. Seabright (1972) gna nony4deHms gndpepeHumnpoBaHHOl ncyepyeH-
HOCTU XPOMOCOM, YTO HEOOGXOAMMO MNpPU LMTOreHeTU4ecKol AMarHOCTUKU
psga CMHAPOMOB.

B nocnegHve rogpl nonyvyaeTt pacnpocTpaHeHWe MeToh uccrefoBaHus
npomMeTagasHbIX XPOMOCOM, MO3BOASALWMIA ANAarHOCTUPOBaTb MUKPOAeE-
neunn xpomocom npu cuHgpomax lpagepa-Bunnu, JlaHrepa-fvgeoHa u
Ap. MoryT ncnonb3oBaTbCA U cneunanbHble LUUTOreHeTu4eckMe MeTtonpl
npu Nogo3peHumn Ha cuHgpom MapTuHa-benna u ap.

YuntbiBasa 3HaUNTENbHYIO TPYAOEMKOCTb Kapmosiormyeckoro aHanmsa u
BO n3bexaHue neperpysa LUTOreHeTU4ecknx nabopaTopuii «Henpogunsib-
HbIMWU» MCCefoBaHUAMUY, cneayeT NpUAEpPXMBaTbCA CRefylolwmx nokasa-
HWIA AN NpoBefeHns uccrefoBaHUs XPOMOCOMHOro Habopa:

1) y 60/1bHbIX B NMepBble Hefenn n Mecsilbl XX13HU — npeHaTanbHas ru-
nonnasusa (rMnoTpodpms), coveTarLwancs ¢ BbICOKMM YPOBHEM CTUrMatu-
3aumm 1 rpyebIMU NOpoKamMu pasBuUTUSA UK 6e3 HUX;

2) B 60s51ee cTapwiemM BO3pacTe — BbIpaXeHHbI caBuUr gepmaTorindgm-
YeCKOW rncTorpammbl y 60/bHbIX C TPy6Ooli 3a1epXKKO MCUXO-MOTOPHOTO
(PM3MYECKOTO pas3BuUTHS;

3) poantenu, umeroLme getel ¢ XxpoOMOCOMHOM NaTosiormeid, Takke noa-
nexart Kapuosiormyeckomy aHanusy.

MonynsiuMOHHO-CTaTUCTUYECKUI MeTo, LUMPOKO MCNO/b3yeTcs B
KIIMHNYECKOM reHeTUKe.

YcTaHoBNEHME YacTOTbl TEX WM UHbIX MOPOKOB PasBUTUSA B ONpeaenex-
HOI reorpadunyeckoit 30He He06X0AMMO He TOJIbKO A1 NpeAcTaB/eHus o
reHeTUYeCKOM rpy3e HacesisoLel ee NonyasaLumMmM, HO U AN pacyeTa pucka
NPy HEKOTOPbIX MOpPOKaxX MyNbTU(AKTOPUANIbHOIO MPOUCXOXAEHUSA, T.K.
Be/INYMHA TaKoro pucka 3aBUCUT OT MOMY/SALUOHHON 4acToTbl OUeHMBae-
Moro nopoka (Xapnep ., 1984; Kosnosa C.W. n gp., 1987).

CratucTnyeckne pacyeTbl MOTYT KacaTbCs pas/iMyHbIX (DaKTOPOB puUC-
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ka. Hanpvmep, BO3pacT 060uX poauTenein npu ayTOCOMHbIX TPUCOMMUSIX
4YacTo yBe/siIM4yeH, COMNoCTaB/iIeHNe BPEMEHU POXAEHUA AeTei, MMeroLLmX
NOpPOKN Pa3BUTKS, C NEPMOAOM 3ayaTusl (MecsiL, rofbl, CE30H) NO3BO/SET B
psife c/lyyaeB yCTaHOBUTb 3TUOJIOTMYECKYHO CBSA3b TOTO MM MHOTO MOpoka
C Kakum-nnbo BHelLHe-CpeAoBbIM areHTOM (MoBbILEeHHAas BECEHHAS WUHCO-
naums, anuaemus rpunna u 1.4.). Heobxoaumblie o6beMbl BbIGOPOK nony-
nauunM Ana Nnofo6HbIX UccnefoBaHuii (UTo6bI caenaTe CTAaTUCTUYECKM A0-
CTOBEPHOE 3aK/II0UYEHME), a TaKkKe MEeToAbl TakMX pacyeToB NpeAcTaB/eHbI
B creumasnbHbiX pykoBoacTBax (Pokuukuin M.®., 1974; l'yénep E.B., 1978).

BAn3HeLoBbI MeTOA MCCNefoBaHUS OCHOBaH Ha TOM, YTO MOHO3U-
rOTHble 6M3HELbl 60/lee KOHKOPAAHTHbI MO Hac/eACTBEHHbIM 3aboseBa-
HUSIM, YeM AU3UroTHble. O KOHKOPAAHTHOCTY MO MOPOKY pasBUTUS criegyeT
roBOpUTb, KOrAa aHaslorMyHbIi NOPOK 06HapyXmBaeTcs y 06omx 61mnsHe-
LIOB, O AUCKOPAAHTHOCTY — KOrga MopokK 06HapyXXmnBaeTcs /Lb Y OAHOT0
13 HX. COOTHOLUEHUE KO/IMYECTBA KOHKOPAAHTHbIX U ANCKOPAAHTHbIX Nap
B 3@aBUCUMOCTU OT 3UTOTHOCTU NO3BOSIET CYAUTb, CBSA3aHbl I AaHHbIE MO-
POKM C M3MEHEHUSIMU TEHETUYECKOr0 MaTepriana Uiu OHU Bbi3BaHbl BHELL-
HecpefoBbIMK hakTopamun. Ha aToli ocHOBe paccuuTbiBaeTcs KoadhdmLm-
€HT HacneayemMocTu.

CNHAOPOMAJIbHAA ANATHOCTUKA

Ocobble 3aTpyAHEHUS B K/IMHWYECKOW MNpakTUKe Bbi3blBaeT HO30/10rU-
yeckasi, Tak Ha3blBaeMasi CUHOPOMaUIbHAaA, OUAarHOCTUKa MHOXECTBEHHbIX
aHoMasnii pasBUTUA. 3TN CNOXKHOCTM 0BYCNOB/EHbI MHOTUMW NPUYNHAMMU.
OfHa 13 OCHOBHbIX — MHOIO4YUC/IEHHOCTb cMHApomoB MBIIP. 3710 rpynna
narosiormm BkNYaeT coTHM (6os1ee 300) HO3010rMYECKUX DOPM, pas/imya-
OLLIMXCA MO 3TMOJIOTUN, KTMHUYECKMM MPOSAB/IEHUAM, MO BUTA/IbHOMY U re-
HeTU4YecKoMy NpPorHosy. OAHaKO MHOrMe M3 HUX CXOXMW No heHoTunuyec-
KM Mpu3Hakam.

[pyrasi npuunHa TpygHocTei gmarHoctukun MBIP cocTtouT B TOM, 4TO
4N 60/1bLUMHCTBA CUHAPOMOB HEXPOMOCOMHOW 3TMOSIOMMN HET He TOJIbKO
CTPOro NaTorHOMOHMWYHbIX MPU3HAKOB, HO U OTCYTCTBYIOT HafexHble fnabo-
patopHble TecTbl. BMecTe ¢ Tem, yacToTa BCTpeyaeMocTu 60/bLUMHCTBA
3TUX CUHOPOMOB BECbMa HU3Kas.

TpeTbs, Ha Haw B3rNsf4, CyWeCcTBEeHHas MNpuynHa AnNarHOCTUYECKNX
TpygHocTel cmHagpomos MBIP cocTouT B TOM, YTO KAMHULUUCTbI yAENSAT
OCHOBHOE BHUMAaHVE BbISABNIEHNIO Y 6O/bHbIX FPYObIX «BO0MbLUNX» MOPOKOB,
Mo NMOBOAY KOTOPbLIX AETU FOCNUTA/TIU3NPYIOTCA WM KOTOPblE ABUMUCE MNpU-
UMHON CMepTu pebeHKa, HO He NpUAalT 3HAYEeHUss MEeNKMM AUCNAasusim,
Ma/ibiM aHOMannAaM pas3suTtnsa. OgHaKko 3a4acTylo MMEHHO orpefesieHHble
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coyeTaHusi HECKOJIbKMX CTUrM Am3ambpuoreHesa npu OAHOTUMHBLIX MOPO-
Kax BHYTpeHHux opraHoB (BMC, aHomanun XKT, noyek v T.4.) galT BO3-
MOXHOCTb AMarHOCTUpPOBaThb Te UM MHble CUHAPOMbI. Hanpumep, nopoku
cepAaua, KpynHbIX COCYZOB, MoYek u Mukpoueanms odeHb XapakTepHbl 1
ana cnHgpoma Cmuta-flemnm-OnuTua U gnsa cuHapoma Py6uHLWITenHa-
Telibn. OgHaKo UMEHHO BHELLHWIA BWUA, Masible aHOMasiun pa3BuUTUS NO3BO-
naT 6e30wmnboyHo andodrepeHumMpoBaTtb 3TM abCoMIOTHO pas/inyHble Mo
reHeTVke CUHOPOMbI: B NEpPBOM C/lydae 3TO — 3MNUKaHT, MUKPOreHus, pac-
WwenvHa Heba, HU3KO PacnonoXeHHble AeOpPMUPOBaHHbIE YLLIHbIE pako-
BVHbI, cuHgakTuama W-1ll v runocnagms; Bo BTOPOM C/yvyae — runepresno-
pv3M, NUUO NO TWUMY rPUMachbl, HanoMuHaloLWen yrblbKy, a r1aBHoe —
LUMpPOKNE AnCTasibHble thanaHrm | nasbLes.

CkaszaHHoe Bbllle CBUAETE/IbCTBYET 0 TOM, YTO CUMNTOMATUKA Kaxaoro
CMHOPOMA COCTOMT K3 KOMM/IeKca MPU3HAKOB-MOPOKOB. Becb KoMMiekc
aHoMasniA, BbISIB/IEHHbIX Y 06cnenyemoro pebeHka, coctaBnseT heHoTu-
NMUYECKNn CNeKTp CMHAPOMA, AMana3oH KOTOPOro BecbMa LUMPOK (OT 2 no-
POKOB [0 HECKO/IbKUX AECATKOB MX). BMecTe ¢ TeM BCe MOPOKM B pamkax
[aHHOro cvHApoMa SAABASKTCA (hakynbTaTUBHLIMU, U SI060M U3 HUX MOXET
OTCYTCTBOBaTb B KaXJOM KOHKPETHOM criydae. C Apyroli CTOPOHbI, MOYTU
HeT MOpOKOB, KOTOpble BCTPeYasIMCb Obl TOMLKO MNPWU OAHOM KakKOM-/nbo
cvHApome. MoaTomMy NOCTOSAHHO MPUXOAUTCS CTa/IKMBATLCA C TEM, UTO Ha-
60p NOPOKOB OAHOrO U TOrO Xe CUHAPOMA OKa3blBaeTCs pas/INyHbIM. ITO
He NPOTMBOPEYUT KOHLIeNUMM CUHAPOMA Kak HO30/I0TMYECKON efuHULLbI,
MOCKOJ/IbKY XOpOLUO W3BECTHO, YTO AaXe B pamkax onpefeneHHbIX ayTo-
COMHbIX TPUCOMMIA MPU OLHOM U TON K€ XPOMOCOMHOI abeppalymmn BbISABS-
eTCA 3HauuMTeNbHas reHeporeHHoOCTb (eHOoTMNM4Yeckoro cnekrtpa. OHa
06bACHAETCA pa3HbiM reHOOHAO0M CaMOli TPUNIMLUMPOBAHHOW XPOMOCO-
Mbl, Pa3INUNAMN Kak reHeTU4eCcKoro coctaBsa BCero reHoma, Tak u ycnoBu-
AMU cpefpbl, B KOTOPbIX NPOUCXOAUT peanusaums XpoOMOCOMHON abeppa-
umm.

Takvm o6pa3om, obLiee YNCNOo NPU3HAKOB, KOTOPble MOTYT ObiTb BbISB-
NleHbl y AeTeil ¢ CUHOPOMaMUN MHOXECTBEHHbIX aHOMasnii, YacTo GbiBaeT
[0CTaTo4yHO Benuko. [narHoctuyeckasi 3HaYMMOCTb KaxkAoro npusHaka
BecbMa pasnuyHa. [o3aTomy BCce MpU3HaKy Npy HEXPOMOCOMHbIX CUHAPO-
Max MBIP MOXHO pasgenntb Ha yeTbipe rpynnel (A, B, C, ) (Nastok L. n
ap., 1983).

pynna A — (OOHOBbIE MPU3HaKK, KOTOPble 4acTO BCTPeYalTCa npu
MHOIMX CMHAPOMax: on3nyeckoe HenopasBUTHE, NpeHaTasibHasa runonna-
3181, 3NUKaHT, MUKpoLedanus, BPOXAEHHbI BbiIBUX 6eapa u T.4.

Mpynna B — BbICOKOMHOPMAaTUBHbIE MPU3HaKW, YCTONYMBOE coveTa-
HMe KOTOpbIX Co34aeT A0BOJIbHO cneunduyecknii natonornyeckmii Mopao-
™.
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Mpynna C — cneuudpnyeckne npusHaky, BCTpevarolmecs, kak npasu-
N0, TONbKO NPW OAHOM CUHAPOME. K COXasleHUIo, YMCA0 NPU3HAKOB rpynnbl
C HeBenuKo 1 BCTPeYalTCA OHU Aasieko He Mpu Bcex cuHApomax. K Takum
npu3Hakam, B YaCTHOCTW, OTHOCATCS: amenus (cuHgpom J1/1-amenun), non-
Has CYHAaKTUANA KucTein (cuHgpom Anepa), NOSIMKUCTO3 MoYek WHpaH-
TanbHoOro Tuna (cuHapom Mekkens) u ap.

Fpynna [ — nopoku, He xapakTepHble AN CUHAPOMOB BOOOLLE: aH3H-
uedanus, CNIMHHOMO3roBas rpbbka 1 T.4. 3T NOPOKU My/ibTUhakTopnasib-
HOrO MPOUCXOXAEHMS U pPa3BUTME UX HE CBA3AaHO HEMNoCpenCTBEHHO C My-
Tauuei, obycnosuBLIe hopMupoBaHne cMHApoOMa.

OfHako faxe npy Takol cuctemMatmsaunm heHoTUNMYEeCKMX Npr3HakoB
CUMHAPOMHAsA AMarHOCTUKa GbIBAeT OYEHb YaCTO BECbMa C/I0XHON. Bmecte
C TeM, Kak nokasan aHasma, NpoBeAeHHbl .M. Jlastokom u coaBT. (1983),
coyeTaHne 6osiee MOJIOBMHbLI NPU3HAKOB MOXET ObITb AOCTATOYHbIM ANA
NMOCTaHOBKM AMarHo3a Toro Winm UHOro CUHAPOMA.

Uncno couyeTawowmxcs auvarHoctmyeckux npusHakos (C) HaxoauTcs B
3aBMCMMOCTM OT YaCTOTbl MX BCTPEYAEMOCTU MPU PasfINYHbIX CUHAPOMAX:
YyeM Bbllle YacToTa NpU3HakoB, TeM 60JbLUE BEPOATHOCTb CoYeTaHWUs nos-
HOro Habopa CMMMNTOMOB, W, HANPOTUB, HU3KME YaCTOTbl NPU3HAKOB NPUBO-
[OAT K TOMY, UTO Y 60/IbLUMHCTBA GObHbIX YMC/IO COMETaHWI Taknux NpusHa-
KOB CTAHOBUTCHA HEeLOCTATOYHbIM A1 YCTaHOB/eHUs AnarHosa. MNopobHas
3aBMCMMOCTb npeacTaBneHa B 1abn. 15.

Ta6bnnuya 15

BeposaTHOCTb P umcna codeTaHuii, XapakKTepHbIX A5 CUHApPOMa
npu3HakoB y onpegesieHHOro npobaHga B 3aBUCKMOCTU
OT UX 4Y4acCToTbl nNpn AaHHOM CuHApoMe
(Nastok .N. n gp., 1983)

YactoTa BCTpeyaeMoCTn npusHaka, %

g 100 90 80 70 60 50
5/5 100,0 59,0 32,7 17,0 7,8 3,1
4/5 32,0 41,0 36,0 25,9 15,6
3/5 7,3 20,4 31,0 34,6 31,3
2/5 0,8 51 13,0 23,0 31,3
1/5 0,0005 0,6 2,8 7,7 15,6
0/5 0,00001 0,03 0,2 1,0 3,1
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BepoATHOCTL coueTaHuii uMcna NpusHakoB MpU YCOBMU OAMHAKOBO
YacToTbl K&XAOro U3 HUX BbluMcneHa no opmyne BepHyniu:

Pmn= CTW" (1’P)I'T,

roe C™ — yncno coyeTaHun U3 n pas no T;
p — yYacToTa BXOAALWMX B cCO4eTaHne npu3Hakos.

AHanun3 gaHHbIX Tabnuubl cBMAETENbCTBYET 06 U3MEHEHUN XapakTepa
pacnpeneneHus oT nyaccoHOBa Mpu BbICOKON 4acToTe npu3Haka oo 6uHo-
MWH&/IbHOIO NpPU ero HU3KoW YacTtoTe. Mcnonb3oBaHue NpuvHUMNG, 3akso-
yatoLerocs B ToOM, 4YTO A/19 AnarHosa onpefesieHHoro cMHapomMa Heobxo-
OUMO Hanunuuve y npobaHga 6onee 50% OCHOBHbIX MPU3HAKOB, MOKa3biBa-
eT, yto npu 100%-HOl YacToTe 5 OCHOBHbIX MPU3HAKOB AMArHo3 MOXeT
6bITb NocTaBneH B 100% cnyyaeB cuHgpoma, npu 90%-HoW yactote — B
99,1%; npu 80%-Hoit — B 94,1%; npn 70%-Holi — B 84%; npn 60%-HOI —
B 68,3% 1 npu 50%-HOM YacToTe NPM3HAKOB AMarHo3 MOXET ObiTb MOCTaB-
neH nuwb B 50% cnyyaes.

OO6BEKTUBHO OLEHUTHL AMArHOCTMYECKYI0 3HAUYMMOCTb MOPOKOB KadkaOoM
CUCTEMbI MOXHO NpPU NOMOLLM UHAEKCOB «CUHAPOMA/IbHOCTU» (OTHOLLEHNE
ymMcria OCHOBHBIX MOPOKOB K 06LLEeMY YMC/1y MOPOKOB, BbISIBMIEHHbLIX B TOW
WA MHOM cucTeMe) y onpeaeneHHon rpynnbl 60/bHbIX. VIHAEKChl «CUHAPO-
Ma/IbHOCTU» CUCTEM OpPraHoB A5 HEXPOMOCOMHbIX CUHAPOMOB NpecTaB-
neHbl B Tabnnue 16.

Tabnnuya 16

UacToTa MOpoOKOB pas/iniHbIX CUCTEM OpraHoB (B MNpoLueHTax)
N NMHOEKCbl «CUMHAOPOMaJ/IbHOCTU» Yy ,queVl
C HEXPOMOCOMHbIMN CUHApPpOMaMun
(1aswk N.N. n gp., 1983)

CucTema um opra YacTtoTta MHpekc «cuHapo-
NoOpoKOB MaIbHOCTW»
OnopHo-aBuratensHas 84,3+2,6 0,59 (2)
JlInyo n MO3roBoi 4vepen 95,0+2,1 0,69 (1)
LieHTpasibHas HepBHas 81,3+3,8 0,22 (8)
MoueBas 51,9+4,9 0,33 (5)
MuweBapunTenbHas 48,0+4,9 0,17 (9)
Monosas 46,0+4,4 0,25 (7)
Mnasa(us 53 obcnenoBaHHbIX) 37,7+6,6 0,55 (3)
CeppeydHo-cocyaucTtas, 37,2+4,7 0,34 (4)
[bixatenbHas 33,3+4,6 0,26 (6)
OHAOKPUHHAaA 18,6+3,8 0,05 (10)

B cko6kax NpocTaB/ieH NopsiiKOBbIA HOMEP CUCTEMBI MO MHAEKCY «CUHAPOMAbHOCTUY
B y6bIBalOLLEM MOPSIAKE.
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Kak cnepyeT n3 t1abnuubl, Hanbosnee BbICOKME NMHAEKCHI «CUHOPOMaSIb-
HOCTU» OTMeYeHbl cpeayu MOPOKOB fiMLa U MO3rOBOro yepena, gasnee cre-
AyeT OnopHOo-ABuraTeNbHbIN annapaTt, rnasa, MoyeBas U cepaedyHOo-cocy-
ancras cucTemsl.

HavmeHee uHdopMaTMBHbIMM OKasanucbk LIHC, nuuwieBapuTenbHas 1
3HOOKPUHHAA cucTtemsbl. MNMocnenoBaTesibHOCTU CUCTEM MO «UHAEKCAM CUH-
OpoManbHOCTM» NO3BOMIAKT 6osiee uUeneHanpas/eHHO NPOBOAUTL MOMUCK
OCHOBHbIX ANarHOCTUYECKUX NPU3HAKOB HEXPOMOCOMHbIX CUHAPOMOB.

Pe3toMnpys KIIMHWKO-TEHETUYECKYH0 YacTb AMArHOCTUKM NMOPOKOB pas-
BUTUA Yy AeTeil, Mbl NpeacTaBuaM Ha puc. 27 BeCb 3TOT npouecc B Buae
JuarHocTuyeckoro anroputma. Wtak, | atan guarHOCTUKM — TwlaTesibHoe
KNIMHNKO-UHCTPYMEHTaUIbHOe o6ciefoBaHe pebeHka A1 MakCMMaslbHO
NO/IHOTO c60pa AaHHbIX 0 BCEX «BONbLUNX» U «MasIbIX» BHELUHUX U «BHYT-
PEHHUX» aHOMaNUAX pas3BUTUA. B KOHLEe 3TOro atana BblAensawTcsa 3 rpyn-
Mbl 60MbHbIX: 1) AETU C MHOXECTBEHHbLIMY NOpPoKamMun passBuTus; 2) aetmc U
1 C nopokamy, codeTarLMMUCS C BbICOKAM YPOBHEM CTUrMaTU3aumn, npe-
HaTaNbHOW runoTpodpmeit; 3) getn ¢ «ymucTbimu» 1 n C BIIP.

[l aTan — 37O BblAenieHve geTeil ¢ XPOMOCOMHbIMU CUHAPOMaMU Y3
ynucna Bcex 60JbHbIX NyTEM MPOBEAEHUS Kapuoormyeckoro mnccienosa-
HWS B ABYX MepBbIX rpynnax (4eTsam U3 TpeTbei rpynnbl 3TO nccnefoBaHve
He NokKasaHo).

[l 3Tan — ncnosb3ys reHea/IorMYecknii aHaMHe3, aHa/In3 MyTareHHbIX
U TepaToreHHbIX (DaKTOpOB, YCTaHOB/IEHWE Hac/neACTBEHHbIX, HeHacnen-
CTBEHHbIX 1 MyNbTUdaKTOpuanbHbIX (hOpM MOPOKOB pasBUTUS vepes And-
hepeHumaunto ceMeliHbiX U HECEMEWHbIX Crly4YaeB aHOMasIniA.

W, HakoHeL, IV 3akniuMTeNIbHbIA 3Tan — CUHAPOMasibHas ANarHOCTU-
ka, NO3BOMIAIOLWAA YCTAHOBUTL CrieayloLime aTuosiormyeckue rpynnsl Nopo-
KOB:

1. XpomocomHble cuHapomsl MBIIP.

2. MoHoreHHble cuHapombl MBIP.

3. HeHacnenctBeHHble cuHapomMbl MBIP.

4. N3011MpoBaHHble 1 CUCTEMHbIE NMOPOKMK:

a) cemeliHoro xapakrtepa,

6) KaK pesynbTaT BHOBb BO3HUKLLUMX MyTaLWiA;

B) HeHacneacTBEHHOro reHesa,;

I My/bTUPAKTOPUTLHOTO NMPOUCXOXAEHUS.

5. Mopokun (kak MHOXeCTBeHHble, Tak U U 1 C) HesacHOro reHesa.

B nocnepgHee Bpems Bce 6osiblLee pacnpocTpaHeHye nosiyvaeT nocra-
HOBKa AuarHosa cuHgpoma npv nomoly 9BM. Takoi KOMMbITepPHbI aHa-
N3 K/IMHWMYECKON CMMMTOMAaTUK/ SAABASieTCA TUNMYHOW 3adadveil pacnosHa-
BaHWs obpasoB. [Mpy 3TOM nocrefoBaTesibHO peluaeTcs psfg nogsajad,
COCTaB/IAOLLMX &/ITOPUTM pacno3HaBaHus; 1) oTbop 1 BblaeneHne Hanbo-
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| aTan
KIMHN4eckoe
BbldAB/1IEHNE
NnopokoB

Il aTan

BblaeneHne n3 Bcel
rpynnsl NOPOKOB
hopM XpPOMOCOMHO
3TNOJ10IrMn

Il aTan
BblaeneHune

13 BCeW rpynnebl
HEXPOMOCOMHbIX
NnopoKoB

1 CUHOPOMOB
ceMeliHbIX

1N HeceMeliHbIX
thopm

Mopokn
HEesACHOro
reHesa

IV atan
YCTaHOB/1IEHME BCeEX
ATNONTOTNYECKNX
rpynn nopokos

MY/IbTU PAKTOPUASTLHOMO  ¢hopMbl NMOPOKOB
NPOVCXOXAEHMNS
2/3 Bcex nC BIMNP

C BonbHou ¢ BIP )

3

MnC nopoku MBIP

nC nopoku
+ BbICOKMIi YPOBEHb
cTurmaTusaumm,
npeHatasnibHas

|

|

|

| runotpocpmsa  \

|

I AKapuonoruyeckuii aHanms”
'z

HexpomMocoMHble

CUHAPOMbI M NOPOKU XPOMOCOMHbIE CUHAPOMbI

("CeHeanornyeckuii aHann3

HeceMmeliHble (hopMbl
NOpOKOB

ceMeliHble OpPMbl
NnopokoB

(B TOM uncne yactb
Hac/1eCTBEHHbIX CUHOPOMOB
MBIP, rnaBHbIM 06pa3om

aHann3 MyTareHHbIX 1
TepaToreHHbIX (pakTopoB:

ayTOCOMHO-IOMUHAHTHOTO, npodpeccuoHabHo-
pexe ayTOCOMHO-peL,ec- Npov3BOACTBEHHbIE
CMBHOIO HacnefoBaHus) "BpegHocTn",

akyLiepckuii aHamHe3
mMarepu u T.4.

\"

HacnepactBeHHble
hopMbl MOPOKOB,
B TOM uucne
CBSi3aHHbIe C
BHOBb BO3HMWKLLINMM

NOPOKU HacnepacrtseHHble

(UnC BIP,
0o 5% Bcex MBIP)

MyTaumsamm
\
nC BIP B MOHOr€HHble
pesynbTare BHOBb CUHOPOMbI
BO3HUKLUNX MyTaLmnin MBIP

(15-17% BCex
MnC nopokos)

Puc. 27. ANropuTM AMArHOCTUKA MOPOKOB pasBuTuUsS y aeTeil
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nee MHopMaTUBHbIX NPU3HAKOB; 2) BblaeneHne 13 obLiero yncna cMHapo-
MOB rpynn ¢ 6/IM3KOM K/IMHUYECKON CMMMNTOMATUKOW, Tak Ha3blBaeMbIX CO-
o6uwecTB; 3) ngeHTndurkayuma cuHapoma.

Ba3oBble faHHble KOMMBLITEPHON MporpaMMbl AUArHOCTUKA CUHAPOMOB
BMNP [0/MKHbI BKNKOYaTb BO3MOXHO 60/IbLUEE YMC/IO CEMUOTUYECKUX Npu-
3HaKOB CO CTOPOHbI BCEX OPraHoB U CUCTEM.

ANropuTMbl pacno3HaBaHnsA CYHAPOMOB XOPOLUO OMuCaHbl B fiutepary-
pe (Nastok .. n gp., 1983; AHTOHeHkO B.I'. u gp., 1991). Ha nx ocHoBe
co3faH psag guarHocTuieckux cuctem — «CuHgpom» (Benapycb), «Ano-
reH» (Poccuiickasa degepaums), 3a pyoexom ansa atux Leneit ncnonib3yoT-
CcA Takume cucTtembl, Kak cpaHuysckas TEHOWAI, aBcTpanuviickas
M.0.C.C.Y.M., JloHaoHckasa 6a3a AaHHbIX 1 HEKOTopble ap.

BmecTe ¢ Tem, Aaxe npu COBPEMEHHbIX MeToAax AWarHoCTUKA HO30J10-
rMYecknii gnarHos ygaeTcs yCTaHOBUTb NMpUMeEPHO B 70-75% criydyaeB MHO-
XXECTBEHHbIX MOPOKOB passBuTusA. OCTaslbHble Crlydyan OLLeHUBAKTCA Kak
«HeKMaccnuumMpoBaHHbIe KOMMEKCbI». YacTb 3TUX KOMMIEKCOB Mpepg-
cTaBnsieT coboii cnyyaliHble coveTaHus ABYX-TPeX BPOXAEHHbIX MOPOKOB y
OAHOro 60sibHOr0. BmecTe ¢ Tem, 06WNIA yAENbHbIA BEC TakMX CrlyvalHbIX
coueTaHuii Ha BCKO Tpynny HeknaccnuUUpPOBaHHbLIX KOMIM/IEKCOB COCTaB-
naet 10-11%, T1.e. noutn 90% coueTaHuii ABNSAIOTCA He C/ydailHbIMM, a
npeacTaBNsAlT cob60i HOBblE, HE BblAENEHHbIE MOKa B CAMOCTOSATE/IbHbIE
Ho30s10rM4eckme opMbl, CUHAPOMbI, CTEPTbIE MPOSB/EHUSA WU3BECTHbIX
CUHOPOMOB, KOMMJIEKCbI «BTOPUYHO-MHOXECTBEHHbIX» MOPOKOB pPa3BUTUSA
v op.

B 3TOM OTHOLWIEHUN NEPCMNEKTUBHBIM SAB/ISETCA BblAe/IEHNE HOBbIX CUH-
ApomoB MBIIP B faHHOW KaTeropum 60MbHbIX.



MABA TPETbA

PACIMPOCTPAHEHHOCTb
BPOXAEHHbLIX NMOPOKOB PA3BUTUA
Y OETE/ PA3NIMYHOIO BO3PACTA

Mpexae BCEro HECKOMbKO CMOB cieAyeT ckas3aTb 0 TEPMUHOMOMMK, Tak
KaK BaXHbIM MOMEHTOM MNPV XapakTepUCTUKE, OnMcaHuM n aHaamuse 3abo-
NeBaeMocCTn ABsieTCA nNpasBu/ibHOE NPUMEHeHWe TEPMUHOB U UX OAMHAKO-
BOE MOHUMaHWe, 4YTO AenaeT HeobXoAMMbIM OrOBOPUTL UX YNOTpe6IeHne.

Hapsiny ¢ TepMYHOM pacnpoCcTpaHEeHHOCTb B Halleil paboTe UCnosib-
3yeTcsl Kak CUHOHUM TepMUH dyacTtoTa. Ob6a 3Tn TepMrHa 0603HavaroT Co-
OTHOLUEHME 4YMC/ia NOPaKeHHbIX NuL B obcriegyemMoli rpynne K obuiemy
yncay nNuu B rpynne, BblpakKeHHoe B npoueHTax (%) wnu npomusnie (%o)
(CnyuyaHko W. C., LiepkoBHbiin . ®., 1983; Hook E., 1982).

BmecTte ¢ Tem, B 60/1€e CTPOromM CMbIC/IEe TEPMUH «4acToTa» noapasy-
MeBaeT 4acTOTy BO3HMKHOBEHUSI 3ab0/ieBaHMS Ha ONpefefieHHol cTagum
OHTOreHe3a, a «pPacnpoCTPaHEHHOCTb» — [0/ NMOPAKEHHbLIX UHAMBWAOB B
n3yyaemoli nonynsuuun, Kotopasi onpefensieTcs BO3pacTtoM NpPOSIBMEHWUIA 1
O/IMTEeNbHOCTbLIO NPOTEKaHNs 3aboneBaHns, a TakKe BbDKMBAEMOCTbIO NO-
paxeHHbIX fvy (Hook E., 1982; Miller J., 1984).

HYACTOTA MNOPOKOB PA3BUTUA
Y HOBOPOXOEHHbLIX JETEU

V3yyeHne pacnpoCcTpaHeHHOCTU BPOXAEHHbIX NOPOKOB pa3BUTUSA MEeTO-
Oundeckn Haubonee ynobHO Ha CTaauu OHTOreHesa «HOBOPOXAEHHbIN pe-
6€eHOK», T. K. No4Tn 100%-HO€e KOMIMYECTBO AETEN «NPOXOAAT» Yepe3 poso-
BCroMoraTtesibHble yUYpexAeHus U Ha MOMEHT pOXAEeHUs noaBepratorcs
06s3aTenbHOMY BpauyebHOMY OCMOTPY, KOTOPbIA W OO/MKEH KOHCTaTUpO-
BaTb Ha/IMuMe WA OTCYTCTBME TeX WU UHbIX aHOMa/INA pPa3BUTUS.

YacToTa BpPOXAEHHbLIX MNOPOKOB Cpean HOBOPOXAEHHbLIX N0 AaHHbIM
BO3, kacatowmmcs 50 - 60-x rogoB (Stevenson A. et al., 1966), coctaBnsiet
1,27% wnn 12,7:1000. Mo gaHHbIM 3apybexHbix nccnegoBanunin (70 — 80-e
rofbl) aTOT NokasaTeNb Konebnercs B AOBOJILHO LUMPOKMX Npegenax u pac-
XOXAEHNA AOCTUTalT MHOroKpaTHbIX pasmepoB: oT 15:1000 n Huxe Ao
50:1000 u Bbiwe. Mo-BUANMOMY, MMEKT 3HAYEHUSA HE TOMLKO reorpadums
n3yyaemblX PeErrMoHOB, COCTOSIHWE 3KOJ0MMK, AemMorpaduyeckme npoLecchl,
HO W YPOBEHb pa3BUTUSA couMasibHOM cpeapl obLiecTBa, cucTeMbl 34pa-
BOOXPaHEHWs U, B YACTHOCTU, MEeANKO-TEHETUUECKOA MOMOLLM HACE/EHNIO.
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Tak, B ANoOHMK, HanpuMmep, HECMOTPSA Ha MpoAosnkaloLlyoca ypbaHusa-
LMo, CTapeHue HaceneHns U CHUKEHNe poX4aeMOoCTu, YacToTa BPOXAeH-
HbIX MOPOKOB Yy HOBOPOXAEHHbIX CHMxaeTcs (Kuroki Y., 1990) u B 3Hauu-
TENbHOW CTEMEHN 3TO 0ObSCHSETCA pa3paboTKoh M OCyLlecTB/IEHUEM
nporpamMm Mo NPodUMakTUKE W JIEYEHNIO BPOXAEHHbLIX aHOManuii (Arima
M., 1988).

Mo gaHHbIM eBponencknx uccnegosatenen (PpaHums, NcnaHus, BeHr-
pusa, lMonbla) YactoTa MOPOKOB PasBUTUSA Y HOBOPOXAEHHbIX AeTeil B
cpegHeM cocTtaBnseT 16-20:1000 (Roth M. et al.,, 1987; Martinez-Frias M.
et al.,, 1990 u gp.), XoTa oxuaaemas UX yacTtoTa 3HauYUTeSNlbHO Bbllle —
60:1000 (Czeizel A., 1989).

ViccnenoBaHus 4acTOTbl MOPOKOB Pa3BUTUSA Y HOBOPOXAEHHbIX AeTel,
npoeefeHHble B ObiBleM CoBeTCKOM CoOlo3e, Takke BbISBWAM LUMPOKME
npegenbl KonebaHWii 3TOro nokasaTtens: OT CPaBHUTESIbHO HU3kux (6,5 -
11,7:1000) (BpyckuH b. P., 1976; EonaH 3. C., 1980) A0 OTHOCUTENILHO
BbICOKMX (60nee 30:1000) (Jlastok I. U., YcoBa tO. W., 1983; TiopuH H. A. n
ap., 1983; WrHateeBa P. K. n gp., 1990). OgHako 60/bLUMHCTBO aBTOPOB
yKa3blBaeT yacTtoTy BIP y HOBOpoOXAeHHbIX AeTel B npegenax 13-23:1000
(ApnayckeHe A. A., 1985; bynaxosa C. A., 1985; JlaBpsiwuvH b. B., 1985;
Hukonaesa W. B., 1986; Maspuntok tO. W. n gp., 1990; Nony6uoB b. B. u
ap., 1990; KyaHgpikoB E. Y., 1990).

AHanuaunpys LnMpokue npegesnsl konebaHuin nokasaresis 4HacToTbl NOPO-
KOB pa3BUTUS Y HOBOPOXAEHHbIX, HEO6X0AMMO OTMETUTL criegytollee. Vc-
cnegoBaHus 60-70-x rogoB BbisiBUIM BIIP y 0,7-1,6% HOBOPOXAEHHbIX
(BpyckuH Bb. P., 1976; Manblwea P. A. n gp., 1983), B 80-x rogax oTme-
yancs 6onee BbiCOKWIi Nokasatesnb — 1,8% n 6onee (Masnbiwesa P. A. u
ap., 1983; bynaxosa C. A., 1985; Hukonaesa W. B., 1986). NMpn saTom gaH-
Hble MTepaTypbl 0 YacToTe BINP y HOBOPOXAEHHbIX KacatoTCs B OCHOBHOM
NPOMbILLNEHHbIX ropogoB (Jlastok .W., Ycoea HO.W., 1983; Manbiwesa P.
A. n gp., 1983; TwopuH H. A. n gp., 1983; Hukonaesa W. B., 1986; NrHaTb-
esa P. K. u gp., 1990; KyaHabikoB E. ¥., 1990), obwepernoHasbHble gaH-
Hble, BK/lOYaloLWwme, Hapsay ¢ NPOMbILWIEHHbIMU rOpoAamu, Takke cesbec-
Kyl0 MECTHOCTb, eguHuyHbl (bpyckuH b. P., 1976; EonsaH 3. C., 1980;
Nastok . U. n gp., 1984; NesaHtok B. @., 1990), a maTeprasioB, Xxapakrepu-
3ylowux yactoTty BIMP oTaenbHO B CefbCKOM MECTHOCTU, B AOCTYNHOW Nn-
TepaTtype He BbISIB/IEHO.

B YkpanHe obwasa pacnpocTpaHeHHOCTb MOPOKOB Pa3BUTUSA Y HOBOPOX-
LEHHbIX MMEET BblpaXEHHble pernoHasibHble oT/mumnsa: 1,9:1000 (TepHo-
none) (Ffonyé6uos b. B. n gp., 1990), 12-19:1000 (/ieBOB) (MaBpwuntok 0. U.
n gp., 1990), 7,7:1000 (Cumdpeponosnb), 11,5:1000 (3anopoxbe),
20,2:1000 (Mapuynonb) (AHTMRNEHKo E. H., KoryT H. H., 1993). Pag aBTO-
POB CKNOHEH O6BACHUTL 3TN OT/IMYUSA Pa3HbIM YPOBHEM 3arpA3HEHUs OKpy-
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24:1000 A

Puc. 28. OuHamuka o6Liei 4acToThl BPOXAEHHbIX MOPOKOB pa3BUTUS
Y HOBOPOX/EHHbIX feTel B YCNOBUAX MPOMBbILLIEHHO Pa3BUTOro
ropoga 3a nepuog 1979-1990 rr.

Xatollel cpefbl B TakMx ropogax, Kak 3anopoxse 1 Mapuynosnb, rae ako-
nornyeckasa o6cTaHoBKa 6/1mM3ka K katacTpodmyeckoii, yactota BIMP, B Tom
yncne N MHOXeCTBEHHbIX MOPOKOB, Bbille, Yem B 6o0siee 61aronpuUATHbIX
pernoHax (AHTUNEeHKo E. H., KoryT H. H., 1993).

HekoTopble aBTOpbI BbISABUAN POCT YacTOTbl BO3HUKHOBEHWS YPOACTB Y
nnoga no AaHHbIM OAHOWN U3 KNUHUK I. KueBa 3a nepuopg 1984-1989 rr. ¢
0,958 A0 2,331%, 4TO O6BACHAETCS UMK 3KOSIOTMYECKO 06CTaHOBKOM Moc-
ne YepHobbinbckoii aBapun (Beptaii B. B., CobuHa /1. B., 1991).

Hamu 6b11M NpoBeAeHbl UccnefoBaHus o6LLelt 4acTOTbl NOPOKOB pas-
BUTUS Y HOBOPOX/AEHHbIX AeTell no martepuvanam poausbHbIX AOMOB T.
Ogpeccol 3a nepuog 1979-1991 rr. Pe3ynbTaTbl UCC/1eA0BaHNA OTPaXKeHbI B
Tabn. 17 u Ha puc. 28. Kak BUAHO U3 3TUX AaHHbIX, Hanbonee HM3Kue noka-
3aTesin yactoTbl BIMP oTmeueHbl B kOHUE 70-X, NepBoi nonosuHe 80-X ro-
[0B, Hanbonee BbiCOkne — B 1986 n 1987 rr. MNprnyem B 3Tn rogpl ob6uias
yacToTa MOPOKOB Yy HOBOPOXAEHHbLIX AeTeil OCTOBEPHO Bbille, Yem 3a
BECb npeablaywnin nepnog HabnwogeHusa (x2 = 26,5; p < 0,001). B 1988-91
T. OTMEYaeTCsl CHWXeHMEe Mo cpaBHeHWMo ¢ 1986-87 IT. 06Lleil 4acToThbl
BINP, koTOpasi BMecTe ¢ TeEM JOCTOBEPHO Bbllle aHaIOrMYHOro nokasaresis
3a nepuopg go 1986 roga (x2 = 4,2; p < 0,05). Takum obpas3om, 3a nocnes-
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SO0T

Pe3ynbTathl
o6cnenoBaHus

YucneHHoCTb
HOBOPOXAEHHbIX

KonunyectBo
BbISIB/IEHHbIX
BMNP

YacTota BI1P

Ta6bnvuya 17

PacnpegeneHue UnC/eHHOCTU HOBOPOXAEHHbLIX AeTeil
N KOMMYEeCTBa BbISIB/IEHHbLIX Y HUX MOPOKOB
Nno oTAeNbHbIM rogam HaGAAeHUs

1979 1980 1981 1982 1983

3628 2863 3106 3065 2805

30 36 42 40 39

8,3 12,6 135 131 139

1984 1985 1986 1987 1988 1989 1990 1991 Bcero

3681 8011 7755 6517 7684 7210 10683 2835 69903

54 129 159 151 150 139 172 46 1187

14,7 16,1 20,5 232 195 193 161 16,2 17,0



Hue 6 f1leT yacToTa NMOPOKOB Pa3BUTKSA Y HOBOPOXAEHHbIX AeTell cocTaBns-
et 19,1 +1,32%0, YTO Takke 3HadyuTes/1IbHO Bblle, yem B 1979-85 rr. —
13,6+0,89%0 (p<0,05).

Pas3nunuHblil ypoBeHb 06LLeil YacTOTbl BPOXAEHHBIX aHOManiAi y HOBO-
POXAEHHbIX, BbISAB/IEHHbIA HaMK B KOHLUe 70-X — Havasie 80-X rofoB 1 Ye-
pe3 10-12 neT, MOXHO 06 BACHUTL YyUdLIeHWeM KayecTBa AUarHOCTUKN No-
POKOB 1 MOBbILEHHbIM BHUMaHMWEM Bpayeil K OaHHOW naTosioruu npu
perucTpauun aHomMannin. ATumMm xe obcToATeNbCTBaMM psf aBTopos (Roth
M. et al., 1987) Takke OOBACHAET NOJIlyYeHHble UMW [aHHble 0 Pa3HOM
YpPOBHE 4acToThbl NMOpokoB B 60-e — 70-e rogbl 1 B 80-x rogax. Mpu atom
HeobxoAMMO OTMETUTb, YTO HallM AaHHble 06 o6ueli yactoTe BIP y HoBO-
pPOXAeHHbIX B npowsibie rogbl (13,6:1000) 61An3kM K AaHHbIM yKa3aHHbIX
Bbile aBTopoB (13,1:1000), a TakkKe K AaHHbIM, MOSTyYEHHbIM TOrga Xe no
nporpamme uccnefosaHns BO3 (12,7:1000) (Stevenson A. et al., 1966).

YacTtoTa NOPOKOB pasBUTUSA Y HOBOPOXAEHHbLIX AeTel . Opeccol, pe-
rmctpypyemasi B nocnegHue rogbl (19,1 +1,32:1000), 3HA4YMNTE/IbHO Bbille
aHanorMyHoOro nokasaresis B Takux ropogax YKkpauHbl, kak Cumdeponosb
(7,7:1000), 3anopoxbe (11,5:1000), J/ibBoB (13-19:1000), TepHOMNosb
(1,9:1000), HO HeckonbKO Hxe, YeM B Mapuynone (20,2:1000) (FaBpustok
0. W. n gp., 1990; Nony6uos b. B. n ap., 1990; AHTuneHko E.H., Koryt H.
H., 1993). O6was yactota BIMP y HOBOpPOXAEHHbIX I. Ogecchbl Takke 3Ha-
YNTE/IbHO Bbllle, YeM B TaKMX KPYMHbIX NPOMbILLIEHHbIX LeHTpax, kak Ce-
MunanatuHck (13,34:1000), KaparanHga (13,8:1000), Maenogap
(14,2:1000), Kemeposo (17,3:1000), Ceeppgniosck (18,8:1000), HO HECKOSb-
KO HWxe, Yem B MuHcke (30:1000), YcTb-KameHoropcke (22,5:1000), Anma-
Ate (20,1:1000) (Nastok I'. L., Ycosa tO. W., 1983; Manbiwesa P. A., [1po3-
posa O. 0., 1983; laBpsAwwuH b. B., 1985; KyaHgbikoB E. Y., 1990).

OTMeueHo, XOTA U CTaTUCTUYECKN HeAOCTOBEpPHOEe, HO C TeHAeHUMel K
cTaTucTmyeckoli 3HaummocTn (X2 = 2,35; p > 0,05), yBennueHue obLueit yac-
TOTbl MOPOKOB Y HOBOPOXAEHHbIX, POAMBLUMXCA B 3MHee Bpems 1989-91
rr. (18:1000) ¢ cOOTBETCTBYHOLMM MMKOM 3a4aTusi B BECEHHUE MeCsiLbl Mo
CpaBHEHMVIO C poAMBLUMMUCA B utone-gekabpe (14,2:1000).

[aHHble nuTepaTypbl 0 CTPYKTYpe MNOPOKOB pa3BUTUS U 0 YACTOTe aHOMa-
Nnii OTAENbHbIX OPraHoB U CUCTEM Y HOBOPOXAEHHbIX BECbMa pPas3/iMyHbI.

B T1abn. 18 npuBegeHbl pe3ynbTaTbl UCCNenoBaHWi, NPOBeAEeHHbIX B
pasHbIX CTpaHax 1 perMoHax Kak B npexHue, Tak u B nocnegHve rogpl. b. P.
BpyckuH (1976) no AaHHbIM aHanM3a mMartepuasioB 3anopoXCcKoro 06s1-
3apasoTtdena 3a 1963-1971 rr., oxsBaTbiBalOWMX 96539 HOBOPOXAEHHbLIX
JeTei, ycTaHOBWU/, YTO BeAyLUMMN MO YacToTe ABASKTCA aHOMaslum ornop-
HO-ABUraTenIbHOro annapata W MHOXECTBEHHbIE MOPOKK.

Mo maTepnanam 6e3BbLIGOPOYHOrO aHasM3a OOHOr0 M3 CTauMoHapoB
MockBbl gns geteii nepsBbix mecsueB Xnsuu (TopuH H. A n gp., 1983)
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Tabnuua 18

YacToTa BIP y HOBOPOXAEHHbIX AeTell B pas/IMuHbIX ropogax MU cTpaHax
(conocTaBfieHMe COGCTBEHHbIX AAaHHbIX C AaHHbIMU UTepaTypbl)

3anopoxbe Mocksa. CBepanosck, Kemeposo. dpaHums, Ogpecca.
n 3anopoxckasa 1975-1981 rr. 1981 r. 1975-1982 rr. pernoH 1979-1991 rr.
obnactb, 1963- 0=3390 n=5000 n=52852 Bas-Rhio n=69903
BrP 1971 rr. (Tropun HA.  (Manbiwesa P.A (Bynaxosa C.A n=66068 (MwunkoB W.I.),
n=96539 n ap.. 1983) [Aposgosa 0.0. 1985} (Roth M.
(BpyckuH B.P.. 1983) et al.. 1987) 1992)
1976}
O6uwan yactoTta BIP. %0 14,1 56,0 10,6 21,04 16.0 17.0
' B TOM uucne:
Mopokun:
OMNopHoO-ABUraTesIbHoro
annapara. % 69,3 11 17,5 44.3 28,0 24,4
cepAeyvHo-cocyancTomn
cucTtembl. % 4,7 15,0 21,7 14.2 33.9 18,3
nepegHein 6proLLHOM
cTeHkn un XXKT. % 7.2 49,0 6,6 7.64 6.9 121
LeHTpasIbHOW
HepBHOW cuctemsbl, % 5,6 0.5 14,2 8.99 _ 12,6
MHOXeCTBeHHble, Bcero. % 7,9 — 18,9 12.67 9.1 15,9
B TOM 4ucne
6onesHb JayHa. % 6.5 1,03 9.4 7.5
MIC. % 6.3 1,03 7,5 4.13 125 5.2
PrH, % — 21 4,7 5,3 8,2 2.3



A b B

YCNoBHblIE 0603HAYEHUS:

— ccc — MBIMP
/ 7/ 7/
s s s — LHC — [Mpoune

Puc. 29. CTpykTypa BMP y HOBOpOXAEHHbIX (A), aeTeit rpyaHoro (B)
n 6onee ctapwero (B) Bo3pacTa

CTpykTypa BIP nHasA: Okos10 NOM0OBUHLI COCTaB/AT aHOManuu nepeaHen
OPIOLLIHON CTEHKM W XenyaouYHO-KMLLIEYHOro TpakTa, creayowasi no Besnu-
yYnHe rpynna — BPOXAEHHbIE MOPOKU cepALa W KPYMHbIX COCYAOoB.

WccneposaHms P. A. Manbiwesoii, O. O. Apo3gosoin (1983) n C. A. by-
naxoBoii (1985), kacawowmecs CsepafioBcka W KemepoBo, BbISIBUIM, UTO
BeAyLiMe no YyactoTe — MOPOKU OMOPHO-ABUraTesibHOro annapara u cep-
[E4YHO-COCYAUCTON CUCTEMBI.

3T OBe CUCTEMbI Takke SBAAITCA BeayLMMU cpeau MOPOKOB pasBu-
TMS Y HOBOPOXXAEHHbIX MO AaHHbIM ddpaHLy3ckoro pernctpa (Roth M. etal.,
1987).

Pe3ynbTaTbl HalMX COBCTBEHHbLIX UCCNeAO0BaHUA CTPYKTYPbl MOPOKOB
pasBUTUS W 4acTOTbl aHOMaJ/IMI OTAE bHbIX OPraHoOB Y CUCTEM Y HOBOPOX-
OEHHbIX B YC/I0BUSX MPOMbILWIEHHO pa3sBuToro ropoga (r. Ogecca) npeg-
CcTaB/ieHbl COOTBETCTBEHHO Ha puc. 29 u B Tabn. 19. MNoutn 4eTBEPTYIO
YacTb BCEX BPOXAEHHbIX aHOMa/IMn COCTaB/IAKT NOPOKU PasBUTUS OMop-
HO-ABWraTesibHOro annapara, okosnio 1/5 — cepAevHO-CocyaucToli cucte-
Mbl, CBblle 15% — MHOXeCTBeHHble aHoMann. Janee no yactote cneay-
0T NOPOKN Pa3BUTUA NepeaHeli GPIOLWLHON CTEHKN U XesyA04HO-KULLIEYHOro
TpakTa, aHoManun LIHC u moyenonoBoii cuctembl. Hanbonee HU3kuii
nokasartesib YacTOTbl N30/IMPOBAHHbIX U CUCTEMHbIX NMOPOKOB Pa3BUTUSA 06-
LLlero NokpoBa W opraHa 3peHus.
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Ta6nnya 19

YacToTa OTAesbHbIX FPynn MOPOKOB Y HOBOPOXAEHHLIX AeTeii
B YC/IOBUSIX MPOMBbILWIEHHO pPa3BUTOro ropoga

Fpynnel BIP Konuyectso YacTtoTa

ab6e. % abc. %0
BMP LHC 149 12,6 1. 469 2,14
AHOomManusa
opraHa 3peHus 16 1,3 1:4369 0,23
AHOManus nvua, yxa,
weu 35 3,0 1:1997 0,50
AHOMannsa obuero
rnokposa 27 2,3 1:2589 0,39
BMNP OOA 290 24,4 1. 241 4,15
BMP CCC 217 18,3 1: 323 3,10
BIP BepxHero
oTaena nuuiesapu-
TeNbHOl cuUcTeMbl 20 1,7 1:3495 0,29
BMP >KKT 123 10,4 1: 568 1,76
AHOManuun nepegHeii
OPIOLLHOWN CTEeHKM 30 2,5 1:2330 0,43
BMNP AC 16 1,3 1:4369 0,23
AHOManuu nosoBoii
cucTeMbl 43 3,6 1:1626 0,62
AHOManIMnm MoyeBol
cUCTeMbI 19 1,6 1:3679 0,27
MBMP 189 15,9 1: 370 2,7
MNpoune 13 1,1 1:5153 0,19
Bcero: 1187 100,0 1:59 17,0

B Ta6n. 20 npuBefeHbl NOSTyYeHHble HaMU faHHble 0 YacToTe oTheslb-
HbIX (DOPM MOPOKOB Pa3BUTUS Y HOBOPOXAEHHBIX B YC/IOBUSIX NPOMbILLIIEH-
HO Pa3BUTOrO ropoja, BKoUas rpynny «MOAE bHbIX» MOPOKOB, OLWWGKA B
[NarHoCTMKe KOTOPbIX NMPY POXAEHNM He NpeBbiwaoT 10% (aHaHuedanus,
CMMHHOMO3roBasi rpbika, paclieninHa rybbl n Heba, NoMMAAKTUINS, peaykK-
LIMOHHbIE MOPOKU KOHEYHOCTEeM, aTpe3ns nuieBoaa w/nmnm TpaxeobpoHXU-
aNbHbIi CBULL, aHopeKTaslbHble aTpesuu, runocnagusi, 60ne3Hb JayHa,
MHOXX€eCTBEHHbIE MOPOKU PasBUTKS).
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Tabnuua 20

YacToTa HEeKOTOpbIX OTAesfIbHbIX BUOOB M30J/IMPOBaHHbIX
N CUCTEMHbIX aHOMani pasBUTNA 'y HOBOPOXAOEHHbIX ,quel‘/'l
B yC/10BNAX MPOMbIWJIEHHO pPa3BUTOro ropoga

YacToTa
JaHHble
BrpP (cobCTBEHHbIE AaHHbIE)
nutepaTtypsbl
abe. %0

AH3HUedhanms 1: 3884 0,26 1,0
BpoxgeHHasa rungpouedanus 1: 736 1,36 0,5”
Mukpouedanusa 1:4506 0,22 0,2’
YepenHo-mMmo3rosasi rpbbka 1:13518 0,07 0,08
CrnMHHOMO3roBsas rpbbka 1: 2589 0,39 0,547
AHOpTaibMUA 1:13518 0,07 —
Pacuwienuna ryboel n/wunun Heba 1: 2497 0,40 1.0
BpoXAEHHbIA NXTNO3 1:34952 0,03 0,02
BynnesHbiii anugepmonns 1:13518 0,07 0,02
BpoxaeHHasa kpusolues 1: 2253 0,44 —
MonunaaxkTunua 1: 3005 0,33 ©,30-1,59
BpoxxaeHHbIli BbiBUX Geapa 1: 845 1,18 20~
BpoxaeHHas KoconanocTb 1: 901 1,11 507
AHOManIMn cton 1: 4506 0,22
PenyKunmoHHbIE NMOPOKN KOHEYHOCTEN 1: 2056 0,49 0,3-0,7 7
JekcTpokapana 1:10683 0,09 0,29
ATpe3usa nuwesoga u/nnum
TpaxeobpoHXUaslbHbIN CBULL, 1:23301 0,04 0,3
AnadparmanbHas rpbbka 1:4506 0,22 0,43 7
Pa3nnyHble BapuaHTbl aTpe3nun 1: 2704 0,37 —
XKKT, ucknioyaa atpesvun nuuesoaa,
NPSAMON KULLKN W/unu aHyca
ATpe3nn xen4eBbIBOAALLNX NyTeW 1:13518 0,07 —
AHOpeKTaslbHble aTpe3nn 1:34952 0,03 0,2-0,6
ATpe3usa nepegHeli GPHOLLHOW 1: 6909 0,14 —
CTEHKWN C 3BEeHTpaumen KuevyHunka
VIckpvBnieHne HOCOBbIX Neperopoaok 1:10384 0,10 —
ATpesunsa xoaH 1: 6769 0,15 —
MonnkncTos noyek 1: 5182 0,19 —
fvnocnagusa 1: 7767 0,13 —
repmadpogmTnam 1: 6759 0,15 0,17

* (Kosnosa C.W. u ap., 1987); ** (Hea3sbBeab M.K., 1970);
*** (Nastok .. n gp., 1991); **** (Sever L. et al., 1982).
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Tabnuua 21

CpaBHUTeSIbHbIE AaHHble 0 4YacToTe U CTPYKType OTAesSibHbIX
cdopm BIMP y HOBOPOXAEHHbIX AeTeil NPOMbILWIEHHO Pa3BUTOrO
ropoga 3a nepuog 1979-1990 rr.

BIP

AH3HUedanns
CMIr

rvapouedanus

Mpouve aHomannun
HepBHOVI CUCTEMDI

Bcero BIMP LHC

AHOMaIUN opraHa
3peHus

PrH

[pyrve aHomanuu
nmua, yxa, Leu

AHOManuu ooéuiero
nokposa

BMP OJA
BIP ccc

BINP nepepHeii
OpIOLLHOWN CTEHKM
n XXKT

BMP AC
BMP MMC

MBIMP
B TOM unucne
6one3Hb JayHa

MNpoune

Bcero

YacTota BIP

nepuog
1979-1988 rr.
n =49175
a6c. ‘ % | %0
17 0,35
23 — 0,47
77 — 1,57
6 — 0,12
123 14,8 2,50
8 1,0 0,16
15 18 0,32
3 0,4 0,06
14 1,7 0,28
211 25,4 4,29
148 17,8 3,01
131 15,8 2,66
11 1,3 0,22
32 3,9 0,65
129 155 2,62
72 8,7 1,46
5 0,6 0,10
830 100,0 16,8

nepuog,
1989-1990 rr.
n = 20728
abe. | % ‘ %0
1 — 0,05
4 — 0,19
18 — 0,87
3 — 0,14
26 7,3 1,25
5 1,4 0,24
13 36 0,63
4 1,1 0,19
14 4,0 0,68
79 22,1 381
69 19,3 3,33
41 11,5 1,98
5 1,4 0,24
30 8,4 1,44
60 16,8 2,89
17 — 0,82
11 3,1 0,53
357 100,0 17,2

X2

4,95
2,84

5,25
0,26

10,5
0,44

4,38
2,45

6,32

0,84
0,55
2,79

0,03
11,3
0,41

4,76
14,61
0,11

<0,05
>0,05

<0,05
>0,1

<0,002
>0,1

<0,05
>0,05

<0,05

>0,1
>0,1
>0,05

>0,1
<0,001
>0,1

<0,05
<0,001

>0,1

CnepyeT OTMETUTb, YTO 3a MOC/feAHVe oAbl NPOU3OLLIN ONpeaeseH-
Hble U3MEHEHUSI HE TOJIbKO MoKasaTens 06Leil YacToTbl MOPOKOB Y HOBO-
POXAEHHBIX, 0 YeM ObISI0 CKa3aHO BhbIlle, HO U CTPYKTypbl BIP, a Takke
4acToTbl OTAENbHbLIX BUAOB aHOManuii (Tabn. 21). Tak, MPOM30LLI0 CHMXKe-
HMe YPOBHS Kak obLieli YyacToTbl NopokoB LIHC, Tak u oTAesibHbIX Hanbo-
Nlee pacnpocTpaHeHHbIX hopM aHoManuii (aH3aHuedanuii, CNMMHHOMO3ro-
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BbIX FPbDK, BPOXAEHHbIX rugpouedanunii). Mo-suanMomy, 3T0 CHUXEHUE
MOXET ObITb 06YC/NOB/IEHO LUMPOKUM BHEAPEHMEM B Noc/efHUe rodbl Mmac-
COBOr0 aHTEHaTa/IbHOr0 CKPUHUHIa Ha MopoKU pasBUTWUA y M104a U B nep-
BYIO oyepeb TeX MOPOKOB, KOTOPble Hanbosnee 4YeTko u 6e30WnboYHO K-
arHoCTUPYIOTCA BO BHYTPUYTPOOGHOM nepuoge (rngpouedanus,
aHaHuedganua) (MuHakos W. ., 1992; Stone D. et al., 1988).

Ob6paujaeT Ha cebsi BHMMaHMe POCT 4YacTOTbl pacliesimH ryébl n/unm
Heba — reTeporeHHOro Nopoka, BK/IOYAOLLLEro Kak NopoKn ¢ My/bTudak-
TOpUaNbHbIM,«TaKk U C MOHOTE€HHbIM TUMOM HacnefoBaHus. lMpuuem pag
aBTopoB cumtaeT (McDonald A., 1988; Susanszky E., 1989), uTo yactoTta
3TUX NMOPOKOB MOXET 6bITb 06YCMNOBEHa LUMPOKUM MPUMEHEHNEM SO0XU-
MUKaTOB ¥ MEeCcTULMAOB B CE/IbCKOXO3ANCTBEHHOM MPOM3BOACTBE U COOT-
BETCTBEHHO MEeCTULMAHOW Harpy3koi B NMpoAyKTax MuUTaHus, a Takke 3a-
rpsA3HeHMeM aTMoc)epHOro Bo3ayxa Mbi/blo.

Mponsowno Takke AOCTOBEPHOE YBE/IMYEHUE YacTOTbl BPOXAEHHbIX
NMOPOKOB MOYENOsI0BOA CUCTEMbI 1 aHOMasIMiA 06LLEro NOKpPoBa.

CTaTuCcTNYeckn 3Ha4YMMbIX WU3MEHEHWI B YacToTax ApPYrnx aHoOMasuvii
nnua, NOpPoKOB OPraHoB 3PEHUs, Cnyxa, ONOpPHO-ABUraTesibHOro annapara,
BPOXAEHHbIX NMOPOKOB CepAua, a TakkKe MHOXECTBEHHbIX NMOPOKOB pa3Bu-
TUS He oTMe4vaeTcs. BmecTe ¢ Tem, JOCTOBEPHO CHU3WIACh YacTOTa Takoi
BeAyLLEen XpOMOCOMHOI aHOMasIMM Kak 6one3Hb [ayHa (c 1 cnyyas Ha 683
poxaernns go 1:1219). Mpu 3TOM HEO6XOANMO OTMETUTb, YTO CHWKEHUE
4YacToTbl ATOMO0 CMHAPOMA OTMEeYaeTcss MHOrMMU KUccnefoBaTesisiMy Kak B
Halueli cTpaHe, Tak 1 3a pybexom (Slaswok . U., lypbe W. B., 1982; Mulca-
hy M., 1979), xota B LUBeunn, Hanpumep, PErnMCTPUPYeETCA POCT Y4acTOTbl
6ones3Hn [ayHa, He CBA3aHHbIA C yBesiMyeHWeM Bo3pacTa Matepel wunu
ynydwennem guarHoctukn (Isllius L., Lindsten J., 1986).

3aBeplLUas xapaKTepucTuKy 06Leli YacTOTbl NOPOKOB Pa3BUTUSA Y HOBO-
POXAEHHbIX AeTell B NPOMbILL/IEHHO pa3BUTbIX ropofax, HeobxoaMmMo OT-
MEeTWUTb, YTO, KakK Nnokasasiv NpoBefeHHble HaMu uccnegoBaHus, cpean He-
[OOHOLLIEHHbIX AeTell YacToTa BPOXAEHHbIX aHOMaNuin B 3 pasa Bbllle, YeM
cpeay AOHOLIEHHbIX — COOTBETCTBEHHO 33,2 Ha 1000 poxaeHuii n 10,9 Ha
1000 (p<0,01). Mpryem y He[OHOLUEHHbLIX HOBOPOXAEHHbIX Yalie Habnto-
Janncb Tsaxenble hopMbl MOPOKOB pa3BuTusa: aHomanmu LUIHC, atpesus
pasnuyHbix oTgenos XXKT, MHOXeCTBEHHblE NMOPOKW. Bce aTo cBuaeTesb-
CTBYET O BO3MOXHOI B3aMMOCBS3M HEBbIHALLMBAEMOCTU 6EPEMEHHOCTM C
hopMUpoBaHMEM MOPOKOB pa3BUTUA Y N10A4a, Ha YTO yKasblBaeTcsa U opy-
rmmun nccnegosatenamm (Manbiwesa P. A., Apo3gosa O. O., 1983; TiopyH
H. A. n gp., 1983; Aubik I'. B. n ap., 1987).
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UACTOTA MOPOKOB PA3BUTUSA
Y AETEN MPYHOIO, AOLUKONBLHOroO

N LKOJIbHOIo BO3PACTOB

ViccnepoBaHua 4acToOThl U CTPYKTYPbl BPOXAEHHbLIX MOPOKOB pas3BUTUSA
y AeTeli NepBOro roAa Xu3Hu nNpoBefeHbl Hamy No maTepuaniam 3-x geTc-
KMX NONUKNMHUK 1. Ogeccol 3a nepuog 1987-1990 rr. Bcero 6bi10 06¢nepo-
BaHO 14310 geteli rpyaHoro sospacTta. py 3TOM 6b1710 AMArHOCTUPOBAHO
556 cnyyaeB pasnunyHbiX dopm BIP. MNMoka3saTesib 06Lell 4acToTbl NOPO-
KOB y AeTen rpygHoro Bo3pacta coctasun 39,9 + 9,7 Ha 1000, yto 6onee
yeM B 2 pasa MnpeBblllaeT aHaNOrMMYHbIA nokasateslb Y HOBOPOXAEHHbIX
(p<0,05). Takoe yBenuueHne 4YacTtoTbl BIP B rpyaHoM BOo3pacTe, No-BUMAW-.
MOMY, OOBACHSAETCS Jlyulleil BbISB/ISEMOCTbIO NMOPOKOB B 3TOM BO3pacT-
HOM nepuofe B CBA3M C PaCLUMPSAOWNMUCA OUArHOCTUYECKMMWN BO3MOX-
HOCTAMU (MPUMEHEHNE WMHCTPYMEHTasIbHbIX MEeTOAO0B ANS BbISBMEHUSA
«BHYTPEHHUX» NMOPOKOB U pAL APYIuxX).

YacTtoTa n cTpyktypa BIP y geteii rpygHOro Bospacta npefcTtaB/ieHa
Ha gnarpamme (puc. 29) n B Tabn. 22. Kak BUAHO M3 3TUX Matepuasios,
CTpyKTypa BI1P B rpyAHOM BO3pacTe Mo CpaBHEHUIO C NepUoAOM HOBOPOX-
LeHHoe™ cyulecTBEHHO MeHsieTcA. Begywimmu no yactote CTaHOBATCA
aHoManiMn nepenHeil 6prowHoi cTeHkn n XXKT, cocTaBnsis 4yeTBepTyHO
4yacTb BCeX MOPOKOB pa3BuUTUA, 3aTem cregytoT nopokn OJA u CCC.
YpaenbHblli Bec aHomanuii LLHC n ocobeHHo MBIP B rpygHom Bo3pacTte
CHmXaeTcs. [pyu 3TOM MoYTKM B NOJITOPA pasa NOBbIWAETCHA B CTPYKType
BIP ygenbHbIli BEC aHOMasIMii MOYENOsI0BOM CUCTEMBDI.

YcTaHOBNEHHbIE N3MeHeHUs CTPYKTypbl BIP y aeTeli rpyaHOro Bospacrta
Mo CpaBHEHWIO C HOBOPOXAEHHbLIMM CBA3aHbI, N0 HaLleMy MHEHWUIO, C PAAOM
obcTosATensCcTB. lMpexae BCero, ¢ MOBbILEHNEM BbIsSIBNSeMoe™ BpOXAeH-
HbIX aHOMasIMil Kak Npu yriy6neHHoOM KavHM4YeckoM obcnefoBaHny U UHa-
MUYeckoMm BpayebHOM HabnaeHWn, Tak U B CBA3W C UCMO/b30BaHMEM [0-
NOSIHUTE/IbHBLIX MEeTOoA0oB obcnefoBaHUs —  peHTreHorpadguu,
3N1eKTPOPM3N0N0rMYeCKUX METOLOB U OCOBEHHO Y/bTPAa3BYKOBOroO Uccieso-
BaHus (3x0-KIM, HelipocoHorpaduns, aXockonusa nodvek u 1. 4.). 06 ncnonb3o-
BaHWW 3TUX METOAOB UCC/ef0BaHUA AN OUArHOCTUKN BPOXAEHHbIX aHOMa-
nnii Npu MaccoBbIX 06ceaoBaHUAX, B YACTHOCTU MOYEBOM CUCTEMbI Y
[eTei paHHero Bo3pacTa, 60nee Nogpo6HO 6bISI0 CKa3aHo Bbile (2 r1asa).

Jpyrum BaxHbIM (pakTOpPOM, Ha Halwl B3rNAs4, U3MEHEHUs CTPYKTYpbI
BIP B rpygHoM BO3pacTe ABMAIOTCA €CTECTBEHHble 3/IMMUHAUVOHHBIE
npouecchbl Npu Takux TsHKeNbiX hopmax NopokoB pa3sutus, kak MBIIP,
KpuTuyeckne BINC, gekomneHcupoBaHHble aHomanuu LIHC, KomM6uHupo-
BaHHble nopokun XXKT, CMEepPTHOCTb NP KOTOPbIX AaXe NpY COBPEMEHHbIX
MeTo4ax /ieyeHusi, He roBops 0 TO MpakTuke, Korga OTCYTCTBYeT XUpypru-
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Tabnvuya 22

CtpykTypa BIP n yactoTa oTAaesibHbiX (hOpM MNOPOKOB

y AeTeii rpygHoro Bo3pacTa

B yCnoBuAxX npomMmbILIJIEHHOIo ropoaa

BrpP

BIMP nepepgHeli GPIOLIHON CTEHKM

n XKKT

B TOM u4uUcne:
aHoMasiM nuviesosa
NUI0pPOCTEHO3
Op. NOPOKW Xenyaka
1 TOHKOTO KULUEeYHMKa

NOPOKM TOJICTOrO KMLLEYHMKA

NyNoYHbIE TPbDKU

naxoBble TPbhKN

Apyrue rpbbku

npoyve BIP XXKT

BMNP OJA

B TOM uuUcne:
axoHgponnasus
MeTacdhmsapHble xoHApoaucnaasumn
BPOXAEHHbIA BbIBUX Geapa
apTporpunos
nonMaakTnAns
pPeayKUMOHHbIE NOPOKM
KOHeYHocTel
BPOXAEHHas KOoco/anocTb
npoyve BI1P OOA
HeCOBEpPLUEHHbI OCTeoreHes

BINP ccc

B TOM uucne:
AOMXKM
NMOPOKN «CUHEro» Tuna
npoyne BIIC

BMNP MMC

BMP LIHC

MBIMP

Mpouune BIP

Bcero

114

A6C. uncno

138

67
19

20
116

22
26

98

41

48
52
45
38
69

556

%

24,8

20,9

17,6

9,4
8,1
6,8
12,4

100,0

YacToTa, %o

9,64

0,21
0,56

0,35
0,42
4,68
1,33
0,62
1,40
8,11

0,07
0,14
4,12
0,14
0,14

0,07
1,54
1,82
0,07
6,85

2,87
0,63
3,35
3,63
3,14
2,7
4,82

39,0



yeckasl KOppekLus NopoKoB, OCTaeTCs Mo AaHHbIM MWPOBOW fiMTepatypbl
CpaBHUTENLHO BbICOKOI (BypakoBckuii B. W., Anekcu-Mecxuwsunm B. B.,
1986; BopobbeB A. M., 1987; Kurzenne J. et al., 1988; Noack L., 1988;
Oberhaensli |. eta!., 1989).

OTMeuYeHHble Bbiwe hakTopbl, N0 HallemMy MHEeHWo, onpeenstoT xa-
pakTep M3MeHeHUs 06LLeil YacToTbl U CTPYKTYPbl NOPOKOB pPasBUTUS Y
rPY4HbIX AeTeil N0 CPaBHEHUIO C HOBOPOXAEHHbLIMMU.

Mporpamma n3yyeHnst 4YacToTbl U CTPYKTYpbl BIMP y aeTei AOLIKOMbHO-
O W LWKOJIbHOTO BO3PAaCTOB OCYLLECTB/IEHA HAaMUW B 2-X OETCKUX MOJIUKITUHU-
kax r. Opgeccbl. AHann3 nposefeH no matepunasiam 1987-1988 rr. Bcero
6bl NpoaHaIM3MpoBaHbl UCTopUKN passBuTua 104243 peteli, B TOM uucne
44320 peTeli AowWwKoNbLHOro Bo3pacTa 1 59923 geTeit WKOMBHOrO Bo3pacTa.

Kak nokasanu Hawwu uccnegosaHus, obuwas vactota BMP y geteii go-
LLUKONBHOrO BO3pacTa (BK/IYasA W MNaflnii BO3pacT) perucTpupyeTcs Ha
ypoBHe 10,1+3,10 Ha 1000, 4TO 3HAYUTE/IBHO HWXe, YeM B IpyAHOM BO3-
pacTe (p<0,05).

O6was yactoTa BIP y geTeil WKOMBHOrO BO3pacta Moyt He OT/iMya-
eTcs OT 3TOro nokasatens B NpejLllecTByoLleli BO3pacTHOM rpynne u co-
ctasnseTt 9,2+2,5 Ha 1000 (p>0,1), ogHaKO AOCTOBEPHO HMXE, YEM Y Tpya-
HbIX 1 HOBOPOXJEHHbIX AeTei (p cooTBeTcTBEHHO <0,05 u <0,05).

CTpyKTypa BpOXAEHHbIX NOPOKOB Yy AeTell AOLWKO/IbHOMO U LUKOSIbHOMO
BO3pacToB (puc. 29), oTpaxas MeHSLWMNecs COOTHOLLEHNS TaHaTOreHHbIX
W HeTaHaTOreHHbIX NMOPOKOB B O6LLEM CMEKTpe BPOXAEHHbIX aHOMasuiA, a
Takke Bce 60siee paclIMpAoLWLMEc BO3MOXHOCTU UHCTPYMEHTa/IbHOW Au-
arHOCTUKN «BHYTPEHHWX» BIP u npoBoavMMoe 0340poBfeHne aeTeid, 6na-
rogapsi XMpypruyeckom koppekuun aedekTos, CyLLLeCcTBEeHHO, Kak 6bls1o no-
Ka3aHo Bbllwe, N3MeHsieTcd. Beaywmmn no yactoTe CTaHOBATCA aHOMaIuu
MouYenosioBoii cuctembl — A0 30% oT obuiero uncna BIMP B aTux Bo3pacT-
HbIX rpynnax geteii. 3aTem crefytoT nopokn CCC (25,5%), rpbbku 1 aHo-
Masimm XKKT (21,1%), NpenMyLeCTBEHHO aHOMa/IMKN XXEAYHOro nys3bips,
nopokn OOA (7,1%). Ha gonto npounx BMP npuxogutca 13,7%. YAenbHbIn
Bec nopokos LIHC HeBenuk — 1,8%, MBI1P B yCnoBUAX AETCKUX NOJIUKIIN-
HWK, OCOGEHHO XPOMOCOMHOW 3TUOOTUN, BCTPEYATCA PeaKo.

Takum o6pas3om, obuwias yactota BIMP y geteit B yCNoBUsIX MPOMbILL-
JNIEHHO Pa3BUTOrO ropofa MeHsieTCs B 3aBMCMMOCTW OT BO3pacta obcneny-
emMbix geteil. CTpyKTypa M yacTtoTa oTaefibHbix hopm BIP cBupetesnb-
CTBYET 0 pasHOli po/M TaHATOreHHbIX U HEeTaHaTOreHHbIX MOPOKOB B
pasnnyHble BO3pacTHble nepuoabl AeTCTBa.
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UACTOTA MNOPOKOB PA3BUTNA
Y AETEW, TOCMNMNTANTN3NPOBAHHbIX
B OBLLECOMATUYECKUVE OTAENEHNA

C uenblo N3y4yeHUs ponn BPOXAEHHbLIX MOPOKOB Pa3BUTUS B NaTO/0MMK,
onpegensolleli nokasarenm 3abo1eBaeMoCT U CMEPTHOCTW [eTeil paH-
Hero Bo3pacTta, Hamu 6blM NpoaHaIM3MpPOBaHbl Matepuasbl OTAeNEeHWi
0151 60NbHBIX BO3pacTa 1-ro roga XusHu B 06/1aCTHOM AETCKOM KIMHUYeC-
Ko 6onbHMue 3a nepuog 1987-90 rr. CneunasbHblii 0T60P 60/bHBIX NpK
aHanM3e MatepuasioB He MPOBOAWSICSA, B BbIGOPKY BK/IOYA/IMCb BCE rocnu-
Ta/IM3MpPOBaHHbIE AETHU.

1 rpynny (1330 60MbHbIX) COCTaBUNU AeTW, NepeBefeHHble U3 poao-
BCNomMoraTesibHbIX yupexaeHuii 1. Ogeccol 1 Ofgecckoih o6nactu B oTaene-
HVYe NaToNIornM HOBOPOXAEHHbLIX. B nepBble 7 CYTOK XW3HW B KMHWKY Ne-
pesBegeHo 299 peteir (22,5%), B Bo3pacTte 7-10 cytok — 391 pebeHok
(29,4%), nocne 10-ro gHs *u3Hn — 640 getei (48,1%). Kak BUAHO U3 3TNX
AaHHbIX, 60/blUe NOMOBUHbLI AETel NOCTYNU/IOo B OTAE/IeHNe B Bo3pacTe 40
10 gHen XnsHu.

Cpeau rocnnTanIn3npoBaHHbIX AOHOLEHHbIMU poannuck 1044 pebeHka
(78,5%), HegOHOLIEHHbIMN — 265 aeTeit (19,9%), NnepeHoLleHHbIMN — 21
peb6eHok (1,6%). Cpean HeOOHOLWEHHbIX AeTeil 1-asd cTeneHb HeAOHOLLEH-
HOCTK 6blnla oTMeueHa y 64-x (24,2%), 2-as cteneHb — Yy 116 (43,8%), 3-a
—y 65 (34,5%), 4-9 —y 20 (7,5%).

AHanus cTpykTypbl 3a60neBaHWli Y HOBOPOXAEHHbIX AeTeil, no nosoay
KOTOpbIX OHV MEePEBOAWIVCL U3 POLOBCMOMOraTeslbHbIX YYPEeXAEHUA B OT-
OeneHve natonornn, nokasan cnegywoulee (tabn. 23). Beayuwee mecto (60-
nee 50%) 3aHMMalOT NATO/IONMYECKMEe COCTOSHUSA, CBSA3aHHble C POLOBbIM
aKTOM — pa3/InYHOW CTENEHN HapyLLUEeHNs MO3roBOro KpoBOO6paLLeHus, po-
JoBas TpaBMa, nepuHaTasibHble nopaxeHus LIHC. 3atem no yactoTe cne-
OYI0T FHOMHO-CeNTMYecKMe COCTOSHUSA, BKIOYas BHYTPUYTPOBHOE MH(ULK-
poBaHue n cencuc, gasiee — BPOXAEHHAsA NaTosiorus sierkux (nHeemonartuu,
BHYTPUYTPOOHbIE MHEBMOHMM). YeTBepTOe MECTO B CTPYKTYpe 3aboneBaHuii
Y HOBOPOXAEHHbIX AeTell 3aHUMAK0T BPOXAEHHbIE MOPOKW.

Bcero cpean 60/bHbIX 1 rpynnbl 06HapyxeHo 129 aeteii (9,70%) ¢ pas-
JINYHBIMX BapuaHTamu BPOXAEHHbIX NMOPOKOB. W3 aToro konunuyectsa 95
C/ly4yaeB OTMeYeHbl kak OCHOBHOe 3aboneBaHue, 4To coctaBuno 7,14% no
OTHOLLEHMIO KO BCEM FOCNUTAIN3NPOBAHHbIM U 73,6% NO OTHOLUEHMWIO K
obLiemMy 4ncrny BbISIBMIEHHbIX MOPOKOB pa3sutus. 34 cnydas BIP (26,4%
MO OTHOLUEHUIO K O6LEMY YMC/Y BbISIBIEHHbIX NOPOKOB) OTMEYEHbI B Ku-
HUYECKOM AmarHose Kak COMnyTCTBYHOLULME COCTOSAHUA. Takmm ob6pasom,
CyMMapHasi yactoTa MOpPOKOB PasBUTUA Y FOCMUTa/IU3MPOBAHHbIX HOBO-
poOXAeHHbIX 60siee yeM B 6 pa3 Bbille 06LLEenonyISAUNOHHON — COOTBET-
cTBeHHO 9,70 n 1,57% (x2=502; p<0,0001).
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CTpyKTypa natosiormu

Tabnuua 23

(no ocHOBHOMY 3ab0sieBaHUIO B AnarHos3e)

Yy FTOCNUTa/IN3NPOBAHHbLIX AeTell 1-ro roga >XW3Hu

pynna nartosnorum

PopoBas TpaBma
1 nepuvHatasibHoe
nopaxeHve LIHC
COP 1 BpOXAEHHbIE
NHEBMOHUN
FmnoTtpodoms u 3apepxka
passuTus
Femonuntuyeckasn
6onesHb
HOBOPOXAEHHbIX
IHoliHble 3a6oneBaHus:
BCEro
B TOM 4umcne: cerncuc
BMNP
HacnepcteeHHble
6onesHn obmeHa
NHeKUMOHHbIE 601e3HU
BonesxHn opraHos
ObIXaHusA:
BCEro
B TOM 4uUcrne:

OoPBU

NHEBMOHUA

Mpoune

Bcero

1-asa
abe.

705

131

89

44

135
27
95

39

26
11
86

1330

Fpynna o6cnenoBaHHbIX
2-as

%

53,0

9,9

6,7

3,3

10,2

7.1
0,4

0,1

2,9

6,3
100,0

abe.

96

104
12
84
19

525

376
139
54

872

%

11,0

1,0

11,9

9,6
2,2

0,5

60,1

6,3
100,0

abe.

22

36

26

1589

1025
545
151

1821

3-1a
%

1,2

1,9
0,4

1,4

87,3

8,3
100,0

BpoXOeHHbIE aHOMa/IMN KakK OCHOBHOV MaToMorMyeckuini npouecc y Ho-
BOPOX/AEHHbIX AeTel 6bliM NpeAcTaB/ieHbl, [N1aBHbIM 06pa30M, MHOXEC-
TBEHHbIMW Nopokamu (48 criyyaeB), GOMbLUMHCTBOM MOPOKOB CepAeYHo-
cocygucTtoin cuctembl (15-10 n3 18-Tu), Xesly[0UHO-KMLLEYHOIo TpakTa
(14-t0 13 16-T1) 1 LEHTPaUIbHOWN HEPBHON cuctemsbl (11-t0 13 14-Tn), a TaKke
HEKOTOPbIMY APYTUMW NOPOKaMu pasBuUTUS (MOSIMKMCTO3 NETKNX U T.4.).

Cpeay 34 cnyyaeB BPOXAEHHbIX aHOMa/niA, AMArHOCTUPYEMBbIX Kak Co-
NyTCTBYHOLLIEE COCTOsIHME, Mpeobsiafiasin NMOPOKM OMOPHO-ABUraTe/IbHOro
annapara, rpbbky, paclienuHa rybol Wunm Heba, rmnocnagus, HekoTopble
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BapuaHTbl BPOXAEHHbIX NOPOKOB cepaua 6e3 npM3HakoB HeLoCTaTOYHOCTH
KpoBoOobpalleHus 1 T. 4.

CTpyKTypa 1 yAenbHbI BeCc pasM4yHbIX rpynn BPOXAEHHbLIX MOPOKOB
pasBUTUA Yy rOCNUTa/IM3MPOBaHHbIX 60/bHbLIX BO3pacTta 1-ro rofa Xu3Hu
npeacTaBfeHbl B Tabn. 24.

JomMmuHupyiowein popmoil NOPOKOB pasBUTUSA Cpean rocnuTain3npo-
BaHHbIX TPynn AeTeli ABMsieTCsA rpynna MHOXECTBEHHbIX aHoManuii (puc.
30). B 1abn. 25 npuBOoANTCA HO30/1I0TMYECKUIA CNEeKTP 3TMX nopokoB. Oc-
HOBHbIMW NO 4nucneHHocTn (45,8% oT obLLero KonmyecTBa 3TUX MOPOKOB)
ABMAIOTCA XPOMOCOMHble cuHApoMbl (JayHa, daBapaca, lMatay v gp.).
Mpuyem 60/bLLE NOMOBUHBLI U3 HUX cOCTaBnseT 60ne3Hb JayHa.

15,1%
nyr _HY
BUHC I-C BI1P BO4 TI-C BIIP BO4 I-Cc BIIP
A b B

Puc. 30. YacTtoTa n cTpykTypa BIMP cpeawn geTeli Bo3pacTa 1-To roga
XKU3HU, FOCNUTaIN3NPOBaHHbIX B ObLiecoMaTUyeckme OTAeNeHNs:
A — HoBopoxfeHHble (BLIHC — 6one3Hun LHC, r-c — rHoiiHo-cenTu4eckume);

—peTn | — 3 mec. (BOJ, — 60/71€e3HM OpraHoB AblXaHus);
B — peTn 3—12 mec.
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6TT

cpeav roCnUTa/I3MpPOBaHHbIX AeTell 1-ro roga XusHu

CrtpykTypa BI1P

O6Lee KoONMYecTBo
o6cefoBaHHbIX 60/1bHbIX
BbisiBNeHo Bcero
60nbHbLIX ¢ BIP
N3 Hux:
C MHOXeCTBEHHbIMU
nopokammu
C /30/IMPOBaHHbLIMU
1 CUCTEMHbIMU MOPOKaMMu
B TOM 4uC/le C MOopoKamu:
LIHC
CCC
XKKT
OOA
Mnc
Ac
nepeaHeli GPIOLLIHON CTEHKM
npoyYnmMm

CymMmMapHasa 4yacTtoTta u cTpyktypa BIP

ab6e.

1330

129

48

81

[-A

%

100,0

9,7

3,6

6,1

1,05
1,35
1,20
1,13
0,30
0,60
0,23
0,23

Mpynnbl 06cnefoBaHHbIX AeTei

a6e.

872

132

43

89

26

16
10

22

M-a

%

100,0

15,1

4,9

10,2

0,69
2,98
0,57
1,83
1,15
0,46
2,52

abc

1821

58

18

40

Tabnvuya 24

%

100,0

3,2

1,0

2,2

0,77
0,05
0,33
0,71

0,22
0,11



Tabnuua 25

Ho3onornuyeckas CTPYKTypa MHOXECTBEHHbIX BPOXAEHHbIX
MOPOKOB PasBUTUA Y 60/bHLIX 1-i1 Fpynnbl

pynnsl MBIP Konuyectso
a6e. %

XPOMOCOMHbIE CHOPOMBbI:

HayHa 13 27,1
3paBapaca 4 8,3
MaTtay 3 6,3
Opyrue 2 4,1

MOHOTIEHHbLIE CUHOPOMBbI:
C ayTOCOMHO-AOMNHAHTHbIM

TUNOM HacnegoBaHuA 3 6,3
C ayTOCOMHO-peLecCUBHbIM
TUNOM HacnegoBaHuA 2 4,1
Cc X-cuensieHHbIM
HacneposaHnem 4 —
C HEYTOYHEHHbIM
TUMNOM HacnenoBaHus 3 6,3
HeHnacnepcteeHHble
CUHOPOMBbI 12 25,0
HeknaccudmymposaHHble
KOMIM1EKCbl 6 12,5
Bcero 48 100,0

BTOpoil N0 4MCNEeHHOCTX rpynnoli cpean MHOXECTBEHHbIX aHOMasuii
SABMSKOTCA HeHac/neACTBEHHble cMHAPOMbI (1/4 yacTb 60/bHbIX ¢ MBIP).
Mpy aTom B 5-Tn cnyyasax u3 12-Tv AgMarHocTupoBaHa asikorofibHas amopu-
ogeTonaTus, B 4-x — AgnabeTmyeckas amopuodertonaTus.

MoHoreHHble cuHApoMmbl (16,7% OT 06LLero Yncna MHOXeCTBEHHbIX Mo-
POKOB) 3aHMMAaIOT 3-e MecTO N0 YacToTe cpeaun 3Tux hopM NMOPOKOB, a npe-
o6nagalT B 3TOI rpynne CUHAPOMbI C ayTOCOMHO-AOMUHAHTHLIM TUMOM
HacnegoBaHusA. Tak, Hamy 6blIN ANArHOCTUPOBAaHbI CUHAPOMbI Anepa,
Bunnebamca, aumo-kapaMomennyeckon avcnnasvi. U3 aytocomHo-pe-
LLeCCMBHbIX CUHAPOMOB OblIM ANArHOCTUPOBaHbI CUHAPOM Mekkens u
COFS-c1MHApoM, 13 CUHAPOMOB C HEYTOUYHEHHbIM TUMOM HacnefoBaHUs —
BBB-cuHgpom, cuHapombl MNpagepa-Bunnn v Motrep-1.

Ha 4-om mMecTe no yacTtoTe 6bl/IM HeknaccUULMPOBaHHbIE KOMMIEKChI
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MHOXECTBEHHbIX MOPOKOB, cocTaBuBlne 12,5% oT obuiero yncna 60sib-
HbIX C 3TOVW NaTosormei.

Hosonornyeckas CTpyKTypa M30/IMPOBAHHBLIX U CUCTEMHbIX aHOMaNUA y
roCnUTaIN3NPOBaHHbIX HOBOPOXAEHHbIX OTpaxeHa B Tabn. 26. M3 aTux
mMaTepuanoB BUAHO, YTO NOYTK Y 1/4 yacTn 60/bHbIX BbIABASAIOTCA aHOMa-
IMn cepAeyHo-cocyANCTOlM CMCTEMbI, NPUYeM BeayliMe Cpeam HUX no vac-
TOTe — BPOXAEHHbIE MOPOKM cepAua 1 CocyoB «CUHero» tuna. KnuHuyec-
KW 3TU NOPOKU NPOTEKAT KakK KPUTUYECKMe COCTOSHUA u TpebyloT mep
HEOT/IOXHON N MHTEHCUBHONW Tepanuu. BmecTe ¢ Tem okono 1/3 cnydyaes
BPOXAEHHbIX NOPOKOB CepALa B 3TOM BO3pacTHOM nepuoge nportekaeT 6e3
KTMHNYECKNX NPU3HAKOB HapyLUeHNa KapamoreMoguHaMuKU.

[anee B CTpPyKType M30/IMPOBaHHbIX U CUCTEMHbIX NOPaXKEeHWU cneayoT
MOPOKM XeNyAoUHO-KMLLEeYHOro TpakTta. Cpean HUX npeobnajalowmnmm sB-
NAKTCA TAXKENblE N0 CBOEMY K/IMHNYECKOMY TEYEHUIO 1 MPOrHO3Yy MOPOKH,
Tpebylowme Ans KoppekLumn OBLLMPHBIX XMPYPruyeckux BMeLlaTesnbCcTs, —
pasfiMuHble BapuaHTbl aTtpesvii NuLLEeBapuUTe/IbHOrO TpakTa (NuweBona,
KMLLEYHVKa, Xen4eBbiBOAAWMX NyTei). 3Ta rpynna nopokoB C BbICOKUM
puckom netasibHoro ncxoga. rNopoku XXKT ¢ MEHBLLUMM PUCKOM fieTaslbHOro
nucxoga (xanasus nuuiesoaa, NMIOPOCTEHO3, MOPOKU TONCTOrO KULLIEYHUKa
1 Ap.) COCTaBASAIOT, K COXaNEHNIO, MEHbLUYIO YacTb 3TOW natosornm (OKono
1/5).

Cnegytowieli no yactoTe cpeay M30MPOBaHHBLIX 1 CUCTEMHbIX NOpaxke-
HWI1 ABNsieTCA rpynna aHoOMasiMil ONOPHO-ABUraTesibHOro annapara, NoToM
cnepytoT nopokn LIHC, abixaTesibHOM CUCTEMbI U N 3aTEM — MOPOKM
MOYENOoIoBOM CUCTEMBI, MMELME BHELLHWE NposiB/AeHMs (runocnagus,
3KCTPOhMS MOYEBOTO MNy3bIps). PbDKM N paclienvHbl rybbl 1 Heba BMecTe
COCTaBNAT YyTb 601ee 7% OT 06Lero yncna 60bHbIX C U30/IMPOBAHHbI-
MW U CUCTEMHBLIMU aHOM&/TUSIMW.

KnnHnyeckn nNopokn onopHo-ABuratesibHoro annapara y rocnutainiu-
pOBaHHbIX HOBOPOXAEHHbIX NMPeACTaB/ieHbl, B OCHOBHOM, HETaHATOIEeHHbI-
MW aHOMa/IMAMKN: BPOXAEHHbIM BbIBUXOM 6efpa, BPOXAEHHOW kocona-
NOCTbO, APYTUMU KOCTHbIMU AedopMaumsaMy, a Takke Nonuaaktuaven u
peayKUMOHHbIMU MOPOKamMn KOHEYHOCTER.

Mopokn UHC y rocnutasinavpoBaHHbIX HOBOPOXAEHHbIX KINHUYECKN
NPOABASIOTCA BPOXAEHHON ruapouedanmein, CIMHHOMO3rOBbIMU FpbbKamu
pas/iM4yHON Nnokanusauumun (Yalle B NOSACHNYHO-KPECTLOBOM OTAefne Nno3Bo-
HOYHMKA), MUKpoLedanmen, YepenHo-MO3roBbIMU FPbbKaMu.

Cpefyn NOpoKOB AbIXaTesIbHOW CUCTEMbI Y FOCIUTAIN3NPOBAHHBIX HOBO-
pOXAEHHbIX Npeobnagany aHoMa/IMn BEPXHUX AbIXaTeNbHbIX NyTei u Tpa-
xeobpoHxuansHoro aepesa (5 13 8-mu), B ABYX C/yyasx guarHocTMpoBaHa
rMnonnasus Nerkoro, coyeTawllascsa ¢ gvadgparManbHON rpbhkeid, u B oa-
HOM — MOJIMKNCTO3 NETKNX.
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Ho3onorunyeckasa ctpyktypa U u C BIP

y 60/bHbIX | Fpynnbl
BMP

BrP, CCC, Bcero
B TOM u4ucne:
BIC «cuHero» tuna
BINC c o6orauieHnem masioro kpyra
BIMC 6e3 HapylleHusa kapauoreMmoauHamukn
npouve BIIC
BIP, XXKT, Bcero
B TOM uumcne:
TpaxeoasodarasibHblii CBULL,
arpesus nuwesoga
NUIOPOCTEHO3
artpesuns KulevyHukKa
(pa3nuyHble BapuaHTbl)
aTpesuns XenyeBbIBOAALWNX NyTeW
npoyve Mnopoku
BrP, O4A, Bcero
B TOM 4ucne:
BPOXAEHHbIA BbIBMX 6eapa
BPOX/JEHHasi KoconanocTb
KOCOPYKOCTb
nonnaakTunus
peayKUuMOHHbIE NMOPOKN KOHEeYHOoCTel
npouve aHomanuu
BrnP LUHC, Bcero
B TOM u4ucne:
BpOXAeHHasa rugpouedanvs
CMMHHOMO3roBasi rpbbka
npoyve Mnopoku
BrP AC, scero
B TOM 4uchne:
aTpesunsi XoaH
Apyrve rnopokn BEpPXHUX AblXaTesibHbIX nyTei
rmnonnasus fierknx ¢ guadparMasibHON rpbhkei
BrP MIIC, Bcero
B TOM 4ucne:
rmnocnagms
3KCTpPOMA MOYEBOro ny3bips
Mpouve BIP,Bcero
B TOM u4ucne:
rpbbku (NaxoBble, MynoYHbIE)
pacuienuHa ryébl u/mnu Heba

Bcero
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Tabnuua 26

KosnmyecTtso
a6e. %
18 22,2
8
3
5
2
16 19,8
2
3
2
5
1
3
15 18,5
5
3
2
2
1
2
14 17,3
7
4
3
8 9,9
3
2
2
4 4,9
3
1
6 7,4
3
3
81 100,0



Takum 06pa3oM, npeacTaB/ieHHble MaTepyasibl N0 YacToTe U CTPYKType
BPOXAEHHbIX aHOMaNuii cpeamn passimyHbiX QOpPM NaTtosorMm nepuoga Ho-
BOPOXAEHHOE™ 1 MX aHa/IM3 CBUAETENbCTBYIOT O BaXHOW ponv MOPOKOB
pa3suTus B 3a60/71eBaeMOCTU AeTeil AaHHOM BO3pacTHOM rpynnbl. Mo vac-
TOTEe OHW 3aHUMatoT 3-4 MecTo cpeau apyrux popm naronornn. KnuHundec-
KM B 3TOM BO3pacTe MNposBAOT cebs Hanbonee TAXesble NO TeUYEHUIO U
NPOrHo3y NOPOKN — XPOMOCOMHbIE U HEKOTOPbIE ApYyr1ne CUMHAPOMbI, MOPO-
KM cepAeyHO-COCyaUCTON CUCTEMBI, TNaBHbIM 06Pa30M «CUHEro» Tuna, aT-
PEe3MOHHbIE NOPOKM YXEeNyA0YHO-KULLEYHOro TpakTa, aHOMaIun LieHTpasib-
HO HepBHOI W AbIXaTesIbHOW CUCTEM, Urpalline CyLLeCTBEHHYIO po/ib B
neprHaTa/IbHON N HEOHATa/IbHOW CMEPTHOCTMU.

2-10 rpynny ob6cnenoBaHHbIX (872) 60/bHLIX COCTaBUNW AETU, rocnuTa-
Nn3npoBaHHble B oTAeNeHne B Bo3pacTe 1-3 mecsua. Beayuimmu no vyacrto-
Te 3ab60neBaHVsAMU, NO NMOBOAY KOTOPbIX AETU 3TOr0 BO3pacTa rocnutain-
3npoBasiucb (cM. Tabn. 23), 6bian 6051€3HM opraHoB ApixaHus (OPBU,
OpPOHXMTbI, MHEBMOHWW), THOMHbIE 3a60/1eBaHusa (MMOAEPMUN, OTUTbI, OTO-
aHTPUTbl, MEHUHTOBEHTPUKY/IUTbI, CENCcUcC U T. f.), HEBPO-MCUXOMOTOPHbIE
HapyLUeHWsi, CBA3aHHble C NepuHaTasibHbIMKU nopaxeHnsmu LIHC B BoccTa-
HOBUTENIbBHOM Nepuoge.

Bcero cpeau 60/bHbIX 2 rpynrbl 66710 BbiABEHO 132 pebeHka
(15,14%) ¢ pa3nuyHbIMM BapuaHTamn BPOXAEHHbLIX MOPOKOB, YTO NOYTU B 4
pasa Bbille, YeM B 06LLEe nonynauun geteli rpygHoro sospacrta. Npu aTom
y 84 60/1bHbIX BPOXAEHHbIE NOPOKN AMarHOCTUPOBaHbI Kak OCHOBHOe 3a60-
neBaHue, 4To cocTasnsieT 9,63% MO OTHOLUEHUIO KO BCEM FOCNUTaIN3NPO-
BaHHbIM 3TOW rpynnbl 1 63,6% MO OTHOLUEHUIO K OBLLLEMY YMCNY BbISIB/IEH-
HbIX B 3TOV rpynne MopoKoB.

CTpyKTypa BpOXAEHHbIX NOPOKOB pa3BUTUS Yy 60/bHBLIX 2 rpynnbl npea-
cTaBfieHa B Tabn. 24. Kak BUOHO U3 Hee, cpeay rocnuTasiM3MpoBaHHbIX fe-
Telh Bo3pacTta 1-3 Mec. N0 CPaBHEHUIO C HOBOPOXAEHHbIMU AETbMU CYM-
MapHas 4JacTtoTa NOpOKOB YBE/NYMBAETCSH, YTO, BO3MOXHO, CBS3aHO C
pacluMpeHneM ANarHOCTUYECKMX BO3MOXHOCTEW B JaHHOM BoO3pacTe.
BmecTe ¢ TemM yacToTa NMOPOKOB LEHTPasIbHON HEPBHOW CUCTEMbI U Xeny-
[OYHO-KMLLEYHOro TpakTa y 60/1bHbIX 2 Tpynnbl N0 CPaBHEHWIO C 60/1bHLIMU
1 rpynnbl JOCTOBEPHO CHUXAETCH, 4YTO, MO BCeli BEPOATHOCTU, 0BycnoB/ie-
HO npoueccamy eCTeCTBEHHOW aNMMUHALMM 3HAYNTESIbHOW YacTu TaHaTto-
reHHbIX MOPOKOB 3TUX rpynn. CyLlecTBEHHO BO3pacTaeT yAesibHblli Bec
BPOX/EHHbIX NOPOKOB cepAaua U aHOMaInii MOYernosioBoli CUCTEMBI. ITO B
3HAYMTENbHOW CTEMEHN CBA3aHOo, MO-BUAUMMOMY, C pacLUMpsoWmMMnca an-
arHOCTUYECKMMN BO3MOXHOCTAMU Y 3TUX GONbHLIX (NpuMeHeHue 3XoKT,
peHTreHyporpadumm u T. 4.). Bo3pacTaeT Takke 4acToTa NOPOKOB nepeaHei
OPIOLLIHOA CTEHKM 3a cYeT MPOABASIOLWNXCA B 3TOM BO3pacTe MyrnoYHbIX
rPbDK U rPbK 6e/10i NMHUKN XKBOTA.
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Tabnvuya 27

Ho3onornyeckaa ctpyktypa MBIP
y 60/bHbIX 2- rpynnbl

Fpynnbl MBIP Konwnyectso
a6e. %

XPOMOCOMHbIE CUHAPOMBbI, BCEro 7 16,3
B TOM 4yucne:

6one3Hb fayHa 2

cuHgpomMm dpBappca

npo4vie 3
MOHOTOHHbIE CUHOPOMBI, BCEro 15 34,9
B TOM 4ucre:

C ayTOCOMHO-AOMUHAaHTHbIM

; TUNOM HacnegosaHusA 4

C ayTOCOMHO-peLecCuUBHbIM TUMOM

HacnepoBsaHus 6

¢ X-cuensieHHbIM TUMOM HacnefoBaHusA 1

C HEeYTOYHEHHbIM TUMNOM HacsiefoBaHNA 4
HeHacnepcreeHHble CMHOPOMBI, BCEro 8 18,6
B TOM 4yucne:

ankorosibHasaA ambpuodeTonatms 4

TOKcon/1asmo3sHasa eTtonarTus 2

BUpYyCHas ambpuodheTonarus 1

cuHgpom lonbaeHxapa 1
HeknaccndumumpoBaHHble KOMMIEKCbI 13 30,2
Bcero 43 100,0

Ho3onoruyeckass CTpykTypa MOPOKOB Y rOCNUTASIM3MPOBAHHbLIX 60/1b-
HbIX 2-iA rpynnbl NpeAcTaBfieHa COOTBETCTBEHHO B Tabn. 27 u 28.

Hanbonee MHOroYMcneHHyo rpynny cpem MHOXeCTBEHHbIX aHOMasni
y HabnogaBLLIMXCA HAMU FOCNUTa/IM3MPOBaHHbIX AeTeil Bo3pacTa 1-3 mec.
COCTaBW/IN MOHOTOHHbIE CMHAPOMbI. B 3TOI rpynne 6bi/iM AnarHoCTUpoBa-
Hbl CUHOPOMbI C ayTOCOMHO-peLeccuBHbIM (y6oBuTua, Mekkens, Cmuta-
Nemnn-Onnua, Aunkepa, COFS), ayToOCOMHO-AOMWHAHTHbIM (CaTpe-XoTue-
Ha, Kpy3oHa), HeyTouYHeHHbIM (Paccena-Cunbeepa, PybuHwTenHa-Tenbu,
CPeAVHHON paclienvHbl Anga) u ¢ X-cuensieHHoiMm (BuckoTa-Ongpuya)
TMna HacnefoBaHVsMU. BTOpylo MO YMCNEHHOCTU Fpynny COCTaBUN He-
KnaccuuumpoBaHHble KoMMiekcbl. Cnepyloweid no YMCAeHHOCTU Bblna
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Ho3onorunyeckas ctpyktypa U u C BIP
y 60/bHbIX 2-11 rpynnbl

BrpP

BMNP CCC, Bcero
B TOM 4ucne BIIC:
c oborauleHMeMm Masioro kKpyra
«CUHEro» Tunna
6e3 HapylweHus KapanoreMogmHamMunkn
npouvie
AHOManuu nepepgHeli GPHOLLHON CTEHKM, BCEro
B TOM uucne:
MynoYyHble TPbDKU
naxoBsble rpbhKU
6enoii NMMHUK XNBOTA TPbIXU
BrP OAA, Bcero
B TOM uyucne:
BPOXAEHHbIN BbIBUX Beapa
axoHgponnasus
nedopmaumsa rpygHol KneTkn
nonuaakTuns
KoconanocTb
BaUlblycHasi ycTaHOBKa CTOnN
BIP MIIC, Bcero
B TOM uucne:
areHe3us 1eBoW NMouku
MUWKPOMOJIMKNCTO3
yABOEHNE MOYKM
rmapoHedpos
mMeraypeTep CO BTOPUYHbIM rMAPOHEdPO30OM
rmnocnaans
KPUNTOPXN3M
rmgpouene
BMP LUHC
B TOM u4ucne:
BPOXAEHHas rugpouedanunsa
CMI
BIMP XXKT, Bcero
B TOM 4ucne:
MMI0POCTEHO3
npoyve aHomaInun
BIP AC, Bcero
B TOM 4ucne:
aTpes3nsa xoaH
MOPOK pa3BUTUA TopTaHu
rmnonsia3va nerkoro

Bcero

Tabnuua 28

KonnyectBo

a6e.

26

10
6

(&)]

b ownrn

— = N

%
29,3

24,7

18,0

11,2

6,7

5,6

4,5

100,0
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rpynna HeHacnefcTBEHHbIX CUHAPOMOB, Cpefy KOTOpbIX 4Yalle BCero
BCTpeyasiacb asIkorosibHas ambprodeTonatus. HanmeHbLlIen No YncnieH-
HOCTM Fpynno U3 MHOXECTBEHHbIX MOPOKOB pa3BUTUS Cpeay rocnuTainin-
poBaHHbIX AeTei Bo3pacTa 1-3 Mec. 6bl/IM XPOMOCOMHbIE CUHAPOMbI.

Cpeayn M30NMPOBaHHbIX Y CUCTEMHbIX MOPOKOB Y BOSbHbLIX 2-i1 rpynnbl
BeJylllee MecTo 3aHMMaloT NOPOKN CepaeYvHO-COCYANCTON cuctemsl (Tabsn.
28), npnyem 60nbLUe NOMOBUHbBI U3 HUX UMEIOT TSHXKesble KNUHUYecKue npo-
ABNeHns (BblpaokeHHOe oboralleHne Masioro Kpyra KposoobpalleHus, una-
HOTUYECKMIA CUMHAPOM, KapAuoremofvHaMuyeckme paccTpoicTsa, r1y6o-
Kas runotpodoms), Tpebytowme Hepeako Mep MHTEHCUBHONM Tepanuu.

BTopoe MecTO B CTPYKType 3aHMMalT aHOMasiuu nepeaHein GproLuHoin
CTEHKM, KOTOpble KOHCTATUPYHOTCA Kak COMyTCTBYIOLME COCTOSHUSA B K-
HMYECKOM [MarHose U CyLLeCTBEHHOW pOov B K/IMHUYECKMX MPOSABMEHUSIX
OCHOBHOrO 3a60/1eBaHUA (MHEBMOHMUK, cerncuca v T. 4.) He urpatoT. Janee B
CTPYKTYpe MOPOKOB c/eAyloT pas/ivyHble hopMbl NOpaXKeHWUs1 ONOPHO-ABY-
ratefnbHOro annaparta; UX yaesbHbli BeC N0 CPaBHEHUIO C NepMoLOM HOBO-
poXXaeHHOe™ npakTUYecKn He U3MeHseTcs.

Y 60/1bHbIX 2-i Tpynnbl, 0 YeM OblSI0 CKa3aHOo Bbille, CYLLEeCTBEHHO BO3-
pacTaeT yAe/ibHblli BEC aHOMa/IMiA MOYENOM0BON cucTemsl. Micxoas n3 aTo-
ro, AA8 WNNICTPaUMM OCOBEHHOCTEN OUArHOCTUKU U BO3MOXHbIX K/TUHU-
YecKnX NPOSIB/IEHNA aHOMas i MOYEnosIoBOA CUCTEMbI Yy AeTeill nepBbixX
MeCSALEB XU3HWU NPUBOLAUM BbINUCKY U3 UCTOpUK 60ne3Hn Ne 2908/274, Ha-
6nwgasLierocs Hamm 60/1bHOTO.

Peb6eHok Bnagnmunp K., Bo3pacTta 1,5 mec., y MO/104pbIX 340p0OBbIX poan-
Teneii ¢ poAoCNoBHOM 6€3 ykasaHuii 0 BPOXAEHHbIX 3ab0/1ieBaHusX, po-
pounca ot | 6epemMeHHOCTM, MpoTeKaBLIe ¢ TOKCMKO30M | 1 Il NONOBWHLI,
KecapeBbIM ceyeHneM. Macca npu poxgeHun 2400 r, pocT 46 cMm. 3a nep-
BbIi MecsiL, XU3HM npubasua okono 1 kr. 3abonen ocTpo Hepen Hasag,
cTas1 6eCrnoKoHbIM, NOATArMBAs /IEBYIO HOTrY, MOBbIWanacb TeMneparypa
no 38-39°, oTMevyaniacb NoBTOpHasi peoTa. B paioHHol LIPBE nonyyan aH-
Tn6akTepnasibHyl0 U Oe3VHTOKCUKALMOHHYK0 Teparnuio, COCTOsIHME He-
CKOJIbKO YNYULLIMAOCH, HO U3-3a AMarHOCTUYECKMX TPYAHOCTEN HanpasfeH
B K/IMHUKY.

Mpy MoCTynneHnn coCcTosiHMe cpepHelt Tshkectn. Macca 3800 r, T -
37,2°, TenocnoxeHne npasubHOE, ABWXEHUS aKTUBHble, GECMOKOMHbIN
npu ocMmoTpe. Koxa uncrtas, BUAMMBIX NMOPOKOB HeT. B nerknx — 6e3 naro-
lormun, TOHbI cepaua NpUrayLweHbl, Taxvkapans. XXMBOT MArKWiA, neyeHb +4
CM, cenie3eHka y Kpas pebepHoli ayrn. usypuyeckux BfeHuii He oTMeva-
eTcs. CTyn KaweueobpasHblid. AHaNN3 MOUKN: peakuus kucrnas, 6enka Her,
KNeToK N/I0CKOro anuTesius HEMHOTO, NIEAKOLMTbI eANHUYHbIE B NoJe 3pe-
HWSA, 3pUTPOLMTOB HET, conell HebobLIoe KONNYeCcTBO. AHaIN3 KPOBU: re-
morno6buH 130 r/n, sputpountoB 3,8-1012/n, ymepeHHbIe CABUTN BOCMa/IN-
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Puc. 31. Oxorpamma neBoi Noyku pebeHka 1,5 mec., cTpajatowero

rugpoHedpo3om. O6LEM NEBOW MOYKU yBENMYEH, pPasMep JIOXaHKM

9 MM, B HWKHEM MOJIIOCE YalleyHO/I0XaHoUYHas cucTema paclupeHa
Lo 12-13 mm

TENbHOrO XapakTepa, OCTaTOUYHbIA a30T 1 MOYEBMHA KPOBM COOTBETCTBEH-
Ho 33,6 1 12,8 MMonb/N, KpeaTuHuH Kposu 0,086 MMonb/n, TpaHcaMuHasbl
ALT n AST cootBeTcTBeHHO 0,15 u 0,07 mmonb/n, K+ 1 Hatpuii nnasmbl
KPOBM COOTBETCTBEHHO 4,1 n 142 mmonb/n.

Mpy ynbTpa3ByKOBOM WCCNeAoBaHWM CTPYKTypa MeyeHn ofHopoaHas,
XenyeBblBOAALAA cucTeMa 6e3 naTonormun, nomkenyaoyHas xenesa, cep-
Jue B HOpMe, MOYKM — CfieBa YalleyHo-/10XaHouyHas cucTeMa paclumpeHa
(puc. 31). Ha akckpeTopHoi yporpamme (puc. 32) — rugpoHedpoTnyeckas
TpaHcdopmauus f1eBON MOYKU C HapyLLUeHWEM BblAENUTE IbHOM (OyHKLMU.
MepeBefeH B YPO/IOrMYECKYHO K/IVHUKY.

3-t0 rpynny o6cnepoBaHHbIX (1821 60/1bHOIM) cocTaBuan rocnuTannaun-
poBaHHble B OTAesieHWe AeTun Bo3pacTa 3-12 mecsues. JomMuHupyloLLee
NnosioeHne B 3TON rpynne cpeaun 3abonesaHUil, No NOBOAY KOTOPbIX AETU
nocTynam B KNNHWKY, 3aHMMana npuobpeTeHHas pecnupaTtopHas naTono-
rmsi: OPBW, 6pOHXuUTbI, MHEBMOHMM U T. 4. (Tabn. 23).
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Puc. 32. BblgenuTenbHas yporpamma (O0TcpoyeHHass Ha 60 MUH)
TOro e pebeHka, 4To 1 Ha puc. 31

Y 60nbHbIX 3-A rpynnbl BbISAB/IEHO 58 CrlydyaeB BPOXAEHHbLIX MOPOKOB
pa3suTtus (3,18%), 4TO 3HAUNTENILHO HMXE, YeM B 1-0ii 1 BO 2-0ii rpynnax v
NpuGAMXaeTcs K MoKasaTeNsiM 4acToTbl MOPOKOB B 06LLEel Nonyisiumu aeteit
3TOro Bo3pacta (CM. Bbilwe). Mpu 3TOM Y 36 60/IbHLIX BPOXAEHHbLIE MOPOKK
AMarHoCcTMpoBaHbl Kak OCHOBHOe 3abonieBaHue, 4to coctasnsieT 1,98% no
OTHOLLUEHMWIO KO BCEM FOCMUTA/IM3UPOBaHHbLIM 1 62,1% NO OTHOLLEHUIO K 06-
LLIEMY YMC/TY BbISIBAIEHHbIX B JJaHHON rpynne NopokoB. JTW nokasatenu Tak-
K€ 3HaUUTEeNbHO HWXe, YeM B 1-0ii n BO 2-0i1 rpynnax (taén. 24).

B obLueli CTpyKType MOpPOKOB pa3BUTUS Y GONbHbIX 3-i rpynnbl (Tabn.
29) AOMVHMpYHOLLLEE NOSIOXEHME 3aHUMAIOT MOPOKM CepAeYHO-COCYANCTON
W MOYErnosioBOi cMCTeMbl. MHOXECTBEHHbIE MOPOKM BCTPEYAKTCSA 3Hauu-
TeNIbHO pexe, 4eM B 1 1 2 rpynnax. Mopoku pas3BuTus >esyaouHO-KMLey-
HOro TpakTa W OMOpHO-ABUraTeNIbHOrO annapata Takke BCTpevyarTcs 3Ha-
UNTESILHO pexe W MpeAcTaB/ieHbl HETaHATOreHHLIMU NOPOKaMMU.

B kayecTBe uwnalCTpauum ANArHOCTUKN peakoi hopMbl BPOXAEHHbIX
NMOPOKOB — aHOMa/IM CTPYKTYPbl NPOBOASALLEN CUCTEMBI CEpALA KakK OfHO-
ro M3 BapuaHTOB BPOXAEHHbIX MOPOKOB CEpAEYHO-COCYAMCTON CUCTEMBI,
NpYBOAUM Halle CO6CTBEHHOe HabnaeHue.
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Ta6nunua 29

Ho3onornyeckasa ctpyktypa BIP y 60nbHbIX 3-i1 rpynmbl

BMP Konnuyectso
abe. %

MBI1P, Bcero 18 31,0
B TOM uucne:

6onesHb JayHa 3

MOHOreHHblE CUHAPOMbI 3

ambpuodeTonaTtnm 5

HekaccuULMpPOBaHHbIE KOMIJ/1EKCHI 7
MnC BIP:
BMNpP CCC 14 24,1
BMP MMcC 13 22,4
BMNP OOA 6 10,3
Fpbkn 1 nopokn XKT 4 6,9
Mpoune BIP 3 5,2
Bcero 58 100,0

MHHa K., Bo3pacTta 5 mec. (gata poxgenunsa 27.3.89 r.), ucropus 6ones-
HU Ne 6247/570, 6blna HanpaBneHa U3 paioHa 06/1acTv ¢ ANarHo3oM «Kap-
avonatus, aputMmus» ans obcnegoBaHus. XXanob y pebeHka mMatb He OT-
mMeyvana.

N3 aHamHesa: oT Il 6epeMeHHOCTU (OT | — caMONpPOn3BO/IbHbIN abopT B
cpoke 3 Mec.), npoTekaBlueli 6e3 OCNOXHEHWU. M3-3a monepeyHoro nosi-
OXeHus nnoja — pofbl KecapeBbIM ceyeHneM. 3akpuyasna cpasy, OueHka
no wkane Anrap 8 6annoB. Macca npu poxgeHun 3900 r, pocT 54 cMm. Bbli-
nMcaHa 13 poafomMa CBOEBPEMEHHO B YAOB/IETBOPUTENIbHOM COCTOSHUW.
Ha nckyccTBeHHOM BckapmimBaHum ¢ 1,5 mec. B macce npubasnsina cooT-
BETCTBEHHO BO3pacTy. Huuem He 6onena. MNMcuxomoTopHOe pas3BuTue 6e3
OTK/MIOHEHMWI. B Bo3pacTe 1-ro mMecsua y4yacTKOBbIM BpPayoM OOGHapYyXeHbI
cepfeyHas apuTMUSA U HEMNOCTOSHHbIA cucTonuyecknin wym. Hab6nwaa-
nacb ambynaTopHo, NedyeHne He nosiyyvana.

B knuHUKe npu obcnegoBaHmK: 06Llee COCTOSIHME He HapylleHo, Te-
NlocnoXeHne npasubHOE, YNUTAHHOCTbL CPeaHsAs, BUANMbIX MOPOKOB pas-
BUTUA HeT. Koxa, 3eB, CNN3UCTbIE YNACTbIe OT Cbinu. MpuU3HaKoB AbiXaTesib-
HOW HefoCTaTOYHOCTW HeT. MepKyTopHbIe rpaHnLbl cepala He U3MeHEHbI.
YacToTa cepaeuHbix cokpaweHuin 70-120 B MuUH. CUCTONNYECKWIA LIyM
QYHKUMOHaUTBHOTO Xapaktepa. B nerknx — nyapusibHoe AbixaHue, Xpunbl
He BbICNyLLIMBAOTCSA. XXMBOT MSArkuiA, NeyeHb y kpas pebepHon ayrn. Bugu-
MbIX nepugepruyecknx OTeKoB HeT. [imypes AoCcTaTouHbli. O6LWmMin aHan3

5 561 129



Kposu: 3p. 4,3 r/n, rem. 146 w/n, us. nok. 1,0, neik. 7,3 r/n, c. 25%, n —

73%, M — 2%, CO3 — 3 Mm/uac. O6Lwumii aHanNn3 Moun — 6e3 naTonormu.
Ha peHTreHHorpaMme OpraHoB rpyAHOW KNEeTKWU: NIerOYHbIA PUCYHOK He

N3MEHEH, CMHYCbl CBOBOAHbIE, cepAeyHas TkaHb B npefesiax HopMbl.

Ha 3KI™ (puc. 33): nonHan aTtpuoBEHTPUKYNApHAasa 6110kaga, puTM Xxeny-
[O4YKOB 60-65 B MWH, puTMm npeacepauii 100-110 B MWH. BonbTax Hop-
MasibHbIf, BepTukasibHOe NOMNoXeHue 3NeKTpu4eckoin ocu cepaua. Hapy-
LIeHMe MPOXOXAEeHUSA BO30OYXAeHWs no npeacepavsm. YMepeHHble
Ondpy3Hble U3MEHEHUA MUOKapAa Xesyn0uKoB.

Mpn n3y4yeHMn pOJOCNOBHON BbIiCHEHO (CcM. puc. 34), uTo 6abyluka
npobaHa no /iMHUK oTua cTpajaeT HapyLleHUsSMU pUTMa CepAeYyHon aes-
TenbHOCTWN ¢ Mosiogoro Bospacta (OKIM He coxpaHunuce), a npu obecnepno-
BaHWW poauTeneli AeBOYkM y oTua pebeHka Ha OKI BbisiBfieHa HenosHas
aTpMOBEHTPUKYsipHas 61okaga (puc. 35).

KnvHuyecknii anarHos: BpOXAEHHOe MopaXeHue npoBoAsLieil cucte-
Mbl cepAla B BuAe MOSHON aTpUOBEHTPUKY/IAPHOW 6510kaabl 6e3 npusHa-
KOB HEOCTaTOYHOr0 KpOBOOOpALLEHUS.

B TeueHue 3-x Hegenb pebeHOK nonyvan kapauoTpodiuyveckyro Tepa-
nuto (naHaHruH, AT®, Kokapbokcunasy, BuTaMmuHbl B, C, pubokcuH), ogHa-
KO AaHHble co cTOpoHbl IKIT coxpaHanuch.

BbinvcaHa AOMOW B yA0BNETBOPUTE/IbHOM COCTOSHUM. KaTamHes yepes
4 mec. — pasBuTUe yAOBMETBOPUTE/IbHOE, cepAeyHas apuTtMus yaepxu-
BaeTcs.

Takvm 06pa3om, KIVMHUYECKNIA aHa/IM3 BPOXAEHHbIX MOPOKOB pa3BUTUSA
cpegu pasnuuHbiX Oopm natonormm y 60MbHbIX Bo3pacTa 1-ro roga Xu3Hu
MokasblBaeT, YTO B 3TOM BO3PaCTHOM Mepuoae BPOXAEHHbIe aHOMasiMun 3a-
HMMaIOT OAHO M3 Beaywmx MecT W BbisBNAlTca y 3-15% rocnutannsmpo-
BaHHbIX AeTeii. MNpunyem Hambonee Bbicoka ponb BIP y geTeil Bo3pacTta
nepBbIX MecsLEeB XU3HU Kak Mo yaeslbHOMY Becy B CTPYKType natosiorumu,
TakK 1 N0 YacToTe THAXEesI0ro TeYeHus ¥ NpPorHosa NopokoB. MpakTnyeckum
BbIBOAOM W3 3TUX AAHHbIX SABNSETCA HEOOXOAMMOCTb MPUCTa/IbHOrO BHU-
MaHus Bpaden-neamMaTpoB K AmarHocTuke BINP, NoBblWeHWe KX YpPOBHSA
3HaHW B 061aCTN KAMHUYECKOM FeHeTUKU 1 TepaTosiorumn, Ucnosib3oBaHue
ONA yCTaHOBNEHNS HO30/10MMYeCcKoro AmarHosa nopoka COBPEMEHHbIX WH-
CTPYMEHTa/IbHbIX UCCNeA0BaHUN, reHeaslornyeckoro aHamHesa, MeToAOB
reHeTMyeckoro obcnenoBaHusa U CUHAPOMasIbHOW AMarHOCTUKN.
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5*

Puc. 33. OKI VHHbI K., 5 mec.
(nonHas aTproBEHTPUKYNSpHas 6510kaaa)
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Puc. 35. 3KI oTua VHHbI K.
(aTproBeHTpuUKynsipHaa 6s0kaga | cTeneHn)
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MATO/IOrOAHATOMUYECKUIA AHANNS
YACTOTbI BPOX/EHHbIX NMOPOKOB PA3BUTVSA
Yy JETEN

B n3yyeHun BPOXOEHHbIX MOPOKOB Pa3BUTUS BaXXHOE MECTO NnpuHage-
XWUT naTosioroaHaToOMUYeckoMy uccnegoBaHuio (Yepcrtsoii E. [., 1982).
lMocTaHOBKa MPaBWUILHOTO OKOHYAaTE/IbHOro AuarHosa onpegenseT nyTtu
Ja/ibHenwero mMeamnKo-reHeTUYeCKOro KOHCY/IbTUPOBaHUS, MOBbIWeHWe
3(phEKTUBHOCTU KOTOPOro SABMSIETCA OAHON M3 BeayLux 3adad no npod-
nnaktuke BIP u npegynpexaeHuio poxaeHus geTeli ¢ BPOXAEHHbIMU aHO-
MaUIMAMU PasBUTUA.

KnuHunko-naTonoroaHaTOMUYeCckniAi aHasnm3 TpebyeT TLLaTesIbHOro Co-
noctaBfieHUs AaHHbIX uctopumn 6one3Hn ymepulero pebexka (nioga) ¢ ma-
Tepuanamu, Nnosly4YeHHbIMU npy ayTorncun. 3TO NO3BOJIAET CAE/MAaTb 3aK/H0-
YeHne 0 TaHaToreHese KaXAoro KOHKPEeTHOro cry4vasi cmMeptu 60/1bHOrO ¢
BIMP. TosbKo Tako MOMCK NPUYNHHO-C/IEACTBEHHbIX CBSA3€EN U MX UHTEerpa-
LMsa ¢ BbIXOAOM Ha AMHaMWKY YPOBHS U CTPYKTYpbl nokasaTteneii Mnagex-
YecKol CMEepPTHOCTU AN KaxAOoro KOHKPETHOro pernoHa faeT BO3MOX-
HOCTb cAenaTb 060CHOBaHHble BbIBOAbI 1 paspaboTarb COOTBETCTBYOLME
LeneHanpas/ieHHble f1e4ebHO-NpodnIakTM4eckme MeponpusaTus pervo-
Ha/IbHOro Xapakrepa.

CoBpeMeHHble MaTepuasibl Kak OTeYeCTBEHHbIX, Tak U 3apybeXxHbIX aB-
TOPOB CBUAETENBbCTBYHOT 0 TOM, YTO YacToTa BPOXAEHHbLIX MOPOKOB pa3Bu-
T™MS cpegn ymepLuux getein coctaBnsieT 21-29% (flastok . W., Uepcteoit E.
L., 1986; Craft H., Brazy J., 1986; Young |. et al., 1986; Stein J., Stein M.,
1987). Mpuuem, yem Mmnaglle BO3pacT AeTel, TemM Bbllle yAesibHbIA Bec
BPOXAEHHbIX aHOManuii. Tak, Hanpumep, cpegy ymepLumx geTeil B HeoHa-
TasIbHOM nepuofe vactota BIP coctaBnset ot 25 no 41%, Torga Kak B rnoc-
THEOHaTa/IbHOM Mepuoge 3TOT nokasartesb He Bbiwe 20-25% (Hillemanns
H., Quass L, 1986; Oakley G., 1986; Kornacka M., Twarowska I., 1988).

Ctpyktype BIP y ymepLumx geteill NOCBSALEHbl HEMHOrOUYUC/EHHbIE
ny6nvkaumm (ApnayckeHe A. A., 1985; Nastok I'. U., YepcTtsoii E. [., 1986;
UepctBoit E. 4. n ap., 1989). CornacHo 3Tum MaTepvanam M30/MpoBaH-
Hble 1 CUCTEMHbIE MOPOKN cocTaBnaT 55-65% Bcex dhopm BIP, MHoXec-
TBeHHble — 35-45%.

Cpeagn nC BIP Hambonee 3Ha4yMMbIMK MO YAE/IbHOMY BECY U POSn B
TaHatoreHese SIBNAIOTCA BPOXAEHHbIE aHOMa MM MNULLEBapUTEsIbHON 1
cepAeyvHO-CoCyMCTOoN cucTeMm, a Takke nopoun LIHC. CymmapHoO Ha Aonto
3TUX MOPOKOB NpuxoauTcsa 6onee NonoBuHbI Bcex cnydaeB NuC BIP cpe-
ON yMeplumx AeTeil NepBOro rofa Xu3Hu. lMpuyem Hambonee MHOrovuc-
JIEHHOW Trpynnoii NOpPOKOB MO OAHWMM AaHHbIM SABNAOTCA aHOMasmn XKKT
(Naswok . W., YepctBon E. A., 1986), no ApyrMM — BPOXAEHHbLIE MOPOKN
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cepgua n cocynoB ( ApnayckeHe A. A., 1985). MNepeuncneHHbie Bblle no-
POKU, Kak npaswso, SABASKOTCA OCHOBHbIM 3abosieBaHMeM B naTosioroaHa-
TOMWYECKOM AuarHose, YTo CBUAETEeNIbCTBYET O BaXKHOW PO/M 3TUX aHOMa-
nuii B TaHaToreHese.

OcTtanibHble BapuaHTbl MC BIP (aHomanim OLA, nmua 1 LWeu, rpbbkn
W T. 4.) UMEeIT 3HAYUTE/IbHO MEHbLUWI yaenbHbI Bec B CTPYKTYpe Mnopo-
koB. OHW, Kak NpaBuno, SABASAIOTCA CONYTCTBYHOLWNM 3a60/1eBaHeM B NaTo-
JioroaHaToOMUYeCcKoM AmarHose u pegko 6biBaldT OCHOBHOW MPUYMHON
cMepTu getei-.

Cpean MHOXeCTBEHHbIX aHOMaNuin Hanbosiee MHOrOYUCAEHHOR rpyn-
noin y ymepwmx geteil ABNAIOTCA HeknaccupuuMpoBaHHbIE KOMIM/IEKChI,
cocTaBnsowme 60/blle NOSoBUHbI cnyyaes MBIP. BTopoli no 4ucnes-
HOCTM TpynnoW sABASKOTCA XPOMOCOMHbIEe 60/1€3HM, Ha AO/I0 KOTOPbIX Nnpu-
xoautca 6onee 30% Bcex MBIP. Cpean XpOMOCOMHbIX 60/1e3Hei Hanbo-
Nlee MHorouucrieHHas — 6o0ne3Hb [ayHa. [lpuyem B nocnegHue rogpl
yacToTa 3TO NaTtosorMn cpeay ymepLumx geteii UMeeT TeHAEHLUNIO K CHU-
xenuto (Nlaswok . W., UepcTteoii E. ., 1986). BO3MOXHO, Y4TO 3TO CBSA3aHO C
nyylleidl BBDKMBAEMOCTbIO AeTel ¢ 3TUM CUHAPOMOM, KOTopasi No AaHHbIM
psga aBTOPOB COCTaBMISIET B HacTtosulee BpeMs csbiwe 70% ( Baird P.,
Sadovnick A., 1987., Bell J. et al., 1989). OcTtasibHble criyvan MBIP (10-
20%) npuxogATcsa Ha rpynny HEeXpPOMOCOMHbIX Te€HHbIX CUHAPOMOB. [pu
3TOM HEeo6XoAMMO OTMETUTb, UTO AMarHOCTUKa HO30s10rnM4ecknx ¢opm
3TO naTonorum npeacraBnseT As npakTU4ecknx Bpadeli onpeaesneHHble
TPYAHOCTU, Hepeako TpebytoLlme yyacTus B AUarHOCTUKE reHeTuka.

AHa/IM3 JaHHbIX NMTepaTypbl NOKasbiBaeT, YTO POJib MHOXECTBEHHbIX
aHoManuin B TaHaToreHese BecbMa cyliecTBeHHa. OHU Bcerga, Kak npasu-
N0, ABMSILOTCA OCHOBHOW NpuynHOn cmeptu geteit (Pesnuk B. A. n ap.,
1989; Uepctsoii E. A. n gp., 1989). MNMpu aTOM nogvepkMBaeTcs, YTO B Kadx-
[OM KOHKpeTHOM criyyae MBIP Heo6xoAnmo BbiAENUTL BeAyLUME TaHATO-
FeHHble MOPOKU, Aallive Hayasio NaToreHeTMYEeCKOW Lenu nNpu pasButiu
HEeNoCpPeACTBEHHOM MpPUYNHLI CMepTKn, XoTa B 14% cnyyaeB MBIP Begy-
LLIX TAHATOreHHbIX NOPOKOB He BbIABMAETCA. BaxkHO, Kak nogyepkusatoT I.
N. Nastok n E. [. YepcTBoit (1986), B TaHaTOreHe3e kaxgoro cryyas MBIMP
YCTaHOBUTb POJib COCTOSAHUSA MMMYHOJI0TMYECKON HeAOoCTaTOYHOCTW, OCO-
6€HHO, ec/iM umena MecTo UHTEPKYppeHTHas UHGEKLUS.

AHann3upysa gaHHble nutepatypbl 0 ponu BIP B cTpykType nokasarte-
neli CMepTHOCTM MO Mepuofam Xu3HW, OblNM MOydYeHbl cneayloline cee-
LeHus.

. W. Nastok n coasT. (1989) yctaHoBunKn, 4yto y 10168 abopTycoB Yesio-
Beka 5-12 Hef. BHYTPUYyTPOOHOro pasBuTMS YacToTa NOPOKOB pPas3BUTUSA
coctaBnseT 5,64 + 0,31% v npu 3TOM Hanbonee yacTble MOPOKM — aHOMa-
nmn MMC, pexe XKT, koHeyHoCTen, nuua. Bmecte ¢ Tem, yactoTa nopo-
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KOB pa3BuUTUA NpY Camonpou3BO/IbHbIX BblK/AbIWAX B | TPUMECTpe cocTas-
nset 56,6%, Bo Il Tpumectpe — 10,0%, a nNpu MeguUMHCKMX abopTax —
5,64%. lNpuyem Hambonee 4vacTbiMM NpUYUMHaMM paHHUX CA ABNsAKOTCA
XpoMocoMHble abeppauun (Kynues A. M., 1975: Procter S. et al., 1986;
Tharapel A., Wilroy R., 1986; Horn L. et al., 1990), a Takke MHOXECTBEH-
Hble aHoManmn (Chinn A. etal., 1989). lHTepecHO Npu 3TOM OTMETUTb, YTO
[0 23 Hef. 6epeMeHHOCTU COOTHOLLEHME MYXCKOrO U XXEHCKOro nosioB co-
ctaBnseT 1,25, To ecTb NpeobnagaT MyxXckue nnogpl, npu cpoke 23-28
HefeNb COOTHOLLUEHNE MEHSeTCs B NoJb3y NpeobsiafaHns naoA0B XXEeHCKO-
ro nona — 0,92 (Byrne J., Warburton D., 1987).

Cpean npuuvH MepTBOpOXAeHWA BINP 3aHMMaloT 3-e MecTo nocse ocT-
POl U XPOHMYECKOW rMNoKCUM nnofa U MHEEKLMOHHO-BOCNa/IUTENbHbIX
npoueccos (MBaHoBckass T. E. u coaBT., 1986; Lammer B. et al., 1983).
Cpean BIP 6bl51M, B OCHOBHOM, MHOXECTBEHHbIe MOPOK/ NGO MU30/Mpo-
BaHHble WX CUCTEMHbIE @aHOMa/luW, HECOBMECTUMbIE C BHYTPUYTPOOHON
YXN3HbIO (aH3HUedanns, areHe3ns opraHoB u ap.).

Cpefu npuunH cMepTU aeTeil B HeoHaTasibHOM nepuoge BrP BbixoasT
Ha 2-e mecTo (F'epacumoBny A. U., 1985), B CTPYKType BeayLMMN SABNSAHOT-
ca MBIP, BIIC n nopoku XXKT.

Takum 06pa3oM, HaMu PacCcMOTPEHbl KIUHUKO-3MMAEMNONornyeckue
narosioroaHaTOMUYeCKMe OaHHble 0 YacToTe U CTPykType BIP y peteii.
CnepyeT OTMETUTb, YTO BPOXAEHHbIE aHOMa/IMM MUMEKT BbICOKYHO pac-
NPOCTPAHEHHOCTb W WUrpalT BaXKHYHO pO/ib B NokasaTtensx CMepTHOCTWU.
BmecTe ¢ TeM, M3-3a BbIP@XEHHOW pPa3HOPEYMBOCTM AaHHbIX UTEpPaTypbl
no 3TUM BONPOCaM, MOXHO CUMTaTb LiesiecoobpasHbiM fasibHelillee nlyye-
Hve BIMP y geTeli, UX 3TUOAOTMYECKYIO CTPYKTYPY O/151 YAYULLEeHUs KadecT-
Ba MeAUKO-TeHEeTUYECKOrO KOHCY/IbTMPOBaHWSA, a Takke B LieNsX Hay4yHo-
060CHOBAHHOIO CO34aHNA KOMIJIEKCHbIX NporpaMmm no npodpunakTuke
BPOXAEHHbIX aHOMasINIA.

Hamy 6blnn M3ydeHbl M NpoaHa/IM3MpoBaHbl MaTepuasibl AeTCKON 06-
NacTHo 06beauHeHHONM Npo3ekTypbl . Ofecchl, KyAa nocTynawT Tpymnbl
yMepLumx getei (nao[oBs) U3 BCcex poAnsbHbIX AOMOB, 60/bHUL U yMepLune
Ha gomy B 1. Ogecce, a Takxe B AeTCKoli 061acTHOM KNIMHNYECKOWN 6O/bHU-
e, rae nevarcsa feTu u3 Bcex paiioHoB Opecckoi o6nactu. Hawm uccne-
[0BaHuA oxBartbiBanu nepuof ¢ 1974 no 1990 rop v kacanuck 8018 ayTton-
cuin: 2478 nnopgos (30,9%), ymepLwimx B Bo3pacte Ao 1 mecsaya — 1727
(21,5%), 1-12 mec. — 3204 (40,0%), ctapwe 1-ro roga »u3Hn — 609
(7,6%). B 1a6bn. 30 npeacTtaBneHa CTPYKTypa W3YyYEHHOro CEKLMOHHOIo
matepuana.

Kak nokasasv npoBefeHHble Hamu nccnefoBaHusi, obuwas vacrtota
BIMP cpegn geteit, ymepwnx B Bo3pacte oT 0 go 15 net, BkIoYas MepTBo-
POXAEHHbIX, 3a BECb Nepunoa HabntogeHnst coctasnseTt 24,9+0,69%. Kone-
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oAbl

1974-1980
1981-1985
1986-1990

MToro:

p <002 (X2 = 5,6)

Tabnuua 30

CTpyKTypa CeKUMOHHOro martepuvasia
Obuwee B TOM uucne

yncno

MepTBO- HOBO-

ayToncuii  poxa. poxa,.

3187
2310
2521

8018

875
805
798

2478

727
440
560

1727

p < 0,05 (x2 = 3,84)
p < 0,001l (x2 = 11,34)

Konnuectso
7l7[e2 BIP MBIMP Bcero
a6ec. | % a6e. | 0 a6c. 1 %

519 16,28 236 7,41 755 23,7
378 16,36 173 7,49 551 23,9
472 18,72° 223 8,85" 695 27,6™

1369 17,07 632 7,88 2001 25,0

Puc. 36. AnHamuka yacToTbl BIMP no gaHHbIM ayTomncuii
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Ta6bnnuya 31

CTpykTypa BIP no gaHHbIM ayTorncui
(BO3pacT ymepwinx getein — OT POXAeHUS,
BK/IlOYas MepTBOPOXAEHHbIX, U 00 15 neT)

Konnyectso BIP

BMP
abe. %

130nnpoBaHHble N CUCTEMHbIE
B TOM 4MC/ie MOPOKM:

LHC 408 29,9

CcCC 358 26,2

XKKT 306 22,4

Mnc 96 7,0

OJA 68 5,0

rpbikn NepeaHeit GPIOLLHON CTEHKM 48 3,5

ac 21 15

WMMYHHOW CUCTEMbI 5 0,5
npoyve BI1P 54 4,0
Bcero 1364 100,0
MBIMP 632 —
MrToro 1996

6aHMA 3TOro nokasaTtens B OTAESNbHble roAbl NpeacTaBneHbl Ha puc. 36,
roe BugHo, uto B 70-e u B Havyasie 80-x rogosB yactota BIP cpean ymep-
LUMX aeTell CylecTBEHHO He MeHsnachb, HO ¢ cepeanHbl 80-xX rogoB oTMe-
4YeHo ee yBenuueHne. Tak, 3a nocnegHue 5 net (1986-1990) no cpaBHEHWIO
¢ npowsibimn rogamn (1974-1980) aTOT NokasaTesib 3HaYUTENIbHO BO3POC
(cooTBETCTBEHHO 27,6 1 23,7%) U 3TO YBENIMYEHNE CTATUCTUYECKN AOCTO-
BepHoe (x2 = 11,34; n’= 1, p< 0,001). Mpu 3TOM BaXXKHO OTMETUTb U TO, YTO
[OCTOBEPHO YBeNuunaach 4actota MHOXECTBEHHbIX aHOMa/INiA pa3BUTUS.

O6uwasn cTpykTtypa BIP cpeaun ymepLlumnx getein npegcrasneHa B 1abn. 31.

M30n1MpoBaHHbIE U CUCTEMHbIE MOPOKM B LE/IOM 38 BECb Nepuog Ha-
6naeHunin coctaensoT 68,3+1,13%. Begywmmn cpegun HMX No YactoTe siB-
nsaTca nopokn LIHC, CCC n XKT. Ha ux gonto npuxogutca 6onee 3/4
Bcex ciyyaeB nC BIMP. Janee no yactoTe cnenyltoT MOPOKA pasBUTUSA
MMC, OLA, rpbbkn nepegHeit GproWHON cTeHku, nopokn AC u gpyrue
BPOXJEHHbIE aHOMa/IUN Pa3BUTUS.
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Mpoune

Puc. 37. AnHamuka cTpykTypbl BMP (N0 ocHOBHbIM dhopmam nC
NOPOKOB) cpean ymepiux geTeii B 1974 — 1990 rr.

Heob6xognMMo OTMETUTb, YTO COOTHOLLEHME OCHOBHbIX rpynn UnC BIIP
3a nocniefiHve nonTopa AecATUIeTUsS No AaHHbIM Halero aHasmsa npetep-
neno onpepgeneHHsle nameHeHus (puc. 37). Tak, ecnm B 70-e U B Havane
80-x rogos nopoku passutna CCC B cTpykType BIP cpean ymepLuvx ge-
Tein 3aHMmanmn 3-e MecTo, coctaBnsasa 17,1+0,66% Bcex MInC nNopokos, TO B
nocnegHve rogbl (1986-1990) 3TM aHOMaNIMK BbIWAM MO 4YacToTe Ha l-e
MecTo u cocTtaBunn 32,9+3,5% (yBenuyeHvne goctosepHoe, p< 0,05). Ponb
BIMP LIHC 3a 3TOT e nepuof BpeMeHU Takke UaMmeHusnacb. Mx yacrtora B
CcTpykType MnC NOpOKOB CYLLUECTBEHHO CHU3WIacb u ¢ I-ro mecrta B 70-e
rogbl OHW nepemecTusinCb Ha 3-e B CTpyktype UnC BIP cpegn ymepLunx
geteii. MNMpuuem Havnbornee cyLecTBEHHOE UX CHVXXEHME OTMEYEHO Hamu B
nocnegHve 3 roga (go 20,6+1,39%) n 3TO AOCTOBEPHO HMXE, Yem B 70-e
rogpl (p< 0,01). Uto KacaeTcsa 4acToTbl MOPOKOB pa3sutus XXKT B CTPyKTy-
pe nC BIIP, To 3a nocnegHue 6onee Yem NoaTopa AecATUNeTus, Kak Bua-
HO Ha puc. 37, OHa ocTaBaslacb MPMMEPHO Ha OAHOM YPOBHE, He npeTep-
NeB CYLLEeCTBEHHbIX U3MEHEHWIA.

Janee npeacrasnsieT nHTEpeC NpoaHaIM3MpoBaTb CTPYKTYPY KavKaoW B
OTAENBHOCTU U3 NepeyvncsieHHbIX Bbille Hanbosee 3HauUTEeSIbHbIX MO
yOEenbHOMY BecCy rpynn U30/MPOBaHHbLIX U CUCTEMHbIX MOPOKOB Cpeau
yMepLnx AeTeil.

B rpynne nopokos pa3sutns LIHC oTmedanuch cnegyiouime hopmbl no-
paxXeHuin: BpoxaeHHas rugpouedanua (56,6% ot obuwero ynucna BIIP
LIHC), cnMHHOMO3roBble rPbbkU pas3fIMYyHOM slokanmM3auum, Ho yalle B nosic-
HUYHO-KpecTuoBon obnactn (16,2%), mukpouedanms (11,1%), aHaHueda-
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s (6,1%), yepenHo-Mo3roBble rpbbkn (2%), Apyrne 6onee peako BCTpe-
yarowmecs nopoku mosra (8%), B TOM unMcrie areHe3ms MOrosiMcToro Tena,
rofionpo3aHuedanuns, KNCTO3HbIE U NOSIMKNCTO3HbIE MOopakeHusa u T. 4. Ta-
KM 06pa3omM, Haubosnee YacTbiMy nopokamu passutua LIHC cpeaun ymep-
LWnX JeTell ABMAITCA BPOXAEHHas rugpouedannsa v CNUHHOMO3roBble
TPbDKK.

Haunbonee yacTbiMy HeNoCpeACTBEHHbIMU NPUYMHAMU CMEPTU AeTeil ¢
nopokamun passutusa LUHC 6bay BTOpUYHbIE MHDEKLMOHHO-BOCNAINTE b-
Hble MPOLECChbl — rHOVHbIE MEHWHIO3HLEeda/I0BEHTPUKYINTLI (6onee nos-
OBVHbI C/ly4aeB), gasiee oTmeyveH cencuc (okono 1/3 60MbHbIX), MHTEPKYP-
peHTHas uHdekuusa (OPBW, nHeBMOHMSA), OCcTpas cepaeyvHo-cocyancTas
HeJoCTaTo4yHOCTb U T. 4. MNpuyem AeTn Bo3pacTa nepsBbiX Heenb U Mecs-
LeB Xu13Hn ¢ InC nopokamu LIHC vale ymypanu ot cencmca n BTOPUYHbIX
FHOVHbIX MPOLLECCOB, a AeTU BTOPOro No/syrogvsi U BTOPOro roga XW3Hu
yalle ymvmpanu oT MHTEPKYPPEHTHOW MHADEKLUN U OCTPbIX CepAeYHO-COCy-
ONCTbIX HapyLLeHWiA.

B rpynne nopokoB pa3BuTUS CepAeyvHO-COCYAMCTON cUCTEMbl YacToTa
oTAenbHbIX Mopdionorndeckux Tunos BrC npeactasneHa B 1abn. 32. Mo
HalMM mMaTepuasiam cpegy nM3o0aMpoBaHHbIX NopokoB CCC y ymepLumnx ae-
Teil Hanbosiee YacTo OTMEYATCS CTEHO3bl YCTbsl a0PThl U SIEFOYHON apTe-
puKn, a Takke TPaHCMo3UUMSA MarucTpasibHbIX cOocyoB. Bonbliyto rpynny
BMNC coctaBnsawT KOMOUHMPOBaHHbLIE (CUCTEMHbIE) NOpPokn — 6onee 40%
oT ob6uwero uncna BINC. B coctaB kOMOMHMpOBaHHbIX BMC 4vawe Bcero
BxogaT AMXKM, AMIMM, obwuin apTepuanbHbliii ctBon, OAIT u psg apyrux
MOPOKOB.

KNMHUKO-nNaTonoroaHaToOMUYecknini aHanim3 nokasasl, YTo B nepsble 24
yaca »xusHu ymepno 20 geteid ¢ BIMC (5,5%), B Bo3pacTe 1-7 cyTok — 62
pebeHka (17,4%); 8-30 cyTok — 86 pgeteir (23,9%), 1-3 mec. — 35 geten
(9,9%), 3-12 mec. — 43 pebeHka (12%), cTtapwe 1-ro roga — 66 geTel
(18,4%); B ocTasibHbIX cny4vasx BINC 6b11n 06HapyXeHbl Y MEPTBOPOXAEH-
HbiX (12,9%). Takum 06pa3om, B NepBbie 3 Mecsula XU3Hn ymmupaeT 6onee
nosfioBuHbI aetein ¢ BMC, n nuwb okono 1/5 geteil goxmeaeT 40 Bo3pacTa
1-ro roga. Mpu 3TOM, €CNM OCHOBHOW MNpuU4YMHON cmepTu getein ¢ BIMC B
nepBble MecsLbl XU3HU B NOAABAIOWEM 60NbLUINMHCTBE cnyyaeB (74,1%)
ABNAIOTCA pas3/inyHble BapumaHTbl cepaeyHO-COoCYANCTON HeAoCTaTO4YHOC-
T, TO Y AeTeil Bo3pacTa craplie 3-Xx MecsileB — WMHTepKyppeHTHas naTo-
norvs, Yawe Bcero nHeBMoHMA (64,4%).

C1pykTypa nopokoB XXKT y ymepLluvx geteli no marepuanam Hallero
aHanmsa npegctaesieHa B Tabn. 33.

Beayuiee mecto cpegn nopokos XXKT no gaHHbIM ayToOMCuil 3aHMMaloT
pas3nunyHble BapuaHTbl aTpe3uii TOHKOTO KULLIEeYHWKa, 3aTeM cnefyeT aTtpesus
nuLLeBsoa, NOpPoKM TOICTOTO KULLEYHMKa, 6pbixeikn u T. 4. KoM6uHMpoBaH-
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HbIA XapakTep nopokoB XXKT HabogaeTcs 3Ha4YMTeNIbHO pexe, 4em KoOMOu-
HMPOBaHHbIE NOPOKN APYr1MX cUcTem opraHos (Hanpumep, CCC, MIIC).

MpoBeneHHbIN  aHanu3 nokasas, YTo B Nepsble 24 yaca XW3HU ymMepsio
22 pebeHka c nopokamu XXKT (7,2%), B Bo3pacTe 1-7 cyTok— 104 (34,0%),
4YTO COCTaB/ISeT OCHOBHYIO Maccy 60/bHbIX C AaHHbIM BapuaHTom MuC no-
pokoB, 8-30 cyTok— 76 geteii (24,8%), 1-3 mec. — 47 (15,4%), 3-12 mec.
— 39 (12,7%), ctapwe 1 roga — 11 pgeteir (3,6%), 7 cnydaeB BMP XKT
OTMeUEHbl Y MEPTBOPOXAEHHbIX (2,3%). Taknm ob6pa3om, noutn 2/3 60s1b-
HbIX ¢ nopokamu XXKT ymepnun B HeoHaTa/lbHOM nepuoje, T. €. Ha NepBoMm
MecsLe XN3HU.

Tabnvua 32
CTpykTypa BINC no gaHHbIM ayToncui
BapuaHTbl BI1C Hogror
a6e. %

M30nmMpoBaHHbIe NOPOKM:

CTeHOo3 yCcTbs aopThbl 47 13,1
CTeHO3 Iero4yHoi apTepumu 43 12,0
TpaHcno3una

MarncTpasibHbIX COCya0B 35 9,8
AMXKN 22 6,1
O6wumii cTeon 16 4.5
amMnn 13 3,6
OAmN 9 25
«3-X KamepHoe» cepaue 9 2,5
«2-X KamepHoe» cepaue 5 1,4
Koapktauusa aopTbl 4 1,2
f'mnonnasunsa neBoro xenyaouka 3 0,8
AHOMa/IMN KOpPOHapHbLIX CocyaoB 2 0,6
CTeH03 MUTpasibHOro KianaHa 1 0,3
AHOM&a/IN BEHO3HbIX COCYyA0B 1 0,3

KoMbuHmpoBaHHble (CUCTEMHbIE) MOPOKU

BCero 148 41,3
B TOM uucne:

BapuaHTbl ®anno 14 3,9
aHomanua Tayccur-buHra 2 0,6
MToro 358 100,0
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Haunbonee yacTbiMy U HENOCPEACTBEHHBLIMU NPUYMHAMU CMEPTU feTei
¢ nopokamu XKT 6bl1 pasnuuHble OC/IOKHEHUS — NEepPUTOHUT, MHEBMO-
HWSl, yalle acnuMpalmoHHas, cencuc ¢ JBC-CMHOPOMOM, a Takke TSXeCTb
caMux MOPOKOB: aTpe3ns 3HaYMTeSIbHbIX YYaCTKOB KMLLEYHUKa, 3BEHTpa-
umsa ero, obwasn 6pbbkerika 1 1. 4.

Takum 06pa3oMm, Kak BUAHO U3 HalUMX mMaTepuasioB, CyMMapHOe 41cso
nopokosB LIHC, CCC n XXKT cocTaBnsieT 78,6% OT 06Lero yncna ymepLumx
JeTeil ¢ N30/IMPOBaHHbIMU U cUCTEMHbIMKM BIP, ABNSAACH, Kak npasBuiio,
OCHOBHbIM 3ab60/1eBaHMEM B NaTON0OroaHaTOMMYeckoM AuarHose. [opoku
OCT&J/1bHbIX OPraHoB M CUCTEM BbISAB/IAIOTCA Yalle BCEero kak CornyTCTBYHO-
Lue cocTosHUA. WCk/oueHne COoCTaB/AT HeKoTopble nopoku MIIC
(meranoypeTep ¢ ruapoHedpo3oM, MyMbTUNONANKACTO3 U pPag ApYrux) u
60/1bLIMHCTBO NOPOKOB [C (areHe3us fierkoro, NpocTas runonsaasus serko-
ro, NO/IMKNCTO3). CyMMUPYS U3/TOXKEHHOE, MOXHO CKasaTtb, YTO 0KO/10 80%

Ta6bnvuya 33

CTpykTypa nopokoB XXKT no gaHHbIM ayToncui

YacTtota
BapuaHTbl NOpokoB
abe. %
N3O0/IMPOBAHHBIE MOPOKW:
ATpe3ns 12-nepcTHOM KULLKK 85 27,7
ATpe3usa nuwesoaa 45 15,0
MOpPOKU TONCTOrO KULLEYHUKa 23 7,5
O6uas 6pbhkelika 22 7,1
OnadparmasnibHas rpbbka 21 6,9
Mopokn >en4yHoro ny3sbips u 20 6,6
XenyeBbIBOAALLMX MyTel
OBeHTpaumsa KuleyHnka 16 5,2
AviBepTnkyn Mekkens 10 3,3
MnnopocTteHos 9 2,9
OMOGproHabHas rpbbka
MyNo4YHOro KaHaTuka 6 2,0
ATpesnss NpsAMON KULLKN 5 1,6
Mopokn A3blka 1 NOMOCTUN pTa 3 1,0
lNpoune nopoku 12 4,0
KOMBVHVPOBAHHBIE MOPOKW 28 9,2
MrToro 305 100,0
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MnC NopokoB SIBASKOTCA OCHOBHOWN NPUYMHON cMepTu getei n meHee 20%
NMOPOKOB MOXHO OTHECTM K COMYTCTBYOLLNM COCTOAHUSAM.

MHOXeCTBEHHbIe NMOPOKK cpeamn obLlero konmyectea BIMP no gaHHbIM
ayToncuii cocTaBnsAoT 3a BeCb Nnepuog HabnwgeHnin 31,7+1,13%. Mpu atom
cnepyeTt OTMETUTb, 4TO YacTtoTa MBIIP B 70-e rogbl 6bina 7,41% o1 obuiero
yncna ayTorncuii, B nepBoil nosoBuHe 80-x rogoB — 7,49%, BO BTOPOIA Nos-
0oBUHe 80-Xx rogoB — nosbicunack Ao 8,85%. Takum o6pa3om, npocrexnsa-
eTca yeTkas TeHAeHUMs pocTa 3TOI NaTosiornm cpeay ymepLumnx getei.

B uenom cpean obuiero uicna MBIP (tabn. 34) 6onee 1/3 cnyyaes co-
CTaBNsieT XPOMOCOMHas Nartonorus, rnasHbIM obpa3om 60ne3Hb JayHa —
noytn 92% BCceX XPOMOCOMHbIX CUHAPOMOB MO AaHHbIM ayToncuii. Mpuyem
yacToTa 60s1e3HM [layHa No OTHOLLEHMWIO K O6LLEMY YACy ayTOMCUIA K KOHLY
80-x rogoB (1986-1990) 3HauMTENbHO HMXE, YeM B 70-e rogbl — COOTBET-
cTBeHHo 3,1+0,08 n 2,1 +0,13% (p<0,05). Lanee no yactoTe cpean Xpomo-
COMHOW natosornm cnegyet cuHapom daeapaca (8 cnyvaes — 3,4% no oT-
HOLLEHVIO KO BCEM XPOMOCOMHbIM CUHAPOMaM); cuHapom Matay (5 cnyyaes
— 2,2%), npoune CUMHAPOMbI («KOLAaybero Kpuka», Bonbtha-XupuixopHa,
LLlepelwseBckoro-TepHepa, Opbenn n ap.) — Bcero 6 cny4vaes (2,6%).

YAenbHbIi BEC HEXPOMOCOMHbIX CUMHAPOMOB, Kak BUOHO u3 Tabn. 34,
HeBenuk. OTMeYeHbl Kak MOHOTOHHbIe cuHApoMbI ([y6oBuTua, XonTt-Opa-
mMa, Anepa, Onuua-®puaca, MNoTTep-1), Tak 1 CUHAPOMbI HEHACNeACTBEH-
HOro reHesa.

Ta6nuua 34

CTpyKTypa MHOXeCTBEHHbIX BIMP no AaHHbIM ayToncuii

dopmbl MBI1P Hacrora
a6e. %
XPOMOCOMHbIE 60n1€e3HU 232 36,7
B TOM yucne:
6one3Hb JayHa 213 33,7
cnHapom 3dasapaca 8 1,3
cuHgpom Matay 5 0,8
Apyrve XxpomMOCOMHblE CUHAPOMbI 6 0,9
HexpomMOoCOMHbIE CUHOPOMBI 48 7,6
B TOM u4ucne:
MOHOreHHble 33 5,2
HeHacneacTBeHHble 15 2,4
HeknaccungurympoBaHHble KOMIIEKCHI 352 55,7
Bcero 632 100,0
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Bonee nonosuHbl criydaes MBIMP no gaHHbIM ayTtoncuin coctaBunmn HK
MOpPOKOB, CPeAN KOTOPLIX B MOCNefHWe rofpl yalle perucTpupyroTcs cny-
Yau nopaxeHus 6onee 2-x cuctem opraHoB. KoadpdmuueHT «b6onee AByX
cucTem/gBe cuctemMbl» 3a nocnegHue 5 net coctaenseT 2,27+0,155, a 3a
npegplgywme rogpl B uenom — 0,83+0,062 (p< 0,01).

Mo-BMAMMOMY, 3TO B 3HAUUTESIbHOW CTENEHW CBSA3AHO C MOBbILUEHHbIM
BHMMaHMeMm B nocrfiefiHue rofbl narosioroaHaTomMoB K npo6seme BMP u
60/1ee NosHbIM B CBA3M C 3TUM OTPaXKEeHWEM B MPOTOKOAxX BCKPbITUI HeTa-
HaTOreHHbIX MOPOKOB.

N B 3aknoueHne 3Toro pasfena npefacrabBnseTcss HeobxoAuMbIM MpPo-
aHanm3npoBaTbk posb BIMP B nepuHatanbHOW, HeOoHaTaslbHOW M MsiafeH-
4Yeckoil cmepTHOCTU. [Mpu aTOM cnefyeT OTMETUTb, YTO N0 HalWMM MaTepu-
anam, roBops 0 nNepuHaTa/IbHOA CMEPTHOCTU, YyAesbHbIi Bec
MEepPTBOPOXAEHUI B 06LLEM KONMYECTBE ayTOMNCUIA COCTaBNSET 3a BECb Ne-
pvog HabnogeHma 30,9+1,11%. Mpuuyem, ecnn B 70-e rofbl 3TOT MOKasa-
Tenb coctaenan 29,3+0,74%, 1o B nocnegHue nAtb net (1986-1990) oH
BO3pocC Ao 32,4+1,44% (p< 0,05). MNMogasnstowiee 60bWNHCTBO (60nee 2/3
C/ly4yaeB) COCTaBU/IM MEPTBOPOXAEHUSA MPU CPOKE 6GEepeMEeHHOCTU MeHee
38 Hepenb. Bonee yem B MOMOBMHE C/lyYaeB MEpTBOPOXAEHWUA umena
MEeCTO BHYTpPUyTpo6GHas runotpodms.

Begywmmn npuyvHamm MepTBOPOXAEHUNA, Kak Mokasan Hall aHaus,
6blIM OCTpas U xXpoHuyeckas runokcus nnoga (60,21%), MHAEKLMOHHO-
BOCnasiMTesnbHble npouecckl (12,7%), Ha 3-em mecte — BIMP (12,2%), pa-
nee cnepyet pogosas Tpasma (4,9%), aputpobnactos nnoga (3,3%), npo-
yune nNpuynHbl (6,8%).

Ctpyktypa BINP y MepTBOpPOXAEHHLIX MpeAcTas/ieHa Ha guarpamme
(puc. 38). Begywumuy no yactoTe nopokamu passutus ssastotca MBIP,
KOTOpble OTMEeYeHbl NoYT! B NOMOBMHE cryvaeB (48,4%), 3aTeMm crneayioT
nopoku passutusa LIHC (21,0%), U3 KOTOPbLIX OKOJI0 OAHO YEeTBEPTM MPUXO-
ONTCA Ha Takol Tshkenenwmii 1 HeCOBMECTUMbIM C XM3HbIO MOPOK pa3Bu-
TMSA Kak aHaHuedanus. Ha 3-em mecTte B CTpykType BIP y MepTBOpOXAEH-
HbIX HaxogAaTcsa aHomaium CCC, coctaBnswwme 12,9%. 310 Takue
TSXKe/Ible MOPOKK, KakK U30/IMpOBaHHasA NojiHas TPaHCNo3nLMa MarmcTpasib-
HbIX COCYZI0B, «2-X KaMepHoe» cepaue, 06 apTepuasibHblil CTBOA U pAg,
opyrux BIC. BI1P ocTanibHbIX OpraHoB U CUCTEM Y MEPTBOPOXAEHHbIX CO-
CTaBAAKT 0Koso 1/5 Bcex criyyaeB nopokos pa3sutus (17,7%). B ux uncne
— MOJINKUCTO3 JIETKOTO, areHesusl Noyek, pasnyHble BapuaHTbl aTpesunii
XKT un T 4.

Bbllwe Hamu 6GbISI0 OTMEYEHO, YTO Cpean HeAOoHOLEHHbIX naogos BIP
BCTpeyaroTcsa 6osiee YeM B 2 pasa valle, YeM cpefy AOHOLUEHHbIX. U npu
aHTeHaTa/NlbHOW rMbenn nioga NOPOKM Pa3BUTUS TakkKe BCTpedvarTcs
yaule, 4em npu MHTpaHaTasIbHOMN.
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MBIP

BMP LHC

BrpP CcCC

Mpoune BIP

Puc. 38. CTpykTypa BpPOXAEHHbIX MOPOKOB Y MepTBOPOXAEHHbIX

Uto KkacaeTcs B LesioM ponu BIP kak Npu4nHbl CMepTu AeTeli B nepu-
HaTasIbHOM nepuoge, To c/iegyeT OTMETUTb, YTO OHa 3aMETHO BO3pacTaer.
Tak, B 70-e roabl (1974-1980) yaenbHbI BeC NMOPOKOB pa3BUTUSA B NepuHa-
TasIbHOW cMepTHOCTM cocTaensn 13,1%, B 1981-1985 rr. — 13,5%, a B
1986-1990 rr. — 16,2%. Cpean NpuunH cMepTn AeTeit B nepruos HOBOPOXX-
AeHHoe™ ynenbHbIi BeC BPOXAEHHbIX aHOMa/IMil BO3POC 3a 3TW Xe rofbl C
25,5 po 29,2%.

B uenom e getun I-ro roga xvsHu cpeay yMepLnx ¢ Nopokamun passu-
TUS COCTaBNAT nojasnsiollee 60/bWMHCTBO — 92,4%. lMpu aTOM pas-
NNYHble BapuaHTbl BMP B 77,5% cnyyaeB ABNAOTCA OCHOBHbIM 3aboneBa-
HYeM B MaTosioroaHaTOMUYECKOM AmarHose ymepLumx aetei

Takyum o6pa3om, NpoBedeHHbIe HaMW UCCNefoBaHWA nokasaan cneny-
towee. Bo-nepBbix, yaenbHbIi Bec kak BIMP, Tak 1 MBIP cpean ymepLumnx
JeTeil AOCTATOYHO BbICOKUWA, MMeeT TEeHAEHUMI0 K POCTy U Ha MNopsagok
BbiLUE, YEM B LIE/IOM B AETCKOM MONy LMK, YTO YKa3biBaeT Ha BO3MOXHYHO
CYLLEeCTBEHHYIO POJib NOPOKOB Pa3BUTUSA, B TOM YMC/E U MHOXECTBEHHbIX, B
TaHaToreHese y geteii.

Bo-BTOpbLIX, AETVN OT BPOXAEHHLIX MOPOKOB YMUPAIOT NPEenMyLLeCTBEH-
HO Ha |-OM rofay Xu3HW 1 3TOT paKT NOATBEPXKAAETCSH, B YAaCTHOCTU, TeM,
yto BIMP B CTpPyKType NpuU4YvH nepuHaTasibHOW, HEOHATa/IbHON W B LEeIoM
M/1aZileHYeCcKoli CMEePTHOCTU 3aHUMAaeT OAHO U3 BedyLLMX MecCT.

B-TpeTbux, ogHON U3 Hambonee 4yacTbiX HENOCPEACTBEHHbIX MPUYMH
cMepTu geteli ¢ BMP aBnsawTca MHMEKUMOHHO-BOCNa/IMTe IbHbIE MpoLec-
cbl (OPBW, nHeBMOHUMA, cencuc u 1. 4.). NMocnegHee 06CToATENLCTBO AaeT
OCHOBaHue 6o0see ryboKo M3y4nTb COCTOSHUE (DYHKLMOHAIbHO-MOPdO-
nornyecknx napameTpoB MMMYHHOW CUCTEMbI Y AeTeid, nmetomx BriP.



MABA YETBEPTAA

NYTU MPOSUNAKTUKIN
BPOXXJEHHbIX MOPOKOB PA3BUTUA
Y DETEN

Co3gaHue Hay4yHO OBOCHOBAHHbIX MPOrpaMM aHTeHaTaslbHOW OXpaHbl
nnoga, y4yvmTbiBalOWMX COBPEMEHHbIE TEHAEHUMM B COCTOAHUW 340POBbSA
HOBOPOX/JEHHbIX U NX MaTepei n HanpaBfeHHbIX Ha npeaynpexaeHue po-
XAEHUA feTell ¢ BPOXAEHHbIMU aHOMa/IMAMU, ABNSETCA akTyaslbHON npo-
6nemoii (Buxnsesa E. M. u gp., 1990; CaBenbeBa . M., 1990; NpeyaHnHa
E. A., 1991). Meguko-coynasibHas 3HaUMMOCTb €€ 3aK/toHaeTcsl B TOM, YTO
aHTe-, UHTPa- N PaHHAA HeoHaTaslbHas NMaTosiIorMsa OKasblBaeT CyLLEeCTBEH-
HOe B/IMSIHWE Ha NnokasaTenu pasBuTWUS AeTeil BO Bce nocregyolime nepu-
oAbl, Ha hopmmnpoBaHme nx 340poBbs (Benbtuwes tO. E., JemeHTbeBa I.
M., 1988; flykbsiHoBa E. M. u gp., 1990; Akosnesa 3. b., 1990).

CkasaHHOe BblILLE MO/IHOCTbI0 OTHOCUTCA M K Npobieme npodmnnakTukm
BINP, ocobeHHO ecrnin yyecTb, YTO COBPEMEHHbIE MeTOoAbl feyeHuss 60/1b-
LUMHCTBA BPOXAEHHbIX aHOMasMlii BecbMa AOPOrocTosiLLMN, /1eTalbHOCTb
NMpU HUX OCTaeTCs CpaBHUTENIbHO BbiCOKOW (BypakoBckuii B. W., Anekcu-
Mecxuwsunun B. B., 1986; Kurzenne J. et al., 1988; Noack L., 1988).

Mo mHeHuo W. B. Jlypbe (1991), npochmnakTnka BPOXAEHHbIX MOPOKOB
pa3BuUTUS BK/IOYAET ABe FPyrnnbl MEpPONPUATUIA:

/ rpynna (mMaccoBble, 06LErocyfapCTBEHHbIE) — OXpaHa 1 yryulie-
HVe okpyxatowlein cpefbl. Cioga MOryT 6blTb OTHECEHbI:

1. MNpekpalleHne SaepHbIX UCNbITaHU (Ha3eMHbIX — MPUBESIO K CHMXE-
HUI0 PafMOaKTUBHOCTMW).

2. NHguBnayasnbHble cpefcTBa 3aWwuTbl U PaavuosiorMyeckmii KOHTPOsib
BOEHHOC/YXXaLLuX.

3. TwarenoHas nNpoBepkKa Ha MyTareHHOCTb U TEPaTOreHHOCTb:

a) A40XMMUKATOB N NecTUunaos;

6) NnekapcTs.;

B) MMLLEBbIX KpacuTenei n fobaBok.

4. CyxeHue Kpyra nokasaHuii Ans peHTreHoBCckux obcnenoBaHuii opra-
HOB MaJioro Tasa, 0CO6EHHO B AETOPOAHOM BO3pacTe U 3aliuTa roHag ot
06/1y4eHns Npy NPOBEAEHNN PEHTIEHOBCKMX 06Cef0BaHuiA.
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5. YnyJyweHue ycnosuii Ans paboTHWKOB psija npodpeccuini ¢ BpeaHbIM
TpyLOM:

a) nepcoHan aTOMHbIX 3/1eKTPOCTaHUWIA;

6) PEHTIEeHOI0TN U PEHTTEHOTEXHUKMY,

B) iMua, paboTtarwolme ¢ pagmoakTUBHbLIMU M30TONaMU;

r) pabouyvie NUTENHbIX LEXOB, XMMUYECKMX NPOU3BOACTB U T. 4.

Il rpynna (UHOuBMAyanbHblEe) — npeaynpexaeHne poxaeHus pebeH-
ka C KakKnm-1M60 NOPOKOM Pa3BUTUSA B KOHKPETHOW ceMbe (MeAMKO-reHeTu-
YecKoe KOHCY/IbTUpOBaHue).

Mo Hawemy MHEHMWIO, OCHOBHbIMW HanpaB/IEHUAMN MELULUHCKUX Me-
ponpuATuiA no npodunaktuke BMP y aeTeli ABNSAOTCA cnegyoLwime:

1. BbiiBNeHve ceMeii ¢ AeTbMU1, UMEIOLLMMY NOPOKM Pas3BUTUS, UX Me-
[OVKO-TeHeTUYeckoe KOHCY/IbTMPOBaHWe, pacyeT CTeneHu pucka noBTop-
HOro poxaeHusi pebeHka ¢ BIP, nocnegytowas 4opoaosas gnarHocTuka.

2. MaccoBblli Y3-CKpUHMHI 6epEeMEHHbIX XEHLUMH C LieNblo paHHen (4o
24-25 Hepenb 6epeMeHHOCTN) ANarHOCTMKN MOPOKOB pasBUTUSA Y MI04a.

3. Ha Tex Tepputopusx, rge no Kakum-nn6o npuyMHam maccoBblii Y3-
CKPVHUWHTI He Npou3BOAMUTCS, HeOobXoAMMO OCYLLECTB/IATL LesieHanpas/ieH-
Hyt0 (CeNneKTMBHYIO) NpeHaTasibHY0 ANArHOCTUKY C y4eToM KoadpuumneH-
TOB 3HAYMMOCTU (DAKTOPOB PUCKA.

AP heKkTUBHOCTb Taknx NpodhmuaakTuyecknx nporpaMmmMm Ao/HKHA OLeHU-
BaTbCHA B CUCTEME PErMOHasIbHOTO reHeTUYEeCKOro MoHMTopuHra (Pe3Huk b.
A. v gp., 1991).

Takum 06pa3om, Ncxonsa U3 NepeyvncsIeHHbIX Bbille MeponpusaTui, He-
06X04MMO, XOTA Obl KPaTKo, OCTAHOBUTLCS Ha TakMx BONPOCax, Kak:

MeJNKO-TeHeTUYeckoe KOHCYNbTUPOBaHueE;

JopojoBasi AUarHoCTvKa,

3HAYNMOCTb Y3-CKPUHMHIa 6epeMeHHbIX XEHLLUMH Ha BPOXAEHHY na-
TOMOrNI0 Y NN0aa,;

ncnonb3oBaHne hakTopoB pucka no copmuposaHuto BIMP B npegyn-
pexaeHun 3Toli naTonoruu,;

opraHusaums perMoHanbHOro reHeTUY4ecKoro MOHUTOPUHra, B YacTHOC-
TV, MOHUTOpUHra BI1P.

MeAanko-reHeTUYeCKoe KOHCYNbTUpoBaHue

BonpocaMm MeanKO-reHeTUYeCKOro KOHCY/IbTUPOBAHUS MOCBSLEHO
60/1blLIOE KOSIMYECTBO Kak OTEYECTBEHHbIX, TaK U 3apy6exHbIx nybnuka-
uuii. B ogHux pabotax m3naratTcs NPUHUUNLI U 3a4a4n MeaunKo-reHeTu-
YecKoro KoHcynbTupoBaHus (bapawHes 0. W. u gp., 1979; Benbtuuies HO.
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E. n gp., 1981; Hanson J., 1983), B Apyrnx — oTpaKeHbl MeToAbl MCCeao-
BaHWsA 60/bHbIX C reHeTUYeCcKol natonorveli 1 NporpaMmbl UX KOHCYNbTU-
poBaHus (BopcaHoBa C. I'. n gp., 1987; Goodman R. et al., 1989; Kumta N.,
1989), TpeTby paboTbl NpeacTaBNAT cOO0l PYKOBOACTBA U NpakTuieckme
pekoMeHgauum no MeamKo-reHeTUMYEeCKOMY KOHCY/IbTUPOBaHUio (Xapnep
M., 1984; Kosnosa C. W. n gp., 1987; Nypbe . B., 1991; Kelly T., 1986),
yeTBepPTble — U3naratT CBOM ONbIT PaboThbl U OCBELLAIOT NepCnekTUBbl pe-
LeHnsa NpobsieMbl BPOXAEHHON 1 HacneACTBEeHHOM natosornn (KasaHuesa
N. 3. n gp., 1989; Benbtmwen 0. E. n gp., 1991; Arima M., 1988; Wong H.,
1987; Witkoski R., Scrdck E., 1990). EcTb paboTbl M0 3KOHOMWYECKMM BO-
npocam MeAmMKo-reHeTUYecKoro KoHcybTupoBaHusa (Bernhardt B., Pyeritz
R, 1989).

OCHOBOW MeAMKO-TEHETUYECKOro KOHCY/IbTUPOBaHUSA SABMSETCA npa-
BW/IbHBIA HO30/10rMYECKNiA AnarHo3 HacnencTBEHHOIoO 3aboneBaHus, 4YTo
npencTaBnsieT coboi kY K MOHUMAHMKI0 Tuna HacsefoBaHusl, 6e3 KoTo-
poro HEBO3MOXHO OrnpefennTb CTeneHb NOBTOPHOIO pucka AaHHOoro 3abo-
NeBaHus.

Korga AvarHo3 ycTaHOB/IEH U U3BECTHA 3TMOJONNA BPOXAEHHOro Nopo-
Ka, MOXHO MPOBECTU OLEHKY Takoro pucka.

PacueT pucka 3aBUCUT OT TOrO:

— BO3HUK 11 MOPOK NoJ AelicTBMEM (haKTOPOB BHELLHel cpeapl,

— BO3HVK NI MOPOK B pe3y/nibTarte MyTauum eaAvHUYHOrO reHa,

— [eTepMUHUPOBAH /I OH TPYNMol reHoBs,

— CBf13aH /1M C NaToNorneii XpoMoCOM.

Ecnn nopok pa3Butus Bbi3BaH AENCTBMEM 3K30T€HHO-CPeloBbIX (DaKTOo-
poB (MHMEKUMS, NPUEM eKkapcTs n Ap.), HeE06XoAMMO NPenycMOTPETb UC-
KNOYEeHNe Takmx BO3LENCTBUI (Korga 370 BO3MOXHO) Npu creaytoulen 6e-
pPEMEHHOCTN.

Ecnv BpOXAEHHbI NOPOK BO3HMK B pe3ysbTare MyTauum eguHWYHOro
reHa, T0 HacsefoBaHue ero NoAYMHAETCS 3akoHaM MeHaens, a B pamkax
MOHOTF€HHOro HacfefoBaHusA CyLeCcTBYeT [Ba OCHOBHbIX Tvna nepepayu:
PELECCUBHBIV U AOMUHAHTHBIN.

Mpu peueccrMBHO HacneAyemMol natosiorum 6yab TOo N30/IMPOBaHHbI
NopokK (MOSIMKUCTO3 MOoYeK UHM(aHTUMBHOro TUna) Win CUHAPOM MHOXec-
TBEHHbIX aHomanuin (Hanpumep, cuHapoMm CmuTa-Slemnun-OnuTua), puck
MOBTOPHOIO POXAEHWS B [AHHOW ceMbe 60/IbHOro pebeHka cocTaBrisieT
25%. Mpuyem OH He 3aBUCUT OT NoJla pebeHka 1 Yncna NopakeHHbIX AeTel
B CEMbe — OAVH Wan 6onee.
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Ecnm peyb nget o MOTOMCTBE NaLMEHTa, MMEILLEro PeLLecCMBHO Ha-
cnefyemblii MOPOK, B Gpake ¢ CynpyroM, He MMEHLLMM Takoi xe naTosio-
rMu, TO PUCK POXAEHUA pebeHka C AaHHbIM PeLecCUBHO Hac/nefyeMbiM
MOPOKOM B LLe/IOM HEBE/IUK: OH paBeH MOJIOBMHE MOMYNSAUMOHHON YacToThl
MyTaHTHOro reHa (Jlypbe W. B., 1991). MockonbKy B 60/bLUNHCTBE Clly4yaeB
[AN151 NOPOKOB Pa3BUTUS UX MONY/ISALUOHHASA YacToTa He npeBbiaeT 1%, To
W pUCK A4S MOTOMCTBA NauMeHTa C PeLecCrBHO Hac/eayeMbliM MOPOKOM,
Kak npaBufo, He npesbiwaeT 0,5%. [pyrne BapuaHTbl BCTPEYaloTCs MC-
K/TIOUUTESTbHO PEeSKO.

OpHol 13 hOpM pEeLecCBHOrO HacnefoBaHusl ABASETCs X-CUensieH-
HOe peLlecCrBHOe Hac/iefoBaHne. B Takux criyyasix 60M1e3Hb NposiBASETCS
TO/IbKO Y 1L, MY)XXCKOrO Nnosa, reMm3nroTHbIX Mo AaHHOMY NaTos1ornyecko-
My FeHy. Y NULL, )XEHCKOro nosia Takoi MOpPOK Yalle BCEero He BO3HMKAeT, HO
MOXeT BO3HUKHYTb (4TO OblBaeT OYeHb PefKo) /vlb Y Ao4Yepu B6O0bHOro
oTUa M Matepu-HocutesnbHULbI (puc. 39, a, — roMo3uroTusauus no MyTaH-
THOMY TeHy) unm npu ytpate X-xpomocomsl (puc. 39, 6, —cuHgpom Lepe-
LUeBCKOro-TepHepa, coyeTarwmincsa ¢ X-cuenseHHbIM MOPOKOM).

Ecnun XeHLmHa — HOCUTEe/IbHMLA MyTaHTHOrO X-CLernsIEHHOro peLec-
CVIBHOTO reHa, TO PUCK A/151 ee CbIHOBEW OT «3[40poBOro» oTua OGyAeT co-
cTaBnATb 50% v NofoBUHA Aodepeli 6yayT HOCUTENbHULAMU MYyTaHTHOrO
reHa (puc. 39, B).

Y 605bHOro oTua: (B 6pake co «340POBOIN» XEHLIMNHON) CbIHOBbA — BCE
3[10pOBbI, BCE A0YEPU — HOCUTE/IbHNLLI MaTO0rM4yeckoro reHa (puc. 39, ).

Ecnu cnyyaii B ceMeiiHOl poA0CNOBHOM Cnopaguyeckuii, To Toraa Bbl-
COKa BEpOSATHOCTb, YTO OH OBYC/IOB/IEH BHOBb BO3HWKLIEN MyTauumeir. Ta-
Kas MyTaums BO3HWKaeT B MOJMIOBbIX kKeTkax Aefa npobaHaa no matepuH-
CKOW nuHun. Torga MaTb npobaHAa CTaHOBWUTCA NEPBOI B POLOC/IOBHON
HOCUTENbHULLE MYTaHTHOTO reHa 1 3abosieBaHNe KIIMHWYECKN NPosiBNIsSeT-
CSA 'y OOHOrO 13 ee CbIHOBEe. TakoBa reHeTka BHOBb BO3HUKLLIMX MyTaLuii
npu X-CUENMEeHHbIX peueccnBHbIX 3aboneBaHusax. BapuaHT aTux 3ab6one-
BaHWI, Korja BHOBb BO3HUKLIAS MyTalWsi CBA3aHa C MOPaXeHWeM O0LUTOB
mMaTepu npobaHaa, NpakTUYeckn He HabnwgaeTcs.

Mpy OOMWMHAHTHO Hacnegyemoil NaTtosiorMM PUCK MOBTOPHOrO po-
XAEHUS B JaHHON ceMbe 60/1bHOr0 pebeHka cnefyeT oueHnTb B 50%, x0T
B YaCTW C/lydaeB MYTAHTHbIA reH BbI3bIBAET /IULLUb CYOKNMHMYECKME U3MeE-
HeHWs. YKka3aHHbIli pUCK OLLEHNBAETCH B CEMENHbIX Cnyvasx 3aboneBaHus.
B cnopagmyecknx cnydyasx puck Ans cMbCoB HUUTOXHO Masl, T. K. Kaxabli
TakoW cnyyail — pesynbTaT BHOBb BO3HMKLUEN MyTaluy B MOJIOBbIX KNET-
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Kax O4HOro M3 poauTeneil u NOBTOPEHMe Takoro csiydyas BeCbMa MasioBe-
pOSITHO. B CBSI3M € TEM, YTO YacTOTa JOMUHAHTHbLIX MyTaLuWii yBeIMYnBaeT-
ca ¢ Bo3pactom oTuoB (Friedman J., 1981), Bo3pacT otua 6onee 35 net
MOXeT CBMAETeNbCTBOBaTb 0 BO3HMKLLEN HOBOW MyTauuu.

HafeXxHOCTb OLEeHKM CTEeNeHN pucka B KaKAOM KOHKPETHOM clyyae 3a-
BMCWT OT TOro, HACKOJ/IbKO TLaTesIbHO 06cefoBaHbl POAUTENN, HACKOIBKO
[OCTOBEPHbI reHeasiornyeckne faHHble U HaCKOSIbKO MOXHO ObITb YBEPEH-
HbIM B TOM, YTO AaHHbIA Cnyyail OeACTBUTENbHO ABNASETCA pe3y/ibTaToM
crnopagnyeckolii Mytauum, a He HacnegoBaHUS MYTaHTHOrO reHa, He npo-
siBUBLLEro cebs knnHuveckn (lypbe W. B., 1991).

OpHoit ux hopM AOMVHAHTHOIO HacneAoBaHUA ABNAKOTCA Cyvau, Korga
MYTaHTHbIA FeH JIOKaSIM30BaH B X-XPOMOCOME — X-CLieNsIeHHOe AOMUHAHT-
Hoe HacnefoBaHuWe. B aTux criydasx 601€el0T TOMbKO NMLA XXEHCKOro nona,
Ma/ibyYuKU, TEMU3UTOTHbIE MO MATO/I0rMYECKOMY OOMWHAHTHOMY FeHy, Kak
npaBuo, HEXN3HECNOCOOHbI 1 MOTOMY NOrM6atoT BHYTPUYTPOBHO.

HeckonbKo C/0B 0 pYCKe MOPOKOB MYJ/IbTUaKTOPUa/IbHOro Npouc-
XOXAEHUS.

Ecnv nopok fetepMuHMpoBaH MyTauuein He eAMHWYHOrO reHa, a rpyn-
Mol reHoB, TO PUCK MOBTOPHOTO poOXAeHus pebeHka ¢ AaHHbIM 3a6osieBa-
HVem noguunHsieTcs 6onee CNOXHbIM 3aKOHOMepHOCTAM. Mpu pacyeTte 3To-
ro pucka AO/MKHbI NMPUMEHSITBCA TMNOTE3bl 0 NOSIMTEHHOW AeTepMUHaLMMN C
noporosbIiM aghchekToM. 3a TakMM MOPOroM ynopsifiodeHHoe pas3BuTUe op-
raHm3ma Hapylwaetcs. Tak HacnegyeTcsl 60NbLUMHCTBO U30/IMPOBAHHbIX U1
CUCTEMHbIX NMOPOKOB, B TOM 4uc/ie Hanbosiee pacnpocTpaHeHHble — aH3H-
uechanus, CNMHHOMO3IoBas rpbixa, paclienuHa rybol n Heba, nuopocTe-
HO3, aTpesns nuiiesoaa, 601bLUIMHCTBO NMOPOKOB cepalia, KocosanocTb U T.
4. (lypbe W. B., 1991). BONbLUIMHCTBO NOMUTEHHbLIX MOAENEe UCXOOaUT U3
npeanosioXkeHus o6 aagauTMBHOM (B3aMMHO [AOMOJHAKLWEM) AeicTBUM
NPUMEpPHO OAMHAKOBbLIX MO 3PdEKTY (PAKTOPOB — FEHOB (HECKOSIbKNX, HO
6e3 rn1aBHOro reHa) u TepaToreHHbIX BO3AeNCTBUIA.

[na Bcex NopokoB 3TOl rpynnbl HacnegoBaHWs (C NOUreHHOW aeTep-
MUHauMen) xapakTepHbIM SBNSETCA TO, YTO UX vactoTa y G6/IM3KMX po-
[OCTBEHHMKOB Npo6aHAaa Bbille 06LLenonyIsaunuoHHoN. MNpuuem, yem 6mxe
pOACTBO, TEM Bbllle cTeneHb pucka. MoaToMy puck NOBTOPEHUS MOPOKOB
3aBUCUT OT YMC/a NOPaXKEHHbIX B ceMbe W Takoi puck B 10-20 pa3 Bbliwe,
YyeM YyacToTa 3TOro nopoka B nonynAumn. Ho NOCKOsbKY NOnynsiuuoHHas
yacTtoTa UX CpaBHUTE/IbHO HeBesvKa AN GONbLUMHCTBA U3 HUX, TO PUCK
noBToOpeHus coctasnset 2-3% (Carter C., 1976).
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XX XY

vij XX XY

Prc. 39. Cxembl X-CLENIEHHOI0 PeLLeCCMBHONO HacnefoBaHUAM —
MyTaHTHOro reHa, oTey — 605eH X-CUenneHHbIM 3abosieBaHuem); 6 —
XOXAEHNe MOJIOBbIX XPOMOCOM, oTel, — 60neH X-cuenseHHbIM 3a60-
comua X, cuHapom LlepelueBckoro-TepHepa, cuHapom KnsiiHdensTe-
MyTaHTHOrO reHa), oTel — 340pPOB; MOSACHEHUS B TeKCTe, I — MaTb
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romMosMroTu3aumsi No MyTareHTHOMY reHy (MaTb — HOCUTENbHULA
pegkasi cuTyaums (MaTb — 340pOBa, HO B Melio3e oTMeyaeTcs Hepac-
fleBaHMEeM): BCe NOTOMCTBO MMeeT XPOMOCOMHYH naTonoruo (nosim-
pa, HEeXW3HecnocobHblli Manbuvk, OY) B — MaTb (HocuTeNnbHUUa
3A0poBa, oTel — GOMeH
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Moapo6HO MeToAMKM pacyeTa CTeneHn 3Toro pucka NpuUBOAATCA B crie-
UMasibHbIX PYKOBOACTBAX, MCMNOMb3yeMbIX Bpadamu-reHeTukamu (Xapnep
M., 1984; Kosnosa C. W. n gp., 1987; Bonaiti-Pellie C., Smith C., 1974).

Mpr XPOMOCOMHBbIX CUHAPOMAaX MeaVKO-TeHETUYECKOE KOHCY/IbTUPO-
BaHWe u onpefesieHne prcka NOBTOPHOIO 00XAEHUA pebeHka C 3TUM CUH-
JpomoM npeacTasnsieT ocobylo 3agady. Bce MHoroobpasme Ho3osormyec-
KMX (popM XPOMOCOMHOM NaTosiorMm HeobxXoAMMO pasfesnivuTb Ha ABe
NMPUHLMMUAIBHO Pa3/INYHbIX C TOUKMN 3PEHUSA MeaMKO-TeHETUYECKOro KOH-
CYNbTUPOBAHUA TPyMnbl 3aboneBaHuii: 1) XpOMOCOMHblE 60/1€3HU, BO3HU-
KWwne B pe3ynbTare HOBOW MyTauuu, MpousoLlejLleli B rameTax pogutenei
(nnun npy Mo3anumsme caMoro 60/1bHOr0); 2) CUHAPOMbI, Bbi3BaHHbIE MyTa-
umeli, KoTopas npousolna y 6o5ee oTAa/IeHHbIX NPeaKoB, HO, HAXOASCh B
cbanaHCMpoBaHHOM COCTOSIHUW, K/IMHUYECKW He MpOosiBAAfachb, a NPosiBu-
nacb y npobaHga B HecbanaHCMPOBAHHOM COCTOSIHUM.

B Tex cny4yasx, korga npuyMHON XPOMOCOMHOrO 3a60/1eBaHuA siBUNAaCh
HOBas MyTauusi, pUCK NOBTOPHOrO pPoXAeHUs pebeHKa c Takoi xe naToso-
rmeli BecbMa MaJl, T. K. paBeH 4YacToTe MOBTOPHOIO BO3HWKHOBEHWS 3TOM
Xe MmyTaumun. BmecTe ¢ TeM JOCTATOYHO CYLLIECTBEH XapakTep camon MyTa-
LMK N ee yactoTa Bnonynsaumu. Tak, Hanpumep, pUCK NOBTOPeHWs 6o
CTPYKTYPHOI NepecTpoku XpOMOCOM COCTaB/ISIET COTblE A0NM MPOLEHTa,
a BEPOATHOCTb MOBTOPHOIO0 HEPACXOXAEHUSA XPOMOCOM B Meiio3e u dop-
MuUpoBaHWe naoga ¢ CUHAPOMOM ayTOCOMHbIX Tpucomuii (JayHa, 3A4-
BapAca, Matay u Ap.) Y XXeHLUMH CTapLlumx BO3PaCTHbIX rpynn CyLIeCTBEHHO
BO3pacTaeT u cocTaBnseT He meHee 1% (Jlypbe W. B., 1991).

Takum 06pa3oM, NpyY HOpMasibHbIX KapuoTunax poauTenein puck nos-
TOPHOro poXxaeHnsi pebeHka ¢ XpOMOCOMHOW MaTosiorMeil NpakTMyeckn He
npesblwaeT 1%, ecnn Bo3pacT poguTenen B npegenax 20-35 ner.

Mpu HaNMuMM y OAHOrO M3 CYMNpyroB CTPYKTYPHbIX NepecTpoek XPOoMo-
COM OULEHKa pucka npeacraBnsieT onpenesieHHble TpyaHOCTU U Tpebyet
cneuuasbHbIX FEHETUYECKMX pacyeToB, KOTOpble MOAPOOHO W3/10XEHbI
WN. B. Nlypbe B PykoBogcTBe no Tepatoniorun yesnoBeka (1991), a Takke B
MoHorpadoum M. Xapnepa (1984).

OueHKa pucka, kakoi 6bl TOYHOM OHa HW 6blia, CTaBUT CYMpPYroB, Kak
cnpaseg/imeo 3amevaeT W. B. Jlypbe (1991), nepeg AnnemMmoli: peliatbcs
Ha fanbHellee geTopoxaeHue Winm HeT. OAHO3HAYHO OTpuLaTesbHbINA
OTBET MOXHO AaTb /inwb npu 100%-HOM pucCKe, YTO NMpakTUYecku BCTpeya-
eTCA UCK/IIUMTENbHO peako. PUckom Huxe 1%, kak oTMevaeT 60JIbLUNHCT-
BO reHetukoB (Xapnep M., 1984; Kosnosa C. W. u ap., 1987; lypbe W. B,
1991), MOXHO NpeHebpeyb U peLlnTb MOSOXUTENbHO BOMPOC O Aa/ibHEN-
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lwem AeTOPOXAEeHUN B AaHHOW KOHKPEeTHOW cemMbe. OHaKO Ha npakTuke
6OMbLUNMHCTBO OLLEHOK pUCKa HaxoauTcs B AnanasoHe oT 1 go 25% u aTo
CYLLLeCTBEHHO 3aTpyHseT BblIOOp. Peluatollee 3Ha4YeHNe B Takux cUtyauu-
AX npuobpeTaeT Aoponosas (MpeHatasibHass) OUarHOCTUKa — COBPEMEH-
Has cucTema 06cnefoBaHus, NO3BOAAKLWAA YCTAHOBUTL HaulMumMe WUan oT-
CYTCTBME MOPOKOB pPasBUTUS y nsioga u B criydyae HeobXoAMMOCTU
npepsatb 6epeMeHHOCTb N0 MeAULMHCKUM MnokasaHusMm (TepaTaHasus).
Takoil noaxof B HacCTosLLEee BpeMs sABnsieTca Hanbosnee AeNCTBEHHbIM Mo
npeaynpexaeHuio poxaeHus geteii ¢ BIP.

MpeHaTanibHaa gmMarHoCTnKa

B opraHu3aunoHHO-NPakTMY4ecKoM nnaHe npeHaTasibHy AUarHOCTUKY
cnepyeT pasfenvTb Ha:

1) ueneHanpasfeHHY!O,

2) maccoByto (CKPUHUPYIOLLYHO).

MepBblii BapuaHT M — ueneHanpasfeHHas aMarHocTVKa — Ocyllec-
TBNSIETCH, Kak Npasuio, Ha OCHOBE MeAWMKO-TEHEeTUYECKOro KOHCY/bTUPO-
BaHWA cynpyxecknx nap. OCHOBHble MoKa3aHus K ueneHanpasneHHon M4
N310XeHbl B Tabn. 35.

MeTogp! M genatca Ha: a) HemHBasMBHbIE (Y/1bTPa3ByKOBOE UCCNeno-
BaHMe, amMHNO- nnn petockonus) u 6) nHBasMBHblE (UCCNefoBaHNE KPOBU
mMaTepei, 6uoncus XopmoHa, aMHUOLEHTE3, KOPAOLEHTe3 — MyHKUUsA co-
CyA0B MynoOBUHbI Nao4a; oetoamHmnorpadmsa u 1. g.).

Bbi6op meToga M/ 3aBMCUT OT xapakTepa LMarHoCTMpyemoro npeHa-
TaslbHOro 3abosieBaHns. Yacto npu MenuKo-reHeTUHYeCKOM KOHCY/NbTUPO-
BaHWM N0 MOBOAY MHOIMX BPOXAEHHbIX W HacneACTBEHHbIX 3ab60/eBaHu-
AX WHBa3MBHble MeTOoAbl MO CBOeli o4yepefHOCTU UCMOMb3YHTCS
nepebiMU. A Tak Kak cama npouegypa N[ Hebe3onacHa v nNpu MOMOXU-
Te/lbHOM pe3ynbTaTe TECTMPOBaHUA NpegnonaraeT a/IMMUHALNIO N1oaa,
TO ee Heo6XxoAMMO NPOBOAUTL TOJILKO MOC/E TOro, Kak cynpyrn 6yayT uH-
hopMMpOoBaHbl 0 AAaHHOW TaKTUKe, TO eCTb 06 ONacHOCTU OC/IOKHEHWUi, a
TakkKe corfacHbl Ha OOCPOYHOE MpepbiBaHWe 6epeMeHHOCTU. B npoTus-
HoM cniyyvae M/ npoBoAnTb He umeeT cMbicna (Xapnep M., 1984). MNpea-
BapuTe/IbHO Cynpyram [O/DKHbl ObITb AaHbl NOMOXUTE IbHbIE OTBETbI Ha
npegsiaraemMmbie BONPOCHI:

1. TIopoK AOCTaTOYHO TSAXE/bIA U NpepbiBaHNe 6epeMeHHOCTM onpas-
AaHo.

2. leyeHne NGO HEBO3MOXHO, /IMB0 pe3ynbTaTbl ero HeyaoBeTBOpU-
Te/bHbI.
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Ta6bnnuya 35

OCHOBHbIEe TMoKasaHusa
K Ll,eI'IeHaI'IpaBI'IeHHOVI npeHaTaanon AnarHoCTumke

Cynpy»xeckne napbl,
He umerwLme geteit ¢ BMP

1. Bo3pacTt marepn — crtapwie 35 nert.

2. BospacTt otya — ctapuwe 40 ner.

3. O4MH n3 cynpyroB — HocuTeslb cba-
NTaHCUPOBAHHOW XPOMOCOMHOV TpaHc/io-
Kaumu.

4. Mo3anum3aMm y OOHOro U3 poauvTenei
Nno XPOMOCOMHOV aHOMasnu.

5. B poaoC/fiOBHOV CeMbW WMEKTCS
npeacraBuTeNIn C TSAXENbIMA BPOXAEH-
HbIMU MopokamMn (BHeLWHne fedeKTol,
YMCTBEHHasi OTCTa/I0CTb 1 T. A.).

6. BosgelicTBve MOHU3MPYKOLLENA paguva-
UMM MAM LUMTOCTaTUYECKOW Tepanum Ha
ogHoro (Mnn oboux poguTeneii).

CynpyXeckue napsil,

Y KOTOpbIX uMeKTCcA (MMefinChb)

aetn ¢ BrP

1. JeTn (kmBble UM MepTBO-
POXAEHHbIE) C MNopoKamMmu
pasBuUTUA:

— HeBpa/IbHOW TPy6Kn

— cepjua n KpynHbIX COCY-
pile]:]

— Kenygo4yHO-KULLIEYHOro
TpakTa

— ckeneTa (Tskenble hopMbl)
2. 0eTn c TaKenbiM ayTocoM-
HbIM WM X-CUEenneHHbIM pe-
LleCCUBHbIM 3abonieBaHneM.
3. [letTu c ayTOCOMHbIM Wnun
X-cuenneHHbIM AOMUHAHT-
HbIM 3abosieBaHNEM.

4. leTn ¢ ayTOCOMHbLIMU TpuU-
coMUsIMU NN APYrMMnN  Xpo-
MOCOMHbIMU CUHAPOMaMW.

3. Mpu nocTtaHoBke M/l TECT HA AaHHY0 aHOMa/INI0 AOCTATOYHO TOUEH.

4. T'eHeTUYecKNin puUck HeGNaronpusTHOro Mcxoga G6epeMeHHOCTU
OYEHb BbICOK.

Ecnm npu nosioXuTeslbHOM OTBETE HAa OAUH M3 3TUX BOMPOCOB CyMNpyru
[aloT cornacue Ha npepbiBaHWe 6epeMeHHOCTU, To npoBefeHue M on-
paBaaHo 1 LienecoobpasHo.

OCHOBHbIM MeTOAOM LeneHanpasneHHon MM B / TpumecTpe bepe-
MEHHOC T SIB/ISIeTCS TpaHCLUEepBUKasibHas (pexe — TpaHcabaoMUHasb-
Hasl) 6MOMNCUS BOPCUH XOPMOHA C MOC/eAyOLWUM YCTaHOBNEHNEM:
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— kapuoTtuna nnoga (nyTem Ky/lbTUBMPOBAHUA UM Tak Ha3blBaeMbIM
«MPSIMbIM» METOZ0M),

— reHHoIt nNaTosiorMmn ¢ nomoLklo «JHK-30HA0B» (No/MMmepasHas Len-
Has peakymsa — PCR).

ViccnepoBaHne KapuoTuna nnoga HeobxoAumo npy NOAO03PEHUN Ha
XPOMOCOMHbIE CUHAPOMbI U X-cuensieHHble 3a60/1eBaHns.

JOHK-30HAbI NO3BOMAIOT YCTAHOBUTL reTepo3nUroTHoe HOCUTENbCTBO
WA TOMO3UIOTHOE COCTOSIHME C MOCNeAYoLMM KTMHUYECKUM MPOSBNEHN-
em 3abos1eBaHNs NPU HEKOTOPbIX FEeHEeTUYEeCKUX NOpoKax pas3BuUTUs (CUH-
apombl KodhdpmHa-/loypu, Hoppu 1 1. 4.), HO, rnaBHbiM 06pasom, npu Ha-
CNeACcTBEHHbIX aH3uMonaTnax (MyKoBMCLMAO03, reModuang, muonaTtus
[JroweHHa, cnHgpomel MNowe, HumaHa-lNuka, Tes-Cakca, Mykonosancaxapu-
003bl 1 4p.).

Buoncurio xoprmoHa NpoBOAAT B Cpoke 6epeMeHHOCTU 7 Hefeslb, HO He
paHee 5-Tn. ShPEKTUBHOCTb NOJTYHEHUA TKaHW XOpUOHa cocTasnsieT 50-
80%. TexHuKa 3TOro MccnefoBaHMsi XOPOLIO OCBeleHa B nuTepaType
(BapaHoB B. C., 1987; KynneB A. M. n gp., 1989; MHateiiko O. 3. u gp.,
1990).

MokaszaHnsA K XOPUOH-6moncum:

1) Bo3pacT matepu ctapue 35-40 fneT; 2) XPOMOCOMHbIE NepPecTPOnKLM y
poguteneit; 3) HanMuMe B CeMbe 3a60/IEBAHUIA, CLIENMEHHbIX C X-XPOMOCO-
Moi1; 4) HacneAcTBeHHasa natonornsa metabonuama, remorniobuHonaTnm; 5)
npeabiayLimii pe6eHoK B CEMbe C XPOMOCOMHbIM CUHAPOMOM.

MpoTunBoOnNokasaHusa: 1) BarMHasibHasA MHMeKUUs, yrpo3a npepbiBaHusA
6epeMeHHOCTHY; 2) MMomMa MaTkn 60/bLINX pasMepoB. B Nogo6bHbIX criyva-
ax [ nepeHocutcda BO |l TpymecTp wunu B psage cr/yyaeB BbINOSIHAETCA
nocse COOTBETCTBYHOLLEro Kypca nedeHus (Kynves A. M. u gp., 1989).

Tak Kak MeToguyeckn 1 61orncmusa XopnoHa v nocregyrowme nccneno-
BaHMA (LUUTOreHeTnyeckne, MOJIEKY/IIPHO-TeHeTU4Yeckne) npeacrasns-
10T HeMasible TPYAHOCTWU, 3TOT MeTof [ He MoXeT ObITb LLUMPOKO pac-
NpocTpaHeH B cUCTEME MeAMKO-TeHeTUYecKor cnyxbbl, NO3TOMy ero
HeoOX0ANMO OCYLLECTBAATbL B KPYMHbIX LLlEHTpax nepuHaTtasibHon meau-
UMHBI.

Bo Il TpumecTpe 6epeMeHHOCTM A5 uenein M4 MoryT ncnosb3oBaTbCs:

— nccnefoBaHns KpoBu martepu,

— aMHUOoLUEeHTEe3,

— nccnefoBaHve KpoBu nioja (KopAoueHTes) U Apyrux TkaHel (Hanpu-
Mep, KOXn),
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— YNbTPa3ByKOBOE UCC/efOBaHWe nnoga.

KpaTko oCTaHOBMMCS Ha AMarHOCTUYECKMX BO3MOXHOCTAX KaxAoro u3
3TUX METOAOB.

ViccnegoBaHve KpOBU MaTepu Ha cofepxaHue anbga-gpeTonporeu-
Ha pPagnoMMMYyHOIOTMYECKUM METOLOM MO3BOMSAET BbIIBUTb 3HAYUTE 1b-
HYH0 YaCTb OTKPbITbIX (HO HE 3aKpbITbIX) Ae(EKTOB HEBPasIbHOW TPYyOKM
(aHaHUedhanua, CMI), npu KOTOPbIX OHO MOBbIWAaeTcs. [JaHHoe uccneno-
BaHWe NpoBOAMTCA B CPOkM 16-18 Hend. 6epeMeHHoCTW. pu HOpMasibHO
pasBuBatoLLelica 6epeMeHHOCTN ypoBeHb anba-deTonpoTemHa B nas-
Me KpoBW yBenuumBaeTcs ¢ 7-8-ii no 30-32-yt0 Hegento COOTBETCTBEHHO C
20-30 go 200-300 Hr/mn, a 3aTeM NOCTEMNEHHO K CPOKY POAOB CHMXaETCs B
cpegHem go 60-150 Hr/mn (Hecteposa A. A. n gp., 1978). ¥Y B3pOC/bIX f10-
el aToT 6e/10K NpaKTUYeCcKn OTCYTCTBYET U BbISIBMSETCH J/IMLWb MPU HEKO-
TOpbIX 3ab60neBaHNsAX (pak 1 Apyrne nopaxeHus neyeHn, aMOpUOHasibHble
ONyX0/In — CEMWHOMA, XOPWOH 3NUTeNnoma, Helpo- u HedpobnacToma)
(MatBeeBa H. K. n gp., 1980).

BmecTe ¢ TeMm, onpegenerHne anbga-etonpotenHa B KpoBN 6epemMeH-
HOW >XEHLUMHbI SBMSIeTCA CKOpee CKPUHWPYIOLLMM, YeM AMarHOCTUYECKUM
Tectom (Xapnep M., 1984; Brock D., 1981; Hemke G., Weise W., 1981),
NMOTOMY YTO HOPMaJIbHbIA €ro YpoBeHb He MCK/IHYaeT AedeKTOB HEBPasib-
HO TPyOKM, a MOBbILEHHbIA — MOXET HabngaTbCA 1 Npu APYroin natoso-
rn nnoga (BHyTpMyTpoGHasi rmbenb, N30MMMYHHbIA KOHAANKT 1 T. 4.). Mo-
3TOMY MccrefioBaHne arnba-eTonpoTenHa ¢ AUAarHOCTUYECKOWN Lesbio
cnepyeTt NPoOBOAMTbL B aMHUOTUYECKON XUAKOCTU.

AMHMOUEHTE3 C Noc/eyoWmnm nccnefoBaHmemM aMmHUOTUYECKON Xna-
KOCTW:

— Ha anbtha-goetonpoTtenH n gpyrue 6enku (Llanok M. K., 1983),

— Ha kapuoTtun nnoga (3onotyxuHa T. B. u gp., 1986),

— Ha reHeTu4eckyro natosiornio obmeHa Bewects (Xapnep M., 1984)
NpoBOAUTCS B CPOKN 17-22 Hepn. 6epeMeHHOCTU. TeXHWKa 3TO MaHunyis-
uun, TpebytoLlein OT Bpaya BbICOKOM KBa/Mdimkaumumn, Takke XopoLo onnca-
Ha B niuTepartype (MHaTteiko O. 3. n gp., 1990; Nypbe W. B., 1991). MNMokasa-
HUA K NPOBEAEHMNIO aMHMOLEHTe3a Te Xe, YTo W AN XOPUOH-6uoncuu,
NpoTMBOMNOKa3aHUs — yrpo3a npepbiBaHns 6epeMeHHOCTU.

Anbtha-heTonpoTenH B aMHUOTUYECKOWN XUOKOCTU NpU HOPMasibHO
pasBuBatoLlelica 6epeMeHHOCT mexay 15-i n 20-i Hegensamu cocTaB/is-
eT 5-40 mkr/mn (Nevin N. et al., 1974), no gaHHbim A. A. HectepoBoii u
coaBT. (1978) k 22-23-ii Hepn. gocturaet 1500 - 2500 Hr/mn, 3aTem nocTe-
MEHHO CHMXaeTcsa K CPoKy poaos Ao 200 Hr/mn.
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MoBblweHne anbga-eTonpoTenHa MOXeT 6biTb 06YCNO0BNEHO MHOIM-
MW MpuyYnHamu (Tabn. 36).

YMeHblleHne anbda-getonporemHa B aMHUOTUYECKOM >XUOKOCTU
BCTpeYaeTCs 3HAUMTE/IbHO pexe U Hab/aaeTcs, Hanpumep, npu Tpu-
comun 21 y nnofaa, XoTsl 3TO CHWKEHME MOXET 6biTb 60/1ee BbIpadKeH-
HbIM-B KPOBW 6epeMeHHOl XeHwuHbl (Guibaud S. et al., 1988).

ViccnegoBaHue KpoBWM Mnsioga MyTeM MYyHKUUU COCYZOB MYNOBUHbI
(kopZoLeHTe3) NPOBOAUNTCS MOJ, KOHTPOJIEM 3X0-CKaHWPOBaHUS.

MNMokaszaHnAMN K 3TON BeCbMa CNOXHON MaHuUnynaumMm siBASKOTCS
(THateHko O. 3. n gp., 1990): 1) mo3amun3m XpoOMOCOM, OOHAapPY>XXEHHbIX
B Ky/IbType K/1€TOK aMHUOTUYECKON XWUAKOCTUW; 2) Halmune B poAoC/0OB-
HOIi NNL, MY)XXCKOrO nosa ¢ 3afepXKoi pa3BuTtus (4719 BbiBIEHUS X-Xpo-
MOCOMbI, 06ycnaB/iMBaloLLEN AaHHYIO NATo0rni); 3) aHOMasIMn pas3Bu-
TUS1 M1I04a, BbISIB/IEHHbIE B MO3JHME CPOKU U Hecor/lacue poantesneit Ha
npepbiBaHVe AaHHOW G6epeMeHHOCTU; 4) AN peLleHus Bonpoca 0 noc-
THaTa/IbHOWM Tepanuu n XMpypruyeckom Koppekumu; 5) oTcyTcTBMe pocTa
KyNbTYpbl KNEeTOK aMHUOTUYECKOW XUAKOCTU Y XeHLWMH cTtapwe 40 ner,
6) MHoronsiogHasi 6epeMeHHOCTb C NMOA03PEHMEM HA XPOMOCOMHYHO Na-
TOIOTNIO; 7) Ha/IMuMe «pOoauUTENIbCKOM XPOMOCOMHOW abeppaunn»; 8)
nepeasi 6epeMeHHOCTb nocsie 38 net, Bo3pacTt Myxa nocne 40 ner.

YnbTpa3ByKOBOE MCC/iefOBaHMe M04a MOXET LIMPOKO MCMO/b30-
BaTbCs /151 NMpeHaTa/lbHOW AMarHOCTUKM pa3BuBaloLLEeiics 6epeMeHHOCTH,
HaunHasa ¢ 3-X HeAeNbHOro ee Cpoka.

/ TPUMECTP BEPEMEHHOCTW. ®13NONOMNMYECKAA BEPEMEH-
HOCTb:

— AnarHocTvka MaTo4YHOW 6epeMeHHOCTMY;

— 13006paxeHne NA0LHOTO AlLa, XOpMoHa, SMOPUOHa,

— onpepjesieHre pa3BuBaloLLeiics 6epeMeHHOCTU, N3MepeHne NIoLHO-
ro fiya, Kon4nko-TeMEeHHOro pasmepa aMbpuoHa,;

— OLiEHKa cpoka 6epeMeHHOCTY;

— [AMarHocTrka MHOron/104HoM 6epeMeHHOCTH.

MaTonornyeckoe TeyeHne 6epemMeHHOCTU:
— YIPOXaKLWUA BbIKAAbILL;

— TMNepTOHYC MaTKy;

— OTcnolika XOpUoHa;

— HEeMNOJHbIA U NOJHBIA BbIKAABILL;

— Hepas3BuBaKLLasAcs 6epeMeHHOCTb;

— nycToe naogHoe Anyo (aHsMbproHmns);
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Tabnvuya 36

COCTOSIHUSA, MpPU KOTOPbIX YPOBEHb asibha-cheTonpoTenHa
B aMHMOTUYECKOI XUAKOCTU MNOBbILLEH

CuHapom MBIP OTKpbITble AedekTbl Apyrne nopoku Maronorus lMpoyas nartosnorvs
HeBpasIbHON TPy6KM pa3suTusa 6epemMeHHOoCTH nsioga
TepHepa AHsHUedanns AHomannmn XKKT YrpoxawLmii BbIKUAbILL BHyTpuyTpo6Has
Mekkens CnuHHOMO3rosas Owmdpanouene MHoronnogHas rmbenb nnoga
rpbika 3KcTpodhusa 6epeMeHHOCTb BHyTpuyTpo6Has
YepenHo-mo3rosas MOY€EBOro nysbips Tokcuko3 6epe- runotpous
rpbbka BpoxaeHHbIi MEHHOCTU
HedpoTU4eckunii MnaueHTapHas
CUHAPOM Hel0CTaTOYHOCTb
domnHCKoro Tuna Pesyc-
(MUKPOKNCTO3 UMMYHMU3aLmsa
noyex) 6epeMeHHbIX
KpecTuoBo-
Konunkosas
Teparoma
dokasibHasA

rmnonnasna aepmbol



— aHOMa/IMsa NPUKPENIEHNN NMI0AHOrO Aiua (TpybHasi, 6ptoliHasa 6epe-
MEHHOCTW).

/-1l TPUMECTPbl BEPEMEHHOCTU. ®N3NO/TI0I'MYECKAA BEPE-
MEHHOCTb:

— axorpadpmyeckasl aHoTOMUS M104a;

— pacnosioxeHue nnoaa;

— 6uomeTpus nnoga. MiamepeHne bunapmnetasnbHbiX pasmepoB (T06HO-
3aTbI/I0YHBIA, OKPYXXHOCTb rOMI0BKU, A/IMHA 6eApeHHOol kocTu, AMaMeTp
rO/I0BKW, TPYAHOW KNETKM, XUBOTA), HEKOTOPbLIX BHYTPEHHUX OpraHoB
nnoaa;

— TOYHOCTb OLEHKM cpoka 6epemeHHOCTM (Cpoka rectauuu) no AaH-
HbIM (DETOMETPUYECKON OLLEHKM 3PesiocTu Noaa;

— onpegeneHvie NpeAnosiokUTENbHON Macchl U pocTa naoaa;

— MHoromnsiogHas 6epeMeHHOCTb (onpeaesieHne pacrnosioKeHUs nso-
0B, acCcoLMMPOBaHHbIA U AUCCOLUMUPOBAHHbIA POCT ABOMHU, TPOWHN W
T. A)

— onpefeneHne nona;

— OLeHKa XU13HedeATeNbHOCTN NNoaa;

— [MarHocTrka MecTopacnosioKeHUs1 NNauUeHThbl;

— BGUOMETpYA M/IaLEHTHI;

— OLeHKa COCTOSIHWSA NaueHTbl;

— OLLleHKa KOMMYecTBa U KauyecTBa OKOJIOMN/IOAHbIX BOA;

— OLEHKa COCTOSIHMSA NYMNOBUHBI.

MaTonoruyeckoe TedeHme 6epemMeHHOCTU:

— OLeHKa XU3HegesTeNlbHOCTU nnoda (AvarHocTrka MepTBOro nioga);
— AVarHocTMKa CUMMETPUYHONM N acCUMMETPUYHOI rMnoTpodun Noaa;
— axorpadyuyeckasl guarHocTvika aHoMasivii pasBuTusa nioga (Mopoku
Pa3BUTUS LIEHTPasIbHO HEepPBHOI CUCTEMbI;

— aHsHuedanus, ruapouedanvs, MUKpoLedanusl, YepenHo- U CruH-
HOMO3rOBbIE IPbIXW; MOPOKM Pa3BUTUS CEPAEUYHO-COCYNCTON CUCTEMBI;
— Kapguomeranus, rmnonnaasns npaeBoro cepaua, AekcTpokapavs, ae-
(hekTbl MeperopofokK cepalia, KoapkTaums aopTbl, MOPOKK Pa3BUTUS XKe-
NY[04HO-KMLLIEYHOTO TPaKTa;

— aTpesns NMUWEBOAA, KULLEYHMKA, aHyca, AvadpparmasibHasi rpbixa,
rpbbka nepefHeit GPIOLIHON CTEHKU; MOPOKM PasBUTUA MOYEBbLIgENN-
Te/IbHbIX OPraHOB — areHe3nst OAHOW WU ABYX Noyek, NMOoSIMKUCTO3 Mo-
uek, rMapoHedPo3, 06CTPYKTUBHBIE YPONaThK; aHOMasIMU KOHeuYHocTe
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W cKkeneta — OTCYTCTBME KOHEYHOCTEN, XOHAPOANCTPOdInS, NOPOKM

pasBUTUS OTAENbHbIX YY4aCTKOB KOHEUYHOCTEN);

— acuuT y nnoaa;

— OLEeHKa COCTOSIHUA MeYeHu;

— nnaueHTorpadus;

— nokanmsauusa nnaueHTbl (Npeg/iexaHne nnaueHTbl);

— NpexaeBpeMEHHOE «CTapeHne» naueHTbl (KasibLMHO3);

— axorpagmyeckas kapTvHa niaueHTbl Npyu reMosiMTUYeckoin 601e3Hn

nnoaa,

— aMHUCTUYeckne HUTK (Tsxm CumoHapTa);

— onyxonun nnaueHTbl (KNCTbl, FEMaHIMOMbI);

— OTC/oliKa NNaueHThbl;

— OLEHKa KosimyecTBa OKO/10MN04HbIX BO4 (MHOroBogue, MasioBogue);

— OUEHKa KayecTBa OKO/I0NN0AHbIX BOg, («MYTHOCTb»);

— 06BUTHE NYNOBMHON LWeN Nnoaa;

— OLEeHKa COCTOSIHMS MYMNOBWHbI (TOMLWMHA, TPbKK, Y3/bl);

— [MarHocTMka NOpOKOB pa3BUTUS MaTku (cegnoBuaHasi, ogHoporas

MaTKa, onyxosvM maTku, SMYHMKOB) BO BpPeEMS 6epeMeHHOCTMH;

— OUEHKa COCTOsIHMA pybua Ha mMaTtke nmocne npegplaylwen onepauun

KecapeBa CeyeHus;

— OLUEeHKa WCTMUKO-LepBUKa/IbHOV HeaoCcTaTOYHOCTU Mpu axorpadu-

YECKMX nccnenoBaHusx;

— OLEeHKa pa3MepoB Tasa U COCTOSAHUSA NIOHHOIO COYSIeHUN.

YnbTpa3BykoBas AMarHOCTUKa ¢ MOMOLLbIO annaparoB, paboTalwmx B
peasibHOM MacwTabe BpeMEeHM Ha MPOTSHKEHUN BCEFO0 Cpoka GepemeH-
HOCTW OKa3blBaeT NOMOLLb B OLLEHKE COCTOSIHUSA W pa3BuUTuA naoga, pelue-
HUWM BOMpOCa 0 BO3MOXHOCTY U LLeN1Ieco06pa3HOCTM ee NMPOsIOHIMPOBaHMS.

MaccoBas (CKpuHUpytowasl) npeHatasibHas AnarHoCTuKa nartoso-
rMn naoga ocyLecTBNsAeTCs, rMaBHbIM 06pa3oM, € MOMOLLLIO YbTPa3BYKO-
BOrO MCCMefoBaHUs, XOTs MOTYT MPUMEHATLCA U Apyrne metodsl (Hanpu-
mMep, onpeaenexHune anbda-eTonpoTenHa B KpoBM 6epPEMEHHON XEHLMNHBbI
1 B C/Qlydae ero noBblleHNs — dasibHelwee ob6cnenoBaHue).

3Ha4YMMOCTb Y3-CKPUHUHIa 6epeMeHHbIX XEHLLMH Ha BPOXAEHHYIO Na-
TOIOTUIO Y NI0AA XOPOLLO W/IIICTPUPYETCS CreayrowmMm HabmlogeHnamu.

Hamu 6bin1a npoaHaniM3mpoBaHa nonynsuMoHHas YactoTa aHsHUedanui
Yy HOBOPOXAEHHbIX AeTel Kak nopoka Hambosiee NosiHO U YeTKO yyuTbiBae-
MOrO K/IMHUYECKN M NaTosI0r0aHaTOMUYECKM 40 W NOC/ie BHEAPEHWS B HOro-
3anagHom pervoHe YkpauHbl 100%-Horo oxsata 6epeMeHHbIX ¥ 3-uccnego-
BaHneM. Bblno ycTaHoBneHo, 4To B 70-e roAbl yactoTa aHaHuedanuii
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coctaBnsna 0,2:1000. Cnyyan npeHaTtasibHON AMarHOCTUKM OblNn e anHNY-
Hbl. B cepeanHe 80-x rofoB yacToTa aH3Huedauii noBbicUIacb A0
0,5:1000. Mpu atom oKono 20% wux 6bI10 ANArHOCTUPOBAHO NMpeHaTasibHo. B
nocnegxue rogpl (1993-94 rr.) Bce cnyyan aHaHuedanuii gmarHoCTUpPYHTCS
B CPOKM 6epeMeHHOCTN J0 24-28 Hef. Ha OCHOBE MacCOBOMO Y 3-CKPUHUHTA
6epeMeHHbIX. 3TO NO3BO/ISIET CBOEBPEMEHHO OCYLLECTBAATL TepaTaHasnio
W HA OgUH pebeHOoK Mo AaHHbIM MOHUTOPUHra BIP ¢ aHaHUedanuei He po-
xgaetcsa. Ho npu aToM ¢ yueToMm abopTHOro Martepuana yactota aHaHueda-
NINiA B 3TW Xe rodbl NPoAo/MKaeT pactu n coctasuna 0,7:1000.

BmecTe ¢ Tem, He Bcerga yaaeTcsl OCYLLEeCTBNATb MacCoBbli Y 3-cKpu-
HUHI 6epeMeHHbIX. OH, Kak NpaBnio, He NPOBOANTCA B CENbCKON MECTHOC-
W, B HEOO/bLUMX ropodax U T. 4. O4HaKO Ha 3TUX TEPPUTOPUSX NPOXMBAET
npumMepHo 50% HaceneHus, 4To AenaeT akTyaslbHbIM 1UCMNoJib30BaHue dhak-
TOPOB puUcKa 419 NpoBefeHus LeneHanpassieHHon MM/,

C uenbio M3ydyeHUs ponu (hakTopoB pucka No (hopMUPOBAHUIO BPOX-
[OEHHbIX NMOPOKOB Pa3BUTUS Y AETEN U BbISAB/IEHUS CPeAU HUX BeayLumX
(haKTOpOB, Y4YUTbIBAKOLUX COBPEMEHHbIE TEHAEHUUN B COCTOSHUWU 3[0-
poBbsi AeTel N ux maTepeil, Hamy 6bI/1I0 NPOBEAEHO KIVHUKO-aHAMHEeCTU-
yeckoe uccnegoBaHve 708 6e3BbIOOPOYHBIX C/yvyaeB POXAEHUSA JeTei ¢
BMP (1-a ocHoBHas rpynna) un 760 cnyyaeB poxaeHusa geten 6e3 BIP (2-g
KOHTpPOSibHaA rpynna).

CBs3b (popmupoBaHMsi NOpoKa (0B) pasBUTUSA C TEM WU MHbIM (hakTo-
pPOM puUCKa XapakTepu3oBasim BbluncieHneM KoaddpuumeHTa pucka (KP) no
cneuunansHoi coopmyne (AsolipuH B. B., 1985):

w44

rae A N B — COOTBETCTBEHHO YUC/IO C/YYaEB POXIAEHUS
feTeil c nopokamu pasBuTUs, NOABEPKEHHbLIX N He MoA-
BEPXEHHbIX AeliCTBUI0 (DakTOpPOB PUCKA;
B u F— uncno cnyyaeB poxaeHns aeTell 6e3 BPoXAeH-
HbIX aHOMaUsTniA, NOABEPXKEHHBIX 1 HE MOABEPXKEHHbIX Aeli-
CTBUIO (PaKTOPOB pUCKA.

Mpn 3TOM, Yem 6osbLUE UM MeHbLUE eANHULIbI OKa3bIBa/IC KO3phULIM-
€HT purcka, TeM TecHee 6blnia NooXuTebHas UM oTpuuaTesibHash CBA3b
MeXAy 4acToToil gpopmupoBaHus BMP 1 u3yyaembiM (DAaKTOpPOM PUCKa.
Ecnn KoadhpULMEHT prcka 6bi/T MeHbLUe eMHULbI, TO BAVSH/E U3yYaemo-
ro gpakTopa pucka Ha ghopmmpoBaHme BIP oueHrBanoch kak MasioBeposiT-
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Hoe. 3HauyeHne koadhpuumeHTa oT 1 00 2 OUEeHUBa/IOCh Kak OTHOCUTESb-
HbIA pUCK, OT 2 A0 4 — KaK NOBbILIEHHbIV PUCK, a MPX 3HAYeHUN Ko3dhdnLm-
€HTa CBbILLE 4-X PUCK OLEHMBASICS KaK BbICOKUIA.

B Tabn. 37 npeactaBneHbl 3HaYeHUA KoadhduumeHTa pucka ansa Lesoro
psaa hakTopos, KOTOpble MOryT UMETb 3HadyeHue B hopmupoBaHum BIP y
nnoga.

Kak BUAHO 13 3TWX AaHHbIX, BO3pacT MaTepu kak haktop pucka no dop-
MupoBaHuo BIMP B Lenom A5 Bcei rpynnbl MOPOKOB 3HAYEHUSI HE UMEET.
1 aTo oTmeuaeTca BO MHOMMX Ny6svkauusax no gaHHoMmy sonpocy (CaBeH-
kKo Jl. A., 1975; Nastok . W., 1991). BmecTe ¢ Tem, B rpynne MHOXECTBEH-
HbIX aHOMaINn PUCK BO3pacTaeT Y XeHLmMH cTapLlle 35 net. Tak, cpegHuin
BO3pacT martepeii npu 6one3Hn fayHa (B rogax) coctasnset 30,9 + 0,99 (B
KOHTPOsibHOW rpynne — 25,4 + 0,28; p< 0,01). MNpn Apyrnx XpOMOCOMHbIX
CYHApOMax BO3pacT Martepeli Takke AOCTOBEPHO Bbille, YEM B KOHTPOSb-
HOIA rpynne n B cpegHem coctasnset 27,0 + 0,57 (p< 0,05). CpegHuin BO3-
pacT oTuoB B |-ii 1 BO 2-0i rpynnax cTaTMCTUYECKN He OTINYaeTCs U TOSb-
KO y npobaHOoOB C MHOXECTBEHHbIMU MOpPOKamMun pasBUTUA C
ayTOCOMHO-AOMWHAHTHbIM TUMOM HacsiefoBaHUs OH Obls1 AOCTOBEPHO
Bbille, YeM B KOHTpone (cooTBeTcTBeHHo 30,3 + 0,92 n 27,7 £ 0,82; p<
0,05), uyTo Takke coBnagaeT ¢ AaHHbIMU NuTepaTypbl (Boykos H. T., Uebo-
TapeB A. H., 1989; Nastok I'. 1., 1991).

Cpean Opyrmx coumanbHbIX hakTopoB CTATUCTUYECKYHD 3HAYMMOCTb
MMeeT YyacToTa HeperncTpupyemMbix 6pakoB, KOTOpas B OCHOBHO rpynne
no4yTn B 2 pasa Bbllle N0 CPaABHEHMWIO C KOHTPO/IbHOM, a Takke npodeccu-
OHa/IbHO-MPOM3BOACTBEHHbIE «BPEAHOCTU», OCOOEHHO AeliCTBUE NOHN3M-
pYIOLLEro U3NYyYeHUs U 3/1EKTPUYECTBA, AAO0XUMUKATOB, XUMUYECKUX pe-
aKTMBOB, Kpacuteneil B rpynne geTeil ¢ MHOXECTBEHHbIMU MNOPOKaMu
pasBuUTUS.

Cpeaun n3yyeHHbIX hakTopoB pucka no dpopmmposaHunio BIIP Bbicoka
posib, MO HawWWM pacyeTam, KPOBHOPOACTBEHHbIX 6GpakoB (0OCOBGEHHO npu
MBIP), HannunMs B CEMEHOM aHaMHe3€e paHHeW OeTCKO cMepTHoCcTh w/
M MepTBOPOXAEHUS, TOKCUKO3 U UH(EKLMOHHbIe 3abonieBaHus B | nosn-
OBVHE [JaHHOI 6epeMeHHOCTH, yrpo3a ee npepbiBaHnsi BO BTOPOM TpUMeEC-
Tpe.

B Tabn. 38 npeactasrieHbl BblAesIeHHble HamMW MyTeM MpUBEAEHHOro
BbiLLe pacyeTa rpynrnbl PakTOpoB OTHOCUTE/IbHOIO, MOBbLILLEHHOrO W BbICO-
KOro pucka no oopmMupoBaHUI0 KakK MHOXECTBEHHbIX, TakK W M30/1poBaH-
HbIX W CUCTEMHbIX MOPOKOB Pa3BUTUA Y N1o4a. ITOT a/ITOPUTM MOXET ObITb
NPYMEHEH B MPaKTUKEe XXEHCKUX KOHCY/MbTauuii u npu mMeamkKo-reHeTuyec-
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Ta6nunua 37

dakTopbl pucka no dopmupoBaHuio BIP y geTtein
N UX mMarematmyeckas oueHka

KP KP
onsa scein  [nA and
dakTopbl pUcka
rpynnsl MBIP WnC BMNP
BMP
BospacT maTtepwu, roasbl
no 20 net 1,2 1,4 1,03
21-35 net 0,5
ctapwe 35 net 2,7 31 1,7
CounanbHOe MNosioXeHne — oguHokas 2,0
MpodeccnoHasibHo-
NPOn3BOACTBEHHbIE «BPEAHOCTU» 1,9
B TOM uucrne:
nerictene UK, 2,2 3,9 0,7
AOOXVMMUKATOB, Kpacutenem,
XUMUYECKUX peakTUBOB, 1,6 2,04 1,2
3/1eKTPUYECKOro nong 0,9
KpoBHOPOACTBEHHbI 6Gpak 5,8 9,7 2.1
Camornpoun3BosibHble abopTbl B aHaMHe3e:
paHHue 1,4 2,4 0,6
nosaHune 2,3 1,5 3,1
Cwubcel ¢ BIMP 2,9 3,7 2,2
PaHHAA geTckas cMepTHOCTb U/uan
MepTBOPOXAEHUA B aHaMHese 4,1 6,7 1,9
BepemeHHOCTb (gaHHasd) no cuyety
1-3 0,6
4-aa n 6onee 1,7
Tokcnko3 | NnonoBuHbI 6epemMeHHOCTU 3,8 4,0 3,7
Tokcuko3 |l NoNoBMHbLI GepeMeHHOCTH 1,4
Yrposa npepbiBaHNs 6epemMeHHOCTH
B | TpumecTpe 1,3 — —
BO Il TpumecTpe 4,7 5,4 3,9
B Il TpUmecTpe 0,5 — —
NHeKuMOoHHbIE 3a6o1eBaHuA:
B | nonoBuHe 6epemMeHHOCTU 3,4 4,1 2,6
BO Il nonosuHe 6epemMeHHOCTH 0,7 — —
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Mpynnbl oakTopoB pucka

Ta6nnuya 38

no opMMpPOBaHUIO pas/IiNYHbIX ¢hopm [P

OTHOCUTE/IbHOIO
pucka, 1<KP<2

BO3pacT marepu
mMeHee 20 ner,
nosgHue CA

BO3pacT marepu
monoxe 20 ner,
BO3pacT marepwu
ctapwe 35 ner,
npogpeccnoHasibHo-
NPOn3BOACTBEHHbIE
«BpeaHoCTn»

wn,

A[OXUMUKATBI,
KpacuTesnun, Xum.
peakTuBbl)

paHHAs geTtckas
CMepTHOCTb U/nnn
MepTBOPOXAEHNSA

B cemeliHoM
aHamHese

Ipynnbl hakTopoB

NOBbILLEHHOrO
pucka, 2<KP<4

BO3pacT marepu
ctapwe 35 ner,

npodpeccrmoHasibHO-
NPOV3BOACTBEHHbIE

«BpegHocTu»(aeiicTene

W, ap0XuMmKaTos,
Kpacutenei,

XUM. peaxkTuBOB)
paHHue CA

cunéeol ¢ MNP

KPOBHOPOACTBEHHbIN
6pak,

nosgHune CA,

cunéenl ¢ MP

TOKCMKO3 | NOMOBUHbI
6epemMeHHOoCTH,
yrposa npepbiBaHus
6epemMeHHOCTU

BO Il TpumecTpe,
VHOEKLUNOHHbIE
3abonesaHus

B | nososvHe
6epemMeHHOCTU

BbICOKOI cTeneHu
pucka, KP>4

KPOBHOPOACTBEHHbIM
6pak,

paHHAs geTckast
CMEepPTHOCTb U/nnn
MepPTBOPOXOEHUSA B
cemMeliHOM aHamHese,
TOKCMKO3 | NOJSIOBUHBI
6epeMeHHOoCTH,
yrposa npepbiBaHus
6epemeHHocTM BO I
TpumecTpe,
VH(EKLNOHHbIE
3abonesaHunsA

marepu

B | nonosuHe
6epemMeHHOCTH



KOM KOHCY/IbTUPOBaHMM B TEX CNyvasx, Korga no Kakmm-mbo npmymHam He
NPON3BOANTCA MACCOBbIN Y3-CKPUHUHT GEpPEMEHHbIX Ha BPOXAEHHYHO Ma-
TONOrMK y nnoga.

O PeKTUBHOCTb NPOhNAKTUYECKUX MEPONPUATIWIA, HanpaB/EHHbIX Ha
npegynpexaeHne poxaeHns geteil ¢ nopokamy pasBUTUS, B YACTHOCTW,
3hdPEKTNBHOCTb MEANKO-TEHETUYECKOTO KOHCY/IbTUPOBaHUS U A0POAOBOIA
[OVNarHOCTUKN OLLEHMBAETCS C MOMOLLbIO MPOrpamMM PermoHasibHOro reHeTu-
YECKOro MOHUTOPMHra, BK/IHOYAOLLETN0 MOHUTOPUHT BPOXAEHHbIX aHOMa-
nni.

OpraHusayuys permoHasibHoro MoHnTopuHra BINP gomkHa ocyuiec-
TBNATbLCA 06/1aCTHOM MeauKO-TEHETUYECKOW KOHCYNbTaunein nam aHaso-
TMYHbIM PErmoHasIbHbIM LLEHTPOM. MeToguka ero npoBefeHUs TakoBa.
Bce popgoBcnomorartesibHblie yupexaeHusi (ropoga, 06,actu, pervoxHa)
npu poxgeHun pebeHka, BKIOYas MEPTBOPOXAEHME, C MOPOKaMN pas3su-
TS HanpaBNsT 3KCTPEHHOE W3BELLEHWE, B KOTOPOM OTpaKarTcs BCe
MWHUMaJ/IbHO Heobxogumble cBefeHusi (NacnopTHbIe AaHHble, gaTa po-
[0B, NepeyYeHb BbISIBMIEMbIX NMOPOKOB 1 T. A.). BonbHoI dhoTorpadmpyeT-
cs, XXenatesnibHO npu 3ToM dhoTorpadmpoBaTb POAUBLUETOCHA B 3TOT Xe
OEHb 3[40pPOBOr0 HOBOPOXAEHHOro. AHa/IOrMYHbIM 06pa3oM MocTynatoT,
€C/IM MOPOK pa3BUTUS UM NMOPOKN OGHAPYXXMBAKOTCSA NPWU NaTosioroaHaTo-
MWYECKOM MUCCNefoBaHUN Yy yMEpPLUMX AeTen 6e3 BUANUMbIX NMOPOKOB.

Bce cnyyaun BIP fo/kHblI paccMmatpuBaTbCAa ¥ aHa/IM3npoBaTbCH B Me-
[LVKO-TEHETUYECKOM LEHTpe Ansa Bepudmkaymm nosiHoro M TOYHOTo KIMHU-
KO-TEHETMYECKOro AmarHo3a. MeamKo-reHeTUYEeCKniA LEeHTP AO0/DKEH TakkKe
onpeaennTb NporpamMmmy /ie4eHusl, 0340pPOBNEHMS 1 AucnaHcepusaumm ge-
Telh ¢ BMP.

3aHeceHne BceX MOMy4YaeMbIX AaHHbIX B IBM MN0O3BONSET HE TOSIbKO
onepaTMBHO Hakan/mBaTb TEKYLLYH WHdopMaLMIo, HO U co3gaBaTb B nep-
CMEKTMBE FEHETNYECKMIA BaHK AaHHbIX 0 HACensLWei KOHKPETHbIN PEerMoH
nonynauuu.

Takum 06pa3om, pacCMOTPEB OCHOBHblE MyTU MPOMUIAKTUKA BPOX-
[LEHHbIX MOPOKOB pa3BUTUA y AeTen 1 3aBepluasi 3ToT pasgen, Heobxoau-
MO eLle pas noA4vyepkHyTb, 4YTO 3Ta npobnema — npobremMa npenynpex-
LEHNS pPOXAEHUA AeTeill ¢ nopokamu pasBuUTUS — He sBAsSeTcs cyrybo
neguMaTpuyveckom, cyrybo reHeTnyeckoin Nmbo akyllepckoil, a npeacras-
nseTcsa He TO/IbKO 06LEMeANLNHCKON, HO U roCcyAapCTBEHHON. [ Ha npu-
Mepe psifa BbICOKOPA3BUTbIX CTPaH Mbl BUAMM, YTO YCMELIHO OHA pella-
eTca Tam, rge coxpaHeHue reHodoHga CTpaHbl, NpeaynpexaeHue
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POXAEHMS AeTei ¢ 3Toi TAryanwein natonornel BO3BefEeHO B pPaHr rocy-
[apCTBEHHOW nonntukn (AnoHus, M3pauns, LBeuma u gp.). BmecTte ¢
TeM, MeAUUNHCKUIA KOMMNIeKC NpohnnakTmyecknx MeponpusaTuii 4o/HkeH
BK/IIOYATb COBMECTHbIE YCU/IMA MHOIMX Bpayeii-cneynaimcTtoB, rMrmeHuc-
TOB, 9KOJIOrOB, WHXEHEPOB M0 NPOrpaMmMupoBaHuio 1 T. 4. Oco60ro BHU-
MaHus TpebyeT pa3suTve MeAULMHCKOW reHeTUKM U, B YacTHOCTW, neau-
aTpuyeckol reHeTukU. BaxHoe 3HayeHne npuobpeTaeT 3HaHue LUMPOKNM
Kpyrom Bpauvei-negnatpoB BOMPOCOB AMArHOCTUKN OCHOBHbIX HO30/10rM1-
yecknx (hopm NMOPOKOB Pa3BUTUS Y AETEN, UX 3TUOMOTUN U TaKTUKK fede-

HUs. OCBELLEHUI0 3TUX BOMPOCOB MOCBsILLeHa Criefylollasl YacTb Hallei
KHUTW.



CNEUNANbHAA YACTb

PA3JEN MNEPBbIN

KITMHUNYECKAA XAPAKTEPUCTUKA
N3O0IMNPOBAHHbBLIX U CUCTEMHbIX
BPOXX/JEHHbIX MOPOKOB PA3BUTUA Y AETEN

B 06LLeM cnekTpe BPOXAEHHbLIX NMOPOKOB PasBUTUSA Y HOBOPOXAEH-
HbIX AeTeli U30/MpoBaHHble U CUCTEMHblE MOPaXKEeHWUs COCTaB/IAOT
cBbilwe 80% (dasunaeHkoBa E.®., Bytomo W.B., 1985 ; Roth M. et ai.,
1987).

Kak 6b1/10 0OTMeueHOo Bbilwe (rnasa 3), cpeam rocnurannsmpoBaH-
HbIX AeTeli BO3pacTa NepBoro rofa xu3Hu B obLiecomatmyeckme oTae-
NeHna N30MPOBaHHbIE U CUCTEMHbIE MOPOKU Pas3BUTUSA PETNCTPUPYIOT-
cay 2/3 60sbHbIX ¢ BIMP (MuHkoB W.IN. un ap., 1992). N3011poBaHHbIe 1
CUCTEMHbIE MOPOKM BbIABASATCA Y 60/bLUMHCTBA YMeEpLNX AeTeil ¢
BPOXAEHHbIMU aHoOManunamn (Nastok .M., Yepcteoii E.L4., 1986).

CkasaHHOe Bbllle y6exaaeT B HE0OX0AMMOCTH 3HaHWUA Bpavamu-
neguarpamm Hambosiee pacnpocTPaHEHHbIX U MPAaKTUYECKM 3HAYMMbIX
dhopM M30/MPOBaHHBIX U CUCTEMHbIX MOPOKOB pa3BuTUA y AeTeid. B noc-
NepyoLwmx rnasax 3Toro pasgena npeacrasrieHbl 06LMe CBEAEHNS MO
aTnonoruu, knaccudmkaumm u CTPYKType BPOXAEHHbLIX MOPOKOB OT-
JeNbHbIX OpraHoB M CUCTEM, a Takke [AaHbl K/IMHUYECKMe XapakTepuc-
TUKM Hambonee pacnpoCcTPaHEeHHbIX HO30/10TMYeCKUX OOPM MOPOKOB.
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FNABA TATAA

BPOXXAEHHbIE MOPOKW
LEHTPANIbHOW HEPBHOW CUCTEMBbI

OBWAA XAPAKTEPNCTUKA

AHomanun LIHC oTHOcATCA K TshkenbiM cpopMam natosiornu, npu KoTo-
PbIX MPOrHO3 XMW3HW U MCUXOMOTOPHOIO Pa3BUTUS AeTell BeCbMa Cepbes3eH
(KopHueHko B.H. n gp., 1986; CksopuoB W.A. n gp., 1988; bagansH /1.0.,
1990; Chervenak F. et al., 1988).

O6was yactoTa Nopokos pa3sutua LIHC cpean HOBOPOXAEHHLIX AeTei
Nno gaHHbIM pa3HbIX aBTOPOB B cpefHeM coctasnset 1-2 cnyyasa Ha 1000
(MpbiTkoB A.H., 1979; Gutierrez J. et al., 1986; Stoll C. et al.,, 1988; Wiswell
T. et al., 1990). MNpv 3TOM BbIABAAKTCA YeTkue reorpaduyeckme oTanymns
— B BenunkobputaHum aTOT nokasartesb Bbille, YeM B Benapycu, Ha 3anage
YKpavHbl Bbille, YeM Ha tore u T.4. B nocnegHve rogbl B pervoHax, rae
LUMPOKO MCNOMb3YeTCA MeANKO-TeHeTUYEeCKoe KOHCY/IbTUPOBaHMe 1 npeHa-
TaulbHasA yNbTpasBYyKOBas ANArHOCTMKA, OTMeYaeTCs TeHAEHUMS K CHUXe-
HMIO YacToTbl aHoMas i LUIHC (Mubkos W.IM., 1992; Kuroki Y., 1990).

YacToTa BPOXAEHHbIX MOPOKOB HEPBHON CUCTEMbI cpean YMCTBEHHO
OTCTasIbiX AeTein coctaBaseT oT 8 o 36% (Jlastok .U, n gp., 1991; Kasha-
ma T., 1987; Dereymaeker A. et al., 1988). MNpn aTOM BeAyLUUM reHeTmyec-
KM (DaKTOpOM YMCTBEHHOI OTCTa/IOCTVM CUMTaAeTCH HecTabu/ibHOCTb
(«nomMKocTb») X-xpomocombl (MyToBuH I.P., 1987; Li S.-Y. et al., 1988).

3T1rnonorua. AHomanuu UHC moryT uMeTb MecTo Npyv MHOMMX XPOMO-
COMHbIX U HEXPOMOCOMHbIX CYHAPOMax. OfgHako B 6O/bLUMHCTBE CBOEM
3T0 My/bTUaKTOpUasibHas natosiorus. MHorve aBTOpbl He O6HapyXmBa-
0T 3TMO/I0rMYecKon cBsA3u nopokos LIHC c¢ Bo3pacTtoM martepw, ee couu-
a/1bHbIM NPOUCXOXAEHNEeM, a Takke C YacTOTOM CMOHTaHHbIX U UCKYyC-
CTBEHHbIX abopTOB B akyllepckoM aHamHe3e (Borman G. et al., 1986;
Ericson A. et al., 1988). Psg aBTOpoB OTMeYaeT yBenuyeHme 4yactotbl BIP
LIHC B 3uMHee Bpems roga ¢ COOTBETCTBYIOLLMM MUKOM 3a4aTusi B BECEH-
Hne mecsaubl (Stoll C. et al., 1988), BO3MOXHO, 3a CHET MOBbLILLEHNS MHTEH-
CVBHOCTW MOHU3UPYIOLLEro U3/ly4eHns B 3TO BpeMsl rofa, Kotopoe, Hapsaay
C My/IbTU(PaKTOPUasIbHBIMW NPUUYMHAMM, 3aHUMAaEeT BaXKHOE MeCTO B 3TUO-
norun gaHHbIX nopokoB pa3sutua (Kurjak A., Funduk-Kurjak B., 1989).

YcTaHoBieHa 3Tmonormyeckas posb B thopmmpoBaHun BMP LIHC ca-
XapHoro gnabeta y martepu, npuema et fiekapcTs (GUypeTukn, aHTUrncTa-
MUWHHbIE, cynbdaHunamuabl) B | TpumecTpe 6epeMeHHOCTH, rectosa nep-
BO NOJIOBUHbI GEPEMEHHOCTU, OCTPbIX W XPOHUYECKUX 3abosieBaHui
MaTepu BO Bpemsi 6epeMeHHOCTU.
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Cpeaun 60nbHbIX ¢ BMP LUHC BbisiBNieHO npeobriagaHue:

1) poxaeHus pebeHka OT 4-i1 n nocnepyloWNX 6epeMeHHOCTEN;

2) He[OHOLLEHHbIX AeTel;

3) BHYTpPUYTPOOBHOI rnunoTpoduu;

4) nny xeHckoro nona (Pes3nuk B.4., MuHkos W.M., 1991; Seller M.,

1987; Bamforth S., Baird P., 1989; ).

BpoxgaeHHble nopokn pa3sutus LHC aBnswTcsa cnegcTBuem Hapylue-
HWIA NPOLECCOB pa3BUTUSA MO3ra: 06pa3oBaHMsA HEPBHOW TPYOkM U ee pas-
JeneHus B KpaHWaslbHOM OTAesie Ha napHble obpas3oBaHus, Murpaumm u
OndpepeHLMPOBKU KIETOUYHbIX 3/1IEMEHTOB HepBHOW TkaHu (HeasbBenb
M.K., 1991). TTMN pns MHOTMX MOPOKOB pa3BuTMS MO3ra cocTaBnsieT 3-8
HefeNlb BHYTPUYTPOOHOIO pasBuUTUS.

Tak Kak paccmaTpuBaemMas rpynna aHoMasuii xapakTepusyeTcs upes-
BblYaliHbIM K/IMHNYECKUM MNOAMMOPIN3MOM U OCOBEHHOCTUN KIIMHNYECKMX
CYMMTOMOB 3aBUCAT OT NlokasmM3auuun 1 cteneHn nopaxeHus LHC, 1o B
OCHOBY VX Knaccugukaumm nofiokeH CTPYKTYpPHO-MOpPo/10rMyeckuin npu-
Humn (HegsbeBegb M.K., 1991).

KNACCUNDUNKALIMA N HOMEHK/IATYPA

|. BpoxaeHHble NOPOKU PasBUTUA KOHEYHOro mosra

A. O6Las rpynna nopokos

1) aH3HUedanna — oTcyTCTBME 6O0/bLLIOrO MO3ra, KOCTeli cBofa 4yepe-
na u MSrkMx TKaHe;

2) 3k3eHueanmsa — OTCYTCTBME KOCTel cBoga 4vepena (akpaHus) u
MSATKMX MOKPOBOB rO/10Bbl: 60/bLUME NOAYLAapUsa pacnonaratoTCa OTKPbITO
B BUZE OTAE/bHbIX Y3/10B;

3) MHMOHUedanna —OoTCYTCTBME YacTu UK BCEW 3aTbl/IOMHON KOCTU CO
3HAUUTE/IbHLIM PACLUMPEHUEM 3aTbI/IOYHOTO OTBEPCTUS;

4) 4epenHOMO3roBble rPbbKM — FPLDKEBOE BbIMAYMBaHME B 06nactu ge-
dhekTa KocTen uepena;

a) MeHuHrouesnie — rpbbKEBO MELLOK NpeAcTaB/ieH TBepAOM MO3roBoii
0GOMOYKON U KOXEWN, a COAEPXUMbIM SIBASIETCS CMMHHOMO3roBasi Xua-
KOCTb;

6) MeHuHrosHuecdanouene — B rPbHKEBON MELLOK BbIMNsiYMBAETCA TOT
WU UHOW OTAEN FOSIOBHOTO MO3ra.

5) annasus (areHesns) MO30/IMCTOrO Tefia — OTCYTCTBME OCHOBHOW KO-
MUCCypasibHOI cnaiiku, B pe3ynbTate yero Il xxenyaouek oTkpbIT;

6) nopaHueannss — HaanuMe B TKAHU KOHEYHOro Mo3ra MoJsiocTei, co-
0OLAOLINXCA C BEHTPUKY/ISAPHOM CMCTEMON N cybapaxHamgasibHbIM Mpo-
CTpPaHCTBOM.
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B. Mopoku B pe3ybTaTe HepasfesieHnst KOHEYHOro MOo3ra.

1) npo33Huedanma — BECb KOHEYHO MO3r pasfesieH NpoAo/bHON 6o-
po340ii, Ho B rNy6uHe 06a nonywapusi cBsi3aHbl APYr ¢ APYrOM M/1aCTUHKOW
BellecTBa MO3ra;

2) anobapHasa npoaHuedanma — pasfgenieHa TONbKo 3aHAS TpeTb KO-
HEYHOro Mo3ra, /I06HbIe JONN He pasfesieHbl U TMNonaa3upoBaHsbl;

3) rononpo3sHuedans — KOHEYHbI MO3r He pa3fesieH Ha nosyliapus
n umeeT BuUA nonycdepsl;

4) atenaHuetanna — oTcyTcTBME O6OMbLUNX MOMYLWAPUA 1 NOAKOPKO-
BbIX sifiep.

B. Mopokw, ABnsiomMeca cnecTBMEM HapyLUEHUs Murpauui n aud-
hepEeHLNPOBKM HEPBHbIX K1ETOK.

1) reTepoTONUSA — OCTPOBKM CEPOro BeLecTBa B 6€/10M BELLECTBE;

2) MUKPO- U NONUTMPUSA — BOJIbLLOE YNC/I0 MESIKUX 1 aHOMaJ/TbHO pacmno-
JIOXXEHHbIX U3BWIUH GONbLUMX MONYLLAPWIA;

3) naxurvpusi (Makpormpust) — yTOsLEHNE OCHOBHbIX U3BW/IMH;

4) arnpusa (nuccaHuedanusa) — oTCyTCTBME U3BUUH U 60po3f 60/1b-
WKX nonywapwuii (rnagkuii Mosr);

5) MuKpoLedanms —yMeHbLIEHUE MacChl 1 pa3MepoB rO/IOBHOIO MO3ra;

6) makpouedanmsa (meranouyedgannsd) — HeobblYHOE yBENYEHNE Mac-
Cbl 1 pa3mMepoB rOJIOBHOrO MO3ra, COMPOBOXAAlOLWMNECS HapyLleHUsMn
pacnosioXeHUs1 U3BUUH, NU3MEHEHUSIMW LUTOAPXUTEKTOHMKNA KOpbI, ovara-
MV FTEHEPOTOKUN B GE/IOM BeLLECTBe.

Il. BMMP 060HATENBLHOrO aHann3aTopa:
1) apuH3Huedanmsa — annasusa 060HATENbHbIX NyKoBuL, 60po3a 1 T.4.,
C HapyLleHnem B psfe cry4daes rmnnHokamna.

[ll. TlopoKn pa3BUTUA HOXEK U MOCTa (BaposineBa MoCTa).
IV. Topoku pa3BuTna NpPoAossIroBaToro Mosra.

V. NopoKM pas3BUTUA MO3XKeUKa:

1) anna3una u runonnasns — B OCHOBHOM KacaloTCs YepBs MO3KEUKa,;

2) CTPYKTYpHble HapylleHns — npeacTas/ieHbl reTepoTonusaMn rpyLue-
BUAHbIX HEiPOLUTOB B 3€PHUCTbLIV €Ol Kopbl U 6esoe BeLecTBo.

VI. Mopokn pa3BUTUSA CMIMHHOIO MO3ra U NO3BOHOYHMKA!

1) KUCTO3HasA pacLuesiMHa NO3BOHOYHUKA (CMMHHOMO3roBasi rpbixa) —
B 06/1aCTV pacLLe/IMHbl UMEETCA MEHUHIroLene niM MeHUHrOMUenoLUene;

2) cKpbITas pacuienmHa no3BoHOYHKUKa (spina bifida occulta) rpbpkeBoro
BbINSAYMBAHUS HET, a AedEKT 3aKPbIT HEM3MEHEHHBIMU MbILLLLAMU U KOXE;
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3) MOJHBIN paxmucxm3 — pacllesimHa NO3BOHKOB C Aed)EKTOM MO3rOBbIX
060/104EK U MSTKMX MOKPOBOB, FPbDKEBOIO BbIMAYMBAHUS HET, CMWUHHOL
MO3r NIeXXT B 061acTu AedhekTa OTKPbITO U MMEET BuA AedhOpMUMPOBAHHO
TOHKOWM MIACTUHKM WK Xenoba;

4) anactemaToMmenus — pasgesieHne CrMHHOro Mosra no AJ/IMHHUKY Ha
[B€ 4YacTu KOCTHOI, XpsiLleBoli nim prbpo3Holi NepemblUKoi;

5) amvenusi — MoMHOe OTCYTCTBUE CMMHHOIO MO3ra C COXpaHeHueMm
TBEPAO MO3roBoii 060/104KN N CMVHASMIBHbBIX TAHIINEB;

6) rmapomMuenMs — BOAsIHKA CMUHHOIO MO3ra;

7) aMnnoMuenns — yBOEHUE CMUHHOIO MO3ra;

8) nopok Knunnens-®eiing — cpaleHue | LelHoro no3BoHKa ¢ 3atbl-
NIOYHOI KOCTbIO, a Takke cpalleHne LIeHbIX MO3BOHKOB Mexay coboi unm
c | rpyAHbIM NMO3BOHKOM.

VII. MopoKn pasBUTUA BEHTPUKYJIAPHOW CUCTEMbI N MognayTUHHO-
ro NpocCTpaHCcTBa:

1) aTtpesus:

a) MeXxoKesnyA0yKOBbIX OTBEPCTUIA (0TBEpCTMiA MOHPO) — npu ogHOC-
TOPOHHEM MpoLecce pa3BUBaeTC aCUMMETPUYHASA, Npy ABYCTOPOH-
HeM npouecce — CUMMETpUYHas rugpouedanus;

6) cpegnHHol (oTBepcTMe MaxaHan) n natepasibHbix (OTBEPCTUSA
Nywkn) anepTyp 1V xenygouka cCONpoBOXAAOTCS pa3BUTUEM NOPOKa
JeHan-Yonkepa; coaBneHue aTvx aneptyp nNpy BKIVHEHUU B 60/b-
Loe 3aTbI/IOYHOE OTBEPCTME MPOA0AroBaTOro Mo3ra W MWHAa/IVH
MO3XeuKka sIBAsieTCA NPUUYNHON BHYTPEHHEl ruapouedaniy npyu CuH-
Apome Apnonbaa-Knapu;

2) CTeHO03, pacllern/ieHue U aTtpe3usi BOAOMpPOBOAA CpeHEero mosra
(cunbBMeBa BOAONPOBOAA) MOMYT ObiTb NPUUMHON BHYTPEHHEN rmgpoue-
hanuu;

3) rugpouedanua — BOASHKA FO/IOBHOTO MO3ra: Ype3mMepHoe Hakorsie-
HMEe B BEHTPUKY/IAPHOA CUCTEME WU MOANAYyTMHHOM MPOCTPAHCTBE CMUH-
HOMO3roBOl XWAKOCTW, COMPOBOXAAKLeecs aTtpodreit Mo3roBoro Be-
LLEeCTBa;

4) rngpaHaHuedaniss — oTCyTCTBME 60MbLUMX NOAYLIAPUIA NPU COXPaH-
HOCTM KOCTel cBofa vepena n MSArkux noKpoBOB rO/OBbI.

VIIl. NMopokn pa3BuUTUSA MO3roBOM YacTu yepena:

1) KPaHMOCMHOCTO3 — MpeXaeBpeMeHHoe 3apacTaHue 4YepenHblX
LWBOB, YTO OrpaHMynBaeT POCT yepena B TOM WX WHOM Hanpas/ieHUu W
NPMBOAMUT K ero gedopmauuu;

2) KpaHWOCTEHO3;

3) nnatnbasuss — ynj0THEHNEe OCHOBaHUSA 4yepena,

4) KOPOHapPHbIA CMHOCTO3 — Mpex/aeBpeMeHHOe 3apacTaHne BeHEUYHbIX
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LIBOB Yeperna, 4YTO OrpaHnYMBaEeT ero pocT B nepegHe-3afHeEM Harnpas/ie-
HUK.

Huxe Hamn paccMOTpeHbl KIMHUYeCKNn Hambosee 3HauMMble BPOXAEH-
Hble nopokn passutna LIHC.

APHOJIbAA-KNAPUN CNHOPOM

ApHonbga-Knapu cungpom (1894 r., J. Arnold., H. Chiari, Nepmanns)
— KOMOVHMPOBaHHbIN BPOXAEHHBIN nopok LIHC, npu koTopom npoucxoaut
BK/IMHEHME MPOAOMITOBATOr0 MO3ra U MUHAA/IMH MO3Xeudka B 60/ibLIoe 3a-
TbIJIOYHOE OTBEPCTUE B CBSI3U CO CMMHHOMOS3IOBOW IpbbKeli (Yalle MEeHUH-
rommenouesne), B NosicHn4Holi obnactn (Agmanolis D. et al., 1984) n chop-
MUpOBaHUe BHYTpEHHel ruapouedanui us-3a cAaB/IEHUS CPEAVHHON U
natepasibHbIX anepTtyp IV xenynouka, HapyLlawLwero OTTOK CMHHOMOS3IO-
BOW XMAKOCTW. BKIMHEHWe NpofoaroBaTtoro Mosra i Mo3Xeudka B 60/1bLIoe
3aTbl/IOUHOE OTBEPCTUE, MO-BUAMMOMY, MPOUCXOAUT BCNEACTBUE TPaKUmu
CMWHHOIO MO3ra, AM3TOTa/IbHBIA KOHEL, KOTOporo (OUMKCMpoBaH B 06n1actu
rpbbkeBoro mewka (Hegsbeeab M.K., 1970).

B 1894 r. Hemeukue uccnegosatenu J. Arnold u H. Chiari onucanu
OYEHb pefKuii BPOXAEHHbI MOPOK U3 rPynnbl gnuapaduii.

OTronorvsi Nopoka MysbTUdaKToprasbHas, B psge cryvyaeB ygaeTcs
YCTaHOBUTL AECTBME TepaTOreHHOro haktopa B paHHel cTaguu ambpuo-
reHesa (TTMN — mexay 21-26-mM gHEM).

KnuHuka. HenocpeACcTBEHHO NoOc/ie POAOB BbISIBASETCA CIMHHOMO3MO-
Bas rpbbka. Mvapouedansa UMEET pas/IMUHY0 BbIPaXXEHHOCTb B 3aBUCU-
MOCTM OT CTeMneHU CMELLEHMs NPOAO/IroBaTOro Mo3ra W MO3Xeuka, Hapy-
LWEeHNs OTTOKa CMMHHOMO3rOBOW XWAKOCTU, MOPKOrucTonormyeckmnx
WU3MEHEHUI B yKa3aHHbIX OTAenax mosra. KnnHuuyecku pasnuyarT 6bic-
TponporpeccupyoLlee 1 Mea/1eHHONPOrpeccupyolLlee TeueHne nartosio-
ruun. Mpy nepBom BapumaHTe NOpok ApHosnbaa-Kuapu passrBaeTcs Ha npo-
TSOKEHMM BCEr0 BHYTPUYTPOOHOrO nepuoga U HOBOPOXAEHHbIA pebeHoK
UMeEeT BECb K/IMHUYECKWI CMMMTOMOKOMIIEKC: BPOXAEHHYH ruapoueda-
N0, COYETAaloLLYIOCS CO CMMHHOMO3IOBOW rpbbKel, HEBPO/IOrMYECKYHO
cnmnToMaTuKy (06LLEeMO3roBble ABIeHMS — 6eCrnoKoCTBO, CyA0pOr, Abl-
XaTesibHble PacCTPONCTBA; MO3XEUKOBbIE MPOSIBNEHUs — aucdarvsi, Hu-
cTarMm, MHTEHLMOHHOE OPOXaHWe; NopaXeHue YepernHo-MO3roBbIX HEPBOB
— Mapainy NNLEBOrO U M1a304BUraTelbHoro HepBoB U T.4.). MNpu BTOpOM
MeOJ/IEHHO NPOrpeccupyoLlemM BapuaHTe TeyeHust cuHapoma ApHo/bAa-
Knapu chopmupoBaHue rugpouedanvm n HeBPOIOrMyecKoli CUMNTOMAaTUKM
NPOUCXOAMT NOCTENEHHO U MOXET 3aTAHYTbCS Ha rofpl. Mpu aToM oTMeva-
l0TCA: rofioBHasi 60/b, rOMOBOKPYXEHNE, HAPYLUEHUS CTaTUYeCKUX (PyHK-
uuii, cnacTuyeckse napesbl W napaanyu, aTtpodms 3pUTEIbLHOr0 Hepsa
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BN/IOTb A0 NOJIHON C/IENOThl, BEretaTuBHbIE paccTpoicTBa. [leTn oTcTalT
B MCMXOPM3NYECKOM Pa3BUTUN.

JunarHo3s yctaHaBnnBaeTcs npu ob6cnenosaHmu. JiiombasibHas NyHKUMS
KaTeropuyecks NpoTuBOMNoKasaHa, T.K. MOXET YXyALWMWTb COCTOsIHUE 60/1b-
HOro 1 AaxXe BbI3BaTb NeTasibHbIA UCXOA U3-3a BHE3arHOro MOHWXEeHUs
OAaBMEHNS 1 MOJSIHOTO BKIMHEHUS MO3XEYKOBbIX MUHAAMIMH U NPOAO/roBa-
TOro MO3ra B MO3BOHOYHBIN KaHan. HelipocoHorpadus, peHTreHorpagums 1
KOMMNblOTEpPHas TOMOrpadms BbISIBASKOT Masible pasMepbl 3afHe-4epernHoi
AMKM, pacluMpeHue 60/1bLIOro 3aTblI/IOYHOTO OTBEPCTUSI U BEPXHETO OTAENa
MO3BOHOYHOrO KaHasa, BHYTPEHHIOW ruapouedanuio, Cr/IoWEHHOCTb Ty-
peLkoro ceana; nasblieBble BAABIEHWS KOCTHOM MMACTUHKM CBOAA depe-
na, CMeLleHne MO3Xeuka W MpoAo/roBaToro Mosra.

NeueHne — 3dhheKTMBHLIM SBISIETCA Hepoxmpypruyeckoe BMeLla-
TEeNbCTBO Kak B 06/1aCTM 60/bLIOIO 3aTbI/IOYHOr0 OTBEpPCTUS, Tak U B 06-
nactu CNMHHOMOS3roBOM rpbbkM. O6LIYHO NMPOBOAUTCS HECKOJIbKO 3TaroB
onepauuun. Hapsily ¢ XMpypruieckoi Koppekuuei nokasaHa KoHcepBaTuB-
Has Tepanua W NCUXOHEBpOsiIornyeckas peabunutaums ¢ ANUTENbHbIM
AVcnaHcepHbIM HabioAeHNeM.

MpOrHo3 npu 6bICTPONPOrPECCUPYIOLLEM TEYEHMUUN NMOPOKA U NOSABIEHUN
BCEro K/IMHUYECKOT0 CUMNTOMOKOMI/IEKCA Y HOBOPOXAEHHOIO pebeHka
Yyauie HebnaronpuaTHbIA, T.K. B 3TOM c/yyae npeHatasibHble MOPdOrucTo-
NlorMyeckne U3MeHeHnst NPoAO/IroBaToOro Mo3ra 1 Mo3Xedka HeCOBMECTU-
Mbl C XU3HbIO. XMpypruyeckasi KOppekums nopoka ysyudliaeT nNporHos Ans
XW3HWU, HO MCUXOMOTOPHOE pa3BuTME GOJIbHbIX 3ana3fblBaeT, MOXET CO-
XPaHATbLCA HEBPOJIOrMyeckass CMMNToOMaTuKa.

Me[AuKo-reHeTU4eCcKOe KOHCY/IbTUpoBaHue. CTeneHb pyUcka HEBbICO-
ka (Xapnep M., 1984).

MpeHaTasibHast AMarHOCTMKa OCHOBaHa Ha 3xorpadouuyeckom obHapy-
XXEHUW y M/1oAa B CPOKM BepeMeHHOCTU 0 24 Hefeflb COYeTaHUst CNUHHO-
MO3rOBbIX FPbDK U ruagpouecdanuii, 4OPOAOBOE BbISIBIEHNE KOTOPbLIX XOPO-
Lo onucaHo B nutepatype (demugos B.H. u gap., 1986; Donald I., Brown T.,
1961; Campbell S, 1974; Pilu G. et al., 1986).

FMAPOLEEDANNSA

Mmppouedanna — BpoxaeHHas BOAAHKa rO/IOBHOrO MO3ra, COrpo-
BOXJaloLasaca atpodmeli MO3roBoro BeLecTsa.

MonynauynoHHasa yactoTa nopoka konebnetrcs no AaHHbIM pasHbIX aB-
TOpPOB B WMPOKMX npegenax: ot 0,48 go 3-4 Ha 1000 poxpeHwuin (Hepsb-
Beab M.K., 1971; KacumoBa O.A.-A., 1988; Trimble B., 1974; Bamforth S.,
Baird P., 1989; Wiswell T. et al., 1990).

3Tnonorvsa rugpouedannn reteporeHHa. 3ToT NOPOK BCTpeyaeTcs: 1)
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N30/IMPOBaHHO, 2) B COCTaBe CUCTEMHbIX MopaxeHuin LIHC (Hanpumep,
cuHapom ApHonbga-Kvnapu, aHoManusi BeHbl ManieHa v T.4.), 3) npy Xpomo-
COMHbIX | HEXPOMOCOMHbIX HACNeACTBEHHbIX U HEHaC/1eACTBEHHbIX CUH-
ApoMax MHOXECTBEHHbIX MOPOKOB pasBuUTMs, 4) Mpu psige APYrUX BPOX-
OEHHbIX N reHeTnyecknx 3abonesannii (tabn. 39).

KnaccudpmumpytoT ruapouedaniio no xapakrepy HapyLleHWUst IMKBOPO-
OMHAMVIKU U pa3nyaloT crefyrolime ee oopMbl: OKK/THO3UOHHYI0 (06CTPyK-
TUBHYI0) 1 KOMMYHUKaLUMOHHYO (COOOLLatoLLYHOCS), HapYyXXHY0 1 BHYTPEH-
HIOI0, KOMMEHCUPOBAHHYO U AEKOMMNEHCUPOBAHHYHO.

OKKNO3MOHHaA (06CTpyKTMBHAA) rngpouedanina XxapakrepusyeTtcs
HapyLlleHneM SIMKBOPOOTTOKA BHYTPU XefyA04YKOBON CUCTEMbI, B pe3ysb-
TaTe 4Yero XUAKOCTb U3 XefyAo4ykoB He noctynaeTt B cybapaxHougasibHoe
NPOCTPaHCTBO U hopMMpyeTcsa paclumpeHne XenyaovykoBOi CUCTEMbI
(BHYTpEHHSAA rngpouedanuns). 9T0 pacluMpeHne Bcerga 6biBaeT NpoKeu-
MasibHEE MecTa OKKI3un (06CTpyKLmK).

OKK/TI031S XKesly[0UKOBOM CUCTEMbI MOXET ObITb CBA3aHa C Takumu
nNpuyYnHaMn, Kak:

1) AHOManuun ee pasBUTUS:

— CTEHO03 Cu/bBMEBA BOAONPOBOAA BPOXAEHHbIA (X-cuenneHHas rna-
pouedanns y Masib4nKOB);

— MOpPOK BeHbl aneHa,

— CcuHApoM [sHaun-Yonkepa.

2. CnaeuHblin npovecc:

— CTEHO03 CW/bBYEBa BOLONPOBOAA B pe3y/ibTare MHekumMn (Tokcon-
nasmos, yutomeranus, ap. BUpYycChl).

3. HoBoob6pasoBaHus:

— CpeJMVHHble OMNyX0nn Mo3ra,;

— nanusioMa XopmongasibHOro cnjaeTeHus.

4. CybaypasibHas rematoMa 3a/iHein yepenHoi aMK/ B pesysbTarte ne-
pUHaTasIbHOW maToormu.

KoMMyHMKaumoHHas (coobuatolascs) rugpouedanns xapakrepusy-
eTca CBO6OAHOWN LMPKynsLumein n3bbITOYHOro KoNnvecTsa MKBopa B Xeny-
[OYKOBOW cuctemMe U B cybapaxHOMAa/IbHOM MpOCTpaHCTBe (OTKpbITas
rmgpouedanusi), a OTTOK XUAKOCTU HapyLlleH /iMbo B CBSI3W C OKK/IHO3MEN
cybapaxHomgasibHOM LMCTEPHbI, MMG0 B CBA3U C obnuTepaumein cybapax-
HOMA&/TbHOTO MPOCTPAHCTBA HA KOHBEKCUTA/IbHOM MOBEPXHOCTU MO3ra.

Takoe HapyxHoe 3aTpy[HeHWe OTToKa /IMKBopa MOXeT 6bITb 06yCnoB-
NIeHO TakVMW HWKenepevncsIeHHbIMU NPUYNHAMU, Kak:

1. AHomanimm UHC (ApHonbga-Knapn cuHgpom, nopok Knunnensa-oeii-
na v gp).

2. HacnepcrteeHHble Mykonosiucaxapunosbl (6onesHb Mypnepa).

3. HacnepcteeHHble 601e3HN ckeneta (axoHaponnaasus).
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Ta6bnnuya 39

3a6osieBaHUsl, NMpU KOTOPbIX OTMeuaeTcs BpoXAeHHas rugpouedanus

XPOMOCOMHbIE £
HacneAcTBeHHbIe
cuHgpombl MBIMP

cuHapombl MBTIP

XpoMOoCOMbI 8 VATER-
Tpucomus accoupauns
CUHOPOMBI, Hacnegyemble
ayTOCOMO-PeLEeCCUBHO: JOunabeTnyeckas
rmaponeTasbHblii, ambpurocpbeTonaTuns
COFS-cuHapom,
KodhdhbunHa-Cupuca, deTasbHbIN
Mekkens, CUHOPOM
Yokepa-Bapbypra, KpacHyxu
PpuHCa, (Fperra cuHgpom)
LlenoBerepa,

Snnuca-BaH Kpesenbga

CUHAPOMBbI, Hacneayemble
ayTOCOMHO-
AOMWHAHTHO:
Anepa
Xunnena-JivHpay
CUHAPOMBI

C HeyCTaHOBJ1IEHHbIM
TUMNOM Hac/iegoBaHuA:

CHARGE-accoumnauymus

HeHacnepnctBeHHble CUCTEMHbIE MOPOKU

MepuHaTtanbHble
nopakeHua LHC wn
BPOXAEHHbIE MHMPEeKUnn

[pyrve npuunHbl
LUHC

ApHonbaa-Kunapu Cyb6aypasibHas HacnepcrtBeHHble
CUHAPOM remMaTtoma 3agHei 60ne3Hu:
yepenHou AMKun

BpoxAeHHbIn cTeHo3 AxoHaponnasus
cunbBreBa Cyb6apaxHongasn bHoe Mykononu-
BoZionposoja KpoBOU3NUAHNE caxapungosbl
(X-cuenneHHasn Oonyxonu:
rmgpouedanus y Tokconnasmos Manunnoma

MaJ/1b4MKOB) BPOXAEHHbI XOp1onaasibHOro
\ cnieTteHus

AeHaun-Yonkepa LnTtomeranosmpycHaa Onyxonn cpepuHHbIX

CUHAPOM MHpeKUna BpoXAEeHHas CTPYKTYp MoO3ra
Knunnensa-®eins Apyrne BpoXOeHHbIe Mpoune:
CUHAPOM VHbeKLnmn BpoxgeHHas
C nopaxeHuem 6unnpyobnHosas
mMo3ra 3HuedanonaTns
Mopok pa3suTus OTpaBsneHue

BeHbl [anieHa

BUTAMUHOM A



Puc. 40. PebeHOK C BpPOXAEHHOW rugpouedanvei

4. KpoBon3nusiHus cybapaxHougasibHbIe.

5. Manunnoma xopuonaasibHOro cnaeTeHns u T.4.

Mpy Hapy>XHOW rugpouedann XMAKOCTb CkanuBaeTcs B cybapaxHou-
Oa/lbHOM NPOCTPaHCTBE, NPU BHYTPEHHEN — B Xenyaodkax mosra. OTcioga
SICHO, YTO OTKpbITas rugpouedanusi MoXeT ObiTb Kak Hapy>XHOW, Tak u
BHYTPEHHEl, Torja Kak OKK/H03MOHHasi hopMa 6ofe3Hn Bcerga siBnsieTcs
BHYTpEHHel. Mpu OTKPbLITOM HapyXHON ruapouedann NepenosHATCS ¢
paclmpsTcs cybapaxHouaasibHble NPOCTPAHCTBA, a Npy BHYTPEHHEN Ha-
6noaatoTca peskoe paclumpeHue Xeya04ykoB Mo3sra U UCTOHYEHWe MO3ro-
BOrO BELUECTBA CO BCEMW BbITEKAKLLMMMW MOCIEACTBUAMU A5 KITUHWKA W
NCMXOHEBPO/IONMYECKOro pa3BuTnst 601bHOr0 pebeHka.

KnuHmnka — Hambosnee BaXHbIM AMArHOCTUYECKMM CUMMTOMOM SIBMSIET-
CA nNporpeccupytolLiee yBeIMYeHre pa3MepoB rooBbl, NPENMYLLECTBEHHO
3a cyeT /106HbLIX Byrpos (puc. 40). Mo3roBoli Yyepen npeobnagaeTt Hag Nnu-
LEeBbIM; MOXET HabnaaTbcd acuMMeTpus yepena u nvua. bosblioli po-
OHWYOK YBe/IMYEH B pasmepax, MOXeT BblbyxaTb, NysibcnpoBatb. OTKPbITbI
Masibli 1 GOKOBOW POAHUYKN, CaruTaslbHblii U Apyrve LWBbl pacLUMpPEHbI.
YcuneH BEHO3HbI PUCYHOK Ha ro/oBe.

Ecnn rugpouecdhanvs coyetaeTcs € NOBbILEHNEM BHYTPUYEPENHOrO
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Puc. 41. HelipocoHorpadwms
pebeHKa C BPOXAEHHOWN
rugpouecphanven

JaBneHus, To AeTn BO3byxae-
Hbl, Kpu4yaT, MN/0X0 COCYT,
cpbirmBaloT. MoxeT oOTMe-
yaTbCA pas3HoobpasHas He-
BpoJiormyeckass cuMmnromaru-
Ka: cnacTuyeckmii napes c no-
BbILLEHNEM  CYXOXMUJbHbIX
pecbnekcos, Kocornasve, Hu-
cTarm, napes SiMueBOro Hepea
no LeHTpasibHOMY Tuny, cTpa-
JaloT BereTatuBHble OYHKUUK
(yBenmuyeHa noT/MBOCTb, CO-
cyaucTble NpU3HaKkM u T.4.).
XapakTepHa 3agepxka yM-
CTBEHHOr0, CTaTOMOTOPHOrO 1
h13MYecKoro passBuTUS. Ha rnasHom gHe — 3acCTOWHbIE SABMIEHUS.

[na noctaHOBKM AmarHo3a MMEKT 3HadYeHue AMHaMuKa exeHenenbHbIX
N3MEPEHUI OKPYXXHOCTWU TOJI0BbI, pe3ynbTaTbl AOMNOSIHUTE/bHbIX MEeTOA0B
o6cnenoBaHns: HelipocoHorpadma (puc. 41), niomb6anbHas NyHKUUs,, peo-
sHUedanorapdus, anekTposHuedanorpagursi, KOMNbIOTEPHasi TOMorpa-
dwma v gp.

Tak kak yBenuyeHvne pasmMepoB ro0Bbl MpeAlecTByeT paclluMpeHuto
XenyaoykoB, AMarHoCTUpyeMbIX Ha paHHUX aTanax TOsIbko HelipoCcoHorpa-
thueli, To neveHne rnapouedaiuy HYXXHO HauMHaTb 40 MOSAB/IEHNUS KIVHU-
YeCcKMX NPU3HAKOB NaToI0rMYecKoro pocra rosoBsbl.

NeyeHue. KoHcepBaTUBHYIO Tepanuio codeTaroT ¢ XUPYpruyeckum Bme-
LwaTtenbCcTBOM no nokasaHusam (Fonbiw H.H., 1981; CemeHos B.H., 1987).
KoHcepBaTMBHasA Tepanus A0/KHA OblTb KOMM/IEKCHOM, yunTbiBaloLLein
NPUYMHBI, KOTOPble BbI3Ba/IM 3aboneBaHne. B cnyyae nocTbIHOEKUNOHHO-
ro NpoucxXoxaeHnsa rugpouedanmm rnokasaHa nNpoTUBOBOCMa/INTE/IbHASA
Tepanus, BKIYaloLas aHTMBUOTHKN, a 3aTeM Ha aTane peabunurtaumm —
paccacbiBatoLLme cpeacTsa (anoal, nugasa) M CTUMynvpyowme obMeH B
HepBHOI cucTeme (BUTaMUHbI TPyNMbl B, rnyTaMmuHoBas KucnoTa, HOOTPO-
Mbl, aMWHO/IOH — MPU OTCYTCTBUW MPOTUBOMNOKA3aHWUA).

BaxHelilunii acnekT nevyeHns — HopManmsaums JMKBopoauHamMuyec-
KX HapylleHnin gerngpatvpylowmmu npenapartamm (MUKCTypa ¢ UuT-
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panbto, Anakapb naum canypeTvkn B COYETaHUN C OpOTaTOM WAW X/10PUA0M
Ka/nsl, HBbEKLMN CEPHOKNC/ION MarHesum BHYTPUMbILLEYHO).

[na ynydweHnss ctaToMOTOPHbIX OYHKUMIA MOKasaHbl jie4ebHas rmu-
HacTuKa, Maccax.

OTtcyTcTBME 3hdhekTa OT KOHCEPBATMBHOW Tepanuu SiBMSeTCs nokasaHu-
€M K XMPYPrmyeckoMy /Ie4EHN0, KOTOPOe AO0/DKHO ObiTb BMECTe C TeM Mak-
CUMasIbHO paHHMM. Llenb XMpypruyeckoro BmellaTenbCTBa — yCTpaHeHue
06CTPYKUMKM 1 co3faHne AONOSHUTENbLHOr0 OTToKa Ans nukeopa (Cumep-
Huuknin B.M., 1974; MypuH B.P., )Xykoea T.I1., 1976; PocTtoukas B./., Koma-
pos B.W., 1977; BopobbeB A.M., 1987; Schanseil-Zipf U. et al., 1987).

TeueHne n NporHo3. Hepepgko getu c rugpouedanuen poxgarTcs
MEpPTBbIMM NN YMUPAKOT BCKOPE MOC/E POXAEHNS. Y OCTaBLUUXCH B XUBbIX
[OeTeil ¢ BpOXAEHHOWN rmgpouedbanmelt KnMHMYeckast U NporHocTuyeckas
3(PEKTUBHOCTbL TEpanuu NpsIMo 3aBUCUT OT BO3pacTa MauyueHTa, B KOTO-
poM eMy MPOBEAEHO LUYHTMPOBAHME — OCHOBHOW XMPYPIrUYECKNA METOf
neyeHns rugpouedannm B HacTosiLee BpeEMS.

Y pgeteii ¢ BPOXAEHHON rnapouedasniveil pe3ko NoHmKeHa ConpoTuBAN-
€MOCTb, OHM YacTo 601el0T pas/INYHbIMWN NHTEPKYPPEHTHLIMU 3a60/1€BaHK-
AMW U, €CNN YMUPAKOT B NEPBble MECSLbl WK TOAbl XN3HW, TO HENocpea-
CTBEHHOW MPUYMHOWN CMEPTU SABASIOTCA MH(EKLUNOHHO-BOCNAIUTESbHbIE
npoueccol (Llykep M.B., 1972; Kacumoa O.A.-A., 1988). Bo3amoxHas npu-
YMHA 3TOF0 — MMMYHOJIOTMYeckasi HeoCTaTOYHOCTb, BbISBAAKOLWANACS Y
37O KaTeropmum 60nbHbIX (KacumoBa O.A.-A., 1988; MuHkoB W.M., 1992).
MoaTomMy B njlaHe AMCNaHCEPHbIX MEPOoNpuAaTUiA 0653aTesibHO AO0/DKHbI
ObITb NPeAYCMOTPEHbI Mepbl MPOMNAKTUKN NHAEKLNOHHBIX 3a60/1eBaHWIA
(YMEHbLUEHNE KOHTaKTOB, 3/IEMEHTbI 3aKa/IMBaHWsi, caHaumsi THOMHbIX o4a-
roe, obuleykpennswowme cpeacraa, MMMYHOMOAYNATOPSI).

MeanKo-reHeTu4eCKoe KOHCY/IbTUpOoBaHue.

Mpexae yem paccmaTpmBaTth rmapouedannio kak U30/MpoBaHHbIN 1
NepBUYHbIA NOPOK pa3BUTUSA, HEOOXOAMMO MPOBOAUTL TLATEsIbHbIA KOH-
TPO/Ib U UCKKOUUTL ApYrne 3TUOMIOTMYEeCcKMe BapuaHTbl ruapouedanui,
Mpy KOTOPbIX OTMEYaAETCS «CBOM» reHEeTUUYECKUA PUCK.

F'mgpouedhanma yacto codetaeTcsl CO CMUHHOMO3IOBLIMU TPbbKaMu 1
apyrumun aHomanuamun LIHC.

Heobxognm Takke aHa/M3 poAOC/NOBHOM, T.K. XOTA U OYEHb peaKo, HO
BCTpeyaeTcsa X-CLEensieHHbI TN 3TOro Nopoka B cOYeTaHuM CO CTEHO30M
cunbBmeBa Bogonposoga (Heasbeeab M.K., 1991).

IMOBTOpPHbIA pUCK NPU «0BbLIYHON BPOXAEHHOW rnapouedanmn» He3aBu-
CMMO OT aHaTOMUWYECKOl OCHOBbI COCTaBASEeT OKOs10 3% nocne poxaeHus
O[IHOTO MOpaxXeHHOro pebeHka 1 0kono 8% nocne poxaeHus AByX nopa-
XeHHbIX geten (Xapnep MN.C., 1984).
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Puc. 42. YnbTpa3BykoBOoe uccriegoBaHue nnaoga
C BHYTPEHHelN ruapouedanmeni

MpodmnakTuka U npeHaTasibHas AuarHocTuka. lMpepynpexaeHue
poxaeHusi aeTeli ¢ ruapouedanueli OCHOBbIBAETCS Ha AaHHbIX MAacCOBOr0O
YNbTPa3BYKOBOr0 CKPMHUHIa GEPEMEHHbIX XEHLLVH B CPOKU [0 24 Hepenb
BHYTPUyTpo6HOro passutnsa (Munkos .M., 1993).

[na ueneHanpaBneHHOW NpeHaTaslbHOW AUArHOCTUKM ruapouedanum y
noja UCNo/b3YTCA: a) UCCnefoBaHNe MaTEPUHCKONM KPOBU Ha coaepxa-
Hue B HeW anbha-cheTonpoTenHa, 6) aMHMOLIEHTE3 C NOCAeAyoWUM 1c-
cnefoBaHMEM aMHUOTUYECKON XUAKOCTY; B) A@HHbIE Y/IbTPa3BYyKOBOrO UC-
cnegoBaHusa nnoga (puc. 42).

MokaszaHuAMU AN LeneHanpaBfeHHOM MpeHaTa/lbHOW AUarHOCTUKM
rugpouedanu ABASAKTCS:

1) 4-asa no cyeTy n 601ee 6EPEMEHHOCTb;

2) Hannume aHomasnmii LUHC y cubcoB 6yayuwiero npobaHga wnum y ero
poavTenei;

3) NpeAllecTBylOLLee BO3AENCTBME MOHM3UPYIOLWErO U3ydyeHns (nyde-
Bas Tepanus poguTeneli, npoeccroHanbHO-NPON3BOACTBEHHbLIE «Bpes-
HOCTW», NPOXMBaHNE B 30He UepHOObLI/IbCKOM aBapun u T.4.);

4) recTo3 NepBoii NO/IOBUHbI AaHHON GepeMeHHOCTH;
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5) MHAYEeKLMOHHbIE 3a60/1EBaHMS], NEPEeHECEHHbIE BO BpEMSI 6EPEMEHHOCTHU,
a Takke MUKPOBOHOCUTENBLCTBO (KPacHyxuM, TOKCOMIa3Mo3a, repneca u ap.);

6) BHYTpUyTpOGHas rmnoTpodus nnoaa,;

7) yrposa npepbiBaH/si 6EPEMEHHOCTU, 0COHEHHO BO BTOPOM TPUMECTPE.

BobisBneHue rugpouedaniun y nnoja B CPoku A0 24 Hefenb BHYTPUYT-
po6GHOro pasBUTMS AABHO OMUCAHO B NIUTEpAType M LUMPOKO BHEAPEHO B
npakTtuky (puc. 42) (MepcunannHos /1.C., Aemugos B.H., 1982; NpeuyaHnHa
E.A., 1991; Donald I., Brown T., 1961; Campbell S., 1974; Pilu G. et al,,
1986). OGHapy>xeHne 3TOro NopoKa SABMSIETCS OCHOBaHMEM A1 MOCTaHOB-
KM BOMpoca 0 AOCPOYHOM MpepbiBaHNM GEPEMEHHOCTM N0 MeAULIMHCKAM
NnokasaHusiM, KOTOpbIli peLlaeTcsi B KOHEYHOM CUYeTe CTPOro MHAMBUAYa Ib-
Ho (KynuneB A.M. n gp., 1988; CaBenbea .M., 1990);

OEHAN-YONIKEPA CYHIPOM

JdeHan-Yonkepa cuHgpom (1919 r., W. Dandy; 1942 r., J. Taggart,
A.Walker) — nopok pa3sutus LIHC, npyu KOTOPOM BbISIBNSIETCHA pe3Koe yBe-
nuyeHune IV xenyaouka n3-3a NPensTCTBUSA OTTOKY /IMKBOPA B CBA3M C aTpe-
3ueil LeHTpasibHOro oTBepcTMs MaxaHau U 60KoBbIX OTBepcTuid Jlyluka,
CBA3bIBAIOLLMX ITOT Xesyaouek Mo3sra ¢ cybapaxHouganbHbIM NpoCcTpaH-
CTBOM. BO/BLWIMHCTBO c/yvyaeB cMHApoMa [leHan-Yorikepa conpoBoXaaeT-
CA 4aCTMYHOW WM NOJSIHOM annasven YepBs MO3XKeuka, YTO MNO3BONSAET ro-
BOpPUTb 0O AMArHOCTUYECKOM Tpuage MoptosI0rMyeckmx Npu3HaKkoB AaHHOMO
nopoka passutns (Masuzawa T. et al., 1984): 1) kucto3Hoe pacluvpeHnue IV
Xenypouka; 2) BHYTPeHHAS rugpouedanus; 3) aHoMannsa MO3Xeuyka.

Bnepsble cnHgpom 6bin onucadH W.E. Dandy B 1919 r., no3xe — J.K.
Taggart., A.E. Walker. O6LWWenpnHATOE HasBaHWe CUHAPOMA YyTBEPANIOCH
nocne ny6nukaynm C. Benda B 1954 .

3TMonorva nopoka reteporeHHa. TTT — 3-4 Hef,. amb6puoreHesa. 'eHe-
TMyeckas npupoja cuHOpoMa HepokaszaHa. CyllecTByeT MHEHWe, 4To nep-
BMYHBLIM 3BEHOM MpPY 3TOM NOPOKE ABASETCA aHOMaInsA pPa3BUTUS MO3XKEUKa
Kak pe3ysibTaT 04aroBoii An3padoun HEPBHON TPYOKM B paHHEM 3MOPUOHasb-
Hom nepuoge (HepsbBegb M.K., 1991; Hart M. et al., 1972). CuHgpom [eH-
On-Yonkepa onvcaH npu TPUCOMWUWU MO AJSIMHHOMY M/iedy XPOMOCOMbI 17
(Gallien J. et al., 1981), a Takxe npu cuHgpome KodpcmHa-Cupuca (Tunnes-
sen W. et al.,, 1978). AHa/IM3 UUTOreHEeTMYECKNX BapUaHTOB MO3anyHbIX
chopmM cuHApOMa TPUCOMUM 9, NPU KOTOPLIX Takke onvcbiBaeTcs NOPOK JeH-
On-Yonkepa, nokasblBaeT, YTO MPOUCXOXAEHME ero BO3MOXHO CBS3aHO C
Tpucomueii-no cermeHTy 9922 — 9q33 (J/lastok I'.W., flypbe W.B., 1991).

Fmapouedanus, Habnogaemas npyu cuHgpome [eHaun-Yornkepa u Bbl-
3blBaemMast Nto6bIM 3TUONOTMYECKUM (DaKTOPOM, CMOCOOHbLIM NPUBECTU K
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MOBbLILLIEHUIO CeKpeLMn CIMHHOMO3IOBOM XUAKOCTU UNN HapyLUUTb ee pe-
30p6UNI0 HA MEHUHTeas1bHOM NOBEPXHOCTU, MOXET ObITb MO CBOEMY MeXxa-
HU3MY Pas3BUTUS:

— nocTremopparvuyeckoi (BcneacTsme BHYTpUYepenHoOW poaoBOWA
TpaBMbl C HapyLleHMeM MO3rOBOro KpoBoobpalleHus);

— BOCNaINTesIbHOW (Kak cneacTBre BPOXAEHHOrO Un npuobpeTeHHo-
r0 MeHWHreaslbHOro npowecca 060 3TUOMOTNN: KOKKOBOW, TOKCOoMNas-
MO3HOW 1 T.4., BK/IOYasa Tyb6epKyie3Hyo), nocTTpoM60dN1ebnTnYecKon;

— 0Onyxos1eBoii (NannnIoMbl COCYANCTbIX CMETEHUI, KpaHNOGapUHIn-
oMbl, onyxonu [l n IV xenyao4ykos, Onyxonu LUALLKOBUAHOM Xenesbl 1 T.4.).

Knaccudmkaumsa n knnHuka. CneayeT BblAeNATb BPOXAEHHbIE U NpK-
obpeTeHHble hOopMbl Nopoka AeHaun-Yornkepa. BpoxaeHHble hopMbl CUH-
Apoma MOryT 6bITb NEPBUYHBLIMU (TEHETMYECKOW UM TepaToreHHoW 3Tuo-
nornn) N BTOPUYHbIMK (MOCTreMopparnyeckmumMu, NocTBoCNaIMTeNbHbIMU U1
T.4.). Bo3pacT nosiBneHus KAMHUYECKMX CUMNTOMOB 60/1I€3HU 3aBUCUT OT
CTeneHu 1 ANUTENbHOCTN KOMMEHcaunn BHYTPeHHen rugpouedanuun. Cy-
LecTBYeT MHEHWe, 4To aHoManusa [eHau-Yorkepa MOXET 6biTb XOpOoLUo
nepeHocuma gonroe Bpems (Monecky O., 1977). Mbl cuMTaem, 4YTO BPOX-
JeHHble hopMbl NPOSABNAOTCA YXXe B paHHeM Bo3pacTe. OCHOBHbIE K/TVHU-
yeckne CMMNTOMbI:

— MNPU3HaKW BHYTPUYEPENHON rnnepTeH3unu,

— MO3)XEUKOBble pacCTpoiCTBa.

Hepeako aTOT NOPOK coveTaeTcs € APYTMMW aHOMasIMSIMU FO/I0BHOIMO
Mo3ra (MWKpO-, MOAW- UKW Naxurupuen, areHesvein MO30/UCTOroO Tena W
T.4.) Un apyrux opraHos (Mosv- n cuHaakTuams, nanarocxms) (Heasbseab
M.K., 1991).

MoxeT oTMeuyaTbCs YMCTBEHHAsA OTCTa/IOCTb U pPaHHAS CMEpPTHOCTb
3Tux 605bHbIX (Golden J. et al., 1987; Maria B. et al., 1987).

PeHTreHonornyecku (CHUMOK Yepena B 2-X MPOEKLUMAX) BbIBNSETCA
yBennueHne obbema 3agHei YyepenHoi SMKM n NasbueBrUaHbIe BAABNEHMUS
Ha BHYTpPeHHEM CBO/e.

YNnbTpa3sByKOBOE uccregoBaHne (HelipocoHorpadusa) n KomnbloTep-
Has Tomorpadunsa Hanbonee mHdpopmatTmeHbl (basptc B., 1990; BoeBoanH
C.M., 1990). B 3agHein YepenHoi AMKe NpU CKAaHUPOBAHUN B CarnTTasIbHOM,
(PPOHT&/TLHON U TOPU3OHTA/IbHOM MJIOCKOCTAX onpeaesiieTcs aXoHeraTuBs-
Has KMCTO3Hasa CTPYKTypa, coeguHsaowascs ¢ 1V xenynodukom. Yepsb MO3-
Xeuyka He BbisiBNnseTcs. MoxeT Habnwogatbes pacumpeHue 60okoBbIx 1 -
ro XXenyao4koB B cOYETaHWM C Npu3Hakamy Mukpouedanmu.

AnarHo3 npu o6Hapy>XeHUN YBENMYEHHOW 3afdHel YepenHor AMKM W
aunataumun IV xenyaodka He Bbi3blBaeT COMHeHMW. JudidepeHumpoBaTb
cnepyeT ¢ apaxHOMAaslbHOW KWUCTOW, C CEMEIHOIN areHesuneli 4yepBs MO3-
xeuyka (Sarti D., 1987).

181



Puc. 43. YnbTpasByKoBOe uccnegoBaHue rnjioga ¢ CUHAPOMOM
JeHan-Yonkepa (yBenuueHol pasmepbl IV xenygoyka mosra
N 3afHEN YepenHor SAMKN)

NeyeHwve 3aBUCUT OT NpegnonaraemMoi aTUOMOTMKA NOpoKa U codetaet
KOHCepBaTMBHYK Tepanuio (NpoTMBOBOCMANUTESbHbIE, AernapaTalyoH-
Hble 1 paccacbiBaloLiue CpeacTsa) C XMPYPruyeckon Koppekumein — Hano-
XeHNe BEeHTPUKY/oNnepuToHeaslbHOro LUyHTa.

MporHo3: npu paHHWX dhopmax — Bcerga CcepbesHblil; Npu No3aHUX
dopmax onpenendeTcsa npuynHamu pasBuBalOLLErocs CUHApPOMa, CTe-
NEeHbI0 UX BbIP&XXEHHOCTU, TAXECTbIO KNUHUYECKUX NPOSIBNIEHWHA, CBOEBpe-
MEHHOCTbIO U 3PPEKTUBHOCTLIO TEpanuu.

MepunKo-reHeTn4yeckoe KOHCY/1IbTUPOBAaHME. YUuTbiBasi COMHUTESIb-
HOCTb FeHeTU4ecKol Npupoabl Nopoka u npeobnagaHne BTOPUYHbLIX hOpM,
MOXHO CuMTaTb, YTO PUCK AN CMOCOB BeCbMa MaJl.

MpeHaTanbHasa gmnarHocTtmka. lMpu maccoBoM Y3-CKpuHUHre 6epe-
MEHHbIX XEHLLMH MOXeT ObiTb 06palleHO BHMMaHue Ha yBenunyeHue pas-
mMepoB IV-ro xenygouka y nnoga (puc. 43). [JanbHeilwas TakTika onpege-
naeTca  gaHHbIMKW, noslydaemMbiMU  NpU Yray6/1eHHOM  KJTMHUKO-
NnabopaTopHOM W reHeTMyeckom obcrnefoBaHVW. B nutepaType onucaHbl
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cNyyany npeHaTas/lbHOW AMarHOCTMKM CUMHAPOMAa Ha OCHOBE 3Xorpadgmyec-
KOro BbISIBNIEHMS Y nioga ruapouedanun 1 3atbi/IouHOro aHuedanouene
(Alfieri G. et al., 1983; Crowe C. et al., 1986).

MMNKPOLIE®ANNA

Mukpouedanina —yMeHbLUEHNE pa3MepPoB Yepena U Mo3ra, Npu KoTo-
POM OKPY>HOCTb FO/10Bbl 60/1€€ YeM Ha 2 CTaHOAPTHbIX OTKIOHEHUST HUXE
HOPMbI.

MonynsuMoHHasa YacToTa Mopoka Mo AaHHbIM pPa3HbIX aBTOPOB KOMe6-
netcsa ot 0,11 — 0,15 Ha 1000 (Trimble B., Doughty J., 1974) go 0,5 — 1,0
Ha 1000 (Tolmie J. et al., 1987; Sujatha M. et al., 1989).

OTtronorua. MpuunHbl Mukpouedanm BecbMa pa3Hoob6pasHbl. Kak
N30/IMPOBaHHBIA NMOPOK PasBUTUS OHA MOXET ObITb rEeHEeTMYEeCKU 06YC/I0B-
NIEHHOW. DTO TakK HasbiBaemMas UCTMHHasa (reHyuHHas) mukpouedanus
(Schinzel A., Litehgi M., 1984). OHa cocTaBnsieT 7-34% 0T Bcex (hopm MUK-
pouechanuii. Hacnepyetcsi ayTOCOMHO-peLeccMBHO. OnucaHbl CeMeliHble
cnyyan 3aboneBaHusi, Korga y heHOTUYECKN 300POBbIX POACTBEHHMKOB
BbISIBISIOTCS YMEHbLUEHHbIe pa3Mepbl Yepena, CcOnpoBOXAaloLimecs He-
BbICOKUM WMHTENIEKTOM. B poA0CNOBHON Takmx 60/IbHbIX HEPEAKO OTMeYa-
I0TCA KPOBHOPOZACTBEHHbIE HGpakn. BospacT poauTtenei n nopsiiok poxae-
HUS1 KakK (DaKTopbl p1UcKa He MMEKT CTaTUCTUYECKOA 3HAUMMOCTMU.

MoMUMO MCTUHHOI MUKpoLedannm BeiAeNSIOT: 1) BTOPMUHYO MUKpOLie-
thanuio, pa3BMBaOLLYIOCS B pe3y/ibTaTe OpraHM4yeckoro nopaxeHusl rofoB-
HOro MO3ra pas/IM4YHON 3TUONOTUKN (BHYTPUYTPOOHAsH MHAEKUMUSS U TUMOK-
cus, pofoBasi TpaBMa, TOKCMYecKme BO3AENCTBUA Ha nnog v T1.4.); 2)
MUKpoLedanuio Kak 04uMH 13 NpU3HaKoB XPOMOCOMHbIX, FeHHbIX (Hacnea-
CTBEHHbIX) W HEHACMeACTBEHHbIX CUHAPOMOB MHOXECTBEHHbIX MOPOKOB
pa3sutus (cm. Tab. 40).

KnunHuka Mukpouedanun nposiBasieTcsl ¢ poxaeHns. OueHb XapakTe-
PeH BHELLHWIA BUA 6OMBHOrO: BbipaXXeHa AMCNPONopLMS MeXay MO3roBbiM
¥ NULLEBLIM Yepenom, Mexzay rosioBoi n Tynosuem. FonoBa cyxeHa KBep-
Xy, N06 HW3KWiIA, NoKaTblii, BbICTyNalT HaAOpOBHblE AyrK, ywn 60/bLUKeE,
MHOro CTUrM AM3amMmbpuoreHesa (BbICOKoe He60, Kapno3Hble 3ybbl 1 T.4.). Y
60nbLIMHCTBA 60/1bHbLIX (HO HE Y BCEX) OTMEYaeTCcs B TOW UM MHOI cTene-
HU 3aJepXKa YMCTBEHHOro pa3sutus. Mpu 3TOM MCMXONATO/0rMyeckuii
NpoLLecc MOXeT NpoTeKaTb Mo ABYM K/IMHUYECKUM BapuaHTam: TOPnUAHbIA
(60nbHbIE BAMbIE, MASIONOABWXHbLIE, 6e3ydacHble) n apeTnyecknii (6osb-
Hble Ype3BblYaiHO NOABWXHBI U CYET/IMBbI, CK/IOHHbIE K AESATEe/IbHOCTU, HO
MX CNOCOBGHOCTb K KOHUEHTpauMM BHMMaHUS KpaliHe HeycTohuusa). oc-
NefHUIA KNMHUYECKMIA BapuaHT HabnogaeTcs valle.

Mpn BTOpUYHBLIX dhopMax MUKpouedaim oYeHb XapakTepHa pasHoob-
pasHasi HeBpoJiorMyeckasi cMMnToMaTka (cnacTuyeckme napesbl W napa-
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Ta6nunua 40

3a6osieBaHus, NMpU KOTOpbIX OTMeudaeTcsl MuUKpoLedanns

CuMnToMaTnyeckass Mukpoledanus

npu XpoOMOCOM-

HbIX 601€3HAX
14'
4p'(Bnba-
XupLixopHa)
4p+, 49+

5p~ («<KpUK
KOLLIKM>)
6q

9p+ (PeTope)
r(9)cuHapom

10p+
10qg+

11qg+

Tpucomunsa 13
(Naray)

13q~ (Opbenn)
14q+

15qg+

179+

18p’ (ae pyn)
189’ (JlexxeHa)
21qg-

22g- (r)

184

npy HacneAcTBEeHHbIX
crMHApOMax

C ayTOCOMHO-
peueccuBHbIM
HacnegoBaHUEM:
BoyaHa-KoHpaaun
Bnyma
Aurrse-Menbxmop-
KnayceHa
Ay6oButua
KokkeliHa
KodhdhunHa-Cupuca
JlenpeyvayHusm
JlnccaHuedanus
Ankepa
JloypeHca-MyHa-
Bappae-bnana
Mekkens
COFS-cnHapom
Hos-Nakcosoi
Pobeptca
Cekkens
Cmuta-Slemnu-
OnuTua
MaHunToneHuns
DaHKoHN
Annuca-BaH
Kpesenbga
T puroHouedanus
OnuTua
X-cuenneHHble:
JleHuya
C HeyTOYHEHHbIM

TUNMOM HacnegoBaHUA:

KopHenuu ge JlaHre
Knunnena-TpeHoHe-
Bebepa
Mpagepa-Bunnn
Py6uHLwWITENHa-Teibun
PeHneHuHra

npn HeHacneacTBeH-

HbIX CMHApPOMaXx

AnabeTnyeckasn
ambpurodeTo-
natus
deTasibHbIN
aIKorosibHbI

deTasbHbIN
rMOaHTOMHOBBIN
deTasbHbIN
CUHAPOM
KpacHyxu
(Fperra)
deTasbHbIN
pagvalmnoHHbIi

Mukpouedanusa

Mpn BHYTPUYTPOO-
HbIX VHEKLNAX
(Tokconnasmos,

LMTOMErasloBnpychbl

nap.)

Mpu rMnokcm4ecko-
TpaBMaTU4eCKnX
nepuHaTasbHbIX

nopaxxeHnsax
LHC

Mpu BO34ENCTBUN
npo4ynx hakTopos
(MHTOKCUKauns

nAap.)



NNYKM, Cy[OPOXHbIA CUMHAPOM, 3aZlEPXKa CTAaTO-MOTOPHbLIX OYHKUMIA 1 T.4.),
KOTOpas, Kak npasuio, He BCTpeyaeTcs Mnpy WUCTUHHOW HacneACTBEHHOW
MuKpouedanuu.

B cnyyae cmepTn 60/bHbIX Ha ayToncum O6HapYXMBAKT YMEHbLIEHNE
pasMepoB 1 MaccCbl rOI0BHOro Mo3ra (MUKpO3HLUedanuio), Hegopassutme
¥ HenpaBwW/ibHOE CTpPOeHMEe B6O0MbLUMX NOAYLIAPUA NPU CPaBHUTENIBHO HOP-
Ma/IbHOM CTPOEHUM CTBOJIOBbIX OTAE/OB U MO3Xeuka. [Mpy BTOPUUHbIX
hopmax MoryT 6bITb KMCTO3HbIE MOAOCTU, OYarM KPOBOMU3UAHUA U OObI3-
BecTBneHus (Dias M. et al., 1984).

JunarHocTtmka mMukpouechanui He BbI3blBAeT 3aTpyAHeHui. Mpu and-
dhepeHymaummn BTOPUYHOM MuKpouedanun (BpOXAEHHbIA TOKCOMNIasmos,
dheTanbHbIli LMTOMErasIoBMPYCHbIA UM KPACHYLUHbLIA CUHAPOMbI, XPOMO-
COMHble 60/1e3HM, Hac/1eACTBEHHbIE CUHAPOMbI MHOXECTBEHHbLIX MOPOKOB
pasBuTUA M T.4.) MOTYT BO3HMKATb HEMasble TPYAHOCTH.

JleyeHne mukpouedhanun Heob6xogMmo NpoBoauTb AnddchepeHympo-
BaHHO. Mpu NepBUYHbIX hopmax 601e3HN NokasaHbl ceaaTvBHbIE CPencT-
Ba (MyCTbIPHUK, BasiepraHa), npenapartbl, yaydllatoLime 06MeH BELLECTB B
MO3roBoW TkaHu (BUT. B., Bl2, rnyTamuHOBasi KnucnoTta, aMUHO/OH, Liepeb-
POMIN3UH, HOOTPOMbI), NCUXOJ/IOrO-Nefarornyeckre 3aHaTus, BocnuTaTesb-
Hble MEPONPUATKS, YTO B 3HAYUTE/ILHOW Mepe MoBbILLAET NCUXO-CoLnasib-
HYI0 afganTaumio Takmx 60/bHbIX.

Mpn BTOPMYHBLIX hopMax MUKpoLedha/Mnm Ha3HayalT aernapataunoH-
HYI M MPOTMBOCYAOPOXHYHO Tepanuio, Maccax, sieuebHyo umskynbTypy,
npu OTCYTCTBMM NpOTMBOMOKalaHuii (cygoporn!) — HelpoTpoduyeckme
npenapaTsbl.

MporHos 3aBncuT 0T hOPMbI MUKpOLLEdda/IMKN, CTENEHU YMCTBEHHOM OT-
CTa/IOCTU, HaMUUS M XapakTepa HEeBPOJIOTMYECKOl cumnToMaTtukn. Bce
60/1bHbIE NOAeXaT AUCMAaHCEPHOMY HabMlAeHN0 ¢ yYacTMeM HeBpona-
Tosiora U reHeTuka.

MeOuKO-reHeTUUYECKOE KOHCY/IbTUPOBaHNE YUUTbIBAET reTeporeH-
HOCTb MuKpouedanun. Mpn oLeHke BEeNMUYUHbI pUcka NMOBTOPHOIO pPOXAe-
HMA pebeHKa ¢ MCTUHHOWN HacnefCcTBEHHON hopmoit 3ab6oneBaHns HEO6XO-
AVMO UCXOAWTb U3 ayTOCOMHO-PELLECCMBHOIO TUMa Hac/nefoBaHUs AaHHOW
naTo/IoTMM M 3TOT PUCK AOCTATOYHO BbICOK (25%). Apyrme dopMbl MUKPO-
uedannii no mMHeHuto M. Xapnepa (1984) conpshkeHbl C HU3KUM MOBTOpP-
HbIM PUCKOM.

MpeHaTasibHaa AuMarHOCTUKa NpPoBOAMTCA B CUCTEME MaccoBOro Y3-
CKpEeHUHra 6epeMeHHbIX XeHLWUH. OB6HapyxBaeMas y njioga Mukporeda-
sl Lo/MKHA 06paTUTb Ha cebs1 BHUMaHWE Kak OfIMH U3 BO3MOXHbIX MpU3Ha-
KOB XPOMOCOMHOIO CMHAPOMA WM KOMM/IEKCA MHOXECTBEHHbIX MOPOKOB
pasBuTuA, YTO TpebyeT fasbHelwel auddepeHumansHOR 4OpoaoBOl Au-
arHOCTUKN.
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CMNMMHHOMOSIIOBAA MPbDKA

CnMHHOMO3roBasi rpbbka — OTHOCUTCS K Aedektam HeBpasibHOM
TPYOKU 1 ABNSAETCA coYeTaHHbIM BPOXAEHHbLIM MOPOKOM CMWHHOIO MO3ra i
NMO3BOHOYHMKA, K/IMHUYECKM MPOABASIOWNMCA TPbDKEBLIM BbINSYMBaAHUEM
CMMHHOrO Mo3ra ¥ ero oboso4vek (MMenoMeHuHrouene) B AedekT no3so-
HOYHOro KaHana. 'pbbkeBOe BbIMAYMBaHUE MOXET 6bITb 06pa30BaHO TO/Ib-
KO 060/104KaMM CMWUHHOIO MO3ra U 3anosIHEHO CNWHHOMO3rOBOW XuUA-
KOCTblO. B oTnuume oOT 3TOro Aedekra MOXeT ObiTb He3apalleHue
CMMHaNIbHOrO KaHasa 6e3 rpbhKeBOoro BbinsAuMBaHMs — spina bifida occulta
(BnarHocTmpyeTcsi peHTreHOs10rnyYeckn).

MonynsaumMoHHasa YacToTa CMMHHOMO3IOBbIX PbIX Takke Oo4YeHb Bapua-
6enbHa u umeeT YeTkme gemorpadio-reorpagmyeckne oTnnumns. Tak, Ha-
npvmep, B Yexnn oHa coctasnset: 0,27:1000 (Kyuepa W., 1977), B AnNoHMK
— 0,32:1000 (Kuroki Y., Konishi H., 1984), B KaHage (bputaHckas Konywm-
6usa) — 0,37:1000 (Bamforth S., Baird P., 1989), B Benapycn — 0,54:1000
(Heg3bBegb M.K., 1991), B KOxHoi1 Amepuke — 0,62:1000 (Castilla E., Ori-
oli I., 1985), B NpnaHgun gocturaet 4,5:1000 (Elwood Y., Nevin N., 1973),
T.€. B CpefHeM, ecm oTbpocuTb KpaliHme 3HadeHusi, — 0,46:1000. Mo gaH-
HbIM Hawmx uccneposaHuin (FOro-3anag YkpaviHbl), NpoBefeHHbIX 3a nepu-
o 1974-1978 rr., yacTtoTa CMMHHOMO3IOBbIX TPbDK coOcCTaBgeT
0,30210,044:1000 (Pe3nuk B5.4., MuHkoB .M., 1991).

aT1nosnorus. MNMponcxoxaeHne aedekToB HeBpasibHOW TPYOKM ocTaeTcs
Hen3BeCcTHbIM. CMNMHHOMO3IOBLIE FPbDKM, Kak NpaBu/io, He BXOAAT B COCTaB
KOMIMJ/IEKCOB FeHHbIX cMHapomoB MBIP (Nlastok .W. n gp., 1983). 31n no-
POKMN MHOTAa OBHapPYXMBAKOTCA NPU HEKOTOPbLIX XPOMOCOMHbIX aHOMasIUSIX,
B YacTHOCTW, npu cuHagpome 3aBapaca (Moore C. et al., 1988), cungpome
TPUCOMMU NO KOPOTKOMY MJieyy XpOMOCOMbI 2. BbickasbiBaeTcs npeanosi-
OXeHVe 0 CBSA3M BO3HWKHOBEHWS CMMHHOMOS3IOBbLIX IPbDK C TpUnankauunei
cermMeHTa 2pl3 Ha TOM OCHOBaHWW, 4TO Y Tex AeTel, rae B CUMNTOMOKOM-
naekce cuHapomMa 2pt 6bl/IM OTMEeYeHbl 3TU MOPOKK, BbISIB/IEHA TPUMNINKA-
uma 2pl3 — pter (lastok .U, Jlypbe N.B., 1991). B ocTanbHbIX Xe cny4ya-
AX CMNWHHOMOS3IOBbIX [PbDK, KOTOpble COCTaBAAT abCoNoTHOE
60/bLUMHCTBO, MPOUCXOXAEHNE Mopoka My/nbTudakropuansHoe (Heasb-
Begb M.K,, 1991; Lemire R., 1988). Npuyem B 3TUOIOrMN NOpPOKa reHeTu-
yeckas KOMMoHeHTa cocTasnseT ao 20% (MNywwmHa J1.A. v gp., 1976). TTM
— ot 17-ro go 30-ro gHA ambpuoreHesa (Lemire R., 1988). MNoka3aHo Tak-
Xe, YTO onepatvBHOE BMeLlaTeNlbCTBO B 3TW CPOKU Y GEpPEMEHHbIX XEH-
WMH MOXeT NpUBOAUTL K DOPMUPOBAHNIO AedIEKTOB HEBPaUTbHOW TPYOKM
(aHaHUedanuii, cnMHHOMO3roBbIX rpbbk 1 Ap.) (Kallen B., Mazze R., 1990).

KnuHuka. 'pbbkeBoe BbinsumMBaHue (puc. 44) obHapyXmBaeTcs y HOBO-
poXaeHHOro pebeHka cpasy nocrne poxgeHus. Hanbonee yacto OHO foKa-
nn3yeTcsa B NOSICHUYHOM W MOSICHUYHO-KPECTLOBOM OTAes1aX N03BOHOYHUKA
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Puc. 44. HoBOpPOXAEHHbII
pebeHOoK CO CMMHHOMO3roBOl
rpbbkeii B MOSICHUYHOM OTjene

NO3BOHOYHUKA

— 60-75% cny4vaeB (bagansH
N.0. v gp., 1980; JlebepeB B.B. n
ap., 1981; Bamforth S., Baird P.,
1989); o4eHb peako — B LUENHOM
otaene (2-7%). 310 BbiNAYMBaHNE
XapakTepusyeTcs Kak NUrMeHTU-
pPOBaHHOE CHHIOLLHOW OKpacKu OK-
pyrnoe unu npogosiroBatoi goop-
Mbl 06pasoBaHMe C UCTOHYEHHOI,
HepeakKo MaueppOBaHHON KOXei
“3-3a Npoucxogsileid, Kak npasu-
no, nukeBopeun. JInkBopes MOXeT
OC/IOXHSATbCSA BTOPWUYHBIM MEHWH-
TMTOM, HOCALWMM MOAOCTPbIA Wn
XpoHu4yecknin xapaktep (bagansH
N.0. n gp., 1980).

Ecnu B rpbbkeBoe BbIMsAYMBa-

HWe BOBJ/IEKAETCS BELLEeCTBO CMMHHOIO Mo3ra (MeHvHromuesnouene), To y
BGONbHbLIX HabngaeTcs rpybasi HEBPOJIOTMYeckasi CUMNToOMaTMka — BS-
Nblii Napanapes v naparsiermsi Hor ¢ BbIPaXEHHbIMU aTpousMy MbILLIL,
W TpodhnyeckMMu paccTpoiicTBaMmy (LMaHO3, CHUXEHWE KOXHOW Temnepa-
Typbl, OTEYHOCTb, N3bA3B/EHNA U T.4.). HabnoaaTcsa NosiHoe BbiNnageHue
YYBCTBUTENBHOCTU HIDKHUX KOHEYHOCTEW, BTOpPUYHbIE AeddopmMaLun, 0Co-
GEHHO CTON, HeAepXaHue Moum 1 Kana. HeBposormyeckass cMMNToOMaTuka
MUHUMa/IbHA WK OTCYTCTBYET, €C/IN B FPbDKEBOE BbINsUMBaHME BOBJ/IEKA-
0TCS TO/IbKO 060JI0UKM CMMHHOTO Mo3ra 6e3 camoro BellecTsa Mosra (Me-
HUHrouerne).

CNMHHOMO3roBbIE TPbDKM HEPEAKO coveTakTcs ¢ rugpouedanueii. Ta-
Koe coyeTaHue Ha (poHe paclumpeHnst 60/1bLIOro 3aTbl/IOYHOTO OTBEPCTUSA
ONMUCbIBAETCA Kak cuHApPOM ApHosnbaa-Kuapu.

CNYHHOMO3roBble TPbDKM MOYTU Y MOJSIOBMHbI GOJIBHBIX COYETAKTCA C
BPOXAEHHLIM BbIBMXOM 6eapa, aKBUMHOBapYCHOI aedopmavmeii cton
(Bamforth S., Baird P., 1989), 3HauMTeslbHO pexe BCTpedvatoTcs gpyrve
MOPOKN — pacLyenuHbl rybbl 1 Heba, aHOMaNny NoYek, AvadparMmasibHble
rpbbku 'T.4. Mpu M3o1mMpoBaHHOW hopMe CMMHHOMOS3TOBbIX FPbDK UHTEN-
NleKTyas/ibHOEe pasBUTME B BOJBLLIMHCTBE Cly4YaeB HOpMaslbHOE.

JunarHocTtmka cnoxHocTeil He npeactaBnseT. PeHTreHonornyecku
YTOUHAIOT XapakTep AedhekTa OCTUCTbIX OTPOCTKOB U Ay>XEK NO3BOHKOB (Spi-
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na bifida posterior), a Takke gedekT pa3suTns Ten NO3BOHKOB — spina bifida
anterior.

O COCTOAHUWM TOSIOBHOTO MoO3ra CyadAT Mo AaHHbIM HelpocoHorpadun
(BoeBognH C.M., 1990; Chervenak F. et al., 1988). Mo nokazaHUsiM MOXeT
ObITb MpoBeZeHa KoMMbloTepHas Tomorpadusa AAs AMarHoCTUKM ComnyT-
CTBYyIOLLMX NopokoB LIHC u gpyrux opraHoB u CUCTeM.

Mpy Nnogo3peHnn Ha XPOMOCOMHYIO naTtonoruio (NpeHatasibHas rmnon-
nasus, MHOXEeCTBEHHOCTb aHOMasIMil U CTUTM An3aMbpuoreHesa, 0cobeH-
HOCTU AepMaTormgurkm) Heo6XoAMMO KapmoTUNMPoBaTb 60/1LHOrO.

NleyeHue. B nepByto ovepesb HEOO6XOAMMO YCTPAHUTL JIMKBOPEID U CBS-
38HHYI0 C 3TUM OMNACHOCTb MEHUHIUTA, YTO AOCTUraeTCs HasIoXKeHMeM cre-
LMasbHOM NOBSA3KN C aMYyNbCUEN, cogepXalleii aHTMBMOTUKN uin cynbda-
Hunamugbl (Jlebenes B.B. n ap., 1981). B nepBble HeAENMN XU3HN NOKa3aHo
Helpoxmnpyprmyeckoe BMeLLaTe/IbCTBO, KOTOpPOe, OAHako, He yCTpaHseT
HEeBPO/IOrMYECKY0 CUMMTOMATUKY. Ha pas/simuHbIX aTanax KoHcepBaTUBHO-
ro U XMpPYpPruyeckoro nevyeHns npoBoauTCA aHTubakTepuasibHas Tepanus.
B nocneonepaunoHHOM nepuoge Heobxoauma anuTenbHas peabunuta-
uma (ynydweHve TpogukM napeTuyecknx KOHeYHOCTeNl, Maccax, BUTamMu-
Hbl TpynnbI B, chmsmnonpouenypsbl).

MpoBoanTCA Takke fievyeHne ConyTCTBYIOLLMX COCTOSHUIA (rugpoueda-
Ny, opToneauyeckmx u T.4.).

MporHo3. 3aBUCUT OT MHOTMX (PaKTOPOB: 3TUOJIOMS, U30IMPOBAHHOCTb
U nokanm3aums nopakeHusl, rHOWHbIE OCNOXHEHUS, MCUXOo-thusnyeckoe
passutue, yxog n T.4. B LenoMm — Bcerga cepbesHblii. bosbHble ABAAKOTCA
WHBaIM4aMu ¢ JeTcTBa.

MegunKo-reHeTUYeCKoe KOHCY/1bTUpPOBaHUe. IMNUPUYECKUIA PUCK:
ans npobaHaa, ecnn 6oneH oavH M3 poguTeneil, coctasnseT 3-4%; ans
cnbcos, ecnm 60neH oguH pebeHoK B ceMbe, cocTaBnseTt 5%, ecnu 601b-
Hbl ABoe geTtein — 12% (Xapnep M., 1984; Carter C., Evans K., 1973).

MpeHaTasibHadA anarHocTuka. OcyLecTBSETCH B ABYyX HanpasieHu-
ax. MNepBoe HanpasneHne — CKpUUMpyoLLmMe nccnegosaHns 6epemMmeHHbIX
YKEHLLMH C NMOMOLLbIO 39XOCKOMUU: MacCOoBble, KOTOpble AO/MKHbI MPOBOAUTb-
csi B Cpokn 16-24 Hen. (CasenbeBa .M., CurnHasa J1.I'., 1990; CTpmxakoB
A.H. n ap., 1991), n npu ux HeAOCTYNHOCTU (NPOXMBaHMNE B CE/IbCKON Mec-
THOCTU, B HEBOMLLUNX FOPOAAax) — CeNnekTMBHble (MO dpakTopam pucka, Ta-
KMM Kak TOKCMKO3 | NOMI0BUHbI 1 Yrpo3a npepbiBaHus Bo |l TpumecTpe 6epe-
MEHHOCTM, NPU3HaKN BHYTPUYTPOGHOI rmnotpodmmn (Pe3Huk b.4., MrnHkoB
W.M., 1991), a Takke NpoheccuoHaIbHO-NPOU3BOACTBEHHbIE «BPEeaHOCTU»
y poguTenei, onepaTuBHble BMeLLATENbCTBA Y 6epeMeHHoi B | TpumecTpe
(Kallen B., Mazze R., 1990).

BTopoe HanpaBneHne — LefneHanpasneHHas A0opofoBas AMarHocTuka
No AaHHbIM MeauKO-reHeTU4eckoro obcnefoBaHus cembu (60MbHbIE CUO-
Cbl, poauTeNnn, poACTBEHHUKM), KOTOpas BK/IOYaeT B Ccebs:
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1) onpegeneHve anba-getTonpoTenHa B KpOBM 6e€peMEHHOI Npu Cpo-
ke 14-16 Hepn,;

2) onpegenexve anbga-eTonpoTerHa B aMHUOTUYECKON XUAKOCTY;

3) axockonuyeckoe nccnefoBaHue naoga, a npu Heob6xoaMMoCTU — ero
KapmoTunMpoBaHue.

Haunb6onee nHopmMaTuBHbIM 1 6€30MacHbIM ABSETCA YNbTPa3ByKOBOM
MeTO/, XOPOLUO ONUCaHHbIA 1 anpobMpoBaHHbLIA ANA NpeHaTasibHOoN auar-
HocTukn nopokoB LUJHC y nnoga (Odemumgos B.H. n gp., 1986; Pilu G. et al.,
1986; Lemire R, 1988).

UEPEIMNHO-MO3IrOBAA MPbDKA

UepernHo-M0o3roBast rpbbxa — rpbbKeBO€ BbIMsYMBaHMe B 06n1actu ae-
thekTa kocTten yepena (Hepsbeeab M.K., 1991).

PacnpocTpaHeHHOCTb 3TOro MoOpoka HeBenuka: oHa coctaBnisieT 0,08-
0,24 Ha 1000 poauBwmnxcs (Sever L., 1982; Castilla E., Orioli 1., 1985; Wis-
well T. et al., 1990), B toro-3anagHoM pernoHe YkpavHbl — 0,07:1000 (MwuH-
koB W.M., 1991).

3OTnoNorva AaHHOro Nnopoka reteporeHHa. UepenHo-MO3roBble rPbiXM
MoryT: 1) 6bITb N30IMPOBAHHBLIM MOPOKOM, 2) BXOAWUTbL B COCTAaB CUCTEMHO-
ro nopaxeHust LUHC, 3) oTMeuaTbcsi Npy MHOXECTBEHHbIX aHOMa/IMsAX pas-
BUTWS (HanpuMmep, 3aTbI/IOYHOE 3HUEedanoLese — oAWH U3 OCHOBHbIX MpU-
3HaKOB cuHApoma Mekkens)). B mepBbIX ABYX Crlydasix MPOUCXOXAEHWEe
YepernHO-MO3roBbIX FPbK B BOMbLUMHCTBE CBOEM MY/ bTUaKToOpuasibHoe,
B MOC/IeAHEM C/lyyae BCTPeYaloTCs HacneAcTBeHHble hopmbl. TTM — ao
4-ro MecsiLa BHYTPUYTPOOGHOro pasBUTUS.

PasznuualoT ABa OCHOBHbIX MOPMO/IOTMUECKNX BapuaHTa YepernHo-mMo3-
FOBbIX FPbDK: &) MEHUHrouene (CoOAePXMMbIM FPbDKEBOrO MeLLKa SAB/sieTcs
TO/IbKO CMMHHOMO3rOBast XXMUAKOCTb), MEHVHIO3HLUedanouene (B rpbbKeBoii
MELLOK BbINSiYMBAETCS TOT WU UHOW OTAEN rOfI0OBHOTO MO3ra).

Pasmepbl gedekta y pasHbIXx 60/bHBIX MOTYT 6biTb Pa3/IMYHbIMUK: OT
HeO6O0/bLUNX OTBEPCTUI, HE NU3MEHSHOLWMX HOPMaslbHOM KOHMUrypauuwn ro-
nosbl (cranium bifidum occultum) 4o 3HaYMTENbHbIX, B KOTOPbIE NPOHUKAET
60nbLIas YacTb FO/IOBHOTO MO3ra.

JNlokanuaupyoTcst rpbbki 06bIYHO B MECTax COefMHEHUs1 KOCTel uepe-
na: Mmexay /IO6HbIMU KOCTAMM, Y KOPHS HOCa, MeXAy TEMEHHON 1 BUCOYHOM
KOCTAMU U T.4,., Hanbonee 4YacTo — No CPeaUHHON NUHUN.

KnuHnyeckne nNposiB/IeHNS YepenHo-MO3roBOW TPbDKU 3aBUCSAT OT ee
NoKasiM3auum, CTeneHn BOB/IEUYEHHOCTU B FPbDKEBONM MELLOK BellecTBa
MO3ra, pa3BuUTWS BTOPUYHOrO MHMUMPOBaHKs. MNpu MeHWHrouene KavHu-
yeckas kapTuHa 6onee 6naronpusaTHas, nNpu aHUedaloOMeHHrolene vyac-
TO HabNalTCA TshXesble HEBPOJIOTUYECKMe HapylleHus. B nepuoge Ho-
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Puc. 45. HoBOpOXAEHHbIN pebeHOoK
C nepegHer 4epenHoOMO3rOoBOlM TFpbhKeEW

BOPOXAEHHOCTM NpU JIOKANIN3aLun TPbDKU B 3aTbI/IOYHOW 06/1acTu MoryT
ObITb PACCTPONCTBA XU3HEHHO BaXKHbIX PYHKLMIA: cOCaHus, rnoTaHns, Abl-
xaHus. Mpu nokanusaumm gediekta B 06/1aCTV peLleTyaToil KOCTU FpbbKu
pacnonaratTcs MHTpaHa3a/lbHO M B 3TUX C/yyasiX KIMHMYecKu npeobna-
[aloT AbIxaTebHble pacCTPONCTBa U3-3a HapyLUEHMSI HOCOBOTO AbIXaHUsl.

[unarHo3 yepenHo-mMo3roBOi IPbKU CTABUTCS Ha OCHOBAHUWM BHELLHErO
ocMoTpa pebeHka (puc. 45) 1 peHTreHoNorMYecKoro nccnefoBaHns Yepena.

JleyeHne yepenHo-MOo3roBbIX FPbDK Helpoxupypruyeckoe. Mpu comyT-
CTBYyIOLWLEl rnapouedanun nokasaHa gerngparalms, npu BTOPUYHOM WH-
dvurpoBaHUN — aTUBUOTUKM, MUMMYyHOTEpanusi. B BocCTaHOBUTENBHOM
nepuofe nokasaHbl paccacbiBalolie CpeAcTBa U npenapaTsl, yayudllak-
e obMeH B HEPBHOW TKaHWU.

MporHo3 onpeAensieTcs fokanusaumein u pasmepamu gedekra, Xxapak-
TEPOM TPbDKEBOrO BbINAUMBaHWA. py M30/IMPOBAHHOM BbIMSAUMBAHUN
TO/IbKO 060N104ek 6e3 BellecTBa Mo3ra (MeHUHrouena) NporHo3 MoXeT
ObITb 6/1ArONPUATHBIM.

Me[aMKO-rTeHETUYECKOe KOHCY/bTUPOBaHUE A0/DKHO YUYNUTbIBATb, YTO
YepernHO-MO3roBble PbIXK cneayeT paccMaTpmBaTb Kak COCTaBHYH YacTb
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Puc. 46. YnbTpa3BykoBOe UcCCrefoBaHue nnoga (UMeeTcs aedekT
B KOCTU CBOJA Yeperna M FPbhKEBOE BbIMSUMBAHUE)

KoMMekca AedekToB HeBPasIbHOW TPYOKM 1 NpU KOHCY/bTUPOBaHUU Aa-
BaTb COOTBETCTBYHOLUME 3TONM rpynne oueHkn pucka (Xapnep M., 1984).
BmecTe ¢ TeM HeEO6X0AUMMO MOMHUTb, YTO 3HLUedanouesnie B coveTaHum ¢
MOSIMKACTO30M MOYeK N APYTMMU aHOMasIMAMU BXOAWUT B COCTaB ayTOCOM-
HO-peLLecCMBHOro cnHgpoma Mekkens.

MpeHaTasibHasA OMarHOCTUKa — YeperHOMOS3roBble TPbKY XOPOLUO
BM3Ya/IM3UPYIOTCA Npy YNbTPasBykoBOM uccnenoBaHuun nnoga (puc. 46) v
NOTOMY OOJ/DKHbI BbISIBNATLCHA B CUCTEME MAacCOBOro ¥Y3-CKpUHWHra 6epe-
MEHHbIX YXEHLLNH.



MABA LWECTAA

BPOXXAEHHbLIE MOPOKWM JTIMUA —
PACLLE/IMHbl BEPXHE T'YBbl W/ HEBA

PacwenuHa ry6el 1 Heba — oAuH U3 Haumbosiee pacnpocTpaHeHHbIX
BPOXAEHHbIX AedhekToB B nonynsuun yenoseka. Obwasa pacnpocTpaHeH-
HOCTb BCEX €ro BapuaHTOB B cpefHeM cocTaBnseT 1 cnydyali Ha 1000 po-
xaeHuii (Kosnoesa C.W. n gp., 1987; KyaHgplkoB E.Y., 1990; Nastok .U,
KpyueHckuin I'.B., 1991; Woolf C., 1971; Shapiro B., 1976), xoTa nmetoTcs un
yeTKMue pernoHasnibHo-reorpadmuyeckmne oTanumnsA: B ANOHUN YacToTa 3Toro
nopoka — 1,83-2,1:1000 (Kuroki Y., Konishi H., 1984; Leek J., 1984), Ha
Ky6e (r. MaBaHa) — 0,81:1000 (Kacepec M., 1979), B Hurepun — 0,4:1000
(Leek J., 1984). Bce aBTOpbl OTMEYAIOT, UYTO Yalle NopaxatTCcsa Maslbumku,
yeM [OEeBOYKW. Y 60MbLUMHCTBA 60/IbHbIX 3TUOAOIMA pacLleNnHbl ry6bl !
Heba MynbTudakTopnansHaa (Kosnosa C.W. u ap., 1987). Mo Bceit Buan-
MOCTU C/I0XKHO€E B3auMOAEeNCTBME FeHEeTUYEeCKUX 1 BHELIHeCcpeAoBbIX dhak-
TOPOB MpU MyJ/ibTUaKTOPUasIbHbIX BapuaHTax 3Toro nopoka nNpuBOAUT K
60/MbLUUM pas3NNUUAM ero NonyssAUMOHHBIX U CEMEMHbIX YacToT AN pas-
HbIX CTpaH Mupa, reorpadyeckmx 30H U HapOLHOCTEA.

JlnueBble pacluesiMHbl BO3HMKAIOT Kak pesysbTaT HapylleHus cpacTa-
HWUIA NMUEBbLIX N HEBHbIX OTPOCTKOB B paHHeM ambpuoreHese (TTM — go 7-
8 Hep.). NoMUMO M30/IMPOBaHHBLIX POPM OKOJI0 NOMOBMHbLI CllyYaeB pactie-
JNINHBI TY6bl 1 Heba BXOOAT B COCTaB MHOMMX XPOMOCOMHbIX 60/e3Hei
(MaTay, Bonbtha-XuplixopHa u T.4.), B CUMATOMOKOMMN/ekce 6onee 60
CMHOPOMOB MHOXECTBEHHbIX MOPOKOB pas3sBuTusa (BaH aep Bypga, lMbepa
PobeHa 1 gp.). Kak nokasbiBaeT reHeanorMyeckuini aHanns, cemMeliHblin xa-
pakTep paclwenuHbl rybbl 1 Heba cpaBHUTENBHO pefok, B 90% — 3To crno-
paguyeckue cny4dau.

YuntbiBas KJINHUKO-TEHETUYECKNE OCOBEHHOCTU pacliesivHbl rybbl 1
Heba, LuenecoobpasHO pacCMOTPETb KaXAbli U3 3TUX BapuMaHTOB MOPOKa B
OTAENbHOCTU.

PacuienvHa BepxHel rybbl (xennocxus, «3aaubs ryba») — Hesapa-
LLeHVe MATKMX TKaHel, npoxoasilee c6oKy oT huibTpyMa. ITO Hesapalle-
HME MOXET ObiTb OHO- WM ABYCTOPOHHMM, @ TaKKe MNOJIHbIM, HEMOMHbIM
(4aCTUYHBbIM) W CKPbITbIM (MOAKOXHLIM WX NOACAN3UCTBIM).

CpeavHHas (npeHebHas) paclienimHa BepxHei rybbl — pacnonara-
eTCcs Mo cpeAHel NUHWM U COMPOBOXAAETCH Y3AEe4KOol U AmacTemoli —
O4YeHb peakast aHoManusl (M30NIMPOBaHHas UM codeTaroLascs ¢ bonee TH-
XeNbIMU NOpPOoKamu, Hanpumep, YenCTHO-INLEBLIM AN30CTO30M).
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PaclienvHa Heba (NanaTocxus, «BO/MYbS NacTb») — OblBaAET MOJHON
(wenb B MArkom 1 TBEPAOM Hebe), YaCTUYHON (TONbKO B MSATKOM UAN TOJb-
KO B TBEPAOM Hebe), CpefMHHON, OAHO- UM ABYCTOPOHHEN, CKBO3HOW Un
NOAC/IM3NCTOIA.

MonynsaumoHHas yacToTa pacliesivHbl Heba B cpefHeM cocTasnset
0,40-0,48:1000 (Kacepec ., 1979; Bixler D. et al., 1971; Shapiro B., 1976).

Otnonormsa. PacwenuHa Heba MOXeT 6biTb M30/IMPOBaHHbIM Aedek-
TOM, MOXeT BXOAWTb B cocTaB aHoMananos (Mbepa PobeHa, hpoOHTOHA-
3a/lbHON Aucnnasnn) U KOMMJEKCOB MHOXECTBEHHbIX NOPOKOB Pa3BUTUSA
pas3fIMYHOro reHesa, YTo MMeET CyLLEeCTBEHHOe 3HayeHue NS MeamKo-re-
HETUYECKOrO KOHCY/NbTUPOBaHuA (Tabn. 41).

Mpepnonaraetcs, YTO HacneAcCTBEHHble (POPMbI pacLienunHbl Heba Ha-
psigy ¢ MOpoKaMu NPsIMON KULLKK, a Takke AnadoparMasibHbie rpbbky 1 npe-
KYPUKYISipHble BbIPOCTbl DOPMUPYIOTCS rNaBHbIM 06pa3oM nof BANAHMEM
Tpucomum, BOBAekawwein 7¢g31.2, a Takke reHeTU4Yeckoro martepumana
TPMNIMLUMPOBAHHOIO cermeHTa 22 pter — 22q11 (J1lastok .W., Jlypbe U.B.,
1991).

MeauKo-reHeTUYeCKoe KOHCYJ/ibTUpoBaHue. pu N3011MpoBaHHOM
pacuienmHe Heba (B cnopagnyecknx cry4vasix) 0606LWeHHbI pUCK A/isi CU6-
coB cocTaBnseT 1,8%, nocne ABYX 60/IbHbIX AeTel B CEMbe — MOBbILIAET-
csa 0o 8%, a Ana NOTOMKOB (geTeii) npobaHaa coctaBnset 6,2% (Bixler D.
et al., 1971; Shapiro B., 1976).

MpeHaTasibHaA AuMarHOCTUKa Cnopajmyeckux U30aMpoBaHHbIX opm
B CUCTEME MAaCcCOBOro ¥Y3-CKpuHUHra npeacrasnsieT, no-suamMMmomy, 60/b-
e TPYAHOCTW; NpU LeneHanpaBfieHHOW AMarHoctTuke A0poAoBOe O6Ha-
pyXeHue paclienvHbl Heba npu axorpadun naoga B No3gHME CPoKU BO3-
MOXXHO, OfIHAKO 0CO60ro 3HaYeHuUs A1 TakTUKN He MMeeT.

CKBO3Has pacLiesnivHa BepxHeln rybbl n Heba (xelinorHaronanartoc-
X13), NpY KOTOPOI MMEETCS LLUMPOKOE COOBLUEHNE Mexay MosoCTAMU Hoca
W pTa, YTO Pe3KOo 3aTPyOHSET COCaHve, [/1I0TaHve U B Nocneayoem pasBu-
TN pebeHKa — ero peydb; MOXeT ObITb O4HO- WU ABYCTOPOHHENR (puc. 47)
n conpoBoXxaaeTcsl aedopmaLmeli KpblibeB HOCA, UCKPUBIEHNEM HOCOBOIA
Neperopoak1, HapyLleHneM nprkyca, aHoMausiMy 3y6oB.

MonynsaunoHHas yacTtoTa 3Toro nopoka cocrtasnset 0,48-0,73:1000
(Kacepoc M., 1979; Kyangpikos E.Y., 1990).

PacuienvHa ry6bbl 1 Heb6a MOXET BCTpeyaTbCs Kak U30/IMPOBaHHBbIN Ae-
chekT pa3BUTUSA FNaBHBIM 06pa30M My/IbTUAKTOPA/ILHOIO reHesa, a Tak-
e BXOAWTb B COCTaB KOMIM/IEKCOB MHOXECTBEHHbIX MOPOKOB pa3BUTUS
XPOMOCOMHOr0, HEXPOMOCOMHOrO, HeHacneACTBEHHOro U HeyCTaHOB/EH-
HOro npoucxoxaeHus (taén. 42). B psge cnyyaeB NpovCXOXAeHNe Xennor-
HaTonasiaTocxm3a CBSA3bIBAETCS C TPUM/IMKALME NMPOKCUMasIbHbIX CETMEH-
TOB XpoMocombl 1(g22-gter (Jlastok I".W., Nlypbe WN.B., 1991).
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V6T

CI/IHp,pOMbI MHOXXECTBEHHbIX TNOPOKOB pa3BunTtnda pa3]'||/|‘-IHOI7I 3TNOJ10TUN,

XpPOMOCOMHbIE

CHHAPOMBI

2g+
Tpucomunsa 8

Tpucomunsa 18
Tpucomua 22

3q+
11Q
12p
14q+
iq

7p-
79+
lep-
ieq-

npu KOTOPbIX MOXeT HabnwaaTbCcs paclienmHa Heba
CuHgpombl MBIP, Hacnepyewmble

no ayToCOMHO-
peLeccrBHOMY
Tmny

BapTcokaca-
Manaca,
Bukcnepa,
Ay6oBuTua,
>Xunnena-Mpalic-
Assuc,
KodhdomHa-Cupuca,
MappgeHa-Yonkepa,
Mekkens,
MHOXeCTBEHHbIX
nTepUrnymos,
PoTto-nnue-nanb-
LEeBO CUHOPOM
I TN Mopa,
Po6epTca,
Cmuta-Jlemnu-
Oonutua,
dpuHca,
Llepebpo-KOCTHO-
MaHONOYNAPHBINA,
YeHa-MapTuHa,
AKpOKasi/1e3HbIi
cuHgpom LnHuens,
Ancaxn-Batepca
(6paxuvockeneTo-
reHUTasIbHbII)

no ayTOCOMHO-
[OMUHAHTHOMY
Tmny

Anepa,
ApTporpunos
repmaHHa-
Oonutua,
BaappaeHb6ypra,
BaH nep Byaa,
EBC,
KHucTta,
Kpy3oHa,
JlapceHa,
Mapwianna,
HyHaH,
Mdcpaiicpdpepa,
CnoHannoanu-
thunzapHasn
avcnnasus,
PpaHyeckeTTH,
XonTt-Opama

X-CLuen/ieHHble

Aapckora,
JleHua,
PoTto-nunue-nansue-
BOl/ cuUHApPOM | Tun,
Teriow,
SKToAepManibHas
avcnnasma tuna
Panna-XogxkuHa

HeHacneacrtseH-
Hble
CUHAPOMbI
MBMP

ronbpeHxapa,
VATER-
accouyauums,
XaHxapTta

Tabnuua 41

CuHAPOMBI
MBIP ¢
HeyTOYHEHHbIM
TUNom
HacnefoBaHus

KopHenun
Ae JlaHre,
Py6uHwTEliHA-
Teribn



Puc. 47. CkBO3Hasa paclienimHa BepxHel rybbl 1 Heba

MeauKo-reHeTU4eCcKoe KOHCY/IbTUPOBaHME Npu pacLiennHax ryobl u
Heba, yunTbiBas X NPENMYLLECTBEHHO My/IbTU(haKTOpManibHOE NPOUCXOX-
JeHve, CTPoUTCS IMNUPUYECKU, UCXOAA U3 AaHHbIX FTeHeaormyeckoro aHa-
nn3a (Hanuuma uav OTCYTCTBUS Y poauTeneli npobaHaa n ero cMbcos 3TOro
nopoka passutns) (Kosnoea C./. u ap., 1981). MoBTOPHbI pUCK Ans éyay-
Lero NoTOMCTBa OYeHb BapuabuneH: ot 0,07% (ecnn oba pogutens 340-
POBbI 1 B CEMbE Y€ eCTb 340P0BbI Masibuurk) Ao 28,15% (ons Masibumka B
TOM c/lydae, ecnm 06a poauTenss UMeKT 3TOT MOPOK U B CEMbE YXe eCTb
Tpy 60NbHbIE AEBOYKM).

JNleyeHuve pacliennHbl rybbl n/unu Heba 3aBUCUT OT XapakTepa aHa-
ToMU4Yeckoro gedpekra.

OnepaTvBHOE BMeLLaTENbCTBO Ha ryb6e MOXHO MpPOBOAUTH B MepBble
CYTKM nocne poxzaeHusi. MpoTnuBonokasaHUsiMK K paHHe nnactuke rybbl y
HOBOPOXAEHHbIX ABMSIETCA TpaBMa B pofax, acqUKCusl, THOMHO-BOCNasun-
TefbHble npouecchbl. B HacTosilee BpeMsi ONTUMasibHbIM A715 MIacTUKU
rybbl cuMTaloT Bo3pacT 3-6 Mec., U pe3ynbTaThl onepauuii B 3ToM BoO3pacTte
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Ta6nunua 42
CI/IHp,pOMbI MHOXECTBEHHbIX TOPOKOB pa3BuTnA pa3l'll/ll—IHOVI aTnosiormnm,
MpU KOTOPbIX MOXET HabnogaTbCs pacliesinHa ryobl n Heba

CuHgpombl MBIMP, Hacneayewmble
HeHnacnegyemblie

XpOMOCOMHbIE Mo ayTOCOMHO-peLiec- Mo ayTOCOMHO-A0MU-
CUHAPOMBI CUBHOMY TUNY HAHTHOMY TUMy X-cuensieHHble cuHgpombl MBIMP
Tpucomunsa 9 BapTcokaca-lanaca, BEC, Aapckora, AJAM-kKoMNNeKc,
Tpucomua 13 Bukcnepa, OonuTua, Mannucrepa-W, deTasibHbIi aMUHO-
Tpunnonansa BoyaHa-KoHpaan, OnuTtua-dpuraca, SKTOAEepMaUibHas NTEPUHOBbIN
1qg- rmaponeTanbHbIi, MTepurnyma avcnnasms Tmna CUHOpom
1g+ KopoTtkue pebpa- MoAKosIEHHOrO, Panna-XomkknHa
3p+ «NONNOAKTUNNSA» Ctnknepa,
10p+ I TN Maesckoro, Xont-Opama
10g+ Po6epTca,
11qg+ Yonkepa-Bapbypra,
179+ YeH-BaH Peremoptepa,
4p- Annunca-BaH

18p- KpeBenbga



Nyyllle, YeM B Nepuofe HOBOPOXAEHHOE™. Moc/ieonepauyoHHy0 paHy oc-
TaBNAT 6€3 NOBS30K BO U3GexaHue Malepauun Koxu. KopmuTb pebeHka
B Moc/ieonepauyoHHOM Neproje HaumHatoT Yepes 2-3 yaca Nnoc/ie Hapkosa
unn yepes 1-2 yaca nocne MecTHOl aHecTe3un. KopMsAT A0 CHSTWS LIBOB
uepes cocky, KoTopasi Ao/HKHA ObITb 60/bLLIMX Pa3MepoB, U3 MSTKO pesu-
Hbl, C A4OCTATO4YHbLIM OTBEpCTUeM. NS nNpeaynpexaeHns BoCnanTesbHbIX
MPOLECCOB BHYTPUMbILLIEYHO HA3HAYalOT aHTUBUOTUKN. EXeAHEeBHO LpoBO-
AT TyaneT paHbl. LLUBbI CHUMAOT Ha 6-8-e CyTKM MOc/ie onepauuyu u Yem
paHbLle UX CHUMAIOT, TeM flyylle KOCMEeTUYECKUiA pesysbTar.

NeyeHune pacluenmH He6a 3aBUCUT OT TSHKECTU MOPOKa, HaMuns Apyrux
COMYTCTBYIOLMX MOPOKOB Pas3BUTUS,, 06s13aTefIbHO BK/IHOYAET He TOJIbKO
XVPYPrUYECKYH0 KOPPEKLMIO, HO M cucTeMaTMyeckoe AUcraHCepHoe Ha-
6/lofeHne neguaTpa ¢ ydactmem noronefa v no HeoGXOAUMOCTU APYTUX
cneupanucToB (ncuxoHesposora, JIOP Bpaya 1 T.4.).

PaclienuHbl He6a [0 6 Mec. KoppervpyioT 06TypaTopoM, nocsie 3Toro
NpoBOAAT NNacTMyeckme onepauun B Bospacte 3-6 feT.

MoMMUMO XMPYPrMYECcKoi KoppekLuun Takue 60/bHbIEe HYXAlTCSl B CUCTE-
MaTuyeckoM Hab6/oAeHUN U NeYeHnn y neauaTtpa, opToAoHTa u fioroneaa.

CpeanHHOWM pacuiennHbl nyua aHoMmanag, (PpoHToHasabHas Auc-
nnasusl, HasasibHasl pacluesivHa, ABONHOW HOC) — MOJIHbIA UK NOKPbITbINA
KOXEeN NpoAonbHbI AedIeKT CMMHKN HOoca, UHOrga nepexogswmii Ha asb-
BEONSPHbIA OTPOCTOK 1 106 (puc. 48).

Bnepsble onucaH W. De Myer B 1967 r. u H. Sedano ¢ coaBT. B 1970 .

MonynsaunoHHas vactoTa Tskesbix OpM aHoManaza coctasBnser
1:80000 — 1:100000 (Jlastok .., KpyunHckmia T.B., 1991). CooTHoLEHNE
nonos — M 1 : > 1.

Tun HacnepoBaHWs Heu3BecTeH. BOoMbLWMHCTBO C/yvaeB crnopajunyec-
Kue, onucaHbl ceMeiiHble cnyyan (Warkany J. etal., 1973). B ocHoBe aHOMa-
naga cpevHHONM pacLlenvHbl iMua fIeXUT OCTaHOBKa B Pa3BUTUN BEHTpaslb-
HbIX OTAEN0B 1-i )xabepHoli A4yrn, B HaCTHOCTM HOCOBOW Kancynbl. TTIM —pao
Hayana 6-i Heg. ambpuoreHesa (Jlastok .., KpyuuHckuii T.B., 1991).

OCHOBHbIE gMarHoCTUYeckme nNpuU3Hakm CUHAPOMA: UCTUHHBIA rnas-
HOI TMMNepTenop13M, LUMPOKOE OCHOBAaHME HOoca, CpeAuHHas paclieniuHa
Hoca.

KnuHuka. B 3aBUCMMOCTY OT BbIPaXXEHHOCTU pacLUenHbl KOCTel Yyepe-
na pasnmyatoT 3 copmbl cuHapoma (Kosnosa C W. u coasTp., 1987): | cTe-
NneHb — rMnepTenopusM, LMPOKOe OCHOBaHME U CKPbITas pacluesnHa Hoca
¢ unn 6e3 pa3faBoeHNs ero KoOH4YMKa; Il cteneHb — runepTenopusMm, LWMpo-
KOe OCHOBaHWe Hoca W OTKpbITas paclienvHa Hoca u rybbl (M Heba); Il cTe-
NneHb — TOTa/lbHas pacllesimHa Hoca, OTCYTCTBME Kpbl/ibeB Hoca, aedop-
Maums rnasHuL.
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Puc. 48. HoBOpOXAEHHbII pebeHOoK
C (ppoHTONasanbLHON gucnnasvein | cTenenn

B pspge cnyyaes BCTpevaeTcs, HapsAy C BbillernepeyncieHHbIMU n3me-
HeHnsaMK, Gpaxuuedanus, MUKPOOMTaNbMNS, 3MUKaHT, KO0OOMbI Bek,
KarapakTa, HU3KO pPacrosIoXeHHbIe YLIHbIE PaKOBUHbI, KITIMHOAAKTUNVSA, JN-
NMoMmbl, epMouabl, KpUNTOpXu3M. Hepeakun coyetaHms ¢ aHomasnimamm LIHC
(rmapouedhanus, apuHaHUedanus, areHesnss MO30/IMCTOro Tena u 1.4.). Y
1/5 60nbHbIX OTMeYaeTcs Hernlybokas yMCTBEHHAsA OTCTa/oCTb.

AnddepeHumanbHbli AavarHo3 nposogutcs ¢ BBB-cuHapomom, c
cuHgpomMom [ronbaeHxapa.

JleyeHne aHOMa1aga CpeanHHON pacwenvHbl auya: | n Il ctenexdm nog-
nexaT XMPYpPruyeckoil KOppekLuu.

MporHo3 BuTanbHbIi npu Il cTteneHn aHomanaga — He61aronpUSATHbLIN.

Meguko-reHeTU4YeCKOe KOHCY/IbTUPOBaHMe. Tak Kak Mnoyty BCe u3-
BECTHbIE C/lyyay HOCSAT CNopaAnyecKnin xapakTep, TO PUCK HEGO/bLLOW, HO
60/1bHblE pefKo MMeT NOTOMCTBO.

MpeHaTasibHasa guarHocTuKa: axorpadms nnoga MoxeT Bepudumum-
poBaTb lI-lll cTeneHb aHOManaga, AasibHellas TakTuka BeAeHus 6epe-
MEHHOCTM pellaeTca UCXOoA4s M3 MPorHosa npu AaHHOM NOopokKe.



MABA CEJbMAA

BPOXJEHHBLIE MOPOKM
CEPJEYHO-COCYINCTON CUCTEMBI

OBLWAA XAPAKTEPUCTUKA

BpoxzaeHHble NopokM cepALa u KpynHbIX COCYyA0B — ofHa 13 Haubosee
3HAUYMMbIX Fpynn MOPOKOB Pa3BUTUS Yy AeTeil. B Hell HacuuTbiBalOTCA Je-
CATKN HOJIOrMyecknx popm, 4To obycnasnvMBaeT MHOroobpasne ux KiInHU-
YECKNX NPOSAB/IEHUI U CAOXHOCTb TOMMYECKON u andodpepeHuyanbHON au-
arHoCTuKu.

MonynsaunoHHaa yacrtoTa rpynnbl BPOXAEHHbIX MOPOKOB cepaua W
KPYMHbIX COCYZOB MO AaHHbIM pas3HbIX uccneposaTeneii konebnercs ot 2-3
no 8-10 cnyyaeB Ha 1000 poxgeHuit (BenokoHb H.A., Moasonkos B.IM.,
1991; Carlgren L. etal., 1987; Schmaltz A. etal., 1989), no HalwMM AaHHbIM
4yacToTa M30/IMPOBAHHBIX I CUCTEMHbIX BPOXAEHHbIX NMOPOKOB cepAua co-
ctaBnset 3,7:1000 unm 1 cnyyaih Ha 270 HOBOPOXAEHHbIX (MCKNOYas no-
poKkM cepaua, BXoAswWwme B KOMM/IEKCbl MHOXECTBEHHbIX aHoManuni) (MuH-
koB V.M. n gp., 1991). MNMpn 3TOM B CTPYKTypE MNOPOKOB pas3BuUTuUS Yy
HOBOPOXAEHHbIX AeTein 3Tn aedekTbl cocTaBnsaoT 16-40% HabAAEHWNA ©
No AaHHbIM OAHMX aBTOPOB 3aHMMarT 1-e mecto (Manbiwesa P.A., Apo3-
nosa 0.0., 1983), no gaHHbIM APYrMX — 2-e MecTo noc/ie aHoMasnii onop-
Ho-ABuratenbHoro annapata (bynaxosa C.A., 1985).

HeobxoaMmo OTMETUTb, 4To nouTn y 40% AeTeil ¢ BPOXAEHHbIMU MOPO-
KaMu cepAua 1 KpynHbIX COCyA0B TeuyeHne 60Me3HU C NepBbiX Heaeslb 1
MECSILEB XMN3HN NMpuobpeTaeT «KPUTUYECKUIA» XapakTep, MHOrMe 13 HUX
MOryT norméaTb B 3TOM Bo3pacTe v nnwb 20-30% 60/1bHbIX AOCTUTaloT BO3-
pacta ogHoro roga (FpabayckeHe B.B., 1988; bBypakosckuii B.W. n gp.,
1989; Kelso G. etal., 1973).

Mo faHHbIM NATO/I0r0aHaTOMUYECKUX UCCNef0BaHN NOPOKM Pa3BUTUSE
3TOl CMCTEMbI OpraHoB MMeRT oT 6,6 go 12,55% petei, ymeplimnx B BO3-
pacte go 1-ro roga (F'epacumosny A.N., 1985; Ostapiuk H. et al., 1988),
4yToO cocTaBnsietr 1/4 — 1/5 Bcex M30/IMPOBAaHHbIX 1 CUCTEMHBIX NMOPOKOB Y
yMepLumx geTei, a cama aTa rpynna aHoMasivii 3aHMMaeT B UX CTPYKType
2-e mecTo (Jlastok I'.W., YepcTBoit E.A., 1986; Pe3nuk B.4. n gp., 1989).

3Tnosnoruns. BpoxaeHHble MOPOKM CepaeYHO-COCYANCTON CUCTEMbI —
reTeporeHHas rpynna 3a6oneBaHuii, BO3HMKaOLLAA BCeaCcTBUE MHOIM006-
pasHbIX NPUYMH FEHETUYECKOro, TapaTOreHHOro u MybTUdaKTOpMasibHOro
xapaktepa (Nlastok I'.N., Nastok N.N., 1991; Nora J., 1971;.Boughman J. et
al., 1987; Ferencz C. etal., 1989). NMpuyem Kaknx-To cneundnyeckmx atmo-
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nornyeckmx akTopoB, 3a UCKIHOYEHUEM HEKOTOPbIX, He OTMeYyeHO. Tak,
Hanpvmep, npaxkTuyecknm yCTaHOBMIEHHbIM SABASETCHA TepaToreHHoe BO3-
JeicTBMe aslkorons Ha passButve cepaeyqHo-CoCyAMCTOW CUCTEMbl B paH-
Hem ambpuroreHese (Beattie J., 1988; Craplet M., 1988; Sokolowski F. et al.,
1989), a Takke Bupyca KpacHyxu (South M., Sever J., 1985; Kunze J.,
1989).

Pa3nnuHblie BapuaHTbl BPOXAEHHbLIX NOPOKOB cepAua U KpynHbIX COCy-
[O0B MOryT BCTpeyaTbcs npu novtn 80 CMHAPOMAX MHOXECTBEHHbIX NOPO-
koB pa3suTusa (Tabn. 43). OHM HabngalTcsa npyu 60/bLLNHCTBE XPOMO-
COMHbIX 60ne3Heli (Bcero okono 5% Bcex 60sbHbIX ¢ BMC), npy MHOrMX
reHHbIX cnHgpomax MBIP (0o 3% Bcex 60nbHbIX BIC). B ocTanbHbIX Cny-
yasx, KoTopble COCTaBAAT He MeHee 90% BceX BPOXAEHHbLIX NOPOKOB
cepAua v KpyrHbIX cocyfoB, 3aboneBaHne MMeeT NosMreHHo-MyabTudak-
TopuanbHoe npoucxoxgeHue (benokoHs H.A., Mogsonkos B.M., 1991).

Mpy M3yyeHUn pasnUyYHbLIX (PaKTOPOB pPUCKA MO POXAEHUIO pebeHka C
BMNC 6b1710 yCTAaHOB/EHO, YTO 3HAYMMbIMU (DakTopamun SBASKTCA:

1) KPOBHOPOACTBEHHBIN Bpak,

2) aHAOKpMHOMATUK Yy CYNpYros,

3) Bo3pacT 6epemeHHon ctaple 35 ner,

4) B aKyLlepCKOM aHamHe3e byayuiein Matepy — CNoHTaHHblIe abopThl,

5) Hannume B ceMbe 2-x n 6onee geten ¢ BIIC,

6) oco6eHHOCTM TeyeHus 6epeMeHHOCTN NpobaHaoM —

a) TOKCMKO3 | MOMOBWHBI,

6) MHMEKUNOHHbIE GOSIE3HN U ApP. TepaToreHHble BO34eiCcTBUSA
B | NonoBuHe,

B) yrposa npepbiBaHusi, 0Co6eHHO Bo Il TpumecTpe.

Knaccudomkaumsa u Ho3onormveckass cTpyktypa. EaunHoli obuwenpu-
HATON Knaccudmkaumm BpOXAEHHbIX NOPOKOB He UMEETCS.

B npakTuueckoil geaTenbHOCTU BpavaM yAo06HO MOMb30BaTbCs Mpo-
CTbIM AeneHvem BINC B 3aBMCMMOCTM OT XapakTepa HapyLleHuii kapanore-
MOAVHAMUWK/A Ha TpW Tpynnbl, 1 Takoe AefieHne Mno3BosseT oxBaTbiBaTb 9
Hanbosiee pacnpocTpaHeHHbIX U YAcTO BCTPEYaloLUXCS aHOMauIuiA:

1) BINC 6nenHoro tena ¢ apTeproBEHO3HbIM LUYHTOM, KIMHUYECKN Npo-
ABNAOLLMECH NPU3HaKaMy YBEe/IMYEeHUS KPOBOTOKa B MasloM Kpyre KpoBO-
ob6paleHua (AMXKI-gedekT mexokesnyaovkoBol neperopogku, AMIMMN —
JedekT MexnpeacepaHoi neperopogku, OAIN — OTKPbITLIA apTepuasib-
Hbli NPOTOK),

2) BINC — cuHero ugeTa ¢ BeHoapTepuasbHbIM copocom (TMC-TpaH-
Crno3unumMsa MarncTpasibHbIX COCyoB, TeTpagda ®anno, atpesms TpexcTBop-
yaToro knanasa),

3) BINC 6e3 cbpoca, HO ¢ NpensaTCTBUEM K BbIOGPOCY KPOBU W3 Xenyaou-
kOB (CTEHO3bl /IErOYHOM apTepumn 1 yCTbs aopTbl, KOapKTauus aopTbl).
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Tabnvuya 43

CUHAPOMbI MHOXECTBEHHbIX MOPOKOB PasBUTUS Pas/iIMYHOro reHesa,
Nnpu KOTOpbIX BCTPeYaloTCs BPOXAEHHble MOPOKU cepAua M KpynHbIX COCynoB

XPOMOCOMHbIE
CUHAPOMbI

CuHgpombl MBIIP, Hacnepyemsle

MBIIP ¢ HeycTa- HeHacneacrtseH-

T0¢

no ayTOCOMHO-PELLeCCUB- MO ayTOCOMHO-A0  X-CLeNJIeH-  HOBJ/IEHHbIM TUMOM  Hble CUHAPOMBI
HOMY Tuny MWHaHTHOMY TuUny Hble HacnepgoBaHusA MBIP
Tpucomum 8, 9 Aasze, bannepa-leponsaa, Anepa, JleHua, AcnneHus, FonbaeHxapa,
13, 18, 21; BoyaHa-KoHpapwu, Bunnbamca, BBB-cuHgpom, MBemapka, VATER-
rmpgponetasnbHblid, -accouyauus,
Tpunnongmsa AviccermeHTapHas Kpy3oHa, BunaemaHa- deTasbHbIN
XO, XXY, Kap/IMKOBOCTb, «LEOPARD», BeksuTta, CUHAPOM
nonncomma X «KopoTkue pebpa-nonu- JNapceHa, An Oxxopoxu, KpacHyxwu,
1g+ [aKTUNNA» MapdaHa, KopHenuu ge deTasbHbIN
2p+, 29+ 3p+ 39+ | Tn CangunHo-HyHaH, HyHaH, NaHre, asIKoroJ1bHbI
4p+, 4q+ 6p+, 7Q+ I TMIN MaeBckoro, OnuTtua-dpunaca, Pob6unHoBa, CUHAPOM
9p+, 10p+ 10qgt’ Kodhchpuna-Cupuca, Mdcpaiidpdpepa, Py6uHwTeliHa-
119+ 179+ 20p+ JlnccaHuedanua Oukepa, Telibn

4p-, 5p-, 9p-,
11qg-, 139-, 18p-,

18q-, 219-, 22p-.

JloypeHca-MyHa-bapae-
Bbugna,
Mak-Kblocnka-KaydmaHa,
Mekkens, COFS-cuHgpom,
TpuroHouedanua OnuTtua,
Pob6epTca,
Cmuta-Jlemnmn-Onurua,
TAR-cuHAgpom, PpuHca,
LlenbBerepa,
YeHa-MapTuHa,
Annuca-BaH
Kpesenbaa,
SHTNeAa-bukcnepa

CaTtpe-XoTueHa,
XonTt-Opama



B nutepatype npvBOAATCA MHOMOYUC/EHHblE [aHHble O YacToTe Tex
WM MHbIX BAPUaHTOB BPOX/AEHHbLIX MOPOKOB cepAua W KPyrnHbIX COCYAO0B B
rpyaHoM Bo3pacTte. OfHako AOCTOBEPHOCTb 3TUX MaTepuasioB U UX penpe-
3eHTaTUBHOCTb [715 BCEeil nonynsaumMm 3aBUCUT OT METOAOB UCCefoBaHUsS
60/1bHbIX, YNCNEHHOCTU 06CNef0BaHHONM rpynnbl U psga Apyrux akTopos.
Mo maTepuanam, NCNOJb3YHIOWMM COBPEMEHHbIE MEeTOAbl MHCTPYMEHTa 1b-
HbIX MCCNefoBaHui, BKOYasa yNbTpa3ByKOBble, N 6asmpyrolwmmcsa Ha [o-
CTaTO4YHO OBLUUPHBIX BbIGOPKaX, Hanbosiee 4acTo BCTpeyarLwmuMmncs nopo-
KamMu  cepaeyHOo-COCyaucTol  cUCTeMbl  cumTalTca:  aedekT
MeXoKenyaoukoBol neperopogku (15-31%), TpaHcno3vuuus maructpasib-
HbiX cocygoB (5,3-21,1%), OTKpbITbI apTepuanbHbIi NPoToK (6,1-10,8%),
KoapkTaumsa aoptbl (5,2-10,5%), aTpUOBEHTPUKYISIPHAS KOMMYHMKaLUSA
(3,9-9,1%), cMHApOM runonaasvun fieBoro xenyaodka (3,2-7,4%), CTeHO3
neroyHoii aptepun (3,0-7,1%) (Fyler D. et al., 1980; Scott D. et al., 1984;
Samanek M. et al., 1989; Schmaltz A. et al., 1989). pyrne BapnaHTtbl BINC
OTMeyvaloTCs 3HAYMTENbHO pexe.

Y 1/3 — 1/2 60/bHbIX AUarHOCTUPYTCSA KOMOMHMPOBaHHble BIIC u
KpynHbIx cocygos (Bankn ., 1980; Schmaltz A. et al., 1989), y 27-45%
60/IbHbIX OHWM CcoYeTalTCsa C APYIMMW BHecepAe4vHbiMU aHOMasIusMun
(Bankn T., 1980; Natowicz M. et al., 1989), KOTopble B 3HAUYNTE/LHOI CTe-
NeHn onpeaensitoT TSHXECTb TeYEHMSA U NPOrHo3 3abonesaHns (Schmaltz A.
et al., 1989), xoTa B NMTepaType NpMBOANTCA 1 6OMee HU3KUIA MPOLIEHT CO-
yeTaHusa BIC c gpyrumm nopokamu — okoso gecatn (Comellini L. et al.,
1984).

KnunHnyeckas gmarHoCTuka BpOXAEHHbIX MOPOKOB cepAua y aetei
[O/MKHa 6a3MpoBaTbCA Ha TwaTeslbHO COO6paHHOM U NpoaHasIM3MpoBaH-
HOM aHaMHe3e (BO3pacT, B KOTOPOM BMepBble CTa/v BbIC/NYLLIMBATLCA W3-
MEeHeHus B cepAaue, BrnepBble NOABWINCH OAbILWKA, UMAHO3 U T.4 ), AaHHbIX
06BbEKTMBHOIO MccregoBaHus (obuee cocTosiHne 60/bHOro, omsnyeckoe
pa3BuTMe, NPU3HAKM XPOHUYECKOW TMMNOKCUN, (PU3MKasibHblEe AaHHble CO
CTOPOHbI CEpPAEYHO-COCYANCTON U AblXaTeslbHOW CUCTeMbl U Ap.), a Takke
Ha pe3y/nbTaTax )OHOKapamo- n anekTpokapaunorpadunmn. KnnHMko-tonu-
yeckasa guarHoCTMKa OCHOBbIBAETCS Ha [aHHbIX AONOSIHATE/IbHOrO peHTre-
Horpaguyeckoro 1 y/ibTpa3BykoBOro o6cnefoBaHus. B cneuvanvMsmpoBaH-
HbIX LEHTpax MPUMEHSIOTCA KaTeTepusauusi NosiocTeil cepgua w
aHrnokapavorpadus, a Takxke saepHo-MarHuTHblli pesoHaHc (Chung K. et
al., 1988).

B Ta6n. 44 npeacTaBneHbl CpaBHUTESNbHbIE AaHHbLIE N0 CTPyKType BIC,
nosly4yeHHble HamMu npu o6cnefoBaHnn 1 6e3BbIGOPOYHOM HabAAeHUN 3a
OeTbMW C BPOXAEHHbIMW NOpOKamMy B OTAENIEHUAX TPyAHOro BO3pacTta Ha-
Wel KNMHWKK, a TakkKe Npu aHa/M3e mMarepuanioB 06/1acTHOro Kapanopes-
MaTu4yeckoro LeHTpa.
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Tabnuua 44

CtpykTtypa BIMC y geTei rpygHoro BospacTta
(cobCcTBEHHbIE HAGMIOOEHUS B CpPaBHEHUM

C AaHHbIMU NUTepaTypbl)

Co6eTBeHHble  CTpykTypa BINC no gaHHbIM n1-pbl, %

dopmel BMC AaHHble 1988-
1990 rr. ) **)
abc. %
AMXKN 54 27,4 48,0 15,7
amMnn 28 14,2 11,0 2,9
OAN 18 9,2 10,0 6,1
Tetpaga danno 17 8,6 2,8 8,9
TpaHcno3numsa maru-
CTpa/IbHbIX COCYya0B 16 8,1 11,0 9,9
dPnbpoanacTos
aHAOoKapaa 11 5,6 — >
KoapkTauusa aopTtbl 9 4,6 2,8 7,5
ATPUOBEHTPUKYNAPHaA
KOMMYHMKaLunA 8 4,1 — 51
CTeHO3 f1IeroyHoim
apTepun 4,6 — 3,3
EanHbIi xenygouek 3 1,5 — 2,4
O6wuii apTepuasbHblii
CTBON 3 1,5 — 1,4
Mmnonnasua nesoro
Xenypouka 2 1,0 — 7,4
CTeHo3 yCTbs aopThl 1 0,5 — 1,9
AHOoManusa Tayccur-
BuHra 1 0,5 — —
ToTa/bbIHI @aHOMasIbHbI
APEeHax /IeroyHbIX BeH 1 0,5 — 2,6
Mpoune BIIC 16 8,1 14,4 24,9
Bcero 197 100,0 100,0 100,0
*) Mapwuiickan T.B. n gp., 1983;
““)  Fyler D. et al., 1980;
***)  Samanek M. et al., 1989;

““)

Schmaltz A. et al.,, 1989.

*77)

31,4
11,4
4,8
3,6

54

5,8

4,1

7,1

7,6

18,8

100,0

*%7 *T**)

16,6

8,1

211

45,1
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Puc. 49. 3Oxockonusa cepgua
npu eguHoM npejacepanu

B ykazaHHoI Tabnuue, Ha-
psay ¢ Hawumy CO6CTBEHHbI-
MW HabnaeHUAMN, NPUBO-
0ATca pesynbTaTbl Uccneno-
BaHWin gpyrmx aesTopoB (OTe-
YECTBEHHbIX U 3apyBexHbIX),
cunTarowmecs BecbMa ybean-
Te/IbHbIMW 1 MO YUC/IEHHOCTU
HabnaaBLLIMXCA AeTel u no
MeTOANYECKOMY YPOBHIO AU-
arHOCTUKN.
Hanbonee MHorouncnex-
HO rpynmnoM Mo Hawum AaH-
HbIM (M 3TO coBnagaeT C AaH-
HbIMW SIMTepaTypbl) ABNSAIOTCA
centasibHble gedekTbl (AMXXIT,
AMTIIM), koTopble cyMMapHO cOoCTaBNsAT oT 16,6 Ao 59% 60nbHbIX ¢ BIIC.
KnvHunyeckn 3Ty NOPOKM NpoTekatoT Nnbo ¢ npu3Hakamun BbIPaXXEHHOro
oboraweHna mMasioro Kpyra KpoBoobpalyeHusi, nmbo, 4To Habnogaercs
3HauMTEeNbHO pexe, 6e3 BUAMMbIX HapylleHuii kapauoremoanHamukm. Mo-
BUAMMOMY, CTeNeHb BbIPQKEHHOCTU KIIMHUYECKUX NPOSABAEHNIA AaHHbIX NO-
pOKOB cepfLa 3aBuUCUT, [/1aBHbIM 06pa3oM, OT pa3mMepoB dediekTa u psaga
apyrux caktopos. MNpuyem, Yyem B 605€e paHHEM Bo3pacTe MposiBiseTcs
kKnuHvka BIIC, TeM Tsxxesee npoTekaeT 3aboseBaHue U TeM cepbe3Hee
NPOrHo3.

Ha puc. 49 n 50 npencTtaBneHbl UNMIOCTPALMUK Criydas TSXeoro cen-
TanbHOro gedoekta (eguHoe npeacepave) y pebeHka Bo3pacta 1 mec. ¢
[ekcTpokapauveii (puc. 51) n HapylleHnem cepgeyHoro putma (puc. 52).

BTopoii no uucneHHocTu rpynnoin BrC y geTeli rpyaHoro so3pacra sBs-
0TCS Tak Ha3blBaeMble MOPOKM «CUHEro» Tuna — teTpaga ®anno, TpaHcnosun-
LM MarmcTpasibHbIX COCYA0B, O6LWMIA apTepuasibHblii CTBOM U PAA, APYrux,
CYMMapHO cocTaBnstowme 6onee 20% 60nbHbIX. py BCEM pas3nMuuy kapam-
oremMoAvHamMn4ecKX HapyLleHuid B 3TO rpynne NopoKoB 06LUMM A1 BCEX UX
AIB/ISIETCS B CBA3M CO COPOCOM BEHO3HOI KPOBW B apTepuasibHOe pycro Toi
WIN MHOWN CTENeHN BbIPaXXEHHOCTU UMAHOTUYECKUA CUHAPOM, MpU KOTOPOM,
Haps4y C CUHIOLLIHOCTBIO KOXHbIX NOKPOBOB U C/INM3UCTbIX, OTMEYarTCS MMMOK-
CeMUs 1 TUMOKCUA, NONULMUTEMUSA, CTyLLEeHUEe KPOBW, CKpbITas aHemus.
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Puc. 50. 9xokapguo-
rpamma (B M-pexunme)
TOro xxe 60nbHOro,
4yTO N Ha puc. 49

Bce 3Tto ycyrybnsietcs
paccTpoiicTBaM1 MUKpPO-
LUMpKYaUMM m razoobme-
Ha, ycunvBaeT fBJieHne
TKaHeBOW rMnokcum u o6-
MEHHbIX HapyLleHWii. Toa-
TOMY B K/MHUKe aTux BMC
KPUTUYECKME COCTOSAHUA
onpeaenslTca He CTO/b-
KO cepaeyHo-cocyamncToi
HeOoCTaTO4YHOCTbIO,
CKOJIbKO TMMNOKCeEMUEn W
rMNOKCmnen, paccTpoii-
cTBamMun nepudpepmnyecko-
ro KpoBOOGpalLLEHUS.

MpoBefeHHble HaMU UccneaoBaHUs CTPYKTYPHO-(PYHKLMOHA/IbHOIO CO-
CTOSIHMSA K/IETOYHbIX Memb6paH y 60/bHbIX ¢ BIMC cuHero tvna nokasanm
cnepytouwee (MuHkoB W.M., 1992). Ha choHe pgoctoBepHoro (p < 0,01) no
CpaBHEHWIO CO 340POBbIMU AETbMU CHUXEHWS napunasibHOro AaBfieHus
Kncnopoga B KpOBM — COOTBETCTBEHHO (12,6+0,26) klMa n (6,6+0,19) kMa u
B TKaHax — (9,440,32) kMa n (4,4+0,16) kMa, NpOUCXOAUT UHTEeHcUdrKa-
LM NPOLLEeCCOB NEPEKUCHOr0 OKUC/EHUS NUNUAOB: COoAepXaHue MasloHO-
BOro Avanbaernga (KOHEYHOro npogykra 3toro npouecca (Bnagnmupos
HO.A., ApuakoB A.W., 1972)) nosbiwaeTcs go 3,4+0,11 mkmonb/n (y 340po-
BbIXx — 2,05+0,12 mkmosnb/n, p < 0,01). A4ekBaTHOro MOBbLIWEHNS aKTUB-
HOCTW 3HAOrEHHOI0 aHTMOKCUMAAaHTa CynepoKcuaaucTymasbl Npu 3TOM He
OTMeyYaeTCsl, aKTMBHOCTb €€ N0 CPaBHEHMIO C KOHTponem (182+21,8) ycn.
en. /108 sputpounTtoB cHmkaeTcsa fo (128+6,5) ycn. ya. /108 sputpounTos
(p < 0,05), uto, No-BMAMMOMY, crieqyeT paccMmaTpuBaTb Kak OAvH U3 BO3-
MOXHbIX MPU3HAKOB UCTOLLEHNS CNOXHOW MHOrOKOMMNOHEHTHON aHTUOKCU-
OaHTHO cUCTeMbl AeTCKOro opraHu3Ma B YC/1I0BUSAX A/IMTENbHON TMIoKCun
W ypesmepHoin aktusaummn MOJ1, HabNOAALWMXCA Y 3TUX BOSbHBLIX Cpasy
nocne poxzaeHus. MNpu aTOM B KNETOUYHbIX MeMbpaHax yMeHbLuaeTcs npo-
LEHTHOE coAepXaHne HEeHACbILWEHHbIX XWPHbIX KUCAOT U yBesiMunBaeTcs
cofiepXaHue HacbILWeHHbIX. B )XMPHOKMCNOTHOM crekTpe MeMOpaHHbIX n-
nMAoB obpallaeT Ha cebs BHUMaHWE CHXEHWE NPOLLEHTHOrO CoAepXaHus
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Puc. 51. PeHTreHorpaMma OpraHOB FpPYyAHOWN KNeTKM
HOBOPOX/AEHHOI0 pebeHka C AeKcTpokapamen

Puc. 52 A. 3KI Toro ke 60/bHOro, YTo U Ha puc 51 (Havano)
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Puc. 52 b. 9KI Toro e 60/bHOro, 4To U Ha puc 51 (OKOH4YaHwue)
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psfia HeHacbIWEHHbIX XWPHbIX KUC/OT, B YaCTHOCTW, HEe3aMeHUMOW SINHO-
nesoii (C182). dochonunugHblini cocTaB KIE€TOUYHbIX MEMOpaH Takke nsme-
HAETCS 3a CUYeT CHUXEeHUS Konu4yecTBa dpocdatmaniataHonammHa u doc-
thaTngunxonmHa npu yBenuveHmn nmsodgopm dooconunmngos. 370
CBMAETENbCTBYET 0 Ae3NHTerpaumm MeMopaHHbIX CTPYKTYp Ha poHe upes-
MepHoli akTmBaumm MOJI. Hawn nccnefoBaHUs Takke BbISABUIN Hapylle-
HMA naccuBHOl K+-npoHULAeMOCTM MeMbpaH, 3amMeTHOEe CHUKEHWE BHYT-
PUKNETOYHOM KOHUEeHTpauun AT® 1 TpaHCMeMOpaHHOro pacnpeneneHus
O[IHOBa/IEHTHbIX MOHOB.

BbIsiBfieHHbIe HaMU U3MEHEHUS CTPYKTYPHO-(DYHKLUNOH&/TbHOIO COCTOS-
HUA 3pUTpOUMTapPHbIX MeM6paH, AB/AIOWNXCHA YHUBEPCa/IbHOW MOAEsbo
KNeToYHbIX MembpaH (Gajdos A., 1971) y 60/1bHbIX C BPOXAEHHLIMU MOPO-
KamMu cepiua CuMHero Tuna, no-sMAMMOMY, UMEIOT Hecneuudmyeckuii xa-
pakTep 1 OTpaxaloT KOMNEHCaATOPHO-NPUCNOCO6BUTE/bHbIE peakLuun, npo-
ucxogsime B HUX B OTBET Ha O/MTesIbHOE BO34EeNCTBME TUMOKCUN
UHTeHcudmkaymm MNOJI. BmecTe ¢ Tem 3TO NPUBOAUT K TOMY, YTO’KNeTOoY-
Hble MeMOpPaHbl CTAHOBSATCA 60/1ee «KECTKUMU» U MeHee (DYHKLMOHAbHO
«1abUNbHLIMU.

YKa3zaHHble HapylleHns MeTabonuiama, CTPYKTYpbl U (PYHKLMU KIeTou-
HbIX MeMbpaH AB/IAITCA BaXHbIM 3BEHOM naToreHesa BIIC cuHero tuna
BO MHOIOM OnpeaensioT KPUTUYecKoe TeyeHue AaHHOW naTtonoruu, 4To
TpebyeT npoBefeHUs Mep MHTEHCMBHOW Tepanuu, YYMTbiBAlOLWMX 3TN Ha-
pyweHuns (6eta-agpeHo6/10kaTopbl, aHTUOKCUAAHTbI U T.4.).

OcTaBLuascs rpynna BpoXxAeHHbIX MOPOKOB cepaua W KPYnHbIX COCya0B
(okono 40% 60nbHbIX) 06beAnHAET 60/bLLOe YMCA0 PasHOO6pa3HbIX Mo
CBOEMY XapakTepy aHaTOMUYeCKMX OeeKTOB, UMELLMX pas3/inyHble K-
HU4Yeckue NPosiB/IeHNs, BCTpeYarLmecs OTHOCUTE/IbHO HEYACTO KaKaplli B
OTAENMbHOCTU U NpeAcTaB/isalWmMe Hemanble TPYAHOCTM ANS YeTKOW Tonu-
yeckol amarHoctuku. Crofa cnenyeT OTHECTUM Takme NOpPOKW, Kak KoapkTa-
LMs aopTbl, CTEHO3bI JIEFOYHON apTepun U yCTbsi aopTbl, aHOManum Tayc-
cur-BuHra n 96wWTeliHa, ToTa/lbHbIi aHOMa/IbHbI ApPEHaX /IEFOYHbIX BEH,
CYHAPOMbI TMNOM/1a3un NeBoro 1 NnpaBoro XesnyaouykoB U MHOrMe gpyrue
6onee peako BcTpevatowmecs BIIC.

Puc. 53 nnnoctpupyet pegkuin cnydain BMNC — runonniasuio npasoro
Xenyaouka y pebeHka Bo3pacrta 2-x AHei, coueTtatowlytoca ¢ AMIM n cTe-
HO30M JIEFOYHON apTepun.

AHanIM3 aHaMHecTU4ecknx ceefeHuii y 197 HabniogaBlINXCS Hamu
60/bHbIX ¢ BIMNC nokasasn, 4to 60see, YeM y NOMOBUHbI GOSIbHBIX ANArHo3
BINC 6b121 NOCTaBMEH eLle B Nepuoe HoBopoxaeHHoe ™, y 1/3 60/bHbIX —
B NepBble MECsILbl XM3HM, Y OCTaBLUMXCSA — BO BTOPOI NosioBuHe 1-ro roga
XN3HU.
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Puc. 53. ¥3-uccneposaHune
cepiua y HOBOPOXAEHHOro
pebeHka Cc runonnasuen
NpaBoro >xesygoyka

Moyt y NONOBUHLI Ae-
Tel, Yy KOTOpbIX AMarHos
BINC 6bi1 nocTasfieH ewe B
poaunbHoM nome u'y 1/3
60/bHbIX BO3pacTa nepBbIX
MecsiLeB Xn3Hu 3abonesa-
HMe ¢ camMoro Havyasnia Xxa-
pakTepm3oBas/IoCb TSXe-
NbIM TeYeHUeM, BblpPadKeH-
HbIMW HapyLleHUSMU Kap-
anoremMmoanHamMmukm no
neBo- U/Mnu npaBoOXesy-
LOYKOBOMY Tuny. Takune
60/bHbIE M3 POAOBCMNOMO-
ratenbHoOro y4dpexaeHus
nepeBoAWINCh B OTAE/IeHNe NaTosIorMn HOBOPOXAEHHbIX UK Nocne KpaT-
KOBpeMeHHOro npebbiBaHWs Ha 4OMY BHOBb rOCNUTA/IN3NPOBASIUCD.

JNleyeHve Takmx 60sbHbIX TPebOBasIO MPUMEHEHUS KOMIMIEKCHbIX Mep
WHTEHCUBHOI Tepanuu, BKIOYAOLWEen OKCUreHauuio, kapavoTtpodumyeckme
npenapaTtbl (MaHaHrMH, puBboKCKH, BUTaMuHbl B n C n gp.), cpeacTtsa, yayu-
LIaKoLLMe peosiornyeckrie CBOMCTBa KpoBU (KypaHTU/1, PEONOINKIIHOKMH), N0
NnokasaHusiM — cepeyHble rNnKo3uabl (GUIrOKCUH, NaHWKopP), raHrnobio-
KaTopbl, a TaKkKe HEeKOTopble Apyrve npenapatbl. Becb He6o/bLIOK 06bEM
NHOY3NMOHHOW Tepanuu BBOAWUTCS B TeUYEHWe CYTOK APOBHO CO CKOPOCTbIO
He 6onee 0,05 MA/KI/MWUH NOA KOHTPOSEM 4YacTOTbl Ny/sibCca U AblXaHus,
LEeHTPasIbHOr0 BEHO3HOro AaBfneHuns (Mpu kaTeTepusauun LeHTPasibHbIX
BEH), apTepuasibHOro AaeneHus, nokasatenein K[ (MOHUTOpHOe Habnto-
OeHune).

Y 65 60MbHbIX, KOTOPbIM AnarHo3 BIC 611 nocTas/ieH B NepBble Mecs-
bl XW13HKU, TeyeHne 3aboneBaHus Obl10 6onee 6naronpuUsaTHbLIM, ¢ 6onee
CTabu/ibHbIMM NokKasaTensamu kapguoremogyHamuku. OfHaKo Y HUX B
aHamMHe3e 4acTo OTMe4Ya/ICb MHTEpPKypeHTbiHe 3aboneBaHusa (OPBWU,
MHEBMOHWW, gucnencus v T.4.). 9 AeTell u3 aToil Kateropmm 60MbHbIX yaa-
I0Cb HanpasuTb B KapAuosiorMyeckue LeHTpbl A1 onepaTUBHOIO edye-
HUS.
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Y ocTaBlmxcst 33 60/1bHbIX, Y KOTOpbIX AnarHo3 BINC 6bin nocTaeneH
BO BTOPOI1 MOSIOBMHE 1-T0 ToAa XW3HW, 3a6o/sieBaHMe NPoTeKaso OTHOCU-
TesIbHOYy40BNEeTBOPUTESIbHO, 683 CepbesHbIX PaccTPOCTB kapamuoreMoam-
HaMWKK, C HEMNIoXMMKU MnokasaTensiMM CTaTo-MOTOPHOro M om3nyeckoro
pasBuTUS.

BPOXJEHHbIE NMOPOKW CEPAUA N CMHOPOMbI MBIP

Ona ueneli gnarHocTukn n avdpdoepeHumnaumnm BpOXAEHHbIX NMOPOKOB
cepua n KpynHbIX cOCy0B NPUBOAUM CBOAHbIE AaHHbIE:

a) 0 yacToTe BCcTpevyaemocTn cmHapomos MBIP npu psge BPOXAEHHbIX
MOPOKOB cepAua M KpynHbIX cocynoB (Tabsn. 45);

6) 0 YacToTe O6HapYXeHUs TeX UU UHbIX BapuaHTOB 3TUX NMOPOKOB pas-
BUTUS MPU CUHAPOMAX MHOXECTBEHHbIX aHOMasIMii pasNnyHol 3TUONOrNK
(Tabn. 46).

M3 Tabn. 45 B1AHO, 4TO BGONBLLUMHCTBO CUHAPOMOB MBIP oTmevaeTcs
npu gedpekrax neperopogok, T.e. Npu AOCTaTO4YHO GaHaslbHbIX MOopoKax
cepaua. BmecTe ¢ Tem nmeeTcs Lenblid pag peako BcTpevatowmxes BMC
(nopokn nosnbIX BEH, aopTbl, KnanaHoB cepAua), KoTopble MOryT BCTpe-
yaTbCA NpU TeX UM UHbIX cuHapomax MBIIP, uTo BaXXHO MUCMNo/sib30oBaTh B
andbdbepeHymanbHon gnarHocTuke. Kpome Toro, o6HapyxeHue atux BI1C
MOXeT HauenmBaTb Ha MOWUCK y BOMIbHOTO APYrnx XapakTepHbIX CUMMTO-
MOB MBI, 4TO NMOMOXET NMOCTAaHOBKE MHTErpasibHOro HOJIOTMYECKOro Au-
arHosa.

Mpy paccmoTpeHun Tabn. 46, koTopas Gblia cocTaB/ieHa Ha OCHOBaHUU
aHanu3a JaHHbIX BeAyLyX CNpaBOYHbIX PYKOBOACTB MO AUArHOCTUKE CUH-
LPOMOB MHOXECTBEHHbIX MOPOKOB passuTtus (Monecky O., 1977; Jlastok
I.N. v gp., 1983; Kosnoea C.W. n gp., 1987; Nastok I'.W., llypbe N.B., 1991),
cnefyet yunTbiBaTh, YTO nepeyncsieHve sapmaHTtoB BINC u KpynHbIX cocy-
[OB JaeTcs B COOTBETCTBMU C 4YaCTOTOM BCTpeyaemMoCcTW: BHavasie nepe-
uncnaTCcA 6oee YyacTo BCTpevawlwmecs BIC, ganee — pexe BCTpeya-
loLmecsa Mopoku.

Hwxe paccmatpvBaloTcs Hambosiee 4acTo BCTpevatolwmecs B KIVHU-
YecKo MpakTuke negmvarpa BapuaHTbl BPOXAEHHbIX MOPOKOB cepAaua 1
KPYMHbIX COCYAO0B.
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Ta6nunua 45

CuHgpombl MBIP, Habnogaemblie
npn pas/inyHbIX BapuaHTax BPOXAEHHbLIX MOPOKOB cepaua
N KPYMHbIX COCyAOB

BapuaHT BIC XpOMOCOMHbIE HexpomMocomMHble
CUHAPOMBI CUHAPOMbI
1 2 3

1. JedpekT mexokenypoy- Tpucomum 9, 13, 18, 21; Aase,

KOBOIi neperopoaku Tpunaounaus;, Bannepa-Ieponsaa,
3p+, 3g+ 109+, FmpgponeTanbHbIi CUHOPOM,
4p* 5p', 119 KapneHTtepa, CanguHo-
X0, XXY. HyHaH,

Cmuta-Jlemnmn-Onntua,
LienbBerepa,
Bunnbamca,

Xont-Opama,

Bunae maHa-be kBuTa,
KopHenuu ge JlaHre,
VATER-accouuauus,
deTasibHbIVi CUHAPOM

KpacHyxu.
2. DedhekT mexnpen- Tpucomum 13, 18; [AvccermeHTapHas
cepAHol neperopogku 21; Tpunnoungus; Kap/IMKOBOCTb,
3p+, 39+ KapneHTepa,
4p', 5p Kothdhm Ha-Cupuca,
XXY. NuccaHuedanua Aunkepa,
JloypeHca-MyHa-bapae-
bugna,

TAR-cuUHApOM,
YeH-MapTuHa,
annuca-BaH Kpesenbpga,
Bunnbsmca, «LEOPARD»,
HyHaH,

XonTt-Opama,
BugemaHa-beksuta,
KopHenuu ge JlaHre,
Po6uHosa,
Py6uHwTeliHa-Teiibn,
deTanbHbIli asKoroNbHbIM
CUHAPOM.
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1

3. MpeacepnHo-
Xenypaoykosas
KOMMYHMKauus

4. OTKpbITbIN
apTepuasnbHbIii
NPOTOK

5. [eKkcTpokapaunsa

6. EguMHoe npepcepave
7. EguHbIii xenynouek
8. TeTpapga Panno

9. TMC

10. O6wwi
apTepuasbHbIii CTBON
11. AecTpono3vuus
aopThl

12. KoapkTtauus aopTbl

212

2

Tpucomusa 21

Tpucomun 9, 18;
4p', 5p;
X0, nonucomua X, XXY.

XXY

Tpucomunsa 9

Tpucomuna 9, 13

X0

MpogomkeHne Tabnuubl 45

3

FmaoponeTtasnbHbIi
CUHAPOM,

Mopa,

Bemapka.

KapneHTtepa,
CangnHo-HyHaH,
JlnccaHuedanva Oukepa,
JloypeHca-MyHa-bapae-
Bugna,

Cmuta-Jlemn n-onutua,
LienbBerepa,

Kpy3oHa,
Py6uHwTeliHa-Teion,
FronbaeHxapa,
deTasibHbIA CUHAPOM
KpacHyxu.
TAR-CUHApPOM,

An Jxopaxun,
MBemapka,
KapTtareHepa.
Annuca-BaH Kpesenbga
MBemapka
CanguHo-HyHaH,
KohdhmHa-Cupuca,
TAR-CUHApPOM,

Kpy3oHa,
Py6uHLwWTENHA-Tenou,
FonbaeHxapa,
VATER-accoumnauus.
Bemapka,
VATER-accoumnauus,
FmagponeTtasnbHbli CMHAPOM
VATER-accoumauus.

AnccermeHTapHas
Kap/INKOBOCTb,
Mopa,
LenbBerepa,
Kpy3oHa.



1

13. CTeHo3 ycTbAa
aopTbl

14. AHeBpu3Ma aopThbl
15. [BoiiHas gyra aopTbl
16. Topoku knanaHoB
aopTbl N NeroyHom
apTepun

17. TponaHc MUTpPasibHOro
KnanaHa

18. AHOMa/INA TPEXCTBOP-
yaToro knarnaHa

19. ATpes3na neroyHoro
cTBona

20. CteHo3

Nlero4yHom

apTepuun

21. MNepcucTtuposaHne
NeBOI BepxHei

nosioli BeHbI

22. Hannune 2-x BepxXHUX
nosbIX BeH

23. AHOManbHOEe pacno-
JNIOXXEHUE JIErOYHbIX

BEH

24. AHOMaIMN KPYMHbIX
cocy/fj08

25. Annasusa ofHol u3
apTepuii NynoBuHbI

2
X0, XXY.

Tpucomua 9, 18, 21

Tpucomuna 9, 18,
XXY.

Tpucomusa 9

Tpucomuna 21,
Tpunnonaus;
3p+, 39+
10g+.
Tpucomua 18

OkoHYaHue Tabnvupl 45

3

Bannepa-reponbaa,
annuca-BaH Kpesenbaa,
Bunnbamca,
«LEOPARD».
MapdhaHa

An xxopaxxu
Mdpalichdepa,
XonTt-Opama,
KopHenuu ge JlaHre
VATER-accoumaums.
MapdaHa

FuaponeTanbHbIi
CUHApPOM,

HyHaH

[onbgeHxapa,
Bemapka
KapneHTepa,
CangnHo-HyHaH,
Bunnbamca, «LEOPARD»,
HyHaH,

MBemapka,
onbpeHxapa,
deTasibHbIli CUHAPOM
KpacHyXxu.
CangnHo-HyHaH,
[onbaeHxapa

VBemapka

Bemapka

Xont-O-pama,
KopHenuu pe NaHre

VATER-accoumnaums
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Tabnuua 46

BpoxaeHHble MOpPoOKM cepaua M KpyrnHbIX COCynoB
npu pasnnyHbIX CUHAPOMAX MHOXECTBEHHbIX MOPOKOB

CuHapOMBI
1

XpOMOCOMHbIe 60/1e3HU:
Tpucomua 9

MaTtay(Tpucomusa 13)

JpaBapaca (Tpucomuna 18)

JayHa(Tpucomua 21)

Tpunnongna

Tpucomua 3p
Tpucomua 3q
Tpucomua 10q
Bonba-XupixopHa (4p°)

«Kpuk KoLwku» (5p°)

LllepeLueBckoro-TepHepa
(X0)
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pasBnNTUA

Mopok cepaua w/unu cocyos

2

JedhekT MexxenyaoykoBoi neperopogs-
KN OBbIYHO B COYETaHUN C He3apaLlleHu-
eM apTepuasibHOro nNpPoToKa uin aHoma-
JIMAMU  KPYMHbIX cOCyAloB (TpaHcnosu-
uMs, OEeKCTpornosmums aopTbl, aHoma-
Ny KnanaHoB aopTbl W Nlero4yHol apre-
pun). MepcuctupoBaHne  neBoWi
BEPXHEW MOJSION BEHbI

CenTtasnbHble gedekTbl — B 60/bLUNHCT-
Be C/lyyaeB KOMMOHEHTbl CJ/IOXHbIX MO-
pokoB: ®anno, D3eHMeHrepa wauM B
coyeTaHUM C OTKPbITbIM apTepuasibHbIM
NPOTOKOM, C TpaHCMo3uuuen cocyaos, C
KoapkTaumeli aopTbl

JedekT mMexokenyaoykoBo u aedoekT
MexXnpeacepaHor neperopogky 4acto
coyeTalTcsa C annasveli 04HON CTBOPKU
NONyJsiyHHOro knanaHa aopTtbl U (UNwn)
neroyHon aptepun. Annasvs OAHOW K3
apTepuii NynoBuHbI

CentanbHble fedeKkTbl — pexe n3onu-
poBaHHble, yvalle B covyeTaHun ¢ aHoma-
JINAAMU  KPYMHbIX COCY[0B UM KanaHos.
MpepcepaHo-xenygoykoBass KOMMYHU-
Kaums.

CenTanbHble gedekTbl, N30/MpoBaHHble
WA B COYETaHUN C aHOMaUIMAMU Kpyn-
HbIX COCY/[0B.

To xe

To xe

To xe

CentanbHble AedekTbl, OTKPbITbIA apTe-
puanbHbIA NPOTOK

OTKpbITbIVi apTepuanbHbIli NPOTOK, Ae-
heKkTbl Neperopofok

Koapktauysa aoptbl. OTKpbITLIA apTepu-
anbHbIi NPOTOK. [ledbekT mMexokenypou-
KOBOIi neperopoaku



KnaiHdenbtepa (XXY)

MOHOTOHHbIE CUHAPOMBI:

1) ¢ ayTOCOMHO-pPELEeCCUBHbLIM

TUMNOM HacnefoBaHuUs —
Aaze

Bannepa-leponbga

rvaponeTanbHblii CUHAPOM

[OuccermeHTapHas
Kap/IMKOBOCTb

KapneHTtepa

«KopoTkue pebpa-
noNJaKTUANSA»

I Tvn CangunHo-HyHaH
«KopoTkue pebpa-
nonvpakTuams» Il tmn
Maesckoro
KodhdhmHa-Cupuca

JNnccaHuedanua Aukepa
JloypeHca-MyHa-bappae-
Bugna

Mopa
Cmuta-Slemnn-Onutua

TAR-cuHApOM

LlenbBerepa

MpoponxeHne Tabnuubl 46
2

OTKpbITLI apTepuasnbHblii NPOTOK, CTe-
HO3 flerouHoli aptepuu. VHorga — TeT-
paga ®anno, centanbHble AedEKTbI

JedhekT mexokenyi0ukoBoii neperopoa-
Ku

JedhekT mexokenyaoukoBoli neperopos-
K1, MoAKnanaHHblii CTEHO3 aopThbl

[edeKkT MexxesnyA0o4KoBoi neperopos-
KW, nNpencepaHo-XenynoykoBas KOMMY-
HUKaUWs, aHOMaMM ABY- U TPEeXCTBOp-
4yaToro KianaHoB, YABOEHVE Ayrn aop-
Thbl, OOLWMIA apTepuasibHblii CTBON
Kaopkrauuss aopTbl, AedeKkT mexnpea-
cepAHoli neperopoaku

[edbekTbl neperoponok, OTKPbIThIA ap-
TepuasibHbIA NPOTOK, CTEHO3 J1Iero4Ho
apTepuu

CTeHO3 NneroyHon aptepuu, AedekTbl
neperopofok, Tetpaga dasnno, nepcuc-
TUpOBaHNe /1eBO BEPXHEWN MOJION BEHbI
JedpbekTbl Nneperopook, nepcucTmpoBa-
HUe NeBO BepxHel MNosoli BeHbl

JedbekT mMexnpencepaHo neperopog-
Kn, TeTpaga Pasnio

OTKpbITbIi apTepuasnbHbIi NPOTOK, Ae-
hekT MexnpeacepaHor neperopoaku
JedhekT mMexnpencepaHo neperopoa-
Kn

CoueTaHve aTpuo-BEHTPUKY/IAPHOM
KOMMYHVKaLMN € KoapKTauuei aopTbl
JedhekT mexkenyao4ykoBoi neperopog-
KW, OTKPbITbIA apTepuasbHbIli NPOTOK
TeTpaga danno, aedekt mexnpenacep-
OHOV neperogoku. [lekctpokapamsa
OTKpbITbIA apTepuasibHbli NPOTOK, Ae-
hekT MexKenyao4yKkoBOW MNeperoposaku,
KoapKTaums aopTbl
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YeH-MapTuHa
Annuca-BaH Kpesenbga

2) ¢ ayTOCOMHO-
[OOMUWHAHTHBIM TUNOM
HacnegoBaHus
Anepa

Bunnbamca

Kpy3oHa

«LEOPARD»

MapdaHa

HyHaH

Mdpalichcpepa

Xont-Opama

3) C HEeYTOUYHEHHbIM
TUMNOM Hac/nefoBaHWA:

AcnneHnsa lVsemapka

BuaemaHa-beksuta
An Oxxopoxn
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2

JedekT MmexnpeacepaHoii neperopoaxu
JedekT mexnpencepaHoli neperopop-
KM, eguHoe npeacepave, pexe — ae-
hEKT MexOKeynoUKOBOM MNeperopoaku,
KNanaHHbIi CTeHO3 aopThbl

JedekT MexokeyaouKoBoi neperopoaku

MoaknanaHHbIA aopTasibHbIA CTEHO3,
CTEHO3 JIerOYHON apTepuun, cnetasibHble
nedgexTbl

TaTpaga ®anno, OTKPbITLIA apTepuanb-
HblIi NMPOTOK, KOAPKTaUWs aopTbl

CTeHO3 JleroyHoi aprtepun, cy6aop-
TaslbHbI/i CTEHO3, AedekT Mexnpeacep-
OHoli neperoponaku

AHeBpuU3Ma aopTbl, Nponanc MuUTpasib-
HOro knanaHa

CTeHO3 /1eroyHo aprTepun, WU30anpo-
BaHHbIA WM B coyeTaHUn ¢ AedIeKTOM
MexnpeacepaHoii neperopofku. AHO-
Mauima bTenHa

Annasnsa CTBOPKN aopTasibHOro KianaHa
JedekT mexnpeacepaHo neperopog-
K1, W30/IMPOBaHHbLIA nAn ¢ ApYrumm
aHomManuamun cepgua. Jedekt mexoke-
NyA04YKOBOlM Neperopofku, ele pexe —
nedeKkTbl KPYnHbIX COCYAO0B 1 KianaHoB

[ekcTpokapausi, npeacepaHo-Xenynou-
KOBasi KOMMYyHUVKaUUs, eauHblid xenyao-
UeK, pexe — TPaHCMOo3us KPYrHbIX COCY-
[0B, aTpe3us M peskuii CTEHO3 sleroy-
HOW apTepun, aHOMaUlbHbIA ApeHax fe-
FOYHbIX BEH, Ha/IMuMe ABYyX BEPXHUX NOJi-
bIX BEH

CenTasibHble AedeKTbl

[BoiiHan ayra aopTbl, NMOBOPOT cepaua
BMpaBo



OkoHYyaHue Tabnuubl 46
1 . 2

KopHenuu ae NaHre JedekTbl neperopofok, M30/MPOBaH-
Hble WM B cCOYEeTaHWM C aHOMasIMsIMU
KPYMHbIX COCYZ0B 1 KnanaHoB
OTKpbITLI apTepuanbHbIA NPOTOK, pexe
— fediekT MexnpeacepaHoli nepero-
poaku, Tpuaga danno

Py6uHLwwITENHA-Ten6un

HeHacneacTBeHHbIe
cuHapombl MINBP:

Foneaexxapa TeTpaga ®anno, gedekTsl Neperopo-
[OK, aTpe3nsi WIn CTEeHO3 J1ero4Horo
CTBOMA, pexe — MepcucTupoBaHue ne-
BOW BepxXHel Mool BeHbl, OTKPbITbIN
apTepuanbHbIii NPOTOK

VATER- TeTpaga Pasio, gedeKkT Mexokenyaoy-
accouymaums KOBOW Meperopoakn, obLwuii aptepu-
@/TbHbIA CTBO/, TPAHCMNO3ULMA KPYMHbIX
cocynoB, paedekTtbl knanaHos, y 1/4
60/1bHbIX — annasva ofHOoN 13 apTepuii

NynoBWHbI

deTanbHbI CUHAPOM OTKPbITbIA apTepuasibHbI NPOTOK, Ae-

KpacHyxum dekT Mexokenyo4ykoBOlW Neperopoaku,
CTEHO3 YCTbS JIEFOYHOIO CTBO/MA

deTanbHbIii  aIKOTosbHbI JedekT mexnpeacepaHol neperopoaku

CYMHOpPOM

OEPEKT MEXOKETYJOUKOBOW MEPErOPOAKM (AMXKIT)

Haunbonee pacnpoctpaHeHHas popma BIC y geteii. Ee yacTtota 1:550
HOBOPOXEHHbIX.

AHaTOMUYECKM pasnuyatoT ABe OCHOBHble dhopmbl AMXKIT:

1) manble gedeKTbl, OKa/IM3YIOLMEC B MbILLIEYHOW YacTu

neperoponok;

2) BbiCOKMe gedbekTbl B MEMOPAHO3HON YacTn NepPeropoaku.

MoryT 6bITb U gpyrue pegkve copmbl JMXKI.

FemogvHamMuka BO BHYTPUYTPOOHOM nepuofe He cTpajaeT, NnoaTtoMy
LeTn c usonmpoBaHHbiMKM OMXKIT MOrytT poxgatbCcs ¢ HOpMasibHbIMU PO-
CTOBECOBbIMY Nnokasartenamu. locne poxaeHusa NoABNAITCA KIIMHNYECKNe
npusHakun BI1C, xapakTtep v BbIPaXXEHHOCTb KOTOPbIX 3aBUCAT OT BE/INUYUHBI
1 nokanusauumn gecdpexra.
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AMXKI1 co 3HauUnTENbHbLIM HapyLleHeM reMoguHaMnKy npu BbICO-
Knx gedekTax B MeMOpPaAHO3HOM YacTu Neperopogky — npu AaHHOM
BapnaHTe OTMeyaeTCs 3HauuTeslbHblli COpPOC KPOBU uepe3 ykasaHHbI Ae-
chekT 13 NeBOro xenynoyka B Npasblid, a 3aTeM — B Maslblid KpYr KpoBoOGpa-
LLIeHUS C ero BblpaXKeHHbIM 060ralleHneM, YTO Bbi3biBAET KOMMEHCATOPHbI
cnasm cocyfoB nerkux. Pa6ota o6oux xenynovkos oTdarowaercs. Aautenb-
HO COXpaHAWMIACA (DYHKLMOHA/IbHBIA CnasM COCYAOB JIerkux NpuUBOAUT K
pasBUTUIO B HUX BTOPUYHBIX CKIIEPOTUYECKMUX U3MEHEHUI A HEOBPATUMOro Xa-
paktepa. [laBneHve B MasioM Kpyre kpoBoobpalleHus ele 60/blue MOoBbl-
LIaeTcs, YTo BedeT K runepTpoduy M1Mokapga npasbiX OTAEN0B cepaua.

Koraa paBneHne B NpaBOM >Xenygoyke HauvHaeT npesblwaTb AaBrie-
HMe B JIEBOM XXesy[Ao4yke, TO HanpaBs/fieHne cbpoca kposu 4vepe3d OMXKII
N3MeHsieTcs cnpasa Ha/eBo W y 60/bHOIO NosiBNSeTCs LuaHo3 (KOMMieKkc
Oi3eHMeHrepa). Hapsgy ¢ passuTMeM fIErOYHON rMnepTeH3un MoxeT op-
MUPOBAaTLCSA CYXeHne OTBepPCTUS NIEro4HOro cTeona (B CBA3W C rmMnepTpo-
hueli mrmokapza u obpasoBaHUEM B AWCTA/IbHOM OTAENE Xesyaouka KOH-
LLEeHTPUYECKOro Basia), YTO K/IMHUYeCcKn 6yaeT HanoMuHaTb TeTpasy
danno.

KnnHuka. ¥ 60/bHbIX ¢ OTMeYeHHbIM BapuaHTom AMXKIT mnmeetcs
oAbllKa, MOXeT ObiTb akpouuaHo3, OHM YacTo 60MeT pecnupaTopHbIMU
3abosieBaHMsAMU, OTCTalOT B (h3MYECKOM pa3BuTuuK. paHuupbl cepaua, Kak
npaswn/o, paclinpeHbl B NonepeyvyHnKe, BbICNYLLUMBAIOTCA Taxukapaus, cuc-
TO/IMYECKUIA LLIYM OpraHMyecKoro xapakrepa, 60osee BblpaXeHHbI No neBo-
My Kpaw TpyAVHbl, Haf BEPXYLUKOW MOXET BbICNyLIMBATbCA ME304UacTOo-
nuyeckuii lWym — npu3sHak 60/1bLLOro AeBonpasoro copoca.

B 60/1bWMHCTBE C/ly4yaeB C NepBbiX AHEN U MeCALEB XU3HU B KIIMHUYEC-
KO KapTuHE BblpaXeHbl NPU3HaKW cepAeyHol HeJoCcTaTOYHOCTM: Habyxa-
HVe LelHbIX BEeH, YBEeNUYEHNe MneyeHu, CHUXEHWe auypesa, MOoryT ObITb
OTEeKM, BJIaXXHble XpunNbl B NIErKMX 3aCTOMHOrO XapakTepa, 60sbLue cnesa.

PeHTreHoNnorn4yeckn npu cpegHux u 6onblmx aedekrax ycuneH
NIeroyHbIi PUCYHOK NO apTepuasibHoMy pycny. ObefHeHMe Nero4yHoro
puUcyHKa BO3HUKaeT npu hopMMpoBaHMM KOMMeKca Si3eHMeHrepa, Tak
KaKk MeHsieTcs cOpoc KpOBW crpaBa Has/leBO U Masiblil Kpyr KpoBoobpa-
LWeHns «pasrpyxaetcsa». MoxeT ObiTb BblpaXXeHHas kapguomeranus sa
cyeT AunaTauum NosiocTeill cepaua u rmnepTpoun Mmokapaa xenyaou-
KoB (puc. 54).

OKI (puc. 55) BbIsIBASET rMNepTpodomio M1okapga fIeBOro Xesyaoyka
UM KOMBUHUPOBAHHYIKO Meperpysky 060UX XenyaoukoB WM neperpysky
npaBbIX OTAENOB cepAua. HaxogAaT Takke 3amenieHne aTpuoBEeHTPUKY-
NIAPHOM 1 BHYTPWXENY[404YKOBOW MPOBOANUMOCTU, G/I0Kady NEBOR HOXKM
nydka lnca.
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Puc. 54. PeHTreHorpaMmma OpraHoB FpygHOWM kneTku y pebeHka 7 Mec.
¢ AMXKI (BblpaXeHHas kapavomeraivs M oboraileHve cocygmcToro
pUCYHKa nerkux)

Oxokapauorpadus B B-pexume BbIIBNSET pasMepbl U pacnosioxeHne
pedekra (puc. 56).

AMXI B MblWweYHOW 4YacTun neperopogkn (6ones3Hb Tosno4vMHoBa-
Poxe) oanH 13 caMbix 61aronpuaTHbLIX N0 NPOrHO3Yy BPOXAEHHbLIX NOPOKOB
cepgua. XXanob, kak npasBuno, HeT. KAMHU4Yeckue nposiBfIeHUs Nopoka oT-
CYTCTBYIOT 3@ UCK/TIIOYEHNEM CKPeOYLLIEro CUCTOIMYECKOTo LWyma Haf Bep-
XYLWKON W cnesBa OT rPyAuHbl. JleroyHas rMnepTeH3ns He pasBrBaeTcs.
MoxeT oTMeuaTbCs CNOHTaHHOE 3akpbiTue gedekTa.

NeuveHue. Tak kak npy 60nblWKX aedektax 6onee 50% 60/bHbIX YMU-
paloT Ha NepBOM oAy XW3HW, NokasaHa Xupypruyeckas Koppekuus nopoka
[0 2-3-neTHero Bospacta (Nydwe B Bo3pacTe 5-6 mec.).

Komnnekc koHCcepBaTMBHOWN Tepanuu BKIOYaEeT:

1) AWMrOKCKH W Apyrne cepaeydHble rnko3nasbl;

2) MOYErOHHbIE MpenapaTthl (flyywle kanuicoeperarowme);

3) kapguoTpoduyeckme cpeactea (kokapbokcmnasa, ButamuHbel B6, C,
E, pubokcuH, petabonun);
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Puc. 55. 3KI pebeHka
C fethekTom
MeXOKeNyJ0UKOBOA
neperopoakmu
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Puc. 56. YnbTpa3ByKoBoe
nuccnegosaHve cepgua npu
JethekTe MexKesnynoykoBoi

neperopoakun

4) npu conyTcTBylOWEN

NMHEBMOHUN — aHTUOUOTUKM

(nonycuHTeTMYeCKne Npouns-

BOAHblE MEHUUWNVHA, Le-

(asIoCnopuHbI).

MNpoTuBONOKasaHMemM K Xu-
pypruyeckoi koppekumn siBns-
eTcs flerovyHas runepTeHsvs u
doopMMpoBaHMe Komnaekca di-
3eHMeHrepa (nosiBneHve uua-

HO3a, ocnabneHuve LwymMa u ak-
LUeHTa Haj, /lero4yHbIM CTBOJSIOM
BO Il mexpebepbe cneBa,
YMEHbLUEHME XPUMOB B JIETKKX,
6onee pegkas pecnupaTopHas 3a601eBaemMocCTb).

Mennko-reHeTM4YeCKoe KOHCY/1IbTMPOBaHue.

MpuMepHbI YypOBEHb pucka MOBTOPHOrO POXAeHWs cubcos ¢ ANMKI
cocTaBnseT 3%, nocse poxaeHus AByx 60/bHbIX AeTeil pUCK NoBblLaeTcs
0o 10%, a Ans notomMcTBa 60/1bHOT0 POAMTESNS OH cocTaBnseT 4% (Xapnep
M.C., 1984).

MpeHaTanbHas AnarHocTuka 3Toin n apyrmux popm BMC npeacrasne-
Ha B KOHLE [aHHOV rnaBbl.

NEPEKT MEXMPEACEPAHOW MEPErOPOAKN (AMMM)

PacnpocTpaHeHHbIn BpOXAEHHbIW MOPOK cepgua. Ero yactota 1:1550
HOBOPOXAEHHbIX. Pasnuuator:

1) BTOpUYHbIEe AedhekTbl B 061aCTN 0OBa/IbHOrO OKHa (puc. 57) BNoTb A0
MOJSIHOrO OTCYTCTBUA MeXnpencepnHoli neperopofkn (cm. puc. 49);

2) NnepBUYHbIN AeekT aM6PMNOIOrMYeckn OTHOCUTCS K MOpoKkamM pasBu-
TUA aHTPUOBEHTPUKY/IAPHOrO KaHana.

FemogmHammnka. COpOC KPOBU OCYLLECTBSIETCA C/fieBa Hanpaso, 4YTO
NPUBOAMUT K YBE/IMYEHUIO MUHYTHOro o6bema Masioro Kpyra kposoobpatLe-
HWA. JleroyHas rMnepTeHs3ns pasBuMBaeTcs pefko. Mopok vaule oTmevaeT-
CA Y XEHLUMH, YeM Y MYXUUH.
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Puc. 57. 9xoKrI (B B-pexume) y pebeHka
Bo3pacTa 10 mec. ¢ AMIIM

KnnHmnka 3aBUCUT OT BbIpaXXEHHOCTU gedekta U reMoguHamu4eckmx
paccTpoicTB. Y yactu 60nbHbIX AMIM nposiBisieTcs yxe B paHHeEM BO3-
pacTte OAbllKOW, Taxvkapauen, oTcTaBaHMeM B pasBUTUK; Apyras 4yacTb
60/1bHbIX AeTell AnnTenbHOe BPeMs HEMI0X0 pasBMBaEeTCs, caMOYyBCTBUE
NX MOXET ObITb Masio HapyLleHHbIM. [edopmaums rpygHoli KNneTkn Habsto-
JaeTtcsa pefgko. paHuubl cepaua MoryT 6bITb pacluvpeHbl BNpaso. Bbicny-
LUMBAETCA Herpyobli CUCTOIMYECKUIA LWYM CneBa OT rpyauHbl, Il TOH ycunex
W pacwensieH. MoOXeT pa3BMBaTbCA cepAeyvHas HeoCTaTo4YHOCTbL No npa-
BOXes1lyJOUKOBOMY TUMy.

PeHTreHOorM4yeckn BbISBMSAETCA YMEpPEHHOe YCWU/eHUEe NIEr0YHOro
pyYCyHKa 1 HEKOTOpoe yBesiMyeHue pasMmepoB cepgua, 6osblue Bnpaso.

OKI (puc. 58):

1) anekTpnyeckas ocb CMeLLeHa BnNpaBo — yroa anbga 6onbLue 90°;

2) MMeloTCA Mpu3Haku rmnepTpodmm Mmokapaa npasoro npeacepamvs
(3aocTpeHHbIN, Bbicokuin 3ybel, P B oTBeaeHusx I, Ill, aVF u V, 2) 1 npaBoro
xenypouka (Boicoknii R B otBegeHusx I, 1, aVF u 'V, 2; rny6okuin S B oTBe-
pennsx |, avVL n V56, 3) HenosHas 6510kaja npaBoit HOXKM Mydyka [nca
Tvna RSR! nam rsRl B V, —y 85% 60NbHbIX.

Neyenue. Y 3% geteit ¢ AMIIM MOXeT oTMevaTbCA CNOHTaHHOE 3aKpbl-
Te gedpekta. Ecnm HeT AiBNeHuii cepaeyHolii HeoCTaTOuHOCTH Ha 1-m rogy
XXMW3HW, TO NPOrHO3 6onee 61aroNPUATHBIA, XUPYPrUyecKyo KOPPEKLUIO npo-
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aVF

Puc. 58. OKI Toro »xe 60/bHOro, 4To 1 Ha puc. 57
(BbicOoKknin 3ybey, P B oTBegeHusx I, avF)
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BOAAT K 5-6-neTHeMy Bo3pacTy. pu pa3BuTUM CEpAEYHON He0CTaTOYHOCTU
nokasaHo Ha3HayeHve cepAeyHbIX MMKO3MA0B U MOYETrOHHBIX.

Mefguko-reHeTn4eckoe KOHCy/bTMpoBaHue. py 1U30/MpoBaHHbIX
cny4asix 3ab60/1eBaHUSI MOBTOPHbIA PUCK ANst CMGCOB COCTaBMNSIET NpUMep-
HO 3%, ans notomcTBa — 2,5% (Xapnep M.C., 1984).

OTKPbITbII APTEPVAJIbHbIA MPOTOK
(BoTani/ioB NpPOTOK)

OAIN — 370 cocyf, PYHKUMOHMPYIOLWNIA cnycTa 1-2 Heaenwu nocre po-
XAEHWS, COeQUHSAIOLLNIA aopTy C NIETOYHOM apTepuei.

FemogmHamuka. MNpu OTKPLITOM apTepuasibHOM MPOTOKE NMPOUCXOAUT
cOpOC OKCUreHMPOBaHHOM KPOBWU M3 aopTbl B NIEFOYHYO apTeputo 1 obora-
LLieHne Masoro Kpyra KpoBoobpalleHusi. 310 06ycnaBnnBaeT pacluupeHme
NPeUMyLLLECTBEHHO JIEBLIX OTAE/I0B CEepAua, HO NpU pasBUTUM JIETOYHOWA
rmnepTeH3uun, Y4To 6biBaeT Ha 6osee No3gHMX cTaausax Nopoka, npeobnaga-
eT AunaTaums u rmnepTpodinst NpaBoro xenyaoyka. MoXeT BO3HUKHYTb
0o6paTHbIi BeHoapTepuasibHbIli cOpoc, U pasBMBaeTCs LMaHO3.

KnuHnka. Cnycta 1-2 Hepenu nocne poxAeHust MosiBASeTCs LWym B
cepgue — BHavyasle CUCTO/IMYECKUIA, 3aTeM NPUCOEAVHSIETCS AMaCTONN-
YeCKU (LUyM «MEeNbHUYHOIO KoJleca», «MallUHHbIA Wym»). OH fydlle npo-
cnywmBaeTcs Bo Il mexpebepbe cnesa y rpyavHebl, a elle yetye — B Haf-
KIIOYNYHOW o6nacTu cnesBa W Ha cnuHe. Hapsgy C¢  TUNUYHBIM
C/CTON0ANACTONMMYECKMM LUYMOM VMEKT MECTO MpU3HaKu 06oralieHust
MaJioro Kpyra — TaxurnHo3, akpoLmaHo3, MOryT 6biTb XpUMbl B JIETKMX, Yac-
Tble pecnupaTopHble 3aboneBaHus. paHuLbl cepAua paclumMpsitoTcs npe-
UMYLLLECTBEHHO BNIEBO, (DOPMUPYETCS cepAeydHblii rop6. [leTn oTcTakT B
chm3myeckom 1 MOTOPHOM pa3BuTUW. Pa3BuBaeTcs ceppevyHas HepocTa-
TOYHOCTb BHavasie Nno NIeBOXEsTyJ04KOBOMY TUMy, a 3aTeM — Mo Mepe -1 pas-
BUTUS:

1) NerovyHoi rmnepTeHsnn (BblpadKEHHbIV akUeHT Il ToHa Hag NerovHbIM

CTBOJIOM);

2) runepTpohmm NpaBoro Xesaynouxa,;

3) cMmeHbI copoca KpoBY Ha BeHoapTepUasibHbIA 1 N0 NPaBOXenyA04KOo-

BOMY Tumy.

PeHnTreHonornyecku (puc. 59) BbisiBNsieTCS:

1) ycuneHHoe KpoBeHano/IHEHNE NErKuX;

2) yBenunueHne pa3MepoB cepaua — B Havyasie NeBbIX;

3) BblOyxaHue ayrv JIero4HON apTepuu;

4) crnaXeHHOCTb CepAeYHON Tanuu.
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Puc. 59. PeHTreHorpaMma OpraHoB rpyaHoi KneTku y pebeHka
C OTKPbITLIM apTepuasbHbIM NMPOTOKOM (OGBLACHEHUS] B TEKCTE)

Mpu pasBUTUN NErOYHON TMNEPTEeH3UM — YBESIMYMBAIOTCA NpaBble OT-
Jenbl cepaua, 3HaunTeslbHO BblbyXxaeT ayra fero4Hon apTepuu.

OKT:

1) anekTpnyeckas oCb PacnosioXXeHa HOpMasibHO WN OTK/IOHEHA B/1IEBO
(yron anbta meHblie 30-40°.);

2) nNpu3Haku rmnepTpocmn NeBoro xenyaoyka (BbICOKMA R B oTBEAEHU-
ax | u V5 6);

3) cucTonuyecknii nokasaresib yBemyeH.

Mo mMepe pa3BUTMSA NIEFOYHON TMNepTEH3UM NPUCOEANHAITCA NPU3HaKn
rMnepTpodrn NPaBoro xesnyaouka (Bbicokmii R B otBegeHusx lll n V, 2, rny-
60okuiAi S B OTBEAEHMSAX | N Y B-

NnedyeHne. Xypypruyeckas koppekuus nopoka (vawe nepessska OAl,
pexe — nepeceyeHne ¢ ylMBaHUEM apTepUasibHOro U 1Iero4YHOro KOHLIOB)
B BO3pacTe cTapue 6-12 mec.

B nepBble 8-14 AHEN XU3HN BO3MOXHO «MeAMKaMEHTO3HOE» 3aKpbiTue
apTepuanbHOro NpPoToka C NOMOLLLIO MHAOMETaluuHa, KOoTopble, SABASASACH
WMHIMBMTOPOM npocTarnaHanHos E2 u 12, cnocobecTByeT cnasmy npoToka c
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nocnegytwouwieii ero obnutepauvein. VMiHgomeTaymH HasHavaloT BHYTPUBEH-
Ho B go3e 0,1 mr/kr 3-4 pasa ¢ MHTepBasioM 6-8 4acos.

Mpy cepaeyHoli HeAOCTATOYMHOCTM MOKAa3aHO Ha3Ha4YeHue AMIoKCKHA,
MOYEroHHbIX NpenapaToB, OKCUreHoTepanun, 3puTpouuTapHoi Macchl ans
nogaepxaHnsi ypoHs He He meHee 120 r/n n rematokputa 0,40-0,45. O6-
Llee KOMYEeCTBO BBOAMMONM XWAKOCTU TakMM AETSM He AO/DKHO MpeBbl-
watb 70-100 mn/Kr/cyTKu.

MpOrHo3 cepbesHbiii, T.K. 20% 60/bHbLIX AETeil C OTKPbITbIM apTepu-
a/1bHbIM MPOTOKOM, €C/IM He MpoBOAMIACH Onepauns, yMUparT B PaHHEM
BO3pacTe OT cepAeyHoli He4oCTaTOYHOCTU. Y B3POC/bIX NpPOBeAeHue one-
pauun 6biBaeT 3aTpyAHEHO M3-3a BTOPMYHbIX M3MEHEHWI (NeroyHas runep-
TeH3ns, GakTepuasibHbIii 3HAOKApPAWT, CKAepo3 COCy[0B, aHEBPU3MbI W
T.4.), MO3TOMY OnepupoBaTb 3TUX 60/IbHbIX HEO6X0AMMO B AETCTBE.

MepgmnKo-reHeTU4YeCKOe KOHCYJ/ibTupoBaHue. [locne ucko4veHus
BPOXAEHHOIO CMHAPOMA KPACHYXM B OCTa/IbHbIX C/y4asix NOBTOPHbIA PUCK
Kak gns cmbcos, Tak u ansa notomctea — 3% (Xapnep M.C., 1984).

TPAHCMNO3NUNA MATUCTPAJIbHbLIX COCYOB
(TMC)

TMC — opHa 13 Hambonee Tsaxenbix dopm BIIC, BcTpeuatowasncs
TOMbKO B paHHeM BoO3pacTte, T.K. MPY HEKOPPUTMPOBaHHOM AediekTe npor-
HO3 [i/191 XXM3HU BOJIbHBIX C AAaHHOW NaTonormeid kpanHe He6NaronpUaTHLINA.
TMC oTHOCUTCA K MOPOKaM CUHEero Ttuna.

FemoanHammka. PasnnyaloT NosiHyH U HenosiHyo (aHomanmsa Tayc-
cur-buHra) TMC, a Takke ee co4yeTaHue c¢ gpyrumm BIIC. pu nonHoi
TpaHCno3nuun aopta HauMHaeTCsl U3 BEHO3HOro, a JIero4Hol CTBO — U3
apTepuasibHOro Xenygoudka, npu aHomanuu TayccuHr-BuHra (HenonHas
TMC) aopTa HauyMHaeTCs U3 BEHO3HOrO, a JIerO4YHOM CTBOM — U3 060UX XKe-
NYyO04KOB.

Crniegyet Takke pasnnuyaTtb U3onuposaHHyto TMC — nopok, npu KoTo-
poM uMeeTCcs MOJSIHOEe pasfefieHne KpyroB KpPoBOOOpALLEeHWs, B CBA3U C
4yeM 3TOT AedIeKT HECOBMECTUM C XM3HbIO: OTMEeYatloTCA MepTBOPOXAEHUSA
WM HOBOPOXAEHHbIE MOrnbaloT B nepBble Yacbl U AHU MOCNE POXAEHUS.
Yalle BcTpeyaeTcs KombuHaumsa TMC ¢ gpyrumu nopokamu cepgua u co-
CYAo0B (cenTasibHbIMX AedekTamun, OTKPbITbIM apTepuasibHbIM NPOTOKOM),
4YTO AaeT BO3MOXHOCTb Kpyram KpoBOOOpaLleHUs CO0obLWaThbCcs: YacTb ap-
Tepnann3vpoBaHHOW KPOBM B NEPBOM Cllydae U3 /1EBOr0 Xenyaoyka yepes
AMXKI1 nonagaeT B aopTy, OTXOAALLYIO OT MpPaBOro Xesygo4yka, a BO BTO-
poOM crlyyae Kpyru KpoBooOpalleHusi coobLLanTCa Yepes OTKPbITHLIA apTe-
puvasbHbIi NPOTOK. TakMMm 06pa3om, BEHO3Hasi KpoOBb, LMPKyAupyoLlas B
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60MbLUOM Kpyre KpoBOOOpaLleHUs, YaCcTUYHO oborawaeTcs KUC/0pPOAOM.
TSKeCTb HapyLleHWin reMoaMHaMuKN MMeeT 06paTHY0 3aBUCMMOCTb C Be-
JINYNHOIM NEPEKPECTHOrO LUYHTa: YeM MeHbLUe MPOUCXOoAUT nepemMellmBa-
HVWEe KPOBM, TEM BbIPA@XEHHEE rMrnoKCceMmns n TXeCcTb KIUHWKU. Hambonee
6naronpusaTHbIM A1 remMognHaMmunki npn TMC gBnsieTca ee coveTaHue ¢
ONMOKIT v AMIT.

KnuHmka. OCHOBHbIE MPU3HaK1 Nopoka — pe3kuil LnaHos, Taxukapams,
3aMeTHOe oTcTaBaHue B U3NYeckoM pasBuUTUKU. [pu yCUSIEHHOM fieroy-
HOM KPOBOTOKE (OTCYTCTBYET CTEHO3 JSIerO4YHOro CTBO/A) Y 60J/IbHbIX OTMe-
YyaeTcsa ofbllLKa B NOKOe, YacTO BO3HMKAOT pecnmpaTopHble 3abonesaHuns,
LMaHO3 pes3Ko BblpaXeH. 3aMeTHbl Mynbcauus LWeliHbIX BEH U «CEpPAEYHbIiA
rop6», rpaHuubl cepaua pacluvpeHsbl, || TOH Nog NerovyHbIM CTBOJSIOM ak-
LEHTUPOBaH, MOXET BbIC/TyLUMBATLCA CUCTO/IMYECKWIA LIYM U3-3a cenTaslb-
HbIX AedekToB.

Mpn obegHeHUn neroyHoro KposoToka TMC (CO CTEHO30M NEero4yHoro
CTBO/1A) NPOTEKaeT flerye 1 No KAMHUYECKOW KapTUHe HanoMuHaeT TeTpagy
danno.

PeHTreHOM10rnyeckn NeroyHo puUcyHok yatle (Npu conyTCTBYHOLLUX
OMXTI 1 OTKpbITOM apTepuasibHOM MNPOTOKE) YCUMEH, pexe — HopMaslb-
Hblli (MpY IETOYHOM CTEHO3€). BbICTPO pa3BUBaETCA KapAMOMEravs, ume-
oLas TMNMYHy opMy — «AiLo, fiexatlee Ha 60oky» (puc. 60); Pasmepbl
cepAaua yBesmyeHbl 3a cHeT 060MX XenyaouKoB.

OKI' — anekTpuyeckass ocb OTK/IOHEHA BMNpaBo, rmnepTpodus Muokap-
a npaBsoro xesynouka u npasoro npeacepans (puc. 61). Y getein nepsbix
HeJeslb XM3HU MOXeT ObiTb €AMHCTBEHHbIN NPU3HaK NpaBoXenya04KOBOW
rmnepTpodnm — NONOXUTENbHbIA T BV, 2;

JleyeHne — TONbKO XMPYPIrMYeCcKoe 1 No BO3MOXHOCTM paHHee.

MporHo3: HeonepupoBaHHble et ¢ TMC — B NepBy0 HeLEesto XU3Hu
ymupatoT okono 30%, B NepBblii Mecsil, — 60/1bLle MOMIOBKHbI, HA NEPBOM
rogy *u3Hm — noutn 90%.

MenaunkKo-reHeTU4ecKoe KOHCY/IbTUpOoBaHue. MoBTOpPHbIA puck TMC
Ons cnbcoB — meHee 2%.

TETPALA ®AJINO

Haunbonee pacnpocTpaHeHHbI NOPOK cepAua cuHero Tuna. Bkniovaet
4 npusHaka:

1) cTeHO3 nero4yHoro cTBona (CTPOro roBops, BbIBOAHOMO OTAena npa-
BOrO Xesyaouka Ha pas/iMyHbIX YPOBHSX);

2) rnnepTpodmio MUOKapaa npasoro Xenynouka;

3) pethekT MeXxoKesyJ0UKOBOM NeperopoaKu;
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Puc. 60. PeHTreHorpamMma OpraHoB rpyaHoOi K1eTku y pebeHka
Bo3pacTa 1 Mec. ¢ TpaHCno3uuMein MarucTpasbHbIX COCYA0B
(cbopma TeHu cepaua B BuAe «siua, nexawlero Ha 60Ky»;
COCYANCTbIA PUCYHOK NIErKMX 060raLleH)

F///\WVi 11
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Puc. 61. 3KI Toro xxe pebeHka, 4To u Ha puc. 60



4) AeKCTpono3nunio aopTbl (BTOPMUYHYHO, CBSI3aHHYHO C cybaopTasibHOW
nokanusaupen AMXKI).

Moutn y 40% 60NbHbIX ¢ TeTpagoli ®anno nmerTcs Apyrue conyTcTBy-
towme BIIC: nNpaBOCTOPOHHASA Ayra aopTbl, BTOPUYHbIA AMIII, OTKPbITbIV
apTepuanbHbIi MPOTOK, aTPUOBEHTPUKYNSAPHASA KOMMYHUKaUMS, 4acTuy-
HbIli aHOMasIbHbI ApPEeHaX NerovHbIX BEH U T.A4.

FemoguHamMuvka onpegensieTcs BbIPaXEeHHOCTbIO CTeHO03a /1IerovHol
apTepum n pasmepom AMXKI. Mpy 3HAUNTENBHOM CTEHO3€ N 60/bLUNX pas-
Mepax gediekta (Hanbonee yactas aHaTOMM4Yeckas cuTyauumsi) BO BpeMs
CUCTONbl KPOBb M3 060X XEeslyA0o4KOB MOCTynaeT B aopTy W B MeHbLUel
CTeneHn B JIErOYHYI0 apTepuio. PacnonoxeHue aopTbl «BEPXOM» Ha MeX-
XenyaoykoBOW neperopogke NpuBoauT K 6ecnpensaTcTBEHHOMY NOCTyne-
H/IO B HEee KpPOBW W3 NPaBoro xenyaoyka. B cuny atoro npu tetpage dan-
10, Kak npaBw/io, He pa3BUBaETCH MNpaBoOXenyaouvkoBas cepaevHas
HeJOoCTaTOYHOCTb. B cryyasix ymMepeHHOro HebOo/bLIOro CTeHO3a MOXeT
UMeTb MeCTO JfieBOMpasblii COPOC, YTO KIMHUYECKN NPOSBASETCHA OTCYT-
cTBMEM LmaHo3a. OgHaKko OH MOXeT MosBNATbCA B 60nee crapliem BO3-
pacte (nocne 1-2-x neTt) No Mepe yBe/IMYEHUS BbIPAKEHHOCTU CTEHO3a U
nepexoja sieBonpasoro cébpoca KpoBM B NpaBo/ieBbIA (BeHoapTepuaslb-
HbIi). JleBble oTAenbl cepaua npy Tetpage ®anno y getein yHKUMOHa b-
HO HeZOrpyXeHbl, YTO ABASAETCHA MPUYMHON OTHOCUTESIBHON rnnonaasnmn
NeBOoro xesnyaoyka. 31oT (PeHOMEH He BCTpeYaeTCs Yy B3POC/bIX 6O/IbHbIX
13-3a BbIpaXXEHHOCTU KO/narepasibHOro KpoBoobpatleHus.

KnunHuka. Begywmin KNMHUYECKWIA NpU3HaK — O6LMIA LUmMaHo3, KOTOpbIi
MOXeT ObITb BbIPaXeH cpasy Moc/ie poXAeHUs, a MOXeT NosBATLCA B 60-
Nee cTaplem Bo3pacte (K KOHUY 1-ro roga »u3Hu). Hapsgy ¢ umaHO30M
nMeeTcs Taxukapgus, nonuuutemms (sputpouuTtoB 6onee B0 12/n) npwu
CHWKEHMN CbIBOPOTOYHOrO Xenesa (MeHee 9-10 MKMOSb//), BbICOKUA re-
matokpuT (cebiwe 0,50). B cepaue (Bo Il mexpebepbe criea) NpocayLuu-
BaeTcs rpybblii cuMcTonnyecknii Wwym (U3-3a CTeHo3a, a He us-3a JMXKI).
MoxeT 6bITb ofplllka (KoMneHcaTopHas) No TUny AMCNHO3. [leTn ymepeH-
HO OTCTaloT B (hr3M4ecKoM pa3BuTun, POPMUPYIOTCA CUMNTOMbI XPOHUYeC-
KO/ TMNOKCUM — «4acoBble CTekNa» U «bapabaHHbIe NasoYKn».

TsKenehwnmMmn ocnoXxXHeHnAMN TeTpanbl Paniio ABAAITCA O4bILLEeYHO-
LUuaHoTMYeckme NpUCTynbl U HApYyLLIEHUS MO3roBOro kpoBoobpalleHus (13-
3a BbICOKOW BSA3KOCTM KPOBMW, KOMMEHCATOPHON LeHTpanusaumMm KpoBOOO-
paweHus n paccTpOMCTB MUKPOLMPKYNIAUUK). Y 60/bHbIX BO3HUKaeT
BO30OYXAEeHVe, YCUNNBAIOTCA Taxukapans, TaxmMnHod U LUMaHOo3, MOXET Ha-
cTynaTb 06MOPOYHOE COCTOAHME. [/IMTeNIbHOCTb NPUCTYNa — OT HECKO/1b-
KMX MUHYT 4O HECKOJSIbKMX YacoB. [leTn paHHero Bo3pacTa OTKa3blBaloTCs
OT efbl, CTapLuero Bo3pacta — NPUHUMAOT TUMNYHOE MOMOXEHWe, npuca-
XNBAsICb Ha KOPTOYKMU.
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PeHTreHo/1IorMyeckn cocyamcTblii PUCYHOK NErkux 06efHEH, TEHb cep-
Aua Hebonblias, dpopma cepgua TUNMYHas — B BUAE «AEPEBAHHOrO 6al-
Mayka» 3a CyeT NPUMNOAHATOM Haj AuadparMoli BepxyllkM u 3anageHus
Oyrv NeroyHoi aptepun. MoxeT MMETb MECTO YBE/IMYEHNE MpaBbIX pasme-
poB cepaua.

OKrI: yron anba 6onbwe 100°, Npu3HakM rmnepTpodun nNpasBoro xe-
nypouka (Bbicokuin R B otBegeHusx I, avVF n V, 2 rnybokuin S B oTBEAEHU-
ax | n V56 y 1/5 601bHbIX onpegenseTcsa HenonHas 610kaga npaBoii HOX-
Kn nyuka 'nca (3a3ybpeHbl n pacwenneHne R B otBegeHusx lll, avVR, aVF u

Oxokapauorpagusa B B-pexume nossosnsieT onpegenvtb AMXKI, cTe-
NneHb S1Iero4YHOro CTeHO3a 1 CMeLLeHUs aopThbl.

JleueHne — xupypruyeckasi Koppekums nokasaHa sBceM 60/1bHbIM C TeT-
pagoii ®anno, T.K. cpeaHas NPOAOC/DKMTENBHOCTb XU3HM HEOoNnepupoBaH-
HbIX 60/IbHbIX — 0KOM10 12 net. O6bIMHO B paHHEM BO3pacTe Aenaetcs
nannnatveBHas onepauusi, No3BOMAIOWAA AeTAM AOXMTb A0 Bo3pacTta 5-6
NleT, Korga ¢ MeHblUel CTENeHbo pucka BbIMOSHAETCS pajukasibHas Kop-
pekumsa nopoka.

B npea- n nocneonepaynoHHOM nepuofax nokasaHo Ha3HayeHue Me-
OMKaMEeHTO3HOro KoMMsekca, y/y4lialwuiero peosiormnyeckme cBoOMCTBa
KPOBM M MUKPOLIMPKYALMIO — KypaHTua no 3-5 mr/kr/cyTkn, 6pycen no 20
Mr/Kr/CyTKW, peononnraokMH no 5-10 Mr/kr/cyTku, npenaparbl xenesa ans
napeHTepasibHOro BBeAeHus. aToreHeTuyecku onpaBLaHO HasHayveHue
6eTa-agpeHobsiokatopoB (MuHkoB W.IM., 1992) — o063ngaHa unm aHanpu-
NuHa no 1 mr/kr/cyTKu.

HeoTnoxHas nomoLlib Npy OAblLLUEYHO-LMaHOTUYeCKMX npuctynax: 1)
oKcureHoTepanus, 2) cefaTtuBHble npenapaTbl (MMnonbdeH, npomenon,
penaHuym, 3) kopanamuH, 4) agpeHobsiokaTopbl (063ngaH, aHanpuinH), 5)
KypaHTUn. Bce npenapaTbl BBOAAT NapeHTepasibHO. [1s KynvpoBaHus
NpuCTYNoB criedyeT BO34epXaTbCA OT MPUMEHEHUS CepAeYHbIX [IMKO3U-
00B (YBe/IMUMBaKOT CKJIOHHOCTb UHPYHANOYIAPHOrO CTEHO3a K cnasmy).

MporHo3 npu pagvkasibHOW XMPYPruyeckoi koppekuun 6naronpust-
Hblii: yepe3 10 neT nocne onepaunm 90% nauyneHToB BeAyT MpPakTUYECKU
HOPMaUTbHbIA 06pa3s XMU3HW.

Meanko-reHeTnYeCcKoe KOHCY/IbTUpPoBaHue. MNOBTOPHbIA puUcK TeTpa-
Obl ®anno coctaenseT: gna cmbecos — 3%, ona notomcrea — 4,2% (Xap-
nep MN.C., 1984).

230



ATPE3VA TPEXCTBOPYATOIO KNAMAHA

Mpn aTOM NOPOKe OTCYTCTBYET COOOLLEHNE Mexay npasbiM npeacepam-
€M 1 MpasbIM Xenyao4ykoM. 1o yacToTe OH 3aHMMaEeT TPeTbe MECTO cpeam
MOPOKOB CUHEro Tuna nocsie TPaHCno3vuun MarncTpasibHbIX COCYA0B U
TeTpagbl ®anno. Yactota ero 1:10000 HOBOPOXAEHHbIX.

lemoamHamMuvka ornpegesisieTcs codyetaHnem artpesvn ¢ APYrUMU KOM-
neHcupylowmmm aHomanmamu — AMIIM, AMXKT, oTKpbITbIM apTepuasib-
HbIM NPOTOKOM. B nepBoM criyyae coyeTaHusi KpOBb U3 NPaBOro npeacep-
OMsi He MOXeT nocTynaTb B MpaBblii Xxenygoyek n yepes AMIMM noctynaet
B neBoe npeacepave. OTTyJa CMellaHHast KpoBb HanpaBsieTcs B JIEBbIiA
Xenyaoyek n aopTty. B aTom criydyae KpoBb B fierkue nonagaet yepes oT-
KpbITbI apTepuasibHbli NpoTok. Mpu conyTtcTBytowem AMXKIT KpoBb yvac-
TUYHO MOCTYNaeT B MNpaBblil Xenyaouek n ganee yepes SiIeroyvHblii CTBOS B
nerkue.

KnuHunka. HanomunHaeT nposiBfieHuss TeTpagbl Pasio, HO npoTekaet
6onee TAXeENO.

OKI; naTOrHOMOHMYHbIM Npu3HakoM (y 80-85% 60/bHbIX) SIBASIETCA CO-
yeTaHve OTKNOHEHWS 3/1eKTPUYECKO ocu cepaua BNeBO C LnaHo3oM. Mme-
I0TCA NPOSIBNEHNS rnepTpodnm NeBoro xesnyaouka (BbiCokMii R B oTBeje-
HMAX V6, V5) B codeTaHum ¢ oTpuuartesibHbim T B V5 6. 3ybeu R B
oTBegeHusAx | 1 Il Takke, Kak npaBuno, yeesamyeH. MoryT ObiTb NpuU3Haku
P-mitrale (3y6eu P B |, II, V5, V6 6onee 0,1 cek, ABYyrop6bilit).

JleyeHVe — TOJILKO XMpYypruyeckas KOppekuns rnopoka: B paHHEM BO3-
pacTe nasivaTuBHas, B 6osiee cTaplueM BO3pacTe — pajukasibHas.

N30JIMPOBAHHbLIA CTEHO3 IEFOYHOW APTEPUU

3TO0 — OAWH M3 pacnpocTpaHeHHbIx BMNC. KnnHnuyeckne ocobeHHOCTU
MOSIHOCTbIO 3aBUCAT OT CTEMEHN CTEHO3a.

Mpn HeBbIPaXXEHHOM CTEHO3€ AEeTU HEMJIOXO Pa3BMBAIOTCS, Xasl00bl Ha
OAbILLUKY BO3HUKAKT TOMbKO MpU (OU3NYECKON Harpyske; HepeaKo KOHUMKM
nasbLEeB, HOC U LLEKN MMEKT MasIMHOBbLIA OTTEHOK.

Mpy 3HauUNTE/IbHOM CTEHO3€e AaB/ieHNe B NpaBbiX MOIOCTSX cepaua no-
BbILLAETCA N BEHO3Has KPOBb Yepe3 OBas/IbHOE OKHO MOCTYMNaeT B fieBoe
npeacepgme (NpaBoneBbIl COpPOC) — NOSBASAETCA UMaHO3. Takoih KoM-
n/iekc NOPOKOB MHOTAAa HasbiBalOT Tpuagol danno.

KAMHMYecKn npyu CTEHO3€e NEerovHoli apTepum onpeaensieTcs YCUeH-
Hblli CepAeYHbIii TOMYOK, B GOMbLUMHCTBE C/ly4yaeB BAO/b JIEBOr0O Kpas rpy-
OnHbI, ocobeHHO Bo Il mexpebepbe, onpegensieTcsa rpybbiii cuctonmyec-
Knin Wwym, Il ToH ocnabneH. Hepedko pasBuBaeTcs cepaeyHas HeaocTaTou-
HOCTb MO NPaBOXeslyA04KOBOMY TUMY.
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PeHTreHoNorn4yecku otmevaeTcs peskoe obefHeHMe JSIero4YHoro pu-
CyHKa, BblbyxaeT Ayra /ieroyHoli aptepun, pasmepbl cepaua yBennyeHsbl,
6onbLue BNpaBo.

JKrI: (puc. 62) nNpu3Haky BbipaXXEHHOW rmnepTpodmn Muokapga Kak
npaBoro xenygouka (Bbicoknini R B otBegeHusx I, Il n V,; 3HauuTenoHoe
OTK/IOHEHME 3/1EKTPUYECKON OCK BNpaBo — yros anbha 6onbue 110°), tak
¥ NpaBoro npeacepans (BbICOKWIA, 3a0CTPeHHbIA P B oTBeaeHusx i, I, aVF
n Vv2).

NeyeHne — xupyprunyeckoe. Mpn cepaeyvyHoil HeAOCTATOUYHOCTM AaloT
HeNpoAO/IKNTENbHbLIA 3DEKT cepaeyHble rNKO3uabl 1 kapamoTpoduyec-
Kve npenaparbl.

CTEHOS3 YCTbA AOPTHI

OTOT BpPOXAEHHbI MOPOK cepAua npeacrtaBnsieT coboli gedopmaumio
CTBOPOK K/anaHa, ConpoBOXAatoLLyocs (UM He COMPOBOXAAOLLYOCS) CY-
XEHMEM KnanaHHOoro, HagknanaHHOro Wnm nogknanaHHoro OTBEPCTUS.
JaHHbIi nopok coctasnset 2-7% Bcex BMC (Keith J. et al., 1978), nuua
MYXCKOro nona rnopaxarTcs B 2-3 pasa valle.

Hanbonee yacto BCTpeyaeTcsl knanaHHblii cTteHo3 — y 50-80% 60/1b-
HbIX, pexe — noAknanaHHbIi 1 ele pexe — HagkanaHHbI CTEHO3 YCTbA
aopTbl (benoycos HO.B. n gp., 1979; CuagenbHmkoB B.M., 1986). Y 60/b-
LUMHCTBA AeTeil CO CTEHO30M YCTbS aOpTbl BMECTO TPEX UMEKTCH TOSbKO
OBe cTBOpku knanaHa (Storch H. et al., 1979). MNpumepHo y 1/5 60/bHbIX
OTMeYaeTCs coveTaHne cTeHo3a aopTbl ¢ Apyrumun BIIC: OTKpbITbIM apTe-
puasibHbIM NPOTOKOM, KoapkTtaumein aopTbl, AMXKIT.

Mpy cTeHo3e yCTbA aopTbl pasBMBAETCS BbIpaKeHHas runeptpodus
MUoKapa /1eBOro Xenyaouka, aHgokapa ero ytonwaeTcs 3a cyet mbpos-
nacto3sa (pesynbTaT geumumra KOpOHapHOro KpOBOTOKa U runokcun). Mpu
KnanaHHOM CTeHo3e 06HapyXuBaeTcs MOCTCTEeHOTUYeckas aunatauus
BOCXOASLLEl aopThbl.

KnuHnyeckne nposiBfieHUs1 CTeHo3a YCTbs aopTbl BeCbMa nosmmMopd-
Hbl. XKanobbl MoryT 6bITb pas3nnyHbIMU: OAbllwka, 60/1b B 06nactu cepaua,
cepauebuveHue, ronosHas 60/b, roNOBOKPYXEHUE, B psje c/yvyaeB — 00-
MOPOKU. prUUYNHOI KpaTKOBPEMEHHOM NOTEPU CO3HAHUA ABMAOTCH YMEHb-
LWUEHHbIV cepAeyHblii BOGPOC 1 HapyLLeHWs puTMa cepaua.

MpumMepHO y 20% 60/1bHbIX MOPOK ANUTESIbHOE BPEMS MOXeT npoTe-
KaTb 6eCCUMNTOMHO.

CTeHO03 yCTbsi aopTbl MOXET O6bITb MPUUMHON BHE3anHol CMepTy Ha
(ooHe 6eccMMNTOMHOrO TeveHns npouecca (peskuin 4edunymT KOPOHAPHOTo
KpOBOTOKA).
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Puc. 62. 3KI pebeHKa CO CTEHO30M /IerOYHOM apTepun (BblpaXKeHHble NPU3HaKu
runepTpocun npasbiX OTAENOB MUOKapAa — Npeacepans v xenygodka) (Hayaso)



Puc. 62. OKI pebeHka CO CTEHO30M NIErOYHOM apTepun
(BblpaxkeHHbIe MpU3HaKM runepTpodnn npasBbiXx O0TAENOB MUOKapga —
npeacepous n xenynodka) (OKoH4YaHue)

AyCKyNnbTaTUBHO | TOH rPOMKMIA (32 UCK/IIOYEHNEM CyYaeB C BblPaXKeH-
HbIM hnbpPOaNaACTO30M IHAOMMOKapAa). MasbnaTopHO YacTo onpenenset-
CA CUCTO/IMYECKOoe ApoXaHue BO BTOPOM Mexpebepbe cnpasa OT rpyauHbl
(Mpn kManaHHOM W HagknanaHHoMm cteHose) unu B -V mexpebepbe cre-
Ba (Npv nogknanaHHOM cTeHo3e). py6bli CUCTONMYECKUA LWyM, CBS3aH-
HbIli C | TOHOM, BbICNyLUMBAETCA B 3TUX Xe yyacTkax. [MynbC Ha Horax u
pyKax NMOHWXEHHOro HanonHeHus, ALl Ha HWXHel rpaHuLe HOpPMbI.

MpumepHo y 1/3 peTeil ¢ HagKNanaHHbIM CTEHO30M aopTbl OTMeYaeTcs
XapaKTepPHbIA BHELWIHWIA BUA: MU0 «3/bdha», 0bunne cTurm gmsamépuore-
He3a, Apyrve, KpoMe CTeHo3a aopTbl, MOPOKM pa3BUTUS (KPaHWOCUHOCTO3,
Kocornasue, rpbbxu, nedektbl neperopogok cepaua). Bce ato onucbiBaeT-
csl Kak cuHapom Bunnbsimca-BoripeHa ¢ ayToCOMHO-A0OMUHAHTHBLIM TU-
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NoM HacnefoBaHus. PaHblue ero cBA3blBa/IM C rmnepBuTammHo3om [y 6e-
PEMEHHO XEHLMHbl Ha (POHEe aHTeHaTas/lbHOW NPOIUIAKTKM paxuta Bu-
TamuHoM [l ¢ nocneaytouleli runepkanbumemueii y npobaHga. B HacTos-
lee BpemMsa I3TOT CUHOAPOM CUUTAETCA OAHUM W3  MPU3HaKOB
HacneacTBEHHOro 3ab0sieBaHns cCoeqUHUTESTbHOM TKaHW.

OundbdbepeHumnanbHbI AnarHo3 CTeHo3a yCTbA aopTbl NpeacTaBnseT
Hemasible TPYAHOCTU. VckoyatoT peBMaTnyeckoe 1 cenTuyeckoe nopaxe-
HWe KnanaHoB aopThbl, AEONATUYECKNIA TMNEPTPOGINUECKNI CyGaopTasibHbIN
CTeHO03, a Takke OAMXKII, KoapkTauuo aopTbl, CTEHO3 NIEFOYHON apTepun.

Ha peHTreHorpammax npv CTeHO3€e aopTbl SIErO4YHbIA PUCYHOK He K3-
MeHeH. Ero ycuneHue no BEHO3HOMY pycsy OblBaeT npu 3HaYNTEeNIbHOM
CTeHo3e. Tanus cepgua pesko BblpaxeHa, Bepxyllka NpunogHaTa Hafj au-
aparmoii. ¥ 60/bLWIMHCTBA 60/1bHbIX Kapanomeraimm HeT. OHa MOXET Ha-
61aaTbCsa B CyyYasx AUCKPETHOro (MeMbpaHO3HOro) CTeHo3a. TUNUYHbIN
Npr3HaK K1anaHHOro CTeHo3a — pacluvMpeHne BOCXOAsLen aopThbl.

® KT chukcmpyeT BbICOKOAMMNAUTYAHbIA poMO0OBUAHON (POPMbI CUCTO-
NnYecknii Wym ¢ Makcumymom Ha aopte. LUym gocturaeT makcumyma B
nepBoii MOMOBUHE CUCTO/IbI MPU YMEPEHHOM CTEHO3€E, a NPU 3HAYNTENIbHOM
CYXXEHUN — BO BTOPOIi NOSIOBYHE CUCTO/bI.

DOxokapguorpadunsa B M-pexume 4acto obHapyxusaeT ABYycC-
TBOpYaThlil KNanaH aopTbl, Aedopmaumio knanaHoB, runepTpodumo Mmo-
Kapga NneBoro Xesayaouka, MoBblleHWe CUCTOIMYECKOro [AaBfIeHUs U KO-
HEYHOro AuacTtosimyeckoro pgaefieHus. [pu gByxmepHoit 3IxoKIr
onpefenseTca xapakTepHblii CUMITOM MOPOKa: Ayroobpas3Hoe BblbyxaHue
CTBOPOK B MPOCBET cocyfa, MasTHUKOO6pa3Hble UX ABwXeHus. Jonnnep-
3IX0-kapauorpadusa peructpupyeT TypOyneHTHbI NOPOK Ha YPOBHe kiana-
Ha W B HaJKNanaHHOM NPOCTPaHCTBe.

Ha 3 K I': npusHaku runepTpodhmum Muokapga NeBsoro xenygoyka (rny-
60Kunin 3ybel, Siny u BbicokMii R|V ; nNpu BbIpaXXEHHOM CTEHO3€e U u-
nepTpodoun Muokapga B oTeeneHunsax V56 peructpupyoTcs CHUXeHue cer-
MeHTa ST Ha 2 MM 1 6o/lee HMWXKe U30NNHUKU C OoTpuLaTesibHbIM 3y6uom T,
YTO OTPaXaeT CUCTOJ/IMYECKYIO Neperpysky N1eBOro xesnyaouka, yxyaleHve
cy63aHAoKapAnanbHOro KpoBOTOKa. YKa3aHHble nameHeHus 3Kl Heobxoam-
MO gudpcpepeHumpoBaTb ¢ UdMeHeHusaMu IKIT Npu BPOXAEHHbIX Kapauo-
MuonaTusax, Npy ApYrux BuAax runeptpoduyuecknx kapgnonartuii (6onesHb
Momne u 1.4.).

NeyeHune. Ha poxupypruyeckom aTarne fevyeHns npu cepaeydHoi Hepno-
CTATOYHOCTM MOKa3aHbl yMepeHHble [03bl cepaeyHbiX ravko3naos (0,03-
0,05 Mr/Kr) 1 MOYEroHHbIX CPeAcTB, KOPOHAPOAUTUKN (TnApanasvH c HUTpa-
TaMmn, MUHOKCUAMN U Ap.), NpenapaTtbl, yaydwawuie obMeHHble
npoLeccsl B MUoKapze.

235



Bce xupypruyeckne MaHunynaumm (anneHaskToMus; aKcTpakums 3yoa,
afleHO- U TOH3WI3KTOMMUA U T.4.) C UeNnblo NpoduniakTnuki aHaokapauta
NPoOBOAATCA Ha (hoHe aHTMbaKTepuasibHOlW Tepanuu.

MokasaHUA K XMPYpruiyeckomy fiedeHuto: nporpeccupyowas cepaey-
Has He[oCTaTOYHOCTb, CUHKOMe, 60/M B cepAle Npu Harpyske, 3/1eKTpo-
Kapamorpadguyeckme npusHakm runepTpomm u nwemumn Mmokapaa n1esoro
xenygouka (oTpuyatenbHble 3ybubl TV ), TpagueHT faBneHus mexay
NieBbIM Xenyao4ykom u aoptoii 6onee 50 mm pT. cT. (BenokoHs H.A., Moa-
3onkoB B.M., 1991).

TedeHue. MNpu €CTECTBEHHOM TEUYEHMM NOPOKa NoYTK 1/4 60NbHbLIX YMU-
paeT Ha NepBOM rogy XusHu, 6onee NonoBuHbI — B Bo3pacTe Ao 40 net. C
BO3pPacTOM 0O0SIbHbIX CTeNeHb CTEHO3a YBe/MunmBaeTCsl, NpucoeanHsaeTcs
KanbummKaumnsa knanaHoB aopThbl, AMAIAY3HbIA CKIepo3 MUoKapaa.

MpUYnHBI CMEPTU HeONepUPOBaHHbIX BOMbHbLIX: 6aKTepuasibHbIl 3HA0Kap-
OWT, cepaeyHan HefoCcTaTOYHOCTb, apUTMUS, aCUCTONNSA NPU IU3NYECKON Ha-
rpyske. Moatomy cnegyet NOMHUTbL — BCEM 60J/IbHbIM CO CTEHO30M aopThbl
CTPOro NpoTMBOMNOKa3aHbl 3aHATUSA CMOPTOM, LUKOSIbHAs OU3KynbTypa —
TOMbKO B crieurpynne. OfHa U3 OCHOBHBIX MPUYMH BHE3ANHON CMepTu MOJO-
[ObIX CNIOPTCMEHOB — CBOEBPEMEHHO He AMarHOCTUPOBAaHHbI CTEHO3 aopTbl.

OTAasieHHble pe3ynbTaTbl XMPYPruyeckoro fevyeHnss aopTasibHOro cre-
HO3a, Kak npasuio, 61aronpusTHbl, Y YacTu 60/bHbIX NPOBOAAT NOBTOP-
Hble onepauuu No NoBoAy pPecTeHo3a Win aopTaslbHON HeAOoCTaTOYHOCTY.

Meanko-reHeTn4YeCcKoe KOHCY/IbTUpOBaHue. VCXodaTt n3 reteporeH-
HOCTU CTeHo3a yCTbsl aopThl. Mpy cnHapome Bunnbsimca, ecnu 3abonesa-
0T POACTBEHHUKM, TO cnepyeT oTAatb npeanoyTeHne ayTOCOMHO-AOMU-
HaHTHOMY HacnefoBaHuo. B cnopaguyeckmx cnyyasx puck anas cnbcos He
npesbiwaeT 10%. B ocTasibHbIX CyYasx CTeHOo3a YCTbS aopTbl MOBTOPHbIN
puck nopoka (nocne M30IMpPOBaHHOrO cry4yas) O/ cMbCcoB cocTaBnset
2,2%, pna notomctBa — 3,9% (Xapnep M., 1984).

KOAPKTALA AOPTbI

CyXeHne aopTbl HUXE YCTbs NEeBOM NOAKNIOUMYHOM apTepumn Ha orpaHu-
UYEHHOM y4acTke B rpyaHOI unu 6proLllHoli ee yactu. YacTtoTta ero — 1 cny-
Yyan Ha 6500 poxpaeHuin (Xapnep M., 1984). DTOT NOPOK B HECKO/IbKO pa3
Yalle BCTpeyaeTcs y ManbynkoB, YeM Yy AeBodek. CoueTaHne koapkraumu
C OTKPbITbIM apTepuasibHbIM NMPOTOKOM MPUBOAWT K BbipaXeHHOMY o6ora-
LLeHNI0 MasIoro Kpyra KpoBoobpalleHusi. VdonnpoBaHHas hopma nopoka
BCTpeYaeTcs NPUMEPHO Y NOSIOBUHbI 6OMbHBIX.

Y peteil paHHero Bo3pacTa KoapKTauusi aopTbl conpoBoxgaeTcs [os-
TOPHBLIMU MHEBMOHUWSIMW, SIBJIEHUSIMU JIEFOYHO-CEPAEYHON HeAOoCTaTOUHOC-
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TW C NepBbIX AHEN XN3HWU, 61eJHOCTbI0 KOXHbIX NMOKPOBOB, OTCTaBaHUEM B
om3nyeckom passuTuMKU. paHuupbl cepaua paclunpeHbl, 60/blle BNeEBO,
BEpXYLUEYHbIA TOMYOK ycuneH. Ha ocHoBaHuM cepaua nydiie Bo Il mexpe-
b6epbe cnpasa BbICNYLUMBAETCA CUCTO/IMYECKUN LIYM pPas/fiMyHOl WHTEH-
CMBHOCTW — OT HEXHOro A0 rpy6boro, NpoBOAALUUACA B MEX/I0MaTOUHYHO
obnacTb, rge OH BCerfa XOopowo crbiweH. Pelaloulee 3HavyeHue B anar-
HOCTMKE KoapKTauun aopTbl MMeeT xapakTtep nysbca u Afl Ha pykax u Ho-
rax. Ha pykax nynbc HanpsikeHHblli, ALl NOBbILLEHO 3HAYUTENBHO, HA HOrax
nynbcauumn ocnabneHbl, AaBfieHne CHWXKeHo. Ecnu knnHnyeckne nposisne-
HWS KoapKTauuu aopTbl MOSBM/IMCL B paHHEM Bo3pacTe, TO MPOrHo3 6e3
onepaTMBHOWN KOpPPEKUMN BCerga CepbesHblii — 60s1bHble nornbarT oT
cepAeyHolr gekoMneHcauuu.

Y peTeii 6onee crapllero sospacTta, y KOTopbIX 3abonesaHue B cuny
Nydllen koMmneHcauuu AnutenbHoe BpeMs MOXeT npoTekarb MasloCUM-
NMTOMHO, OCHOBHOW CEMUOTUYECKUA-NPU3HAK ANS OUArHOCTUKM — apTepu-
anbHasa runepTeHsus. AnddepeHumalmio noMmoralT NpoBoAUTb CUMNTO-
Mbl pasHuubl Nysbca U ALl Ha BEPXHUX U HMKHUX KOHEeYHOCTAX. Hepepako
KoapKTaums aopTbl CONPOBOXAAeTCH 60/1AMU B HOTax U MblLULAX, YTO AaeT
OCHOBaHve Ans OWN60YHOM ANarHOCTUKN peBMaTm3ma.

PeHTreHO/1I0rMyeckuy ferovHbli pPUCYHOK HOpMasibHbIA uiun (Npu code-
TaHWM C OTKPbITbIM apTepuasibHbIM NPOTOKOM) YCUMEH, cepaue KoHdury-
pvpoBaHO 3a CYeT feBbiX 0TAenoB. MoryT otmeyatbca y3opbl Ha -V
pebpax no xo4y mexpebepHblX apTepuii (CMMNTOMbI KosnaTtepasibHOro
KpoBOOGpaLLeHNS).

OKI. Mpu ymepeHHoit koapkTaumm IKIK maso oTnyaeTcs OT HOPMbI; B
BbIpaXEHHbIX CyYasix — 3/1eKTpuyeckas ocb cepjua CMelleHa B/eBo,
MMeTCA MPU3HaKy rmnepTpoun M1MokKapaa /IeBoro Xenyaouka.

JleyeHne — xupypruyeckass Koppekuus nopoka.

MeOunko-reHeTu4ecKkoe KOHCY/IbTUPOBaHUE — PUCK MOBTOPHOrO po-
XAEHMSA CMBCOB C AaHHbIM Nopokom — 2% (J1lastok .., Nastok .., 1991).

MPEHATAJIbHAA ONATHOCTUKA
NOPOKOB PA3BUTUA
CEPAEYHO-COCYANCTOUN CNCTEMBbI

PaccmoTpeHne B COBOKYNHOCTWU NpeHaTasibHOW AMAarHOCTUKM passivy-
HbIX BapuaHTOB MOPOKOB Pa3BUTUS CEPAEYHO-COCYAUCTON cucTembl 0byc-
JIOB/IEHO TEM, YTO MHOrMe ee MoJIOKEHUS (Cepbe3HOCTb NPOrHo3a npu u3o-
JINPOBaHHbIX U CUCTEMHbIX NOPOKax, He6/1aronpuUATHOCTbL NPOrHo3a npu
coyeTaHUn NoOpokoB ¢ aHoManuAmmn XXKT n MMNC v T.4.) TpakTytoTCs 0f4HO-
TUNHO Npu pasHbix hopmax BIC.
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OCHOBHbIM ¥ BefyLMM MeTOAOM NpeHaTa/IbHON ANarHOCTUKM MOPOKOB
[AHHOW CMCTEMbl OPraHoB SIBMSieTCA Y/bTPa3ByKOBOE nccnefoBaHvie. Mpu
3TOM, BO M36exaHne MHOIMMX AMarHoCTUYECKMX OLIMGOK U HenpaBusibHbIX
TPaKTOBOK, OOJIXHbl MUCMOMIb30BAaTLCA COBPEMEHHbIE Y/IbTPa3BYKOBble ar-
napatbl, paboTatoline B pexuMme peasibHOro BpemeHun (B-metog) u cHab-
XEHHble NpucTaBKoi Ansa M-pexuma, a Takke A0MnIepoBCKUM 6/10KOM.

CoBepLUeHHO HOBbLIM Harpas/ieHeM B guarHoctuke BI1C y nnoga sB-
nsetcsa uBeToBas gonnnepaxokapavorpadusa. OHa No3BONSET He TOJbKO
perncTpypoBaTth, HO U BU3ya/iM3MpBOaTb BHYTpPUCEpPAEUHbIi KDOBOTOK, Or-
pefenAaTb ero MHTEHCUBHOCTL U HanpassieHve. Bce 310 cBOAUT ANarHoCTu-
yeckne OWNOBKNM K MUHUMYMY. OfHaKko HeobxoAUMOCTb MCMOJSIb30BaHMUS
BecbMa [0pPOrocTosLlei annapaTypbl U cTagnus pa3paboTku aToro metoga
AN npeHaTasibHOW AmarHoCTUkM BINC He NO3BONSAIOT LUMPOKO BHEAPATb
LBETOBYIO AoNNNep3IxXoKr.

MNpeHaTanbHyo ybTpas3ByKOBYHO AuarHOCTUKy BIMC y nnoga MOXHO
nposoguTb ¢ 18-20 Hepenb 6GepeMeHHOCTH, KOorga Kamepbl cepaua ctaHo-
BATCA YETKO pa3nuunmbl. Bonee paHHO0 AnarHoctTuky (¢ 12-14 Hepenb)
MOXHO OCYLLLECTB/IATb C NMOMOLLbH TpaHCBarMHasIbHOM axorpadmu.

Ha coBpemeHHOM 3Tarne To4yHoe BbisBrieHve BIIC y nnoga BO3MOXHO
TO/IbKO B LIEHTpax npeHaTasIbHON ANarHOCTUKK, T.K. KBalMdukaumus cneyu-
anucToB B 06/1acTV aHTeHaTasIbHOW KapAuOosorMn HepocTaTtovyHas, a WH-
dhopMaTUBHOCTL annapaTypbl, UCMOMb3yeMasi B LUMPOKON K/IMHUYECKO
npakTnke, — HeBbicokas. o mHeHuio M.B. MegBegesa (1991) B Takue
LEeHTpbl AO/DKHbI 6bITb Hanpas/ieHbl 6epeMeHHbIe ¢ npegnonaraemMbim Mo-
pokoMm cepgua y nnoga.

MokasaHuaMY K uesieHanpaBfeHHOW npeHaTasibHON Y3-AauarHocTuke
3Tux nopokoB sBnsTca (Megseges M.B., 1991):; Bo3pacT 6epeMeHHO
cTtapwe 38 neT; gnabet matepu; nepeHeceHHble 6epeMeHHON pas/inyHbie
MH(PEKLMOHHbIE 3ab0/1eBaHNs, a Takke BO3AelCTBMe TepaToreHHbIX doak-
TOPOB B paHHWE cpoku 6epemeHHocTy; BMC y poauTeneit; poxaeHue ae-
Teli ¢ BMC B aHamHe3e; BHYTpMyTpPoOHas 3afepXka pa3Butusi nnoga; Ha-
pyLwleHns cepAeyHoro putma y rnjaoga; Apyrve BPOXAEHHbIE MOPOKU
pasBUTUA UNKN reHeTuyeckme 3aboneBaHns y Mioga; HeMMyHHas BOASHKA,
MaJsio- 1 MHOroBoAue.

Oxokapguorpadumyeckne nccrefoBaHnsa nnoga cregyeT npoBoanTb No
crneumasibHOM MeTOoAMKe, MCMOoMb3ys pasfiMyHble CeYeHUs, BKIKUaloLme
He MeHee 6-TU: YeTblpexKkaMepHblii cpes, YeTbipexkaMepHbIiA cpe3 ¢ OCHO-
BaHMEeM aopTbl, Cpe3 No A/IMHHOW OCY JIEBOTO XesyAouka, cpes no A/IMHHOM
OCW MPaBOro >eslyfo4yka yepes Mnosible BeHbl, Cpe3 yepes3 Ayry aopTtbl U
cpe3 yepes neroyHoii cteon (Ctpmxakos A.H. n gp., 1986).
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Puc. 63. YnbTpa3BykoBoe McCrefoBaHue cepiua naoga
(Y4eTbIpexkamepHblii cpes; 6epeMeHHOCTb 36 Hep.); | — npaBblid
Xenypoyek; 2 — NeBbli Xenyaodek; 3 — npasoe npeacepaue;

4 —neBoe npepcepane

Haunbonee nHgopmaTuBeH nepsblii U3 MepevncneHHbIX Cpe3oB — ye-
ThlpexkamMepHbliA, Npy MOMOLLM KOTOPOro MOryT 6biTb AMArHOCTUPOBaHbI
noutn 75% Bcex BIC y nnoga. A8 nosiydeHUs 3Toro cpesa gaTyuk ycTa-
HaB/MBaAETCHA CTPOro nepneHauKy/spHO MO3BOHOYHWUKY Msoga npu nore-
peyYHOM CKaHMPOBaHUW ero rpyAHOM KNeTKn Ha ypOBHE aTpUOBEHTPUKYIAP-
HbIX KflanaHoB. [Mpy nNpaBW/IbBHO BbINOJIHEHHOM WCC/e0BaHUMN Ha
yeTbIpexkamMepHOM cpe3e AOCTaTO4YHO YETKO BU3YasIn3vpyroTCsl MpaBblid n
NEeBbI Xenyaoukn cepaua nnofa, NpaBoe U fIeBOE NPEACEPOUs, MEXOKE-
Nny[oykoBas U MexnpegcepaHas rneperopogkv, CTBOPKA MUTPA/IbHOrO,
TPUKYCNUAa/IbHOrO KnanaHoB 1 0Ba/IbHOro oTBepcTus (puc. 63).

CyLLecTBEHHO JOMOJTHAET axokapauorpaguyeckoe ncecnegosaHue cep-
Aua nnoga [onniepoBckas OLeHka 0COBeHHOCTEel KPOBOTOKa Kak yepes
aTPVOBEHTPUKY/IAAPHbIE OTBEPCTUSA, TaK U B MarnctTpasbHbiX cocygax. llo-
KasaHusMU K gonnsaepaxokapamorpadmyeckomy uccaefoBaHuio nioga sie-
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naTca: nogo3peHne Ha BI1C unu ero Hanuuve, BbISIBIEHHOE NPU 3X0OKap-
guorpadmyeckomMm uccnefoBaHuK; paclivpeHve kamep cepgua wim nsme-
HeHne guameTpa BbIXOAHbIX TPaAKTOB MarncTpasibHbIX COCYAOB; apuTMuu,
HEBO3MOXHOCTb MOJIHOTO Mck/todeHus BIC npu axokapguorpaduyeckom
nccneposaHun.

Kak 6b1/10 OTMEYEHO BbIlLe, HECMOTPSA Ha MHOroobpasme hopm BpPOX-
[OEHHbIX MOPOKOB CEpAEYHO-COCYAUCTON cncTeMbl, Hanbonee pacnpocTpa-
HEHHbIMKU ABNAIOTCA 8-12 dhopm.

HanmeHblive TpygHOCTU NpeacTaBnseT npeHatasibHas Y3-amarHoctu-
ka aHOMasvii pacnosioxeHus cepaua nnoga (fekcTpokapans, pasnnyHble
BUAbI 3KTOMMUK).

Kak HM napagokcanbHO, HO He BbI3blBaeT O60NbLUMX TPyAHOCTel auar-
HOCTMKA C UCNOJ/Ib30BaHNEM 3xoKapamorpadumn CrIoXHbIX KOMOGUHMPOBaH-
HbIX MOPOKOB cepua naoga, Tak Kak OHM UMeNT cneumdmyeckme axorpa-
donyeckne nMpu3HakKm U NPUBOSAT K 3aMEeTHOMY W3MEHEHUIO
WHTpakapAnabHbIX CTPYKTYP.

Haubonblune TpyAHOCTM Bbi3blBaeT AMArHOCTMKa centasibHbIX Aedyek-
TOB, TakK Kak B 3TWUX C/lydasx npu Mcnosb3oBaHUM Hambosnee pacnpocTtpa-
HEHHOro 4YeTblpexKkamMepHOro cpesa HeobXxoAMMO [06MBaTLCA MOJyYeHUs
N306paXeHns Neperopoaky Ha BCeM ee MpoTshkeHun. O6LInpHbIe aedek-
Tbl MOAO3PEBAOTCA Ha OCHOBE BbISIB/IEHWUS B UX CTPYKType 60NbLUOl 3X0-
HeraTuMBHOI 30HbI, CBUAETENbCTBYIOWEN 06 OTCYTCTBMM LENOCTHOCTM ne-
peropogok (puc. 64).

Ocobble TpyaHOCTU U HeJocTaTouyHass MHADOPMATUBHOCTb aHTeHaTaslb-
HOI axokapamorpadun aaxe ¢ UCNosb3oBaHNMeM meToga [onnnepa oTme-
YalTCA NPWU BbIABNEHUM MESIKUX U YMEPEHHO BblpaXeHHbIX AedieKToB
MeXxnpencepaHolr neperopogku, T.K. OHU He MPUBOAAT K 3aMeTHOMY Hapy-
LEHWIO KapanoremMoguHaMukn y nnoga v naoxo agvdpdepeHumnpyroTca ¢
PYHKUNOHNPYIOLLUM BO BHYTPEYTPOBGHOM nepuoge oBasibHbIM OKHOM. 1o
3TOW € NPUYMHE aHTeHaTa/lbHO He AMarHoCcTMpyeTcs Apyroi yacTtelid BMC
— OTKPbITbIA apTepuasibHbIA NPOTOK.

BbisiBNAA nopoku cepaua y nnaoga v Bepudmumpya ux BapuvaHTbl, 4ns
OKOHYaTEe/IbHOr0 CYXJEHUS 0 COXpaHeHUn GepemMeHHOCTM U MocTHaTaslb-
HOM MPOrHo3e Heo6X0AMMO UCK/HUYUTL NOPOKN APYTMX OPraHoB U CUCTEM,
KapAMHa/IbHO OCMOXHSAKOLWME Takol MpPorHo3. Takke Heo6XxoAMMO MOM-
HWTb, YTO YacToTa Pas3/IMYHbIX XPOMOCOMHbIX HApYLUEHUA NpW NpeHaTab-
HO BbISIB/IEHHbIX NOPOKaxX cepAua BecbMa BbiCOKas u npubnmkaetcs K 30%
(MegBeges M.B., 1991). MNMoaToMy BecbMa 4acTto /18 Bblbopa onTumasb-
HOW TakTVku npu BbisiBNeHun BMC y nnoga Heobxoammo npuberaTb K kapu-
o/10rMyeckomMy nccnegosaHuio nnoga (cm. rnasy 4).
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Puc. 64. Y3-uccnegosaHue nsoga ¢ 3-KamMepHbIM cepauem
(BEPXHAA rOPU3OHT&bHAaA NpepbIBUCTas SIMHUA — MO3BOHOYHUK
nnoga; Asa npeacepans U OAVH «efuHbli» Xenynodek)

Takum 06pa3oM, 3aBepLuas 3ToT pasfesi, LenecoobpasHo NogyepkHYTb

cnepywolee:

1. [nAa uenel npeHaTasibHOW AnarHocTuku BIMC Hambonee BbICOKOMWH-
hopmaTuBHbIM METOLOM ABNSAETCA axokapaunorpadumsa. OgHako Tou-
HOe BbISIB/IEHME 3TUX MOPOKOB Y M104a BO3MOXHO NULWb B crieyna-
JIN3NPOBAHHBIX LUEHTpax npuM TECHOM COTpyAHU4YecTBe
CreuvasincToB — 3XOCKOMUCTOB W NeaunaTpoB-Kapauosioros, Xopo-
LU0 3HAKOMbIX C axOoKapauorpadmen nnoga.

2. lMpaBwbHasA guarHocTvka nopokoB cepAaua y nnoga, Ucnosib3ya me-
TOoObl MEeAMKO-TEHETUYECKOro uccnenoBaHus, nNpu obs3aTenbHOM
yyacTuv Bpayva-reHeTuKa, Nno3BoJisieT paunoHasibHO pellatb BOMpo-
Cbl Lle/1eco06pa3HOCTU AasibHENLEero NposIOHIMPoOBaHNA GepemMeH-
HOCTW, BblGOpa MeToda W CPOKOB pogopaspeLleHns, nporHosa ans
pebeHka, a Takke faeT BO3MOXHOCTb CBOEBPEMEHHO pPeLUnTb TakTu-
Ky cneuuanu3vpoBaHHOl NOMOLLUM B HEOHaTas/lbHOM U MOCTHEeOHa-
Ta/IbHOM Mnepuoaax.



MMABA BOCbMAA

BPOXXAEHHbLIE NMOPOKW/
AbIXATENBHOWN CNCTEMBbI

OBLWAA XAPAKTEPUCTUKA

BpoxaeHHble MOpoKU pasBUTUS AblXaTeflbHOM cUcTeMbl y AeTeli, 0co-
6EeHHO paHHero Bo3pacTa, SAABAAKTCA OAHOW U3 Hambonee C/OXHbIX NpPo-
671eM COBPEMEHHOIN AeTCKOM MyNbMOHOMOMMK B CUTY HENEerKoCTU ux amar-
HOCTVKW, MHOro06pasusi NopaxeHUs GPOHXOB U NErknX Npu BPOXAEHHbIX
N30/IMPOBAHHbIX, CUCTEMHBIX 1 MHOXECTBEHHbIX aHOMasIMsaX, Npu Hacnes-
CTBEHHbIX 3a60/1eBaHNSAX C BOB/IEYEHMEM B MPOLLECC 3TOW cCUCTEeMbl opra-
HOB (MYKOBMCLMAO03, MyKOMNonncaxapuaosbl, NepBuyHbie nMmyHoaedunLm-
Tbl U 4p.), Npu psge mgeonatmyecknx (cvHApombl A3ap3bl, Mak-/leoga,
XammeHa-Purya, neroyHblii TeMocuaepos) n HeKOTOPbIX MPUOBpEeTEeHHbIX
cUcTeMHbIX (cuHgpom lNyanacuepa, 6one3Hb beHbe-beka-lLlaymaHa) nato-
nornyeckmx npoueccoB. Bce 3T0o co3gaeT 60/blUMe TPYAHOCTU O Mpak-
TUYEeCKOro Bpaya Tem 6onee, YTO eAMHOI 0OLENPUHATON Knaccudmkaymm
BPOXAEHHbIX W HacneAcTBeHHbIX 3aboneBaHuli AblXxaTeslbHON CUCTEMbI
HeT. B nuTepaType uMeeTcs HEMasi0 CMOPHbIX NOSIOXEHWI MO 3TUOMOTUN ¢
Apyrum Bonpocam 3Tux 3abosiesaHnin. Kputepum AMarHOCTUKK psfa U3 HUX
He pas3paboTaHbl.

BmecTe ¢ TeM, YeTKO YCTaHOB/IEHO, YTO BPOXAEHHble AedekTbl Abixa-
Te/IbHOl CUCTEMbI HEPeaKO SABASIOTCSA OCHOBOM (DOPMUPOBaHUSA XPOHUYeC-
KMX Hecneungmyeckux BocnamTesibHbIX GPOHX0NErovHbIX 3aboneBaHuii y
aetein (Pe3Huk b. A., 1984; KaraHos C. tO. n gp., 1986; PauuHckuii C. B.,
1987), pacnpocTpaHeHHOCTb KOTOPbIX cpean AEeTCKOro HacesieHus Koseb-
netcsa ot 0,6 go 1,5% (KaraHos C. tO. n gp., 1984). OgHako nmerTcs NnLlb
e[IMHNYHble paboThl, KacawLwmecs BONpoca 4YacToTbl BPOXAEHHbIX NOpO-
KOB pasBuTUA AblXxaTeslbHOl cUCTeMbl y AeTeld. [MpuyemMm OCHOBaHbl OHU He
Ha 06LLLENONYNSALMOHHbIX UCCNEeAO0BaHNSAX 3TUX MOPOKOB, a UCXOAs U3 KX
yAenbHOro Beca cpean 60/1bHbIX C XPOHUYECKOW NHEBMOHMEN, KOTOPbIA MO
JaHHbiM C. HO. KaraHoBa 1 coaBT. (1984) coctasnsieT 8,4%. Mpu aToM pac-
NPOCTPaHEHHOCTb CaMOW XPOHWYECKOW MHEBMOHWUM MO MaTepuasiam 3TUX
aBTOPOB, KacatoLMXCHA pas3IMYHbIX pernoHoBs, Konebnetcsa ot 0,08 go 1,4
Ha 1000 geTckoro HaceneHus.

JaHHble TepaTtonornyeckoro ueHTpa MuHCcka CBUAETE/IbCTBYIOT 0 TOM,
YTO Ha [0/110 BPOXAEHHbIX MOPOKOB OpPraHoB AblXxaHus npuxoantca 6,9%
BCEX MOPOKOB Cpeau yMepLuux AeTeil B Bo3pacte A0 1 roga, npuyem nep-
BMYHbIE W30/IMPOBaHHbLIE MOPOKN 3TOM CUCTEMbI COCTaBAAKT 0KO/o 1%
(Nastok I'. ., Nastok U. W., 1991).
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Mo maTepuanamM NpoBeAeHHbIX HaMU uccnefoBaHuii 3a 10 neT, kacato-
wmxcsa 132 288 poxgeHuid, B Tom yuncne y 20 890 HOBOPOXAEHHbIX, 7 155
peten rpygHoro, 44 320 gowkonbHOro n 59 923 WKOMbHOro BO3pacTa,
6b1710 YyCTAHOB/IEHO, YTO 06LWas pacnpoCTPaHEeHHOCTb 3TUX MOPOKOB CO-
ctaBnset 0,401:1000, wan 1 cnyyain Ha 2495 poxgeHnii (Mudkos W. T1.,
1991). MNpu 3TOM Mbl OTMETUAN, YTO 3a nNocnegHue 5 neT NponsoLwsno [o-
CTOBEPHOE yBeNUYeHne 4acToTbl AaHHOW NaToaorMn no CpaBHEHWUIO C Mpo-
wbiMn rogamun (x2 = 4,848; p<0,05).

MpoBefeHHbIN HaMn aHaIN3 CEKLMOHHBLIX MaTepuasioB cpeay yMepLumnx
[AeTeit, oxBaTtbiBaloWmii neprog ¢ 1974 r. no 1990 r. n kacatowmiica 8018
ayTorncuii, nokasasn, YTo M30/IMPOBaHHbIE W CUCTEMHbIE MOPOKU AblXaTeslb-
HON cucTeMbl BCTpevarTcs ¢ yacTtoTon 2,62:1000. B cTpykType n3onmpo-
BaHHbIX U CUCTEMHbIX aHOMauii OHW cocTaBnalT 1,5% u 3aHumaroT 6-€
MEeCTO noc/sie NOpPOoKOB cepaeyHo-cocyaucToi cuctemsl, XXKT, LIHC, moue-
MOSIOBOI CUCTEMbI, ONOPHO-ABUraTe/IbHOro annapara. pu aToM Heobxo-
OMMO OTMeTUTb: nouTn 2/3 cnyyaeB BIMP 6pOHX0NEeroyHol cucteMsl cpeau
yMepLnxX NpUXoanuTcs Ha MepTBOPOXAEHHbIX (9 nM3 16), uTo cBUAETEe/lb-
CTBYET 0 TSKECTW yka3aHHbIX MOPOKOB (areHe3us ferkoro, runonnasus
nerknx u 1. 4.).

3Tnonorus. Bonpoc 0 NpoOUCXOXAEHUM NMOPOKOB PasBUTUS BpPOHXoNe-
rOYHOM CUCTEMbI — OAMH U3 Hanbosiee CNOXHbIX U HesACHbIX. B katanore C.
WN. KosnoBoii n coasT. (1987), cogepxalliem cBegenuns o 500 HacnencTBeH-
HbIX CUHApPOMaXx, pybpuka NOPOKOB 3TOW CUCTEMbI OPraHOB 1 X OUArHOCTU-
YeCKUn aniropuTM NpU3HaKOB MOPaXeHUs BOO6LLE OTCYTCTBYHOT.

BmecTe ¢ TeM NOPOKM pasBUTUSA ObIXaTeslbHON CUCTEMbl MOTYT ObITb He
TO/IbKO M30/IMPOBaHHbLIMU 1 cUCTEMHbIMM (J1astok . U., lastok W. ., 1991),
3TUOIOTUA KOTOPbIX Yalle Bcero MyfnbTudakropmasibHasA, HO MOTYyT Takke
BXOOUTb B COCTAB MHOXECTBEHHbIX MOPOKOB. [paBaa, TakMx CUMNTOMO-
KOMIJ/IEKCOB CPaBHUTEILHO HEMHOrO.

Mopoku pa3BUTUA AbIXaTesIbHON CUCTEMbI BbISBASAKOTCA MPU HEKOTOPbIX
XPOMOCOMHbIX CUHAPOMAaX: areHe3usi SIerkoro onuvcaHa npu TpucoMuu no
KOPOTKOMY MJlevy XpOMOCOMbI 2, aTpe3nsi XoaH W aHoOMasibHas no6bynaums
Nerkux — npu TPUCOMUN MO KOPOTKOMY M/1evy XPOMOCOMbI 6, KUCTO3HbIE
nerkne — npv TPUCOMMK MO KOPOTKOMY Msievy xpoMmocombl 10 (Jlastok I, U.,
Nypbe W. B., 1991).

OnucaHbl Takke NOPOKM AblXaTesibHOW CUCTEMbI NPU FeHHbIX CUHAPO-
MaX MHOXeCTBEHHbIX aHOMasTniA:

1. Hacnepyembix N0 ayTOCOMHO-PELLECCUBHOMY TUMy (CTEHO3 U aTpe-
3us xoaH — DHTNesa-bukcnepa cMHAPOM; CTEHO3bI U aTpes3nn ropTaHn, Tpa-
Xeun 1 KPYnHbIX BPOHXOB, HapylleHne Nobynaunm nerkmx — ruaponeTtasb-
HbIA CMHAPOM, cuHApoM CmuTa-SleMnan-Onutua; runonnasus Nerknx —
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cnHapombl BoyaHa-KoHpaaun, Hos-llakcoBoid, MeHbsi-Lokelipa, YeHa-Map-
TWMHa, dnnnca-BaH KpeBenbga, «KOpoTKMe pebpa—nonngaktnams» ).

2. Hacnepyembix No ayTOCOMHO-AOMWHAHTHOMY Tuny (MCKpUBEHUE
HOCOBOW Neperopofku — cMHApoM CaTpe-XoTueHa; HeobblYHas MArKOCTb
HaAropTaHHMKa ¥ yMeHbLUeHWe 4ucna 3/1acTUYecKUX BOJSIOKOH B XpALiax
ropTaHu, Tpaxem u GpPOHXOB — CUHAPOM JlapceHa; aHOMasibHas LWesb
MeXy roptaHbio UM Tpaxeei u nuwieBofoM — cuHApoMm OnuTua-®pura-
ca; areHesusi 1erkoro — cMHAPoOM 1-i xabepHoii Ayru; runonnasus nerknux
— aHomanag, lNotrepa-1).

3. Tvn HacnenoBaHUSA KOTOPbIX HEM3BECTEH (aTpe3ns xoaH — accoLma-
una CHARGE, cuHgpom KopHenumn ge JlaHre; o6aBouyHble GpOHXM 1 Hapy-
LeHne Nobynaumm nerknx — CUHAPOM acnieHun Visemapka, cuHgpom Bu-
AemvaHa-bekButa).

OnucaHbl Takke MOPOKM PasBUTUA AblXaTesSIbHOW CUCTEMbI NPU KOM-
naekcax MHOXECTBEHHbIX aHOManuii HeHacneACTBEHHOW MpupoApl: pac-
LLeNIMHbI TopTaHW, TpaxeonuuwieBOAHbIE CBULLM, JIETOYHbIE CEKBECTPbl —
cvHApoM [onbAaeHxapa; rpbhkenofobHble BbINAYMBAHUA TKaHW J1Eerkoro B
MexpebepHblie NPOMeXyTku — cuHapom [lonaHaa; HapyleHue nobyns-
umn nerknx — VATER-accouymauns; areHesns fIerkoro — petasibHblil CUH-
LPOM KpacHyxw.

KNACCUNDOUNKALMA N HOMEHK/TATYPA

Kak 6b1/10 OTMEYEHO HaMW Bbille, e4MHOM OBLLLENPUMHATON Knaccudmnka-
LMU MOPOKOB AbIXaTe/IbHON CUCTEMbI HE UMEETCS.

HeCcOMHEeHHbI MHTepeC B UCTOPUYECKOM M/1aHe NpeAcTaBsiioT HEKOTO-
pble KnaccugurkaLmm 3apybexHbIX 1 0TedeCcTBEeHHbIX yueHbIX (MyTos H. B.,
depoceeB I'. b., 1984; Szekely F., Farkas E., 1978; Wassner U., 1980).

MpeactaBnsieTca yaayHou no cBoeMy Mopddo-naToreHeTn4eckomMy npu-
Huuny knaccudonkauus, npegsioxeHHass A. M. Ca3oHoBbIM 1 coaBT.,(1981).
B Heil BblaesneHbl:

1. AHOManMn, oBYyCrIoB/IEHHbIE KOMGUHVUPOBAHHBLIM HapylleHeM
pasBUTUS HECKOJIbKUX CTPYKTYP, 06pas3yroLLnX JIerkoe.
2. AHOMa/InKn, 06YcC/OB/IEHHbIE MPENUMYLLECTBEHHO HapylleHUeM
pasBUTUS GPOHXO3NUTENNANILHOIO BETB/IEHUS.
. AHOManInn, 06yCcNoOB/IEHHbIE HapyLlEHWEM Pa3BUTUSI COCY/O0B.
4. AHOMa/IMM APYIMX OpPraHoB W TKaHel, BO3HMKaloLe B aMOpPUO-
Ha/IbHOM Mepuoge, HO Nnopaxarolye serkoe.

w

Bnnskas kK Heli No mMopdho-naToreHeTUYecKoMy NPUHLUMNY SBASETCS
npeacTasneHHas C. B. PauMHckuM B PyKOBOACTBE MO 60/1€3HSIM OpraHoB
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OblxaHns y aetein (1987) knaccudmkauusi NOPOKOB pPas3BUTUSI TPaxew,
BGPOHXOB, JTIETKNX U SIEFOYHbIX COCY/0B:
1. Mopokun pa3BuTUSs, CBsSA3aHHblE C HeOpPa3BUTUEM OPOHXOJIEroy-
HbIX CTPYKTYp: areHesusi, anaasus, runonnasns nerkux.
2. Mopoku pa3BUTUSA CTEHKM TPaxeu n BPOHXOB.
A. PacnpocTpaHeHHble NOPOKN pa3BUTUS CTEHKU TPaxen U 6POHXOB:
a) TpaxeobpoHxomeranusa (cMHapom MyHbe-KyHa);
6) TpaxeobpoHXoMansaums;
B) cuHApoM Bunbamca-Kamnbenna;
r) 6poHxoMansyms;
) 6poHXMonoakTaTuyeckasa amgursema.
b. OrpaH/yeHHblEe MOPOKN Pa3BUTUSA CTEHK/ Tpaxen U 6POHXOB:
a) BPOXAEHHble CTEHO3bl Tpaxew;
6) BpoXaeHHas nobapHasa amdunsema;
B) AVMBEPTUKY/Ibl TPaxen 1 GPOHXOB;
r) Tpaxeo-GpPOHXONNLLEBOAHbIE CBULLM.
3. Kncrbl nerkmx.
4. CekBecTpauusi Nerkoro.
5. CuHgpom KapTareHepa.
6. Mopoku pa3BUTUS JIEFTOYHbBIX COCY[0B:
a) areHesusl U rMNONAa3ust JIErOYHOM apTepun N ee BETBEW;
6) apTepUOBEHO3HbIE aHEBPU3MbI 1 CBULLIK;
B) aHOMaslbHOe BMajeHne NerovHbiX BeH (TpaHcrno3uums nerou-
HbIX BEH).

CnepyeT OTMETUTb, 4YTO B PyKOBOACTBE MO TepaTosiorMn 4enoBeka
(1991) nopokn pasBuTUS AblXaTe/bHON CUCTEMbI BOOOLLE HE Knaccuguum-
pylTCSsl, OnNucaHne Mx JaeTcsl B MPUMEPHOA aHATOMUYECKON nocnefosa-
TeNbHOCTU (TopTaHb, Tpaxesi, 6PoOHXU U T. 4.).

Haw 6o0nee yem 20-nNe€THUIA ONbIT ANArHOCTUKM U SIeYEHNsT BONbHBIX C
BPOXAEHHbIMU 1 HAC/eACTBEHHbIMU 3ab0/1eBaHNAMMN NIETKMX B YC/IOBUSIX
CneunasM3MpoBaHHOrO MySIbMOHOIOTMYECKOTO OTAENEHNsT OETCKOW MHO-
ronpocpunbHoli 60nbHULUBLI (Pe3Huk B. A., 1993) cBMAETENbCTBYET O TOM,
4TO Bpayy B NPaKTUYECKOM MlaHe yA06HO BblAenAaTb 3 0OpMbl NOPaXKEHUSI
60ne3HN. B ocHoBe ux nexaTt mopdhonmcniasnumn, rmcTmognucnaasumn u xXu-
Muogucnaasumn. Npu aToM HYXHO y4ecTb, YTO NepBble ABe rPynrbl Nopaxe-
HUIA MpeAcTaBNsAT COB0 BPOXAEHHbIE aHOMaIUWM CTpoeHus (Zo6aBou-
HbIi BPOHX, rMMoOMIasvsa JIerKoro W T. 4.), a TPeTbs — HacNeACTBEHHbIEe
3H3UMonaTum (MyKoBUCLUMAO3, AemumnT anbga-1l-aHTUTpUNcrMHa nepsBuy-
Hble hopMbl UMMyHOAedMLMTa U 4p.).
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Takum obpasom, ganee Mopco- 1 TMCTUOANCIIA3NA MOXHO pasfennTb
Ha ABe Gonbluve rpymnnbi:

1. Topokn pa3BuUTUSA C NPENMYLLECTBEHHbLIM MOPaXKeHMeM BO3/4yXOHOC-
HbIX MyTEe — BEPXHUX AblXxaTesibHbIX, TPaxeu u 6PoHX0B. K 3Toi rpynne
OTHOCSIT MHOroo6pasHble aHOMa/IMN BETB/IEHUS,, CTEHO3bI, paCLUMPEHUs ¢’
OVBEPTUKY bl AblXaTeNbHbIX nyTei (cMHApoMbl MyHbe-KyHa, Bunbsmca-
Kamn6enna, TpaxeobpoHxomansymsi, 6poHXoManisiums, 6POHXNOMO3KTaTH-
yeckas ampm3zema, CTEHO3bl ropTaHn u Tpaxeu, nobapHasa amdusema, au-
BEPTUKY/Ibl TPAXeu n GPOHXOB, Tpaxeo-NMLLEBOAHbIE CBULLM U T. A4.).

2. Mopokn pasBUTKA C NPENMYLLLECTBEHHbIM MOPaXKEHMEM BGPOHXONEroy-
HbIX CTPYyKTYp. Ctola OTHOCATCSI areHesusi, a- U rMnonnasust Nerkux, KUCTbI
Nerknx, cekBecTpaumst /Ierkoro, HapyLleHusi 106yNAUMN Nerkoro u T.4.

Hamu 6b110 NpoaHann3vpoBaHo 53 criyvyast BPOXAEHHbIX MOPOKOB Abl-
XaTeflbHOW cucTeMbl: 9 c/nyvyaeB Yy MepTBOPOXAEHHbIX, OCTa/lbHble — Y
AeTell Bo3pacTa oT poxaeHus n go 15 ner.

CpenHsas mMacca npu poXAeHUU C yKka3aHHbIMW Nopokamu cocTasBuna
2782 +94,9 1, 1/3 petei pogunacb HeAOHOLIEHHLIMW U MOYTW Y MOSIOBUHbI
©0/1bHbIX OTMEYEHb! NPU3HaKN BHYTPUYTPOOHOM rmnoTpocumn. Konmyectso
M&as1bUMKOB U AeBoYeK 6bl10 NPYMEPHO OANHAKOBbIM.

Y 22-x getei (13 53) NOPOKM AbIXaTe/IbHON CUCTEMbI COMETA/INCH C APY-
MM BPOXAEHHbIMYU aHOMaUIMSAAMU, Yalle BCero ¢ guadparMmasibHbIMU [pbi-
xamu (5 cnyyaeB). 16 criyvyaeB NOPOKOB BXOAMN B COCTaB MHOXECTBEH-
HbIX aHOMa/Inii, TakuX, Kak cuHApombl fayHa (3 cnydas). Motep-1 (2
cnyyas), Martay, JlapceHa, Onutya-®puaca, Cmuta-flemnm-Onutya, Cat-
pe-XoTueHa, KapHenumn ge JlaHre — no 1 cnyvato (ocTanbHble 5 — B cocTa-
BE HeklaccuunumpoBaHHbIX KOMM/IEKCOB).

KnnHWKo-reHeTnyecknii aHanmM3 nokasasl, YTo yYeTBepTas 4acTb BCex
C/ly4yaeB NOPOKOB AbIXaTe/NlbHOM CUCTeMbl UMesia HacneacTBEHHOE Mpouc-
XOXAeHne, ocTasibHast YacTb — MOJIUFEHHO-MYNbTUAKTOPUasIbHOE.

B Tabn. 47 npeactaBfneHbl HalM AaHHble 0 YacToTe B nonynsaumu oT-
LenbHbIX (DOPM BPOXAEHHbIX MOPOKOB AbIXaTeflbHOW cucTeMbl y AeTell.
MpeobnagatoLiein rpynnoin ABNSAIOTCA NOPOKN S1IerkUX: NaTosiorns BepXHUX
OblXaTesibHbIX NyTel U TpaxeobpoHXMasibHOro AepeBa BCTpevaeTcs 3Haum-
TeNbHO pexe. Tak, YacToTa nocnegHen rpynnbl B NONyASALUMN CPaBHUTE Nb-
HO HeBenuka — 0,076:1000, nan 1 cnyyan Ha 13 229 poxaeHui.

Mopokn pas3BuTUA, CBA3aHHbIE C HeJOpPas3BUTUEM JIETOYHbIX CTPYKTYP
(areHesus, a- n runonnasus), BCTpeyarTcsa ¢ YactoToin 0,204:1000, nam 1
cny4ali Ha 4899 poxaeHuii. Hanbonee yacTbiMK cpean HUX ABASAKOTCA CNy-
Yyau runonnasnm nerkmx.

Hwxe npeacTtasnieHbl Hanbosniee TUMNUYHbIE DOPMbI MOPOKOB Pa3BUTUA
OblXaTeNbHOW cucTeMbl y feTeli B aHAaTOMUYECKON nocnefoBaTesibHOCTU
(Tpaxes, 6GpoHxu n T. 4.).
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YacToTa oTAesfibHbIX BapuaHTOB
NMOPOKOB pa3BnTnA ,Cl,leﬁTeJ'IbHOIz CUCTEMDbI Y ,quel‘/'l

(MuHkos M. 1., 1991).

Konnuyectso
BapvaHTbl NopokoB BbISIBNIEHHbIX
60/1bHbIX
[MopoKM BEpPXHUX AblXaTeslbHbIX
nyTen n TpaxeobpPOHXUaSIbHOroO
Aepe.a:
Matonornyeckas y30CTb HOCOBbIX
X0[0B M.aTpe3unst xoaH 8
AHOMaIMM HaAropTaHHUKa 3
AHOManNUn BeTBMEHUA
TpaxeobpoHXMasibHOro Aepesa 2
CTeHo3 Tpaxeu 3
CuHgpomMm MyHbe-KyHa 1
CunHgpom Bunbsimca-Kamnéenna 1
CuvHgpom BunbcoHa-Mukntn 1
TpaxeobpoHxomMansauus 1
Jlo6apHas amdmszema 1
[Mopokn nerkmx:
AreHesnsa ierkoro 1
MpocTtasa runonnasusa 7
B TOM 4YuMC/le co4yeTalrLlascs ¢
LuadparMasibHON rpbbkeit 5
MoNNKNCTO3 NIerkoro 19
B TOM uucne:
CuHgpom ToTttep-1 2
KucTbl nerkmx 3
CuHgpom KaprtareHepa 2
Bcero 53

Tabnvuya 47

YacTtoTa
B nonynsunmn

a6e.

1:16 536
1:44 095

1:66 144
1:44 095
1: 132 288
1:132 288
1:132 288
1:132 288
1:132 288

1:132 288
1:18 898

1:26 458
1:6 963

1:66 144
1:44 095
1:66 144

1:2 496

Ha 1000
poxaeHwuii

0,060
0,023

0,015
0,023
0,0076
0,0076
0,0076
0,0076
0,0076

0,0076
0,053

0,038
0,144

0,015
0,023
0,015

0,401

247



MYHBbE-KYHA CNHAOPOM

MyHbe-KyHa cuHgpom (1932 r., R. Mounier-Kuhn, ®paHunsi) — Bpox-
JeHHan cucteMHasi aHoOMasimsa Tpaxeu U GPOHXOB C UX 3HAYUTESIbHbIM pac-
LWMpeHneM (TpaxeobpoHXOMerasvs) BcneacTBme HefopasBuTusa (pexe ge-
reHepauun) XpsALWEBbIX .31aCTUYECKUX U  MbIWEYHbIX CTPYKTYp
TpaxeobpoHXMaNIbHOIo Aepesa.

CefieHnin 0 NONy/SILMOHHOW YacToTe 3TOr0 MOpoKa B /MTepatype He
nmeetcs. Mo HaWMM AaHHbIM NepBuUYHbIe (BPOXAEHHbIE) N30/IMPOBaHHbIE
doopMbl TpaxeobpoHXoMeraninn coctaBnsaoT meHee 1:100 000 (MuHkos W.
M., 1991), BTOpMYHbIE (NPNOBPETEHHBLIE NGO Ha (hoHEe ApYrMX CUHAPOMOB,
Hanpumep, dnepca-faHnoca) — NO-BUAMMOMY, HECKOMbKO Yaule. Bos-
MOXHO couyeTaHue TpaxeobpoHxoMeranuu ¢ ApPYrMMy NOpoKamu Abixa-
Te/IbHOW CUCTEMbl — runonaasueli nerkoro u gp. (PauvnHckuii C. B., 1987).

3Tronorusa. NMockosbky NOPOK OYEHb PefKo BCTpevaeTcs, MPOMCXOX-
JeHve ero He n3yyeHo. o HeKOTopbIM AaHHLIM OH OTHOCUTCS K reHeTunyec-
KO NnaTonornmM ¢ ayTOCOMHO-PELLeCCUBHBIM TUMOM HacnenoBaHus (Jla3tok
r. W., Nastok U. WN., 1991; Johnston R., Green R., 1965).

KnnHunka n gmnarHocTtuka. Nepsble onvcaHnsa 15 cnyyaesB 3abosieBa-
HUS 6blM caenaHbl B 1932 1. MyHbe-KyHOM. B panbHelillem onucbiBa-
NINCb, B OCHOBHOM, eAnHN4YHbIE 60/bHblE. J. Zebrak (1976) Habnogan Tpex
Jetei ¢ cMHAPOMOM MyHbe-KyHa Ha MepoBOM oAy XWU3HW.

KAnHnyeckn cvHOpOM MposiBNSieTCS GUTOHaUIbHbIM pasgpadkatoLiym
Kalniem, Hepegko My4yuTesibHbIM, HanoMuHawwmMm 6nesHue Kosbl, Mnpu-
3HaKaMy peuuavBupyloLLero TpaxeobpoHxmTa, 6POHX03KTa30B. BO3MOXHO
Hac/i0eHMe XPOHUYECKON WHIEKLMM, COMPOBOXAAEMOE BblAeNeHNneM
THOMHOM MOKPOTbI, MOCTOSAHHBIMU BIaXKHbIMY Pa3HOKaIMOEPHLIMU 1 CyXK-
MW Xpunamu B Nerkux, npucoeavHeHneM AblxaTesibHOlW HefoCcTaTouyHOCTH,
cybthebpunuteTta, oTcTtaBaHMeM 60/1bHOrO pebeHka B (hmnsnyeckom pasBu-
Tun. OnncaHbl Takke KpoBOXapKaHbS.

OkoHYaTesIbHbI ANarHo3 MOXeT 6bITb MOCTaB/IEH C NMOMOLLbI0 PEHTTe-
HOJ/TIOrMYECKOro 1 BPOHX0/I0rMYecKoro o6ceoBaHus.

Mpy 6poHxockonuu:

1) o6Hapy>MBaeTCcs 3HauuTesIbHOe pacluMpeHne npocBeTa Tpaxeu

n/vnn 6POHXOB;

2) MoryT HabnogaTbCsa BbiNguMBaHMA (AMBEPTUKY/bI) B MPOMEXYTKax

MeXAy MosiykosbLamMm 1 B MeMOpaHO3HOWN ee YacTu;

3) oTMeuaeTcs NponabupoBaHue 3afHell CTEHKU Tpaxeu;

4) ycTaHaBNMBaeTCs PacrnpoCTPaHEHHOCTb U CTEeMeHb BblPaXXEHHOCTU

(kaTapasibHbIiA, THOWMHbIW, KaTapaslbHO-THOWHbI) 3HA0BPOHXMTA.

BpoHxorpadmsa (C KOHTpacTMpoBaHWeM) YTOUHSET U AOKYMeHTUpyeT
NnoJslyYeHHble N3MEHEHUS MPY BPOHXOCKONUU — pacnpocTpaHeHHOCTb pac-
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LUMPEHUS N €r0 BbIPaXXEHHOCTb, HaslMumMe ANBEPTUKYIOB U T. 4. (Wassner
U., 1980); onucbiBaeTCst CUMMTOM — KOHTYpPbl CTEHOK TPaxeun B BUAE «3y6-
uoB nunbl» (Sollich V., Thai W., 1986).

OndbdepeHumnpytoT cuHapom MyHbe-KyHa ¢ TpaxeobpoHxomansumeii,
BGpoHxomerasnneid, TpaxeasibHbIM GPOHXOM, C CMHAPOMOM Bunbsimca-Kam-
néenna, ¢ GPOHX03KTaTMUECKON amcumsemoin Slemke, CO BTOPUYHLIMU (OYH-
KUMOHaNbHbIMU TpaxeobpoHXOMErasinsaMm Ha pOoHe XPOHUYECKUX Hecne-
LMUUecKnxX BPOHX0-TEroYHbIX MPOLLECCOB.

NeyeHuve gennTca Ha KOHcepBaTMBHOE (Y/ly4ylleHue ApPeHaKHOU (OYHK-
LMK Tpaxeun n 6poOHXO0B, NPU UHGEKUMN AblXaTesbHbIX NyTei — aHTubakTe-
pranbHasa Tepanusi, 06LieyKpennsioLmne CpeacTBa; AblXxaTelbHas rMMHac-
TMKa) U Ha Xupypruyeckoe (onepaTvBHOE yAasleHMe OANHOYHbIX
anBepTukynoB u T. 4.) (Zebrak J., 1976).

MporHo3 3aBMCKT OT TOTO, B KAKOM BO3pacTe pa3Buiachb KIMHUKA Tpa-
xeobpoHxomerasimm (4em B 60see paHHEM, TEM XYXXe MPOrHo3), OT Hau-
yna U Xapaktepa COnyTCTBYHOLUUX 3aboseBaHuil, Hacavsalolencs WH-
doekumMn abixaTenbHbIX NyTein u T. 4. B uenom — nporHo3 BapmabesnbHbliA.

MeauKo-reHeTUYeCcKoe KOHCY/IbTUPOBaHME U MpeHaTasibHas auar-
HOCTUKa BBMAY BECbMa HW3KOW PacrnpoCTpaHEeHHOCTU cuHapoMa MyHbe-
KyHa cneuuanbHO He pa3paboTaHbl U OCYLLECTB/ISAIOTCS B pamMkax o6Luei
TaKTUKM NPU reHeTUYeCKnX CUHAPOMAax ¢ ayTOCOMHO-peLecCUBHbLIM TUMOM
HacfeoBaHus.

BUNBAMCA-KSMIBEJ/INTA CUHOPOM

Bunbsamca-Kamnbéenna cuHgpom (1960, H. Williams, P. Campbell) —
BPOX/JEHHBIA CACTEMHBIA MOPOK B BUAE F€HEpPasIM30BaHHOIO HeaopasBu-
TUA XPSLLEBOI TKaHW CErMeHTapHbIX N CybCerMmeHTapHbIX GPOHXO0B € 3-T0
[0 8-r0 NopsiAKoB € MOC/AeAyHLWMM BTOPUYHBIM hOPMUPOBaHNEM BPOHXO-
9KTa3ui, NPEVMyLLECTBEHHO CUMMETPUYHBIX, B HUXHUX O0NSX.

MonynsiuMoHHas 4YactoTa CMHApPOMAa HEeW3BECTHA, 3abofeBaHue pef-
koe, No HalUM AaHHbIM BCTpPEYaeTcsl ¢ YacToToil meHee | cnydyas Ha 100
000 poxaeHuii (MuHkoB M. M., 1991). Yawle 6onetoT Manbumkmi (Tokapes
H. B., 1984).

3Tnonorvsi. BpoxaeHHoe NpoucxXoXaeHne CUHAPoOMa cunTaeTcs AoKa-
3aHHbIM (Wayne K., Taussing L, 1976). lNpegnonaraetcsa ero ayTOCOMHO-
peLeccuBHoe HacnegoBaHue. CyTb AedhekTa — MOpPdIOorMyeckoe oTCyT-
CTBME WM HeAOopasBUTME XPSLLEBbLIX KOMEL, B CTEHKE OGPOHXO0B, YTO
NPUBOAMNT K UX OUCKUHE3UN — M3BLITOYHOMY PacLUMPEHNIO BO BPEMS BAOXa
U CYXXEHMIO Ha BblAOXe. DTO CHMKAET APEHaKHYH (OYHKLMI0 BPOHXOB, rae
JIErKO BO3HMKAEeT BTOPUYHOBOCMANIUTE/IbHbLIA XPOHUYECKUI npoLecc,
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BM/I0Tb A0 hOpMUpPOBaHNA BPOHX03KTA30B U NHEBMOCK/1epo3a (PaunHckuii
C. B., 1987).

OCHOBHbIe gmnarHocTudeckme MNpu3Hakn: nporpeccupyollas 6poH-
XnanbHas 06CTPYKLUMS, XpPOHUYeckass GpPOHXOMNY/IbMOHa/IbHAsA WHGIEKLMS,
XapakTepHble U3MeHeHUs Nnpyu 6POHXO/IOrMYecKnx MeTodax uccnefoBaHus
(cm. Huxe).

KnunHuka. Mo gaHHbim H. B. Tokapesa (1984), n3 15 Ha6nogasLumnxcs
UM 60NbHbIX C CMHAPOMOM Bunbsamca-Kamnbenna, y ogHoro pebeHka nep-
Bble MpU3HakM 3abosieBaHMs NOSIBUNMCHL B Bo3pacTe 3 AHEeR, y ABYX — B
Bo3pacTte 1-1,5 mec., y yeTbipex — Ha 1-M rogy usHwu.

Takum 06pa3om, y NosoBUHLI AeTel nepBble NpusHaky 6051e3Hn passu-
BaloTCA B rpygHOM Bo3pacTe. [o-BuaMmomy, uMeeTcs NaTeHTHbI nepuog,
(nepuog koMneHcaumn apeHaxHon yHkummn) (Leiber B., Hovels O., 1973),
JeKomneHcalms CBA3bIBAeTCA C NepeHeCeHHOW MHTEePKYPPEHTHOM MHADeK-
umnel gbixaTesibHbIX MyTein.

[e61oT 3ab60neBaHns 4acTo HanoMUHaeT TsHkesy hopMy MHEBMOHUN
(oablwka, LMaHo3, Kawesnb ¢ MOKPOTOi1), OAHaKO Hanyme ynopHOro «bpoH-
XOO06CTPYKTUBHOIO» KOMIMOHEHTA, «PeuuanBUPOBaHNE MHEBMOHWUW», OUC-
coumnaumusa mexay AaBHOCTbi 3abosieBaHUA (0ObIMHO aHaMHe3 «KOpPOT-
KUN») N BbIPAXXEHHOCTbD CUMMNTOMOB XPOHUYECKOW [UNOKCUU ¢
MHTOKCMKaUun («b6apabaHHble nanblbl», «4acoBble CTekna», OTcTaBaHue B
om3nyeckomM pasBUTUN) NO3BONAIOT NPEANONOXUTbL BPOXAEHHbIN MOPOK
BPOHXO-/TIErO4YHON CUCTEMBI.

Mpn ob6cnenoBaHNM OB6bIYHO HAXOOAT creaylolmne N3MeHeHUs.

Ha peHTreHorpamMmmMax — pacrnpocTpaHeHHOe yCUieHue 1
Jedopmaunsa NeroyHoro pucyHka, B3gyTne TkaHu f1erkoro, MoryT ObiTb He-
60/bLUMe NOMOCTHbIE 06pa3oBaHus.

Ha cnuporpamMmmMax — npusHakM BEeHTUMAUNOHHBIX HapyLLeHWi
(lI-IV cTeneHn) 06CTPYKTUBHO-PECTPUKTMBHOIO THna.

Mpn G6pOoOHXOCKOMUMWMY geTtei onpegensetca andqy3Hbii
FHOVHbIA 3HAOBPOHXUT, Y B3poC/bix (XomeHKo A. . n ap., 1984) BbISBNSAIOT
yTpaTy XpsALEeBOro Kapkaca KpyrnHbIX 6GpOHXOB, BC/EACTBME Yero MeMm-
6paHHasa 1 XpsLEeBble CTEHKU CMbIKAKOTCS.

Pewarowym meTogom B AnarHoctmke cuHapomMa Bunbamca-Kamnéenna
aBnserca 6poHxorpadmsa. ObHapyXmMBatTCA, Kak Nnpasu/io, ABYCTO-
pPOHHUE KMCTOMNOAOOHbIE pacluMpeHns B 6poHXxax cpefHero kanimbpa. Mpu
NPYIMEHEHUN BOAOPACTBOPUMbIX PEHTTEHOKOHTPACTHbIX BELLECTB BbISAB/SA-
eTcs TUNMYHasA KapTMHa MeLloT4yaTbiX BPOHX03KTa30B, 3a KOTOPbIMU MpPO-
cnexmBarTca NMM60 HeusMmeHHble, MM60 AedhopMUPOBaHHbIE, HO He pac-
LUMpPEHHblEe, ANCTasbHble oTAesbl 6poHxoB (PaunHckuii C. B., 1987).

AnddepeHunanbHbii AnarHo3 npeacTtaBnseT TPyAHOCTU, T. K.
npuxogntcs andpcpepeHumpoBaTtb ¢ gpyrumm dhopmamMm XPOHMYECKON 06-
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CTPYKTMBHOW naTosiorumn nerkux (amdmsema, 6poHxmanbHas actma, BpOX-
OeHHasi nobapHasa amdm3ema), ¢ NopokamMmn 6POHXOB, C MYKOBMCLMAO30M,
C XPOHNYECKOI MHEBMOHMEN, C BPOHX03KTAaTUYECKON 60NE3HbI0, C BPOHXO-
NeroyHbIMn npoueccamu Ha hoHe UMMYHOAEMULNTHBLIX COCTOSHWIA.

JleyeHune 60/bHbIX C CMHAPOMOM Bunbsamca-Kamnbéenna koHcepBaTuB-
Hoe. Vicnonb3yloTca aHTubakTepuasbHble npenapaTbl B COOTBETCTBUM C
YyBCTBUTE/IbHOCTLIO K H/M BbiCEBAEMOW MUKPOIOPbI (3TO 06bIYHO remMo-
hunbHas nasioyka B MOHOKY/NbTYpe WM B accouualin ¢ NHEBMOKOKKOM)
(TokapeB H. B., 1984). MpyMeHSAOTCA Takke MyKOIUTUYECKME U BPOHX0AN-
TUYeckne cpencTsa, NOCTypasibHbIN ApeHax, Bubpomaccax, neyebHas
hu3kynbTYpa; npu hopMUpoBaHUM CUHAPOMA JIETOYHOMO cepAua — Kap-
Anotpodonyeckme npenaparbl, BKIYas cepaeydHble rankosunabl (nog OKr-
KOHTpO/IEM).

MporHo3. Mo MHeHWI0 O4HKX aBTOPOB — MPOrHO3 Npu AaHHOM CUHAPO-
Me HebnaronpusaTHblii (Po3nHoBa H. H., 1986; Naswok . U., Mlastok UN. U.,
1991). Mo MHEeHuo ApYrux — Npy cMcTeMaTtnyeckom HabawaeHun n nedye-
HUX MPOrHO3 ynydllaeTcs, y 60MbLUMHCTBA GOMbHbLIX NpU kaTemMHese 1-7
neT yaaetcsa AobuTbCca cTabunusaumm 6poHX0-Nero4yHoro npowecca u ype-
XeHusl ero obocTpeHunii (TokapeB H. B., 1984).

OnepaTuBHOe fevyeHne 60/bHbIX M3-3a ABYCTOPOHHEro pacnpoctpa-
HEHHOro nopaxeHusi GPOHXOB HENpPaBOMepHO.

Meanko-reHeTMYeCKOe KOHCY/IbTUPOBaHME M NpeHaTtasibHas auar-
HOCTMKa BBUAY PEeAKOCTW NaToiorMm He paspaboTaHsbl.

FTMMOTIA3NA NEMKNX

F'mnonnasnsa nerknx — oAHOBPEMEHHOE HeJopa3BuUTUE GPOHXOB U fie-
royHoi napeHxumbl (PaunHckuin C. B., 1987).

CsefileHns 0 NONyNSAUMOHHON YacToTe 3TOro Nopoka pasBuTUS B NnTe-
patype efuHWUYHbIe: MO AaHHbIM WUCMAHCKOro MOHUTOPWUHra 3a 12 net
(1974-85 rr.) Ha 48 966 poXAeHWUi A 3aperncTpupoBaHo 27 c/lyyaeB rmnon-
nasuu nerkmx, 4to coctasnset 0,55:1000. MNpy 3TOM 60/LLUNHCTBO MOPO-
KOB COYeTasloCb C APYrMMW BPOXAEHHbIMA aHOMasiMsiMX, B OCHOBHOM, C
AnadparManibHbIMU rpbbKamyl, aHOMa/IUsIMY MOYENOsI0OBOM U CepaeyHo-
cocyamuctoii cuctembl (Navarro S. et al.,, 1988).

Fmnonnasusa Nerkux MoXeTt ObiTb NEPBUYHON ¥ BTOPUYHOW, MPOCTON W
KMCTO3HOW, 0oOHO-, ABYX- W MHorogonesoi (Nastok . U., Mastok N. W,
1991).

BTOpuyHbIe rMnonnasny Nerkix passmBatoTcs:

1) npy yMEHbLUEHHOM 006beMe rpyAHoM nonoctn (guadparmasibHbie
rPbDKU, TMAPOTOPAKC, AUCNAA3US TPYAHOWA KNETKM),
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2) npu OBCTPYKTUBHBIX MOPaXEHUSAX PecnupaTopHOro TpakTa U Cocy-
OUCTbIX IEFOYHBbIX aHOMa/MAX, a Takke

3) B Tex cnyyvasix, Korga 6epemMeHHOCTb NpoTekasna C BblpaXKeHHbIM Ma-
noBoaveM: nNpu ABYCTOPOHHEN annasvum win nonukuctose (cuHapom [oT-
Tep-1), atpe3un mMoYeTouHMKoB unm ypeTtpsbl (Landing B., 1979).

B ny/IbMOHOMOrMYECKOlV NpaKTUKe rMNonaasunio Nerkux NpUHATO AeNnUTb
Ha NPOCTYI U KACTO3HYH (nonukuctos nerkmx) (Mytoe H. B. n gp., 1984;
PaunHckmii C. B., 1987).

MpocTas runonnasva 3HaunTesIbHO Yalle HabnogaeTcsa y nepuHa-
TaUlbHO yMepLunx, Yyem y aeTeli 6onee ctapuwero Bo3pacta (Navarro S. et
al., 1988). MonynsaumMoHHas YyacToTa ee Mo HawuM AaHHbIM, UCKoYas ciy-
Yan coyeTaHWss C MHOXECTBEHHbIMW aHOMa/TMSIMKN, COCTaB/IsieT NPUMEPHO
1 cnyyaii Ha 20 000 poxaeHuin. Y 60/blIMHCTBA B0/bHBLIX C MPOCTON dhop-
MOV rnonnasun oTMevaloTcsa guadparMasibHble rpbbku, YTO ABNSETCH A0-
CTaToOYHO TUMWUYHBIM cOYeTaHMeM 3TWX MOPOKOB passuTua (MuHkos W. 1.,
1991; Heines P,, 1982).

KnuHuyeckne nposiBfieHns BecbMa BapuabesibHbl (0T acdukeun go
6eCcCUMNTOMHOr0 TeYyeHUs1) U 3aBUCAT OT CTEMNeHU W PacrnpoCTPaHeHHOCTH
rmnonnasun. Y getei 6onee crtapluero so3pacra KanmHuyeckas cCumnToMatm-
Ka B 3HAUUTENbHOW CTENeHN onpeaensieTcsl CKIOHHOCTBHO TMMNonia3upoBaH-
HOW TKaHW fierkoro kK uHduuymposaHuio (PosmHosa H. H. n ap., 1986), a Ha-
CfioeHne mHgekumn obycnaenmeaeT (POPMMPOBaHME TakK HalblBaeMOW
BTOPUYHOIN XPOHNYECKON MHEBMOHUM. OTMeYaeTcs Kalleslb C OTXOXAeHNeM
MOKPOTbI, AblXaTesibHble WyMbl Haf 061acTbio nopaxeHus ocnabnieHbl um
MOJSTHOCTBIO OTCYTCTBYOT. Ob6paLlaeT Ha cebs BHUMaH/e Ha paHHUX CTaausax
npouecca, YTo NO3BOJISIET YCOMHUTLCA B €ro0 6aHa/IbHOCTH, CMeELLLeHne cep-
JAua B CTOPOHY Heopas3BUTON A0NW. [leTu ¢ runonnasvenn nerkux yaie, Yem
npy 6aHasIbHOM Mpouecce, OTCTalT B PU3UYECKOM pPasBUTUN.

JaHHble cnuporpamMmmbl CBUAETE/LCTBYIOT 0 AblXaTeNlbHON HeJocTaTou-
HOCTU PECTPUKTUBHOIO Tuna. Mpy HaCNoOeHUN XPOHMYECKOro BPOHXMUTA MO-
ryT NPUCOeANHUTLCA 0OCTPYKTUBHbIE HapyLUEHUS.

PeHTreHonornyeckasi CUMNTOMaTmKa: yYMeHbLUeHWe remmTopakca Ha
CTOPOHE MOPOKa, MHTEHCMBHOE 3aTEMHEHUE B 3TOW 06/1aCTU, BbICOKOE CTO-
AHWe kynona Anadpparmel (cm. puc. 14). Cepgue u opraHbl cpefocTeHus
CMeLLEeHbl B CTOPOHY rMnonaa3nupoBaHHOro 1Ierkoro, No3BOHOYHbIA CTONG
Kak Obl «OrofIeHHbIN».

OCHOBHOE MEeCTO B AMarHOCTUKe NPUHALAIEXMUT OGPOHXON0MMYECKUM Me-
ToAaMm.

Mpn 6poHXOCKONUM ONpefenseTcs Cy)XeHue rnaBHoro 6poHxa M cooT-
BETCTBYIOLUUX NOPOKY A0/EBbIX BPOHXOB; Npu 6poHXorpacmm KOHTpacToM
3anosHAITCA KPYMHble GPOHXU NPU OTCYTCTBUM MENKNX BPOHXMasTbHbIX
pa3BETB/IEHNI, BPOHXN PE3KO CONMXKEHbI MEXAY COOOiA.
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AnddepeHumanbHas gnarHoCTUKa runonaasmm nerkoro npegycmar-
puBaeT UCK/IYEHUE 3KCCyAaTUBHOrO MfeBpuTa, aresniekrasa, nnespasib-
HbIX LWBAPT, AnadparMasibHOM rpbbkn 6€3 rMnonaasnu, a Takke nepBuUYHON
XPOHWYECKOl NHEBMOHUM U Ty6epKyne3Horo npoiecca.

JleyeHune runonnasnun Nerkoro BKIYaeT:

1) 60pbby C HacnousLLECca NUHDeKLMen.

2) ynydleHne ApEHaXHOM (PyHKLUN BPOHXOB.

3) noBbILLIEHNE 06LLeli pPeakTUBHOCTM.

Bonpoc o uenecoobpasHOCTM XMPYPruyeckoro BmellaTenscrsa npu
3TMX MopoKax peluaeTcsl COBMECTHO neavaTpamu-nysibMoHonoramum u To-
pakanbHbIMW XMpypramu B 3aBMCUMOCTW OT XapakTepa nopoka (pacnpoc-
TPaHEHHOCTb, COYEeTaHUs C APYIMMU aHOMa/IMSAMU U T. A.), BbIpaXEeHHOCTU
NEeroyHol MHpekunn, yHKLUMOHa/IbHOTO COCTOSIHUS NIerknx U cepaeyvHo-
cocygucToin cuctembl («nerovyHoe» cepgue n gp.) (PosmHoBa H. H. un gp.,
1986).

MporHo3 — Bcerga cepbesHblil; 60MbHbIE YACTO MHBANNAN3UPYIOTCS.

KrncTo3Hasa runonnasvsi (MosiMkK1cTo3s) JIerkNx — BPOXAEHHbIA NOpoK,
CONPOBOXAAOLLMIACA, NOMUMO peaykuun pecnupaTopHoro otgena, dop-
MWPOBaHMEM KUCTOMOAO06HbIX MOSIOCTEN U BPOHXO3KTA3WIA.

MoNUKMCTO3 Nerkmx — oAuH U3 Hanbonee YacTo BCTpevaroLmnxcs nopo-
KOB pa3BUTUA BPOHXO-NIEFOYHON CUCTEMbI, KOTOPbIA COCTaBsieT No mare-
puanam TepaneBTOB-My/IbMOHOMOrOB A0 60-80% Bcex NOPOKOB 3TOW cuUC-
Tembl opraHos (MyTtos H. B. n gp., 1984; Mununuyk H. C., 1988).

MonynauuoHHasa yacTtoTa MOJIMKACTO3a Nerkux — npuMepHo 1 ciyyai
Ha 7 000 poxaeHuin (MuHkos . M., 1991).

O1nonorms. MNMonMkMCTo3 BO3HUKAET B pe3yfnbTaTe HapylleHUs passu-
TMS Nerknx Ha 2-3-m mecsue ambépuoreHesa (Mytos H. B. u gp., 1984), kor-
4a nget dhopMupoBaHue Menkmx 6poHX0B. B Nosb3y BPOXAEHHOrO reHesa
NOSIMKNCTO3a CBUAETE/bCTBYET €0 YacToe coyeTaHue ¢ ApyrMMy nopoka-
MU pa3BuTKSA. M0 HaWUM AaHHLIM NOYTW Y MOJIOBUHbI 6O/IbHLIX UMEKT Mec-
TO Apyrve BpOXAeHHble aHOMa/ MM — MOPOoKM cepAua u cocynos, LIHC,
XKT, aHomanvm noyek u nuua (aHomanag MNottep-1), gedektbl pebep u
MO3BOHOYHMKA U T. A. OnucaHbl Takke HapylleHus KapuoTuna — peuun-
pokHasa TpaHcnokaums 15/19 (Karanos C. 1O., Po3uHoBa H. H., 1986).

KnunHuka. XapaktepusyeTcss OTHOCUTE/IbHO 6oniee 61aronpuaTHbIM Te-
YyeHneM, Yem npocTas runonnasusa nerkoro (Mytos H. B. u gp., 1984). Knu-
HUYeckne nposiB/IEHNS OOYCNOBMEHbI HAC/I0EHMEM WHIeKUUn, KoTopas
Hepeako BO3HUMKaET e B Miajlem AOLIKO/IbHOM Bo3pacTe. OAuH 13 oc-
HOBHbIX NPU3HaKOB — Kalleflb, BAaXHbIA, C OTXOXAeHneM 60/1bLIOro KO-
YyecTBa MOKPOTbI. VIHOrga oTmedaeTcs KpoBoxapkaHbe. ®usmkanbHasa kap-
TUHA o4YeHb GoraTas: aycky/bTaTUMBHO AblXaHuWe uHorga umeet amdopu-
yeckuiA xapaktep (Haf KPYMHbIMU KACTO3HO-NMOJIOCTHLIMKM 06pa3oBaHus-
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MK),' y 60NbLUMHCTBA B0/1IbHbIX — 06UANE 3BYUYHbIX PA3HOKa/IMOEPHbIX XPU-
noB, B NepuoAbl 060CTPEHUS BO3MOXHA OpasibHas kpenuTauums. Mo Habsto-
peHuam C. 0. KaraHoa v coaBT. (1986), NONUKACTO3 NErknx y AeTtein He-
pefko 6biBaeT ABYCTOPOHHUM.

[eTn ¢ NoNUKUCTO30M Nerknx, Kak NpaBuao, UMEKT KIMHUYeCcKne nposiB-
NeHva abixaTenbHOMW HegoCTaTOYHOCTU, OTCTAlOT B (PM3NYECKOM pasBUTUM.

MN3meHeHusa cnvporpamMmbl HecneumguyHbl: onpeaensioTca BeHTU-
NAUNOHHBIE CABUMM OBCTPYKTUBHOIO W/WUNU PECTPUKTUBHOIO TUMOB.

Ha peHTreHorpamme (U ToMorpaMmmax) o6HapyXnBaeTcs S4eucTbli
PUCYHOK NErkmnx, KMcTto3onogobHble obpasoBaHms (puc. 65).

BpoOHXOCKONMA BbIABASET 0OUMbHbBIA THOWHbLIA 3HOO0OPOHXMT; npuU
6poHxorpadun obHapyxmnsatoTcs AeddOpPMUPOBaHHbIE U pacLUMPeHHble
O6pOHXK, 3aKaH4YMBaKOLMECH KOMOOBUAHLIMU U LLAPOBUAHLIMU NOIOCTAMM,
4YTO BMecTe HanommHaeT BuMHorpagHble rpo3gps (KaraHos C. 1O., Po3nHoBa
H. H, 1986 ).

Pagvonornyeckoe wccnepgosaHue (cuuHTUrpadusa ferknx) y
60/1bHbIX C NOMIMKACTO30M JIETKOr0: B NEepuoae HakonaeHus paguodapma-
LEeBTMYECKOrO npenaparta BbISBMSIET yMeHbLUeHNe B 06beMe COOTBEeTCTBY-
IOLLMX OTAE/10B /IErKOro; B Nepuoje BbiBeAeHUS npenapaTa obHapyxusaeT
3a/lepPXKy ero BbIBEAEHNSI Ha CTOPOHE NOPaXeHUs.

AnddepeHumnpytoT NONKNCTO3 NETKUX C NPUOBPETEHHLIMU BGPOHXO3K-
Taszamn (baHanbHast XpoHM4eckasi MHEBMOHKS), C MOJIOCTHbIMU 06pasoBa-
HUAMK Nnocrie AeCTPYKTUBHBLIX NPOLLECCOB.

MOAMKNCTO3 MOXET OCNOXHATLCA HArHOEHWEeM KUCT, NIeroYHbIM KPOBO-
TeUYeHneM, CNOHTaHHbIM MHEBMOTOPAKCOM, NPy A/IMTENIbHOM FTHOMHOM npo-
uecce — aMuUI0MA030M.

NeyeHne npeacTaBnseT He ferkyro 3agadvy. Xupyprnyeckoe Bmella-
Te/IbCTBO OrpaHMYMBaeTCs pacrnpoCTpaHEeHHOCThLIO npolecca, A/MTenNb-
HOCTbIO /IErOYHbIX U3MEHEHU, JOPMUPOBAHNEM OC/IOXHEHWIA («eroy-
Hoe» cepgue, amunonaos). TepaneBTUYHecKasl TakTuka BKIo4vaeT
NpUMEHeHne aHTUOMOTUKOB, HampaB/IEHHbIX Ha NoAaBfieHne aKkTUBHOCTU
BTOPMYHOrO BOCM&/INTENBHOIO npouecca, fleyebHbix 6poHXOCKonuiA, 06-
LLLe0340POBUTESNbHBLIX MEPOMNPUATUIA (CaHATOPHO-KYpPOPTHOE sleveHue B
hasze pemuccum u T. 4.).

MporHo3 cepbesHblil, T. K. NogaB/eHne BTOPUYHOIO BOCMNa/IUTENbHOMO
npoLecca — cnoxHas 3ajaya axe npu npuMeHeHUn COBPEMEHHbIX aHTu-
61OTUKOB (LLedhasiocnopuHOB, aMUHOI/IMKO3UA0B); OC/IOXHEHUS yXyALla-
0T, @ UHOrAa u onpeaensitoT BUTa/TbHbIA NMPOrHO3.

Meanko-reHeTMYeCcKoe KOHCY/IbTUPOBaHWE U fpeHaTasibHas guar-
HOCTMKA MpW TUNOMaa3nun fIerkoro He paspaboTaHbl, U 3TUM BaXHbIM 06-
CTOATENLCTBOM ONpefensaTca Beaylime 3afadv no npodunakTuke yka-
3aHHOI NaTosIornK:
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Puc. 65. PeHTreHorpamma OpraHoB FpyAHON KneTku
(a — npsamasn npoekuusi, 6 — GOKOBasA NPoeKUuUs crpasa)
pebeHka Bo3pacTa 2 NeT C BPOXAEHHbIM MOMKUCTO30M Jlerknx
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— BO-NEpPBbIX, MOUCK MyTeil NpeHaTasIbHON ANArHOCTUKM TFMMNoniasun
JIEerTKoro y nnoaa;

— BO-BTOPbIX, Aa/ibHelillee pasBUTe Cneuvau3MpoBaHHOl XUpPYpPri-
yeckoli nmomowy Ans paspadoTky IPEKTUBHLIX METOJOB OMNEepaTUBHOIO
NIeUEHUs] TakMX GOJIbHbIX A0 «HAC/OEHUs» BTOPUYHOTO BOCMASIUTESILHOO
npouecca;

— W, B-TPETbMX, HAKOMN/IeHWe U aHa/IM3 MaTepuasioB No MeanKo-reHeTy-
YeckoMy KOHCY/bTUPOBaHMIO.

KAPTAITEHEPA CNHOPOM

KapTareHepa cuHgpom (1933 r«, M. Kartagener, LBeliLapus) — BpOX-
[eHHass KOMOMHUPOBaHHAasA NaTosorns, 415 NOMHbIX POpM KOTOPOI Xapak-
TepHa Tpvaza NpuU3HaKkoB:

1) situs viscerus inversus (o6bpaTHoOe pacno/0XeHNe BHYTPEHHMX opra-
HOB — AeKcTpokapaus u T. 4.);

2) 6POHX03KTa3bl (XPOHMNYECKMIA BPOHXMT);

3) PUHOCUHYCUTBI.

HenonHble ¢opmbl MOryT 6bITb NpeacTaBfeHbl ABYMS MocnefHUMu
npusHakamm 6e3 NosIHOro 06paTHOr0 PacrnosiIoKeHNs BHYTPEHHUX OpPraHoB
Nnn TOMbKO C AeKcTpokapanei. BnepBble cMHAPOM 6bl/1 ONucaH B Havasne
XX ctonetunsa kuesckum Bpadom A. K. 3useptom (MyTtos H. B., SleBawos 0.
H, 1976).

MonynsunmoHHaa yactoTa cMHapoma KaptareHepa — 1:50 000 (Gupta
O. etal.,, 1978), nogaHHbIM HalMx HabnaeHnn — 1:66144 (Munkos W. 1.,
1991). J/luua MY>CKOro 1 XEHCKOro nosa nopaxarTcs NpYMepHo ¢ oguHa-
KOBOI 4acTOTOIA.

3T1uonorusa. CnHgpom KaprareHepa OTHOCUTCA K YAC/Y FreHeTUYeCKnx
3ab0/1eBaHnli ¢ ayTOCOMHO-peLecCnBHbLIM TUNOM Hac/efoBaHus npu ne-
HeTPaHTHOCTU NaTOo/I0rMYeCcKOoro reHa Ass romo3unrot 1/2.

B HacToswee Bpems cuHApoMm KapTareHepa paccmaTpuBaeTcs Kak
OfHa U3 KINMHNYeckux hopM, KoTopas BbiaBAseTcs npumMepHo y 50% 60/b-
HbIX U CcOYeTaeTcs C Situs inversus uny TONbLKO C AEKCTPOKapAuii, nepBuy-
HOW LMMApHON ANCKMHE3UN — CUHOPOMA «HENOABUMXHbIX pecHuYek» (Po-
3uHoBa H. H. n gp., 1988; Afzelius B. et al., 1983).

3T0 cocTosiHME npeacTaBnsAeT cobol rpynmny pas/imyHbIX reHeTUYeCcKux
3abo0neBaHuin, 06LWUM A1 KOTOPbIX ABMSETCA BPOXAEHHbIN AedhekT B ak-
COHEMEe pecHuYyek mepuatesnbHoro anutenus (Rott H., 1983). OnucaHo
okono 20 BapuaHTOB 3TOro gedoekrta. O4HaKo OCHOBHbIM CUMTAETCH reHe-
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pasim3oBaHHOE OTCYTCTBUE AMHEWHOBbLIX pydeK, paguasibHbIX MOCTUKOB,
TpaHcnoKaumsa ¥ U3MeHeHue uYucra MUKpPOTPYOOoUEeK akCOHEM pPeCHMYeK.
[unHenHoBble pyykun, o6nagas ATda3HON aKTUBHOCTLIO, OCYLLECTBASAIT
npeBpaLleHne XMmMuyeckoi sHeprun AT® B MeXaHUYECKYH SHEpPrui OBuU-
XEHUs1 pecHuyek. MoTepsa AMHEMHOBLIX pyyeK, a Takke Heobbl4HO 60s1b-
was AsiMHa pecHUYeK n n3aMeHeHne nx 6asasibHoro annapaTa onpeaenstoT
HapyLleHVs UK NoJIHOe OTCYTCTBUE ABMXEHUS MepuaTefibHOro anutenvs
(Palmblad J. et al., 1984; Lungarella G. et al., 1985).

Bce 31O NpuBOAWUT K HapYLUEHUIO OYMLLEHWSA W K NaToNornv OpraHos,
BbICT/IaHHbIX MepLaTe/ibHbIM 3NUTEeIMeM: HOca U ero nasyx (PUHOCUHYCHI),
eBCTaxneBoli TPy6bl U cpedHero yxa (0TuTbl), Tpaxen 1 6POHX0B (Tpaxeob-
POHXUTbI, BPOHX03KTa3bl). Hapagy ¢ yNbTPacTpyKTyPHbIMU U3MEHEHUSMN
OblXaTenbHbIX nyTeli UAeHTUYHbIE U3MEHEHUS MMEKT MeCTO B CTPOeHWUU
XIYTMKOB CNepmMaTo30MoB, Bedyline K UX HEenoABMXHOCTU, pe3y/ibTaToM
yero sABnseTca becnnogue.

LimnvapHele MyTauum reHeTUYeCcKn reTeporeHHbl, NepBUYHbIA AedekT
Bo3MOxeH B 200 reHax (Afzelius B. ey al., 1983), obwas pacnpocTpaHeH-
HOCTb MEPBUYHOIN UUMMAPHON AUCKMHEe3nn coctaBnseT 1:15000-1:30000
(RottH., 1983).

OCHOBHble AnmarHOCTU4Yeckme npusHaknm cuHgpoma KaprtareHepa:
OeKcTpokapaus unv nosHoe obpaTHOe pacnosioXeHue BHYTPEHHUX opra-
HOB, PeLUaUBMPYIOLLME PUHO-CUHYCO-OTUTLI U TPaxeobpoHXMTbl (BPOHXO-
3KTasbl).

KnuHuka. Hapagy ¢ OTMEYeHHbIMU Bbille KNacCu4eckummn npusHakamm
cuHapoma KapTareHepa y 60J1bHbIX MOTYT BbISBASATLCA CTUMMbI AUcnaac-
TUYHOCTU U MOPOKN Pas3BUTUSA Pa3/IMYHbLIX OPraHoB W CUCTEM: B MEPBYIO
oyepefb cepaua (centasibHble AedekTbl, OTKPbITbIA apTepuanbHbIi Npo-
TOK, apUTMUK, NO-BUAMMOMY, Ha (DOHE aHOMasii NPoBOASLLE CUCTEMbI U
T. 4.), cKeneta (NoNnaakTuAusl, BOPOHKOO6pa3Has rpyaHas kieTka, CKpbl-
TOe pacLiensieHve NO3BOHKOB, YKOPOUYEHMe rofieHn), UHOrga — noYvek, JH-
[OOKPUHHBIX Xenes u ap.

KnuHuueckas kapTvHa (kalesb, MOKPOTa, peuvaMBupyloline puHo-cu-
HYCO-OTUTbI, (PU3UKasIbHblE U3MEHEHUS B JSIETKNX, AblXaTtefibHas HejocTa-
TOYHOCTb, YepTbl XPOHUYECKOW TUMOKCUM W MHTOKCUKaLMK, OTCTaBaHue B
hm3nueckom pasBuTMM U T. A4.) OPMUPYETCH elle B paHHEM Bo3pacTe
Jaxe ¢ nepBbIX HeAeslb XN3HU, HO He Bcerga nosy4vaeT npaBusibHY0 HO30-
JIOTMYeCKyt0 TPakKTOBKY, OCOBEHHO Npu OTCYTCTBUM Situs viscerus inversus.

O6cnepoBaHve npy NOAO3PEHUM Ha cuHApPOM KapTareHepa Tpebyet
NpUMeHeHNs pasHoobpasHbIX METOA0B UCC/eA0BaHNS, TakmX, Kak:
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1) reHeanornyeckunii, Bkno4vasi obcnegosaHne cnbecos, poguTenein u
KPOBHbIX POACTBEHHWKOB (OTO-CHHYCbI, MOMUMbI HOCA, XPOHUYECKMNEe
BPOHXNTbI, U30/IMPOBAHHAS «HEMasi» AeKCTpokapaus v 1. 4.);

2) PEHTIreHO/IOTMYECKNIA 1 BPOHXONOrNYecKnii (6poHxocKonus
1 6poHxorpadus);

3) cypgonornyecknin (aygmorpaMmma);

4) aneKkTpo- 1 axokapamnorpadmyeckuii.

H. H. Po3nHoBa 1 coaBT. (1988) npegsiaratoT cneumasbHblil guarHocTu-
YECKUIA aNIfOpUTM Ha NEPBUYHYIO LUINAPHY AUCKUMHE3NO. DTOT a/lropuTM
BK/IlOYAET MocnefoBaTesibHOe NPUMEHeHMe METOAMK MO MPUHLMMY «OT
NPOCTLIX K C/IOXKHbIM», KOrAa npejllecTBylollas MeToAuKa AAeT MOJIOXM-
Te/NbHbIA pe3ynbTar: MUKpPOCKonus 6uontata CAM3UMCTON Hoca, Aasiee —
pafvoHYKINAHbIVA MeToq, onpeAenieHns Ha3aslbHOro CAM3MCTOro TpaHcnop-
Ta; 3N1EeKTPOHHO-MUKPOCKOMNMYEeCcKoe ncciefosaHne buontata CAU3UCTON
OpPOHXOB.

KapuoTtun y 605bHbIX ¢ cMHApoMoM KapTareHepa HOPMaJibHbIN.

OndbdbepeHUmpyIOT: C U30IMPOBAHHON AEKCTPOKapAuen, ¢ BpOXaeH-
HOIi BPOHX03KTaTMYeckol 60/1e3HbI0, C CUHAPOMOM MyHbe-KyHa, ¢ 6pOH-
X03KTazaMu1 pas3IMuHOro NpoMCXoXAEeHUs, ¢ AeKCTpono3uuueli cepaua npu
rMnonaasuM nNpa.oro JIerKOro Wav npu BPOXAEHHOW IEBOCTOPOHHEN fo-
6apHoii amduseme.

NeueHne. KoHcepBaTuBHasi Tepanusi BK/IOYAET:

1) noCTypasibHbIil ApeHax;

2) MYKOJIUTUKN;

3) Npn HacnoeHun NHMeKunn — aHTnbaKTepuanbHble npenapaTbl;

4) obweykpennsowme cpeactea (ButamuHbl A, B, C. E; aHabonuku,
afanToreHbl U T. A.);

5)cbmsmnonpoueaypbl un JIOK.

VIHransitopHblii NyTb BBEAEHWS NIEKAPCTBEHHbIX NpenapaTtoB (MyKo/u-
TUKOB, @aHTMOUOTMKOB M Op.) OCNapuUBaeTCs MHOMMMU aBTOpamMu, T. K. npu
3TOM MOXET YrHeTaTbCs YaCTMUYHO COXPaHMBLUASACS LWMapHas yHKLuUs
(Po3nHoBa H. H. n gp., 1988).

Xvpypruyeckoe BMeLLaTesIbCTBO Ha JIErKUX U B HOCOI/I0TKe Npy TOTaulb-
HOM FeHeTUYECKOM MOPaEeHUN CAN3UCTON 060JI0YKM pecnMpaTopHOro
TpakTa He onpasAaHo. OnepaTuBHOE NeyvyeHne BPOHX03KTa30B MOXET OCy-
LLIECTBNATLCS TOJILKO NPY OFPaHNYEHHOM MPOLIeCCe CTOMKOro rHOMHOro Xa-
paktepa Ha )OHEe KOMMNEHCMPOBAHHOIO MYKOLMIMAPHOTO K/MpPEHCa, T. K.
OTAa/IEHHbIE HAOMOAEHUSI XUPYProB MoKasasv, YTO MOJSIHOTO W3/IeYeHust
nocne onepauyun He Hactynaet (KnumaHckumin B. A., 1975).
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MpOrHo3 3aBUCUT OT MHOIMX (DAKTOPOB: 06bEMA MOpPaxXeHWsi, Bo3pac-
Ta, Hauyana KIMHUYEeCKUX MPOSIBAIEHUI, XapakTepa Hac/ouBLUEeCs MHOEK-
LMK, BO3HUKAIOLLUX OCMIOXHEHNI (KpOBOXapKaHbsl, abcuecc Mo3ra, «J/erou-
Hoe cepaue», amuiongos). OAHaKO OYeHb BaXKHbIM SIB/ISIETCSI COCTOSIHUE
cepaeyvHo-cocyamncToli cuctembl (MOPOKM cepaua, cepaeyvHble apuTMmuu,
HeZ0CTaTOYHOCTb KPOBOOOpALLEHUS).

MeAVKO-reHeTUUYECKOE KOHCY/IbTUPOBaHUE A0/HKHO yYMTbIBaThb, UTO,
BO-MEPBbIX, MYX4V/Hbl, CTpajawLline cuHapomomM KaprareHepa, yacto 6ec-
NI0AHbI, @ BO-BTOPLIX, YTO Nepefjayn 3aboneBaHus OT poguTeneli K AeTsaMm
He Habnwpgaetcs (Child A., 1980). MNMoBTOpHbI pUcK Anst cMbCoB COCTaB/IS-
eT 13% (Xapnep M., 1984).

MpeHaTasibHaa gMarHOCTUKa NpuM MaccoBOM Y3-CKpUHUHIe 6epemMeH-
HbIX XXEHLUUH MOXET BbISIBSATL AEKCTPOKapAuio 1 situs inversus y nnoja,
Apyrvue npusHaku mManovHgopMaTuBHLL. Bonpoc o [OCPOYHOM MnpepbiBa-
HUM B6epeMeHHOCTN MOXET peLlaTbCs N0 HACTOAHWIO ByayLnx poauTenei
(maTepun), T. k. abCOMOTHbLIX MNPOTMBONOKAa3aHWN A5 COXpaHeHusi bepe-
MEHHOCTU MpY cuHApoMe KapTtareHepa He oTMevaeTcsl.
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MMABA OEBATAA

BPOXAEHHbBLIE NMOPOKN
OPIrAHOB MW EBAPEHNA

OBLWAA XAPAKTEPUCTUVKA

BpoxXaeHHble MOpoKM MuLleBapuUTENbHON CUCTEMbl — OAHa U3 Hanbo-
flee pacnpocTpaHeHHbIX hOPM U30/IMPOBAHHbIX U CUCTEMHbIX aHOMasIni B
JeTckoM Bo3pacTe. Tak, no gaHHbiM H. A. TiopuHa u coasT. (1983) ata
rpynna nopokoB, BK/IOUYAsA HapyXXHble BPIOLLHbIE TPbIXKW, COCTaBASET OKOJ10
MOJSIOBMHbI BCEX ClyYaeB aHOMasiMil pa3BuTuA B 0bLel nonynaunm getei
BO3pacTa nepsBbiX 3 Mec XM3HuW. Mo gaHHbiM C. A. Bynaxosoii (1985) ux
YacToTa HEeCKOJIbKO HMXE U COCTaB/IAET OKOMO 8% BCEX BPOXAEHHbIX aHO-
Manuii.

O6Lwan pacnpocTpaHeHHOCTb MOPOKOB pa3sutus XXKT B nonynsaumm
HOBOPOXJEHHbIX N0 MaTepuasnam uccnefoBaHuiA npowwbix net (Jeptoro
H. K., 1969; bpycknH b. P., 1976) coctasnsana B cpegHem 1,20:1000; no
MaTepvasiaM Hallux uccnenoBaHuii, npoBeneHHbIX B 80-e roabl, HECKO/Ib-
KO Bbllwe — 2,48:1000 (MwuHkoB W. T1., 1993).

MaTtonoroaHaToOMUYeCKNin aHanu3 cpean ymepLumx aeteil B Bo3pacte
00 16 neT (BKIOYaAA MePTBOPOXAEHHbIX) CBUAETENbCTBYET O TOM, YTO aHo-
mManimm XKKT peructpupytotcs B 2,8% cnydaes (Guttermann M. et al., 1984)
¥ 3aHMMaT Bedyllee MecTO B CTPYKTYPe BPOXAEHHbLIX MOPOKOB MO AaH-
HbiM ayToncuii (Jlastok I'. W., UepcTtBoin E. ., 1986).

OTNONOTNSA BPOXAEHHbIX MOPOKOB MULLIEBAPUTE/TIbHOW CUCTEMbI reTe-
poreHHa. YacTb 3TUX NOPOKOB BXOAUT B COCTaB MHOXECTBEHHbIX aHOMa-
I XPOMOCOMHOI0O U HEXPOMOCOMHOIO reHesa — CUHApPOMbI [layHa, Ma-
Tay, dpaBapgca, Opb6benn u gp.; cumHgpombl Bannepa-lreponbpga,
MoxaHcoHa-bnnssapa, KodpdmHa-Cupuca, Mekkens, HyHaH-CanguHo,
Cmuta-Jlemnu-Onutua, KopHenuu ge Jlavre, MonbgeHxapa, VATER-acco-
unaumm n ap./. A6ConMoTHOE B60/bLUMHCTBO M30/IMPOBaHHbLIX I CUCTEMHbIX
nopokoB XXKT mynbtudpaktopnasibHoro reHesa (MnomHa E. ., 1985; /la3tok
. W., Knpnnnosa W. A., 1991). Cpeaun 3Ha4nMMbIix hakTOPOB pucKa Bblhens-
l0T: TOKCMKO3 1 MOMIOBUHbI BepeMeHHOCTU (22,8%), MHoroBoaune (8%), yr-
po3a npepbiBaHUSA W NpexaeBpeMeHHble pogbl (16,8%) (Oeptoro H. K.,
1969; MwuHkos L. M., 1993.).

CTpyktypa nopokoB >XKT: 0KO/I0 NOMOBMHBLI C/ly4yaeB COCTaB/IAT
aHoOMasInn XenyaKa v KAWeYHUKa, B TOM Y1C/ie MUIOPOCTEHO3; OKO0 7%
— aHoManuu nuuwesoga, 17,6% —panadparmMasibHble rpbbky, 10,8% —
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aHopekTasibHble aTpesun, 10,4% — rpbbKM NYMOYHOrO KaHaTtuka, CTOJIbKO
e npoune nopokm XKKT.

Jlnya mMy»XXCKOro nosia nopaxkarTcs 4valle, Yem XXeHckoro. Y 1/5 poams-
LUMXCA € 3TON nartosiorneli macca Tesia MeHbLle 3 Kr.

KNACCUNDPUKALNA N HOMEHK/TATYPA

O6LenprHATON KaccugukaLmm BPOXAEHHbIX MOPOKOB MNULLLEBApU-
TeNbHOW cucTeMbl HeT. MpeacTaBnseTcs LesnecoobpasHbiM Nob30BaTbCA
KnaccuuKaLMOHHON CXeMoil U HoMeHknaTypol nopokos XXKT no I. W.
Nastoky n N. A. Kupunnosoii (1991).

|. BpoXAeHHbIe NOPOKN KULLIEYHON TPYOKN
A. Tlopoku nuwesopa:

1) areHesus, runonnasus;

2) aTtpesnun 1 CTeHO3bI,

3) yaBoeHue;

4) reTepoTonus.

b. Mopoku Xenyaka:
1) areHesus, runonnasusa (MUKporacTpus);
2) aTpesun 1 CTEHO3bl, B TOM YMC/I€ BPOXAEHHBIA MUIOPOCTEHO3;
3) yABOEHMS;
4) ouaroBasi aniasnsa MblLLIEYHON 06010UKM Xenyaka,;
5) reTepoTonns TKaHW NOMXesyA04YHON Xenesbl.
B. MNopokn ABeHaaLaTUNEepPCTHON KULLKK:
1) areHesus;
2) atpesus U CTEeHO3bI;
3) yaBoeHue.

. Mopoku ToLLel n NOAB3AOLUHON KULLIOK:
1) areHesnst BCEro KULLEYHKE;
2) rmnonnasus;
3) aTpesun u CTeHO3bl;
4) yaBoeHus:;
5) reTepoTonNusA CAN3UCTON 060I0UKU Xefyaka B ToLeli 1 Noas340LwU-
HOI KULLKax.

[. MOopoKM TOACTON KNLLKK:
1) annasusa, rmnonnasus,
2) aTpe3un 1 CTEHO3bI;
3) yABOEHUS;
4) oyaroBasi anniasus MbILLEYHON 060OUKY;
5) runepnnasns (BPOXAEHHbIA TUraHTU3M);
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6) 4ONNXOCUTME,;
7! B[ONNXOKO/OH.

. Mopoku I'IpFIMOI‘/JI KULWKN U aHaJ/1IbHOIro OTBEepPCT UA:

1) aKTONMA aHa/IbHOro OTBEPCTUS;
2) BpPOX/JEHHbIE CBULLM B MOSIOBYI, MOYEBYK CUCTEMY WM HAa MpPO-
MEXHOCTb NpU HOpPMa/lbHO CDOPMY/IMPOBAHHOM 3aJHEM MPOXOAE;
3) Cy)XeHUs1 NPSIMON KWLLKW U 3aJHEro npoxoaa;
4) atpesuu:

a) npocTble, 6) CO cBULLAMU, B) Ka3yucTuyeckue.

Il. BpoxaeHHble NOPOKN, CBA3aHHbIE C HapylleHneM NoBopoTa
KnweyHuka (cnHgpom Jlegaa).

Ill. BpoXXAeHHbIe NOPOKM NPON3BOAHbIX KALLEYHOWN TPYOKN

. Mopoku noaxenyno4HON xenesbl:

1) areHe3us (annasus);

2) yABOEHuUeE;

3) reTepoTONUA TKAHU CENIE3EHKM B MOMKE/TYA0UHON Xenese;

4) KonbueBuaHasa (aHHyNsipHas1) NOMKENyA0UHAs Xesesa,;

5) knctochmnbpo3 NomKenyfoUHon Xenesbl — OAHO M3 Mopdlosoru-
YeCKMX NPOSIB/IEHNI A MYKOBUCLMAO3A.

. [Topokn neyeHn n XenyHblX X040B:

1) areHe3usa (annasus)neveHu;

2) HenpaBW/bHOE pasfesieHne Ha AoNN (HapyLueHne f106ynauun);

3) yABOEHNE NEYeHu;

4) kncTohmnbpo3 (PnbPOKMCTO3HAsE 6OEe3Hb) NEYEHN KakK nposiBe-
HVWEe MYKOBMWCLMA033;

5) KUCTbI B NEYEHN;

6) aTpe3nsi 1 CTEeHO3bl BHEMEYEHOUHbIX XENMYHbIX XOA0B;

7) aHOMaJsIMK XEeTYHOro Ny3bIpsi.

IV. BpoxaeHHble NOPOK/N COCYAUCTOM CUCTEMbI XeyA04HO-
KMLLEYHOro TpakTa:

1) npeayoAeHaNbLHOE PaCNoO/IOXKEHEe BOPOTHOM BEHbI;

2) KMCTO3Hble NUMaHITMOMbl BPbDKENKN (Me3eHTepuasibHbIe KUCTHI,
XWUE3HbIEe KNCTbl BPbKEKN).

V. AHOMa/IMU MHHEPBAaLMN XeNyA04YHO-KULIEYHOrO TpakTa:

1) axanasusa NuLLEBOAR;

2) BPOXAEHHbI araHrnno3 KuwieyHvka (6onesHb MmplunpyHra, mera-
KOJIOH).



Hwxe npeacTaBfieHbl Hambosiee pacrnpocTpaHeHHble U KAMHUYECKU
3HauYMMble B MPAKTUKE MHTEPHUCTA M30/IMPOBaHHbLIE U CUCTEMHbIE MOPOKU
pa3suTtua XXKT B Toli nocrefoBaTeNbHOCTU, B KakOW OHW MpuBeAEeHbl B
Knaccudomkauum,

ATPE3VA MNWEBOJA

ATpes3nsa nuuesofa — BPOXAEHHAs aHOManus pas3BuTUs, MpU KOTO-
poit HabnpaeTcsa NonHas HeNPOXoAMMOCTb nuuieBoda. Bnepsblie ee onu-
can T. Gibson euwle B 1697 .

MonynsaumMoHHasa 4yacToTa Mopoka: CymMMapHas — Okosio 1 cny4vas Ha
3000 xxuBopoxaeHHbix (Bavpos I'. A., 1968), n3oanpoBaHHbIX hOpM — Mpu-
mMepHo, | cnyyain Ha 5000 poxgeHuin ( nbuHa E. T., 1985; MuHkos W. T1.,
1993). Y Ma/ib4yMKoB O6HAPYXMBAETCH HECKOJ/IbKO Yalle, YeM Yy AeBOYEK.

OKo/10 NOMOBUHBI CNyyYaeB aTpesuii nulLeBoja coveTaeTcs ¢ ApYrumu
BPOXAEHHLIMU aHOMasTUAMU.

XapakTepHoli 0CO6eHHOCTLIO AAHHOro Mopoka SIBASeTcs Yactoe obpa-
30BaHNe BPOXAEHHbIX COYCTUI (CBULLER) Mexay NULLEeBOAOM W AblXaTeslb-
HbIMW NYTAMU, NpuyemM oBHapyxuBaeTcs okosio 100 pas3nuuyHbIX BapuaH-
TOB 3TUX TpaxeoasodarasibHbIX CBULLEN.

Hanbonee pacnpocTpaHeHHbIn BapuaHT (85-95% Bcex criydyaeB) — aTt-
pesns ¢ TpaxeonuLEeBOAHbIM COYCTbEM MeXAy AUCTasIbHbIM CEerMeHTOM
nvwesoaa n Tpaxee.

JTuonorus aTpesun nuLeBoja reteporeHHa: okono 5% cnydaes 06-
HapyXnBaeTcs Mpy XPOMOCOMHbIX CUHApOMax (Yalle dasapaca, pexe —
npu Tpucommsx 8, 3p, 49, MoHocomuax 6q, 13q u Tpunnongun); ewe 7%
ABNAIOTCA KOMMOHEHTaMV KOMM/IEKCOB MHOXECTBEHHbIX aHOMasInii HEeXpPo-
MOCOMHOro reHesa (cuHgpombl CanaumHo-HyHaH, ®pasepa, accoumauuii
VATER, CHARGE n gp.) (WnbuHa E. ., 1985; Nastok I'. U., Kupnnnosa .
A., 1991); ocTasibHble crlydan UMEeLT, NO-BUAMMOMY, MyNbTUdaKToOpuasib-
HOe MpOoUCXoXaeHune.

TTM arpe3unii nuwesoga — A0 33-ro AHS BHYTPUYTPOGHOI Xun3nn (Ton-
dury G., 1975). OgHum 13 (hakTopoB pucka siBnsietcsa MHorosoave (20%).

KnuHrka nopoka BbISIBNSIETCA cpa3y Noc/fie poXAeHWUs: CKonseHne cnau-
31 B I10TKe, NEHUCTbIE BblAENEHNS U30 pTa U Hoca, NPUCTYMbI LpaHo3a.

TSKeCTb COCTOAHUA HapacTaeT ¢ NonblITKaMu KOpMeHus pebeHka, Kor-
[Ja omuarHos elle He noctasneH. OHa o6yc/ioBfeHa acnMpaunoHHOl NHeB-
MOHMEN B CBA3N C 3abpacbiBaHMEM 4Yepes3 TpaxeoasoarasibHblii CBULL,
C/IHOHbI, MOJIOKa, XXeslyA04YHOIo COAEPKXUMOrO.

OnTumasibHble CPOKU ANArHOCTUKM — A0 POLOB C NPUMEHEHMEM YNbT-
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pa3BykoBoro nccnegosanus (Linder R. et al., 1984). 310 no3BonsE€T cpasy
nocse pofoB He NPOBOAWUTbL KOPMIEHUI U OonepupoBaTh TakMx 60/bHbIX B
nepBble 24 yaca XW3HW, YTO MpeaynpexaaeT pasBuTre acnupauvoHHbIX
NMHEBMOHWIA.

MocTHaTaslbHasA gviarHocTuka. [poBoaMTCA 30HAMPOBAaHWE KaTeTe-
pom Ne 8-10, KOTOpbI/i BBOAAT Yepe3 poT B nuvwieBos. lNpu 3ToM kaTeTep
3a/1epKMBaAETCA Ha YPOBHE aTpe3nu, IMH60 MOXET MeperHyTbCs nonosam,
4TO co3faeT BnevyaT/IeHne NpPoxXoAMMOCTU nuweBoaa. MoaTomy kaTeTep
cnepyeT NpoBOAUTL Ha ry6uHy 6onee 24 cM: ecnv MMeeTcs atpesusl nu-
LeBoAa, TO KOHel, kaTeTepa BbIXOAUT 06paTHO B poT.

Mpoba c BayBaHnem Bo3ayxa (npegsioxeHHas Elephant 8 1960 r.): ero
BBOJAT LUNPULEM Yepes kaTeTep, BBeAEHHbIN Ha 10-12 cM B nuieBos. Mpu
Ha/MuMM aTpesuun nueBoAa BO3AyX C LUYMOM BbIXOAMT 4epe3 poT U HoC
pebeHka.

[ns ycTaHOBNEeHWs ypOBHA aTpe3nn MPOBOAAT PEHTreHosiormyeckoe
nccneposaHve. Hannune rasoBoro ny3bips Ha 0630pHOI peHTreHorpamMmme
npy aTpesvun NuLLIEBOAA YKa3blBaeT Ha COOOLLEHNE ero HUXKHEro oTpeska ¢
TpaxeobpoHXMa/bHbIM AEPEBOM, OTCYTCTBME — CBUAETE/LCTBYET 06 U30-
NpoBaHHOW dhopme aTpesnu, YTo ObiBaeT KpaliHe pefdko. MNpu Heobxoan-
MOCTV MPOU3BOAAT KOHTPACTHOE MCCNefoBaHUE B BEPTUKA/IbHOM MOJOXe-
HUM pebeHka Ans npefoTBpalleHnsa acnupaummn. B kayecTBe KOHTPacTHOro
BelllecTBa MCMO/b3Yy0T BOAOPACTBOPUMbIE MOAWUCTbIE npenapatbl (HO He
cynbgpat H6apus!), KoTopble nocse NPoBefeHNs UccnefoBaHUsa oTcachiBa-
toT. O6bIYHO Ha CHVMKe onpepfensieTcs M0 YMEepPEHHO pPacCLUMPEHHBIN,
CNeno 3aKkaHYMBalOLLMIACS BEPXHU/ CErMeHT nuuieBoga, Nnbo CBULLE06-
pasHblii Xo4, U3 HEro B Tpaxeto.

NeyeHne — TONbKO XMpypruyeckoe, ypreHTHoe. HaknaabiBaeTcs aHac-
TOMO3 Mexay OTpeskamMu NULLEBOAA W IMKBUAMPYETCS TpaxeonuieBoj-
Hblli cBUW,. BO/bHONM MOMellaeTcsi B OTAE/IEHNE MHTEHCMBHON Tepanuu.
MuTaHne TO/IbKO NapeHTepasibHoe! PebeHoK nonyyvaeT YBIaXKHEHHBIR KUC-
nopopj, aHTMBMOTUKK, cepaeyHble npenapaTbl, BUTaMuHbl B, C. MNMOCTOSAHHO
130 pTa M HOCOMIOTKU OTCAaChIBAETCS CMK3b, MPOBOASATCA WHIa/ISLMUN.

MpOorHo3 — cepbesHbIii, 1eTanbHOCTL 6e3 onepauumn 100%, B nocTone-
pauvoHHOM Mepuoje — OoCcTaeTcs BbICOKUI (B cpegHeM 60-80%; nyudwime
nokasatesm — go 35%) (Noack L., 1988). NMpu 3TOM BbDKMBAEMOCTb AeTel
C COMYTCTBYHOLLUMMY aTpe3nsiMn MuLLeBOAA NMOPOKaMU B 3 pasa HUXe, Yem
npu M30/IMPOBaHHbIX hopMax aTpesuu. Ha 1-om mecTe cpeau NpuynH
CMepTn geTei cTouT acnupaymoHHas nHeBmoHust (Noack L., 1988).

MeauMKo-reHeTU4YeCKoe KOHCY/IbTUPOBaHNE JO/MKHO YUUTbIBATh 3TU-
O/IOTMI0 K&XKA0ro KOHKPETHOro c/y4das atpesuy nuwiesoa. YaenbHolli Bec
C/lyyaeB ¢ ayTOCOMHO-PELLECCUMBHBLIM TUMOM Hac/ief0BaHNs Cpeay BCex at-
pes3unin nuuwieBoda HeBenuk u He npesblwaeT 2% (MnbuHa E. T., 1985). B
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Lenom puck gns nocnegyroumx cmbécos coctaenseT 0,88 + 0,20%, ansa no-
TOMKOB npobaHga — Ao 4% (WnbuHa E. T., 1985).

MpeHaTanbHas guarHocTuka atpesuii nuuwesBoga (Linder R. et al,,
1984) HeobxoaMMa, Kak nogvyepknBasioch Bbille, AN pauMoHasibHOW noc-
THaATaNIbHON TakKTUKM N0 NpeaynpexaeHnto acnupalMoHHbIX NMHEBMOHWIA
(oTka3 oT aHTepasibHbIX KOPMJIEHUIA, NOMELLEHNE pebeHka cpasy nocse po-
XOEHWA B OTAENIeHNe MHTEHCUBHOWN Tepanun, napeHTepasibHoe nutaHue u
npegonepawlmoHHas noAroToBka) U CBOEBPEMEHHOW XMPYPruyeckom Kop-
pekummn nopoka (B nepsble 12-24 yaca XuU3Hu).

MNMNOPOCTEHO3 MNMNEPTPO®UYECKININ

MnNopocTeHo3 rmnepTpouUecKknii (BpoXaeHHbI CTEHO3 npuBpart-
HVKa Xenyaka) — BPOXAEHHOe CyXeHue npocBeTa NU/I0PMYecKoro kaHana
BC/Ie[iICTB/E MOpOoKa pa3suTus (runeptpoduu v runepnnasun) MbilleYHbIX
BOJIOKOH NpMBpaTHMKa XeslyaKa Ha hoHe SIOKaUTIbHOro AedhmumTa uimn gere-
HepaTUBHbIX U3MEHEHUI MHTPaMypasibHbIX HEPBHbIX K/1ETOK.

Knaccuueckoe onucaHve KVHUKM BPOXAEHHOrO NUIOPOCTEHO3a M ero
narosiornyeckon aHatommm cgenan ewe B XIX Beke H. Hirschsprung (1877).

MonynauuoHHasa YacToTa MopokKa MO AaHHbIM pasHbIX aBTOPOB MMeeT
lWw1pokne npegenbl konebaHwnii: ot 0,2 go 4 Ha 1000 (Aeptoro H. K., 1969;
WnbuHa E. T., 1985; Munkos W. M., 1993; Gharib R., 1964; Carter C., 1972);
B 4-5 pa3 valle 60Mel0T MasibyrKu1, YemM OEBOYKN.

OTUONOrna BPOXAEHHOIO MWIOPOCTEHO3a He ycTaHoBseHa. YacToTta
ceMeliHbIX crlyyaeB cocTaBnseT 15% (CtenaHos 3. A., 1984). Jlnwb okono
6% 60/1bHbIX MMeT apyrue nopokn pa3sutnsa (UnobuHa E. ., 1985). Mpn
39TOM BO MHOMMX C/lydasiX MHOXECTBEHHbIX MOPOKOB, BK/IOYAOLINX MNI0-
pOCTEHO03, OTMEYEHbl XPOMOCOMHbIe (Tprcomum 18 u 21, yacTuyHble Tpu-
commn 1q, 5¢, 13q; YacTn4Hble MOHOCOMUM 15¢ 1 21 Q) N MOHOTOHHbIE CUH-
OPOMbl — KaK C ayTOCOMHO-A0MMHaHTHbIM (AnbnopTa, MNdaiiddepa), Tak
1 C ayTOCOMHO-peLeccuBHbIM HacnegoBaHnem (Cmuta-Slemnn-Onutua).
M30/1MpoBaHHble (POpMbl BPOXAEHHOTO MUIOPOCTEHO3a 4alle UMeroT
MysnbTupakTopmansHoe npoucxoxaeHue (Schafer K., Kramer M., 1987).

B ocHOBe CyXeHusi MUIOPUYECKOro OTAeNa Xesnyaka fexuT nepepo-
XAEHVE MbILWEYHOro C/os NpuBpaTHMKA, ero yTosweHne, rnaBHbIM 0bpa-
30M 3a CYET MbILLIEYHbIX BOSIOKOH LIMPKYNSAPHOro CMosl, KOTOPOe CBA3bIBAIOT
C HapyLleHVeM MHTepBauum, OTEKOM, CKIepO30M CIM3UCTOrO W NOACU3NC-
Toro cnoeB (CutkoBckuin H. B., Kykypysa 0. M., 1973; MyraueB A. I"., 1982;
NeHowknH A. W., 1986).

KnuHuka. MNepBblil CMMNTOM — pBOTa, KOTOpas NOSIBASETCA He cpasy
nocne poXaeHns (naTeHTHbIA nepuos), a Ha 2-i u 3-ii Hegene xusHu. Peo-

265



Ta BO3HMKaET Noc/fe KOPM/IEHWUS, KOMUYECTBO PBOTHbLIX Macc npesblllaeT
KO/INYeCTBO OAHOKPATHO ChefeHHON NuLLM (YTO FOBOPUT O 3aCTOe B Xesya-
ke). PBOTa, Kak npaBWsio, He MOC/e Kaxaoro KOpMmeHus, «(OHTaHOM».
OnuTtenbHasn, NOBTOpHas pBOTa NMPUBOAUT K 06E3BOXMBAHWIO N0 cosiefe-
domunTHOMY TMNy (rMNOKasIMEMNYECKNIA aslkasios).

Mpn ocmoTpe 60MBHOIO C BPOXAEHHbIM NUIOPOCTEHO30M Ob6pallatoT
Ha cebsi BHMMaHVe «ro/iofHbIe [/la3a», NPU3HAKN Pas3NINYHON CTEeNeHu ru-
noTpoduun, HO anneTuT, Kak NpaBu/io, COXpaHeH. B anuractpasnbHoOi 06-
nacTn oTmeyaeTcs B3ayTne, CUMMNTOM «NECOYHbIX YacoB» — NepucTanbTu-
ka xesyka, kotopas HauMHaeTcs OT neBoro nogpebepbs Npy KOPMAEHUU
VAN LWITPUXOBOM pasfpaXeHun u pacnpocTpaHseTcs Bnpaso. OTmevaroTcs
Takke peakue MoYeucrnyckaHus, 3anopbl. B nosgHue cpoku 60/1e3HU MOo-
XeT HabnogaTbCca AUCNENTUYECKUA «TON0A4HbIV» CTY/.

NabopaTtopHoe uccnefoBaHWe BbISBASET aHEMUIO, CryLLeHNe KPOBM
(remaToKpUT BbICOKWIA, reMOr106MH OTHOCUTE/IbHO MOBbIWEH). YPOBEHb
Xiopa 1 Kanums B KpoBU NOHWXeHbl. MeTabonmueckuin ankanos. B aHanuse
MO4YM MOTYT OBHapyXmBaTbCA cnefbl 6enka, eaMHNYHbIE SPUTPOLUTHI.

[JnarHos ctaBuTCA Ha OCHOBaHWW XapakTepHOU K/IMHWKK, aHamMHesa u
[aHHbIX 06BEKTMBHOMO MUccnefoBaHus.

Hanbonee MHMOPMATMBHLIM 1 LWAAAWUM METOAOM A0NOSHUTENbHOIo
obcnepoBaHusa aBnseTca OMBpOracTpocKonus, kotopasi No3sosseT
OLEHNTb COCTOSIHVE NULLIEBOAA, XesyaKa 1 ero npmBpaTHuKa.

Mpy NUIopocTEHO3E OTMEYatoT:

1) ToyeyHoe oTBepCTUE B NPUBPATHUKE;

2) KOHBEpreHumMo CKI1afiok CAU3UCTON 0601I0YKM aHTpasibHOro otaena
Xenyaka B CTOPOHY CY)XeHus npuBpaTHuka. Mpu MHCYAsuumn BO34yXoMm
NpMBpPaTHUK He pacKpbiBaeTcs, MPOBECTU 3HAOCKOM B ABeHaauaTunepcT-
HYI0 KMLUKY HEBO3MOXHO. locne MHbeKuUn atponvHa npuBpaTHUK ocTaeT-
CA 3aKpbITbiM (B OT/IYME OT Muopocnasma). Bo MHOrMx cnyyasix BpOX-
OEHHOro nNuaopocTeHo3a npy hmbporacTpPoCKONMU BbIABASAIOT aHTPaslbHbIN
racTpuT un pedysitokc-a3o0armT.

Mpu 0630pHOI peHTreHorpaun B BEPTUKA/IbHOM MOMIOXEHUN pebeHkKa
onpeaensieTcs pacTAHyTbl BO3AYXOM U XUOKAM COAEPXUMbIM XesyaoK.

[nsa KoHTpacTHOW peHTreHoracTporpadun ncnonb3dyeTtcsa 5%-Has Bo-
[HasA B3BeCb 6apus Ha CLEXEHHOM rpygHOM MOJioke B 06bemMe OfHOro
KOpM/IeHUs, KOTopas BBOAUTCA B XeslyAoK yepe3 katetep. CHUMKU gena-
I0TCA [0 BBeAEHUSA KOHTpacTa, yepe3 15-20 MuH., a Takke yepes 3 n 24
yaca. Mo metoguke 0. P. JleBuHa (1974) goctatoyHO NPoBOANTL 1-2 peH-
TreHorpaMmbi.

Mpur3Hakamu, NPSAMO yKasblBalOLWUMUN Ha HasiMumMe NUIopocTeHo3a, SAB-
naTCs:
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1) cMMNTOM «aHTPasIbHOrO K/0Ba» (KOHTpacTHas Macca 3anosiHseT aH-
TPaUIbHYI0 YacTb Xenyaka U HavaslbHblA OTAeNn MUAOPUYECKOro KaHana,
YTO Ha peHTreHorpamMme BbIrfIAAUT 3aKpyrIeHHbIM KOHTYPOM, 3aKaH4yuBato-
LUMMCS KNHOBOBUAHBIM BbICTYMNOM);

2) cuMNTOM «ycuKa» (Cy>XXeHue U yanmHeHne Nuaopuyeckoro KaHana);

3) cnmnTom «hurypHoii» ckobkn (CBoeobpasHast MHBarMHaums, Korga
rMnepTpoMpoBaHHbIA NUIOPYC BHEAPSAETCS B aHTPasibHbI OTAEN Xenyn-
Ka, Win, HaobopoT — CTEHKU aHTPaNIbHOro OTAesa HaABUratoTCa Ha npu-
BPATHWK).

KocBEHHbIMY MpU3HakaMu MUI0POCTEHO3a CUUTAIOTCS:

1) HasIMume XXMAKOro COAEPXKMMOr0 B XesyKe HaToLlak;

2) cKygHOe KONM4YecTBO MK MOJSIHOE OTCYTCTBME rasa B KULLEYHUKE;

3) 3amMefieHHas 3Bakyauus 6apus U3 xenyaka — Haamume KOHTpacT-
HOW cMmecu B HeM Yepe3 3 un 24 yaca nocsie BBEAEHUS.

OndbdepeHumnanbHasa gnarHoCTMKa NpoBoAMTCSA Npexae Bcero ¢ nu-
ylopocnasMoM 1 CosbTepsioLein (hOpMOoi aipeHOreHUTaNIbHOr0 CUHApoMa
(60onesHb febpe-durburepa). Mpu 3TOM LWIMPOKOE pacrnpoCTPaHeHne nosy-
YUIN KpUTEPUU, NpeanoXxeHHole H. . JlaHrosbiM B 1927 1. U [OMO/IHEHHbIE
B AanbHelwem 0. E. BenbTuuleBbim (Tabn. 48). B psge cnyvyaes npubera-
0T K AnarHocTrke Tepanuen ex juvantibus: npumeHeHne nunonbgeHa 0,1-
0,2 mn B/M, ammHasuHa 0,1-0,2 B/M, HOBOKavHa no 1 4. /1. M aTponuHa no
1 kanne nepep epnoli AaeT NONOXUTENbHBIA 3¢hdEKT Npu nNuopocnasme,
HO siBNseTcs 6e3pe3ynbTaTHbIM NpU NUI0OPOCTEHO3E U aJpeHoreHnTasb-
HOM CUHApOME.

OndbdbepeHumpyloT Takke ¢ aspodharveli, HeBponaTven, xanasmen nu-
wesoga, AnadparMmasibHONW rpbbKENn, MeMOPaHO3HbIM CTEHO30M NpuBpaT-
HVKa, BbiNafeHNeM CNU3UCTON 060I0UKM Xenyaka, KALWLEeYHoW Henpoxoam-
MOCTbO, OCTPbIMU KULUEYHBbIMU WHAIEKUMAMU, B peakKmx crydyasx — co
cAaBneHveM aHOMaslbHbIMW cocyfamu, Tskamu 1 T. 4.

NeueHne — ob6A3aTeNlbHO XUpypruyeckoe (nunopotomus, no ®dpege-
PamwTenTy) (Banpos I. A., 1968).

B npepgonepaunoHHOM nepuoge, KoTopblii AnmTcs ot 12 yacos Ao 2-3 cy-
TOK, NPOBOANTCA KOMMJIEKCHAasA NOAroToBka 60/1bHOr0, Hanpas/ieHHas Ha BOC-
CTaHOBJ/IEHVE BOAHO-3/1EKTPOSIUTHOrO 06MeHa, KMCMOTHO-OCHOBHOTO paBHO-
BECUS 1 MOBbILLEHNE 06LLEN peakTUBHOCTY (BHYTPMBEHHO BIMBAIOT PacTBOpbI
rMoKo3bl, PuHrepa, nnasmMbl KpoBU, BUTaMUHOB). OBbIYHO OblBaET JOCTATOY-
HOW WHCDY3MOHHAA Tepanus rNoKO30-CONEBbIMU pacTBOpaMn B O13MON0rn-
4YeCKOM COOTHOLUEHWUN WHrpaaueHToB: 4 yactu 10% pacTtBopa r/1Ko3bl 1 1
YyacTb pacTBopa PuHrepa u3 pacyeta cyTo4Holi 4o3bl 100-120 mn Ha 1 Kr mac-
Cbl TefNla BHYTPUBEHHO KanesibHO (BOCMOJSIHEHUE OCTa/IbHOM YacTu XWUAKOCTU
ocyuiectnsietcs per os) (bywmenes B. A., Abpamosa H. E., 1988).

B nocneonepaunoHHOM Mepuode TakKTuka nuTaHusa crepayiowias
(NlykbsiHoBa E. M. n gp. 1978): uepe3 2 yaca nocne onepaymm pebeHkKy
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Tabnvuya 48

OndpdpepeHumanbHO-AMarHoCTUYEeCKNe Mpu3Hakym NUIOPOCTEHO3A,

N° Mpu3Hakn
n/n
1.Hayano 6ones3Hn (pBoTa)

2.XapakTtep pBOTbI

3.Konu4yecTtBo PBOTHbLIX
mMacc
4 .Macca Tena Ha MOMEHT

obcneposaHus

5.Hatpwuii kposu

6.Kanwnii kpoBu (B nnasme)

7. KNCNTOTHO-OCHOBHOE
COCTOsIHME
8.9kckpeumnsa 17-

KETOCTEePOMA0B C MOYOiA

MnnopocteHo3

2-3-9 Heflensa >XU3Hu

He nocne kaxpgoro
KOpM/1eHUs

Bonblle cbefeHHOW Ny
B OfIHO KOpM/ieHue
MeHbLwe, yem npun

poxaeHun

CHWXeH

CHWKeH

MeTabonuueckuii
asikanos
HopmanbHaa nnm

CHMXEeHHaA

Mnnopocnasm

MepBble OHW XU3HU
Cpasy nocne Kaxaoro
KOpMJIEHNS

He6onblioe

Bonblue, yem npu

poxaeHun

HopmanbHbIit
HopmasibHbIli nnm
HEMHOIO CHWXEH

Kak npasuno, casuros
HeT

He n3meHeHa

nunaopocnasma n agpeHoreHNTaJibHOro cmHgpoma

AZpeHoreHnTasnbHbIi
CUHOPOM
2-3-91 Hefensa >KU3HU

2-3 pa3a B CyTKu

HenocTtosiHHOEe

MoXeT 6biTb MeHbLLUel, Ho
MOXET 6bITb U GOJbLLEN,
yeM Npu poxaeHun
CHWMXeH

HOpMaJ'IbeIVI nnn nosblWeH

MeTabonmyeckuini aunaos

Pe3ko noBbilweHa (Npy Hopme

0,3-0,5 mr/cyTkn)



patT 5-10 mn 5%-Horo pacrtBopa r/10Ko3bl, 3aTeM vepe3 3-4 yaca —
CUEXeHHOe rpyaHoe MOJIOKO UMU afanTUpOBaHHbIE MOJSIOYHblE CMecu
no 10 mn yepes kaxable 2 yaca. B nocnegywouwme gHN 003y NMUTaAHUA
yBennumsatoT Ha 5-10 Mn B 0O4HO KOpMJIEHWE C NepexofioM B AasibHeN-
lWweM Ha 3- YyacoBble MPOMEXYTKM Mexay KopmieHusamu. HepgocTtato-
Lee KOANYEeCTBO XMUAKOCTM (0 150 mn Ha 1 Kr macchl B CyTKW) BBOAAT
BHYTPUBEHHO KanesibHO B Buae 10%-HOro pacrtsopa riKo3bl, PuHre-
pa, remogesa, peonosnrtokMHa. AnbbyMUH 1 nnasma KpoBu BBOAATCS
no rnokasaHmsM. MoxeT MCNo/b30BaTbCA Takxe napeHTepasibHoe Mu-
TaHne. OBbIYHO AeTU XOpOoLLO NpubaBnAlT B Macce Tena, He MeHee 30
I B CYTKMW.

MporHo3, Kak npasw/io, 61aronpuATHLIA NpPY CBOEBPEMEHHO MpoOBe-
[OeHHO onepauuun.

MenOunko-reHeTU4eCKoe KOHCY/IbTUPOBaHME OCHOBbIBAeTCA Ha AaH-
HbIX HO30/10MMYeCKO AMarHOCTMKN U KIUHUKO-TeHeTUu4yeckoMm obcrnenosa-
HUK (M30IMPOBAHHBIN NOPOK, CEMENHbIN Cay4Yali WM Cnopaguyeckuii; xXpo-
MOCOMHbI/ UM MOHOTOHHbI CUHAPOM U T. 4.).

Puck ana 6patbeB NOPaXeEHHOro Masibyvka coctaBnsieT 4%, Ansa cec-
Tep — 3%; puCK Ansi CMbCcoB MNOPaXKEHHOW AEBOYKM — COOTBETCTBEHHO 9%
n 4%. Ecnn npobaHz, My>XCKOro nosa, To pUCK 4718 ero CbIHOBEl U foyepeit
— COOTBETCTBEHHO 5,5 1 2,5%, ecnu xeHckoro nona — 19 n 7% (Carter C.,
Evans K., 1969). Mpu o6cnegoBaHnm BHYKOB 1 BHy4Y€K 60/1bHbIX NUIOPOC-
TEHO30M OKa3as10Chb, YTO Y GOJIbHbLIX MY>XCKOro nosia puck A BHYKOB CO-
ctaBnsiet 2,3%, Ana BHyvyek — 0,5%; y 60/IbHbIX XXEHCKOro nofa — CooT-
BETCTBEHHO 4,3 n 1,7% (Carter C. et al., 1983).

MpeHaTanbHasAs AMarHOCTUKa M30/MPOBaHHbLIX HOPM BPOXAEHHOIO
NUI0POCTEHO3a (& OHW NPU AaHHOM MOPOKe pas3BUTUS npeobnagatoT) oco-
60ro 3HayeHus1 HU AN NPOOUNAKTUKU, HU 4151 CPOKOB XMPYPrnyeckoro
BMeLlaTesibcTBa He VMeerT.

AONTMXOCUTMA

Jonnxocmrma — yg/iMHeHWe CUTMOBUAHON KUMKW 6e3 Npu3HakoB ee
paclimpeHnsi. 3TOT TEPMUH 4YacTo ynoTpeOb/sieTcs KIMHUMUMCTaMn, XOTs
YeTKMX TPaHUL, NaTtosiorMn He MMeEeTCs. YCTaHoB/EeHO, yYTo y 15% 340po-
BbIX feTeli MOXeT 6bITb A/IMHHAA MHOTOMNeT/INCTass CUTMOBUAHAS KULLIKA, W
cpean CTpafarolLmMx XPOHUYECKMMM 3anopamMn AOSIMXOCUTMY OBHapyXmnsa-
0T y 30-40% 6O/IbHbIX.

B HacTosiLiee BpeMs cumTaeTcsl, YTO AO/IMXOCUTMa — aHOMaInsl pasBu-
TS, Ha hOHE KOTOPOI MOXET BO3HMKATb pas/inyHas KIMHUYecKas NnaTosnorus.
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Puc. 66. Wppurorpadws
npy LONXOCUTME

MaTtomopdronornyeckn HaxoaaT [o-
CTaTo4YHOEe KOMIMYEeCTBO HEPBHbIX chnJie-
TEHWUi B CTEHKEe KWLLKW, OAHAaKO OHU
o6efHeHbl K1eTKaMu, KOTopble Bakyo-
NIN3npoBaHbl, CO CMOpPLUMBAHUEM
anep.

KnnHuka. MNpoasneHusa [onnxocur-
Mbl BO3HMKAOT YK€ Ha MepBOM roay
XWN3HW, OObIYHO OHM coBNajatoT ¢ ne-
peBofoM pebeHKa Ha cMeLlaHHoe Wan
NCKYCCTBEHHOE BCKapm/iMBaHue. Y 1/3
60/1bHbIX OHM MNOABNAOTCA B 3-6-51€T-
HeM Bo3pacTe. OCHOBHbIe Xanobbl — XPOHUYECKNe ynopHble 3anopbl 1 ne-
puognyeckn Bo3HUKarowme 60nm B XMBOTe. 3anopbl 06YC/I0BEHbI CHUXE-
H/EeM MOTOPUKM CUTMOBUAHOWN KWLLIKKW, 60M1€BON CUHAPOM — KOMPOCTA30M,
MEeTeopn3MOM, Nepernbom neTesib KULLIKW, UX YaCTUYHbIM 3aBOpPOTOM. B
6onee nos3gHeM BO3pacTe MOryT NOsIBAATLCA cnaviku 1 pybubl. PBoTa 6bl-
BaeT peako. PasnuuatoT Tpu ctagun 60/1e3HN: KOMMNEHCUPOBaHHY, Cy6-
KOMMNEHCUPOBAHHYIO U LEeKOMMNEHCUPOBAHHYIO.

JunarHo3 6a3upyeTcs Ha TwWaTeNbHOM U3YYEHUU KIIMHUKA U OAaHHbIX
PEHTIEHO/IOTMYECKOr0 MCCNenoBaHNst TOMCTON KULWKM — uppurorpacmm
(puc. 66).

OndbdrepeHumpytoT oNnxocurmy ¢ 60s1e3Hbio MMpLUnpyHra, ¢ ApyruMu
3a60/1eBaHNAMU, CONPOBOXAAIOLLMMUCA 3anopamun 1 6015MKU B XUBOTE.

JleyeHve. KoHcepBaTuBHasA Tepanus Bk/IoYaeT creaylolime mMeponpu-
ATUSA, Ha3HaYaeMble NMOBTOPHbLIMU Kypcamu:

1) cobnofeHne pexrMa nuTaHus, BasesIMHOBOE Macso 4Yepes poT, pe-
ryJ1ipHOE HacCW/IbCTBEHHOE OYMLLEHME KULLEYHUKE,

2) nepopasibHoe (ambynaTopHO) WM UHBEKUMOHHOE (B CTaumoHape)
BBeJEHNe nposeprHa (MOXHO Aub6as3ona) B BO3PACTHOW [03e B TeueHue
15-20 gHei ¢ nepepbiBamMu 2-3 Mec.;

3) aNeKTpoCTUMYNALMA KueyHmka. CodeTas BTOPYIO W TPETbIO rpynnbl
MEpONPUATUIA, NPO3EpPUH Ny4ylle BBOAWUTb YTPOM, a 3/1EKTPOCTUMY/IALMIO
BbINO/IHATL BO BTOPOW MOSIOBUHE AHS.
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Xupypruyeckoe fiedeHe NpoBOAMTCA MO CTPOrMM MOKa3aHUsIM: CTOMA-
kKue, Heo6paTVMble HapyLLEHWUST MOTOPHO (OYHKLMM CUTMOBUAHOW KULLKK C
npusHakamu ee gunatauuu. CyTb onepauym cocToMT B pe3ekuun U3bbITou-
HbIX NeTeslb KULLIKN N PEKTOCUTMOUAA/ILHON 30HBbI.

MpOorHo3, kak npaBwio, 61aronpuUsTHbIN.

MeauKo-reHeTUYEeCKoe KOHCY/IbTUPOBaHWe U NMpeHaTasnibHasi gunar-
HOCTUKa He paspaboTaHbl U He NPOBOASATCS.

AHOPEKTAJIbHBIE ATPE3UNA

AHOpeKTa/IbHble aTtpe3nn — Haubonee MHOrodncneHHas rpynna
BPOX/AEHHbIX aHOPeKTasIbHbIX aHOMaUnii (B Hee BXOAAT, MOMUMO 3TUX MO-
POKOB, 3KTOMNWUS aHa/IbHOIO OTBEPCTUS, BPOXAEHHbIE CY)XEHUS U CBULLM),HA
0010 KOTopoi npuxoauTes 70-85% Bcex 60/bHBIX, N XapakTepuayloLascs
OTCYTCTBMEM MNpOCBETa B KOHLEBOW 4YacTu KMWEYHOW TPyOku (JTIEeHIOLLKUH
A. ., CtenaHoB 3. A., 1984).

MonynsaumMoHHasa YacTtoTa aHopeKTas/lbHbIX aTpesunit: obLias no AaHHbIM
pas3Hbix aBTopoB coctasnseT 0,2-0,5:1000 (JleHowkuH A. W., CtenaHoB 3.
A., 1984; Nastok I'. W., Kupunnosa W. A., 1991; Christensen K. etal., 1990);
yacToTa M30/MpoBaHHbIX dpopm — 0,04-0,1:1000 wnm B cpegHem 1 ciydaii
Ha 10-25 Tbic. poxgeHuin (MuHkoB W. T1., 1993); y ManbymMkoB B 2 pasa
yalle, YeM y AeBOYEK.

Pa3nuyaloT aHopekTasibHble aTpesuu:

1) npocTble doopMmbl (MpMMepHO 1/4 yacTb BCEX CNyyaes) B BuAE Npwu-
KPbITOr0 aHasIbHOr0 OTBEPCTUS, aTpesny aHasIbHOro KaHana, arpesvu ani
et recti, atpe3un recti;

2) co ceuwamn (oKono 2/3 Bcex criyydaeB) B MOJSIOBYHO, MOYEBYHO CUCTE-
MYy WU MPOMEXHOCTb;

3) KazyncTuyeckne oopmbl (€4UHUYHBIE C/lyvan) — BPOXAEHHAsA Knoa-
ka, aTpesusa n yasoeHue npsamoi kuwku u ap. (Ucakos 0. . u ap., 1972).

DTNOJI0rMA aTUX NOPOKOB reteporeHHa. bonee 60% crnyyaeB aHopek-
Ta/lbHbIX aTpesvil CONPOBOXAAEeTCs HapyLUeHUEM pPa3BUTUS OPYrnx opra-
HOB 1 CUCTEM, 06pa3yst KOMM/IEKCbl MHOXECTBEHHbIX aHoMasuii, 20-25%
— coyeTatoTca ¢ gpyrumu nopokamm XXKT (TpaxeonuiieBoaHbIM CBULLOM,
aTtpesveil ABeHaoUAaTUNEPCTHON KULLIKU, BPOXAEHHbIM araHrnmo3om Tosic-
Toh knwkn n 1. g.) (MnbnHa E. T., 1985; Ma3stok I. W., Kupunnosa U. A,
1991) n ToNbKO OKoso 15-20% COCTaBMAKT M30/IMPOBAaHHbIE DOPMbI.

Cpeavn peteid, UMEKLWNX aHOPEKTA/IbHbIE aTPe3nn B KOMIMIEKCE MHO-
YKECTBEHHbIX aHoOManuii, y 10% oTmevaeTcsa cuHApoMm [layHa, Hepeako
BCTpeYvalTCcsa Apyrne XpoMOCOMHbIe cuHapoMbl: Op6enu (13q ), Tprucomun
7, 13, 18, 22, yactnuHblie Tpucomumn 3p, 4p, 4q, tOp, 12p, 16q, YacTUYHbIE
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MOHOCOMMUM 2q, 5p, 50, 7p. AHOpeKTasIbHble aTpe3nn SBNSAITCHA COCTaBHOM
4acTbl0 MHOTMX HEXPOMOCOMHbIX CUHAPOMOB HAac/NefCTBEHHOIo reHesa
(cuHgpom Bbannepa-leponbga, NoxaHcoH-bnnssapa, Hos-/lakcosoid, Cmu-
Ta-lemnu-Onutua, Ppasepa, Anepa, J/1I/1-amenuun, TayHca-bpokca, OnuT-
ua-KaBamkma, «kowadbero rnasa») M HeHacnefcTBEHHOro reHesa (ce-
TaNlbHbIi CMHAPOM KpacHyxu, cuHgpom [onbaeHxapa, VATER-accouna-
uns). Takum 06pa3oM, U30UPOBAaHHbIE U CUCTEMHbIE (DOPMbl aHOpPEeKTasb-
HbIX aTpes3uii MMeKT NPeVMyLLEeCTBEHHO My/bTUdaKTopuasibHoe MNpouc-
xoxpaeHve, a B 25% cnyyaeB — 3TO JOMWUHAHTHbIE MyTauuu; reHeTu4eckune
hopMbl — B psie c/yvyaeB MMEKT XPOMOCOMHYIO 3TUOJIOMNIO, B psaae Chy-
yaeB MOryT Hac/nefoBaTbCA No ayTOCOMHO-PEL,eCCMBHOMY, ayTOCOMHO-A0-
MWHaHTHOMY unn X-cuensieHHomy Tuny (Jlastok . W., Kupunnosa U. A,
1991).

KnnHnueckue nposiBfieHNS aHOPEKTasIbHbIX aTpe3uii 3aBUCAT OT TOro,
ABNAKTCA NN 3TV NOPOKN U30/IMPOBAHHBLIMU MW COYETAOTCA CO CBULLIEBLI-
MW OTBEPCTUSAMU, @ TaKXKe APYrMMU NMOpOoKamMu pasBuTus.

O6bIYHO Npu poxaeHun pebeHka Bpayvy-HEOHATONOr OO/HKEH KOHCTaTu-
poBaTtb Ha/IM4Me aHyca, a B NocneaytoLme Yacbl — OTXOXAEHNE MEKOHUS.

ATpesusa 6e3 cBULLEei NPOSABISAETCA CUMMITOMaMU HU3KOW KULLIEYHON He-
NpOXoANMOCTU B NMepsble 6-12 YyacoB nocsie poxaeHus pebeHoK CTaHOBUT-
cA «BecrnpuyMHHO» 6eCcnoKOVHbIM, NI0OX0 CMUT, HAYMHAET TYXWUTbCSH, Npu
3TOM 06HapyXuBaeTCs HeOTXOXAEeHWe MeKOoHUs. [Mo3gHne nposiBNeHUs:
B34yTWE XNBOTA, PBOTA BHaYasle COAEPXUMbIM Xenyaka, a 3aTtem Kueu-
HuKa. [lanee, ecnn He okasaHa MOMOLLb, SAB/IEHUSA HEMNPOXOAMMOCTU MpOo-
rpeccupyroT — yyaulaeTcs pBoTa, NPUCOEAMHSAITCA NPU3HAKN 3KCUKO3a !
TOKCMKO3a, 3abofieBaHne MOXET OC/IOXHATbCA acnuMpaumoHHON MHEBMO-
HVel, 3HTepPOKOUTOM, nepdhopauneli KueyHmka, NepuToHNTOM, OT KOTO-
poro pebeHok nornbaer.

ATpesus co cBuLLaMK XapaKkTepusyeTcs HasimumeM A06aBOUYHbIX OTBEp-
CTUIA, OTKPbIBAIOLLMXCA B NOSIOBbIE OpraHbl (Kak Npasuso, y AeBOYeK), Uau
MOYEBYIO cucTemy (MOYTU UCK/THOYNUTESBHO Y MasIbUYMKOB), @ Takke Ha npo-
MEXHOCTb (KaK Yy MaslbuMKoB, TaK Uy AeBOYEK).

JnarHocTuka aHopekTaslbHbIX aTpe3uii 0cobbix TPyAHOCTEN He npea-
cTaBsnser.

JleyeHne — Xxupypruyeckoe, Kak npaswio, 3KCTPEHHOE AenuTca Ha
nannuaTneHoe (HasloXeHne NpoTUBOECTECTBEHHOIO 3adHero npoxoaa) w
pagukanbHoe B 3aBMCMMOCTM OT XapakTepa nopoka, COCTOAHUA pebeHka u
COMyTCTBYHOLWMX 3a601€eBaHUA.

MporHos npu 130AMpoBaHHbIX thopmax 6e3 cBuLLel, kak npasuio, 6nia-
rONpPUATHBIA; NPU CUCTEMHbIX U MHOXECTBEHHbIX NOPaXKeHUSX 3aBUCUT OT
HO30/M10rMM MOPOKOB 1 APYruX (hakTopoB NepuHaTasibHOro W UHAUBMAYasb-
HOro xapakrepa.
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Meanko-reHeTU4eCKoe KOHCY/IbTUPOBaHUE Yy4YuTbiBaeT HO30/10MM0
aHopekTasibHbIX aTpe3nii. Puck gnsa cuécoB — 1,28 + 0,30%, puck ans no-
TOMKOB npob6aHaa — 13-14% (WnbuHa E. ., 1985).

MpeHaTasibHaA AMArHOCTUKA M30/MPOBAaHHBLIX (DOPM aHOPEKTasIbHbIX
aTtpe3uii npeacTaBnseT Hemasble TPYAHOCTU.

ATPE3VV 1 CTEHO3bI
YKEJTYEBbIBOASALLMX MYTEN

ATpe3un 1 CTEHO3bIl XeNMYeBbIBOAALLMX NyTell — peaKo BCTpevato-
Lasica rpynna nopokoB pasBuUTUSA, NPU KOTOPOI HabofaeTcs HapylleHue
OTTOKA XEeNUYN W3 XeslYeBbIBOAsLLEN CUCTEMBI: MOSIHOE — MpPU aTpesusix;
YacTUYHOe — MNpu CTEHO3e.

MonynsumoHHast yactoTa 3TOW rpynnbl MOPOKOB: 1 cnyvaii Ha 20-30
TbiC. poxaeHuin (MasypuH A. B., 3anpyaHoB A. M., 1984).

3Tmnosnorna. B atnonatoreHeTMYeCKOM NaHe cnegyeTt pasinyaTb
rpynny aTpesunii (CTEHO30B) BHEMEUYEHOUHbIX XE/TYHbIX XOA0B U rpynny no-
POKOB BHYTPUMEUYEHOUHbIX XeNuHbIX Xon40B. TTIM Ansa nepBo — A0 5-7-i
Hefenu ambpuoreHesa 1 ux MopdoreHes NPUHATO CBA3bIBaTbL C NEPCUCTU-
pOBaHVEM 3MUTENNa/IbHBIX OKK/O3UIA UK HapyLlleHnem AndohepeHLnpoB-
Kn neyeHouHoro aveepTtukyna. TTM ana BTOpol — 2-1 Mecsil, BHYTpPUYT-
po6GHOro pasBuTMsA. B MPOMCXOXAEHWW AaHHbLIX MOPOKOB BaXKHOE MEeCTO
OTBOAAT BTOPUYHOW 06/1MTepaLmm XesyHbIX XO040B Ha DOHe BHYTPUYTPOOG-
HOro renatuTa, a Takke Opyrnx UHekumini — uutomeranun, repneca u . A.
He vcktoueHa ponb reHeTndeckoro taktopa (MpMMepHo Yy 6-7% 60MbHbIX)
(WnbmHa E. T., 1985). MpuHATO BbigensTb (bavpos . A., 1968):

1) aTpe3unto ANCTasIbHOM YacTu HapYXHbIX Xe/TYHbIX MPOTOKOB;

2) atpe3unio 06LLEro XesyHoro NpoToka,;

3) aTpe3unto My3bIPHOrO NPOTOKA,;

4) aTpe3nto HapyXXHbIX NPOTOKOB;

5) aTpe3uio BHYTpUNeYeHOUHbIX XeTYHbIX NPOTOKOB.

KnnHuka. C nepBbIxX AHEl XWU3HWM HabngaeTcss 06ecyBeYEHHbIA CTyn,
B psifie cnyyaes OTAeNbHble NOPLMM Kana MOryT OblTb OKpalleHHbIMK (Yac-
TUYHasA, HeMnosiHasa atpesus, a Takke NMPOHUKHOBEHME GUNNPYBUHA U3 KPO-
BU B KULLEYHVK). YKeNnTyxa NosiBASIeTCSA NOC/e POXAEHMS 1 B AaSIbHELLEeM
nporpeccrMBHO HapacTaeT. Moya MHTEHCUBHO OKpalleHa. unepbunupybu-
Hemusa npsmas. NeyeHouHble hepMeHTbl (TpaHcamuHasbl) B npegenax
Hopmbl. OfHaKo No Mepe nporpeccupoBaHns 3aboneBaHusl, HapyLleHUs
BHYTPMMNEYEHOYHOro KpPOBOOOPALLEHUS, 3aCTOs Xeldn MoXeT hopMupo-
BaTbCA OGUIMAPHBIA LMPPO3 NeYeHn 1 nopTasibHas runepTeHsus. MNpu atom
NosiBMISIeTCA remopparnyeckiii CMHAPOM, YBENIMUMBAIOTCS B pasMepax Xu-
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BOT, NeYeHb, Cene3eHka; NosiBnseTcsa acuuT. Ha nepeaHei GPIOLLIHON CTEH-
ke OTMeYaeTcs BEHO3Hasi CeTb, MOTYT ObITb KPOBOTEUEHUSI U3 BAPUKO3HO
pacLUMPEHHbIX BEH MULLEBOAA, XeJy[Ka, KALIeYHUKA.

JunarHocTmka 6asvpyeTcsl Ha TWaTeNlbHOM aHasM3e K/IMHUKO-nabopa-
TOPHBIX [AaHHbIX, 0COOGEHHO Ha4aslbHbIX WCXOAHbIX M3MEHeHul (B mepBble
yacbl U CYTKU MOC/e POXAEHUS).

AndpdepeHumnpyoT aTpesnto XeN4yHbIX NyTei ¢ Apyrummn 3abosieBaHu-
MU HOBOPOX/EHHbIX, MPOTEKAKLLMX C XENTYXOMN.

dusnonornyeckas xentyxa HOBOPOXAEHHbIX, B OCHOBE KOTOPOW NEXUT
BPEMEHHOEe HEeCOOTBETCTBME MEXAY aKTUBHOCTbLIO [/IIOKYPOHUATpaHcde-
pasbl ¥ NOBbILIEHHLIM paspyLUeHEeM 3PUTPOLIMTOB ¢ 06pasoBaHNEM GUIn-
pybuHa, B OT/IMYME OT aTpe3un XesuHbIX MyTeil:

1) nosiBNsieTCA Ha 3-ue CyTKM XMU3HU C MAKCUMYyMOM MHTEHCUBHOCTU, Ha
5-ble CYTKM 1 B fasibHelilleM caMOonpou3BOJIbHO MCYE3aeT;

2) neyeHb U ceneseHka He yBE/IMUYMBAIOTCA, Kal U MOYa He MEHSIT
006bIYHOWN OKpPacKu;

3) runepbnnupybuHeMmnss HOCUT HENPSIMO XapakTep.

KOHbIOraunoHHbIEe XEeNTyXu HOBOPOXAEHHbIX, NPU KOTOPbIX MMeeTcs
TPaH3UTOPHbIM AeULMT aKTUBHOCTU [/THOKYpPOHWUATpaHcdepasbl, Habso-
[alTCsl 06bIYHO Y HEAOHOLUEHHbIX AeTell U ABASKTCA NPOSIBIEHMEM UX
He3penocTu, B YaCTHOCTW CO CTOPOHbI MEeYeHW, a Takke npyu nepuHaTasib-
HbIX HE61AronNpPUATHLIX BO3AENCTBUSIX HA 3TY (DEPMEHTHYHO CMCTEMY (BHYT-
pvyTPO6Hasa rMNoKCMa N acuKUuMs B pogax, MpUeM HEeKOTOpbIX Mefuka-
MEHTOB — cy/fibchanpenaparoB, Ca/MuuiaToB, psga aHTUOMOTUKOB,
FTOPMOHOB W T. 4.).

TpaH3UTOpHaa cemeiHas runepounnpybuHemus — cuHapom Jloues-
[Jpvickonna — mMoxeT 6bITb 3anof03peHa nNpyu cbope ceMeiHoro aHaMmHesa
(kenTyxa neproga HOBOPOXAeHHoe™). TeueHne 6naronpusiTHoe.

CvHppombl Kpurnepa-Haisipa n >Kunb6epa — reHeTuyeckn o6ycrioB-
NeHHble AedheKTbl [/TIKYPOHUNTPaHC(EepPas3HON CUCTEMbI, OTMYAOLLMECS
TeM, 4YTo nepBas hopMa MMeeT HebNaronpUATHbIA NPOrHO3 U3-3a BbICOKOM
rMnepoeunnMpybrHeMnmM HEMNpPsIMOro 3HLEedasioTOKCUYECKOTO AENCTBUS.

CvHppowmbl [lybuHa-[xeHcoHa n PoTopa 06ycrioB/ieHbl reHeTUYECKUM
NoBpeXaeHNeM renarouuTa, B pesy/bTaTe 4Yero HapyllaeTcsi TpaHcnopT
NMrMeHTa 4Yyepes3 MeuvYeHoYHYH KIeTKy. B kpoBM HakannmBaeTcs NpsiMol
6nnupybuH. Oba cuHapoMa nNposiBNAOTCA B 60siee MO3gHEM Bo3pacTe.
PasnunuyaloTca OHWM MO rMCTOI0NMYECKOMY UCCNe0BaHNI0 NeYeHN.

Bonbluve TpyaHOCTU npeAcTaBnsieT AuddpepeHumanbHas AMarHocTuka
aTpe3umn XenuHblx nyTeli ¢ dpeTanbHbIMU renaTuTamm, A58 KOTOPbIX Xapak-
TEPHO MOBbILLIEHNE HE TOSIbKO HENPSIMOrO, HO W MPSMOro GuUNMpyobuHa. Yun-
TbIBAKOT aTeHaTasIbHbI/i aHaMHe3, AaHHble 06cnefoBaHVs MaTepy, AVHaAMU-
Ky KIMHUKO-NabopaTopHbIX AaHHbIX Y 60/IbHOTO, aKTUBHOCTb «MeYeHOUHbIX»
npo6, koTopasi Npu renaTuTax NoBbILIeHa.
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KpaiiHe pefko aTpesuto XesUHbIX X040B ANddepPEHUUPYIOT C MeXaHu-
YECKUMU XeNnTyxamu, BO3HMKaWLWUMK BCAeACTBME cAaB/ieHnsa obuiero
XENYHOro NPOTOoKa OMyXOJblo UM NUMAATAYECKUMUN Y3NaMu.

JleyeHe — TONbKO onepaTMBHOE. 3HaYUTE/IbHO Jlyylune pesysibTaTbl
OT ONepaTMBHOrO flIeYeHNs AoCTUraloTcs y 60/bHbIX ¢ aTpesvein guctasib-
HbIX OTAENI0B HapPYXHbIX XeNYHbIX NPOTOKOB. PEKOHCTPYKTUBHbLIE BMeLla-
TeNbCTBA Ha >Xe/YHbIX NPOTOKaX AO/DKHbI OCYLLECTB/IATLCA Y AeTeil kak
MOXHO paHblue — B Bo3pacTe Ao 3-5 mec. (bampos I'. A., 1968).

MporHo3 — 6e3 onepaTVBHOIO BMeLLaTe/1bCTBa B 60/bLUMHCTBE C/yvyaes
M/JI0XOM; NpyU ONepaTMBHOM JiIeYeHWUU MPOrHO3 BCerga AO/MKEH CTPOUTLCH Ha
yyeTe MHOrmMx (DakTopoB BPOXAEHHOIO U NOCTHATa/IbHOTO NMPOUCXOXAEHUS.

MenOumko-reHeTu4eckoe KOHCY/IbTUpOBaHue. Tak Kak 3Tv aHomanuu
MOryT BCTpeYaTbCA npu TpUcoMUsIX Xpomocom (18 u 21) nnubo 6biTb pe-
3yNbTaTOM BHYTPUYTPOGHOrO BUPYCHOTO renatuTa, a B 6OMbLUMHCTBE Crly-
YyaeB WX NPUYMHbI HEU3BECTHbI, TO HE3ABMCUMO OT 3TOr0 NMOBTOPHbLIA PUCK
Ansa cubeos, no-sugmmomy, man — 0,92% (UnbuHa E. ., 1985), xoTa Tou-
HbIX OLLEHOK MO MHEHMIO Apyrux uccnepgosarteneii (Xapnep M., 1984) He
cyllecTByeT.

MpeHaTasibHass AMarHOCTUKA MOXET OCYLLECTB/IATLCA C NOMOLLbIO
axorpadoun naoga Kak npu MaccoBOM Y3-CKPUHUHIEe GepeMeHHbIX >XeH-
LLMH, TaK 1 NpU ceNnekTMBHOM (LeneHanpasB/ieHHOM) CKpUHWHIe (Hanpumep,
npu NOLO3PEHUN Ha BHYTPUYTPOOHOE MH(IULUPOBaHWE Maoda BO Bpems
NnepeHeceHHbIX BUPYCHbIX MHDEKUNA 6epeMEHHO XeHLLNHOM’, 1Mo 1X na-
TEHTHOE HOCUTE/IbCTBO).

AXANTA3NA MNLEEBOOA

Axanasus nuueBoga (axanasusa kapauu, kapguocnasm, Merasioaso-
(haryc) — 3aboneBaHve NULLEBOAA, B OCHOBE KOTOPOro NeXUT aHOMasus
WHHEpBaLMK, NpUBOAALLAA K ero BTOPUYHOMY pacLUMPEHUIO W FMNepTpo-
dmn CTEHKN.

MonynsaunoHHaa yacToTa Heu3BecTHa, BCTpevyaeTcs penko. BpoxaeH-
HbIl XapakTep axanasuy nuuieBofa NoABepraeTcsi COMHeHuo. OnucaHbl
cemeiiHble cnyvan 3aboneBaHus y cubcos (Polonsky L, Guth P., 1970;
Dummars K. et al., 1980). Cpean aTnonormyeckux pakTtopos npegnonara-
eTCs aBUTaMUHO3, 3MOLIMOHa/IbHBIA CTPecC, pasfIMYHOro MPOUCXOXAEHNS
NHgekumsa. B ocHoBe MopdioreHesa /ieXuT aHOMasusl pasBUTUSA HEPBHbIX
Cr/eTeHNn KapavasibHOro otgena nuuiesoja B BUAE YMEHbLUEHUS unv
MOJTHOrO OTCYTCTBUS FaHI/IMO3HbIX KNIETOK, HAnNoMyHatoLWwas aHa0rMyHbli
MexaHu3M npu 6one3Hun MmpwnpyHra (Rickham R., Bockman C., 1963).
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KnuHuka 3a6oneBaHusi y AeTeli XxapakTepusyeTcsi ABYMsSI OCHOBHbIMU
npu3Hakamyn — peryprutaumen n gmcoarveir. Y pebeHka Bo BpeMsi KOp-
MJ/IEHVSI WM BCKOPE MOC/e HEro nepuoauyveckn (He Kaxaoe KOpMIieHue)
BHe3anHo HacTynaeT pBoTa. B pBOTHbIX Maccax — nuwa 6e3 npu3HakoB
XeNnyaoUHOro CoOAEePXMMOro, KOJIMYeCcTBO ee MEeHbLLE NPUHSTON HakaHyHe.
[ucdharus y rpyaHbIx AeTeil NposiBAsSIETCA Tak: pebeHOoK Kak Obl «AaBUTCS»
BO BPEMSI KOPMJIEHUS!, OCOBEHHO NPV NPUEME He XUAKOW, a TBepAON nuLum.
Bce 3Tu HapylleHus MOryT MpUBOANUTL K MOXYAEHWIO, BM/IOTb [0 aHEMWU W
Kaxekcum.

JmnarHos yctaHaBmMBaeTCsA Ha OCHOBaHWM KIVMHUKU, a Takke OOMOJHU-
TesibHOro o6cnefoBaHus: oubpP0o330harocKonUn U B COMHUTESBHBIX Chy-
yasix peHTreHorpadum.

OnddepeHunpoBaTb axanasuio nuuieBoja crenyeT ¢ 3abosieBaHus-
MW, CONPOBOXAAKLUMUCS PBOTOW W Ancdarueid. K HUM oTHOCATCS: Heno-
CTATOYHOCTb KapAuu (xasiasvs nuweBoda — MNOCTOSIHHOE uav anusodu-
yeckoe 3abpacbiBaHUE XeNnyAo4yHOro COAEPXUMOro B MULLEBOA, T. €.
ractpoasodhareasibHbllii pedusitoke), NUIOpoOCcnasM, BPOXAEHHbIA NnIopoc-
TEHO03, conbTepsoLllas dopMa aJpeHOreHUTaNbHOro CMHAPOMa, aspodia-
rmsa, gnadpparmanbHas rpbbka, Apyrue npudnHbl pBOThI LLEHTPasIbHOro, WH-
(QEKLIMOHHOIO 1 XesTyJOYHO-KMLLEYHOr0 MPOVCXOXAEHUS.

OCMOXHEHUAMWU [aHHOW NaTonorMm MoryT 6biTb, 330charnT, caasne-
HVYe paclMpeHHbIM MULLLEBOAOM BO3BpPATHOrO HepBa NMpaBoOro OpoHXxa,
6yXaaroLLero Hepea 1 T. f., a Takke XpoHMYeckne 6POHX0IEroYHbIe Npo-
uecchbl (B TOM yncsie 6poHXMasibHasi actMa), kak 1 Ha OCHOBe racTpoasoda-
reasibHOro peduokca.

JNleueHne, B OCHOBHOM, XUPYPrMyeckoe.

MporHo3 y aeteli Bcerga cepbesHblii.

MepfMKOo-reHeTUYeCcKoe KOHCY/bTUPOBaHWE U NMpeHaTas/ibHasa amar-
HOCTMKa He pa3paboTaHbl.

MMPLUMPYHIA BOJIE3Hb

pwnpyHra 6one3nb (MerakosioH; 1886 r., H. Hirschsprung, AaHus)
— BPOXOEHHAs aHOMaNuMsi pasBUTKS TOJICTON KWLLKMA, B OCHOBE KOTOPOIii
NeXUT araHrnno3 (areHesusi raHrveB) MexmbllleyHoro (ayapbaxoBa) w
noacnusnctoro (MenccHepoBa) HEPBHbIX CNETEHWU Ha onpefeneHHbIX
ydyacTKax KMeyHnKa, XapakTepmnsyroLwasacsa XpPOHUYECKMM 3aCTOEM KULLIeY-
HOro COAEPXMMOrO Bbille YY4acTKOB araHr/ivosa, paclumpeHnem obo40u-
HO KULLIKW C runepTpochmeli ee CTEHKN.

MonynaumoHHan yactoTa nopoka — 0,2 cniydyasa Ha 1000 HOBOpPOXAEH-
HbiX (Passarge E., 1972; Swenson O. et al.,, 1973), npuyem Manbynkm 60-
newT BO MHOro (B 4-5 u 9) pa3 valie, Yem AEeBOYKN.
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OT1nonoruvsa. B 15,2% cnyvyaesB BPOXAEHHbIA araHrno3 KuLeyHnKa co-
yetaeTcs ¢ gpyrmmm nopokamu passutua (MnbmHa E. T., 1985), B 2-3%
cnyyaeB HabnwogaeTcs npu TpUcoMuu 21, onucaH Takke npu CUHAPOMAaX
Aapckora, BaapgeH6ypra, Cmuta-Jlemnu-Onutuya (Slastok . L., Knupmnno-
Ba W. A., 1991; Passarge E., 1972; Swenson O. et al., 1973). Yauwe Bcero
reHes 3abosieBaHUA paccMaTpuBaeTCsl B COOTBETCTBUM C KpUTEPUSMU No-
NiMreHHoro HacnepgosaHus (Xapnep M., 1984). TTMN — po 10-ii Hepgenw
BHYTPUYTPOOHOIO pa3BuTus. B 3aBUCUMOCTU OT MPOTSXKEHUSA 30HbI araH-
rnMo3a BBepX OT aHa/IbHOro KaHasna MpUHATO BblAeNnsTb ASIMHHO- U KOPOT-
KOCermMeHTapHbIli (PEKTOCUTMOUAHbIN) TUMbl BPOXAEHHOIrO araHrnnosa, Ha-
6ntogaemMble COOTBETCTBEHHO Yy 13 1 87% 60/bHbIX (Xapnep 1., 1984).

[MycKoBbIM MOMEHTOM B pa3BUTMU GoNe3Hu mpLunpyHra siBnsetcsa an-
nasua XOsIMHepPrnyecknx HempoHOB MEXMbILLEYHOro Cr/jeTeHns, Koopau-
HUPYIOLLMX NEePUCTa/IbTUKY KULLEYHWKA. DTO COMPOBOXAAETCA OTCYTCTBU-
€M CUMMaTUYECKNX TEPMUHANIEN, OKa3bIiBalOLMX UHIMOMpYOLLEe BUSHWE
Ha raHrnuu. B pesynbTaTte HapywaeTtcs pediiekc pacciabneHms BHYTPeH-
Hero aHanbHOro cMHKTEpPa B OTBET Ha pacTsHKeHW nNpsiMoi kuwku. Co-
CTOSIHME YCYrybnseTca MU36bITKOM XOSIMHEPrMYyecKUX HEpPBHbIX BOJSIOKOH B
MbILLIEYHON 060/104Ke, BbI3bIBAIOLWMX CTOWKMIA CMa3M KULLEYHOW MyCKyna-
Typbl (Kupunnosa W. A. u ap., 1974; Vcakos 0. ®., 1980; JleHowKknH A. U.,
1984; Nastokl. W., Kupnnnosa W. A., 1991; Garrett J. et al., 1969). BaxHbIm
(haKTOPOM HapyLLUEeHUS NepUCTa/IbTUKA ABMISIETCA Takke HefoCTaTOYHOCTb
nentugepruyeckon nHHepsauum (Taguchi T. etal., 1983).

MerakonoH (pacluvpeHve KuwiKn) SABASETCA BTOPUYHLIM U3MEHEHMEeM
K/WweyHnka. Hambonee 4acto nopaxeHue 3axsaTbiBaeT peKToCUrMmoniasib-
HbIli OTAEN TOJICTOW KMLUKWM, XOTS MOTFYT ObiTb W ApPYrMe yyacTku nopaxe-
HWA. B pe3ynbTaTe HapyLleHUs NepuctanbTUKN KULWLEeYHUKA KasloBble Mac-
Cbl 3acTaMBalOTCA Haf MeCTOM MNopaxeHus, 06ycroBMMBas pacluMpeHune
BbiLLeIeXxalux oTAesnoB, rmnepTpoguio ero CTeHOK Ans Toro, 4Tobbl Npo-
OBVHYTb COAEPXMMOE KULLIEeYHUKa Yepes3 anepucTasibTUPYIOLLUIA araHrino-
HapHbIli yyacTok. [lmameTp pacLUMpeHHON KULLKW MOXeT focTuratb 60/1b-
LIMX pasMepos.

OCHOBHble ANarHOCTUYECKUE MPU3HAKU:yBeMYEeHNEe pasMepoB Xu-
BOT&, YNOPHbIE 3anopbl, pacliMpeHne TO/ICTOro KMLLeYHUKa.

KnuHuka. Begywum cumntomom 60ne3Hu mplunpyHra ssnsietcs oT-
CYTCTBME CaMOCTOATE/IbHOIO CTy/la — XPOHUYECKUA 3anop, KOTOpbIA B
60/bLLUMHCTBE CyYaeB BbIPaXeH € nepuoga HoBopoxaeHHoe ™. C Bo3pac-
TOM, HECMOTPS Ha BBeAeHWe NnpukopmMa Win UCKYCCTBEHHOE BCKapM/vBa-
HWe, 3anop NOCTOSIHHO nporpeccupyeT. CTyna He 6biBaeT 3-7 AHEe, OH OT-
MeuaeTcs 60sbLUE YACTbH TOMBKO NOC/E KIU3MbI.

[pyrum BaXKHbIM W NOCTOSAHHBIM CUMMATOMOM 60/1€3HU [MpLUnpyHra sB-
NseTca yBesiMyeHne pasMepoB XUBOTA BCEACTBME MeTeopusma, 3agepx-
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Kn Kana u rasos. [anee nosBAATCSA CUMNTOMbl XPOHUYECKON MHTOKCUKA-
UM 1 manbabcopbumm — aHemusi, TMNOTPOgIUS, pacCcTpPonCcTBa cepaeyHo-
COCYAMCTOl U AblXaTesibHol CUcTeM, NoaAMBUTaAMUHHASA HeAOCTaTOYHOCTb,
HapyLlleHusi 6esIKOBOro U 3MeKTPONIMTHOrO 06MeHOoB, AucbakTepmos, Ku-
WeyHble AncyHKUMN (NapagoKcasibHble NOHOCKI), UMMYHO/IOrM4yeckas He-
[0CTaTOYHOCTb.

Mpu no3gHen AnarHoCTMKe MOryT pa3BUBaTLCSA FPO3HbIE OC/IOKHEHNS —
HEeNpPoOXoAMMOCTb UK NEPUTOHUT Ha noyse nepdopaLMn TONCTON KULLKK.

JnarHocTtmka 6asupyeTcs Ha aHaMHeCTUYeCKUX CBeAeHUSX, OaHHbIX
KVMHUKA 1 AONOMHUTENbHBLIX UCCNeaoBaHUSAX: PEeKTOPOMaHOCKONUN U up-
purorpacdun. MNMaTorHOMOHUYHBLIM MPU3HAKOM 60/1e3HU TMpLLNPYHra ABAS-
eTCS Ha/IMyne CYXXEHHOro y4yacTka B PeKTOCUrMOUAHOM OTAesle, Pe3kKo KOH-
TpacTUpyoLLEero ¢ CynpacTeHOTUYECKNM pacluMpeHneM 060404HOW KULLKU.

AnddepeHumnpytoT 60n1e3Hb MMpLNpyHra ¢ rpynnoi 3ab6oneBaHuit,
npoTeKarLmx ¢ yBesimyeHmemM pasMepoB XunBoTa u 3anopamu. Cioga oTHO-
CATCS crefyoLme nNpoLecchl: BPOXAEHHbIA rMNOTUPeO03, pas/imyHblie dhop-
Mbl CMHAPOMAa Masibabcopbuun (MepBuYHbIE ¥ BTOPUYHLIE), BKIKOYAsA Le-
NiMaknio, Tsxenble (opMbl paxuTa C Pes3KO BbIPaXXEeHHO! MbILeyHoMn
rMNOTOHUEN, a Takke (PYHKUMOHaU/TbHbIE HapyLleHus (MCUX0-HEeBPOreHHbIe
3anopsbl, rMNOBMTaMMHO3 Br B/vsiHME MeAVKaMeHTOB U T. 4.).

NeyeHne BK/IOYAET B cebs pagukasibHOe (XMpypruyeckoe B Bo3pacTe
1-3 neT — pes3eKkumsa araHrMoHapHOro cermeHTa) 1 KoHcepBaTuBHoe (ATa-
kynos [. O., 1989).

KoHcepBaTMBHOE fieyeHne MMEET CBOEN Lesbio nogaepxarb 60/bHOro
B CTaVX KOMMEeHcalumm uin nepeBecty B 3Ty cTaaunio 60/1bHOIO U3 LEKOM-
neHcauuwn. PasnnyHbiMu cnocobamu (guneta, comutoTepanus, KAn3mbl) cre-
ayeT nobuBaTbCA perynsipHOro OnopoXHEHUs KuLlevyHuka. Ha3HavaloT Tak-
xe JIPK u maccax O6prLwHON cTeHkn. [py HeadpekTnBHOCTU
KOHCEpBATUBHOIO /leYeHns nokasaHa onepauus.

MpoOrHo3 npv CBOEBPEMEHHO BbINOJIHEHHONM Onepauun, Kak npasuso,
61aronpuUATHbIN.

Meaunko-reHeTU4YeCKoe KOHCY/bTUPOBaHUe CBA3bIBAETCA C [AJ/IMHON
araHr/IM03HOro CermeHTa TOJICTOro KuwevHuka (Passarge E., 1972). Mpu
KOPOTKOM araHr/iMmo3HoM cermeHte (BcTpeuaetcs y 87% 60/bHbIX), ecnv
npob6aHg MY>XCKOro nosa, To puck gnsi cnbcoB-b6paTtbeB W CMOCOB-cecTep
cocTaB/IIeT COOTBETCTBEHHO 4,7 1 0,6%; ecnv npobaHs, XXeHCKOoro nona, 1o
puck Ans cnbcoB — COOTBETCTBEHHO 8,1 1 2,9%. Npu O/IMHHOM araHrnmos-
HOM cermeHTe (BcTpedaeTcs y 13% 60NbHbLIX) COOTBETCTBYHOLME CUTYA-
Uun JatoT pUCK MOBTOPHOro poxaeHnsa 16 n 11%, n 18 n 9%.

MpeHaTasibHas AnarHOCTUKa 0CO60ro 3HayeHUs He MMeeT, T. K. 3/u-
MUHaUWS nsoga npu 3TOM MOpoke pa3BuUTUS He MPOBOAUTCS, a CPOKM one-
paTMBHOIO fleyeHns onpenenstoTcs, B OCHOBHOM, 3(P(EKTUBHOCTbIO KOH-
CepBaTMBHbLIX MEPONPUSTUIA.



MMABA NECATAA

BPOXAEHHbIE NMOPOKWN MOYEK
N MOYEBbLIBOAALWNX MYTEW

OBLIAA XAPAKTEPUCTUKA

BpoxaeHHble 1 Hac/eACTBEHHble BapuaHTbl NaTosIorMM COCTaBsAT
noYTM NOMOBUHY CyyYaeB 60/1e3Hein MoYeBO cuctemsl y getein (VirHatoea
M. C. n gp., 1985; Panonopt X. XX. un gp., 1988). OgHako No AaHHbIM Ku-
HUKO-3NNAEMNOOTMUYECKMX MCCNefoBaHNA pacnpoCTPaHEeHHOCTb BPOX-
[OEeHHbIX NOPOKOB MOYEBOI CUCTEMBI Y HOBOPOXAEHHLIX AeTeli HeBenka —
0,5-0,7:1000 (TtopuH H. A. n gp., 1983; bynaxosa C. A., 1985; HaymoBa B.
W. n gp., 1985). BmecTe ¢ TeM, BHeApEH/E B LUMPOKYHO KIMHUYECKYHO Mpak-
TUKY MeToga Y3-uccrefoBaHusi 3HaUUTENbHO PacLuMpuio AuarHoctuyec-
KMe BO3MOXHOCTU, NO3BOANIO MPOBOAMTL MaccoBble o0b6cnenoBaHus aeT-
CKOro HacesieH/s, B TOM YMC/le HOBOPOXXAEHHbIX, W BbIABMATL MOPOKU
MOYEBOI CUCTEMbI Ha AOK/IMHWYECKOM 3Tane, yactoTa KOTOpbIX MO MaTte-
pranam KIUHUKO-Y/IbTPa3BYKOBOrO aHasiM3a y AeTeil Ha NnopsiioK Bbille U
cocTtaBnsieT 18-22:1000 (MunkoB W. M. n gp., 1991).

OTUOOMUA BPOXAEHHbLIX NOPOKOB Pa3BUTUSA MOYEBOI CUCTEMbI pa3Ho-
obpasHa. 3TV NOpPOKM BCTpeYvarTCs:

1) Nnpy XPOMOCOMHbIX CUHAPOMAX;

2) Npn HacneAcTBEHHbIX;

3) Npu HeHacneACTBEHHbIX CYMHAPOMAax MHOXECTBEHHbIX NOPOKOB pas-
BuUTUs (Tabn. 49).

OpHako 60/bLIMHCTBO aHOMasINiA MOYEBOW cucTembl (CBbie 60%) —
N30/IMPOBaHHbIE U CUCTEMHbIE MOPAXEHUS MNOMAUT€HHO-MYAbTUAKTOPU-
anbHOl npupogpl. ®akTopamu pucka no BIMP mMo4yeBOl CUCTEMbI B 3TUX
cnyyasix AB/IAKOTCA:

1) paHHee Havasi0 MeHapxe W yrpo3a BblKMAbILLEeR B akyLlepCKOM aHaMm-
He3e y maTtepu npobaHaa,;

2) Manas macca npu poxaeHun W HeJOHOLUEHHOCTh;

3) coBnageHne cynpyros no aHTureHam cuctemol HLA v BbisiBEeHUE y
npo6aHAoB TakMx aHTUreHoB kak A2, B12, B35, n B40 (MoaropHasa T. I,
1984).
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Tabnvua 49

CuUHOpPOMbBI, MpPU KOTOPbIX BCTpevatoTcs

aHOMa/IMM MOYEBOW CUCTEMbI

XpPOMOCOMHbIe
CUHAPOMBI

CVHAPOMbI ayTOCOMHbIX
TPUCOMMWIA:

JdayHa cuHgpom
(Tpucomus 21)

MaTtay cuHApom
(Tpucomus 13)
3aBapaca cuHAPOM
(Tpucomus 18)
Xpomocombl 8 Tpucomuun
cUHOpom

Tpunaonanm CUHAPOM
CUHAPOMbI YaCTUYHbIX
TPUCOMMWIA:

4p+

9p+

fOp

1iq

CvHAPOMbI YaCTUYHbIX
MOHOCOMMWIA:
Bonbha-XupLlixopHa
cuHapom (4p’)
«Kowaybero kpuika»
cuHgpom (5p°)

119g-

Opb6enu cuHgpom (13q )
18q'

21qg-

CvHApPOMBI, CBA3aHHbIe
C HapyLleHVeM 4yucna
MOJIOBbIX XPOMOCOM:
LllepelueBcKkoro-TepHepa
KnanHdenstepa
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HacnepcteeHHble
CUHApPOMbI MBIP

CyHOPOMbI C ayTOCOMHO-
peueccnBHbIM TUNOM
HacsfiegoBaHUA:
Bannepa-Ieponbga

BoyaHa-KoHpagu
JAvnccermeHTapHoi
Kap/IMKOBOCTH
MoxaHcoH-Bnns3apa

Ko dpunHa-Cupuca
JlnccaHuedanus
JloypeHca-MyHa-bappae-
Bbugna

Mekkens
COFS-cnHapom
Pob6eptca
Cmuta-Slemnn-Onutua

LlenbBerepa
Annuca-BaH Kpesenbpga

CyHApPOMbI C ayTOCOMHO-
AOMWHAHTHbIM TUMOM
HacnegoBaHUA:
EEC-cuHapom

JlapceHa

MapdraHa

HyHaH

OnuTua-Ppuraca
CuHgpombl ¢ X-cuennex-
HbIM HacsiegoBaHUNEM:
JleHua
PoTo-nuue-nanbueBoli
CUHApoMm, 1 Tun
CuHgpombl

C HEYTOYHEHHbIM
TUNOM HacniefoBaHUA:
BupgemaHa-beksuta
KopHenun ge NaHre
Tpuagbsl cMHApPoOMm
Paccena-CunbBepa
Py6uHLWITENHA-TeN6un

HeHnacnepctseHHble
CUHApombl MBIP

OEIS-cuHapom
VATER-accounayus

AnkorosnbHas
ambpuodeTonaTus
AnabeTnyeckasn
ambpuodeTonaTus



B Tabnuue 50 60/51ee NoApPOGHO MO CpaBHEHUKO ¢ Tabnuuen 49 npuee-
[eH nepeyvyeHb cuHApomoB MBIP, npu KOTOPbIX MOTYT OTMeYaTbCAa Te Un
MHble BapuaHTbl aHOMasIMn MOYEBOI cuUCTeMbl. B ckobkax ykaszaHO Ha-
CKOJIbKO YacTo cpeau 60/bHbIX C AaHHbIM cuHApoMoM MBIP BcTpeyatoTcs
AMC. Kak BUAHO M3 3TOI Tabnuubl, 3TM aHOMaIMM YacTo BCTpeyarTcs npu
aHeynnonansax, Npu MOHOTEHHbIX CMHAPOMAX C Pa3/IMYHbIM TUNOM Hacrie-
[0BaHVsA, OTHOCUTE/IbHO pexe HabniogatTcsa Npyv CUHOPOMAX YaCTUYHbIX
TPUCOMUIA 1 MOHOCOMUIA, eLLe pexe Npu HeHacneACTBEHHbIX CUHAPOMax
MBIP.

B tabnuue 51 npuBeneHbl CBOAHblE AAHHblIE O TOM, KakMe CUHAPOMbI
MBIP MoryT umeTb MecTO Y 60/bHbIX C TEMU WU WHBIMA aHOMauIUSMU
MOYeBOl/ cuCTeMbl. ITO HalenvBaeT Bpaya-negmarpa: AMarHocTMpoBaB-
LIEero Kakom-mbo MOPOK No4Yek u/mam mMoueBbIBOAALWMX MyTei, Ha 6onee
rnybokoe NoHUMMaHWe MaToI0rMYeckoro npouecca, Ha 6onee BbICOKUIA Ou-
arHOCTUYECKNA YPOBEHb.

MpuBegem cregywownii npumep. Y pebeHka BbisiBleHa runocnagus.
Ecnv npu atom y pebeHka BbISIBASETCA MUKpouedanus, runonnasus Hu-
XHEN YencTn, CUHAAKTUANS, NOPOKN BHYTPEHHUX OPraHoB, TO BCe 3TO A0-
JDKHO HauenusaTtb Bpaya Ha AuarHocTuky cuHgpoma Cwmwuta-Slemnn-Onut-
ua, UmeloLLero ayToCOMHO-peLLeCCUBHbIM TUM HacnegoBaHUs, U BbICOKWUI
pyCK NocneayroLlero poxaeHusa getein ¢ AaHHbIM CUHAPOMOM.

KNACCUNDPUKALIA N HOMEHK/TATYPA

AHOMa/IMN MOYEBOW CUCTEMbI BK/IHOUAKT aHOMasIM MOYeK, YalleyHo-
JIOXaHOYHOM CUCTEMbI, MOYETOYHUKOB, MOYEBOro Ny3bips U ypeTpbl. Hiuxe
NpuBOAATCA Knaccudmkalmm no 3TUM rpynnam rnopokoB.

. AHOMa/IM MOYEK MPUHATO AE/IUTb HA aHOMasIMM KOSIMYecCTBa, Be-
JINUVHBI, PaAcnofIOKEHUS, B3aMOOTHOLLEHUSI 1 CTPYKTYPbI COMAacHO Knac-
cudmkaumn, NpuHATon Ha Il cbesge yponoroB (Kues, 1978):

A. AHOMa I KonmyecTBa
1. Annasusa (0gHO-, ABYCTOPOHHSS).
2. YaBoeHue noyek (NosiHOe, HenosiHoe).
3. lo6aBoyHas nouka

B. AHOManMn BeNUYUHLI
1. T'vnonnasusa

B. AHOManMn pacnonoxeHus
1. AucTtonua rpygHas
2. iuctonusa nosicHMYHas
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Ta6nmuya 50

CvHgpombl MBIP, npn KOTOpbIX MOryT oTMe4daTbCs

aHoOMa/IMM MOYEBOW CUCTEMDbI

XpomMocoMHble 60/1e3HU:

Tpucomunsa 8

— CyXeHrieé MOYETOYHMKOB CO BTOPUYHLIM TMAPOHEpPO-

(04eHb xapakTepHbl) 30M, peAKo — areHesusi Nouku, NoAKoBoOGpasHasi Mouka

Tpucomua 9
(y 2/3 601bHbIX)

Tpucomua 13

(y 60% 60/bHbIX)
Tpucomunsa 18

(y NONoBUHbI
60/1bHbIX)
Tpucomua 21
(1/5 60NbHbIX)
Tpucomunsa 22

(y 1/5 60/1bHbIX)
Tpunnonansa

(y 53% 605bHbIX)

Tpucomunsa 1q
(B e4NHUYHBbIX
cny4asix)
Tpucomunsa 2p
(B e4ANHUYHbIX
cny4asix)
Tpucomunsa 2q
(y 1/4 60nbHbIX)
Tpucomunsa 3p
(y 1/6 60/1bHbIX)
Tpucomunsa 3q

(y 1/3 60/1bHbIX)
Tpucomua 4p
(y 35% 60/IbHBbIX)
Tpucomunsa 4q
(y 1/3 60nbHbIX)
Tpucomunsa 6p
(y 1/3 60nbHbIX)
Tpucomunsa 6q
(y 1/5 60/5bHbIX)
Tpucomunsa 7q

(B e4ANHUYHbIX
cryyasx)
Tpucomunsa 9p
(n3penka)
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— KucTbl noyek (MHOTAA KUCTO3Has Aucniasusl),
OZlHOCTOPOHHSISI areHe3usi UM ABYCTOPOHHSAS rMnonaasus,
rmapoHedpos, yABOeHUe coGupatoLleii cucTembl.

— MHOrof0/1b4aToCTb, KACTbl NOYeK, MUKPOKUCTO3,
rmapoHedpos, rmapoyperep.

— Haubonee yacTbl cpalleHus B BuAe MoJAKoBOO6pa3HOi
NoYkW, ANUCTONUM MOYeK. YABOEHME MOUYETOUYHMKOB,
KIlyGOUKOBbIE 1 KaHa/bLEeBble KACTbl. MeraypeTep.

— vnonnasusi 1 AUcnAasus Mnoyek, KOpPTUKasIbHbIE KUCThI,
rmgpoypetep, ruapoHedpos.

— OJHOCTOPOHHAS ansasvs Win rUnoniasns novex,
aKTONMA nouek. Mvnocnagus.

— KncTo3Has aucnnasusi noyek, a Takke runonnasvs u
KNCTbl. CTEHO3 YCTbsSl MOYETOYHUKOB WM WX aTpesusl co
BTOPUYHBLIM TApPOHedpo3oM. Mnocnagus.

— vnonnasns Wiy gucnnasvs rnodvek, rmapoHedpos.

—Pa3nuyHble aHomMasiMn nodek. 'mnocnaaus.

— vnonnasna noYyek, HapylleHue rnosBopoTa Moyek.

— YpeTpo-Be3vKasibHbI CTEHO3 UM aTpe3usl ypeTpbl co
BTOPUYHBLIM TMAPOHEPPO30M, NMpouMe aHOMaIUN.
— ToNUKNCTO3, yABOEHME MOYETOUHUKOB, MMAPOHEedpPOos.

— PasnuyHble BapuaHTbl aHOMaIMii MOYEBOW CUCTEMBI.

— 'vapoHedpos, rmnonaasust nodek, pasnyHble BapuaHTb
ONCTOMNUIA.

— I'vnonnasusi nodvek. MNMoakoBoo6pasHasi noudka.

— 'vnonnasunsi noYek, OHOCTOPOHHSIA areHe3wsi, aTpe3us

MOYETOYHUKOB.
— 'vapoHedpos.

— YBOEHne MOYETOYHUKOB, nop,KosooGpasHaﬂ nouyka.



MpogonxeHne Tabnuubl 50

Tpucomusa HOp — OQJHOCTOPOHHASA areHesns, KMCTO3Has Aucnnasus,
(y 40% 60/bHbIX) runonsasus, rmgpoHedpos, HapylleHue noBopoTa,
yABOEHMEe YalleyHO-/1I0XaHOYHOW CUCTEMBbI.

Tpucomua 10q — KucTtosHaa gucnnasns, aniasms unm runonnasms

(y 25% 60/bHbIX) NOYKM, YABOEHMUE SIOXaHOK Y MOYETOYHWKOB, TMApPO-
Hedpos.

Tpucomusa 11q — OQJHOCTOPOHHAA areHe3ns uan ABYCTOPOHHAA TUMOo-

(y 2/3 60nbHbIX) nnasusa noyek.

Tpucomua 17q — AreHesunsi NoYku, KUCTO3Has Aucnnasuvs, My/bTUKUCTO3

(y 1/4 60nbHbIX) MNOYKMN C TMAPOHEPO3OM.

Tpucomua 20p —T1oNMKNCTO3, TMAPOHEdPO3, IKTOMUA MOYKN,

(B oTAENbHbIX

cny4yasx)

1g' (y 3/4 60nbHbIX) OO4HOCTOPOHHAA areHesns, ap. aHOMasluu.

4p' (y 3/4 60nbHbIX) FMNoONNasnsa no4vek, KUCTo3Hasa aucniasuvd, nosv-
KMCTO3 MoYek, areHe3us noyku, Ta3oBas 3KTonus, yaBoe-
HMe YallleyHO-NI0XaHOYHOW cucTembl. mnocnagus.

op"(eAVHUYHbIE — 'vmapoHedppos, TazoBas SKTOMUSA MOYUKN.

cnyvam)

11qg'(eguHnyHble  — KUCTbl NOYeK, yABOEHUE NIOXaHOK U MOYETOYHUKOB.
cnyvam)

130g- vnonnasua noyek, WiM OAHOCTOPOHHSASA areHesus,

(y 2/3 605bHbIX) rmapoHedpo3, KUCTbl Noyek, runocnaausa.fmgpoyperep.
18qg- (y 1/3 — Pa3snunyHble aHoManuu noyek. mnocnagms.

60/bHbIX)

MoOHOreHHble CUHAOPOMbI:
C ayTOCOMHO-peLeCCMBHbIM
TUNOM HacneaoBaHUA:

— Bannepa-reponbga (egnHUYHbIE cny4van). JUCTONUN MOYEK.
— Bbnyma (penko) F'vnocnagms.

— BoyaHa-KoHpaay (efvHuuHble cnydyau). MNogkoBoo6pasHas nouka, yaBoe-
HVEe NOXaHOK U MOYeTOYHMKOB. vnocnaaus.

— [nccermeHTapHas Kap/MKoBOCTb (B 6ONbLUMHCTBE cryyaeB). [mppoype-
Tep, rmapoHedpos.
— [Ay6oButua (penko) M'vnocnagus.

— CanguHo-HyHaH (y 2/3 60nbHbIX). KnctosHas gucnnasus, pexe nosinKuc-
T03. ['Mnonnasua no4vek. Pefko — areHe3nss nouek.

MaeBckoro (y 2/3 60nbHbIX). KUCTO3Has gucnsasuvs, pexe noankuctos. Mu-
nonnasus noyek.

— KodhdpuHa-Crpuca (eanHuYHble cnydan). MmapoHedpos, yABOEHME JIOXaHOK.

— «Kpuntohtansm-cuHgaktuamna» (y 1/5 60sbHbIX). [BYCTOPOHHAS areHes3nsi
noyek, O4HOCTOPOHHAS areHe3ns W rmnonaasnsa novek, Ap. aHo-
Ma/ium MOYEBOW CUCTEMBDI.
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— JlnccaHuedanua Oukepa (Y MHOrMx 60sbHbIX). OAHOCTOPOHHASA areHesusi
noyek, MNOSIMKNCTO3, aHOMasSIMN MOYETOYHUKOB.

— JloypeHca MyHa-Bapge-buana (o 90% 60/bHbIX). T'Mnonnasmsa no4ek,
KOPTUKaslbHbIE KUCTbI, MeaynnspHas KUCTo3Hasi 60ne3Hb, pas-
Hble hopMbl Aucnaasuii nodek. Mmnocnagms.

— Mak-Kblocuka-KaydomaHa (y Bcex 60sbHbIX). 'ugpoypetep u rngpoHed-
pO3, pexe MOSIMKMCTO3 NOYEK, YPOreHUTa/IbHbI CUHYC W T.A4.

— MapgeHa-Yonkepa (eguHuyHble cnydan). Knctbl noyek. Mmnocnagus.

— Mekkensa (y 90% 60nbHbIX). MoAUKUCTO3 MHMAHTUIBLHOIO TUMa, KMCTOo3Has
avcnnasmsa novek. ATpesmsi MOYETOYHMKOB, anaasvs MO4YeBOro
ny3bIps.

— COFS (y nonosuvHbl 60/bHbIX). OOHOCTOPOHHAS areHesmnsi MNO4YKU Win ru-
nonnasua rfoyek, pexe — noAkoBoobpasHas noyka, yasoeHue
MOYeTO4YHUKA.

— Pob6epTtca (y 1/4 60nbHbIX). KUCTO3Has aucnnasus no4vek, noaKkoBoobpas-
Has nouka.

— Cmuta-Jlemnun-Onutua (y 2/3 60nbHbIX). Mnnocnagma mnonnasvsa nouvek,
KMCTO3HasA Aucnnasus, rmgpoHedpos, pefko — ABYCTOPOHHAS
areHe3unsa noyek. MmgpoypeTtep,

— TAR-cnHgpom (pefko) AHOMasIMX MOYEK.

— Yonkepa-Bapbypra (eguHuuHble cnyyaun). 'mapoHedpos, KUCTO3Hble W3-
MEHEHMA B MOYKax.

— ®puHca (y 60onblIMHCTBA 60/bHbIX). MNocnaauvs, aAsyporas matka. fvapo-
Hedpo3, KUCTbl B MOYKaX.

— 3HTNea -bukcnepa (y NoMoBrHbI 6OMbHLIX). DKTONUS MOYeK, yABOeHWe J10-
XaHOK U MOYETOUHMKOB.

— TpuroHouedanma OnuTua (B psage crydaes). AreHe3us Mouyku, runonnasvs
rnoyek, hetasibHas N06YNALUSA MOYEK.

— LenbBerepa (y Bcex 60/IbHbIX). MHOXECTBEHHbIE MefIKue KUCTbl B KOPKO-
BOM CJ/l0€e nouyek. mnocnagus.

— Qnnuca-BaH Kpesenbga (eanHu4Hble criydaum). mnonnasvsa noyek, Auvc-
nnasvs MO3rosoro Bellectsa. ['mnocnagus.

C ay TOCOMHO-AOMWHAHTHbLIM TWUMNOM Hac/lief0BaHUA:

— BOR-cuHAgpoM (y nosioBuHbl 60/bHBbIX). PaclumpeHue valwleyek, Hedpo-
HO(PTM3, MOMUKNCTO3 MoYek, rmnonnasvsa u ogHo- nNnbo ABYCTO-
POHHSAA annasvs nouek.

- BEC (He uyacT0o). OOHOCTOPOHHSAA areHe3msi Mo4ku, rugpoypertep, rmapo-
Hedpo3, yABOEHNE NIOXaHOK 1 MOYETOYHUKOB, peako — runocna-
auns.
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— JlapceHa (He ycTaHoBreHa). MmgpoHedpos.

— «LEOPARD» (y MHoOrux). 'mnocnagus,

® MapdaHa (B eaAnHUYHbIX cniyvyasx). HedponTos, MO/IMKUCTO3 NoYek.

— HyHaH (y yactu 60nbHbIX). TnapoHedpos, areHe3ns MOoYKu,

— Onutua-®puaca (y 6onbIMHCTBA 60/bHLIX). TMNocnaans, aHoMaIMm noYek.

— TayHca-Bpokca (y nonoBuHbl 60/bHbIX). MNONAa3usa nouyek, aTpes3ns Wwiu
CTEHO3 MOYETOUHUKOB CO BTOPUYHBLIM TMAPOHEdPO30M, AUCTO-
nusi NoYex.

X-cuenneHHble:
— JleHua (y yactn 60/bHbIX), [BYCTOPOHHAA areHes3us nouyex,
— «Makpocomus-nonuaaktunns Fonabm Po3eHa». KUCTO3HbIE NOYKW.
— Telibn (B eAUHUYHbIX ciy4dasix). funonnasuvs nouyexk,
— PoTo-nunue-nanbueBoii, 1| Tun (B eAnHNYHbLIX criy4vasnx). AreHesns nouek,
MOYETOYHMKOB, MOYEBOro My3bIpsl.

— Onutua (BBB-cuHgpowm). 'vnocnagusi, aHoManum rnovyek U MOYeTOUYHUKOB.

CuHapomMbl MBIP ¢ Hey TOYHEHHbIM TUMOM Hac/1e40BaHUA:

— BugemaHa-BekBuTa (HET AaHHbIX 0 4YacToTe). Hedpomeranusi, Meaynnsp-
Hasl KUCTO3Has 60Me3Hb, KUCTbI MOYEK.

— CHARGE-accoumnauns (penko). OQHOCTOPOHHAS ansiasusi Novku, noakoBO-
obpasHasa nouyka U Ap. aHOMasInu.

— KopHenun pe JlaHre (y NONOBUHbI 60MbHbIX). CONUTAPHbIE KUCTbI MOYeEK,
KMCTO3Hasa gucnnasvs rnoyek, pexe — MoAKoBOOOpasHasa nouka,
rmapoHedpos.

— Paccena-CwunbBepa (Y NosioBuHbl 60/bHbIX). [Mnocnaaus. AreHesust Noyku,
TasoBasi 3KTOMWs, AaHOMA/IMN MOYETOUYHUKOB,

+ Po6buHoBa (penko), MNapoHedpos,

— Py6uHwTeliHa-Teibn (y 1/3 60/bHbIX). YABOEHME JIOXaHOK W MOYETOYHU-
KOB, [ napoypeTep, aHoMaIMn HOPMbl MOYEBOrO My3bIps, pexe —
OAHOCTOPOHHSASA 3peHns, Ta3oBas IKTONUSA MNoYek,

— Tpuagbl cvHapom (y Bcex 60bHbIX). Aucnnasusa noyek, rmapoHedpos,
aHoOMa/IMM MOYETOYHMKOB, MOYEBOrO My3bIpsA W ypeTpbl.

HeHacnegcTBeHHble cuHApPOMbI MBIP:

— lonbgeHxapa ( y 5% 60/bHbLIX). ['MNonnasna noyek, r napoypetTep u rmapo-
Hedpos.
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— OEIS-accounauus (y Bcex 60/bHbIX), DKCTPOohnsa MOYeBOro nysbips, y Moso-
BWHbI 60/IbHLIX — AMCNNa3nsa NoYvek, aHOMasIMn MOYETOUYHMKOB.

— MonaHpa (penko). Mmnonnasms noYek.

— VAIER accounaumsa (y 3/4 60nbHbiX). OAHO-- WAN OBYCTOPOHHAS (y 1/3
60/bHbIX) areHesusi noyek, AUCNasnsa MNo4vek, rMapoHedpos,
noakoBoo6Gpa3Has Mouyka, TasoBas SKTOMMA U Ap

— OMbpuronatuna guabetunyeckaa (y 10% 60/bHbIX). KaHasbLeBble KUCTbI MO

2.
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AHOMa/IMM MOYEBOW CUCTEMbI, BCTpevatroLmecs
npun pasinyHbIX cuHgpomax MBI1P

AMC XPOMOCOMHbIE
CUHAPOMbI
2 3

[BYCTOPOHHSISI areHe3nsi noyek

Annasnsa noyku, runonsasus
MOYKN
Tpucomumn 8, 9, 21, 22;

Tpunnongusa, Tpucomun 1q,2q

4q, 6p, 69, HOp, 10q, 1lg;
19 . 4p , 13q

HeXpoMOoCOMHble
CYHOPOMbI

4

PoTo-nuue-nansuesoi, 1 tun
JleHuya

«Kpu nTodpTasIbM-CUHABKTUANS>
Cwmuta-Jlemnu-Onuruya

BOR

VATER-accounauymusa
CanguHo-HyHaH

MaeBckoro
«KpuntodTanbmM-CUHAAKTUINS>
JlnccaHuedganusa

JloypeHca- MyHa-bugna
COFS

CmuTta-Slemnun-Onurtua
Annuca-BaH Kpesenbpa

BOR

EEC

TayHca-bpokca

HyHaH

Telibn

TpuroHouedanusa OnuTua
CHARGE-accouyauns
Paccena-CunbBepa
Py6uHLwWTENHA-Ten6un
fonbaeHxapa



10.
11.
12.

Ancnnasna noyek
Tpucomuun 18, 2.1;
Tpucomuna 1q

YABOEHMEe MNoYeKk U MOYETOUYHUKOB
Tpucomunm 9, 18;
Tpucomunmn 3q, HOp, 10q;

4p , 1lq ,
HapylueHne nosopoTta nouku

Tpucomumn 2q, HOp
Avctonua noyek

Tpucomun 18, 22;

Tpucomumn 4, 20p;

4p', 9p

AHOMaNUN B3avMOOTHOLLIEHW

(nogkoBoo6pasHasa u T1.4.)
Tpucomun 8, 18
Tpucomusa 6p,

KuctosHasa gucnnasvsa v
NOJINKUCTO3 Moyek
Tpucomusa 13;

Tpunaongus;
Tpucomun 3q;
HOp, 10q, 20p;
4p

MynbTUKNCTO3
Tpucomua 17q

HedpoHodh T3

dPeTanbHas Nobynaums novek
ConvtapHble KUCTbI MOYeK
Tpucomun 9, 13, 18. 21,

MpopomxkeHne Tabnuubl 51

4

MonaHpga

VATER accoumnauus
JloypeHca-MyHa-bapae bugna
OEIS -accounauusa
Tpwagbl cUHAPOM
VAT ER accouymnauus
BoysHa-KoHpaau
KodhdpurHa-Cupuca
SHTnea-bukcnepa
EEC
Py6uHwWTeliHa-Telibn

Bannepa ! eponbga
TayHca-bpokca
Paccena-CunbBepa
Py6uHLwWTeliHa-Telibn
VATER-accouvaunsa
BoysHa-KoHpaau

COFS

Po6epTca
SHTNea-bukcnepa
CHARGE-accoumnaums
KopHenun pe JNaHTte
VATER-accouvauunsa
CangunHo-HyHaH
MaeBsckoro
JlnccaHuedanus
JloypeHca-MyHa-bapae-bugna
Mak-Kblocuka-KaydmaHa
Mekkens

Po6epTtca
Cmuta-NemnmiOnunrua
LlenbBerepa

BOR

MapdaHa
BuaemaHa-beksuta
KopHenuu ge JlaHre

BOH-cnHgpom
TpuroHouedanma Onutua
MapaeHa-Yonkepa
Yonkepa-Bapbypra
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Tpunaounauns;,
11qg-, 13g-

13. AHOMa/IMM MOYETOYUHMKOB,
B TOM 4mMcne meraypertep
Tpucomua 8, 13, 18, 21;
Tpuynaongus;

Tpucomumn 6q, 17q;
130-

14. T'napoHedpo3
Tpucomun 8, 9, 13, 21;
Tpunnougus; XO
Tpucomuun 3p, 39, 44,
7q, KOp, 10q, 17q, 20p;
9p', 13g'

15. AHOM&/IMM MOYEBOro ny3blps
Tpucomusa 3p

16. SkcTpohuss MoUeBOro ny3bips
17. Twvnocnagms
Tpucomusa 13;
Tpucomusa 22;
Tpunaongmus;
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dpuHca
«MakpocoMUsA-nNoNAaKTUINSA>»
Fonabu-PoseHa

KopHenun ge NaHre
FronbaeHxapa
JvccermeHTapHasa Kap/MKoBOCTb
JlnccaHuedanus

Mekkensa

COFS
Cmuta-Jlemnn-Onutua
Onutua (BBB-cuHapom)
Py6uHwTeliHa-Telibn
TayHca-bpokca

Tpuagbl cMHapom'
[onbpeHxapa
OEIS-accouyauus
JvccermeHTapHas Kap/iMKoBOCTb
KodhdpurHa-Cupuca
Cwmuta-Jlemnn-oOnurtua

BOR

EEC

JlapceHa

HyHaH
Mak-Kbtocuka-KaydpmaHa
Yorsnkepa-Bapbypra

dpurHca

TayHca-bpokca

Tpuagbl cUHAPOM

Po6unHosa
VATER-accouvauunsa
KopHenun pe NaHre
Mekkensa
PoTo-nuue-nanbueBoid, 1 un
Py6uHLwwTeHa-Telbun
Tpwagbl cUHAPOM
OEIS-accouvaunsa

Bnyma

BoysHa-KoHpaau
JloypeHca-MyHa-bungna
Ay6oButua
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1 2 3 4

Tpucomuun 2p, 4p: MapgaeHa-Yonkepa

1qg', 4p_ 130’ Cmuta-Jlemnmn-Onutua
dpurHca
LlenbBerepa
Annuca-BaH Kpesenbga
EEC
«LEOPARD»
OnuTtua-®puaca
PelicbeHwwuTeliHa
OnuTtuya (BBB-cuHapom)
Paccena-CunbBepa
deTa/ibHbIA CUHAPOM KPacHyxu

18. Pas3nuyHble BapuaHTbl
aHoOMa/IMin MOYEBOI CUCTEMBbI

Tpucomuun 2p, 4p; Mak-Kblocuka-KaydmaHa
1q, 5p’ TpuroHouedanusa OnuTtua
MapdaHa

OnuTtua-®puaca

Onutua (BBB-cuHAapom)
BuaemaHa-beksuta
TAR-cnHapom

Tpwagbl cMHAPOM
SmMmbpuonatna agnabetTuyeckas
Paccena-CunbBepa

3. Auctonus noas3noLliHas
4. JnucTtonunAa TasoBas
5. AucTonua nepekpectHas

. AHOMa/ MM B3aUMOO THOLLEHUS (CPOLLEHNST)
1. CUMMETpPUYHbIE: NOAKOBOOBPAasHble, rasieToobpasHble
2. ACMMETpPUYHbIE: Z- U S-06pasHble NOYKM

O. AHomanun cTpykKTypbl (4o6asneHns no MrHatosoit M. C., BenbTu-
wesy H0. E., 1989)
1. Aucnnasmnsa Noyku:
a) pyagumMeHTapHas nouka,
6) KapnmkoBasi noyka
2. KuctosHble 3ab6oneBaHus noyek:
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a) NOJSINKMCTO3:

— [EeTCKuiA Tmn

— HOHOLLECKUA Tun

— B3pPOC/IbIA TUN

6) MWKPOKNCTO3 (BPOXAEHHbIA HE(POTUYECKNIA CMHAPOM (PUHCKOTO
TMna),

B) MeaynnsipHas KUCTo3Hast 60ne3Hb (HedpoHOhTM3 PaHKOHN),
r) My/IbTUKUCTO3,

) conuTapHble KACTbl NoYek

3. T'ybuatasa noyka (6onesHb Xaun-Puun)

4. OnuroHedpoHNs

5. CermeHTapHas runonnasus (novka Ack-Ynmapka)

E. AHOManMn yalle4yHo-/I0XaHOYHOW CUCTEMbI
1. AHomaniMm Konun4decTtaa:
a) ansiasnsa NoxXaHku,
6) yaBOeHMe, YyTPoeHne 1 T. 4. IOXaHKn
2. AHOMaINN CTPYKTYpbI:
a) nosiMMmerakanmkc, .
6) OUBEPTUKY Yalleuku,
B) KMCTa /IOXaHKW.

II. AHOManuM mMo4yeToYHMKa (OB) MoApasfensatoT Ha criegylouwme:
A. AHOMaIUM KonuyecTBa
1. Annasusg Mo4vyeTo4YHuKa
2. YABOEHNE MOYEeTOYHMKa

b. MN'mapoHedpo3

B. AHOMa/IMm cTPOeHNsi U DOPMbI:
1. BpoxaeHHble CTPYKTYpbl (CTEHO3 U aTpesuns)
. KnanaHbl moyeToyHuKa
. AnBepTNKY/T MOYETOYHMKA
. 'vppoypeTtep
. MeraypeTep (HelipoMblleyHas gucnnasms)
. Ancnnasmna v runonniasva MoyeTovHMKa
. Ypetepouene

~No ok Wb

. AHOManMn pacnosioXeHnst 1 BNnageHns:
1. PeTpokaBasibHbIi MOUYETOUHUK
2. JKTONUA YyCTbA MOYETOUHMKA

. My3bIpHO-MOYE T OYHUNKOBLI pedptoKc.
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Ill. AHOManNMn MOYEBOro nys3bIipsa U ypeTpbl NepeyvyncrieHbl
HUXe:

. AreHesus Mo4yeBOro nysbips
. YABOEHMe MOYeBOro nysbips
. DKCTpOons (3KTOMMA) MOYEBOrO Ny3bips
. AnBepTUKYyIbl MOYEBOrO Ny3bIps
. KoHTpakTypa wWeikn MOYeBOoro ny3bips
. HesapauieHue ypaxyca (MO4YeBOro NpoToka)
. AreHesus ypeTpbl
. YBOeHue ypeTpbl
. ATpesus ypeTpbl
. CTeHo3 ypeTpsbl
11. AnBepTuKyn ypeTpsbl
12. MerasnoypeTpa
13. KnanaHb! ypeTpsbl
14. BpoXA€eHHbI Nonuvn ypeTpsbl
15. ®dnbpombileyHast runepnsasns 3agHen ypeTpbl
16. 'mnocnaaus
17. Inucnagus.
Hwxe npencTasnieHbl onucaHns oTaesnbHbIX hopm AMC. 3Tu hopMbl
npvBeeHbI B TOW nocnenoBaTelbHOCTU, B KOTOPO OHU U3/I0XEHbI B K1ac-
cudmkaumm (CBepxy BHWU3 — MOYKM, MOUYETOUHMKU W T. 4.).

O o ~No o~ wWN PR

=
o

YABOEHVE MOYEK U YALLEYHO-
JTOXAHOYHOW CUCTEMBbI

OpHa 13 Hambonee YacTbiX QOPM aHOMasIMiA MOYEBOI cucTeMbl. MoxeT
ObITb MOSIHOE W HenosiHoe, ofHo- (pUc. 67) WK ABYCTOPOHHEE YABOEHUe
(nocnegHve BapvaHTbl HabnwAalTCA B COOTHOWEHUU 5:1), Hepeakumu
ABNAIOTCA COYeTaHWNs C YABOEHNWEM MOYEeTOYHUKOB (puc. 68).

Yactota nopoka — He mMeHee 7 cnyyaeB Ha 1000. OKoO/i0 NOJIOBMHbI
C/ly4yaeB YABOEHMS NoYeK, YalleyHO-N10XaHOUYHOW CUCTEMbI 1 MOYETOYHU-
KOB COYeTalTCs C APYTMMMU NMOPOKaMU MOYEBOW CUCTEMBI, B YACTHOCTHU, C
TakMMU, Kak yaBOeHne ypeTpbl, MOYEBOrO My3bIps W T. 4., NOpoKamMu Apyrux
opraHoB (XpomMocombl 11Q’ CMHAPOM, XPOMOCOMbI 13 TPUCOMUU CUHAPOM,
XPOMOCOMbI 18 TpucomMuu cUHAPOM, 210", XpPOMOCOMbI 21 TPUCOMUWN CUHL-
pom, cuHApombl JHTNes-bukcnepa, KoddmHa-Cupuca, COFS-cuHapom,
cvHapom PybuHwTeliHa-Telion).

B gBa pasa valle nopaxarTcsa Simua XeHCKOoro rnosa.

V30nnpoBaHHble BapraHThl yKa3aHHbIX NOPOKOB HEpPeaKO HOCAT ceMeit-
HbIl XapakTep, UYTO yKa3bIBaeT Ha UX FeHeTUYECKyl0 NpUpoay, XOTs TN Ha-
c/nefloBaHnsA TOYHO He ycTaHoBneH (Kpasuosa I'. ., 1991).

TTMN —pao 23-30-ro AHA SMOPUMOHaIbHOTO pas3BUTKS.
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Puc. 67. OKckpeTopHas yporpagusi pebeHka ¢ HemnosHbIM yABOeHuUeM
B MOYeBOli cucTeMme cneBa (YABOEHbI YallledHO-/loXaHoUYHasi cucTema
N BEPXHAS 4aCTb MOYETOYHMKA)

KAnHM4Yeckn 1M301MpoBaHHbIA BapuaHT MoOpoka MOXeT cebsi HMKak He
nNposiBAATbL 1 ObiTb Cry4YaliHOM HaxogKoWn npu obcnepoBaHuK. B aTux cny-
yasix MokasaHo yrny6/ieHHOe M3ydeHue MoYeyHbiX (OYHKUMIA Ans onpefje-
NleHna HeobX0AMMOCTM YPOJSIOTMYEeCcKoro BMellaTesnbcTea. B ganbHeiwem
60MbHbIE HAXOAATCA NofA TwaTelbHbIM AUCNAHCEePHbIM HabMAEHNEM.

HapylueHve ypoaMHamMuku, nuenoHedpuT, MHEKLUST MOYEBLIBOASLLNX
nyTei, oopMUpoBaHME XPOHMYECKON MOYEYHOW HEeAO0CTaTOUHOCTU, «Ha-
CNamBasiCb» Ha yKa3aHHble MOPOKU pa3BUTKSl, ONpeaensitoT 0COBEHHOCTM
K/IMHUYECKUX MPOSIBNIEHUIA, TSHXKECTb TeYEHUS NaTosiorMm 1 NporHos.

[narHocTuka yaBoeHMs noYvek 1 YalleyHo-10XaHOYHOW cucTembl 6asnpy-
eTcs, rNaBHbIM 06pa3oM, Ha AaHHbIX MHCTPYMEHTasIbHOro 06c/efoBaHuUst
(YNbTpa3ByKOBOro, PEHTTEeHON0rMYeckoro u ap.). Mpy 3TOM 06513aTeNbHbIM
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Puc. 68. TonHoe
[ByCTOpPOHHEee
YABOEHME MoYek
N MOYETOYHUKOB,
[OBYCTOPOHHNIA
mMeraypeTep

ABNAETCA BCECTOPOH-
HAS OLleHKa MOoYeYHbIX
yHKUMA (AL, anypes,
yAenbHbIA BEC Mouu,
OCTaTO4HbIA a3oT, Mo-
YeBMHa, K/INPEHC-Tec-
Tbl, peHorpadgus, 3K-
CKpeTopHasi yporpa-
thusi n ap.).

JleueHue: BkOYa-
eT B cebs KOHcepBa-

TUBHOE U ONepaTuBHOE.

KoHcepBaTvBHOE Nneuve-

HUe CKNafblBaeTCs U3 MEepPONnpUSTUA, HOPMa/IU3YIOLLMX MaccaX Mouu, npu
Hac/10eHu MHGIEKUMM NOAK/IIOYANTCA aHTUbakTepuasbHble npenaparbl, 06-
LeyKpensoLme cpeactsa.

Mpy BO3HWKHOBEHWMN THOMHbLIX OCNOXHEHWI, YNOPHOM TEYEeHUM nueno-
HedpuTa B aHa/I0rMYHON NOYKe, He NoAAatoLLLEerocs KOHCepBaTUBHON Tepa-
NN, NOKa3aHo yAasieHne NopaeHHOro opraHa.

MporHo3 npv yABOEHUW MOYEK U YalleyHO-N0XaHOYHOW CUCTEMbI 3aBK-
CUT OT XapakTepa Mopoka (M30/IMPOBaHHbIA, CUCTEMHBIR), HAIMYUS NOPO-
KOB pa3BUTUS APYrMX OpraHoB U CUCTEM, Pa3BUBLUMXCH OC/IOXHEHUM (XITH,
W T. ), KOTOpble YTSHXXENSAT NPOrHO3. AHOMaIMKM NOYEK Kak npuynHa cmep-
T feTeil 3aHUMaloT TpeTbe MecTo (0kono 20%) B CTPYKType CMEpPTHOCTU
neteli npu 60/1€3HSAX MOYEBOI CUCTEMBI, KOTOPbIE B CBOK O4Yepefb COCTaB-
NAT He 601ee 1% B CTPYKType 06LLEen CMepPTHOCTM AeTelt YKkpaunHbl (MNas-
nosa /1. M. n gp., 1984).

Meanko-reHeTn4Yeckoe KOHCY/IbTUPOBaHUE NpU 3TUX aHOMasInax
MOYEBOW CUCTEMbl He pa3paboTaHo. [Npy BapuaHTax NOPOKOB, BXOAA-
LWMX B COCTAB MHOXECTBEHHbIX aHOMasnii, MOBTOPHbIA PUCK 3aBUCUT OT
aTnonornyeckon oopmbl MBIIP (XpOMOCOMHBIA CUHOPOM, MOHOTOHHbI
CYHAPOM, HeHacneacTBeHHass ambpuodpeTonaTus). Mpu ceMeinHbix cry4va-
SIX YIBOEHWS MOYEK 1 MOYETOUYHMKOB MOBTOPHbIA PUCK AN151 cMBCOB BO3pac-
TaeT W cocTaB/isieT, No-BuANMOMY, He MeHee 10%.
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MpeHaTanbHas gnarHocTMKa aHoMauii MoYeBOl cuctembl 6asmpyerT-
CS Ha AaHHbIX, NaBHbIM 06pa3oM, Y3-06cnefoBaHUs 6epeEMEHHBIX XEH-
wuH (Jemngos B. H., Ctbirap A. M_, 1990). MNpn M3011pOBaHHbIX hopmax
nopoka TepaTaHa3usi He NpoBoANTCA. Mpu TsHXenbiX ABYCTOPOHHUX KOMOU-
HMPOBAHHbIX MOPAXEHUSIX, a TAKXKE MPU KOMMIEKCE MHOXECTBEHHbIX NMOPO-
KOB y Mjioja 3TOT BOMPOC pellaeTcss CTPOro MHAMBUAYaslbHO ( C y4eToM
BO3MOXHOCTEl YPOSIOrMYECKON 1 APYroi XMPYPruyeckoil Koppekuum, AaH-
HbIX MEAUKO-TEHETUYECKOrO KOHCY/NIbTUPOBAHWS N0 reHe3y Mopoka).

rMAOPOHE®PO3

rmapoHedpOo30M NPUHATO Ha3biBaTb CTOMKOE pacluMpeHue JIOXaHKu 1
yalleyek C HapyLleHHbIM OTTOKOM MO4u, aTpodineil napaHxvMMbl MOYeK U
Nporpeccupyowmm yxyaleHmem ee (QyHKLMiA.

TepmunH «mapoHedpo3» 6bln BRepBble BBeAeH P. Rayer B 1841 r. B
nocnegHue rogpl NONyYUa pacrnpocTpaHeHne TePMUH «rMapoHedpoTMyec-
Kas TpaHcopmMaLums».

MoMMMO BpPOXAEHHOro rmapoHedposa, pasnMyatoT ruapoHedpos npu-
06peTeHHbIi (BTOPUYHBIA) KakK OC/IOXKHEHME Kakoro-nmbo 3aboneBaHusi
(MouyekaMmeHHas 60/1e3Hb, ONYX0sib U T. A4.). [locnegHuin yawe BcTpeyaeTcs
y B3pOC/bIX. YacToTa BpOXAEHHOro rugpoHedpo3a — 1:160 B nonynauuu.

B ocHOBe rugpoHedhposa y AeTeil nexar BPpOXAeHHble U3MEHeHNUs fo-
XaHOYHO-MOYETOYHMKOBOIO COYCTbS: BbICOKOE OTXOXAEHME MOYETOUHMKA,
KnanaHbl M CKMagKkM B 3TOM CErMeHTe, PeTPOKaBaslbHbIi MOYETOUHUK U
Opyrvue nopokn pasBuUTns MOYEBOM CUCTEMbI. [TOMUMO TOro, YTO rMapoHed-
poTuyeckas TpaHcgopMauns MOXeT coveTaTbCA C APYrMMY NopoKamm
pa3BuTUA MoO4YeBOl cucTeMbl (MeraypeTtep, ny3blpHO-MOYETOUYHUKOBbIT
pedoke 1 T. 4.), rmapoHedpo3 HepeaKko BbISBASETCA NPU XPOMOCOMHbIX
U FTeHHbIX CUHAPOMAaX (XPOMOCOMbI 8 TPUCOMUS, XPOMOCOMbI 21 TpUCOMUSA,
cnHgpombl LepelueBckoro-TepHepa, Yokepa-Bapbypra, ®puHca, TayHca-
Bpokca, KoddpmnHa-Cupuca, HyHaH, KopHenuu ge Naxre, VATER-accouyma-
uma 1 ap., cM. Tabn. 51), 4To NMeeT CyLLeCcTBEHHOE 3HaYeHne A1 Meanko-
reHeTNYeCKOro KOHCY/bTUPOBaHWS.

M'apoHedpo3 — 370, valle BCero OA4HOCTOPOHHUIA npouecc. MNoutn y
90% 60nbHbIX AeTell rmapPoHedPO3 OCNOKHAETCA XPOHUYECKMM NUeso-
HetbpuTOoM, B fanbHeiwem hopMmmpyeTcs XpoHUYeckas nodyeyHas Hepao-
cTaTo4yHOCTb. OfHOI U3 YacTbIX MPUYMH TMAPOHedpo3a ABseTcsa fob6a-
BOYHbIAN (aHOManbHbI) cocyf, UAYLWNUA K HUDKHEMY MOSIOCY MOYKU U
cAaB/MBatoLLMii MOYETOUHUK Y MecTa ero OTXOXAEHMS OT JioXaHku. He mc-
K/IIOYEHO MPU 3TOM W BO3AENCTBME HAa HEPBHO-MbILIEYHbIA annapart fioxa-
HOYHO-MOYETOYHMKOBOrO CerMmeHTa.
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KnuHuka. Korga HeT rpy6oii ypoobCcTpyKuum 1 nnenoHegputa, BpOX-
[OEHHbIN rMapoHedhpo3 AMTe/IbHOE BPEMS MPOTEKAET NIATEHTHO (CKPbLITO).
B 3T0 BpemMs MOryT 6biTb 60/ B XMBOTe 6e3 YeTKol nokanu3auuu, a 'y
JeTeli paHHero Bo3pacTa OHUW 4Yalle BCero 0O6BbACHANTCA HapylleHueMm
QYHKUMM XenyoouHO-KMLLEeYHoro TpakTa. Y aeteli 6onee crapliero Bo3-
pacta 06bIYHO WLLYT MIUCTHYIO MHBA3MIO, 60M1E3HM MEYEHU U XKe/lYeBbIBO-
OAWmMX nyTei, 0 NaTosiorMM MOYeBOM CMCTEMbI AyMaloT He B MepBylo ode-
peab. Takum 06pa3oM, BCA KIMHMYECKas AUarHOCTUKa BPOXAEHHOrO
rmagpoHepo3a OCHOBaHa Ha PasBUTUU OCNIOXHEHWA U UX NPOSABNEHUA —
nuenoHedpputa, XMNH. Bmecte ¢ TeM, Takas «AMarHOCTMKa NO OCTIOXHEHU-
AM» ABNSAETCA BecbMma no3gHeli. ONTUMasibHbIM NpeAcTaBAseTcs BbisiBe-
HVWe ruapoHedpo3a Ha AOK/IMHMYECKOM 3Tane, Korga Het elle nartosioru-
YeCcKMX MPOLLECCOB, OC/IOXHAKLWIMX ornepaTMBHOE BMellaTeNbCTBO W
yXyALarLwmx nporHo3. Noatomy onTMasibHbIM CPOKOM BbISIBNIEHWUSI BPOX-
AeHHOoro rmagpoHedposa SABMSeTCA aHTeHaTa bHbIi nepuog (y naoga) wim
nepuos, HOBOPOXAEHHOCTU U MepBble MeCsLbl XXU3HU NYyTEM MaccOBbIX
YNbTPa3BYKOBbIX CKpUHMpYOLWMX ob6cnenosaHuini (MuHkos W. M. u gp.,
1991).

[OunarHo3 rngpoHedppo3a CTaBUTCA Ha OCHOBaHWW AaHHbIX Y/1bTpa3By-
KOBOrO 1 PEHTreHoypoIornyeckoro obcnefosaHns. Npu aToM Ha axorpam-
Max ¥ BblAeNuTeNIbHbIX yporpaMmMax BbISBASETCA pacluMpeHHas YyalleyHo-
floxaHo4yHas cuctema (puc. 69, cm. Takke puc. 31, 32). MNpn HesACHOM
AMarHose BbIMNOJHAIOTCA OTCPOYEHHbIE PEHTIeHCHUMKU (Yepe3 3-6 Yacos).
R. De Petriconi un Ch. Viville (1982) BblgenstT NATb PEHTTEHONOMMYECKNX
CcTaauin rmapoHedposa: | — BbINYK/IOCTb HWXKHEro Kpast ToxXaHku; || — Bbl-
cOTa valleyek yMmeHbLlaeTcsa BABOe, /loxaHka pacwuupsetcs; lll — vaiieu-
KN M3MEHEHbl He3HauuTenbHo; |V — 3HauMTesibHoe U3MEHEeHUe yvalleuek,
yBenunyeHne obbema fioxaHku; V — valleykn B Buae Lapos, OrpoMHas no-
XaHka.

Mpv gonoNHUTEeIbHOM NabopaTopHOM 06CnefoBaHNN B MOYEBOM Ocaf-
K& MOryT BbISIBNSATLCA MWKPO- U Makporematypusi BCleAcTBMe paspbiBa
(POPHMKCOB WM BEHO3HOrO 3acTosl B novke (npumepHo y 10% 60/bHbIX), a
Ha hoHe HacnouBLUerocs nuesnoHedpuTa — NPoTenHypus (kak npasuso,
He 6onee 2 r/cyT), 6akTepuypusa N HernTpoduabHas NeNKounTypus, npu
3TOM B GaKTepmnoniornyeckom rnocese Moun Yyalle Bcero BbiceBaeTcs E. coli
nwn Proteus, pexe — KOKKW.

Ha ocHoBaHWM OyHKUMOHaIbHbIX UCCnefoBaHuii pasmyatoT 3 ctaamm
TeyeHns rngpoHedposa. B | cTagum ymeHbLLaeTCs NOYeYUHbIn NNa3MOoTOoK,
BO || — yMeHblUaeTcs Takke u kiyboukoBas dounbTpauus, B Il — pesko
CHMXATCA napumasibHble QYHKLUN NOYeK.

Takum 06pa3oM, K/IMHUYECKUIA AMarHo3 y 60/IbHOr0 MOXeT 3By4vaTtb
NPYMEpPHO Tak:
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Puc. 69. BblgenuTenbHas yporpaMmMa y pe6eHka C BPOXAEHHbIM
rMapoHedPO30M /IEBOM MOYKU U CY)KEHMEM JIOXAHOUYHO-
MOYETOYHUKOBOFO CEerMeHTa

1. BpoXAeHHbIi MOPOK pa3BUTUS MOYEBOIM CUCTEMbI — CTEHO3 Ji0Xa-
HOYHO-MOYETOYHVKOBOrO CEerMeHTa cfieBa € rMapoHedpoTUYECKOl TpaH-
ccthopmavnmeli neBoii NoYkn Il CT., OCMOXHEHHbIA BTOPUYHLIM OBCTPYKTMB-
HbIM XPOHUYECKMM PELMAMBUPYIOLLMM NUENoHedpPUTOM B dase MNOJHON
K/IMHMKO-NM1abopaToOpHON pemMmnccnm ¢ CoOXpaHeHnem (PyHKUMK NoYek.

2. BpOoXAOeHHbI NOPOK pa3BMTUS MOYEBOM CUCTEMbI — peTpOKaBaslb-
HOe pacnonioXeHne MOYETOYHMKA CMieBa C K/lanaHoM JIoXaHOYHO-MOYeTou-
HMKOBOFO CermMeHTa, rmapoHedpoTMyeckas TpaHCcopmMaLms f1eBO NOUKA
IV CT., BTOPUYHbIA O6CTPYKTUBHbIV NenoHedpuT, XpoOHNYeCKoe peunansu-
pylouiee TeyeHue, hasa 4YaCTUYHON KNMHMKO-1abopaTOpPHOM pPeEMUCCUN,
XMH 1.

NeueHne rupgpoHedpo3a — KOppUrUpyoLLlasi yposiorndyeckas onepa-
LMs, yCTpaHsilowasa HapylleHue naccaxa MOYM Ha MaKCUMaslbHO pPaHHUX
3Tanax OHTOreHesa, BK/HOYAsi aHTeHaTa/IbHbIA. Takas TakTMka BO MHOTMX
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c/ydasx Mo3BOSISET npeaynpeauTb NporpeccrpoBaHvie rmgpoHedposa u
BnocneacTeuy nsberatb HEOPOIKTOMUN.

Hapsgy ¢ onepaTvBHbIM NieyeHnemM, NpuMeHsieTcs aHTubakTepuasibHas
N obLLeyKpennswLas Tepanus, yaydllawlwas 6nmwkaiilime u oTaa/IeHHbIe
pe3ynbTaTbl XUPYpPruyeckoro BMeLlaTesibCcTBa.

BbIinosiHEHNE PEKOHCTPYKTUBHbLIX Onepaunin Aaxke B TEpMUHasILHON cTa-
AnKn rmapoHedposa npy ANarHoCTUPOBaHUN Tak Ha3biBAEMOW HEMOW MOYKU
No MHeHWto psiga aBTopoB (JlonaTkmH H. A., Myrayes A. ., 1986) y MHOrnx
JeTeli Bbl3blBaeT YacTUYHOE BOCCTAHOB/IEHME (DYHKUMU NO4YkW. [oaTomy
NPoOu3BOAUTbL HE(PPOKTOMMIO B 4ETCKOM BO3pacTe Heo6XoAMMO TOMIbKO npu
yO6eXAEeHHOCTU B MOJSIHOM TM6enn OyHKUUM NOoYku, NOATBEPXAEHHON pa-
OMON30TOMHbIMK, aHrmorpaduyeckumm n MmopponormyeckumMmn nccnenosa-
HUSMW NapeHXVMbl NpU GMONCUN NMOPaKEHHOM MOYKU, a Takke Npu Head-
(hEKTUBHOCTY aHTUGaKTepuasibHON Tepanuu BTOPUYHOIO nuesioHedpuTa,
KOTOPbIi CTAHOBUTCA O4YaroM XPOHWYECKOW MHAQIEeKUMM C yrpo3oi dopmun-
poBaHus ypocencuca.

MpOrHo3 NpsiIMO 3aBUCUT OT CPOKOB OMepaTUBHOrO JIeYeHUsl, COMyTCTBY-
OLLMX NOPOKOB PasBUTUS, HAIMUYNA U XapaKTepa OC/MIOXHEHWA. Pe3ynbTaTbl
NaacTUYeckol onepauuy 3aBUCAT OT CTeNeHU rnapoHedpo3a U BblPaXeH-
HOCTM MrenoHedpuUTUYECKOro npouecca. HenpepbiBHOE nocneonepaumoH-
HOe uefieHanpaBfeHHO NPOBOAMMOE A/IMTESbHbIA CPOK MeAVKaMeHTO3HOoe
JNleyeHne XpOHMYECKOro nuenoHedpuTa No3BoaseT A06UTLCA Y 60/bLLNHCT-
Ba 60/IbHbIX AeTeli CTOMKOM KMHMKO-1TabopaTopHO peMuccun.

Mo gaHHbIM pasHbIX aBTOPOB OT/IMYHbIE M XOpoLwlMe pe3ynbTaTbl Koneb-
noTca B npegenax ot 50 go 95% (Yeckuc A. /1. n gp., 1978; Karcher G., 1981).

Menunko-reHeTu4eckoe KOHCY/ibTUpOBaHMe. Tak Kak B 60/bLUNHCTBE
c/yyaeB rmapoHedpo3 HOCUT BTOPUYHbLIA XapakTep npy HENnpoxXoauMocCTU
MOYETOYHUKOB UN APYrnX 3ab6oneBaHnsaX, NOBTOPHBIA PUCK POXAEHUS Ae-
Teli ¢ 3TOW natosorneli yCTaHOBUTb OYeHb TPyAHO. Mpu O4HOCTOPOHHEM
rmgpoHedpos3e onucaHo ayTOCOMHO-AOMUHAaHTHOe HacnegoBaHue (Xap-
nep M., 1984), B cBA3W C YeM NOBTOPHbIA PUCK ANS CMOCOB CYLLECTBEHHO
BO3pacTaeT. 3HaunMbIM (PakTOpOM pucKa NMOBTOPHOIO POXAEHUA AeTeil ¢
3TMM NOPOKOM Pas3BUTUA AB/SETCA BblpaXXeHHas COBMECTUMOCTb CYNpyros
no aHtTureHam cuctembl HLA, ocobeHHO no aHTureHam A9, B12, B35. Y
npo6aHaoB ¢ aHTUreHoMm B35 Takke HeobxoAMMOo LeneHanpasieHHoe 06-
CcNnefloBaHNe Ha BPOXAEHHbIN rmapoHedpos (MoaropHas T. A., MuHkos W.
M., 1990).

MpeHaTasibHas AnarHOCTUKa rmapoHedpo3a OCyLWeCTBASETCH B CUC-
TemMe MacCOBOro ¥Y3-CKpMHMHIa 6epeMeHHbIX XXEHLLUMH Ha BPOXAEHHY0 na-
TONOrMK y nnoga. Yxe npu 1-m nnaHoBom Y3-uccneposaHuu (18-22 Hep,
6epeMeHHOCTM) BO3MOXHA XOopoLuas Bu3yanunsaums rugpoHedposa y nso-
ga (puc. 70). lNpeHaTanbHas W paHHASA MNOCTHaTaslbHas AMarHoOCTUKa
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Puc. 70. ¥3-uccnegosaHvie nnoga C NeBOCTOPOHHUM FUAPOHEdPO30M

rmapoHedpo3a No3BonsieT NpeaynpeauTs pasBUTME OCMOXHEHUI, NPOBO-

OVTb CBOEBPEMEHHYHO YPOJIOrMYECKYI0 KOPPEKLMIO U yyyllaTb NPOrHo3 3a-
6onesaHns (Muxkos W. M. n gp., 1991).

HENPOMBILLEYHASA ANCIMNA3NA MOYETOYHUKA
(meraypeTtep)

OAuH 13 Hambonee TSXEesbIX NOPOKOB PasBUTUS MOYEBOM CUCTEMbI B
peTtckom Bospacte. bbin onucaH J. Goulk B 1923 r. kak 3a6oneBaHune, npo-
ABNAIOWEECA pacllMpeHneM UM yBennyeHnem pasmepoB MOYETOYHMKA
(no aHanorMm ¢ TEPMUHOM «MEFaKOSOH>).

CornacHo coBpeMeHHbIM npegcTtasneHuam (JlonatkuH H. A., 1986) me-
raypetep — KOMIMJIEKCHOE MOHATUE, B OCHOBE KOTOPOro NIEXUT BPOXAEH-
Has HelpomblweyHasa aucnnasvs. OHa NposiBNseTcs TakMMu naTonoru-
YECKMMU COCTOSIHUSIMW, KaK axanasvsad MOoYeTO4YHUKa, COOCTBEHHO
MeraypeTep 1 rugpoypetepoHedpos, UTO MOXHO paccmaTpuBaTb Kak cTa-
Ay npouecca.

B cooTBeTCTBUM C MeXAyHapoOHOW HOMEHKNaTypoli meraypetep Mo-
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XeT 6bITb crieayowero nponcxoxaeHnsa (Mxasag-3age M. 4. v gp., 1983;
KpaBuoBa I. /., 1991; Tokunaka S. et al., 1984; Osterhage H., 1986):

1. Pedhnekcupyrowmi

— MNepBUYHBIA (0BYCNOBMEHHbI HEMOMHOLEHHOCTbLIO My3bIPHO-MOYe-
TOYHMKOBOTO CerMeHTa, COnpoBOXAatoLLmiica pedisitoKCOM, HO He co4eTa-
IOLLMIACA C APYrOW NaToMorMeinl MOYEBOI CUCTEMBI);

— BTOPUWYHBINA (BNSIeTCA cneacTBMeM MHAIpaBe3nKasibHOW 06CTpYKLUUN
W HENPOreHHOro MOYEBOro My3bIps).

2. OBCTPYKTUBHBbI:

— MepBUYHbIA (0BYC/OB/IEH MEXaHWYECKUMU hakTopamu, TakMMK, Kak
CTPUKTYPbl MOYETOUHMKA, YpeTepoLene, KTONUSA YCTbS MOYETOUYHUKA, UK
MOXeT ObITb C/ieACTBMEM Tak Ha3blBAEMOro aANHaMUYHOIO BHYTPUNY3bIp-
HOTO CermMeHTa);

— BTOpPWYHbI (BO3HUKAET M3-3a BbIPaXKEHHOWN MHpaBe3nkKasibHON 06-
CTPYKUUN 1 TMNepTponn CTEHKM MOYEBOrO My3bips).

3. Hepednekcmpyrowmni Heo6CTPYKTUBHBbINA:

— nepBuYHbIA (HabngaeTcsa NpyM CUHAPOME «C/IMBOBOrO XMBOTa» —
HeJopa3BuTME WM annasvs Mbill, XUBOTA, MerauucTuc, Kpuntopxmsm)
(Rohden L. et al., 1980);

— BTOpPWYHbIN (SBNSETCA CNeAcTBUEM MeTabosIMuecknx, TOKCUUECKHUX,
BOCMN&a/INTE/bHbIX U MOCNeonepaLoHHbIX hakTopoB).

HelipomblleyHas avMcnnasnsi MOYETOYHMKA Y AeTell Hepeako couveTa-
eTcs B APYrMMU MOpoKamy pasBUTUS MOYEBOM CUCTEMbl — C MOJSIUKUCTO-
30M MOYeK, Ny3bIPHO-MOYETOUYHUKOBBLIM PeddsIoKCOM U T. .

MeraypeTep BCTpeyaeTcs npy psae XPOMOCOMHbIX U FeHHbIX CUHAPO-
Max (Xxpomocombl 8, 13, 18 n 21 Tpucomusi, cMHAPOMbl CmuTa-Jlemnm-
Onutua, OnuTtya, PybuHwTenHa-Tenbu n 1. . — cMm. Tabn. 51).

MeraypeTep Mo4TM BCerga OCMOXHAETCA rMapoHedpo3om u nueno-
HedhpMTOM B COOTBETCTBYIOLLENA MOYke (ecnv Npouecc OAHOCTOPOHHWIA).
[BYCTOPOHHWIA MeraypeTep BCTpeyaeTcs KpaliHe pegko (CM. puc. 68).

KnuHuka. 3aboneBaHue O/UTENbHO MPOTEKAET CKPbITO (NaTeHTHO).
Mpy 3TOM OBpaLLaloT Ha cebss BHMMaHue Takme CUMNTOMbI, Kak CHUXEHHbIN
anneTut, oTCcTaBaHve B (DU3NYECKOM PasBUTMU, MHOTAA OTMevalTCs AU3y-
puyeckne SiBNeHus, B psge c/lydyaeB — MNOBbILWEHNE apTepuasibHOro naB-
neHus.

NaTeHTHbI nepuog npyv O4HOCTOPOHHEM npouecce 6onee NPOAO/IKN-
Te/IbHbIA, YeM Npyu ABYCTOPOHHEM, MPU KOTOPOM CUMMTOMbI NuesioHedpu-
Ta n XIMH moryT passuBaTbCA B paHHeEM BO3pacTe.

[unarHocTnka meraypeTtepa Ypes3BblyaliHO CI0XHa. B nateHTHbI nepu-
0J 3anofo3puUTb MOYEBYIO NATO/IOMUIO MOXHO Ha OCHOBaHUWN AU3YPUYECKUX
SIBMIEHUI (EC/IM OHM MMETCA Y 60BHOM0) W nekounTypun (Mpu «Hacnoe-
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Puc. 71 A. ¥Y3-uccnegoBaHune pebeHka 2-X Mec.
C N1eBOCTOPOHHMM MeraypeTepoM W BTOPUYHbIM FMApoHedpo3oM

HUM» MHPEKLMM MOYEBLIBOAALLUMX NyTei). B GOAbLUMHCTBE Xe CyyaeB B
3TOT /IaTEHTHbIV Nepuoa AnarHocTuka mMeraypetepa A0/HKHA CTPOUTLCSA Mo
OBYM Hanpas/ieHUsAM:

1. CenektuBHOe (LeneHanpaBneHHOe) BbisiBNeHWe 60/1bHbIX, UCNOSb-
3y dpakTopbl pyUcka U MUHUMasIbHbIE KMHUYECKMe NposiBNeHus 6051e3Hu
(MUKpOCMMNTOMBI).

2. CKpuHupyloLLee BbisiB/ieHWE 60MbHbIX MpU NpoBeAeHnM MacCoOBbIX
06crefoBaHUA feTeli C UCNO/Ib30BaHNEM YNbTPa3BYKOBOrO 06C/1eA0BaHms
(MuHkoB W. M. un gp., 1991).

Mpu gnarHocTuke meraypetepay pebeHka (puc. 71 A, b) ganbHenwuni
nnaH obcnenoBaHnsa A0/HKEH ObITb HANPaB/fieH Ha OLEHKY (PYHKLUMN NOYEK,
MOYETOYHNKOB W MOYEBOro ny3bipsa (depxasuH B. M. u gp., 1984). B atux
cnyyasax HeobxoAMMO nocrefoBaTesibHO MPOBECTU cneaylolme uccnego-
BaHUS:

1. ©yHKUUK Noyek (3KCKpeTopHas yporpadums, 0CTaTOUHbIA a30T KPOBU U
MOYEBMHA, KNUPEHC-TeCTbl, paaMon3oTonHas peHorpadusi, HePOCLUHTUS-
padus, HenpsiMasi peHaHrnorpadnst u cenekTuBHasi peHaHrmnorpadus).
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Puc. 71 Bb. OkckpeToOpHas yporpamMmma TOro ke pebeHka
(WMpPOKNA N3BUTOIN NEBLINM MOYETOUHMK)

2. OYHKUMM MOYETOUYHUKOB (PEHTreHonuesioypeTepockonus, ypetepo-
MaHOMEeTPUS, XPOMOLMCTOCKONNS).

3. PYHKUMM MOYEBOr0 Ny3blpsi — CYTOUHbIA PUTM CMOHTaHHbLIX MO4Yeunc-
MyCcKaHWin, MUKUMOHHAA LMcToypeTporpadums, LMCTOCKONUS.

NeueHne — xupypruyeckasi KOppekuusi B YCMOBUSX YPOJIOTUYECKO
K/IVMHUKMN.

MporHo3 — 6avmxanLnii 1 OTAaNEHHbII — 3aBUCUT OT BapuaHTa Mera-
ypeTepa, COMyTCTBYIOLMX MOPOKOB MOYEBOW CUCTEMbI, Ha/IMUMA aHoMa-
NWIA ApYrux OpraHoB 1 CUCTEM, BTOPUYHbIX OCMIOXHEHUI (MHdbekuus, XMH),
a Takke BoO3pacTa 060/ibHbIX, B KOTOPOM MPOBOAMNACH KOppUrnpyrowas
onepauusi.

B mocneonepaunoHHOM nepuoge OCoXHeHus HabnwgaTca B 8-30%
cnyyaeB (My3bIPHO-MOYETOYHWKOBbIA pedp/IoKC, MOYEBble CBULLM, CTEHO3
BHOBb CO3[aHHOro aHactomos3a u ap.). CMepTHOCTb MOXeT AOoCTuraTb
16%. Y Takoro e npoueHTa 60/bHbIX 13-3a OCNOXHEHUA MOXET BO3HW-
KaTb HeobxogumocTb HedhpakTomun (Unger G., Finke G., 1978).
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B oTAesibHble CPOKM YacToTa HeyAOB/IETBOPUTESIbHBIX PE3YNbTATOB KO-
neénetca ot 12 go 50%. Hanbonee yacto pa3BMBalOLLMMUCS OCNOXHEHU-
AMU MOryT 6bITb MMP  MLLEMUYECKUIA NN MeXaHUYeCKnii CTEHO3 MOYETOou-
HVKa, CTOMKOe ero paclumpeHne npu oTCyTCTBUM CTEHO3a.

Meauko-reHeTU4YeCKoe KOHCY/1bTUpOBaHue. Beuay reteporeHHocTu
nopoka n MHOroobpasus BapMaHTOB coYeTaHuss MeraypeTtepa ¢ aHoMasms-
MW Kak MOYEBOM, Tak W APYrNX CUCTEM MeAMKO-TeHEeTUYeCKOe KOHCY/bTU-
poBaHve npu AaHHOW NaTosiorun He paspaboTaHo.

MpeHaTasibHaA AMarHOCTUKa MeraypeTtepa CTpouTcs No TOM e npo-
rpamme, 4To M Apyrux AMC (cM. Bbile). BBruay BO3MOXHON Koppekuun
[JaHHOro nopoka TepataHasns nNpu N30MPoBaHHbIX Y CUCTEMHbIX hopmax
He nokasaHa.

NyY3bIPHO-MOYETOYHUNKOBbI PE®/IFOKC

OTOT NOPOK Y AeTel npeacraBaseT coboi rmapogmHaMmnyecknii heHo-
MEH NPV HECOCTOATEs/IbHOCTU ypeTepoBe3nKasIbHOro COycTbs ([epxaBuH
B. M. u ap., 1984).

My3bIpHO-MOYETOYHMKOBBLIM pedh/IoKC y YenoBeka BnepBble Habogan
M. Pozzi B 1893 r. 370 ogHa 13 Hanbosiee 4acTbiX JOPM HapyLlEeHUsT ypo-
OVNHAMWKM 1 NPUYMH Pa3BUTUA XPOHUYECKOTO nuenoHedputa y getei.

OT1nosnorma. Kak otmevatot B. M. [lepxaBuH 1 coasT. (1984), cymmu-
pys MHOro4ucrieHHble UccnenoBaHns NnocnefHero BpeMeHW, MOXHO roBO-
pUTb 0 CyLEeCTBOBaHNN NEePBUYHOro U BTOpuYHoro NMMP.

B HacTosillee BpeMs He Bbi3blBAE€T COMHEHWI TO, YTO BO3HWKHOBEHWE
nepsuyHoro NMMP cBA3aHO C BPOXAEHHLIMW aHOMaIMAMU Pa3BUTUA U Ha-
pylweHnem yHKUMM Be3UKOypeTepasibHOro CermMeHTa, npexie Bcero 3a-
MbIKaTe/IbHOro annapara TepMUHasIbHOrO OTAeNa MOYETOYHUKA.

BTopuyHbIii NMP — 0CNOXHEHME XPOHUYECKNX 3a60M1eBaHUn MOYEBOro
Ny3bIps 1 HWXHUX MOYEBbLIX MyTei (HermporeHHble paccTpoicTBa, XPOHW-
yeckoe BOCNasIeHMe), a Tawkke NnocTTpaBMmaTnyeckme HapylleHus OaHHOro
COYCTbS.

3THo10rMA paccMaTtpuBaemMoi NaTtosiorMm NOSIMIEHHO MY/bTUAKTO-
pranbHas.

Mo paHHbIM C. Carter (1984), yactota Hanuuma MNMMP y cubcoB npobaH-
[a C yKkazaHHOW natonornein pasHa 1%, y poauteneii — 10%. NMownck map-
KepoB Hac/eACTBEHHON NpeapacnosioKeHHOCTH K pa3sutuio NMMP kacaeTt-
CA uccnepoBaHUs aHTUTeHOB cuctembl HLA: mmeroTcsa cBefeHus o
BbICOKOI vacToTe accoupauun NMP ¢ aHTureHom Bl14 (UrHatoea M. C.,
Benbtuwes 0. E., 1989), a Takke ¢ aHTureHom A2, B12 n B35 (MNogropHas
T. I"., Munkos W. IM1,, 1990).
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KnuHuka. Kak nogyepkvmBaloT MHOrvMe uccnenoBatesiv, KIuHuveckas
kapTuHa NMP He nmeeT NAaTOrHOMOHWUYHbIX CUMMNTOMOB.

Hannuune atoli naTosorMm MOXHO 3anofo3puTh:

1) Npn AU3ypuyeckux SIBMEHNSX, oTMeYaemMbIX NpumMepHo y 35-40%
60/bHbIX, OCO6EHHO B MafLlem Bo3pacTe (B YACTHOCTU «BYXTaKTHOE»
MOYeuncnyckaHne — NOBTOPHOE MoYeuncnyckaHue nocse TObKO YTO 3aKOH-
yYMBLLUErOCS);

2) Npu NOBTOPHbIX 605X B XNBOTE 63 YeTKOl floKanM3aumm, KoTopble
BO3HUKAKOT Yy 60% O6O/bHbIX;

3) Npu HUKTypuUu;

4) npn CTOIKON NenKounTypun;

5) npu nMenoHedpUTNYECKOM npoLiecce.

JunarHoctuka. Begyliee MecTto npuagaeTcs KOMM/IEKCHOMY NnocsefoBa-
TeslbHOMY 06CfejoBaHn0 60bHOrO:

1) axorpadus;

2) MUKUMOHHasA uucToypeTporpadns;

3) aKckpeTopHas yporpadgus;

4) ymcrockonus;

5) pagnounsoTonHble uccregoBaHusa (peHorpadus, HedppocuuHTUrpadus).

Mo MHeHU0 60/bLIMHCTBA KIIMHULUCTOB, OCHOBHbIM METOAOM AuarHoc-
Tk NMMP saBRsieTca MUKUMOHHaA umctoypeTporpadmns (puc. 72).

JTOT MeTof uUccnefoBaHns faeT BO3MOXHOCTb:

a) JOKYMeHTMpoBaTh pedistoKC;

6) yCTaHOBUTb €ro XxapakTtep (aKTMBHbIA UM NaCCUBHbINA);

B) CTOPOHY MopaxeHus (/1eBo-, NpaBo- Win ABYCTOPOHHUIA);

r) cteneHb peduntokeca (I, I, 1l v V),

[) BbIP@XEHHOCTb AnnaTauuii MOUYETOYHWKOB U YalleyHO-/I0XaHOUHOW
cucteMbl. [pyM aTOM MOTyT OUMArHOCTUMPOBATLCA W COMyTCTBYOLWME ped-
JIOKCY B psifie C/lyYaeB apyrue aHoOMas MM MOYEBbLIBOAALLMX NyTen (yaBoe-
HVe MOYeK 1 MOYETOYHUKOB, CM. puUC. 68; AMBEPTUKY/Ibl MOYEBOIO MNy3bIps,
ypeTtepouene u ap.).

CornacHo mexagyHapogHoin knaccudgmkaumm (Reflux Nephropaty, 1983)
BblAensAwT cnepyowmne ctagum NMP:

| cTeneHb — pedioKC TObKO B AWCTA/IbHYIO YacTb MOYETOUYHNUKA,

Il cTeneHb — pedy/IloKC B YalleyHO-/I0XaHOoUHY0 cuctemy 6e3 ee au-
narauuu;

IIl cTeneHb —c gnnaTtauneli ee U U3MEHEHUSAMU COKpaLLeHUs;

IV cTeneHb —cC pe3Ko BblpaXeHHbIMU U3MEHEHUSIMU B MOYETOUHNIKE,
YyallevyHO-/IOXaHOYHOW CUCTEME W HaYMHaKLWEMCS CMOpLLMBAHMEM NapeH-
XVMBbI.

NeyeHune. BHavane NpuUMEHSETCA KOMMJIEKC KOHCEPBAaTMBHbLIX Mepor-
pUATWIA, 3aTEM XMpYypruyeckasi KoppekLmsi.
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Puc. 72. MuUKUMOHHas
uncTorpacdums
y pebeHka c npaso-
CTOPOHHUM [MMP

KoHcepBaTuBHas Tepanusi Hanpas/ieHa Ha yny4ylleHue naccaxa Mouu,
noZas/ieHne yporHMEKLMN 1 BK/IKOYAET:

1) pexum NpuUHYAUTENbHBIX MOYEUCTYCKaHWIA;

2) aHTMbGaKTepras/ibHOE fleYeHne MHAIEKUMN MOYEBLIBOASLLMX NMyTEN;

3) aNEKTPOCTUMYISALMIO MOYEBOr0 Ny3bIps;

4) npn HelporeHHbIX pacCcTponcTBax — cefaTVBHbIE CPEACTBA, MECTHO
anekTpodoopes ¢ AponepuaosioM, BUTaMUHAMW Tpynnbl B, acnupuHom,
NPO3EpPUHOM.

OdhdhekT pgocturaetcs npumepHo B 70% criyyaeB. Npuyem, yem moso-
e pebeHOoK, TeM 60sibLUe WaHCoB Ha nukemaaumnio NMMP KoHcepBaTUBHbI-
MK MeTogamu. MokasaHus K onepaTUBHOMY JIEUEHUIO CleayoLme:
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1) HeadPEKTMBHOCTL KOHCEPBATMBHOW Tepanuu Ha NpoTshkKeHun 4-6
Mec. v npu peduntokece IV cTenewy;

2) nporpeccupoBaHue npouecca fnpuM MeHee BblIpaXeHHOlW cTeneHu
MNnvpP;

3) HamMumMe ypooobCTpyKUMM W rMapoHedpOTUYECKON TpaHcdopmaunm
MOYKY;

4) HanMume NOCTOSHHOrO MOYeBOro CMHApOMAa U nepuoguvecks oboc-
TpsAtoLLerocs nuesioHepuUTMYECKOro npouecca, HECMOTPSA Ha aHTubakTe-
prvasibHY0 Tepanuio, NPoBOAMMYI0 He MeHee 6 mec. (JlonaTkuH H. A. u gp.,
1986).

Xupypruyeckas Koppekums — aHTUped/IloKCHbIe onepauuy B YCNOBUSAX
YPONOrNYECKON KINHUKW.

MporHo3 npy CBOEBPEMEHHOM W NpaBW/IbHO NPOBEAEHHOM JleYEeHUM
6/1aronpUATHBIA: YacToTa MOJIOKUTENbHBLIX pe3ynbTaToB gocTuraeTt 75 -
94% (lonatkmH H. A., Myraues A. I, 1986). BmecTe ¢ TeM, cuMTaeTcs, 4to
npu 4NuTensHOM yHKUMOHMpoBaHuu MMP 1 HacnoeHuM BTOPUYHOIO MUK-
po6HO-BOCMaNIMTENBHOIO NpoLecca hopmupyeTcs pedisitokc-HedoponaTus.
OHa uMmeeT CK/IOHHOCTb K MPOrpeccrpoBaHnio, HECMOTPS Ha Xupyprudec-
KYI0 KOPPeKUuto pedhsitokca 1 ycuneHHyto 60pb0y ¢ ypouHdekumein (MrHa-
ToBa M. C., Benbtuues 0. E., 1989).

Meaunko-reHeTU4eCKoe KOHCY/ibTUpOoBaHWe. OBTOPHbIA pUCK AN
cnbcoe cocTtaBnset okono 10% (De Vargas A. et al., 1978). B npouecce
MeMKO-TeHETUYECKOrO KOHCY/IbTUPOBaHUSA YUYUTLIBAIOTCA TakkKe AaHHble
NPOBOAMMbIX B CEMbSX MMMYHO-TEHETMUECKMNX uccnegoBaHuin (PesHuk b.
A. n gp., 1991).

MpeHaTasbHasi AMarHOCTMKa MCNO/b3YyeT YNbTPa3ByKOBOW MeTof 06-
cnefoBaHus.

OKCTPODUA
MOYEBOI O My3blPA

OTOT NMOPOK ABNASETCS Hambonee TsHKeNol aHoManuel pasBuUTUS HU-
YXHUX MOYeBbIX nyTeir. Ero nonynsiumoHHasa vyactoTta 1:40000-50000 HoBoO-
POXAEHHbIX, Yalle BCTPevyaeTcs Y Ma/lbuyuMKOB, YeM Yy [eBOYeK, U Bcerja
CONpoBOXAaeTCcs TOTa/lbHON anucnagueii. TTIN — 4-6-a Hegens aM6puo-
Ha/IbHOr0 pas3BUTUS.

KnuHuka. uarHo3 nopoka ctaBuTCA cpasy nocrne poxaeHus npu nep-
BMYHOM OCMOTPE HOBOPOXAEHHOro — B HaA/106KOBOW 06nacTy nepeaHss
OpIoLLHAs CTEHKa W NepefHNAs CTeHKa MOYeBOro nysbIps OTCYTCTBYHOT (puc.
73). B aTom mecTe pacnonaraetcs civ3uctas 060si04ka 3a4Hein CTeHKU
ny3bIps B BUAE OMyXO/IEBUAHOMO BbINAYMBAHUA APKO-KpacHOro useta. OHa
HEeCKo/IbKO BblbyxaeT B Haz/106KOBOI 06/1acTU U Nerko KpoBOTounT. [pu
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Puc. 73. 3KCTpodursi MOYEBOIO My3bipsi Y HOBOPOXAEHHOTO pebeHKa

HaTy>XuBaHun (KpUK, nja4v) CTeHka My3bips 3HaAYMTEsIbHO BbINSUYMBaETCH,
YCUIMBAETCA BbITEKAHME MOYM N3 MOYETOUYHMKOB, YCTbSl KOTOPbIX pacnosna-
raloTcs B HMKHEM OTAENe 3aAHEel CTEHKU cpeaun CKnagok crvsmcToin. Koxa
no Kpaw ny3bips M3MEHeHa, MauepupoBaHa. Bce aTo KpaiiHe 3aTpygHsieT
yXop, 3a TakuMu 60/1bHbIMU. Tpy 3KCTPOM MOYEBOTO My3bIps UMEET Mec-
TO pacxoXieHue KOCTell JIOHHOrO COY/IEHEHMWs, YTO MPUMBOAWT B Gonee
cTapLleM BO3pacTe K MoBOPOTY 060ux 6eaep BHYTPb U «yTUHOW MOXOAKE>.

Hepeako skcTpodhmsa coveTaeTcs ¢ APYrMMU aHOMa/IMsiMU MOYEBOI CuC-
TeMbl (NOAKOBOOGPa3HasA Nnoyka, Meraypetep, rmapoHedpos u T. 4.), a Takke
C OQ4HO- U ABYCTOPOHHEN NaxoBOW rpbbKel, BbiMafAeHNeM NPSIMONA KMLLKU.

LLUMpOKNIA KOHTAKT MOYEBBLIBOASLLMX NMyTE C BHELIHEN cpenoi 6bICTpo
NPUBOAMUT K paHHEMY MpUCOeAMHEHNI0 NUenoHedpUTUYECKOro npouecca.

Bce 310 TpebyeT yrnybneHHoro n TwatesnibHoro obcnenosaHnsi 60sb-
HbIX C 3KCTPOhMEen MOYEBOrO My3bIpsi.

NeyeHure. TONbKO XUpypruyeckass Koppekums nopoka B sospacte o 1-
ro roga.

MpOrHo3, Kak npasusio, 61aronpPUsITHLIN.

Menaunko-reHeTUHECKOe KOHCY/IbTUpOBaHue. MOoBTOpHblE cryyan 3a-
6oneBaHns y cMbcoB npeacTaBnsAoT 60bWy0 pegkocTb (lves E. et al.,
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1980), noaToMy nMpeHaTa/ibHas AMarHOCTMKa, OCHOBaHHas Ha onpezesne-
HUM NOBbILLEHHOTO YPOBHSA asbha-gheTonpoTenHa B aMHUOTUYECKON XUa-
KOCTW, NpeacTaBsieTcsl He06OCHOBaHHOW, BBMAY OYEHb HM3KOTO MOBTOP-
Horo pucka (Xapnep M., 1984).

r’MnocnAgnA

OTO BPOXAEHHbIN NOPOK PasBUTUSA HWXKHEro oTAena MOYeBOW CUCTEMBI
(MHorpa He coBCeM TOYHO OTHOCUTCH K aHOMasIMsiM MOJI0BOI cdpepsbl), npu
KOTOPOM Hapy>XHOe OTBepcTMe MO4YencrnyckaTenbHOro kaHasna pacnonara-
€TCA Ha BEHTPa/IbHOM NOBEPXHOCTM MNOJSIOBOrO YfieHa Y /UL, MYXXCKOro
nona. CyLlecTBYIOT (O4eHb pedKo BCTPeYaloTCs) XeHckue hopMbl rmnoc-
nagun B pesynbTaTe OCTAHOBKM pa3BMTUA Ha aTane hopMnpoBaHus ypeT-
poBarMHasIbHON neperopofkn. pu 3TOM BapuaHTe Mopoka OTCYTCTBYET
3a[lHAA CTEHKA YPETPbl U NepefHss CTEHKa Bnarasmwa Ha pasinyHomM npo-
TSDKEHUU. Y Takux 60J/IbHbIX HEepeako OTCYTCTBYEeT K/IUMTOp, HeLopas3BUTbI
MaJsible NosioBble ry6bl, MOryT 6bITb YABOEHUE WX OTCYTCTBME Braranvwa
¥ MaTtku, NPAMOKMLLEYHO-BMara/IMHble CBULLN.

JaHHble 0 nNonynsauMOHHOW YacToTe 3TOro NOpoKa BecbMa pasHopeuu-
Bbl: 1:150 HOBOPOXAEHHbIX MasibunkoB (cakos 0. ®., EpoxuH A. T,
1973), 1:300 (CaBueHko H. E, 1974), 1:3000 (Xapnep ., 1984). Mo Ha-
WM OaHHbIM 3TOT nokasaTtesib cocTtaenseT 1:600-650 HOBOPOXAEHHbIX
Ma/1bUMKOB, a B CE/IbCKO MECTHOCTU HECKO/bKO Bbile— 1:500-550 (MuH-
koB W. M., 1992). TTMN — 7-14-9 Hegenst aSMOpPMOHaIbHOTO Pa3BUTKS.

3TNoNOornsa Nopoka TOYHO He ycTaHOBNeHa. HacneAcTBEeHHbIN XxapakTep
rmnocnagun yctaHaBnmMBaeTcs Mnoytn y 75% 60sbHbIX (CaByeHko H. E.,
1974). MoxeT HacnegoBaTbCs Mo ayTOCOMHO-AOMWHAHTHOMY 1 ayTOCOMHO-
peLeccMBHOMY Tuny. Hepeako 3TOT MOPOK BCTpeyaeTcs Npu XPOMOCOMHOW
naronornm (CMHApPOMbI 2p+, 4p, 4p+ 5p, Xpomocombl 13 Tpucomun, 13g°
18q", 21g~, XXY-cHAPOM) W NpWU HaCNeACTBEHHbIX CUHAPOMAaX MHOXECTBEH-
HbIXx nopokoB (bnyma, Ay6osutua, «LEOPARD», JloypeHca-MyHa-bugna,
Onutua, OnuTtya-®praca; Cmuta-lemnn-Onutua, ®puHca), 4yto TpebyeT
TWaTeNbHOro yray6neHHOro o6cnefoBaHnsa U nNpoBefeHus avdpdepeHum-
a/lbHOM gnarHocTukm (Tabn. 51). Cpean NpUYUrH, Bbi3bIBAIOLWMX MMNOCNaguio,
BbIAENSAIOT N30bITOK XEHCKUX NOSIOBLIX TOPMOHOB B OpraHu3me Martepus ne-
pviog hopMupoBaHusa y No4a NonoBo cepbl 1 MOYencnyckaTesIbHOro ka-
HaUula. YcTaHoBeHa CBA3b rmnocnagun ¢ ropMoHasIbHOaKTUBHBIMU OMyXO0/Isi-
MV IMYHMKOB ¥ HaAMOYeYHUKOB. NMpocmaTpmuBaeTca TepaToreHHoe BAVsHNE
Takmx 3ab60/1eBaHUn MaTepu, Kak TOKCONIasMo3, KpacHyxa, a Takke CoCcTos-
HUIA, CONPOBOXAALNXCA cTpeccaMn (MacCuBHbIN BbIGPOC B KPOBOTOK rop-
MOHOB).
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KnuHuka. BpoxaeHHbI MOPOK BbISABASETCS cpasy Moc/ie poxAeHus
npu NepPBUYHOM OCMOTPE HOBOPOXAEHHOrO.

[narHoctmka n30nmMpoBaHHOl (QOpMbI FMNOcnagun He npeacTtaBnseT
3atpygHeHnin. Pasnnyalot nsate dhopm rmnocnaguii (No nokanmsaumm guc-
TONMM OTBEPCTUA YPETPbI): rMNOCnazmio NosIoBOro YsaeHa, roaosyaTyto, Mo-
LLIOHOYHY0, MOLLIOHOYHO-MPOMEXYTOUHYI0 U «runocnaguio 6e3 runocna-
avnx». MNpu nocnegHeli doopme OTBEPCTME MOYeEWCrnycKaTeNbHOro kaHana
OTKpbIBAETCA Ha rosI0BKE, HO MOJIOBOM YfeH AedopMMpoBaH B BUAE KPHOY-
Ka u3-3a HeCOOTBETCTBUSA A/IMHbI YPETPbl U KABEPHO3HbIX Tes, T. K. nepsas
3HauUNTEsIbHO YKOpOYeHa.

f'mnocnagua Hepeako coveTaeTcs C KPUMNTOPXU3MOM, TUMOreHUTasIn3-
MOM, UCTUHHbLIM repmacdpoamTaMom (B 8-10% cnyvaes), pexe — ¢ apyru-
MW MOpoKamMu pa3BuTusa (pacluenvHa ryobl, CUHAAKTWANA, TPBDKA W T. N.).

MOMVMMO TUNUYHBIX CUMMTOMOB (AMCTONUSA HAPY>KHOFO OTBEPCTUA ypeT-
pbl U UCKPUB/IEHWE MOJIOBOrO 4sieHa), y AeTell MOryT ObiTb AM3ypuyeckue
paccTpoicTBa; y B3pOC/bIX — pPacCTPOoCcTBa B MNOMOBON cdepe, NHTepCek-
Cya/lbHOCTb.

[unarHos, kak npaBuio, He Bbi3biBaeT COMHeHUA. B psige criyyaeB He-
06X0AMMO peHTreHyposiornyeckoe obcnegoBaHme (418 UCKIKYEeHUs apy-
rMX aHOMasiMii MOYEBOI CUCTEMbI), Kapuosormdeckuii aHanus (4na ycra-
HOBJ/IEHNSI TOYHOTO nona pebeHka).

NleyeHne — xupypruyeckoe 3a MUCK/IYeHNeM C/lyvyaeB runocnaamm ro-
NOBKWN U ANCTaNbHOW TPeTu Tena NoMoBOro YsieHa 6e3 CyXeHus ypeTpbl y
6e3 pe3Koro NCKpMBEHUS NosioBOro YneHa. Ob6sa3aTenbHbl ABa aTana one-
paummn: 1 aTan — BbINPSAM/IEHWE MOMNOBOrO Y/eHa, 2 3Tan — ycTpaHeHue
AMcTonuun ypeTpbl U NacTuka.

MepBbIil 3Tan XMPYpPruyeckoro nevyeHns runocnagmm nposoauTcs B 2-4-
NleTHeM BO3pacTe, a BCH XMPYPruyeckyo KOppekumio Heobxoammo 3aBep-
WNTb K MOMEHTY nocTtynsieHnsi pebeHka B wkony (Myrayes A. T., 1986).

ABCOMOTHLIMM MOKa3aTesI M1 K XMPYpPruyeckoMy fieHeHunto runocnaamm
ABNAOTCA:

1) cyXeHve AUCTONMPOBAHHOIO HAapPYXHOro OTBEPCTUS YpeTpbl, KOTO-
poe, HapyLlas akT MOYEUCNYCKaHUA U Bbi3blBas PETEHLUMOHHbIE SB/IEHUS B
MOYEBOM My3bIpe, MOXET CNoCcO6CTBOBATbL Pa3BUTUIO OOCTPYKTMBHOIO nue-
NnoHedpuTa ¢ XPOHUYECKNM TeYEHUEM,;

2) pesKoe WCKpUB/IEHWE MOJI0BOrO YflieHa, Mckovawllee B 6yayuiem
BO3MOXHOCTb HOPMasibHOI Mos10Boi xn3Hu (Myrades A. ., 1986).

MporHo3 nocrne XxMpypruyeckolr KoppekLmn BrosiHe 6/1aronpuaTHBIN.

MeanKo-reHeTU4YeCKoe KOHCY/IbTUpoBaHue. MOBTOPHLIA pUCK Ans
CMBCOB MYXCKOro rnona paseH nNpuMepHo 10%; TakoB e puUck Ans aetei y
MY>XXUMH C runocnaguen (Xapnep M., 1984).

MpeHaTasibHasaA AMarHOCTUKa, Kak Npasusio, He NpoBOAUTCS.



[NIABA OJVNHHALLIATAS

BPOXAEHHbIE MOPOKU
OMNOPHO-ABUTATE/IbLHOIO AIMTMAPATA

OBLAA XAPAKTEPNCTUKA

PaccmaTpuBass BONpoC 0 BPOXAEHHbIX MOPOKax KOCTHO-MbILLEYHOW
cucTeMbl (ONOpPHO-ABUraTesibHOro annapara), HeobxoAMMoO OTMETUTb, UYTO
HEeCMOTpPS Ha TO, YTO /leyeHue 3TUX 60/bHbIX BO MHOTMX Criydasx Xupypru-
yeckoe (opToneguyeckoe), AMarHOCTMKa AaHHbIX MOPOKOB [0/HKHA CBOEB-
peMeHHO OCYLLeCTBAATLCA negvarpamun. B cBSA3M ¢ 9TMUM HeobX0oAMMbI
CBeJleHNss 0 pacrnpocTPaHEeHHOCTW MOPOKOB, WX 4YacToTe U O0COBEHHOCTAX
NPOSiBNEHNI OTAEMbHbIX KMUHUYECKUX DOPM.

BpoxaeHHble W HacneAcTBEHHble 60/1e3HN B CKeNeTHOW nartosiornu y
JeTeli COCTaBMAT OKOMO TPeTu cCpeay BCEX MOPaXeHWn OnopHo-Asura-
TesnbHOro annapara (duweHko M. A., 1972; Bonkos M. B., 1985; Pyukuii A.
B., WBeg L. A., 1991). MNpn 3TOM HYXXHO OTMETUTb, YTO AaHHas rpynna no-
pOKOB pa3BuTUS — o4Ha U3 Hambonee pacnpocTpaHeHHbIX. Vx obenony-
NAUMOHHaA yactoTta gocturaeT 10-12 (B cpegHem 4-6:1000), a no HeKoTo-
pbiM gaHHbiM (KayHgbikoB E. Y., 1990) paxe 30 cnydaeB Ha 1000
poxaeHuii. OT 26 1o 45% cpeayn BcexX BPOXAEHHbIX aHOMasMii Yy HOBOPOX-
OEHHbIX AeTell — 3TO NOPOKWN pa3BUTUS OMOPHO-ABUraTesIbHOro annapara
(bynaxosa C. A., 1985; Pe3Huk b. #A., MuHkoB W. M., 1994). MNpu 3TOM
4YacTb GOSIbHbIX C BPOXAEHHbIMW 6OME3HAMKU ckeseTa normbaeTt B aHTe-
WK NOCTHaTa/IbHOM Nepuoje, MHOTMe AETU C MOpPOKaMu PasBUTUS 3TOM
CUCTEMbI CTAHOBSITCS MHBaNnugamu ¢ getctea (Bonkos M. B., 1985; Pe3Huk
b. A. n gp., 1989; Nastok I'. . n gp., 1991). Bce 310 npeactaBnsieT 60/b-
LUy MeaurKo-coumaibHyo npobiemy. BmecTe ¢ Tem, BONPOChl paHHel An-
arHOCTVKU U JIEYEHUS OC/IOXHAKTCHA TeM, YTO BPOXAEHHble 60/1e3HN Ccke-
nleTa BecbMa NONUMOPMUYHBI Kak Mo KTMHUYECKUM NPOSAB/IEHUAM, Tak 1 Nno
HO30/10rMYeckot npuHagnexHoctn (Pyukuii A. B., Weep . A., 1991). OHu
COCTaBNAOT O6LUMPHYIO U TeTEePOreHHyo rpynny NaTosioruun, BKIKYAOLLYHO
B cebs okosio 160 chopm aTmx 3abonesanuii (Bonkos M. B. n gp., 1982;
Schaeper M., et al., 1983).

B cooTtBeTcTBMM C MexayHapoAHOl knaccudmkaumeln 1 HoOMeHknarty-
poii KOHCTUTYUMOHHbIX 6onesHelt ckeneta (Rimon D., 1979; Sillence D. et
al., 1979), BblgensAlT 5 OCHOBHLIX PYNn aHOMa/Ini ckeneTta, KOTopble B
CBOIO o4yepefb noapasfensnTcsa Ha noarpynnsbl:

1) ocTeoxoHapoamucnasum —amcnaasnum, oo6ycrioB/IEHHbIE HapyLLEeHN-
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eM pocTa U pasBuTUsS xpsa umnm kocTtein (aedbekTbl pocta TpybyaTbIxX
KoCTein u/mnn No3BOHOYHUKA, Ae30praHm3auns passuTusa xpswa n gonbpos-
HOro KOMMOHEeHTa ckefieTa, aHomMmasmm NA0THOCTU KOPTUKaIbHOIO Cos Au-
adgmn3oB w/unn chopmupoBaHus metadnsos);

2) AN30CTO3bl KOCTEWN M30/IMPOBaHHbLIE WM KOMOMHMPOBaHHbIE (C BO-
B/leYeHMeM B MpoLecc yepena v nuua, ¢ NpeMmMmyLLeCTBEHHbIM NOPadKeHW-
€M MO3BOHOYHMKA UM KOHEeYHOCTel);

3) ngnonaTmyeckuii OCTeoNN3NC — pacnsaB/ieHne KOCTel ¢ BTOPUYHbI-
My gedopmalmamu;

4) XpOMOCOMHble abeppauum ¢ HEOBbIYHbIMU CKESTETHBIMU aHOMa/TUSIMU;

5) nepBuyHbie MeTabonunyeckne gedekTbl (HapyLleHUs obMeHa Kaslb-
uns mvnn gpocchopa, kKapborngpaTHOro KoMMnaekca, MNMAoOB, aMUHO- UK
HYK/TEUHOBBIX KACNOT U MeTa//10B). Kpome TOro, BCe OCTEOXOHApOoAMCHIa-
3UM pasfenieHbl Ha NPoABASAOLWMNECS KIMHUYECKN: @) K MOMEHTY POXAEHUS,
6) B 60/1€€ CcTapwem BO3pacTe.

3TUOMOrMA rpynnbl NOPOKOB Pa3BUTUS OMOPHO-ABUraTesIbHOro anna-
paTta BcneAcTBMe MHOroobpasus npeactaB/ieHHbIX B Heil 3a601eBaHunin re-
TeporeHHa. YacTb crydyaeB MMeeT reHeTMyecKylo npupoay ¢ ayTOCOMHO-
OOMUWHAHTHBIM TUMNOM HacnefosaHus ¥ 0bycnoBneHa crnopagnvyeckumm
MyTauuamm (Hanpumep, axoHgponnasus) (Hall J., 1988)). [pyrne — HocAT
NPenMyLLecTBEHHO CEMENHbIN XapakTep (Hanpumep, BPOXAEHHbIN BbIBUX
6enpa, HekoTopble POPMbl NOAUAAKTUANIA, Hepa3aesieHNin aHaTOMUYECKUX
CTPYKTYp 1 Aedcphopmaunii rpygHoii knetkun) (Leung A., Hoo J., 1987; Kramer
A. et al., 1988; Ferrer-Torrelles M. etal., 1990)). MHOro NOPOKOB C My/bTU-
hakTopranbHbIM TUMNOM HacnepoBaHus (Pyukuii A. B., Leen W. A., 1991,
Wang J. et al., 1988). B kaxxa0M KOHKPETHOM c/lydyae TpebyeTcs KIMHUKO-
reHeaslorMyeckuin n reHeTUYeCKnini aHaMs3, NO3BOMAIOLMIA YCTAHOBUTL C
6onbLUei UM MeHbLUel CTENeHbI0 BEPOATHOCTU NPOUCXOXAEHUS AaHHOro
3aboneBaHus.

MOMVYMO M30/IMPOBaHHBLIX U CUCTEMHbIX MOPAXEHUI CKeneTa BPOXAEH-
HO-KOHCTUTYLIMOH&/TLHOrO Xapakrepa, MHOroobpasHble KOCTHO-CyCTaBHble
NpU3Haku OTMEYarTCs NPaKTUYeCKn NpY BCEX MOHOrEeHHbIX CUHApPOMAax
MHOXXECTBEHHbIX aHomannii (97,6+2,6%), y nogasnstowero 60/bWMHCTBA
[eTeil ¢ HEXPOMOCOMHbIMI cuHAgpomamu (84,3+2,6%), a Takke nNpu O4YeHb
MHOIMX XPOMOCOMHbIX aHomanmax (Jlastok I . u gp., 1983; Naswok I'. U.,
Nypbe W. B., 1991). CkeneTHble npu3Hakn npyu MBIP Tak 4acTo HOCAT Ha-
CTO/IbKO cneumndpmryeckuin xapakrep (Hanpumep, NosiHas CUHAAKTUANA KUC-
Telh — cuHapom Anepa, LUMpoKMe AucTasibHble dhanaHrv 1 nanbues KucTei
1 CTON — CUHAPOM PybuHwTEeHa-Teinbwn, amenns — cuHgpom J1/1-amenun
W T. 4.), YTO MHTErpasibHbI NHAEKC «CUHAPOMAasIbHOCTU» ANS 3TOW cucTe-
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Mbl OPraHoOB B AMArHOCTUKE HEXPOMOCOMHbIX CUHAPOMOB cocTasnseT 0,59
W 3aHMMAaeT 2-e MecTO Mo 3HAYMMOCTM Noc/ie aHoOManuii Mua 1 Mo3roBoro
yepena (0,69).

Haunbonee 4acto B KOMMNMAEKCbl MHOXECTBEHHbIX BIMP BXOAAT TakvMe us-
MEHEHNs1 CO CTOPOHbI OMOPHO-ABUraTeNIbHOro annapaTa kak CUHAAKTUANS
W NoNnaaKkTUAnA (camble pasMyHblie hopMbl), KIMHOAAKTUNUSA U Apyrue
NCKPUBEHNS KOHEYHOCTEN, Aedopmaunn KUCTein n cton, pa3bosTaHHOCTb
B CycTaBax, peAyKUMOHHbIe NOPOKN KOHEYHOCTEeN, aHOMaIMn NO3BOHKOB U
pebep u T. 4.

Bce 310 Hepeako obycnaBnuBaeT HapylleHne pocTa y AeTeil, YTo ume-
eT Ans negmartpa HECOMHEHHO BaxkHOoe AnddiepeHuUnanbHO-AMarHocTu-
yeckoe 3HauyeHue.

WTak, ucxods M3 BbllleyKas3aHHOro, LiesliecoobpasHo TeEM He MeHee U3
BCEro OrpoMHOr0 MHOroo6pa3usi MOPOKOB Pa3BUTUS OMOPHO-ABUraTesIbHO-
ro annaparay AeTei, KoTopble NpeAcTaBAsT co60i Npo6siemMy, rnaBHbIM
06pa3omM, opToneanYecKoro xapakrepa, pacCcMoTpeTb cneaytowme opMbl
aHoManuii ckenera:

NoNINAAKTUNNN;

pPeayKUNOHHbIE NMOPOKN KOHEYHOCTEW;

oTCcTaBaHue B poOCTe.

NONMAOAKTUNNA

OTOT NOPOK — aHOMasINA pPasBUTUSA, NPOABASIOLWAACA Hanuumem 6onee
NATM NasibUeB Ha pyke u/mnm Hore. KosmyecTBO nasibLeB MOXeT JocTuraTb
8,12 n 6onee.

MonynsiuMoHHas yacToTa nonuaakTuamin coctasnsiet 0,3-1,0 cnyyai Ha
1000 poxaenuii (Pyuknin A. B., LWeeg W. A., 1991; Haslhofer L., 1972; Cas-
tilla E. et al., 1973), no faHHbIM HEKOTOPbLIX aBTOPOB — AocTuraeTt 6onee
3:1000 (Reynolds J. et al., 1984). o Hawum maTepuanam yactoTa nosu-
paktnnnin — 0,33:1000 nam 1 cny4vai Ha 3000 HOBOpPOXAEHHbIX (Pe3HuK b.
A., MuHkoB W. M., 1994).

Tnonorvus un natoreHes. MNpoucxoxaeHve NoNnAaKTUIUK reTeporex-
Hoe. BOJIbLUMHCTBO M30/IMPOBaHHbLIX (hopM HacnegyeTcs OOMUHAHTHO,
onncaHo ¥ ayTOCOMHO-peLieccuBHoe HacnegosaHue (Pyukuii A. B., LBepq
N. A., 1991; Marec B., 1983). Kak oTMeuyaniocb BbIlL€, OYEHb 4YacTO MOosn-
OaKTUNUSA BXOAMWT B COCTaB Pas/IMyHbIX KOMMIEKCOB MHOXECTBEHHbIX aHO-
MasInii pa3BUTUSE XPOMOCOMHOTO 1 MHOTO reHesa (Tabn. 52), uto Heobxoan-
MO yuMTbiBaTb B CEMUOTUKE U AnddhepeHLManbHOW UarHocTyrKe.

dopmupoBaHne NOAVAaKTUINU CBA3bIBAETCS C 3a[EPXKOW reHeTnyec-
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A%

CuHgpombl MBIP,

XpOMOCOMHbIE C ayTOCOMHO-

CUHAPOMbI peLeccuBHbIM TUMOM
HacnefoBaHWs
3qg+ AKpoKasinesHbii
4p+ cuHgpom LWuHuens
6q+ FvaponetanbHbIi
Tpucomua 13 CUHAPOM,
17q+ KapneHTtepa
18qg- NnccaHuedanusa
Avkepa
JloypeHca-MyHa-
Bappae-bnaonsa
Mak-Kblocuka-KaydpmaHa
Mekkens
PoTo-nuue-nansuesoii
CUHAPOM

Tuna Mopa-KnaycceHa,
PoTo-nuue-nanbueBoii
CUHAPOM Tuna
PumoliHa-OarepToHa,
Cmuta-Nlemnn-Onntua
TpuroHouedanusa Onutua
XoHapoguctTpodus, Tun
Maesckoro
XoHapoaucTpodus, Tin
CanpguHo-HyHaH,
XoHApO3KToAEpPMasIbHAsA
avennasms
Annuca-BaH Kpesesnbga

NMpun KOTOPbIX BCTpe4daeTCA Nnosingaktmnians

eHHble cnHapomMbl MBIP

C ayTOCOMHO- C HEeYTOYHEHHbIM

[OMVHAHTHBIM TUMOM  X-CLieN/IEHHbIE TMNOM
HacnefoBaHus HacnefoBaHWsi
AkpodpaumanbHbelii  Fonabu-PoseHa Py6uHLwiTeliHa-
AN30CTO3 FonbTua Telibn
Harepa, NeHuya Cakatun
Ipeiira PoTto-nnue-
Me3omesnuyeckas nanbLesBol
avcnnasms CUHAPOM,
Tuna BepHepa, 1 ™nn
Hoaka
Mannucrepa

TayHca-bpokca

Ta6nunuya 52

HeHacnepcteeH-
Hble
CUHAPOMbI
MBMP

VATER-
accouuaums



KM 3anporpammMupoBaHHOl rnbenn aKToAepMasibHbIX K1ETOK anukaibHOro
3KTOA4EPMasIbHOrO Kpas. ST0 BeAeT K MHAYKUUN YCUIEHUS aKTUBHOCTU MoA-
nexaltlei Mmesofepmbl, 06pa30BaHMIO0 U3NULLIKA TKaHW, MAYLLEeA Ha NOCTPo-
eHve nasbLeB 1, Takum 06pasom, — K (DOPMUPOBaHNIO AOMNOHUTEbHbIX
nanbues (Pyukuii A. B., lUBeg W. A., 1991; Scott W. et al., 1977). O6pa3o-
BaHWe [OMNOJIHUTESbHBIX MasibLeB MOXeT MPOUCXOAUTb U3-3a OTCYTCTBUSA
rméenn knetok mesogepmsbl (Scott W., 1981). B npomcxoxaeHn1 nonvaak-
TUIMKM MOTYT MMETb MECTO U MexaHudeckue daktopbl (Graham J. et al.,
1981).

Knaccndvkauns n HomeHknatypa. Nonngaktunma genmTca Ha noc-
TakcuasibHyo (YNbHapHyt, (ubynsipHyto) N npeakcuanbHylo (pagnasib-
HYI0, TMBVasbHYI0), KOTOpble, B CBOID OYepefb, HACUUTLIBAKOT HECKO/bKO
TvnoB (Temtamy S., 1982). BcTpeyaeTcsd KOMOBUHMPOBaHHas, codeTaroLas
npe- u nocTakcuasibHy0 hopmMy, NOANAAKTUMNS.

MocTakcnanbHaa NonNuaakTuAnsa (NONNLAKTUANA MU3UHLA) OblBaeT
cnenyoLmx OCHOBHbIX TUMOB.

Tvn A —a0noNHUTe NbHbIA Nasnew, pasBuT NOMIHOCTLIO U COY/IEHSETCA
C rofI0BKOW V NACTHON KOcTU. Hepeako chopMupyoTCs U AONOMHUTESbHbIE
cyxoxmnusa. HacnepyeTcs AOMUHAHTHO C BbICOKOW MEHETPaHTHOCTbIO MYy-
TAHTHOIO reHa.

Tun B ——paononHuTenbHbIi nanewy MMeeT HefopasBuTbI BUA: Bapb-
MpYyeT OT KOXHOro BbIpOCTa A0 OTHOCUTE/IbHO ChOpMMPOBAHHOIO Nasbua
(cogepxuT ogHy nnn aBe — pegko — doasiaHrn). Takoil 4ONONHUTESTbHbIN
nasneL, MSArKkOKOXXHOW HOXKOW WK NAACTUHOW coefuHSIeTCa ¢ MeanasbHbIM
Kpaem npoKCUMasibHOM hanaHru HopMasibHoro V nansua. MNpu atom Tune
NOAVAAKTUINN AONOMHUTESNIbHbIE CYXOXWU/INUA He 06pa3yloTcs.

Tnn M — cMewaHHan (mixed) cdopma nonuaakTuaAnK, codeTtarowas
TUNbl A 1 B nocTtakcuanbHON NOMMAAKTUAMK Y O4HOMO U TOro Xe 60/1bHOro;
3TOT BapuaHT Nopoka MOXET OblTb HEFEHETUYECKOro NpoucxoXxaeHus. He-
peako npu Tune M BCTpeyaeTcs U CMHAAKTUAWA. Takol BapuaHT Hacnemy-
eTCA ayTOCOMHO-PEeLLeCCUBHO.

MpeakcmnanbHasa nonuaaktunusa (nonngaktunvsa I-1V nanbues) — re-
TeporeHHas rpynna, BK/IyarLas HECKO/IbKO TUMOB MOPOKOB.

Tun | — nonnaakTunma 6onblioro nasbua. Hanbonee yacto BCTpeya-
owasnca copma npeakcMasibHON nonnaakTunuu. CteneHb NpPOsiBAEHUN
BapbupyeT OT pacLiensieHns ofHON W3 dpasiaHr A0 NOJSIHOMo YABOEHMUS |
nasbua. Hacnepyerca ayToCOMHO-4OMWUHAHTHO.

Tun || —yaBOEHUE KOHLEBOW dhanaHrn TpexdanaHroBoro | nasbua.

Twun 1l — nonmaaktunma Il nanbua. Bonblwoi naney npy 3ToM 3ame-
WwaeTcs AByMs TpexdanaHroBbIMW; Ha CTOMe WMHOrga MMeeTcs npeakcu-
aslbHaa nonvaakTnnuva | unn Il nanbLes.
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Tun IV (NOAUCUHOAKTUANSA) — NpeakcuasibHass NoAngakTununs, code-
Tawuwasca ¢ CUHAAKTUAMel. B 3aBMCMMOCTU OT floKanmMsauum AOMNOSHU-
TenbHOro nasbua nogpasgenstoT noatunbl (Guzanin S., 1978): nonuaak-
Tanum I, Il n IV nanbues.

KnuHuka. B 60MbLWINHCTBE CNyyaeB OOHapYyXuTb MNOANOAKTUINIO He
npegcrasnseT TpyaHocTel. VIHoraa Heo6XxooumMo PeHTreHo0rMyeckoe uc-
cnefoBaHue A1 YTOYHEHUS TUMNa nopoka passuTusA. BeiaBNAs nosvaaktu-
Mo, HE06XO0AMMO MOMHUTbL O TOM, YTO 3TOT NPU3HAK MOXET 6biTb CUMMTO-
MOM pasnunyHbix komnsekcoB MBIP (cm. Tabn. 52) u ¢ 3TOW TOYKM 3pPeEHMS
Bpay AOJ/DKEH /MWL BHMMATesIbHO 06cnefoBaTb Takoro 60/1bHOMO0, YTO6bI
He NPonyCcTUTb aHOMaJIMA ApYrMX OpraHoB W CUCTEM, CTUTM AN33ambpurore-
He3a. [lanee, ecnv Takme aHOMaIUM OBHapPYXUBaKTCA Y 6OSILHOIO ¢ NOMu-
JakTunvei, anarHoctuka Ans BepudnkaumMm TOro UAM MHOro CUHApoMa
MBIMP (MaTtay, Mekkens, Hoaka, lonbTua u 1. 4) CTPOUTCA MO ONMCAHHOWN
HamMu Bbile nporpamme (Cm. raasy 2).

NeyeHne — xupypruyeckoe (nNpy HeobxoAMMOCTN — ynaneHve foba-
BOYHOro nasibla/nasibLeB).

MporHo3. lMpu nsonnpoBaHHbIX hopmax Bcerga 6naronpuATHbIA, npu
cnHgpomax MBIIP 3aBUCUT OT KOHKPETHOI HO30/10TUN.

MeanKo-reHeTUYEeCKOE KOHCY/IbTUPOBAaHME MNpexae BCero AOJHKHO
NCXOOUTb U3 TOrO, SAB/IAETCA NN MOMUAAKTUINA N30/IMPOBaHHbLIM NMOPOKOM
WU BXOOUT B COCTAB MHOXECTBEHHbIX aHOManuwii. V3onnpoBaHHble dop-
Mbl-(COBepLLUEHHO 6e3BpeHble) B 6O/LLLUMHCTBE C/lyYaeB — 3TO ayTOCOM-
HO-OOMWHAHTHbIA NpPU3HaK (C pas/IMYHOl NEHeTPaHTHOCTLIO). V3 cnHapo-
MOB C NONNAAKTUAMEl Hanbosee 3HaYMMbIMU ABASAIOTCA CUHAPOMbI aTay,
NoypeHca-MyHa-bapge-bugna, Mekkens, Cmuta-Jlemnn-Onurtuya, dniu-
ca-BaH Kpesesnbga, akpouedasiononMcMHAaKTUINNU, XOHAPOANCTPONN
HekoTopbIx TNoB, VATER-accounauums.

MpeHaTanbHas AMarHOCTUKa U30/MPOBaHHbIX (hOpM 0CO60ro 3Hauye-
HUA He nmeeT. MNpu coyeTaHUM NOAVAAKTUAUU C APYTMMW aHOMasTMAMU Y
nnoga, kak npasuao, He6NaronpuATHbLIA NPOrHO3 MMeeTcsa npu ruaposne-
Ta/IbHOM CUHAPOME, NMccaHLedanun Jukepa, cuHapoMax Mekkens, Cmu-
Ta-Jlemnu-Onutya, PybuHwTeiHa-Teiibn, npu VATER-accouymaumm. Yka-
3aHHble CUHOPOMbI MOryT ObITb AMArHOCTUPOBAaHbLI MpeHaTaslbHO.
[unarHocTuka octasibHbIX cuHgpomoB MBIP nn6o Becbma 3aTpygHUTENb-
Ha BCNeACcTBMEe Ype3BblyaiiHO HU3KOWN MONysAUUMOHHON YacToThl, 6o npo-
FHO3 NPU HUX He CTO/Ib KATEropuyeckn oTpuLaTesibHbIi.
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PEAYKLUMOHHBIE MOPOKN KOHEYHOCTEW

B 3Ty rpynny NOPOKOB pa3BUTWS KOHEYHOCTEN BXOAAT annasvs Win ru-
nonnasus onpefesieHHbIX aHaTOMUYECKUX CTPYKTYP.

MonynsiumoHHas yacTtoTa peayKUMOHHbLIX MOPOKOB KOHEYHOCTEeWN Koneob-
netcs ot 0,31 go 0,79 Ha 1000 poxaeHuii (Kallen B. et al., 1984); no Hawwum
AaHHbIM — 0,29:1000 HOBOPOXAEHHbLIX UK 1 cryyain Ha 3500 HOBOPOX-
LeHHbIX (Pe3Huk b. A., Munkos . M., 1994).

3Tnonormna n naroreHes. MNMpoucxoxaeHve peaykKUMOHHbIX NMOPOKOB KO-
HeYyHOCTel reteporeHHoe. 3onvMpoBaHHble hOpMbl BCTPEUAKTCH Pejxo,
CUCTEMHbIE MOPaXKEHNs1 YacTo OBYC/I0B/IEHbI NMATO/ONMENn aHTeHaTalbHOro
nepuoga (aMHMOTUYECKME NEepPeTsXKA 1 T. A4.). Hanbonee yacto 3Tu Nopoku
pa3BuUTMS BCTPEYalTCS Kak OHO U3 MposiB/eHW cuHapoma MBIP pasnuu-
HOW 3TUONOrMN: XPOMOCOMHOM, reHHOW, HeHacneacTBeHHOW (Tabn. 53). TTI
4na aHomanuii KoHeyHocTelh — 3,5-7 Hefl. IMOPUOHHOIO Pa3BUTUS.

Knaccudukauma n HomeHkatypa. BbloeneHue HO30/10rnmyeckmnx
hOopM NOPOKOB AAHHOI rPynMbl OCHOBLIBAETCS Ha SIoKanu3aumm u xapaxre-
pe noBpexaeHusi onpegesieHHol Koctu (KocTei). o OTHOLWEHUO K npo-
OOMbHOM OCM KOHEYHOCTW MOPOKM 3TOWN rpynnbl NoApasfensoT Ha none-
peyHble n npogonbHbie (Pyukuin A, B., LWeea . A., 1991).

MonepeyHble peayKUMOHHbIE NMOPOKM KOHEYHOCTEN (BPOXAEHHble
amnyTaumm) BCTpeyatTcs Ha /1lo60M ypoBHe. pu 3TOM ANCTa/IbHBIA OT-
Aen KOHeYHOCTU (HWxe amnyTaumm) OTCYTCTBYET NOSIHOCTbO, NPOKCMMaslb-
HbIA OTAEN UMeeT BUJ «aMnyTaluMOHHOM» KynbTW. [laHHas rpynna nopokos
BCTpeYaeTcs cnopajuyeckn; onmcaHa ToYka 3peHusi COCyauUCTOro reHesa
nonepeYHbIX peaykKunoHHbIX nopokoB (HoyTe H. et al.,, 1983). Bmecte ¢
TEeM onucaHbl U cemeliHble cryyau.

MpofonbHble peAyKUNOHHbIE MOPOKU KOHEYHOCTe — [0BOJSIbHO
MHOroobpasHas rpynna nopokKoB MO JIoKa/mM3aunm, xapakrtepy u oobemy
nopaxkeHns (4acTuyHble, MOJHbIE N KOMBMHMPOBaHHbIe hopMbl) (Pyukuii
A. B, lWeeg W. A., 1991).

Jn3mMenuu — nopokn Tpy6uaTbIX KOCTEW, CONPOBOXAAOLMNECS WX TU-
nonnasuei, 4YacTMUHO Unu ToTasnbHOl annasuen (Wiedemann H., 1962).

Mo NpoTsHKEHHOCTW npoLlecca pasnmyaroT nNATb opm ansmenun (Hen-
kel H,, Willert H,, 1969):

1) AucTasibHYIO 3KTpOMeNuio (penykuUoHHbIe aHOMasiuKM AUCTasTbHbIX
OT4EeN0B KOHEYHOCTEl), KoTopasi B CBOK oYepelb MMeeT HECKO/bKO NoATU-
nos (a-unu runonaasvm 60/bLIOro Nasbua, /iy4eBO mnn 6onbliebepuo-
BOI KOCTW);

2) aKkcvasibHYH0 SKTPOMENUIO (ansiasvst UM rmnonsiasvs KOCTen Kak auc-
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Ta/IbHOM, TaK U NPOKCMMasIbHON YacTeil KOHEYHOCTN), KoTopas Takke umeet
ps4 NOATUMNOB B 3aBUCUMOCTM OT CcOYeTaHWuii nopaxeHus (runonnasus nne-
YeBOW KOCTW C MOMHOM WM YaCTUYHON annasueli iy4eBoi KOCcTW, runonna-
3us 6epeHHOl KOCTK ¢ runonnasmein 60nbLebepLoBoi KOCTU U T. 4 );

3) MpoKCUMasIBHYHO SKTPOMENVKo (AedIeKT NPOKCUMAasIbHOM YacTu HOru
— 6eapa — 6e3 noBpexaeHuss ANCTa/IbHOTO OTAerna), B KOTOPO Takke
BblAeNAT HECKO/IbKO BapuaHToB (NoATunos). Hanpumep, runonnasus
6e[peHHO KOCTU, annasnsa 6e4peHHON KOCTW);

4) cookomenuio (TroNieHeobpasHble KOHEYHOCTW) — MOJSTHOE WK YacTuu-
HOe OTCYTCTBME NMPOKCMMAaSIbHbIX YacTeli KOHeYHOCTel, KoTopoe bbiBaeT 3-
x Bugos (Frantz C. et al., 1961):

— MpoKcuMasnibHas ookoMenusi (annasvsa nieyeBo u/vnu 6eapeHHol
KOCTW)

— AncTanbHas hokomenus (ansasna KocTen npeannedbs unam roneHn)

— nosnHasa dokoMenus (annasmsa ykasaHHbIX A/IMHHBLIX Tpy6yaTtbiX Koc-
Teli C COOTBETCTBYHLLMMY CycTaBaMy — MJIEYEBbLIMU 1 Ta306€4pEHHBIMN);
B LiefioM nonynsumoHHas yactota dpokomesnimm — 1 cayyai Ha 75 000, ata
aHOMa/IMA — 4acTblil MPU3HAK HEKOTOPbIX CUHAPOMOB MHOXECTBEHHbIX
nopokoB passuTtusa (Pobeptca u gp.);

5) amenui — MosfiHoe OTCYTCTBUE KOHeuyHocTel (OTCyTCTBME OfHOW
BEPXHEN KOHEYHOCTU — MOHOBpaxus, ABYX BEPXHMX KOHEYHocTein — ab-
paxusi; O4HON HWXHEW KOHEUYHOCTU — MOHOanyc, ABYX HWKHUX KOHEYHOC-
Teil — anyc); 3TOT NOPOK BCTPeYaeTCs O4YeHb PefKko W HOCUT cropajuyec-
KU xapaktep; MOXeT HabnwgaTtbca npu page cumHgpomos MBIIP
(NN-amenus v gp.).

KnuHuka peayKuMOHHbIX NOPOKOB KOHEUYHOCTEN OCOBbIX CIOXHOCTENR He
BbI3bIBaET, AMArHOCTMKa OCYLLECTB/SETCA HEernocpeAcTBEHHO Npu poxae-
Hun. Heobxoammo gudpdbepeHumpoBatsb ¢ cuHgpomamu MBIIP, nvetowmmu
B CBOEM COCTaBe pefyKLUVOHHbIe NMOPOKU KOHeyHocTel (cMm. Tabn. 53).

JNleueHue: opTonegnyeckoe (onepatuBHoOe, NPOTE3UPOBAHNUE).

MpOrHo3. bosfbHble ¢ peayKUMOHHLIMU MOPOKaMn KOHEUYHOCTel — WH-
Ba/IMAbl C AeTcTBa. BuTasibHbIA NPOrHo3 1 NCuxo-usmyeckoe pasBuTUe
3aBUCAT OT 3TNOI0rMYECKO hOopMbl NOpoKa (CUCTEMHOE MopaXeHue, MHO-
YXECTBEHHbIEe MOPOKMN).

MefguKo-reHeTu4Yeckoe KOHCY/ibTupoBaHme. OAHOCTOPOHHME Ae-
pekTbl, NO-BUOUMOMY, He OOYCNOB/IEHbl reHeTUYeCkn («aMHUOTUYecKue
nepeTsHkkn»). B aTux criyvyasx NOBTOPHbIA PUCK HEBeMK. Bo MHOrux cny-
Yasax pefykKuVoHHble MOPOKM KOHEYHOCTel BXOOAT B COCTaB CUHAPOMOB
MBIP 1 NOBTOPHbI PUCK 3TUX AE(EKTOB 3aBUCUT OT 3TUOSIOrMYECKOMN
rpynnbl TOFO WUAW MHOTO CUHAPOMA.
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Tabnvuya 53

CuHgpombl MBIP,

Nnpu KOTOPbIX MOFYT OTMeYaTbCS pPeayKUVOHHbIE MOPOKU KOHEYHOCTEW

XPOMOCOMHbIEe
CUHAPOMbI

Aq
7q+
79-
Tpucomusa 9
13g- (Opb6enu)
149+ -
NPOKCMMasIbHOro
oTaena,
Tpucommnsa 18
(3aBapaca)

C ayTOCOMHO-
peLeccrBHbIM
HacnegoBaHNeMm

Bannepa-leponsga
BapTtcokaca-
Manaca
KodhdhmHa-Cupuca
TNaypw
MaHunToneHnsa
DaHKOHU
Pob6epTtca
TAR-cuHApOM

[eHHble cnHgpomb MBIIP

HeHnacnepncrteeH-
C ayTOCOMHO
OOMUHAHTHbIM X-cuensieH- ¢ HeyTOYHEeHHbIM Hble
HacnenoBaHNeM Hble HacnefosaHnem CUHOPOMBI

AkpodpaumanbHbii FonbTUa K. oe NaHre AJAM-KoMMNeKc
AN30CTO3 XK-anpos3sHue- FonbaeHxapa
Harepa thanus MonaHpa
EEC-cuHgpom XaHxapTa
NN-amenns VATER-
Mrepurnyma accouuaums
NoAKONEeHHOro TanuaoMuaHbIi
CUHOPOM, CUHOPOM

XeppmaHa-lagaa
XonTt-Opama



MNpeHaTanibHaA gunarHocTuka. K3onvpoBaHHble MeNKMe NOPOKU Kuc-
Tel 1 cTon axorpadmyeckn nydile BbiBAOTCA B |l TpumecTpe 6epemeH-
HOCTUW, NOPOKN An3menuyeckoi rpynnsl — Bo Il TpumecTpe (Ctbirap A. M.,
Jemungos B. H., 1991; Hill L. et al., 1985). BmecTe ¢ TeM, O4YeHb BaXeH
CYHAPOMOIOrNYeckMii nogxoa npy ¥Y3-uccnefosaHuy nnoga ¢ gedekramm
ckeneTa. OnucaHa npeHaTasibHasa uarHocTuka (peHTreHosornyeckas, ka-
puonoruyeckas, ynbTpassykoBas) TAR-cuHapoMa, naHuutoneHnn ®aHko-
HA U paga fpyrux MOHOTOHHBLIX U XPOMOCOMHbLIX CUHOPOMOB, MpOTEeKalo-
LLMX CO CKeneTHbIMK gucnnasuamm (Xapnep M., 1984; BeponoteenisH H. I
u gap., 1990; Luthy D. etal., 1979; Stoll C. etal., 1983; Gollop T,, Elgier A,,
1987; Gembruch U. ey al., 1988).

HMN3KOPOC/IOCTb

3ajepxka pocta — 3T0 npexae Bcero aHAoKpuHHas natonorus (Blunck
W., 1977). MNpn BbluMCAEHUM AedmumTa pocTa B MPOLEHTaxX 3a rpaHuuy
HOPMbI MPUHUMAKOTCA pPas/iMyHble BeIMYUHbI OTKIOHEeHu: Ao 20% (3apy-
6uHa H. A., 1964), no 40% (Fanconi G., Wallgren A., 1960). Bonee npuem-
nlema, Ha Haw B3rfa4, KoHcTarauus HU3KOPOCAOCTU NpU YMEHbLUEHUN PO-
cTa pebeHka Ha 2(Y u 6onee 0T BO3PaCTHOM HOPMbI, a TaKkke C Y4eToMm
pocTa ero poauteneii (BeHnkosa E. A., Kyp6aHos T. I., 1976; Blunck W.,
1977).

PacnpocTpaHeHHOCTb HM3KOPOC/IOCTH Yy AeTeil XOTA U3yyeHa HepocTa-
TOYHO, a Ny6AuKyeMble CBeeHUs NPOTUBOPEUNBbI, B CpeiHeM COCTaBNseT
[OBOJIbHO BbICOKMI nokasatenb — 2-2,5% aeTckoro HaceneHus (OKyposa
M. B., 1958; BeHukoBa E. A., KypbaHoB T. I, 1976).

MpuynHbl 3aepXKn pocTa Ype3BblYaiHO MHOroo6pasHbl U reTeporeH-
Hbl. H. Silver (1963) BbigenseT 12 rpynn pas/inyHbIX Mo reHesy 3abosieBa-
HWIA, NPU KOTOPbIX MOXET OTMeYaTbCA HU3KOPOCNOCTb, U CPean HUX — Ha-
pyweHMsa co CTOpoOHbl ckeneta. W. Blunck (1977) Bblgensiet 5 rpynn
3ab60neBaHuii, 06MraTHO MM hakyIbTaTVBHO COMPOBOXAAKLNXCA HU-
3KOPOC/IOCTbHO:

1) BcnepcTBue fedmunta NaacTUHECKMX BeLecTB (TMMoKasopuiHoe
nuTaHue, 6enkoBblii aedonumT, [-3aBUCUMbIA paxunT);

2) 3HOOKPUHHbIE 60/1e3HM (rMnodm3apHbii HAHM3M, TUNOTMPEO3, aape-
HOr€HUTa/TbHBIA CUHAPOM, OMYyXONM HAAMOYEUYHVWKOB U MOJMOBbLIX Xene3 u
HeKkoTopble apyrue);

3) HacneacTBeHHble HEAHAOKPUHHBLIE IH3MMONAaTUN (NoYeYHble, KuLley-
Hble, boChOpHO-KabLMeBbIE, 60OIE3HMN HAKOMIEHWS U MHOTue 4p.);
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4) doyHKUMOHaIbHbIE HapyLleHus (ncMxocounasibHass HU3KOPOC/IOCTb);
5) BpOXAEHHbIe HapyLleHns pocTa TKaHei.
B mocnepHo0 rpynny aBTop BK/IKYAET:

A. CeMeiHyt0 HU3KOPOC/OCTb.

B. MNpumopAananibHy0 HU3KOPOC/OCTb.

B. XpomocomHble abeppaumu.

. H13KopOoCOCTL B CBA3M C

— BPOX/AEHHbIMW 3a60/1eBaHNAMU CKeneTa,

— 9K30T€HHbIMU HapyLLEeHUAMU BHYTPUYTPOOHOIO pasBuUTUS,
— MPOYNMU MOPOKaMU pPasBUTUS.

B Tabn. 54 n 55 npeacraBneHbl CBOAHbIE AAHHbIE O CUCTEMHbIX CKesleT-
HbIX MOpPOKax pasBuTUA U 0 cuHapomax MBIIP, KoTopblie MOryT COMpPOBOX-
[aTbCA 3a4epXKoil pocTa.

Cpeau pa3HO0o6pa3HbIX CUCTEMHBIX NMOPOKOB pa3BUTUSA ckesieTa Hambo-
Nlee MHOroymMcs/ieHHa M 4acToO BCTpeyvarlasca — rpynna XoHApoLMCTPO-
duid, meTadm3apHbIX XOHAPOANCNNA3NA, ME30MENNYECKMX AnCHNasnii.

Cpeaun cuHgpomoB MBIIP, npoTekawowmx ¢ HA3KOPOCNOCTbO, BecbMa
o6LMpHa rpynna XpoOMOCOMHbIX CUHAPOMOB, T. €. A/ 3TOlW rpynnbl nato-
norun B 60MbLUNHCTBE CllyYaeB OYeHb XapakTepHa, B YaCTHOCTU, 3aJepxkKa
PU3NYECKOro pasBUTUS.

Bonbwoe KonmyecTBo Hac/neACTBEHHbIX cuHapomoB MBIIP Takxe npo-
TEeKalT C 3a[epXKOil pocTa, M 3TO HEYAMBUTE/IbHO, €C/IM YYecTb, YTO Ha
pocT BAusoT 6onee 110 reHos.

HeHacnepcTtBeHHble cuHApoMbl MBIP peako conpoBoXaatoTCcA HU3KO-
POCAOCTbIO, YTO MOXET ObITb MCNO/Ib30BaHO B AndbdhepeHunanbHon gmar-
HOCTUKeE.

B kIMHMYecKOl KapTuHe 3afJepXKy pocTa BaXKHO YCTAHOBUTb C Kakoro
BO3pacTa OoHa oTMeyaeTcsl, UMeeTcs 1 ceMeiiHasA OTAroLWEeHHOCTb Mo 3To-
My NpU3Haky, a Takke HeobxoaMmo Npu 06BLEKTMBHOM McCcefoBaHUn 06-
paTtuTb BHMMaHue Ha Nponopuuy Tena, YTo MMeeT cyllecTBeHHoe andode-
peHunasibHO-gnarHoctmyeckoe 3HauveHme (benukoBa E. A. n gp., 1990;
Blunck W., 1977).

Ana atoro:
1) n3mepsaT pasmax pyk;
2) BbIMUCNAOT OTHOLLUEHWE A/IMHbI BEPXHEro cerMeHTa (pasHuua po-
CTa N HWXKHEro CerMeHTa) K AiMHe HXKHEero cermeHTa (pacctosiHue ot

BEPXHEro kpas cumcmsa go nona). B Hopme fo 6-8 neT aTo OTHOLe-
Hve He meHee 1,0, nocne 8 net koneb6netcs ot 1,0 go 0,9.
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Tabnuua 54

CkeneTtHble NMOPOKN pPas3BUTUA,
conpoBoXxgawumeca HMN3KOPOC/IOCTbIO

OcTeoxoHApoAuCcnIasnm

MpOABNAOLWNCA
K pOXAEHUIO
pusomernnyeckas
To4yeyHas,
KoHpagu-
XoHepmMaHHa
CUHAPOM,
X-cuenseHHas
[OOMUHaHTHas
TouyeyHas,
axoHgpornnasus
(6onesHb
Mappo-Mapwu),
CMOHANM03-
nudmsapHasn
ancnnasusa Tuna
CnipeHrepa-
BugemaHa,
mMe3omeinyeckas
ancnnasms:
Tuna Hueeprenra,
Tuna JlaHrepa,
Tuna PeliHrapara-
Mdparichbdpepa,
Tuna BepHepa
Tnna PobuHosa
(dbeTanbHOro nuuya
CUHAOPOM),
Tuna flepun-Beiina;
XoHgpoancTpodus
¢ nonvpaxkTunuei
Tuna MaeBcKoro

320

nposiBnsitolmecss B 6osnee

nosgHemM Bo3pacTte

runoxoHaponsasus,
nosgHAaa dopma
cnoHauno-
anudmnzapHoi
avcnnasun,
MeTadumsapHbie
XOoHApO-
avcnnasuu,
Tnna Mak-Kbtocuka,
Tuna Wmnaa,
Tnna fAHceHa,
¢ TmoniMMmdoneHneii;
cnoHguniomeTa-
thusapHas
avicnnasus
Tnna Ko3nosckoro,
MHOXeCTBEHHbIE
anudusapHblie
avcnnasumn,

ncesfo0axoHApo-
nnas-us,

crnoHposno-

anumeTadliizapHas
aucnnasus,
napacTtpem-
mMartmyeckasi
oucnnasuns

Mpoune ckeneTHble
NMOPOKN pas3BuUTUA

MHOXECTBEHHbIe
XpsilLeBble
9K30CTO3bI

3HXOHAPOMATO3

(6onesHb Onbe),
hunbposHasn
aucnnasus
Onb6paitta-
BpaiiueBa-

NnxteHwTeliHa

HeCOBepLIJeHHbIVI
ocTeoreHes

annasus
NO3BOHOYHMKA,
penyunpoBaHHble
NOpPOKMN
KOHEYHOCTeW,
apTporpunos
epmaHHa-OnuTua

Kamrnomenuyeckas
avcnnasus
MaporTo,
mMeTarpornHas
avcnnasus



Tabnuua 55

CunHgpombl MBIP, KOTOpble MOryT COMpPOBOXAAaTbCA HU3KOPOC/IOCTbHO

CuHapombl, Hacnesyemble CvHAPOMBI HeHacneg-
XF::?/I“I/-IIOA(;J(())TA'-LTE ayTOCOMHO- ayTOCOMHO- X-cuennex- c HeyTOHFI)-IEHHbIM CTBEHHblEe
peLeccuBHble OOMUWHaHTHble Hble TUNOM HacnefoBaHWs CUHAPOMBI
1q‘ 1qg+ Aaze AkpodhaumanbHbii - Aapckora AKPOAN30CTO3 deTasbHbIN
3qg+ AKpoOKannesHblii AN30CTO3 CHARGE- amMmumHonTepu-
CUHAPOM, Harepa, Teinbun accouvaums, HOBbIIA
4p‘, 49 Belina-MapkesaHu KHucTta K, ge NaHre deTanbHbIN
5p' AnacTtpodmyeckas «LEOPARD» Bapdupu-
avcnnasus MuTteHca-Bebepa HOBBbIW,
7p', 79+ MapoTo-/lamu, HyHaH
8q' Avree-Menbxuopa- Tpwxo-puHo- Mpagepa-Bunnn XaHxapTta
KnayceHa, chanaHrosblIii Paccena-Cunbsepa
op', 9p+ KokkeliHa CUHAPOM
10p+ MapgaeHa-Yonkepa JlaHrepa- Py6uHLWITENHA-Te6un
KodpdpuHa-/1oypwu, FnaeoHa, Cakatu
11q‘ 11 g+ PoTo-nnue- XannepmaHa- (akpouedanononu-
130- nanbLeBoi, Tun Mopa, LTpeiidha, caHZaKTuIusA),
17p+ 179+ MaHunTOonEeHusn YepenHo-Nu1LueBoii OHXoHApOMATO3 1
daHKoHN, [N30CTO3 remMmaHrmombl
18p-, 18q- CanguHo-HyHaH CraHecky, (6onesHb Madpdoyun)
Cekkens 3SnudmsapHas
Tpucomunsa 9 Cmuta-J/lemnu- ancnnasuns
JayHa Onutua MHOXeCTBeHHas
CUHAPOM PoTo-nunue- (6onesHb
Tpucomus 22 nanbLeBoi Tvn DdelipbaHka)
TepHepa PumoliHa-3arepToHa,
CUHAPOM daumo-kapanomenmyeckas
avcnnasms,
XoHApO3KTOAEPMUIbHAA
avcnnasuns

Annuca-BaH
Kpesenbaa



Mpy 3a6oneBaHMAX, COMPOBOXAAIOLWMNXCA HapyLWeHneM anMdn3apHoro
pocTa, 3TO COOTHOLLEHME MEHSIETCSH B M0JIb3y BEPXHEro CEerMeHTa, npu Ha-
pyLweHnn npoLeccoB pocTa Tynosuia (Mykononncaxapuaosbl) — B NoJsib-
3y HWXKHero cermeHta. MNpu rmnounsapHoM U NPUMOPANATIBHOM HaHU3Me
nMeeT MeCTO HOPM&aslbHOe COOTHOLLEHME.

Y[oO6HbI AN NPakTUYeCcKoro UCNosb30BaHUs AMarHOCTUYECKUA anro-
putm noctpouna E. M. BeHukoBa c coaBT. (1990). OH Bkao4aeT 31 cuHA-
pom, Mpy KOTOPOM OTMevaeTCs 3afepXxkKa pocTay AeTeil.

CyMmMUpys BCe CKasaHHOe Bbille, HEOO6XOAUMO OTMETUTL CleaytoLlee.
3afjepxka pocTta y AeTeil 4Oo/MKHA HauenuBaTb NpakTUYecKUX Bpadein-ne-
OMaTpoB He TO/IbKO Ha BbIsiBNIEHWE 3HOOKPUMHHON Natosiornm, HO U Ha yr-
ny6neHHble 06cneaoBaHus € Liesblo UCKNIYEeHS MHOroobpasHoi Hacnes-
CTBEHHOI MaTo/0rMM ckeneTa u reHHblx cuHgpomoB MBIIP. B nporpamme
Takoro o6cnefoBaHNsA He06X0AMMO NPeayCMOTPETb KOHCY/bTauum Xmpyp-
ra-oprorega, Bpava-reHeTvka 1 LueneHanpassieHHOE PEHTIEHOIOMMYecKoe
nccnepgosaHue.



PA3[IEN BTOPOW

KNMMHNYECKAA XAPAKTEPUNCTUKA
MHOXXECTBEHHbLIX BPOXAEHHbIX
MOPOKOB PA3BUTUA Y AETEW

FNIABA ABEHAALATAS
XPOMOCOMHBIE BOJIE3HU

BOME3Hb (CMHAPOM) JAYHA

Hanbonee xopowo n3yyeHHoe 3abosieBaHne 13 3Toi rpynnbl (JaBnaeH-
koBa E.®.., 1966; Nastok I. U., Nlypbe WN. B., 1991; Penrose L., Smith G,
1966). BnepBsble B CaMOCTOATE/IbHYIO HO30/10rMYECKY0 eAMHULY ero Bblae-
nvun aHrauickuin Bpad L. Down B 1866 r. nog HasBaHMEM «MOHrofiongHas
nanotus». MNMpuumHa 3aboseBaHus Oblia ycTaHoB/eHa chycTsa nodtu 100
net. J. Lejenne un coaBT. (1959) unToreHeTUYECKUMN UCCeaoBaHNsIMN, KO-
TOpble 0BHAPYXW/N Y TakMX 60/IbHbIX 406aBOUYHYIO XpOMOCOMY 21.

BonesHb [layHa — camas pacnpocTpaHeHHas hopmMa XPOMOCOMHOIA
narosiorum y yenoseka. HactoTta ee B MpexHue rogpl cocrtasnsana npumep-
Ho 1:750, HO 3a nocnegHee gecATuneTne cHusmnacb Ha 10-15% un coctas-
NseT B HacTosLwee Bpems okono 1,1»10%3 (1:880-910) ( lastok I'. U., Jlypbe
M. B., 1991), no HawMM AaHHbIM HECKO/bKO Hmke — 1:1550.

YKa3aHHas TeHAEHUNs CHKEHUS YacToTbl 60/1e3HN [layHa oTMevaeTcs
BO MHOMMX CTpaHax mMumpa 1 06bACHAETCA nepepacnpeneneHnemM Bo3pacT-
HOW CTPYKTYpPbl POXEHML, CYLLEeCTBEHHbIM YMEHbLUEHWEM YKC/a POAOB Y
YEHLIMH cTaplumx Bo3pacTHbIxX rpynn (boukoB H. ., YeboTapeB A. H.,
1989; Mulcahy M., 1979; Bell J. et al., 1989).

3Tnonornsa. B 0CHOBE KIMHUYECKUX NPOsiBNeHui 6onesHn JayHa ne-
Xar cnegylowme uuToreHeTUYeckue HapylleHus: npoctas Tpucommus (oKo-
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Puc. 74. PebeHok
c 60nes3Hbo [ayHa

no 94% Bcex dopm
CUHApOMa), TpaHC/o-
Kauum (4%), mo3aun-
umsm (2%). OcTasb-
Hble  reHeTuyeckue
doopMbI MpU BCEM KX
pa3Hoobpa3un B Le-
JIOM COCTaB/SAIOT He
6onee 1% Bcex Ha-
onogeHnii - 6onesHn
JayHa.

YCTaHOB/EHO, 4TO
3a BO3HWKHOBEHUE (he-
HOTUNUYECKMX MpPOSIB-
neHnii gaHHoro 3a6o-
NleBaHUsi OTBETCTBEH
b He60bLUOW
y4yacToOK  OJIMHHOro
nseya XpoMocombl 21
(21 g 22) n, Kakum 6bl
06pa3oM OH HU 6bin
yABoeH (HecbasnaHcu-
poBaHHas WHBepCcUs,
aynavkauvs m T.4.), Yy
60/1bHOr0 pa3BuBaeT-
ca TunuuHasi ans 6o-
nesHn [ayHa KIVHW-
yeckasi kapTuHa.

OCHOBHbIe gMarHOCTUYeCKMe MPU3HaKM U KIMHUKa 3aboneBaHus
HaCTONbKO TUNUYHbI (pUC. 74) 1 XOPOLLO ONucaHbl B UTepaTtype, YTo peyb
naeT 06 «ysHaBaHuM» 3Tol natonorumn (Konig K., 1959) u gnarHo3 ctaBut-
CA yXe B nepuofe HoBopoXaeHHoe™. BosibHble poXAarTCsa YacTo ¢ yme-
peHHol rmnonnasmeli (macca tena B cpegHem 2900 r, AnvHa Tena yMeHb-
LLEeHA); OKPY>XHOCTb ronosbl B 40% crniyyaeB He gocturaet 32 cm. o
JaHHbIM pasHbIX aBTOpPOB, Npu 60ne3Hn [JayHa BcTpeyaeTtcsa oT 9 fo 29
MasiblX aHOMa/imii pasBUTUA W BPOXAEHHbLIX NOpokoB (PeabkuH 1O. B.,

1981; Rett A., 1972).
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BpaxuuechanbHblii Yepen co CriaXeHHbIM 3aTbI/IKOM 1 YM/IOWEHHbIM -
LOM, KOCOi paspe3 rna3 (MOHroNonaHbIN), anuMKaHT, nATHa bpywdwmnbga
(cBeTnble NATHA Ha pafyxke), rMNepTesiopusM, pacliMpeHHOe W YMsoLLeH-
HOe MepeHoCbe, MasleHbKMe HenopasBUTble YLIHbIe PakOBMHbI, Pacrnono-
XXEHHble HWU3KO, HefopasBUTas BEPXHAS YestoCTb, YBENMYEHHbIN «Ckiagya-
ThI» A3bIK, HEPeaKO BbICTYNAKLMIA N30 pTa, BbICOKOE HEBO, HEMPaBU/IbHbIN
pocT 3y60oB, KOPOTKas LWes, LUMPOKME KUCTWU, KNNHOL4AKTUAUSA (UCKPUBEHUE
V nanbua), paclimpeHHblie NpomexyTkun mexgy | u Il nanbuamu cton. He-
CKOJIbKO pexe BCTpeyaloTcs Apyrne CKesleTHble aHOMasiun: CUHAAKTUAWW,
Aedopmauuy rpyavHbl, YKOPOYeHUe TpyoUuaTbIX KOCTei, runonsiasns Tasa u
ap. Koxa 06bl4HO cyxas, HepefKo 3K3eMaTo3Has, LEeKN C XapakTepHbIM py-
MSHULEeM. [JOBO/IbHO 4acTO MOXHO OOHapyXWTb HeAopasBUTUE HapyXHbIX
NOSI0BbIX OPraHoB (KPUMTOPXM3M, TMMOMNAa3ns NoMOBOro YsieHa U MOLLIOHKN),
MyrnoYHbIE N NaxoBble rPbDKM, PacxoXxaeHne NPSAMbIX MbILLL, XUBOTA.

M3 NnopokoB BHYTPEHHWX OpraHoB Haubosiee TUMNWYHbI — MOPOKU cep-
[Ee4YHO-COCYyANCTOM cucTembl (AedIeKTbl MeXOKenynouKoBOM UM Mexnpes-
cepaHoi neperopogkun n ap.) (Schneider D. et al., 1989) n opraHoB nuLue-
BapeHus (aTpesvn Wan CTeHO3bl Pas/iMyHbIX OTAESI0B KULIEYHON TPYyOKM);
pexe BCTpeyatoTCs MOPOKM MOYEBOWN CUCTEMBI.

[pyrne meHee 3HauMMble MPU3HAKM — MbllLIeYHass rMNOToHUA, pasbon-
TaHHOCTb CYCTaBOB, XPUMJIbIA FOM0C W PAf OPYTUX.

JepmaTtornncuyeckne ocobeHHOCTU npu 6one3Hn ayHa npeacrasne-
Hbl MONEPEYHON NafoHHON CKIaaKoli, 0AHOM crmbaTenbHoOn 60po3aoi Ha V
nasnbLe, OUCTaNIbHbIM PacrosioXeHNeM 0CeBOro Tpupaguyca.

YMCTBEHHas OTCTasI0CThb U 3a4ep)KKa CTaTO-MOTOPHbIX PYHKUNIA O6Ha-
PYy>XMBAIOTCA NpaKTUYeckn y Bcex 60/bHbIX. B OCHOBHOM 3Ta nmbeunsb-
HOCTb (65-90%), AeO6WIbHOCTb U UAMOTUSA OUArHOCTUPYIOTCA MPUMEPHO B
OAvHakKoBOM cooTHoweHun (MapunHyesa I'. C., NaBpunos B. ., 1988).

JunarHos 6one3nun [layHa CTaBUTCA Ha OCHOBaHUW TLLATE/IbHOrO KIUHK-
4YeCcKoro u kapuosormyeckoro obcnegosanus (puc. 75) B. Hall (1966) ycta-
HoBMN 10 guarHOCTUYECKN 3HAaUMMbIX MPU3HAKOB, Hanune 4-5 n3 KoTopbIxX
Y HOBOPOXAEHHbIX AOCTOBEPHO yKa3bliBaeT Ha 3TOT CUHAPOM:

1. YnnouwieHne npodmnnsa nmua — 90%
2. OTcyTcTBMe pedhnekca Mopo  — 85%
3. MblweyHas rmnoToHus — 80%
4. Kocoli pa3pes rnasHbix wenein — 80%
5. VI36bITOK KOXM Ha Lee — 80%
6. PasbontaHHocTb B cycTaBax — 80%
7. AncnnacTuyHblii Tas —70%
8. AucnnactnyHbie ym — 60%
9. KnuHopgakTunimsa mMusmHua — 60%
10. MNonepeyHada nafioHHaa cknagka — 45%
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Puc. 75. HOBOpOXAEHHbI pebeHOK ¢ 60ne3Hblo JayHa
N ero kapuoTun (TPUCOMUSA XPOMOCOMbI 21)

Kapuonoruyeckoe noaresepxaeHvie 60/e3HU [layHa UMEET He CTOJ/IbKO
AMarHoCTU4ecKoe, CKOJIbKO MeOUKO-KOHCY/IbTaTUBHOE 3HaudeHue (CMm.
HIXe).

NleyeHne 60ONbHbLIX C AaHHbIM 3aboneBaHMeM MO HabNAEHUSAM MnocC-
neaHero BpeMeHW MOXET ObiTb BecbMa 3h(heKTnBHbIM. 3a/10rom ycnexa
MeMKaMEeHTO3HON Tepanuun AABMSeTCA paHHAA (C 2-X MECSAYHOro Bo3pacTta)
ncuxo-neparormyeckasl agantaums geteii ¢ 6onesHbto fayHa (Steeckicht
M., Kalbe U., 1988). HasHauatoT cngHokap6 no 10-15 mr/cyT, aMWHa/IOH
(rammasioH) no 250-500 mr/cyT, sHuedabon no 100-150 mr/cyT, naHToram
no 250-500 mr/cyT, nnpauetam (HooTponwus) no 400-800 mr/cyT, BUTAMUHO-
Tepanua. AnnTenbHOCTb IeYeHNs KaxabiM npenapatom — 2-3 Mec. C ne-
pepbiBamMy U NOBTOPEHMEM KypcoB. MNPUMEHSIIOT Takke ropMoHOTepanunto
(TnpeonguH no 0,05-0,2 mr/cyT, aKCTpakT nepegHenrn gonu runogusa —
npedun3oH no 1/2-1 amnyne B AeHb, Ha Kypc 30 uHbekumii). Maccax, rmm-
HacTuka, Kypcbl AT®. MNpyu HEOBX0AMMOCTN — XMpPYpPruveckasi Koppekums
NMOpOKOB pa3BuTuA. MNokasaHbl MMMYHOMOAYMpPYIOLWMe npenapaTbl.
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MporHo3 npu 60ne3Hn JayHa — 1 BUTaSIbHbIA U NCUXO-MOTOPHOrO pas-
BUTMS — B NocnegHee Bpems, 6narogaps KOMNIEKCHOMY MeAVKaMeHTO3HO-
My JIEUEHUMIO U NCUXO-MefarorMyeckon agantaumm, 3HauuTeNbHO yay4lnni-
CHl, XOTS NPOAO/MKUTETBHOCTb XMN3HU 3TUX BOMbHbLIX 3HAYUTE/TbHO MeHbLUAs,
yem B nonynsauMKM, n coctaBnsieT B cpegHem 36-37 net (Jones M., 1979).
Mpy 3TOM BbDKMBAEMOCTb Ha NEPBOM rofy XM3HWU noBbicunack Ao 73-87%
(Baird P., Sadovnick A., 1987; Bell J. et al., 1989). Han6onee yactoin npniu-
HOW CMepTu ABASAITCA: NMOPOKU Pa3BUTUSA CepaevHO-COCYAUCTON CUCTEMbI U
nvweBapuTeslbHOr0 TpakTa, MHgEeKUMM AbixaTesibHbiX nyTel (Bcneacreune
nMMyHoZdeduumMTa BpOXAEHHOro Xapakrtepa) (Bonowyk W. H., 1983; Jlastok
. N., Yepcteoii E. [., 1986; Muxkos W. M., 1992), 601e3HN KpoBK (Neikos),
W 3/10Ka4YeCTBEHHbIE HOBOOOGPAa30BaHUS, K KOTOPbIM CK/IOHHbI 3T 60J1bHbIE
(Baird P., Sadovnick A., 1988; Bell J. et. al., 1989).

Meauko-reHeTn4yeckoe KOHCY/IbTUpOoBaHue. [Nns Ccynpy>Xeckoi
napsbl, nMetoLeli pebeHka ¢ 601e3HbI0 JayHa, pUCK POXAEHUS eLle O4HOro
60/1bHOr0 pebeHka MOoBbILWEH, HO CTEMeHb pyUcKa 3aBUCUT OT psaga dhakTo-
poB 1, B NepByl oyepenpb, OT LMTOreHeTUYeCKOoro BapmMaHTa cCuHgpoma, a
Takxe oT Bo3pacTta poguteneli npobaHga. Ansa aTnx uenei NnpoBoanTcs Ka-
puonoruyeckoe obcnegoBaHne 60nbHOrO pebeHka. Ecnm y npobaHga npo-
cTas Tpucomus, a Bo3pacT poauTeneli 25-35 neT, TO pUCK 418 CMOBCOB He-
3HauuTesbHbIR. C noBbilEeHWEM Bo3pacTa poauTenein puck ans cnbcos
noBblwaeTcs (Tabn. 56).

Tabnnuya 56

Puck poxaeHusi pebeHka ¢ cuHApoMoMm JayHa
B 3aBMCMMOCTM OT BO3pacTa poauTtenen
(Kosnosa C. V. n gp. 1987)

BospacT otua, ropl Bo3pacT marepu, rogpl

35— 40 41 —A46
Jo 34 0,4% 0,8%
35-40 0,6% 1,2%
41-46 1,3% 2,8%
Craplue 46 2% 4,1%

Ecnu y naymeHTa o6GHapyXeH TpaHC/MOKaLUMOHHLIA BapuaHT 60n1e3Hu
JayHa, To 06s13aTefibHO A/1a LUeneil MeanKo-reHeTUYECKOro KOHCY/IbTUPO-
BaHWA UCCeAYyoT KapuoTun poautenein. BoisBreHne y KOro-nm6o u3 poau-
Teneli c6anaHCMpOBaHHONM TpaHc/oKauuW, NOCYXMBLUEA MPUUUHON XPO-
MOCOMHOW naTtosiorun y pebeHka, TpebyeT npu nocnegyowmx depemeH-
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HacTsix npoBeAeHUs NpeHaTasIbHON ANarHOCTUKM. DTO HEOBXOAMMO B CBSI-
31 C TEM, YTO PUCK POXAEHNS B6O/IbHOTO C CUHAPOMOM JlayHa B Takux Ciy-
Yasix CyLLEeCTBEHHO MOBbILLEH U 3aBUCUT OT BUAA TPaHCMoKauumM n Toro, KTo
n3 poautenei (Matb UM otel) ABNAOTCA ee HocuTenem (Tabn. 57).

Ta6nunua 57

Punck gns notomcTtBa y HOCUTENEN
ceMelHbIX pOBepTCOHOBCKUX TpaHC/ioKauum

Hocutens TpaHcnokauun,%
Tun TpaHcnokauum

oTeuy, MaTb
21q 22q 2 7
219Dq 24 10
21q 21q 100 100

Mpu Mo3anuM3Me poguTeneli reHeTUYEeCKUiA PUCK OLLEHMBAETCs Kak
OYEeHb BbICOKUI 1 npnbnmkaetca kK 30%.

MpeHaTanbHasa auarHoCcTMKa 60/e3HM [layHa AeNUTCS Ha: CenekTuB-
Hyl0 (B rpynnax BbICOKOrO prCKa) U MacCOBYH (CKPUHUPYHOLLYHO).

LleneHanpaBneHHas npeHaTa/ibHas AMarHOCTUKa NPOBOAUTCS:

— NpU TPaHCMOKaLMOHHBIX hopMax, Korja B CEMbE YXe eCTb 60/bHOl
pebeHoK, IM60 TpaHc/oKaumMm B c6anaHCMpPOBaHHOM COCTOSIHUM BbIsIB/IE-
Hbl Y CYMpYroB, eLle He UMELLMX AeTel;

— npu Bo3pacTe poguteneli ctapue 35 neT;

— MpY OCNIOXXHEHUAX 6epeMeHHOCTU (TOKCMKO3, Yrpo3a BbIKMAbILLA).

LOna atux ueneli adhdPeKTMBHbIM METOAOM SIBAISIETCS aMHUOLEHTE3 C
nocneayrowmm LUUTOreHETUYECKUM KCCNefoBaHNEM Ky/bTypbl aMHUOTU-
Yecknx KneTtok unm dmbpobnactoB naoga (cm. rnaey 4). Tako Noaxof
No3BO/ISIET AMArHOCTMpPOBaTb CMHAPOM [layHa y njioda yxe B | TpumecTpe
6epemeHHocTn (Kynues A. M. u ap., 1989), uto 3HauMTeNbLHO obneryaet
pelleHne Bompoca 0 LenecoobpasHoCT! TepaTaHasum, kak Haubosnee ad-
(hbeKkTMBHOIro MeToda NponNakTkm XPOMOCOMHbIX GOMTE3HEN.

MaccoBasi (CkpyvHMpyloLWas) AumarHocTMka cuHgpoma [ayHa y nnoga
MOXET ObITb OCYLLLECTB/IEHA C MOMOLLBIO Y3-UccriefoBaHNs Ha OCHOBaHUM
06GHapyXeHUs1 psifa NPU3HAKOB 1 UX COYeTaHUs (TO/ILMHA KOXHOM CKNajaKku
Ha 3aTbliike, hopMa Yepena, runoTpodusa naoga, NOpok cepaua v T.4.).
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XPOMOCOMbI 8 TPMCOMN CUNHOPOM

XpoMOCOMbI 8 TPUCOMUU CUHAPOM — CUMMNTOMOKOMI/IEKC MHOXEeC-
TBEHHbIX aHOMasviA, Npexje BCero ONOpHO-ABUratesibHOro annapata, C
OTHOCUTENBHO 61aroNPUATHBLIM NPOrHO30M.

MonynsaunoHHan yactoTa cuHApoMa no AaHHbIM OAHWX aBTOPOB He ycTa-
HoBneHa (Jlastok .., lypbe W.B., 1991), no gpyrum gaHHbIM COCTaBNseT
1:50000 (Kosnosa C./. n gp., 1987). Jluua My>XckKoro nona npeob6nagator.

OTnonoruvsa. M3secTHble B MTepatype HabnwneHns Tpucommm 8 — pe-
3y/bTaT BHOBb BO3HUKLLEN MyTauumn, 06bIMHO COMATUYECKON; c/yvyaeB nps-
MOl mepefauyn Tpucomun 8 oT poauTeneli AeTsm He onuncaHo (/lastok ..,
Nypbe WN.B. 1991). HepacxoxgeHne XpoOMOCOM MPOMCXOAMT, NO-BMANMO-
My, B MUTO3€, a He B Meio3e.

VcknountesnibHOl 0COBEHHOCTBIO AAHHOrO CUHAPOMA, B OTAMYME OT
60/bLUNMHCTBA ayTOCOMHbIX TPUCOMUIA, ABNSETCA TO, YTO NpUMepPHO y 90%
60MbHBLIX C TpUcoMuei 8 obHapyxmBaeTcs Mo3aunum3Mm. [pu 3TOM KNUHU-
YeCKMX pasnuunii Mexay 60/1bHbIMU C NOSTHOW 1 MO3anyHoi hopmamu Tpu-
comun 8 He BbisiBNeHo (flastok I.U., Nlypbe W.B., 1991; Riccardi V., 1977).

OcCHOBHbIE ANarHoCTUYeckme NMpUsHakm CUHAPOMa: YOJ/IMHEHHOEe Ty-
nosuwe (50%), BbiBEPHYTas HMKHANA ry6a (80%), rnybokme 60po3apl Mex-
4y MexnasbueBbiMU nogyweykamu (85%), KOHTpakTypbl B MexXdanaHro-
BbIX CycTaBax KucTeWl, kamntogaktunva (74%), annasmsa (runonnasvs)
HagkoneHHnka (60%).

KnunHuka. [etn ¢ Tpucommeli 8 06bIMHO POXAAKTCA AOHOLUEHHLIMU C
ONVMHOM N maccoll Tena B npefgenax HopMmbl. Hanbornee xapakTepHbIMr
hEHOTUNNYECKUMMN NPOABAEHUAMU CUHAPOMA ABNSAIOTCA:

OCOBGEHHOCTM CTPOEeHMA Nnua (ero acuMMeTpusi, Makpouedanus, BbIoy-
xawowmii 106, WMpoKas CnMHKa Hoca, rmnepTenopusM, anmKaHT, cTpabusm,
BbICOKOE HebGO WM ero pacliesivHa, OTTOMbIPEHHbIE YW C aHOMaINAMU
MOUYEK);

aHoMa/iMM OMOpHO-ABUraTenlbHOro annaparta (MOMUMO OTMEYEHHbIX
Bbille, KOpPOTKas W/unu cknaguatas wes, apaxHOOaKTWAUS, KIAUHOAAKTU-
s, y3kMe naeun n yskumid Tas, aHoMasimm opMbl U MOAOXeHUs pebep,
Jo6aBoYHble LWelHble pebpa, KoconanocTb U Ap., a Takke Nopoky Nno3Bo-
HOYHMKA — KN(O3, CKONNO3, 3aKPbITble CIMHHOMO3rOBbIE FPbDKM B LLUEAHOM
W rpygHoOM oTaene);

HeKoTOopble MOPOKN BHYTPEHHMX OpPraHoB (areHe3nst MO30/UCTOro Tena
MO3ra, NaTonorMs MOYETOYHUKOB CO BTOPUYHBIM TMAPOHEPO30M).

Y 60/1bHbIX C CUHAPOMOM TPUCOMUU XPOMOCOMbI 8 BbISIBASAKOTCA C pas-
HO 4acTOTON Apyrue, Takke MHOroYMC/ieHHble Hecneuudnyeckne npu-
3HaKN ANCMNAACTUUYHOCTU U NMOPOKM Pa3BUTUSA:

I) rmgpouedhanus;
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2) NOMyTHEHUE POroBULbI, KOSI060Ma pasyXku, aTpotns 3pUTESbHOIO
HepBa, kaTapakTa;

3) naxoBas rpbhka, KpUnTOpXm3Mm;

4) nopokn cepaua;

5) aTpes3usa nuwieBoa, atpesns U 3KTONUS aHyca,;

6) areHe3ns No4Ykun, NOAKOBOOOPa3Has Mouyka.

YMCTBEHHOE Hefopa3BUTMe OTMeYaeTCs Jilb Y NO0BUHbI 60/IbHbIX !
TO HE OYEHb BbIPAXKEHO, YTO B 3HAYMTE/IbHON Mepe OTMYaeTcs OT ApYrux
CYHAPOMOB ayTOCOMHbIX abeppauuii, 475 KOTOPbIX MOCTOSAHHbI BblpaXKeH-
Has onurodgpeHns u cmsmnyeckoe Hegopassutme (Jlastok L., Nlypbe N.B.,
1991). PocT y aTnx 60/bHbIX Yallle BCero HopMasibHbIiA.

Mpy gononHuTeslbHOM 06cnefoBaHN MOTYT BbISIBASTLCA rMnonaacTu-
yeckas aHemusl, NenkoneHuns, YyacTuyHbin gedomunt VII dhakTopa cBepThi-
BaHUS KPOBW.

LinToreHeTnyeckoe noAaTBepXxieHWe cuHApoMa HeobXxoaMMo — Mpu-
Mep KapuoTuna npobaHga cregywowmin: 47, XY, +8.

AndpepeHumpoBatb NPUXOAUTCHA C MHOTUMWU APYTMMU CUHAPOMaMU
MHOXECTBEHHbIX MOPOKOB XPOMOCOMHOIO U HEXPOMOCOMHOIO reHesa.

JleyeHne cnmnTomaTnyeckoe.

MpOrHo3 no cpaBHEHWIO C APYTMMU CUHOPOMaMKU ayTOCOMHbIX abeppa-
LM OTHOCMTENbHO GAroNpUATHLIA, ONMCaHbl NaumMeHTbl 12-17 neTHero
BO3pacrTa.

Meanko-reHeTU4eCKoe KOHCY/1bTUPOBaHME OCHOBbLIBAETCH Ha TOM,
4yTO BCE C/lyyau TpUCOMUM 8 — cropajmyeckne BHOBb BO3HMKLIME MyTa-
uuKn, a cpefHWii BO3pacT poauTenein Takmx 60/bHbIX HA BEPXHEN rpaHuue
HOpPMbI NM60 HE3HAYNTENIbHO MOBbILLEH.

MpeHaTanbHasA guarHocTuKa B CUCTEME MacCOBOro ¥Y3-CKpuHUHra be-
pPEMEHHbIX XEHLUNH efBa /i OCyLlecTBMMa, Npu uesieHanpasfieHHOM
OuarHocTuke y nnoga MoxeT ObiTb BU3yasIM3MpoBaH CYMMITOMOKOMJ/IEKC
MHOXECTBEHHbIX aHOMaJTA: B COMHUTE/bHBIX C/TyYasix NokasaHo KapuoTu-
nMpoBaHne nnoga.

MATAY CUMHOPOM

Matay cuHgpom ( 1960 r., D. Smith n coaBT., Bennkobputanus; 1961,
K. Patay u coaBT., CLLUA) — CMMNTOMOKOM/IEKC MHOXECTBEHHbIX aHOMa-
NNiA (BHELWHUX U BUCLEPasibHbIX), 06YCNOB/EHHbLI XPOMOCOMHOI NaTosio-
rmeii — TpUCOMUENR XPOMOCOMbI 13,

B 1960 r. 6blna onncaHa KNuHuka cuHgpoma MBIIP, a no3gHee K. Pa-
tay u coaBT., UOEHTUULMPOBAIN NPU 3TOM 3aboneBaHUN AONONHUTESb-
HYI0 XpomMocomy 13.
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MonynsaymoHHasn yactota cuHgpoma lMatay no gaHHbiM A. Taylor (1968)
coctaBuna 1 cnyyali Ha 7602 XUBOPOXAEHHbIX. [034Hee, ¢ y4eToM ynyu-
LUMBLLEACA OMAarHOCTMKU 3abosieBaHUsl, OCOBEHHO cpean MepTBopoXae-
HUIA 1y NepvHaTa/IbHO YMepPLUMX AeTeld, YacToTa 3TOi NaTtosiormm paccum-
TbiBaslacb Kak 1 cnyyal Ha 6000 (flastok .., Nlypbe WN.B., 1979 ).
KnuHnumncTbl-HEBpONaToiorM NpuMBOAAT elle 60/1ee BbICOKME nokasaTenu
YyactoTbl — 1:4000 - 5000 (bagansH /1.0. u ap., 1980; Jlebepes b.B. u ap.,
1981). B nocnepgHue rogbl Yactota BCTpevyaemMocTu cuHgpoma [Martay co-
ctaBnsiet 1:7800-8000 (Kosnosa C.W. u gp., 1987; Moerman P. et. al,
1988). Ob6a nona nopaxawTcA NPUMEPHO C OAMHAKOBOW 4acTOTOM, XOTH
MUMEITCA JaHHble 0 HEKOTOpOM npeobnafaHnn aesoyvek (BagansH /1.0. «
ap., 1980; Moerman P. et. al, 1988).

OTtnonorusa. CuHapom MaTtay BCTpeyaeTcs B OCHOBHOM B ABYX LUTOre-
HeTMYecKnx BapuaHTax: B BuAe MPOCTON TPUCOMUM U POBEPTCOHOBCKMUX
TpaHcniokauuii [1/13, cooTHOLLEHME MeXy KOTOPbIMU COCTaB/SeT NpUMep-
Ho 5,6:1 (NNastok '.U., Nypbe W.B., 1991). deHOTUNNYECKN 3TN ABE OCHOB-
Hble hopMbl cuHApPoma latay MAeHTUYHbI.

MoMMMO ABYX OCHOBHbIX CYLLECTBYIOT U Apyrne MeHee pacrnpocTpaHeH-
Hble reHeTuyeckne (opMbl CUHAPOMA: MO3auUM3M, pPeLunpokHblie TpaH-
c/ioKaummn, UHBepcuwu, KosbLeBas xpomocoma 13 u ap. KnvHuyeckue cum-
NTOMOKOMIM/IEKChI B pe3y/ibTare 3TUX LUTOreHeTUYeCcKMX BapmaHToB MOryT
HECKOJ/IbKO OT/IMYaTbCS OT K/IMHUYECKOW KapThHbI NPOCTOM hOpMbl CUHAPO-
mMa [NaTay.

YcTaHOB/EHO, YTO CpefHunii BO3pacT poauTeneli 60/bHbIX C 3TUM CUH-
OPOMOM HECKOSIbKO Bbllle, YeM B KOHTpose: matepeil — 28,2 roga, OTLOB
— 29,4 roga (Moerman P. et al., 1988).

OCHOBHOE KO/M4YecTBO 60JIbHbIX — Cropajuyeckne cryvyau BCAeacT-
BWe, MO-BMAUMOMY, CMOHTAHHOrO UM MHAYUMPOBAHHOrO MyTareHesa. Pe-
3y/nbTaToOM MyTareHesa B 3UroTMYeckyt hasy aABnseTcs (opmmupoBaHmne
MO3auyHbIX hopm cuHapoma. HecbanaHcupoBaHHble PO6GepTCOHOBCKUE
TpaHcnoKaumMmn 1 peuunpokHble TpaHC/1oKaumMm MoryT 6biTb cnopagmyecku-
MK 160 yHacneaylTcs npobaHaoM OT OAHOMO M3 poauTesneld, y KOToporo
3TW reHeTnyeckme HopMbl HAXOAUNUCHL B COaslaHCMPOBAHHOM COCTOSIHUW.
Takve ciyyYan XopoLlo onucaHbl B nutepatype (JemuHuesa B.C. n gp.,
1991; MNMpokodhbes I.B., WaHanopeHko C.K., 1991).

OcCHOBHbIe gMarHocTnyeckme nNpusHaku cvHapoma lMartay: KoMnaekc
MHOXECTBEHHbIX aHOMasIviA, BKoYaoWmiA — y 60/blINHCTBA 60/bHbIX
yepenHo-nuvueBble auamopgun (Mukpouedanus, TpuroHouedanms, runo-
TeNopu3M, pacLesiHbl rybbl 1 Heba, AedekTbl ckasibna u Ap.), NOPOKN KO-
HeyHocTen (thb/IEKCOPHOE MOMIOXKEHME KUCTER, MONNOAKTUINKU, «CTOMbI-Ka-
Yankm»), aHomanuun LUJHC (rononpo3saHuedanus, apuHaHuedanusa v gp.) u
cepAevHo-cocyaucToii cuctemnl (LMXKIT, Nopoku cocyaoB u T.4.), NOM0BbIX
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Puc. 76. HoBopoxaeHHbIli pebeHoK ¢ cuHgpomMmom MaTay
(dboTorpadma B3aTa n3 atTnaca H.-R. Wiedemann et al., 1982)

opraHoB (KpUNTOpxm3Mm, yABOEHME MaTKu1, rmnocnagus u np.); gnarHos oo6s-
3aTesibHO A0/KEH MOATBEPXAATLCA LIUTOreHEeTUYECKN.

KnuHuka. BonbHble ¢ cuHgpomom lMatay poxpatoTcs npu cpoke bepe-
MeHHOCTK B cpegHem 38,3+0,24 Hegenu (Jlastok .W., lypbe N.B., 1991) ¢
mMaccoli Tena 254556 1, YTO 3HAUNTESIbHO HMKE HOPMbI.

BHelwHVe npu3HakM BecbMa TUMUYHbI (pUC. 76), 1 3TO MO3BONSET YXe npu
poXAeHnn 3anofo3puTb CUHAPOM lMaTay u uccnefosBatb kapuoTun pebeHka.

MOMMMO OTMEUYEHHbIX BbIlE, Hanbonee 4acTo BCTPeYaloWMXCH BHELL-
HUX MPOSIB/IEHUIA CUHAPOMA, Y BGOMNbHBLIX MOrYT OTMEYaTbCs Takke HU3KUi
CKOLLUEHHBbI 1106, 3anaBLlee NepeHockbe, y3Kne rnasHble LWeu, HU3KO pac-
NosIoXKEeHHble U AeddOPMUPOBaAHHbIE YLLIHbIE PAKOBUHbI C TMMNONIa3vpoBaH-
HbIM KO3€eJIKOM.

B 3aBMCUMMOCTUN OT COCTOSAHWNA CPeAVHHbIX JIMLEBbIX I MO3TOBbIX CTPYK-
TYp BbIAE/IAOT ABE KaTeropun cuHgpoma lMaray:

| — Hasmume y B60sIbHbIX ro/1I0NPO33HLEedaMn n xenorHatonanaToc-
Xn3a;

[M-as —OTCyTCTBME r0N10NPO33HUEaINN U paCLLEesIMH JIMLEBLIX CTPYKTYP.

Mpu | kaTeropuu cnHapomMa npeobnagatolleii aHomanven LIHC asnset-
ca (NOMMUMO ToIoNPO33HLEda/INMN) YMEHbLUEHHbIA B pasmMepax MO3r ¢
e[IMHCTBEHHLIM >Xesnlyfoykom 6e3 mMo3onuctoro Tena. Mpu Il kateropuu
CYHAPOMA Y 60JbHbIX BCTPEYaeTCs MaKpOCKOMNUYEeCKU HOPMasibHbIA MO3T,
a Takke aHoManusa ApHosnbga-Knapu (yBenuyeHve 60/1bLIOro 3aTbl/IOUHO-
ro 0OTBEpPCTMA), MUKpoLedanusa n ap. NOPOKU.

MpakTnyeckn NOCTOAHHLIM NpY cuHApPoMe [aTay ABNAETCA NopaxeHue
opraHa 3peHuns: MUKpodTasibMysi, KOSI060MbI padyku, NOMyTHEHWe Xpyc-
Tanuka, aHopTasibMus.
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M3 nopokoB onopHo-ABuraTenbHOro annapata, KoTopble HabnwaaTcs
y 92,6% 60/1bHbIX, OYEHb XapakTepHbl aHOMa/IMN KOHEYHOCTEM, OTMeYeH-
Hble Bbile (NONMAAKTUAUU U Ap.), a Takke KOopoTKas LwWes, crmbaresibHble
KOHTPaKTypbl U CUHAAKTUINN.

Mopokn pa3BuUTMS CEpPAEYHO-COCYANCTON CUCTEMbI U MOYEMNOSIOBbIX Op-
raHoB npu cuHgpome lMNatay BCTpedvarTcs oveHb 4yacTo (B 70-80%), OHM
MHOroobpasHbl, HO HecneymdguyHbl (cM. rnasbl 7 n 10).

M3 BucuepasibHbIX MOPOKOB PasBUTUS MATOrHOMOHMYHBLIM CYMTAETCH
nopaxeHue nNoAXesnyAo4HONM Xenesbl, BbiABASEMOe Npu MUKpPOCKONuyec-
Kom uccnegosavun (Nastok .W., Nlypbe W.B., 1991; Moerman P. et al.,
1988) — aHomasim audbdpepeHumanmm 3Toro opraHa: MHOXeCTBEHHble
dhoKyCbl TKaHW Cefle3eHKN B TOJLLE NOMXKEsTYA0YHON Xenesbl, YBesMyeH-
HOEe 4MC/O0 BHYTPWUAONBKOBbLIX NPOTOKOB, (hOPMMPOBAHNE MUKPOKUCT. DH-
[OOKPVIHHAs 4acTb Xenesbl 0CTAeTCsl NPakTUYecKM HOPMaslibHOW. Bcs 3Ta
rmcTofiormyeckas kapTuHa nopkeslyA04YHON Xenesbl BO MHOTOM CXOAHa ¢
N3MEHEeHUsIMW B Hell Npy MyKoBUCLMAO3E.

Apyrve aHomanun XXKT, X0TA 1 BCTpeyaloTCa NoYTU Y KaxKAoro BTOpPoro
60M1bHOrO, BECbMa HecneLumnyHbl: He3aBepLUEHHbI MOBOPOT KULLEYHNKA,
anBepTukyn Mekkens, HapylleHve Nobynsumn neyveHu.

MHorve u3 nepeyncnieHHbIX BUCLIEPaSIbHbIX MOPOKOB AMAarHOCTUPYHOTCA
He K/IMHUYECKM NMPWKU3HEHHO, & NPy narosioroaHaToM1UYeCcKOM KccrenoBa-
HUM yMepLInX 60/IbHbIX.

Jepmatornuduka: y nonosBuHbl 60MbHBLIX € cuHAPOMoOM [MaTtay onpe-
JenseTca nornepeyHas nafoHHas Ckiagka.

AndodepeHUnpytoT ¢ cuHgpomamm Tpucommin 18, 18p" , Tpunaongnm
(Npy 3TUX XPOMOCOMHbIX aHOM&a/IMSIX BCTPeYaeTcs rosionpo3aHuedanus),
¢ cuHgpomamu ViBemapka, Mekkens, Mopa, TpuroHouedanueii OnuTua, ¢
N30/IMPOBAHHOI rON0NPOo33HLUedanInei.

JunarHos cuHgpoma lMartay fo/mkeH 6bITb NOATBEPXKAEH Kapuosormyec-
ku. NpuMepbl KAPMOTUMNOB 60JbHBLIX: NpU nNpocTol hopme — 47, XX, +13
nm 47, XY, +13; npu pobepTCOHOBCKOWN TpaHcnokauum Hambonee TMnuyeH
— 45, XX, t(13,14) (p11;p11); 45, XY, t (13914q) (mat).

NeyeHne. MHOXeCTBO 1 pa3Hoobpa3sue aHomanuii u nedekTos genaet
Hea(pheKTUBHLIM t0ObIE XMPYPruyeckn-TepaneBTUyeckre noaxoap.

MporHos. Okono 2/3 60MbHbLIX NornMbaeT B NepuHaTasibHOM nepuoge ot
AblXaTesibHbIX PacCTpoiCcTB, NPUCTYNOB anHoa, CyAopor U T.4. — Kak cnej-
CTBYE HECOBMECTUMBbIX C XU3HbIO MOPOKOB Pa3BUTHS.

Okono 1/3 60MbHbIX NOrMHaET HECKO/TLKO MO3Xe — Ha |-oM rogy XXu3sHm
(oT cepaeyHO-cOCyaUCTON HeAOCTaTOYHOCTU, UHMEKLMOHHO-BOCNaN-
Te/IbHbIX MPOLECCOB) ¥ NWWb efUHULbI MepexmnsaroT Bo3pact bosnee 3-X
net. Bce oHK rny6okme nanoTsl.
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Meanko-reHeTnYeCcKoe KOHCY/IbTUpOoBaHue. Npu npocToi Tprucommnn
1 Cnopaguyeckoi TpaHcokaumm puck ans cnbcoB oyveHb man (<1%) (Kos-
nosa C.W. n gp., 1987). B cnyyae, ecnn y poautenei BbiABNSETCA HOCK-
TeNbCTBO cHanaHCMPOBAHHOM TpaHC/1oKaumMm, NOBTOPHbIA PUCK 3aBUCUT OT
TMna TpaHcnokaummn (taén. 58) (Kosnosa C.W. n gp., 1987).

Ta6nnua 58
CewmeliHble Mon HocuTens, %
BapuaHTbl TpaHcnokKauuni WKEHCKM My>CKOI
(13qg 149q) (13qg 15q) 2 1
(13q 13q) 100 100

MpeHaTanbHasa gnarHocTuka. OcCylecTBASETCS B ABYX HanpaB/ieHU-
ax. MNepBoe HanpaBfeHWe — AMarHocTvka B CUCTEME MaccoBoro ¥Y3-ckpu-
HUHra 6epeMeHHbIX XEeHLUH. Yxe npu |-om nccnegosaHmn B cpoke 16-20
Heq. Y n/ofa BbISABASETCSH KOMM/IEKC MHOXECTBEHHbIX aHOMasinii, xapak-
Tep KoTopbix (nopaxeHue LIHC, cepaeyHO-cocyaNCTON cUCTEMbI U T.4) MO-
XeT BbITb yXXe cam No cebe nokasaHMeM K JOCPOYHOMY MpepbiBaHu0 6epe-
MEHHOCTU. XOTs MOXeT ObiTb NpoBeAeHa 6osiee TOYHas AopofoBas
AMarHocTuka cuHApoma nyTeM aMHMOLEHTE3a C MOC/eAyHLlMM KapuoTu-
NMpoBaHMEM K/IETOK Msioga NnMbo myTem McCnefoBaHWUsi KpoBU GepemMeH-
HOlM Ha nNuMmdongHble KNeTkM nnoga u nx kapmotun (Selypes A., Lorenz R.,
1988).

BTopoe HanpaBfneHve — cenekTuBHas LeneHanpasfieHHas 4opoaoBas
AmnarHocTuka. ®aktopamy pucka Ans Takol AMarHOCTUKU SIBNSAKOTCS:

1) Bo3pacT byayweii matepu ctapwe 30 nerT,

2) MHoroeogue,

3) rmnotpochmsa nnoga,

4) oavH 13 poguTenei — HocuTeNb cbanaHCMpOBaHHONM TpaHcaoKauum
[/13,

5) Hanmume B ceMmbe pebeHka C ayTOCOMHOM TpUCOMUER WM CUHAPO-
Mom MBIIP (ecnu oH No KakMm-1nbo npuymnHam He 6bin1 06cnefoBaH).

YKa3zaHHble (hakTopbl puUcka SIBASOTCA NOKasaHWeM AJ1s1 MpPOBeAeHUs
amMHuoueHTe3a Bo |l TpumecTpe 6epeMeHHOCTU U UCCef0BaHUs KapuoTu-
na nnoga. MNpu npepbiBaHUM GEPEMEHHOCTM N0 MeAnokasaHusiM Bce abop-
TyCbl OO/DKHbI NOABEpPraTbcsl 06A3aTeNlbHOMY MaTo/10roaHaTOMUYECKOMY
nccnefoBaHuio.
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3[ABAPACA CUHAPOM

daBappaca cuHgpom (1960 r., J.Edwards u coaBT., BenvkobputaHus)
— CUMNTOMOKOMMIEKC MHOXECTBEHHbIX aHOMasuii (BHELUHMX W BUCLE-
pasibHbIX), 00YC/0OBMAEHHbIA XPOMOCOMHOW naTosiornen (Tpucommein Xpo-
MOCOMbI 18).

MonynsauMoHHasa yacToTa 3Toro CMHApPOMa npeTepnesia HeKoTopble U3-
MeHeHus. MNMoHavany 6bI/10 YCTaHOBNEHO, YTO OHa cocTasnsieT 0,14: 1000
nnu | cnyyain Ha 7000 poxaeHuin (Taylor A., 1968). 3aTem 3TOT Nokasartesib
nosbicACA (NO-BMAMMOMY, 3a CYeT y/yylleHus amarHoctukm) go 0,24-
0,33:1000 mnu go | cnyyas Ha 3300—4500 poxaenuin (BagansH /1.0. u ap.,
1980; Nlebenes b.B. n gp., 1981), HO B nocnegHue rogpl 3apybexHble aBTo-
pbl NPUBOAAT 3HAUUTENBHO 60/1E€ HU3KWI NokasaTeslb YacToTbl CUHAPOMA
JpBapaca — 0,08-1000 (Moore C. et al.,, 1988). He ncknt4yeHo, 4To 31O
CHMXEHWe npousoLwsio 6narogaps ycnexam MeaunKo-reHeTUYeCKOro KOH-
CY/IbTMPOBaHUS N MPEHaTa/IbHON ANArHOCTUKU, KOTOPblE NPOBOASATCS B OT-
HOWEeHUN gaHHoro cuHgpoma (BopcaHosa C.I. u gp., 1982; Xapnep .,
1984).

YcTaHOBMEHO Takxe, UTo 6onee 70% 60/bHbLIX C CMHAPOMOM JABapAca
— /M@ XEHCKOro nosa u 310, BEPOSATHO, CBSA3AHO C UX Nydllei BbhkuBae-
MOCTbIO: OHUW XMBYT B cpefiHeM 282 [HSA Nnoc/ie pPoXAeHUs, /imua MY>CKOro
nona — Tosbko 58,5 aHA (BagansH J1.0. u ap., 1980).

Tnosorusa. LintoreHeTnyecku cMHApoOM 3ABapaca npeactaB/ieH B OC-
HOBHOM MpPOCTOl Tpucomueli 18, npu KOTOPOU BO BCEX K/eTkax 06HapyXu-
BaeTcs fob6aBoYHas xpomocoma. lMpuUmMHbl HEPACXOXAEHNSA XPOMOCOMBbI
18 B N010BbLIX K/I€TKAX OAHOrO U3 poauTenei ocTaTcs HescHbiMK (Morton
N. et al., 1988). YcTaHOBNEHA YeTKas 3aBMCYMOCTb YaCTOTbl POXAEHUS Ae-
Tell ¢ 9TUM CMHAPOMOM OT BO3pacTa Marepel, KoTopas faxe elle 6onee
BblpaXkeHa, YeM npu Tpucomumax 13 u 21. Tak, cpegHuii Bo3pacT maTtepei
npu poxaeHum pebeHka ¢ cuHgpomom 3asapaca 31,4+0,5 roga, a oTUOB
— 34,6+0,9 roga, 4YTO NPMMEPHO Ha 5 /IeT BbIlWe, YEM B KOHTPOJ/IbHOW rpymn-
ne (Nastok I'.W., Nlypbe N.B., 1991). MNpu 3aTOM Yy XeHWUH 35-39 neT CuHA-
poMm 3aBap/ca npeHaTanbHO AuarHocTupyeTcs B 0,6% cnyyaes, a Yy XeH-
WuH 45-49 net — B 19,7%. TO €CTb MOYTM Yy Kak[AOi NATON poXarolei
XEHLMHbI B Bo3pacTe 45-49 neT MOXeT poAnTbCs pebeHOoK C faHHbIM XPo-
MOCOMHbIM CUHAPOMOM.

3HauMTenbHO pexe npocToii Tpucomun 18 mpu cuHgpome 3aBapAca
BCTPeYalTcs MO3auyHble (DOPMbl U KakK UCKIIOYEHNe — TpaHC/OKauNOoH-
Hble. KNUHMKO-(heHOTUNNYECKN 3T BCE LMUTOreHeTnyeckne popmbl Mnpak-
TUYECKN HEOT/IMYUMBbI.
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Puc. 77. HoBopoOXAeHHbIN pebeHOK C CMHAPOMOM 3JpaBapaca
(cdboTorpacduma B3sTa 3 atnaca H.-R. Wiedemann et. al., 1982)

OCHOBHbIe gnarHOCTUYecKMe Mpu3Haku: npeHatasibHasa runonna-
31sl, MHOXECTBEHHbIe aHOMa/iuM PasBUTUSA W CTUTMbl AU33MOpUOreHesa,
cpean KOTopbIX, Kak npasusio:

1) «HaBucaloLWuii» 3aTbl/0K,

2) aHTUMOHIO/IONAHbIA pa3pe3 rnasHbIX Wenen,

3) HM3KO pacnosiokeHHble AeopMMPOBaHHbIE YLLIHbIE PaKOBUHbI,

4) MUKporeHus,

5) xapakTepHoe Ha/loXeHne nasbLeB KUCTU,

6) eQMHCTBEHHAA NynovHas apTepus

Kaxxablli 13 yka3aHHbIX MPU3HAKOB BCTpPeYaeTcs He MeHee, yeM y 80%
60/IbHbIX, YTO YKa3blBaeT Ha UX 6O/bLUYI0 ANArHOCTUYECKYI0 3HAUYNMMOCTb 1
B COBOKYMHOCTU NpuaaeT 60/1bHOMY [0BOJIbHO XapakKTepHbIA BHELLHWUIA BUA,
(puc. 77). 3T0 NO3BONSAET AMArHOCTMPOBATbL CUHAPOM JDABapAca yxe B ne-
proge HOBOPOXAEHHOE™ Ha OCHOBaHUW KIMHWYECKOro OCMOTPa, W Kak
npasuo, LieneHanpasneHHO NPoBOANUTb Kapuonornyecknini aHanus (baga-
nsaH 1.0, m gp., 1980); kapmnoTmn Takux 60nbHbIX — 47,XX,+18.

KnuHuka. [etn ¢ cuHgpomMoM 3aBapAca poXOatoTcsd 06bIMHO B CPOK
NIN60 HECKO/IbKO MNepeHOLleHHbIMWU, Hepeako B actuKcuu, HECMOTPS Ha
HOpMasibHOEe TeyeHue POoAOBOro akta. Macca npu poxaeHwu cocTasnsiet
2100-2400 r (Kosnosa C.W. u gp., 1987; Nastok I'.W., Nlypbe N.B., 1991). B
NOJIOBUHE C/lydyaeB — MasieHbKas naueHTa ¢ atpomnyeckuMy fonbkamu
W eQUHCTBEHHON apTepueli NynoBUHbI.
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KnuHnyeckasn kapTuvHa xapakTepusyeTcs yYpesBblyaiHbIM noaMmopums-
MOM CMMNTOMOB, XOTSl KaXAblii U3 HUX B OTAE/IbHOCTU He SABNSETCHA CTPOro
cneundnyHbiM 018 cuHapoMa dasapaca. O6HapyXmBalTCcsa M onmvcaHo
6onee 130 pa3nnyHbIx aHoMmanuii. Hanbonee yacto (y 100% 60/bHbIX) OT-
MeJyarTCs aHoOMa MM MO3roBOro Yepena W nuua, ykasaHHble Bbllle, a Tak-
Xe «rotmyeckoe» Hebo, MUKPOCTOMUS, pexe — paclieniuHa Heba u gp., y
98% 60/1bHbIX NOpaXaeTcs ONOPHO-ABUraTesibHbIM annapaT: KpoMe BblLle-
yKa3aHHbIX, KOPOTKMIA 1 LWMPOKKIA | naneLw, CTomMbl, «CTOMbl-Ka4yasiku», KOpoT-
Kas rpyguHa, aHomanuu pebep, KOXHas CUHAAKTUAUSA CTOM U HeKoTopble
apyrve. Y 90% 60/1bHbIX BbISIBNAIOTCA MOPOKM pa3BUTUS cepaeyvHO-CoCy-
AncToin cuctembl (cM. Tabn. 45 u 46). Y nonoBUHbI 60/bHBLIX C CUHAPOMOM
JpBapaca nmetoT mecto aHomanum XXKT (anBepTukyn Mekkensi — B 60/b-
LUMHCTBE C/lyYyaeB, pexe — MNUI0POCTEHO3, He3aBepLUEHHbI NOBOPOT Ku-
LeYHNKa, aTtpesnu NULLEBOAA, XXeNyeBblBOASALLEW CUCTEMbI, aHyca, 3KTO-
nus TKaHW MOMKEeNyA04YHOM Xenesbl) 1 MOYEeBO cuctTembl (cm. Tabn. 50 un
51). ¥ 1/4 — 1/5 yacTn 60/IbHbIX OTMEYalTCA MOPOKN Pa3BUTUSA MOMOBbLIX
opraHoB (B OCHOBHOM — KPWUMTOPXM3M, pexe — runepTpodnsa knutopa,
runocnagus) u aHomanimn LIHC (rmno- nnu annasus MO30/UCTOro Tena, rm-
nonnasus Mo3xeuka v Ap.). BcTpevatoTcsa Takke MUKpoTaibMUs, NOMYT-
HeHMWe pOroBuLbl, 3MUKAHT, KOPOTKas LWes ¢ AOMNOSIHUTENbHOW KOXHOM
CKNaAKOoM, COCKOBBIN rMnepTesiopnsmM, MynoYvHble U naxoBble rpbbku, aTpe-
31a xoaH, BbIBUX Geaep, AByporas martka, remMaHrMombl W MHOrve apyrue
6onee pefko BCTpevyarlmecs MOPOKU pasBuTus. OnucaHbl aedekTbl He-
BpasibHOW Tpy6KkKM, oMdpasiouene unn ambpuoHansHble rpbbku (Moore C. et
al., 1988).

B kIvMHM4Yeckol kapTvHe 60/1e3HU, Hapsay € BAMbIM COCaHWeM, OTCYT-
cTBMeM npubaBkM B Macce, MOXeT 06HapyXMBaTbCA MHOroobpasHas He-
BpoJsiorMyeckas cumnToMaTvka: Mukpouedasnvs, MbIeYHbI TMnepToHyC
KOHEYHOCTEl, CyXOXunbHas runeppediekcus, pednekcbl opasibHOro 1
Apyroro aBToMaTuama HemnocTOsHHbI WK MOryT oTcyTcTBoBaTb (Mopo, Na-
naHTa, MNepeca), CO CTOPOHbLI YepemnHO-MO3roBbIX HEPBOB — CXOAsLleecs
Kocornasve, nnasawolimMe ABMKEHUS rnasHbiX S6710K, NT03, 3K30(hTaUbM,
OTCyTCTBME HeBGHOro n rnoToyHoro peduiekcos u gpyrne (bagansH /1.0.,
1975; Nebepnes b.B. u gp., 1981).

Jepmatornuduka npu cnHgpome d4Bapaca MmeeT CBOM O0COBGEHHOC-
TU: NnonepeyHas NagoHHas cknajgka, AUCTallbHbIA TpUpaguyc, yBenndeHue
yncna Ayr Ha nanbuax, OTCYTCTBME NasibLieBbIX TPMPAAMYCOB C, B 1 d, cna-
60 BblpaXKeHHbI y30p Ha MusnHue (bagansH /1.0. n gp., 1980).

OndopepeHumpoBaTb KINMHUKO-(PEHOTUMMYECKM Yalle BCero npuxo-
antesa ¢ cuHgpomom Cmuta-flemnn-Onutua, COFS-cnHApoMoM, ¢ dhaumo-
Kapanomenuueckoin gucnnasnein («cuHapom dABapAca ¢ HoOpMasibHbIM Ka-
proTtunom»), ¢ VATER — accoumnaumerii.
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JnarHos cuHgpoma 3aBapaca A0/MKEH 6biTb NOATBEPXKAEH Kapnonoru-
yeckum obcrefoBaHMEM: Npy aHanmnse meTtadiasHbIX NAACTUHOK B 6OJIb-
LUMHCTBE C/lyyaeB onpefensieTcs NULWHAS XpoMocoMa 18; mo3auumsm u
TpaHc/oKkaunm B reHeTUYECKOW CTPYKTYpe CUHAPOMA CYLLeCTBEHHONM posu
He urpatoT (/lastok I'.U., Jlypbe W.B., 1991).

JleyeHne — HeaPEKTUBHO; CUMITOMaTUYECKOE.

MporHo3 Bcerga cepbesHbiii: 60% 60NbHLIX YMUPAKOT B Bo3pacTe 40 3
Mec., B TOM 4ucC/ie MoSIoBMHA M3 HUX — A0 1 Mec., rofoBasiblii Bo3pacT
nepexunsBaeT He 6onee 10% (/lasiok I.W., lypbe W.B., 1991). MpuunHbI
CMepTu: B NepuHaTtasibHOM nepuoge — acukcus, acnmpaumoHHasa MHeB-
MOHWS, KULIEYHass HenpoxoaMMOoCTb; B 6ofiee cTapllem Bo3pacTe — WH-
TepkynpeHTHas nHdekunsa (Ha ooHe MMMYHONOrMYeCcKoi He[oCTaTOuHOC-
™, UMeloWell MecTo Yy 3Toi kaTeropun 60nbHbIX) (MuHkoB W.M., 1992),
cepaeyHo-cocyaucTas HefoCTaTOUYHOCTb U BOCXOASALLas YPOUHMEKLMS.
Bonee aonutenbHO XUBYT 60/1bHbIE C MO3aUYHLIMU U TPAHC/IOKALMOHHbIMMN
hopmamu cuHApomMa dBABapAca, 04Hako y HUX OTMevaeTcs peskas 3ajep-
XKa (oM3n4eCcKoro pasBuTus 1 rnybokon ctenenn onnropeHuns (MamoTtus).

Mefguko-reHeTUYEeCKOe KOHCY/bTUpoBaHue. OueHka MOBTOPHOro
puvcka Bcerga fenaeTcs ¢ 60/1bLLON OCTOPOXHOCTLIO. YUMTbIBAIOTCA reHea-
NIOTMYecKMe faHHble 1 aKyllepckuii aHamHe3 mMaTepu (CMOHTaHHble abop-
Tbl). OHAKO NOKa He SICHO, HACKOJIbKO MOBbILWAETCA PUCK AN byayuiero
pebeHka, ecnu y XeHLMHbI UMeNM MeCTO npealecTByolme BbIKUAbILIN B
paHHue cpokn (Xapnep M., 1984), npuunHOl KOTOPbIX ABAAIOTCA B 60/b-
LWUMHCTBE C/ly4YaeB XPOMOCOMHbIe aHOMasiuu (TPUCOMMUS, MOHOCOMUS,
Tpunnongusa, Tetpanaonans v ap.) (Kynewos H.M., 1979; 1991; Tharapel
A., Wilroy R., 1986; Horn L. et al., 1990).

Heob6xoaMMo kapuoTunupoBaTb poauTeneid (npu HocuTenbcTBe cba-
NlaHCMPOBAHHOWN TpaHc/ioKaLmu, 4YTo 6biBaeT kpaliHe penko, NMOBTOPHbINA
pUCK BECbMa BbICOK).

B 60NbLUMHCTBE Xe C/lyvyaeB yunTbiBalOTCA cregyolime oaktopbl Bbl-
COKOro pucka:

I. B paHHue cpoku (I TpumecTp)

a) Bo3pacT matepu ctapwe 35-40 ner,
6) TOKCMKO3 BEpPEMEHHOCTH,
Il. B 6onee nosgHue cpoku (lI-111 TpumecTp)
a) TOKCMKO3 6epeMeHHOCTH,
6) MHorosoaue,
B) crniabasi akTUBHOCTbL M/104a,
r) rmunotpocphms nnoga.

MpeHaTanbHasaA AuarHOCTUKa cvHApoMa JABaphca A0CTaTO4YHO LKW-
poKo ocBelleHa B nutepartype (BopcaHoBa C.I'. n gp., 1982; Xapnep I1.,
1984; Moore C. et al., 1988).
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MaccoBbIil Y3-CKPUHUHT BepeMeHHbIX XeHLMH npy | nccnegosaHuu
(cpok 16-24 Hep,.) MOXeT BbISBAATD:

1) MHoroeogue;

2) rmnoTpodnio Naoaa,;

3) MHOXeCTBEHHbIE aHOMa I pa3BuUTUS y naoda ( coyeTaHne NOpPoKOB
cepaua, XXKT 1 mMo4yeBOli CUCTEMBI).

MonyyeHHble faHHble ABAAIOTCA NokasaTenem ANns gasnbHelwen uene-
Hanpas/IeHHOW AMarHOCTMKX. MOMMMO 3TOro, rnokasaHusMn AN cenek-
TMBHON A0POAOBOWM ANArHOCTUKM XPOMOCOMHbIX aHOMasIMiA ABNSAOTCA
(Xapnep M., 1984):

1) oguH 13 poguTenein — HocuTenb cbanaHcUMpoBaHHON ayTOCOMHO
TpaHcnokauuu;

2) Hanuune B ceMbe pebeHka C ayTOCOMHOM TPUCOMWER UM CUHAOPO-
Mom MBIP (ecnu OH Mo Kaknm-nmbo npuymMHam He o6cnefoBaH);

3) MO3auuu3M y OHOro U3 poauteneii No XpOMOCOMHOM aHoMasnu;

4) BO3AENCTBME MyTareHHbIX (DaKTOpoB (MOHU3MPYHOLLEN paguaunmu,
LUTOTOKCMYECKOI Tepanuu, npoddecCroHasIbHO-NPOU3BOACTBEHHbLIX Bpes-
HocTeli 1 T.4.) Ha 04HOro NN 06oMX poauTenen;

5) a Takxke nedeHne matepu ot 6ecniogms, T.K. MpU 3TOM MOryT UMETb
MEeCTO CTPYKTYPHble U3MEHEHWS B ooumuTax, npegpacnonararolime K aHeyn-
nongmam (Eichenlaub-Ritter Il. et al., 1988).

OpMEeHTUPOBOYHbIM NoKasaTenemM MOXET C/AYXUTb onpefeneHne asb-
(ha-theTonpoTenHa B KpoBu y 6epeMeHHON Ha 14-16 Hepn. 6epeMeHHOCTH,
T.K. B 7% c/fly4yaeB oTMeyvatoTcs AedekTbl HeBpasibHol Tpybkm (Moore C. et
al., 1988).

MepeuyncneHHble Bbille (haKTOpbl ABMAITCA NoKasaHWeM ANs nposeje-
HUS aMHUOLLEHTe3a C NOoCcNeAyoWmM nccnefoBaHNeM KynbTypbl KNETOK Ha
KapuoTtun n psga buoxmMmmnyeckux nokasartesnen (CMm. rna,y 2).

TPUMNOANN CUMHOPOM

TpunaovguM cUHAPOM — eAUHCTBEHHasi popMa naTosiorMM nAoua-
HOCTM, COBMECTMMAs C XMBOPOXAEHMEM, T.K. C/lydam TeTpaniongnn ypes-
BblualiHO pegku. BmecTe ¢ Tem, Tpunaouams — ofHa 13 Hambosee YacTbixX
MPUYMH CaMONPOM3BOJIbHBIX BblkuAbILen (o 20% BCcex LUTOreHeTUUEeCKUX
HapyLweHuin y abopTtycos) (Jlastok .., Nlypbe W.B., 1991).

[aHHbIX 0 NOMyNAUMOHHOM YacToTe TPUNIOUAMA HET, HECKOJIbKO Yallle
OHa OTMeYaeTcsl Y Ma/lburKOB.

3Tmnonorus. Bece cnyyan TpunionaMm — pesynbTaT BHOBb BO3HUKLLIMX
MyTaumii. ®opMMpoBaHue TPUNIONANY BbI3BAHO B OAHMX Cry4dasixX «Hepe-
AyKumeli» B Meiio3e | y ogHOro n3 poguteneid, B Apyrux — ¢ HapyLleHUneMm

339



BTOPOro AesfieHnss Meiosa, B TPeTbUX — C ON1040TBOPEHNEM ANLLEKIEeTKN
OBYyMS cnepMusiMu. oka3aHO OTLOBCKOE MPOUCXOXAEeHWe AOMOSHUTE b-
Horo Ha6opa xpomocom (Uchida I., Freeman V., 1985).

OCHOBHble AMarHoCTU4Yeckme MNPU3Haku: BblpakeHHas npeHaTaslb-
Hasa runonnasus (npu bbix cpokax 6epeMeHHOCTU Macca He npesblaeT
2000 r), MHOroo6pasne NOPOKOB Pa3BUTKA, BK/IOUAS HexXapaKTepHble A/is
XPOMOCOMHOV naTtofiormmM (CNMHHOMO3rOBble TPbDKKW, rMnonnasvs Hagno-
YeyHVKOB, OUCTeHe3us1 roHasd), creunduyeckne M3MeHeHUs nnaueHTbl
(pe3koe ee yBenuueHve — MNOAO-NNALEHTAPHbIA MHAEKC COCTaBfsieT B
cpegHem 0,40, 4To NoYTK BABOE BOsIbLUE HOPMbI; O4aroBasi NCeBAOKUCTO3-
Has fgereHepauusi BOPCUH XOPWOHA, TMCTOMIOrMYeckn — nposmdiepauns
KNeToK CTPOMbI W 3NUTEIMasIbHbIX K1EeTOoK).

KnuHuka. [etn ¢ CMHAPOMOM TPUMIOUAMM POXOAOTCHA OT 6epemMeH-
HOCTW, NpOTEeKalLLei

1) ¢ ABNEeHNS MU MHOrOBOANS;

2) ¢ TSKEeNbIM TOKCMKO30M,;

3) C pe3knM MOBbILLEHNEM YPOBHA XOPUa/IbHOr0 roHaAo0TponuvHa.

Mpy OOHOLIEHHO 6epeMeHHOCTM Macca geTeil He npesbiwaeT 2000 r,
npu HeAOHOLLEHHOW — OHa B cpegHeM coctasnseT 1300 r.

BHellHe BecbMa xapakTepHbl 60/blUne pa3Mepbl 3aaHero (Masioro) po-
OHVYKa, rMnepTenopusM, Nnopoku rnas (MukpoTanbMus, KOsI060Mbl, NO-
MyTHEHME POroBULbI, KaTapakTa), paclienuHbl rybbl 1 Heba, CUHTaKTUANA
-1V pexe lI-Ill kKucTeld n cTon, KAMMTO- U KNNHOLAKTUANSA KUCTEN, UHOraa
apTporpunos, KoconanocTb.

MHoroo6pasHble NOPOKM Mo3ra: uuknonus, uebouedanus, rugpoueda-
nnga, areHesvs MO30/IMCTOrO Tena, rMnonaasns Mo3xeuka, nnccaHueda-
nuna (Taccone F. etal., 1981).

Mopokun cepgua, XOTa U BCTpeYaloTcs Y NONOBUHBbI 60SbHbIX, CNEKTP UX
HecneundnyeH — npeobnagatoT AedieKTbl Neperopook, N30MpoBaHHbIe
UM B COYETAHUM C aHOMasIMSIMU KPYMHbIX cocygoB (Slastok I.U., Jlypbe
W.B., 1991).

Cpean pasHoo6pa3HbiX MOPOKOB MOYEBOW CUCTEMbI Yalle BCEro npu
CUHOPOME TPUMNJIOMAMM BCTPeYaeTCsa KUCTO3Has OUCMIasus NoYek.

M3peaka HabNoOaloT v NOPOKN XeyAo4HO-KMLLEeYHOro TpakTa, B vac-
THOCTW, areHe3uto XesT4HOTo My3bIps.

AndbdhepeHumpoBaTb NpUXoANTCA € APYTMMU XPOMOCOMHbBIMU CUH-
Apomamu.

OpfHako npu nosHoi doopme Tpunaongmm (OHM No YactoTe npeobraga-
l0T) XapakTepHOe COoYeTaHMe BHELLUHUX U BUCLLEpPa/IbHbIX MPOSIBIEHUIA C
y4yeTOM nepuHaTas/ibHOro aHaMHesa aeT BO3MOXHOCTb AMarHoCTupoBaTb
3TOT CUHAPOM 6e3 Kapmonormyeckoro noarsepxaeHns. ®eHoTunuyeckne
NPOSIBNIEHMS MO3auU4HOM TpUMNJoMaMM BecbMa BapbUpYKT, YTO co3gaet
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3HauuTeNbHble AndddepeHLnanbHO-AMarHocTuYeckne TpyaHOCTU, CHUMa-
emble LMTOreHeTUYeCKMM KCCnefoBaHueM: Y MaslbYUMKOB 0ObIYHO Kapuo-
T™mn — 69, XXY; y geBoyek — 69, XXX.

JleueHne HeahheKkTUBHO.

MporHo3 3aBucuT OT hopMbl Tpunaonaun. MNpu NonHow opme CUHAPO-
Ma nporHo3 quo ad vitam abcontoTHO HebNaronpUATHLIA, 60/bHbIE Nornba-
0T B MepBble Yacbl UKW OHW MOC/e POXAEHUSA U pefko AOXMBAKT A0 5-6
mec. (Faix R. et al.,, 1984). MNpn mo3auuM3mMe OMMCaHbl Cryvyan gaxe y
B3POC/IbIX.

Meanko-reHeTM4YeCcKoe KOHCy/ibTUupoBaHune. CpefHuii Bo3pacT marte-
peit 1 0TLOB 60/IbHbLIX C CUHAPOMOM TPUMIOMAUN He OT/IMYaeTcs OT obLue-
NonynsLMOHHOI0. TakK Kak pUCK NMOBTOPEHUSA CUHAPOMA HUYTOXEH, OJ1A
nepBUYHOM NPOCONNIAKTUKN POXAEHMA pebeHKa MOryT 6biTb MCNONb30BaHbI
nepeyncrieHHble Bbilwe (CM. KWHKKY) hakTopbl pucka W npeHaTtasibHas
AvarHocTuka. locnegHas npu ueneHanpasfieHHOM 3Xorpadmuyeckom
nccnefoBaHnv nioga MoXeT BU3yann3npoBaTh XapakTepHble NOpoKM pas-
BUTMS (60MbLUMX Pa3MepoB 3aJHUA POAHUYOK, LMKIONWS, CMMHHOMO3rO-
Bble FPbDKbl, rMMAOMIa3na HaAMOYEeYHUKOB, pe3Koe yBenuyeHne pasMepos
nnaueHTbl, NCEBAOKMCTO3HAasA AereHepalusi BOPCUH XOPWOHA). B COMHuU-
Te/IbHbIX CyYasx KapuoTUNUPYHOT NIoA4.

MponoHrnpoBatb 6epeMeHHOCTb NpU MOJSIHOW hopMe TPUNIoOUAUM He-
uenecoobpasHo.

BO/IbPA-XNPLLUXOPHA CMHOPOM

Bonbha-XupwxopHa cuHgpom (U. Wolf, 'epmanus; K. Hirschhorn,
CLLUA) — cMMNTOMOKOMMJIEKC, CBS3aHHbIA C Aeneuueli KOpoTKoro nieva
XpoMocombl 4 (cuHgpom 4p ).

MonynsunmoHHass 4yactoTta cuHApoMa He npesblaeT 1 cnydas Ha
100000 (J1astok I.W., Jlypbe W.B., 1991). Jiuua XEHCKOro nosa nopaxaroT-
CA B NosiTopa pasa uaLle, Yem MYXCKOro. NpuynHbl 3TOro npeobnagaHns
HesACHbI.

OTuonorusa. FeHeTnyeckas npupoga 3aboneBaHWs He Bbi3blBaeT CO-
MHEHWIA, OHAKO MPUYMHbI YTpaTbl YacTU mMaTepuana KOpPOTKMX Mfey Xpo-
MOCOMbI 4 Npy HOPMasibHbIX KapuoTunax poauteneil He YCTaHOB/IEHbI.
«KpuTnyeckum» ans BO3HVKHOBEHUS CMHAPOMA SIBNSIeTCA yTpara cerMmeH-
Ta 4pl6 (Lurie I. W. et al., 1980; Wilson M. et al., 1981). NMoMnmo Tak Ha3bl-
BaeMbIX MPOCTbIX Aeneuuid, onMcaHbl cnyyan cuHapoma Bonbda-Xup-
LLUXOpHAa B pe3y/sibTaTe CeMeHbIX (Y MaTtepei unm oTLoB) U Cnopagnyeckmx
TpaHcnokaumii, nHBepcuin, nHcepuuin (Jlastok .M., lypoe WU.B., 1991; Nara-
hara K. et al., 1984).
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BnepBble cMHAPOM onucaH B 1965 r. rpynnoil HEMELKMX FreHeTVKOB BO
rnase ¢ U. Wolf 1 amepukaHcknmun unccnegoBaTtensmu, BO3rnas/isieMbIMu
K. Hirschhorn, He3aBucumo gpyr ot gpyra.

OCHOBHble K/IMHUYeCKue Npu3Hakn: rpybas 3agepxka ncuxomoTop-
HOro u oM3n4ecKoro pasBuTUs, AUCNNaCTUYECKUii CUHAPOM € MUKpoueda-
nneli, acMMmeTpuein Yepena, rmnepTenopnsmMom, KIH0BOBUAHLIM HOCOM;
uuTOreHeTMyYeckoe NoATBepxaeHne — 4p .

KnunHuka. et ¢ cmHgpomMoM Bonbga-XupLluxopHa poxgatoTcs 0b6blu-
HO Y MOJIOAbIX poauTeneil OT HOPMasbHON NO MPOAO/HKMUTENBHOCTU Gepe-
MEHHOCTM, XOTS ONUChIBAIOTCA CryYaun npexaeBpeMeHHbIX poaos (LpirmHa
B.A., BenknHa B.B., 1991), ¢ BblpaXeHHOI NpeHaTas/IbHOW rnnonaasven
(macca Tena okono 2000 1, pocT meHee 47 cm).

B nepvone HOBOPOXAEHHOCTW obpallaloT Ha cebs BHYMaHue yrHeTte-
H/Ve 6e3yCc/ioBHbIX pedi/IEKCOB U CHWKEHME MbILEeYHOro TOHyca, B Aaslb-
HelilleM BbISBNSAETCA 3afepXka (phrn3myeckoro 1 ncuxXoMOTOPHOro pasBu-
TUSA, YacTo HabnaaTCsa Cyaoporu.

XapakTepeH BHeLWHWI BUA, pebeHka ¢ cuHgpomom Bosnbgda-XupLuxop-
Ha. bonee 4yem y NoNoOBMHbI GOMbHLIX BbISBASAIOTCA acMMeTpus yepena
(100%), mukpouedbanma (92%), runeptenopusmMm (90%), BbicTynarwoLlee
HagnepeHocbe (68%), KIOBOBUAHBIA HOC (67%), MukporeHus (77%), ae-
(hOPMUPOBAHHbIE, HU3KO PACMOSIOXKEHHbIE YLLIHbIE PakoBUHbI (86%), n3lme-
HEeHUS B KOCTHOMbILLEYHON cucteme (th/iekcopHOe NosoXeHne KUCTeWn, Ko-
coslanocTtb, pgedopmMauus CTOM, CcakpaslbHblii CUHYC-Haslndme B
KPecTLLOBO-KONYMKOBOI 06/1aCT BOPOHKOOBPA3HOro yriy6ieHns) u 8 nos-
0BOli chepe (rmnocnagns, KPUNTOPXU3m).

HeckonbKo pexe, YyeM BblLIENepeyncrieHHble NPU3HakM, HO Toxe [A0-
CTATOYHO YacCTO BCTPEYAKTCS 3MUKAHT, aHTUMOHIOMIOMAHbIV pa3pes rnas-
HbIX Lienei, MukpodTasibMus, Kocornasme (Yawe pacxogsiieecst), BbICO-
Koe «roTuyeckoe» Hebo, pacLienuHbl ryobl n Heba, KIMHOAAKTUAUSA
MU3NHLIEB, reMaHrMoMbl KOXW, NpeaypukynsipHble CKIaaku YLIHbIX Pako-
BWH, NaxoBble rpbixu, gucnniasva Ta3obedpeHHbIX CycTaBoB U T.4.

Cpeamn BHYTpPEHHMX OpraHoB 4allle BCero nopaxawTtcs cepgue (cen-
TaUlbHble AedeKTbl U Ap.) ¥ NOoYKKM (rMnonnaasus, KUCTo3Has Aucnnaasus, no-
JINKUCTO3 MOYeK, areHesus rnoyek, TazoBas AUCTONUSA, YABOEHME YalleyHo-
NIOXaHO4YHOI cucTembl U T.4.). Pexe obHapyXvBatOTCA MOPOKM pasBUTUSA
KeNyao4yHO-KMLWEYHOro Tpakta (06was 6pbbkelika, NogBwkHas crienas
KMLLKa, annasus XXesyHoro ny3bips) U LeHTpasibHOW HepBHOW cuctems (rn-
nonnasns Mo3xeuyka, Heopa3BuUTME ero YepBs, areHe3us Uy runonnasms
MO30/IMCTOro Tena).

Vi3meHeHMAa aepmaTtorinukn HecneumguyHbl — nonepeyHas na-
[OHHaA cknafjka, ANCTaUlbHbIA OCeBOlM TpUpaauyc, CriakeHHOCTb Aep-
MaUibHbIX rpebeLlkoB, npeobnagaHne NpocTbIX Ayr Ha nasbuax.
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OndbdepeHumarnbHbIl AuarHo3 KINHUYeCKU NPoBOAUTCH CO MHOMMMM
CMHAPOMAaMMN MHOXECTBEHHbIX MOPOKOB Pa3BUTUSI XPOMOCOMHON 3TUO/O-
M1 (CMHOPOMBI «KpUKa KOLLKM», Matay u Ap.) U HEXPOMOCOMHOrO reHesa
(cmHapombl PybuHwTeHa-Tenbn, Cmuta-lemnm-Onutua u 1.4.). OgHako
ANns oKoH4YaTesnbHOl anddrepeHLMaumn n NOATBEPXKAEHMS AMarHO3a CUH-
Apoma Bonbgha-XupLixopHa 06a3aTesibHbIM SABASIETCS LMTOreHeTU4eckoe
ob6cnefoBaHue 60/1LHOTO U ero poanTenein. MNpuvep kapnoTuna npobaHaa:
46, XX, del (4) (p 14 pter) (UpirnHa B.A., BenknHa B.B., 1991).

JleyeHne cuMmnToMaTuyeckoe.

MpOrHo3 Ans NCUXMYECKOro pa3BuTusa Bceraa HebnaronpusTHbli. Mpo-
OO/MKNTENBHOCTb XMN3HWU 3aBUCUT OT XapakTepa MOPOKOB BHYTPEHHUX Opra-
HOB. BONBLLINHCTBO 60J/IbHBLIX MOrMGal0T Ha NEPBOM oAy XM3HU. OCHOBHbIE
NPUYMHbI CMEPTU — HEAOCTATOYHOCTb (DYHKUMIA AedheKTHbIX OpraHoB U
cucTtem (cepgua, nodyek), a Takke NHEBMOHMWSA, B psife CrlyyaeB acnvpalu-
oHHasa (Nastok .U., Nlypbe WN.B., 1991).

MeOuKOo-reHeTUYeCckoe KOHCY/bTUpOBaHue. Poautenei, nMerLmx
pebeHka ¢ cuHapoMoM Bonbgha-XnpLixopHa, HeobXoouMO KapvoTUNUpOo-
BaTb. [py HOpMa/SIbLHOM KapuoTUMe y poauTeneii pyck NOBTOPHOIO PoXAae-
HUsi pebeHKa ¢ AaHHbIM CMHAPOMOM BeCbMa HU30K; NPU U3MEHEHUSX Kapu-
oTMnay poauTteneli (TpaHC/oOKaLmMin 1 T.4.) PUCK CYLLECTBEHHO BO3pacTaeT.

MpeHaTanbHas gnarHocTuka. lMokasaHuem K LeseHarnpaB/ieHHOM
npeHaTasibHOM AuMarHocTuke nnoga sABASTCS:

1) Hannuve B cembe pebGeHka C KapuoTunom 4p', 06yCc/iIoBNEHHbIM He
CnopaguyeckMmMmn, a CeMenHbIMU TPaHC/oKauusiMy, UHBEPCUSIMU, WHCEep-
UMAMKU (Ha OCHOBE KapuOJIOTMYECKOro aHanm3a pogutenei);

2) Hannune y ByayLmx poauTenen, ewe He UMELWMX AeTen, Takux 13-
MEeHeHWl B kKapuoTune, KoTopble ObIM yKasaHbl Bbllle;

3) NOBTOpPHbIE CMOHTaHHbIE abOPThI Ha PaHHMX CPOKax B aKylLIepCcKOM
aHaMHe3e XEHLLVHbI.

CVMHOPOM «KPUK KOLUKWM»

CuHApOM «KpUK KowKu» (cri du chat), — cumnTOMaToKoMmekc, B Oc-
HOBE KOTOPOro /IEXMUT Aeflelns KOPOTKOro nneva XxpoMocombl 5 (CUHAPOM
5p).

B 1963 rogy thpaHuy3ckme uccnegosarenu J. Leijeune n coaBT. onuca-
I BPOXAEHHbI KOMM/IEKC MOPOKOB pa3BUThA y aetell ¢ HeObbIYHbIM coYe-
TaHWeM 4YepenHo-/IMLEBbIX AMCMIa3niA U XapakTepHbIM naadvem, Hanomu-
HalWUM Kowadybe MsyKaHbe, Npu KOTOpOM Obl1I0 O6HapyXeHOo
YKOpOYeHUEe nieya OA4HOM 13 XPOMOCOM rpynnbl B. B ganbHerweM, korga
6bl/1 YCTAHOB/IEH LIUTOreHeTU4Yecknii npusHak — 5p' — aToT cuHgpom 6na-
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rogaps Hambonee BbipasnMTe/IbHOMY NPU3HAKy — HEOObIYHOMY naavy —
CTanM MMeHoBaTb CMHAPOMOM «cri du chat» (ppaHL., «KPUK KOLUKU» Wan
«KOLLAYbEro KpuKa).

MonynsaumoHHasa yactota no gaHHbiM E. Niebuhr (1978) cocTtaBnsert |
cnyyain Ha 45000 poxaeHuid. (JleBOYKM NOpaKarTCsA HECKOsIbKO yalle
Ma/ib4MKOB). DTO Hambosiee 4acTo BCTPEeYarLWUNCs CUHAPOM, CBA3aHHbIN
C Aeneumsmmn ayTocoM.

OTnonorvs. B 60MbLUMHCTBE C/lyvyaeB CUHAPOMA «KPUK KOLLKM» «He-
XBaTKa» reHeTMYecKoro Marepuana Bo3HVKaeT BCNeACTBME «MPOCTOl» Ae-
nleuun XpoMocoMebl 5 B rameTax 04HOro 13 poauTesneit npobaHaa ¢ yrpatoi
oT 1/3 po 1/2 onvHbl ee KOPOTKOro niedya. YTpaTa BCero KOpoTKOro njaedya
nnbo ero HeboNbLIOrO (hparMeHTa BCTpeyaeTcs pefko. Mo MHeHWo aBTo-
poB (/lastok .., Nlypbe WN.B., 1991; Niebuhr E., 1978) ocHOBHO€E 3Ha4YeHue
B pasBUTUM MOJSIHOTO K/IMHMYECKOrO KOMIMJIeKCa CUHAPOMA «KPUK KOLLIKW»
nmeeT He abCosOTHbIN pasMep yTpaTbl KOPOTKOro fJjevya XPoMOCOMbI 5, a
XapakTep yTpayeHHOro y4dacTtka, ocobeHHO y4acTtkoB 5p (15.1-p15.2) |
5p(14), 5p(Il).

BcTpeuatoTca Mo3auuusm no geneuuu 5p unum obpasosaHue KosbLEBOWA
XPOMOCOMbI 5, a Takke TpaHcnokaumm (B 10-15% cnyyaes) yHacnenoBaH-
HOro UM CropagmyecKoro xapakrepa.

KaproTtunbl poauteneii 60/bHbIX C CUHAPOMOM «KPUK KOLLUKW» Yalle
BCero HopmasibHble (JemuHuesa B.C., emuHa H.E., 1991), ogHako moryt
ObITb Y OOHOTO M3 HUX (poauTeneii) cbaslaHCUpOBaHHbIE TpaHCIoKauun
WM Mo3amumsm no aeneuuun 5p.

OCHOBHble K/IMHUYECKUE MPU3HaKWU: M1ady B NepBble MeCsLbl XU3HW,
HanoOMVHaKLNIA KoLavbe MsykaHbe; Mukpouedanus, 3aepxka yMCTBEH-
HOro pasBuUTUSA, LMTOreHeTu4yeckoe noaTsepxaeHne — 5p’.

KnuHuka. et ¢ cuHapomMoM JlexeHa poxgaloTcs y poauTeneli o6biy-
HOro Bo3pacTta (Koppensaums 4acToTbl POXAEHNS 60/bHbIX C BO3PACTOM po-
AvTeneli He yCcTaHOBMEHA) OT HOPMAa/IbHOW MO MPOAO/DKUTETbHOCTY Gepe-
MEHHOCTM C NpU3HaKkamu npeHatasibHOM runonnasuun (HM3kMe macchl Tena
1 pocT). OnucaHbl criydan npexaeBpeMeHHOro poXxaeHus getei ¢ CUHAPO-
MOM JlexeHa.

B nepuoge HOBOPOXAEHHOCTW U B MepBble Mecsubl XU3HU obpalialoT
Ha cebs BHMMaHue siyHoobpasHoe /iMuo, MbilleyHas rMNoTOHNUA U «KoLla-
UM KPKK», KOTOpble 3aTeM (Mocse 1-ro roga) NoIHOCTLI0 UCHE3atoT.

[na 60MbHbIX XapakTepeH BHeLUHWi BUA, U CUHAPOM AUCNNACTUYHOCTU:
MuKpouedanmsa gonmxouedanbHon oopMbl C BbICTYNAKLWUMK STOGHBIMA
BGyrpamu, acMMMeTpus yepena, rmnepTesiopnaM, aHTUMOHIO/IONAHbIA pas-
pe3 rnasHbiX LWesein ¢ onyLeHHbIMU HapyXHbIMW YriiaMu, HU3KO pacnosio-
XeHHbIe 1 AeOopMUPOBaHHbIE YLLIHblE PaKOBWHbI, BbICOKOE «TOTUYECKOe»
He6o, pacwenneHme rybbl n/unm Heba, KOpOTKas Les, KINHOZAKTUAUSA,
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rPbDKM — 6eNoi NNHUKN XUBOTA, NaxoBble; KPUNTOPXMU3M, Hepeako rmnoc-
nagusi. Co CTOPOHbI OMOPHO-ABUraTeNIbHOro annapara — CUHAAKTWIMS
CTOM, KOCO/1anocTb, NJIOCKOCTONUE, CKONO3.

UacTo nopaxaeTcs opraH 3peHusi: kocornasue, rnasHbIM 06pa3om pac-
xogasuieecs (60-70%), N3MEHEHNSI HA T1a3HOM [HEe — ouarn AenurMmeHTa-
UMK ceTyaTky, aTpodms 3pUTEsIbHOTO0 HepBa.

Ye B rpyZHOM BO3pacTe BbISIB/IAIOTCHA OTCTaBaHUe B NCUXOMOTOPHOM 1
hr3nyeckoM pasBuTUM, OTMEYAETCS CK/IOHHOCTb K MHOPEKLMOHHbIM 3a60-
NeBaHVSIM BEPXHUX AblXaTeNbHbIX nyTeit. MocnegHee, cuuTaeTcsl, 0byc-
JIOBNIEHO BPOXAEHHbIMW OCOGEHHOCTAMU CTPOEHUS TOpPTaHW (MasleHbKUiA
BAMbIA HAATOPTaHHKK 1 Ap.), KOTOpblE ONpeAensoT Takke u cneumdguyec-
Kuin Tembp ronoca.

Cpean aHomanuii pasBUTMS BHYTPEHHUX OpPraHoB, KOTOpbIE B LE/IOM
CpaBHUTE/IbHO Pefiku, Haubosiee 4acTo BCTPeYalTCA MOPOKM cepaeyHo-
COCYAUCTON cUCTEMbI (OTKPbITLI apTepuasibHbIi NPOTOK, CenTasibHble Ae-
oekTbl), NoYek, rosIoBHOro Mosra (NOMMMO MuKpouedanuu, OTMEYEHbI
apviH3HLUedanns, MAKPOrMpust 60MbLUNX NOYLLAPUIA, TMNONAa3us MO3Xeu-
ka, BHYTPEHHSIA ruapouedanns), NHOrAa Xenyg04HO-KULLIEYHOTO TpakTa.

Jepmartornmdvka umeet ceou Hecneuudmyeckne ocobeHHoCTN — no-
nepeyHas ckiajka Ha 06emx NnafoHsAX, AUCTaslbHbIA TpUpaguyc 4acTto oT-
CyTCTBYeT.

BroxmmMmuyeckoe ob6cnefoBaHne G0MbHLIX MOXET BbISBAATb O/IMTE b-
HOe coXpaHeHve LUMPKYNsauun B KPOBM heTas/ibHOro reMor/iobuHa, HeKoTo-
Pyl rMnoasibbyMmMHEMUO, YMEPEHHYI0 rMnepaMuHoalmMaeMui0 1 amuHoa-
unayputo.

LinToreHeTmueckoe nccnefoBaHUe OOMKHO 0653aTeNlbHO NOATBEPAUTL
KMHWYECKMIA AnarHo3 3abosieBaHus. MNpuuemM, Hepeako nNpu pyTUHHOM UC-
cnefioBaHUM 5-1 XpOMOCOMa MOXET KasaTbCs WMHTaKTHOW, 4To Tpebyet
NPUMEHEHNS MEeTOA0B ANdEPEHLNPOBAHHON OKPACKU XPOMOCOM, KOTO-
pble 1 BbISIBASKOT AeNeUnto, TPaHC/I0Kauuo, KObLEBUAHOCTb WU UHbIE
BapyiaHTbl NATO/IOMUK COOTBETCTBYIOLLE XPOMOCOMBI.

JnddepeHymanbHbI AnarHo3 criegyet NpoBOAUTb C CUHAPOMOM
Bonbha-XupLixopHa (4p ), ApyrMMu KOMMeKcamu MOPOKOB pa3BUTHUS,
BK/IHOUAIOLLMX MpeHaTaslbHyH TMnonaasuio, Mukpouedanmio, rpyoyto 3a-
OEPXKY NCUXOMOTOPHOIO U (OU3NYECKOro pa3BuTKs, CTUIMbl AN33Mbprore-
He3a, rMnocnagnio, XPOMOCOMHOIO 1 HEXPOMOCOMHOIO reHe3a. OKOHua-
TeNbHbI AMarHo3 MOATBEPXAAKT AaHHble KapuOJsIOTMYEecKoro aHaamaa.
Mpumepbl KAPMOTUMOB AeTell C CMHAPOMOM «KPWK KOLIKU»: 46, XX, del (5)
(p 15.3  pter); 46, XY, del (5) (p 11.2 -> pter).

NeyeHne cumnTomMaTMyeckoe.

MporHo3 A/1s NCUXOMOTOPHOro pa3BuTUS HebnaronpuaTHbIA. Mpopon-
XUTEJIbHOCTb XU3HU AeTell ¢ CMHAPOMOM JlexeHa He ycTaHoBrieHa. [1o

345



OaHHbIM .M. Na3toka v N.B.Jlypbe (1991) nuiwib oKono 14% 60MbHbIX NMe-
t0T BO3pacT cTaplle 10 neT. Hanbonee yacTble HENOCPeACTBEHHbIE NMPUYK-
Hbl CMEPTU — WHTEPKYppeHTHas MHAeKuns (MHEBMOHUS) U CepAeyvHO-Co-
cyancTasl HejoCTaTOYHOCTb NPU BPOXAEHHbIX NOpOKax cepaua.

MenOunkKo-reHeTU4YecKoe KOHCY/NbTUpOBaHue. PoauTtenu, umerowme
pebeHka ¢ cuHAPOMOM JlexeHa, noanexar KapuoTunupoBaHuw. Ecrim y
poavTesnieil HopMasbHbI KapuoTWn, TO PUCK MOBTOPHOIO POXAEHUSI Pe6eH-
Ka ¢ AaHHbIM CMHAPOMOM O4YeHb MasioBeposTeH. Hannune mosavumama no
Aeneuun unm cbaaHCMpPOBaHHONM TpaHCNOKaUMK Y OAHOMO M3 HUX cyllec-
TBEHHO MOBbLILIAKT 3TOT PUCK.

MpeHaTasibHas AuarHoCTUKa. MaccoBblii Y3-CKPUHUHT 6epeMeHHbIX
XEHLMH efBa N1 MOXET NOMOYb B BbISIBJIEHUN N/I0A0B C AAaHHbIM CUHAPO-
MOM, T.K. TPy6bIX cneumdmnyecknx aHoMasimin BU3yasim3npyemblx nccneno-
BaTesiemM B paHHWe CpokM 6GepeMeHHOCTU npakTuyecku He 6biBaeT. Hanbo-
nee VHOPMAaTUBHBLIM SIBSIETCA ONpeAesieHne Kapuotuna nnoga nytem
aMHMOLeHTe3a 1 NocnenyroLllero NccnefoBaHnss aMHUOTUYECKUX KETOK.
ABCOMIOTHLIMM MOKa3aHUAMU A1 Takol LesieHanpaBfieHHOV npeHaTasib-
HOW AMarHOCTUKN SABNSAKTCA Nepeync/IeHHbIE Bbllle LUTOrEHETUYECKME Ha-
pYLLEHMS B KAPMOTUNE CYMNpPY>XECKOWN napbl.

OPBEJ/IN CMHOPOM

Op6enn cUHAPOM — CUMNTOMOKOMIIEKC, MPY KOTOPOM LMTOreHeTu-
Yeckn BbISBNSieTCA Aeneuust OJ/IMHHOMO njedya XpoMOCOMbl 13 (CMHOPOM
13q).

MonynsaumoHHasa yacTota CMHAPOMA He YCTaHOB/IEHA, /MLa MYXCKOro ¢
YXEHCKOr0 nosia NnopaxxarTcs ¢ OAMHAKOBOW YacTOTOA.

3TronormsA. NpuumHel yTpaTbl YacTu reHeTUYecKoro marepuana annH-
HOro nneva XpoMocombl 13 npy HOpMasibHbIX KapuoTunax pogutenei oc-
TalTcA HesAcHbIMU. [eneumn 13q ObiBatoT Kak cnopagnyeckumm (BO3MOX-
HO MyTareHHOro NpovCXOXAEeHWs), Tak 1 yHacnenoBaHHbIMU (BCrieacTBue
TpaHC/0KaUnin UM MHCepUMii y 04HOTO U3 poguTeneit); KonbueBble XPOMO-
COMbl — MpPaKTUYeCcKn Bcerga pesysbTaT BHOBb BO3HWMKWNUX MyTauuii (Jla-
30K .N., Nypbe WN.B., 1991).

Jeneunn 13g MoryT 6biTb UHTEPCTULMEIbHBIMA U TEPMUHANBHBLIMU, &
Takke, YTO caMoe CyL|eCTBEHHOEe, MOryT «MopaxaTb» pa3Hble€ CErMeHThI
OJ/IMHHOTO nneva 13- XpOMOCOMbI, YTO K/IMHUYECKU OTpaxaeTcs Ha Xapak-
TEpUCTUKE KOMIM/ekca aHoManuii. Tak, Hanbosniee NosHO K/IMHMKA CUHAPO-
mMa Opbenn «passopayvvBaeTcs» npu ytparte cermeHToB 13922 — g31. [e-
neuns, BoBnekawwas cermMeHT 13gql4, KIMHWYECKN NPOSBASETCA
peTUHO6/1acTOMO, KOTOpas pa3BMBaeTCH, Kak npaBwuio, Ha (DOHEe KOM-
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naekca Hecneuynguyecknx YepenHo-mueBbix guamopdumin (Francois J. et
al., 1983; Liberfarb K. et al., 1984).

B camocTOATENbHY0 HO30/10MMYECKy0 eanHULy cuHapoM Opb6enun 6bin
BblefNeH B Havasie 70-x rofoB U A0 BBEAEHMUS B LUTOreHETUYECKYHO Npak-
TUKY MeToAoB AndhdrepeHUMpOBaHHON OKpacku XPOMOCOM MMEHOBasICS
Kak «cuHapom geneunn O».

OCHOBHble K/IMHUYECKUE MNPU3HaKU: Mukpouedanns u TpUroHoLe-
hanus, nopaxeHme opraHa 3peHus (MUKpoTaibMusi, KOI060MbI, peTu-
HobnacToma), rmno- Wan annasus | nasblua KUCTWU, aHOPEeKTaslbHble NOPOKN
pa3BuUTKS; LMTOreHeTM4Yeckoe noareepxaeHne — 13q".

KnunHuka. letn ¢ cuHapomom Opbenn poxaatoTcsl 06bIYHO € NpU3Haka-
MW NpeHaTaNlbHON rMnonaasMn Kak npu AOHOLLIEHHOW, Tak U nNpu HeaoHO-
LLEHHOW UM NepeHOLLIEHHO 6epeMEeHHOCTMW.

Ye npy poxaeHun 1 B NepBble HeAenu u MecsiLbl XU3HN 06paLlalT Ha
cebsa BHUMaHne mukpouedanusa (100%), codeTarowasca ¢ TpuroHoueda-
nunei (Npu atom 106 NepexoauT B HOC, He 06pa3ys HOCOBOW BbIPE3KM) W
paHHVM KPaHMOCTEHO30M, a Takke BHeLUHVWe Npu3Haky AUCnAacTUYHOCTU:
rMnepTenopusmM, 3NMKaHT, aHTUMOHIO/IOVAHbIA pa3pes3 rnasHbIX Lenen,
LUMPOKas CrMHKa Hoca, BbICOKOE «rOTMYEeCcKoe Heb0», HM3KO PacrnosioXeH-
Hble 1 AedhOPMUPOBAHHbIE YLIHbIE PAKOBWHbI, MUKPOTHATUSI.

OueHb XapakTepHbl MPU3HaKN MOPaXeHUs1 opraHa 3peHusi (MUKpod-
TanbM, KON060MbI, KOcornasuve, kartapakra, peTmHo6nactomal), onopHo-
ABuraTenbHOro annapara (KopoTkas Liesl, runo- wan annasuvs | nansua
KUCTWM W/VNn NACTHOW KOCTWU, KNNHOAAKTUANS MU3MHLA, CUHAAKTUIUKU KUC-
Tei u/mnn cton, a Takke aHOopeKTa/lbHble aHOMaIun (HenepdopMpoBaH-
HbIA MM SKTOMMPOBAHHbIN aHyC, aTpe3ns NPSIMON KULLIKN).

MouTn BCcerga nopaxatoTCs rosI0BHOM MO3r (apuUH3aHUedanms ¢ areHe-
31eli MO30/IMCTOro Tesla U BHYTPEHHen rmgpouedannein, npo3aHuedanus,
rmnonnasus Mo3Xeuka 1 ero yepss, 3aTbl/IOYHOE SHLUedanouene n gaxe
aHsHuedanmsa n ateneHuedganms) (Zergollern L. et al., 1983; Wilson G. et
al., 1986; Towfighi J. et al., 1987), cepgue, Xeny[no4HO-KNLLEYHbIA TpakT
(HapylweHVe noBopoTa KMULIEYHMKA, KULLeYHble aTpesuy Ha pas/fiIMyHOM
YPOBHE), NMOYkM (areHesusi, runonaasvsi, KUCTO3Hble AWCnaasuu, rMapo-
Hedpo3 ¥ Ap.), NOMoBble opraHbl (rMnocnagus, KPUNTOpXvM3m) BM/IOTb A0
ncesgorepmacpoamTusma.

[nsa Bcex peteit ¢ cnHgpomoM Opbenn xapakTepHa riaybokas oamrog-
peHnsi, BO3MOXHbI NOTEPsi CO3HaHWS, CYLOPOrN.

MoueyHasi naTosiorMst Hepeako MaHUAIECTUPYETCA OTekamu, apTepu-
aIbHON TMnepTeHsneidl, MOYEeBbIM CUHAPOMOM (MPOTEUHYPUS) 1 OC/IOXHSI-
€TCsl XPOHNYECKON MOYEYHOW HEef0CTaTOYHOCTbHO.

B TMNMYHBIX CAyYasxX KAUHWYECKOWN KapTuHbI (TPUroHouedanus, MUK-
podhTasnibMus, annasuvsa | nanbua KACTU NpU COXPaHeHWUW sly4yeBoli KOCTH,
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aTpesnsi aHyca), KOTOpble BCTpeuYalTCs HeyacTo, AMarHo3 COMHEHMWIA He
BbI3bIBaET.

B 60NbLUIMHCTBE cnyyaeB npuxoautcs avdpcpepeHumMpoBaTth ¢ CUHAPO-
mMamn XonT-Opama (pyka-cepaue), Mekkens (3aTblnouvHble 3HUedanoue-
ne-nonukncTo3 noyek), Cmuta-flemnn-Onutya( Mukpouedanns — CTur-
MblAM33MOpuoreHesa — runocnagus), ApyruMu CUHOPOMaMu HEXPOMO-
COMHOI 1 XpOMOCOMHOU 3TUOMOTNN.

LintoreHeTnueckoe obcnepoBaHue ¢ Ucnonb3oBaHueM auddepeHLm-
pOBaHHOI OKpackM XPOMOCOM MO3BO/ISIET MNOCTaBUTh OKOHYATE/IbHbIN K-
HUKO-reHeTMnyeckuii gnarHo3. MNpumep kapuotuna npobaHga: 46, XX, del
(13) (922 -> qter).

JledyeHune HeahhekTUBHO.

MporHos n3-3a 06unusa rpybbix, NOA4YAC HECOBMECTUMBIX C XU3HbIO Je-
heKkTOB MO3ra U BHYTPEHHMX OpPraHoB, Kak npaBu/o, He6GnaronpusiTHoIA. B
HeoHaTa/lbHOM nepuoae NPUYUHOW cMmepTu aeTell ¢ cuHapoMmom Opbenu
MOryT 6bITb aH-, aTeneHuedanus, KULLEeYHass HENPOXOAUMOCTb; Ha NepPBOM
rogy XumsHu — Nnopokun cepaua U NHEBMOHUSA, B 60see nNo3gHeM Bo3pacTe
— nporpeccupylole rnapouedaniss WM novyevyHas HefoCTaTOYHOCTb
(Nastok I'.L., Nypbe W.B., 1991).

MeOuVKO-reHeTU4YeCcKoe KOHCY/IbTUpoBaHme. MNpu HopMaslbHOM Kapu-
oTune pogutenein 60nbHOrO0 pebeHka ¢ cmHagpomom Opb6enn puck NoBTOpP-
HOro POXAEHUs BeECbMa HWU30K, HO Mpu mMo3aunumsme wim cbanaHcnpoBaH-
HOli TpaHcnokauuM y OfHOro M3 poavTesieil 3TOT PUCK CYLLEeCTBEHHO
Bo3pacTaeT. [103TOMy KapyvO/IOTMYECKUA aHa/Iu3 cembU, MMerLeid 60/1b-
HOro ¢ cuHApoMoM Op6esu, A0/MKEH ObiTb MaKCUMasIbHO MOJHbIM.

MpeHaTasibHass AuarHocTuka. lMpy MaccoBoM Y3-CKpuUHUHIE Gepe-
MEHHbIX XXEHLLUMH Yy na04a MOXET BbISABAATLCA KOMMIEKC MHOXECTBEHHbIX
NMOPOKOB Pa3BWTKS, YTO CamMo Mo cebe AO/MKHO ObITb NPeaMEeTOM /1S aHa-
Nn3a 1 pelleHns Bompoca 0 npepbiBaHUU UM COXpaHeHun AaHHol bepe-
MEHHOCTU. B COMHUTE/bHBIX ClyyYasiX, a TakkKe npy COOTBETCTBYHOLLMX U3-
MEHEHUSIX B KapuoTune OAHOro u3 poautener Oyayuiero pebeHka
nokasaHo MpeHaTa/ibHoe M3yvyeHue KapuoTuna naoga Nnbo AocpoYHoe
npepbiBaHNe 6epeMeHHOCTU M0 MEAULMHCKAM MOKa3aHUSIM.

LWEPELLIEBCKOIO-TEPHEPA CNHAPOM

LLiepeweBckoro-TepHepa cuHgpom (H.A.LLepeweckuit, CCCP; H.H.
Turner, CLUA) — cMMNTOMOKOM/IEKC, HabMOAaWNACA Y N, TNaBHbIM
06pa3omM, XeHCKoro nosna, (nepBrMyHas popma aroHagnsma), B OCHOBE KO-
TOPOro NIeXNUT NaTosiorM4yecknii Habop XpPomMocoM: Haubosnee TUNUYHANA Lu-
ToreHetTnyeckass gopopma — 45,X0O (MOHOCOMUA X; MOJIOBbIE XPOMOCOMbI
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npeacTaBneHbl TONbKO OAHON X-XpOMOCOMOi). ITOT CUHAPOM OTHOCUTCS K
OOHOI M3 caMbIX PacnpoCTPaHeHHbIX YMCNOBbIX XPOMOCOMHbIX aHOMasnii
— yacToTa ee cpean XnBOPOXAEeHHbIX cocTasnseT 0,1-0,4: 1000 (B cpea-
Hem 1 cnyvaii Ha 7700 nnm 1 cnyyaih Ha 3000-3500 HOBOPOXAEHHbIX AEBO-
yek) (JaBngeHkosa E.®. u gap., 1973; Jacobs P. et al., 1974; Hook E., War-
burton D., 1983; Smith D., Jones K., 1988). lNpn 3Tom HeobxoauMo
OTMETUTb, 4TO 99% 3auaTuii ¢ MOHOCOMMEN X 3IMMUHUPYETCS (TNaBHbIM
obpasom go 6 Hed. smbpuoreHesa), YTo cocTaBnseT npumepHo 1/4-1/5
cpeamn paHHMX camonpou3Bo/bHbIX abopToB (Lungbye T. et al., 1980; Has-
sold T., Chin D., 1985; Smith D., Jones K., 1988).

MpuynHbl MOHOCOMMUIA: Hambonee yactad — noOTeps OTLOBCKOW X-
XPOMOCOMbI Ha paHHUX CTaAusaX AefeHUsa 3uroTbl; gpyras npuynHa — ma-
TEPUHCKOEe MenoTuYeckoe HepacxoxaeHue 1 eAMHCTBEHHas X-xpomocoma
OTLLOBCKOrO NPOUCXOXAEHUA. B 3TUX cnyyasx yCTAHOB/IEHO, YTO MaTtepwu
abopTycoB ¢ KapuoTunom 45, X MMelT cpaBHUTE/IbHO MOJI0A40M BO3pacT
(oo 25 net), TOorga Kaky mMartepeil, UMeLLMX CaMOMPOU3BOJIbHbIE BbIKAbI-
LU abopTyCcoOB C HOPMa/lbHbIM KapuoTUMNoM, BO3pacT Konebnetcsa B npepn-
enax 25-35 ner.

Bnepsble KIMHUYECKYIO KapTUHY cMHApOMa onucan B 1925 r. TepaneBT-
aHAoKpuHonor npodheccop H.A.lllepeweBcknini. HesaBnUCMMO OT Hero B
1938 r. amepukaHckmii Bpad H.H. Turner, nogpo6bHO NpoaHaM3npoBaB
CYMMTOMATUKY Y 7 60MbHbIX, BbIAENNN XapaKTepHyo 18 3TOro CMHApomMa
Tpyagy: NosoBOM MHPAHTUNZM, KOXHbIE KPbITOBUAHbLIE CKIaAKU Ha Lee
Aecbopmaumio nokTeBbIX cycTaBoB (cubitus valgus ).

B 1948 r. 661 onucaHbl Nepsble criydyan 3aboneBaHns Yy MaslbUMKOB.
Kapvotun cuHgpoma 6bin naeHtudumumposaH 8 1956 r. P.Polani n coasrT.
Mo3gHee NOMUMO pPeryasipHO rOHOCOMHOM MOHOCOMUKN 45, X 6bINN BbISIB-
NeHbl LMToreHeTnyeckne BapmaHTbl CUHAPOMA CO CTPYKTYPHbIMU AediekTa-
MU X-XPOMOCOMBI: N30 — X — XpOMOCcOoMa No A/IMHHOMY nsiedy (Mpu 3ToMm,
Haps4y ¢ KOHOM XQi, CyLWecTByeT U MOHOCOMHBbIA KNOH — 45, X/46.XX qi),
heneunn KOpoTKoro niaeva Xp', geneunn oAMHHOIO nneva X', Konbuesble
X-XpOMOCOMbI, BCEBO3MOXHbIEe X/X TpaHCcnokauun u oparMeHTbl, a Takxe
XPOMOCOMHbI MO3auLIM3M C CyLLEeCTBOBaHNEM HOPMasIbHOrO KoHa (45, X/
46, XX — vy pgeBouek; 45.X/46, XY — y Ma/ibunKoB) n ap. (45, X/46, XX/47,
XXX; 45, X/46.XY/47, XYY u 1.4.).

OCHOBHble K/IMHUYECKUE MPU3HaKU: NOM0BOM MHMAHTUIM3M, nep-
BMYHaA aMeHopesi, HU3KUIA POCT, KOXHble CKIafK/ Ha Lee, BPOXAEHHbIe
comaTtuyeckue aHomanum (CepAeyHo-cocyamncTon, MOYENOo0BOW U APYrux
cucTem).

KnuHuka. ®eHoTunuyeckne nposiB/ieHNs CUHAPOMA MNOSIMMOPMHbI,
CTerneHb VX BbIPAXEHHOCTU 3aBUCUT OT MpPOLEeHTa aHOMaslbHOro K/oHa.
Yawie Bcero 3abonesaHve nposiBnsieTca B npenybeprtatHom U nyéeprar-

349



Puc. 78. KpbinosugHasa
Wwes ¢ TUNUYHOM
KOXHOWN CK1afKom

Y OEBOYKN C CUHAPO-

Mom LllepelueBckoro-

TepHepa
(dboToOrpacgmsa B3dTa
13 aTnaca
H.-R. Wiedemann
et. al.,, 1982)

HOM BoO3pacTe. BmecTe c TeM BaxHa paHHssl AMarHoctuka. C 3TON TOYKU
3peHns BHUMaHMe Ha cebsi JO/MKHbI 06paTuTh cneayolime NprU3Haku:

1) ppeHaTasibHasa runoniasnsi YMEpPEHHOW BbIPaXXEHHOCTU Npu poxae-
HUK B CPOK;

2) numpaTmyecknini oTek, 0COBEHHO XOPOLLO 3aMEeTHbIA Ha HWKHUX KO-
HeyHocTsx (y 40-80% 60/bHbIX);

3) kpblnoBuaHasa wes (pterigium coli) — wWupokas u KopoTkas wes ¢
LLUMPOKOM KOXHOW CKNaaKou, nayuieit oT cocLueBUAHbIX OTPOCTKOB K naevyam
(pnc. 78) (y 56% 60/bHbIX);

4) HeBpONOrMyeckne paccTpoiictea — obLiee 6eCnoKoNCTBO HOBOPOX-
OEeHHOro pebeHKa, HapylleHue cocaTeflbHOro pediiekca, CpbIrMBaHus W
pBOoTa «(POHTaHOMY;

5) oTcTaBaHue B pocTe (NPakTUYeckn y Bcex 60MbHbIX) U B psje cnyya-
€B B NCUXOMOTOPHOM pa3utun (y 16% 60/bHbIX).

OueHb xapaKTepHbIM SIBASIETCA BHELUHWU/A BUA M 06unane CTUrM AM33M-
6puoreHesa: OoTHOCUTE/IbHO 60/bllas rosioBa, Kpyrioe nuuo, 60sblioe
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pasBuTMe MbILL, N/IeYEBOro nosica, KoOpoTkas Les, HU3KWUA pocT Bonoc (y
73%) anukaHT (y 30%), rMnonnasvmsa uin rmneptTpodoms HOrTeBbIX NAacTu-
HOK (y 73%), MukporHaTtust (y 40%), «rotuyeckoe» He6o (y 39%), mpokas
(y 60%), nHorga BopoHKoOGpa3Has, rpygHas knetka (y 38%), natepasibHoe
pacnosioxeHne cCOCKOB, M3-3a cubitus valgus orpaHuyeHve pasrunbaTesb-
HbIX ABWKeHU (y 36%), MHOXECTBEHHble MUIrMeHTHble poauHKkn (y 35%),
nto3 (y 24%).

Mpu o6cnepoBaHnn MOXET BbIIBNAATLCA spina bifida, aHomanna Knun-
nenb-deiina u Ap. aHoManum NO3BOHKOB, 3a4epXKa sAep OKoCTeHeHus (40
ny6epTaTHOro nepuoga), OCTeonopos, aHoMaInn pebep, ykopoyeHne me-
TakapnasbHbIX U MeTaTap3asibHbIX KOCTEW, hasiaHr.

M3 nopokoB pa3BuUTUS BHYTPEHHWX OpPraHoB Hambosiee xapakTepHbl
aHoManim cocyaoB (KoapkTaumsi aopTbl, He3apalleHne apTepuasibHOro
NpOTOKa, CTEHO3 YCTbA aopThbl, NOYEYUHbIX apTepuin n ap.), a Takke gedekt
MEeXOKe Ty JO4KOBOM Neperopoakn, aHoMasvu noyek (nofkoBoobpasHas
noyka, runonnasvs noyek, yABOEHWE SIOXaHOK U MOYETOYHUKOB, rMapo-
Hetppo3) u 1.4. Y 20-50% 60/bHbLIX BCTPEYAOTCA CEHCOPHbIE HapyLUEHWS
(CHWXeHWe 3peHns u cnyxa), y 27% — apTepuasibHas runepTeHsus, obyc-
NIOB/IEHHAA Kak COCyANCTbIMY aHOMasIMsiMK, Tak U BereTo-cocyamcTon anc-
TOHUWEl HEepPO-TyMOpasibHOrO reHesa (CM. HUXe).

FoHagbl 60NbHLIX NpeacTaBieHbl COeAUHUTENbHOTKAHHBbIMU TshHKamu.
MaTka HefopassuTa, y 60NbLUMHCTBA — NEepBUYHAs ameHopes, B peakmx
cnydasix HabnogalTcsa HeperynspHble MeHCTpyauuu. Y yactu 60sbHbIX
Hapy>XHble NOJI0Bble OpraHbl Y AeBOYEK BbIMAAAT rMNonaasupoBaHHbIMU,
B psge cnyyaeB — MaCKy/IMHU3NPOBaHbl. BTOpWYHbIE MO/0BbIE NPU3HaKN
pasBuUTbl HEAOCTATOYHO: MOYTU HET Xesie3UCTOM TKaHW MOJIOYHbIX Xenes,
COCKWM HeJopasBuTbl, apeosbl y3kue, 0BOSIOCEHME Ha N106Ke cKyaHoe fimbo
OTCYTCTBYET.

Y 60/bHbIX MOryT OTMeYaTbCA MHOroobpasHble 3HAOKPUHHbIE pac-
cTpoinictBa (OXUPEHME, CaxapHblii AnabeTt), 00yC/NOB/IEHHbIE Heliporyma-
pasibHbIMW cABUraMu — MOBbILEHNEM FMNOTaNamMo-rMnogu3apHoOn akTne-
HOCTU, YBE/IMYEHMEM B KPOBU KOHLUEHTpauuv onnunkyiocTumynmpyoLLe-
ro, IOTENHN3NPYIOLLLEro, COMATOTPOMNHOIO U TUPEOTPONHOIO rOPMOHOB.

B ncuxuyeckom ctatyce 60/bHbIX, MOMUMO UMEIOLLECS NHOor4a Hepes-
KO BbIP@XEHHOWN WUHTEeNNEeKTYyasIbHOWM HeJOoCTaTOUYHOCTH, TNaBHY POSb WUr-
paeT cBoeobpasHbIii MCUXUYECKNIA MHEDAHTUIMZM C SADOPUENR, KXUTENCKNIA
NpakTMLM3M, No4YNHAEMOCTb, 6e4HOCTb abcTpakunin (Kasen B.W., 1975).

Y nnL, My>CKOro nona KanHu4yeckass kapTrHa cxoxa ¢ OnucaHHoO BbiLLe.
BHelHMe 1 BHYTPEHHWE MNOJI0Bble OpraHbl MOryT ObiTh rMNonaasnpoBaH-
HbIMW, HepeaKo BCTpeyaeTcs KPUMTOPXU3M, OObIYHO OAHOCTOPOHHWIA; B
noctnybepTtaTHOM BO3pacTe — /IMBMA0 CHUXEHO, 6ecnnoauve.
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Jepmatornndgumka npu cnHgpome TepHepa MMeeT 3aMeTHble 0CO6eH-
HOCTU: valle, YeM B HOpMe, BCTpeyaeTCcs fnornepeyHas nafoHHas ckiajka
W eOUHCTBEHHas cknajka Ha V nanble; oceBoi Tpunpaguyc t(t') pacnoso-
XeH guctanbHo y 50% 60/bHbIX; yron atd yBesmyeH, nafoHHble Y30pbl
oYyeHb 60/bLIVe, ANCTaNbHbIE NET/IM UK 3aBUTKM C 6ONbLUNM rpebHeBbIM
CUYETOM.

LintoreHeTnueckoe obcrefoBaHve saBnseTca obasatesibHbiM. OHO Bbl-
ABMSAET: Y AEBOYEK — XpoOMaTuHHeraTuBHOCTb (80-90%), kpnotun-45, X
WY OMUCAaHHbIE Bbille BapuaHTbl; Y Ma/lbYMKOB TaKke XpOMaTWUHHeraTus-
HocTb (100%), Hanbonee YacTblin Kapuotun — 45, X/46, XY; 45, X/46: XY/
47, XYY.

AndbdepeHumpytoT: ¢ Ynbpuxa-HyHaH cMHAPOMOM, C TMNogu3apHbIM
HaHW3MOM, C TMNOTMPEO30M, C Ap. hopMamMm HU3KOPOCIOCTU U MOMNOBOr0
NHpaHTUIM3MA.

NeyeHue: Ha 1 aTane — CTUMYNAUMSA pocTa Tena aHaboanTUYeCcKUMU
npenaparamu, BklOYas aHaboNUTUYECKMe CTepoudbl, KOTOpble HasHada-
I0TCA B MUHUMaSIbHbIX 403aX W C nepepbiBaMu (T.K. 3T 60/IbHbIE CKNOHHbI K
aHgporeHusauun); ¢ 14-15 neT npoBOAMTCA 3aMecTuTeNbHasa Tepanus ac-
TpareHamn — BHavasie HenpepbIBHO [0 MNOSAB/EHWS NepPBOro MeHCTpyaslb-
HOMOAOBHOro KPOBOTEYEHNUS, fanee — Kypcamu, UMMUTUPYS HOPMasibHbIi
MEHCTpYasibHbIl LK.

Y nvl MYXXCKOro nosa B c/iyyae rmrnoroHagmsma npuMeHstoTCa MyXc-
K€ NoJsioBble TOPMOHbI.

MpOrHo3 AN Xu3HM 61aronpuUsaTHLIA, UCKIYasa criydan € TSHKesbIMy
BPOXAEHHbLIMM MOPOKaMK cepAua W KpyMnHbIX COCYAO0B U C PEHA/IbHOW -
nepTeH3ne.

Meanko-reHeTUYeCKoe KOHCY/IbTUpOBaHue. [10BTOpHbIe criyyan B
CceMbe cuHApomMa TepHepa UCK/IIYUTENBHO peiky Aaxe Toraa, Koraa oavH
n3 pogutenei 6oneH, Ho peptuneH (Xapnep M., 1984). Cpean hakTopoB
pvcka BO3pacT Gyaylleli maTtepu 3HavyeHuss He umeeT (Jlaswok L., lypbe
M.B., 1991). HekoTopble aBTOPbI (hakTopamMu pucka no poXAeHU pebeHka
C CMHApoMOM TepHepa paccmaTpumBaloT TOKCUKO3bl 6epeMeHHbIX, Yrpo3y
BblKUApbILWLA, NpexaeBpeMeHHble pofbl, OCOOGEHHO BbIKMABILN B paHHWe
CpOKMN.

MpeHaTanbHaa gunarHoctmka. C 14-18 Hepn. 6epemMeHHOCTM € no-
MOLLbIO axorpadini MOXHO BbISIBUTH Crieflylolne XapakTepHble Npu3Haku
cuHgpoma (BeponoteensH H.M. n gp., 1992):

1) weliHO-3aTbIIOYHYIO LIMCTOTUIPOMY, KOTOPYH AndepeHLmMpyoT ¢
3aTbI/IOYHBIMU YEPENMHO-MO3rOBbIMU TPbKaMMU;

2) KpblLNOBUAHbIE CKIAAKN LUEN U ee YKOpPOUYeHMe;

3) MMMdaTyeCcKuin OTEK MSATKUX TKaHeM;

4) rmnepTeniopmnsMm.
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B 3TW e CpokM BHYTPUYTPOOHOro pas3BUTUS B KPOBU GepemeHHO! u B
aMHMOTUYECKOW XMAKOCTM MOBLILLAETCA COAepXaHue anbga-gpeTonpoTe-
nHa (Xapnep ., 1984).

B 60nee nosgHue CpokM GepemMeHHOCTVM BO3MOXHA Bu3yanmsauus Bbl-
[OensoLLerocs n OTAeNEHHOro 0T MO3BOHOYHOIO CTO/16a NEpPBOro LWeliHOro
MO3BOHKA, YKOPOUEHHOW rpyaHOl KNeTku nioAa, aHOMaslbHOro KomyecTsa
pebep, KMOCKONMO3a, areHe3nn W runonaasvm nodek ruapoHedposa, a
Takke NOPOKOB CEPAEYHO-COCYANCTON CUCTEMBI (B NMEPBYI0 ouepesb Koap-
KTauus aopTbl, AediekTa MedoKenyA04KoBOl Neperopoaku, CTeHo3a yCTbsi
aopTbl). Ecnu y nnoga axorpadouyecky BbISIBASKOTCA NePeUYnCieHHbIE aHo-
Masmu, TO 411 MOCTAHOBKM AMarHo3a NnokasaHo NpoBefeHue LUTOo/IMrnyec-
KX NpeHaTasibHbIX UCCNEeA0BaHUIA U KapuoTMnNMpoBaHue noga (TpaHcab-
OOMUHASbHBIA aMHUOLEHTe3 1 MJaueHToLeHTe3 ¢ Noc/neaylolwmnm
Ky/IbTUBUPOBAHWEM K/TETOK aMHUOTUYECKON XUAKOCTM U BuonTata BOPCUH
nnaueHTbl). B cnyyae AopogoBon naeHTUmkauum aHoMasivii NosioBbIX
XPOMOCOM Yy niofa AasibHelllan TakTuka 3aTparMBaeT He TO/IbKO Meau-
LIMHCKME, HO W MOpasibHO-HPaBCTBEHHbIE, 3TUYECKNE, MCUXOSIOrMYEecKue 1
npasoBble Npobnembl (BeponoteensH H.M, u gp., 1992).

Mpu OTCyTCTBMU rPyObIX MOPOKOB Pa3BUTUS (areHesus Wiy runonaasus
noyek, KoapkTauusi aopTbl U T.4.) BOMPOC O BblHALUMBAHUN GEPEMEHHOCTU
[JOMKEH peluaTbecs CTPOro MHAMBUAYAIbHO U 06si3aTeflbHO Ha OCHOBE WH-
hopMMpoBaHMA CEMbU O BCEX OCOBEHHOCTSX Oyayulero pebeHka (ncmxo-
thmsmueckoe pasBuTME, BO3SMOXHOCTb UMETb NOTOMCTBO, NPOEeCCUOHaTb-
HO coumanbHas ajanTtauus). B aToli cBA3WM B mocnegHee BpeMsi cTaBUTCA
BOMPOC O COGMIOAEHUN B PELLUEHUU MEAMKO-TEHETUYECKMX NPo6aeM Hesa-
BUCVMbIX MHTEPECOB W HEOTbEM/IEMbIX NPaB camMoro nnaoga c nopokamu
pa3BuTuSi, YTO TPEOYeT AasIbHENLLEr0 N3YyYEHUS Y KOSI/IETMasIbHOrO 06CYyX-
JeHus Ans BbIpaboTKM eAMHbIX COrMTacOoBaHHbIX NMOAXOA0B K UX PEeLUeHuto
(Dunstan G., 1988).

CHAPOM MNOJINCOMUN X

CvHgpoM nonmMcoMmu X — pefKko BCTpedyarlasics aHoMamst no-
NIOBbIX XPOMOCOM Y YEHLLVH.

Tpucommns X (kapuotmn 47, XXX) — Haumbonee 4yacTblii BapMaHT nosu-
coMum X, KOTOPpbI/i 06bIYHO HE COMPOBOXAAETCH KaKMMWU-IM60 Mopokamu
passutusa (N1astok I'.U., Nlypbe W.B., 1991).

MoryT oTmMeuaTbCs: OTCTaBaHMe B pOCTe, KOCTHble Aediopmalmu, pac-
CTPOICTBA MEHCTPYaJ/IbHOTO LMKIa BMOTb A0 ameHopeun. OTaefbHble
60/1bHblEe CNOCO6HBI K AETOPOXAEHNIO N UX AETU UMEIOT, Kak npaBuio, Hop-
MasibHbIA kapuotun (bagansH /1.0., 1975).
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TeTpacomus X (kapmoTtun 48, XXXX) KIMHMYECKM NPOSABASIETCS BbICO-
KOPOCNOCTbI0, TMNepTesiopu3MoM, 3NUKAHTOM, B/IM30PYKOCTbLIO, KITMHOAAK-
TUAveii, gucreHesmeli roHa, 3HauUTENbHOM YMCTBEHHOW OTCTa/10CThbiO,
3MOLMOHa/IbHONM NabunbHOCTLIO, MOTYT OTMeYaTbCcs anunpunagku (Jasu-
neHkosa E.®. n gp., 1973; bagansad J1.O. u gp., 1980; Telfer M. et al.,
1970).

MeHTacomusa X (kapmotun 49, XXXXX) no gaHHbiM HabnwgeHwi I.A.
Nastoka n W.B. Nlypbe (1991) conpoBoXgaeTcsa AUCnIatMyeckum CUHApO-
MoM (Bpaxuuedanus, rmnepTenopmusM, anmMKaHT, rayookuin ouneTp, WNPo-
Kas LWes C HU3KUM POCTOM BOJIOC, Ma/IeHbKME YLUHbIE PaKOBWHbI, r1nonna-
31 NpoTUBO3aBUTKa B AepmaTtorinduke, MbllleyHass rMNoTOHUSA),
rny6oknum oTcTaBaHMeM B Pas3BUTMU, COMATUUYECKMMU MOPOKaMu pasBUTUSA
(cepaevHo-cocygucToi cUcTeMbI U T.4,).

JanbHeiwee HakonneHve X-XpoOMOCOM BefeT K elle 6osiee BblpaXeH-
HbIM gedoektam (BagansH /1.0. v gp., 1980; Nastok .U., lypbe N.B., 1991).

Meanko-reHeTn4YeCcKoe KOHCY/bTUPOBaHWE U npeHatasibHas guar-
HOCTUKa He pa3paboTaHbl B BUAY Ype3BblyaliHON pefkocTy cuHapomMa no-
nucomum X — no matepuanam nccnegosanunin U.B.Jlypbe (1984) sta narto-
norna cocrtaendget 0,96% cpean XPOMOCOMHbLIX aHeynIouanii,
COMpPOBOXAAOLLMXCA MHOXECTBEHHLIMU MOPOKaMu pasBUTUSA, U 3aHUMaeT
Nnwb 5-e MecTo B ee CTPYKType nocne cuHgpomos fayHa (83,28%), Matay
(7,32%), 3pBapaca (4,62%), moHocomum X (3,66%).

KNANH®ENBLTEPA CYHAPOM

KnavHdenbTtepa cnHgpom (H.F.Klinefelter, CLLUA) — 3a6oneBaHue,
HabnogaoLeecsa y nuL, MyXCKOro nona, obycnoB/eHHOe HapylleHuem
MOJI0BbIX XPOMOCOM B CTOPOHY YyBe/fIMYeHUs uncna X-XxpomMocombl. CUHA-
pOM OTHOCUTCS K NEepBMYHLIM (DOPMaM MY>XXCKOro rmMnoroHaavM3mMa, ato Ha-
nbosnee yactas roHOCOMHasA MaToONOMMA Y MYXUMH.

MonynsaumoHHasa yactoTa cuHapoma KnaliHdentepa no AaHHbiM 6e3-
BbIOOPOYHbIX LIUTOreHeTUYeCKUX UccnenoBaHuii y HOBOPOXAEHHbIX CO-
ctaBnseT 2 cnydad Ha 1000 HoBOpoOXAeHHbIX win 1,13 cnyyaa Ha 1000
ManbumkoB (Jacobs P. etal., 1974; Nielsen J., Sillesen 1., 1975).

3TNOSIOrNA CUHOPOMA, XOTS W BEeCCrnopHO reHeTuveckas, oOfHaKko npu-
UYMHbI €ero BO3HUKHOBEHUS He yCTaHOoB/eHbI. [peanonaraeTcs BaxHoe 3Ha-
YeHne Bo3pacta maTepu — ctapwe 30 net (B cpegHem 32,3 roga) (dasu-
neHkosa E.®. n gp., 1973; Harper P., 1981).

BnepBble cMHAPOM Obl1 ONUCaH amMepuKaHCKUMU 3HAOKPUHONOramu
(Klinefelter H. etal., 1942). B 1959 r. 6bls1a yCTaHOB/IEHA €70 XPOMOCOMHast
npupoaa, 3a cyeT BK/IOYEHUS B KApMOTUN AONOSHUTENBbHON X-XpOMOCOMbI
(Jacobs P., Strong J., 1959).
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Puc. 79. BonbHOIl C CMHAPOMOM
KnailHgpenbTepa (doTorpacus B3sTa M3
atTnaca H.-R. Wiedemann et. al.,, 1982)

OCHOBHbIe K/IMHNYEeCKUe NPU3HaKn: m-
NnoreHnTasIn3Mm, rmnoroHagn3M, XapaxktepHble
aHoMasim KapvoTuna.

KnuHuka. B gony6eptatHom nepuoge au-
arHo3 nocTaBuTb TPYAHO, T.K. HET ob6pallato-

LWKMX Ha cebs BHMMaHWe W TpebyloLwux Kapuo-
siornyeckoro o6crefoBaHNa KITMHUYECKUX
NPU3HaKoB, a CONyTCTBYIOLIME coMaTuveckue
aHomanun (bpaxuuedanus, BPOXAEHHbIE MO-
pokM ceppua, NUIMEHTHas JereHepauus cet-
yaTku, K0ON06oMa yBEasIbHOrO TpakTa, HU3KUiA
pOCT BOJIOC Ha 3aTblike, AedopMaLmmn YLILHbIX
pakoBWH, CKONMO3, KNMHOAAKTMAUSA V nanbua
1 Ap.) HENOCTOSIHHbIE W HecneuugUYHbl.
HoBopoXaeHHbIE ¢ cMHApOMOM Knai-
HpenbTepa He OTNMYalTCA OT 340POBbIX
CBEPCTHWKOB, /ML MpU uccnegosaHny mas-
KOB OYKasIbHOro 3anuTesnus BbISABAKOTCA
Tenbua bappa (XpOMaTUHNOOXUTESIbHbIE
aapa).
KnnHuKa cuHapomMa «pas3BopaynBaeTcsi»
B npenybéepTtatHOM ¥ nybepTtaTHOM Bo3pacte WU
(puc. 79) — MOXeT oTMeYaTbCs eBHYXOUAHOE
TENOC/I0XEHNE C HEMpPONopuUMOHasIbHO ANNH-
HbIMW KOHEYHOCTSAMU (Y NOJSIOBUHbI 6OJbHBIX), rTMHekomacTusa (y 1/4 6ob-
HbIX), OBOJIOCEHME MO XEHCKOMY TuUNny (HefoCTaTOYHOCTb pacTUTEelbHOCTH
WIn ee OTCYTCTBUE Ha /MLE, TOPU3OHTaSIbHbIA YPOBEHb Ha /106Ke). JInbuao
CHWXEHO, MOXET OblTb UMNOTEHLMSA.

Hapy»Hble NnosioBble opraHbl CHOPMUPOBaHbLI N0 MY>XCKOMY TUMY Yalle
HOpMa/1bHbIX pa3mepoB. KpunTopxu3m BCcTpeyaeTcs penko. OueHb Xapak-
TEepHbIM SBMIIETCA MUKPOOPXMAM3M — MaJsible pasmepbl andvek (Mx Aua-
MeTp He 6onee 1,5-2 cm). O6bEM 35IKyNATa He NpeBbiwaeT 1,5 mn, npu ero
MUWKPOCKOMMU — asoocnepmus (npu Mo3anyHol hopme CUHAPOMA MOXET
ObITb OIMrocNEPMUS U BO3MOXHO 3a4aTtue).

BHyTpeHHMe NosioBble opraHbl r’MnoniasvpoBaHbl.

Mpy rMCTONOrMYECKOM UCCeAOBaHUM rOHa O6HapyX1BaeTcs nepBuY-
Has AMcreHesnss — Cy)XXeHue unn obnuTepanms CeEMeHHbIX KaHasbLeBs, rna-
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JINHOBbIW CK1epo3, paspacTaHue KIeTok Jleigura, HeobNNTeEpUPOBaHHbIE
KaHaUibLibl 3amnosiHeHbl AereHepaTBHbIMU CEPTOIMEBLIMU K1eTKaMu.

ViHTennekTyanbHoe passutme 60/bHbIX TM60 He U3MEHEHO, NGO CHMXe-
HO, HepeaKo — A0 cTeneHn nerkol aebunbHoCcTN. BecbMa NOCTOSHHbIE Xa-
pakTeponormyeckme 0Co6eHHOCTU — 60/IbHble MHUTESbHbI, MasouHULMa-
TUBHbI, 3MOLNOHaSIbHbI, BSfIble, CK/IOHHbIE K atdEKTMBHbLIM BCMbILLKAM,
MHOra — K aIkoronin3mMy, roMocekcyasimamy, acounasibHOMy NoBefeHUIO.

VimeloTca onpefenieHHble cABUMM B HelipO3HAOKPUHHON cdiepe: Bbipa-
60TKa TecTocTepOHa B HOPME W/ HECKOJ/IbKO CHIDKEHa, HO Maslo yBenuyu-
BaeTcs N0 CpaBHEHWIO CO 340POBbIMY UL AMW MOC/e BBEAEHWUS XOpPUoro-
HNYECKOro roHafOoTPOMNMHAa; CeKpeLus 3CTporeHa He HapyllaeTcs,
cofepxaHue B KpOBU U BblaenieHne ¢ MOYOl roHao0TPOMNHbIX TOPMOHOB —
PONNINKYTOCTUMYNINPYIOLLETO U TIOTENHU3NPYIOLWEr0 — 3HaYUTEsIbHO Mo-
BbILLIEHO, YTO CBA3aHO C MNEePBUYHON HEeLO0CTAaTOUYHOCTbIO (PYHKUUU ANYEK.

LintoreHeTnueckoe unccnenoBaHne 60J/IbHbIX BbISBASET UX XPOMaTUH-
nonoxntensHocTb (80-89% u 6onee); kapuotun — 47, XXY (perynsipHoliii
NN MO3anyHbIi).

MoryT oTMeyaTbCs 1 opyrve uuToreHeTuyeckne BapuaHTbl CUHAPOMA:

1. Kapuotun 48, XXYY KIMHUYECKN NPOSABAAETCH, Hapsaay C yKa3aHHbI-
MW Bbllle OCOBEHHOCTSAMM CUHAPOMA, BbICOKOPOC/OCTbIO, obecneynBae-
MOl HasiMuMeM A06aBOYHON Y-XPOMOCOMBI.

2. Kapuotun 49, XXXXY BefeT K KIVHNYECKOMY CUMNTOMOKOMI/IEKCY,
0151 KOTOPOro xapaktepHbl (Borghgreaf M. et al., 1988):

1) npeHaTasibHaa runotTpodms (Macca Tena npu poxaeHWu B cpegHeMm
coctasnsieT 2500 r);

2) 3agepxka pocTa, rnybokas onnMropeHns;

3) aucnnartnyeckuii cuHapom (runepTenopusMm, 3NWKaHT, YnaolleHne
CMUHKM HOCA, aHOMa/INY YLUHbIX PaKOBUH, KITMHOAAKTUANSA, NIOCKOCTONNE);

4) kocornasue, 61M30pyKoCTb;

5) nneuyeny4yeBoii cMHOCTO3 (N0 MHeHuto I.W. Masoka u W.B. Jlypbe
(1991) o4eHb BaXHbIN NPU3HaK 451 KAVMHUYECKOW ANarHoCTUKN);

6) 3ajepxxka KOCTHOro BO3pacTa;

7) BPOXAEHHbIE MOPOKM KPYMHbIX COCYAO0B (OTKPbITLIA apTepuasibHbIi
NPOTOK, CTEHO3 JIEFrOYHOWN apTepun);

8) rmnonnasmnsa unn annasusa neHuca, KPUNTOpPXM3m, MUKPOCKPOTUS.

AndocbepeHumpytoT cuHapomM KnaliHdhenbTepa: Knaccuyeckyro popmy
— C gp. hopmMamy rmnoroHagmn3mMa; LUutoreHeTnyeckue BapuaHTbl, NpoTe-
KaloLme ¢ NCUXO-UHTEeNNEKTYaslbHbIMU OTK/IOHEHMAMU W aucniactuyec-
KAM CUHOPOMOM — C Hac/eACTBeHHbIMM 3aboneBaHus MM obmMeHa Be-
LLeCTB.

NeueHune. B paHHeMm Bo3pacTe, Kak npasuno, He npoBoautcs. Vckto-
YeHne cOoCTaBNAKT (PopMbl CMHAPOMA, NpoTekatllMe ¢ OTCTaBaHMEM B
NCUXMYECKOM pasBUTUW. B 3TuUX cay4vasix HasHavaroT npenapaTtbl, CTUMY/IN-
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pytoLe (PyHKUMIO LLeHTpaibHOM HEPBHOW CUCTEMbI (aMUHOSOH, Liepebpo-
JIN3UH, HOOTPOMbI, BUTaMWHbI Fpynnbl B), NpoBOAAT sioroneamyeckoe feye-
HWe, Mcuxo-nejarornyeckne 3aHAaTUs, LeneHanpasiieHHO hopmMupytlowme
BbICLLUME KOPKOBbIE (DYHKLMMU.

Mpy Ha/IMYMM NPU3HAKOB MOJIOBOIO UHMPAHTUIM3Ma Ha3Ha4valT npena-
patbl MY>CKUX NOI0BbIX TOPMOHOB: TECTOCTEPOHA NponuoHat 1%-Hblli unn
5% pacTBOpbl M0 1 M/ BHYTPUMbILLEYHO 2-3 pa3a B HeAeslto Wan CyCTaHOH-
250 no 1 mn 1 pa3 B MecsL 1 gp. B sierkmx ciyyasx nosioBoro Hegopassu-
TUS MPUMEHSIOT MeTunTecTocTepoH no 10 mr 2-3 pasa B AeHb Cy6uH-
reanbHO. JleyeHne aHAporeHamm He MokasaHoO Y 60JIbHbIX €O
3HAYMTENbHON YMCTBEHHON OTCTANOCTbIO, T.K. MOXET NOBbILWATbL 3POTU3a-
LMo, cnocobCcTBOBaTb acoLmasibHOMY MOBEAEHUIO.

YMepeHHO BblpaXkeHHas TMHeKOMacTUs yCTpaHseTcs B npolecce neye-
HUSA MYXXCKMUMW MOJIOBbIMW FOPMOHAMU; NPU 3HAYUTESIbHON MHEeKOMacTun
nokasaHo Xupypruyeckoe seyeHue.

Becnnogue npy cuHapome KnaliHenbTepa fieyeHno He noaaaeTcs.

MpOrHo3 Ans Xun3Hu B 60/bLUMHCTBE CrlydyaeB 61aronpUSATHbLINA.

MeauKo-reHeTn4YecKoe KOHCY/IbTUPOBaHME. B ceMbsX, MMEeILLmMX
pebeHka ¢ cuHApomom KnaliHdenbTepa, UCKIIOUMTEsIbHO peako oTMeva-
I0TCA CNyyan NOBTOPHOIO POXAEHUS AeTell ¢ aHoManuei NoaoBbIX XPOMO-
com (Xapnep I1., 1984). Bbicoknm hakTOpoOM pucka siBnsieTcs Bo3pacT Oy-
ayuwien matepu 6onee 35 ner.

MpeHaTasibHaa gnarHocTuka. MeTofbl MacCOBOrO CKPUMHUHIA He pas-
paboTtaHbl. LleneHanpaBneHHoe obcneaBoaHne 6epemeHHol (axorpadus
nao4a, aMHUOLEeHTe3, onpejesieHne kapuoTuna y naoga) nposoaaT no no-
KasaHusMu (Bo3pacT byayLiel matepu n ap.).

CNHAOPOM XYY

CunHgpom XYY BnepBble 6bi1 onvucaH B 1961 r. y heHOTMNMYeckn Hop-
MaJsibHOTO MY>XUMHbI, KOTOPbI 06cneaoBasica no nosoay 6one3Hn fdayHa y
ero pebeHka.

MonynsunoHHas yactoTa CMHAPOMa He ycTaHoBfnieHa. D. Smith (1982)
yKa3blBaeT, 4YTo OHa cocTaB/iseT 1:840 HOBOPOXAEHHLIX MasIbYMKOB.

KnuHuka. MyXurHbl ¢ KapnoTunoM XYY 06bl4HO BbICOKOrO pocTa, Kak
Npasu/io, HOPMAaSIbHOTO TEJI0C/IOXKEHUS, 6e3 BUAMMbIX MOPOKOB Pa3BUTUS.
YacTo nmeroTca yrpn n BapukosHble sA3Bbl Ha Horax. [py ocmoTpe aHoma-
Nnii CO CTOPOHbI NOJIOBbIX OPraHoOB He OGHapyXMBaeTCs.

YMCTBEHHOE pasBuUTME W couuasibHoe MnoBefeHne TakmxX 60/bHbIX B
psge cnydaeB Mo AaHHbIM iIMTepaTypbl C OTKIOHEHUSAMU, OfHako 6e3 fo-
CTaTOYHbIX OCHOBaHWl AN5 OKOHYaTeslbHbIX OAHO3HAuYHbIX BblBOAOB. B
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psge criydyaes KapuoTtun XYY BbIsIBNIEH Y YTOTOBHbIX MPECTYNHUKOB U FTOMO-
CEKCYya/INCTOB, YTO TEM HE MEHEEe He AaeT OCHOBaHW ANns 0606 EHNIA.

Mpn o6bcnefoBaHWM B3POC/IbIX MYXUYUH BbISIB/IEH Psif, 0COBGEHHOCTEN
OKI npn kapnotune XYY: 1) yanuHeH nHtepan PQ, 2) MoxeT 6bITb A0-
NosHUTENbHbIN 3ybel, R u 3) 3a3ybpeHHbIin 3ybel, S B oTBegeHUn Vr

VimeloTcsa Takke U3MeHeHWs1 B TOpMOHasIbHOM npodhusie: MOBbIWEH Bbl-
6poc TecTocTepoHa M NIOTEUHU3NPYIOLWEro ropMoHa runodgmsa npu Hop-
Ma/IbHOM YpOBHE (POIINKY/TIOCTUMY/IMPYIOLLLErO FOPMOHA.

Mpu 6uoNCUN ANYEK Yy MYXUUH C KapuoTunom 47, XYY n 0CO6EHHO ¢
KapuoTturnom 48, XXYY B HEKOTOPbIX C/iydyasx ONucCbIBalOTCA NPU3HaKW, Ha-
nomuHarowme cuHapom KnanHdpenotepa.

PepTUILHOCTL Y MY>XUYUH C KapuoTunom 47, XYY, no-suaMMmomy, coxpa-
HeHa; B GOJIbLLUMHCTBE C/ly4YaeB OHW MOryT UMETb MOTOMCTBO C HOpMaslb-
HbIM KapuoTKNoM, B psige cryvyaeB ¢ kapnoTtunom 48, XXYY (Federman D.,
1967).

AndodepeHumpytoT: ¢ KnaiHdoenbtepa cuHgpomMmom, ¢ MapdgaHa cuH-
ApomMowMm, ¢ ApyrMMn hopMamMmn BbICOKOPOC/IOCTU.

JNeyeHue: He TpebyeTcs.

MporHo3 quo ad vitam, No-eManmomy, 6/1aronpusTHLIN.

Meauko-reHeTU4YeCKoe KOHCY/IbTUPOBaHWe N npeHaTasibHasa guar-
HOCTUKA He pa3paboTaHbl U, Kak NpaBu/io, He NPOBOAATCS.



MMABA TPUHAOUATAA

MEHHBIE CUHAPOMBbI
MHO>XECTBEHHbIX BPOXAEHHbLIX
NMOPOKOB PA3BUTUA

CNHAOPOMBI, HACJIEAYEMBbIE
NMno AYTOCOMHO-PELUECCUBHOMY TUIY

BVKCNEPA CMHAPOM (1969 r, D.Bixler n coaBT.) — Hac/eACTBEHHbIN
CMHAPOM MHOXECTBEHHbIX MOPOKOB Pa3BUTUSA, BK/OUAIOLWWIA [/TyXOTY NPOBO-
[OALULero xapakrepa, rmnepresiopusm, MUKPOTUIO U NINLEBBIE PACLLE/VHDI.

MonynsauMoHHas YacTtoTa CMHAPOMA He YCTaHOB/EeHa; Masibymkn 6one-
0T HECKOJIbKO Yyallle, YeM [EeBOYKM.

Tvn HacnefoBaHUA — ayTOCOMHO-PELLECCUBHBINA.

OcHOBHbIe AnarHocTnyeckue npuaHaky (puc. 80): rnyxoTta, xXapak-
TepHble 0COGEHHOCTM nmua (rmnepTenopusmM, MUKPOTUS, OLHOCTOPOHHSASA
pacLienuHa rybbl n Heba).

KnuHuka. C poxaeHus obpaliatoT Ha cebs BHUMaHue yMepeHHo Bblpa-
XXEeHHasi MuKpouedaus, MUKPOTUSA C aTpe3ueil Hapy>XHOro C/IyXOBOro Ka-
Hana, O4HOCTOPOHHWE /MLEBble pacLiefvHbl, TMNonaasnsa Ayrn HUKHeN
yentoctn, cuHgaktnnus ll-1ll, ykopoyenve V nanbua. B gasbHeliwem npo-
AB/IAIOTCA 3a[epXKa pocTa 1 oTCcTaBaHWe B Macce Tesia. YMCTBEHHOE pas-
BUTUE TaKXe 3a[epXuBaeTcs.

Mpu o6cnepoBaHun: B psfe cnyyaes BbISBMSIOT MMAONAA3NI0 CIyXOBbIX
KOCTOYEK, U3 MOPOKOB PasBUTUSA BHYTPEHHWX OPraHoB — SKTOMUIO MOYEK,
AedbexTbl cepaua n NO3BOHOYHKMKA.

OudbdhbepeHuyanbHbIl anarHo3 npoBoAnuTCs ¢ cMHApoMoM Telibu, ¢
CYHAPOMOM (PpPOHTOHA3a/IbHOW gucnnasun (CpeavHHON pacliennHoi nuua),
C poTo-nmue-nasbueBbIM CMHAPOMOM | Tuna u |l Tuna (Mopa cuHapom).

JleyeHre B OCHOBHOM XMPYPrnuyeckoe, a Takxe MCrosib30BaHue Cryxo-
BbIX annaparos, fioronefo-nefarornyeckme 3aHATuA, A1 yayylleHus ncu-
XNYECKNX (PYHKUMI — BUTaMUHBI rpynnbl B, HOOTPOrbI.

lMporHo3s B iuteparype He onucaH.

Meguko-reHeTUYeCKoe KOHCY/1IbTUPOBaHWE OCYLLECTB/ISAETCH M0 TEM
npuHUMNam, 4to U Apyrux reHeTuyeckux CMHAPOMOB C ayTOCOMHO-peLec-
CVBHbIM TUMOM Hac/efoBaHuA.
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Puc. 80. PebeHok
C CUHOPOMOM
Bukcnepa

MpeHeTasibHasi AMarHoCTMKa NPOBOAMTCA B paMkax MaccoBOro Y3-
CKPUHMHIa 6epeMeHHbIX >XEHLLUVH, MPU KOTOPOM MOXEeT BU3yasIn3upo-
BaTCbsl PS4 NOPOKOB pasBuTMA y nnoga (MyKpoLedannsi, 3KTONMs Moudek,
AedekTbl neperopofok cepaua). CrneupanbHble MeTodbl BepudmKaumm
CUHAPOMasILHOTO AnarHosa He paspaboTaHbl.

BOY3HA-KOHPAAW CUHAPOM (1976 r., P.Bowen, G. Conradi) — Ha-
CNeACTBEHHbI CUHAPOM MHOXECTBEHHbLIX MOPOKOB Pa3BUTUS, BK/KOYAlO-
LKMA YyepenHo-MLUeBble, CKe/leTHble U HEKOTOpble BUCLiepasibHble aHOoMa-
.

MonynsiuMoHHas YacToTa HEeM3BECTHa, TUN Hac/efoBaHus — npeano-
NOXUTENbHO ayTOCOMHO-PeL,EeCCUBHBbIN.

OCHOBHble AMarHOCTUYECKUE NPU3HaKM U KIIMHUKA. YXXe npyu poxae-
HMM o6palaeT Ha cebs BHUMaHMe HuM3kas macca Tena (B cpegHem 2175 r)
npu AOHOLIEHHOW 6epeMeHHOCTU. BHeLUHW 0OCMOTp BbISBASET: AONMXoue-
chanvio, BbICTYNaKOLWMA KPOUYKOBaTbIi HOC, aHOMa/IMM YLIHbLIX PaKOBUWH,
MUWKPOTreHM0, KaMMTO- U KNMHOLAKTUNIO.

MOCTOAHHLIMU CUMNTOMaMU SIBISKOTCA OrpaHMyeHne NOABWXHOCTU B
Ta306epeHHbIX U KOJIEHHbIX CyCTaBax, «CTOMbl-Kayaskm».
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13 NOpOKOB BHYTPEHHMX OPraHoB 4YacTo ANarHOCTUPYIOTCA MuKpoueda-
nvs, HegopasBuUTUE YepBs MO3IKEUKa, IKTOMUS CAIN3UCTON OBOMOUKUN Xe-
nygka B nuLLeBof, NoAkoBoo6GpasHas nouka, KpUnTopxXusm.

OndbdepeHumanbHbll gnarHo3: 3aBapaca cuHapom, Cmuta-flemnu-
OnuTtua cMHApoMm.

MporHo3: HebnaronpusATHbIA, BCE OMMCAaHHblE B NUTepaTtype crydyau
3aKOHUMNCL NeTasibHO B Bo3pacTe Ao 8 mec. (Jlaswok .. n gp., 1983).

OYBOBUTUA CVHOPOM (1965, V. Dubowitz) — cMNTOMOKOMMAEKC
BHELLHMX AM3MOpurii 6e3 NOPOKOB Pas3BUTUA BHYTPEHHUX OPraHoB, COMpo-
BOXJAKOLUNIACA XapaKTepHbIM LLeNyLIeHNeM KOXU U 3aMeTHbIM OTCTaBaHu-
eM MCUXOUHTENNEKTYasIbHOrO 1 om3nyeckoro passutus. BonbHas ¢ aTnm
CMHAPOMOM Bnepsble Obl1a onucaHa B 1965 r., y Heé oTMevasiacb npeHa-
TaslbHas runonnasus, ONUroppeHnsi, HEOObIYHbIN BHELUHWA BUA W LWeny-
LUEHVE KOXW.

MonynaunoHHasa yactoTa cMHApPOMa HeU3BECTHa, npegrnonaraeTcs, 4to
OH Yallle BCTpevaeTcs, YeM guarHoctupyetcs (Jlastok .U, n gp., 1983).

CooTHowweHne nonos — M1:K1.

Tvn HacnegoBaHWs — ayTOCOMHO-peLLeCCUBHbIM, 04HAKO KPOBHOE Po-
OCTBO poauTeneil ycTaHaBIMBaeTCA CPaBHUTE/IbHO PefKo.

OCHOBHble AuarHOCTMYeckMe MPU3Haku CUHAPOMA: MNpeHaTaslbHO-
nocTHaTa/ibHOe OTCTaBaHuWe B (PU3NYECKOM pasBuUTUKU, MUKpoLedanvs,
OnnroopeHns, LWenyLeHmne KoXu.

KnuHuka. fletn ¢ cuHgpomom [ly6oBuTua NpyY NPOSO/MKUTENBHOCTN Be-
pemMeHHoCcTM 38-39 Hed. poXAarTcsa C pe3Kol rmnonnasvein — cpepfHss
macca 2260 r (flastok .. n gp., 1983).

PocCT 3HauNTENIbHO HMXE HOPMbI.

OTtcTaBaHue B (DU3NYECKOM Pa3BUTUN COXPAHAETCA U B fafibHENLeM.
Mpv aTOM OTMeYaeTcs M/I0XON anneTuT, pBoTa, KuLLeYHble ANCHYHKLMM,
KOTOpble HepeAKO BOCMPUHUMAIOTCA Kak NprYnHa ocobeHHOoCTel pasBuTus
pebeHka.

BHeLwHWi1 Bug, 60MBHOMO ¢ CMHAPOMOM [ly6oBUTLA OYEHb XapaKTEepEeH:
MUKpoLedanus — NOCTOSAHHbIA, NPOrpeccupyoLWnii ¢ BO3pacTom NPU3Hak;
CKOLLEHHbIM 106, 3NUKaHT, MUKPOrHaTUA, NTO3 HepeaKO aCcUMMETPUYHBIN,
ynioweHne HaabpoBHbIX Ayr, LWMPOKas CrvHKa Hoca. B psge cryvyaes 06-
HapyXvBaeTcs paclienimHa Heba (noacnmsuncras), «rotmyeckoe» Hebo. Xa-
pakTepeH MHOXeCTBEHHbI Kapuec. Bosocbkl y 60/1bHbIX pegkue, ronoc rpy-
6blli, XPUNIIbINA.

MHOro gpyrux CTurm am3amépuoreHesa — KNUHOAAKTUANSA MU3MHLEB,
KoXHada cuHgaktunua ll-lll cton, nnockocTonue, y MasibUMKOB KPUMNTOP-
XWU3M, pexe runocnagus, y AeBoYeKk — runonnasus nososbIx ryo.
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XapakTepHbIM SIBASIETCA LUENyLIEHWE KOXW, YCunuBarLlleecs nocne
WMHCONALMMW, OHO JlyyLle BbIpaXeHOo B 06/1aCTU NNLA, NTOKTEBbLIX U KOSTEHHbIX
CyCcTaBOB, 4acTO pacLeHMBaeTCs Kak MposiBNeHne akccyAaTUBHO-KaTa-
paslbHOrO AnMatesa Win 3K3eMbl.

Mopokn pa3BUTKA BHYTPEHHUX OPraHoB Ans cuHapoma [y6osuTtua He
XapaKTepHbI.

YMCTBEHHOE pa3BuTMe AeTeli Bcerga ¢ OTCTaBaHWEM, HO YMEPEHHbIM;
60/bHblE PAaCTOPMOXEHbI, MOABWXHbI, HEYCUAUUBSI.

B nuTepartype onucaHbl criyvan UMMyHOAEeULMTHBIX COCTOSHUIA 1 3/10-
KauyecTBEHHbIX HOBOOOGPa30oBaHWiA y 60/bHbIX C CUHAPOMOM J[ly6oBuUTLA
(Sauer O., Spelger G., 1977).

LinToreHeTuyeckne M3MeHeHus1 Ansi 3TOr0 CYHAPOMA HE CBOMCTBEHHbI
(Nastok .W. n gp., 1983).

AndpdepeHumanbHbii gnarHo3 cuHgpomMa [y6oBuTua npoBoanTCS C
cnHgpomoM bBriyma, cuHapomom Cekkensi, cuHapoMoMm Cmuta-flemnu-
onuTua n ¢ CMHAPOMOM anKorosibHON amb6puodeTonaTun; NEPBUYHBLIMUN 1
BTOPUYHBLIMU (hopMamMy MUKpoLiedaniu.

NeueHne manoaekTMBHO, OAHAKO MOFYT UCMO/b30BaTbCA BUTAMM-
Hbl rpynnbl B, rnyTaMuHOBas KUCMOTa, HOOTPOMHbLIE Npenaparts.

MporHo3 y 60sbHbIX C CMHAPOMOM [y6oBUTUA HE U3YyYeH U B 1UTepaTy-
pe He OCBeLLeH.

MefauKo-reHeTM4YeCKoe KOHCY/IbTupoBaHve. Ecnv B ceMbe, rae nMme-
eTcsa pebeHoK ¢ cMHApOoMOM [ly6oBuUTLA, POAUTENIN COCTOAT B KPOBHOM pO-
OCTBe, faxe Aa/lbHEM, TO PUCK MOBTOPHOIO POXAEHUSI GOIBHOrO C 3TUM
CVYHAPOMOM COCTaB/ISIET He MeHee 25%.

MpeHaTasibHasi ANWArHOCTVKA BeCbMa C/I0XHA, NOTOMY YTO Kak npu
MacCOBOM, Tak U Mpu CesieKTMBHOM (LeneHanpasnieHHoM) Y3-o06cnenosa-
HUM 6epeMEHHbIX XEHLLMH MOryT BbISIBMIATLCA /UL MUKpoLedavs u ru-
noTpodms naoga, Torga Kak CUHAPOMAasbHbIA AMAarHO3 NOCTaBUTb OKasbl-
BaeTCs efiBa /i1 BO3MOXHO.

MOXAHCOH-BNN33APA CUHIOPOM (1971 r., A. Johanson, R. Blizzard,
CLUA) — HacneacTBEHHbIA CMHAPOM MHOXECTBEHHbIX NMOPOKOB Pa3BUTUSA,
coyeTarwLwmiics ¢ CMHAPOMOM Masibabcopoumu.

MonynsiuMoHHasa yactoTa HeU3BecTHa.

Tun HacneaoBaHUS — ayTOCOMHO-PELECCUBHBINA.

OCHOBHbIE AMarHOCTUYECKNE MPU3HaKU: 3KToAepMasibHble agedek-
Tbl (annas3usa KpbIIbEB HOCA, o4yaroBasi ansasus ckasbna, oTCyTCTBME 3a-
YaTKOB MOCTOSIHHbIX 3y60B), aHOpPEeKTaslbHble MOPOKM,” aHOMasIMN MoYe-
NOJZIOBOV CUCTEMbI, Masibabcopbuusi, 3agepXka MCcmMxo-n3nveckoro
pasBuTUS.
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KnuHuka. KapauHanbHble Mpu3HakM cMHAgpoMa — ansasusi Kpblbes
Hoca W oyaroBas ansasus ckanbna. rocnegHsAs 06bIMHO pacnonaraeTcs B
obnactn Masioro pogHudka (MHorga 6bIBaloT ABa ovara annasum ckasbna
— BTOpO B 06/1aCTM 60NbLLOTO POAHNYKA).

Y 2/3 60nbHbIX BbIABNSAETCA aTpe3us 3ajHero npoxoga, kortopas y
MasiIb4MKOB WHOrga coveTaeTcs C runonsaasvein nosioBoro yneHa, y AeBo-
yek— C YABOEHUAMU Bnaranvwa, runeptpodomein knntepa.

BeyLMM K/IMHUYECKMM MPU3HAKOM CUHApOMA ABNSeTCs Manbabcopb-
uns — pegkuin cumntomokomnaekc MBIP. ViMeHHO rmnoTpodomsi, pac-
CTpoOICTBa CTyNa, rmnonpoTenHeMmnyeckne oTeku, acumuT 1 Ap. 4acTo ABS-
IOTCA NPUYNHOW rocnuTayin3aumm Takmx O60/bHbIX. B ocHoBe
Masibabcopbunn — aHoMasibHas 3K30KpUHHAaA (PYHKUMS naHkpeac. Mop-
dhoniornyeckas ee OCHOBa MOKa HescHa: B OfHMX Crlydasix CTPOeHue noj-
XenyaouHo xenesbl HopMasibHoe, B APYrMX — BbISIBIEHO MOYTW MOJIHOE
ee 3aMeLLeHne XXUPOBOM TKaHbIO.

YacTto BCTpevatoTCcs Npu 3TOM CUHAPOME ryxota (Mopdionornyeckas
OCHOBa ee He BbIfIB/IEHA), MPU3HaKM rMNoTupeosa, B psge c/yyaeB —
BPOX/JEHHbIE NMOPOKN cepala.

MOCTOSIHHBIA NPU3HAK CMHAPOMA — 3afepPXKa NMCUXOMOTOPHOrO 1 dou-
31M4YECKOro pasBuUTUSA Kak CriefcTBUME MHOrMX (DakTopoB; Manbabcopbuumu,
rNyXOTbl,r1MNoTUpeo3a.

OndbdepeHunanbHbI AnarHo3: oKyNoAeHTO-AUMUTasbHbIA CUHOPOM;
MasibabcopoLnn CUMHAPOM, BPOXAEHHbIA rMNOTUPE03, MYKOBUCLMAO3.

BuTa/bHbI NPOrHO3 onpefensieTcs PeKToyporeHUTalbHbIMU NOpPOKa-
MW 1 COCTOSIHMEM MNOKENYAOUHON Xenesbl.

KOKKEMHA CWHAPOM (1936, E. Cockayne) — HacnefcTBeHHbIi CUHA-
pPOM MHOXECTBEHHbIX NOPOKOB pa3BUTUS, CTapUYeCKUi HaHU3M.

MonynsiumoHHas yacToTa HemssecTHa. CUHAPOM OYEHb PeaKuii.

Tvn HacnegoBaHUs — ayTOCOMHO-PELIECCUBHBIN, ONMCaHbl CeMeliHble
cnyyan cvHApoMa.

OCHOBHbIE AMarHOCTUYECKME MPU3HAKU: HU3KOPOC/OCTb, BHELLHUI
BUA CTapuka, MUIMEHTHasi AereHepauusi ceTyatki, Mukpouedanusi, CHu-
XXEHWe cnyxa, NoBbILEHHAs CBETOYYBCTBUTE/IbHOCTb KOXMW, YMCTBEHHas
OTCTasoCThb.

KnuHuka. OTAenbHble NPU3HAKM CUHAPOMA OTMeuvalTcsl MHorga y
rpyZaHbIX aeTeli. OfHaKo B 60/bLUMHCTBE C/lyYaeB K/IMHUYecKasi CUMNToMa-
TUKa NPOSIBNSETCS TOJIbKO Moc/e 2-N1eTHEro BO3pacTa: HaHU3M, Mporpec-
cupyroLas onurocdpeHns (4o 3Toro Bo3pacTta ncuxogsuratesibHoe u ousu-
yeckoe pasBuTMe B npegenax HOPMbl), AUCNponopuumn tena (pyku u Horu
HEenponopLUMOHa/IbHO BEJIMKN), YMEHbLUEHUE TOSLMHbI MOAKOXHOMR XUPO-
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BOIN KneTyaTkn (60/bHbIE NMEIOT BMA, CTAPMKOB), CEHCOPHbIE paccTpoiicTBa
(4BYCTOPOHHASA NUIMEHTHas AereHepauus cetyaTky No BUAY «COM ¢ nep-
uem», nporpeccupyroLias aTpodus 3puTeNnbHbIX HEPBOB, BeAyLlas K cre-
noTe; NOMyTHEHWE POroBuLbl, KaTapakta, kocornasue; y 2/3 60/bHbIX —
CHWXeHWe cnyxa).

TunnyeH BHELWHWI BUA: [N1a3a 3anasBlune, SIMUO Y3KOe, HOC TOHKWNA,
Koxa Apsbnas, aputemMaTtosHblli AepMaTuT K13-3a BbICOKON hOTOUYBCTBU-
Te/IbHOCTWU, MHOXECTBEHHbIA Kapuec, BOJIOCbl pefkne, KOHEYHOCTU LnaHo-
TUYHbIE, KW1EeBMAHAA rpyaHas knetka. Macca Tena 60/bHbIX He NpeBblila-
et 10 «r.

HeBponoruyeckasa cvMmnTomMaTuka: MO3XEeUKOBble pPacCTPONCTBa, HU-
cTarMm, TpeMop, rmnepkuHesbl, aHOPEKCUS.

Y MasibuMKoB — KPUMNTOPXU3M U FMNOMIa3ns TecTUKyn.

PeHTreHonornyeckn BbisBnseTcs Andy3HbIi OCTEOCK1epos, yTosLle-
HVe KOCTeil Yepena, MUKPOKpaHus, yBesiyeHue nepegHesagHero pasmepa
NMO3BOHKOB, YAJ/IMHEHVe Anadn3oB AMHHBLIX TpybuyaTbiX KOCTel, runonnia-
3Us1 NOAB340LLHbIX KOCTEA.

AnddepeHumanbHbll gnarHo3: bnyma cuHgpom, nporepusi (CUHA-
pom BepHepa), etumHcoHa-Imndopga cuHgpom, Ay6oButua CUHAPOM,
nenpeyayHu3M.

MpoOrHo3 Ans Xu3Hn onpeaensieTcs BblpaXKeHHOCTbIO Kaxekcun: Henoc-
pencTBEHHOW MPUUMHON CMepTU SABASIOTCA COMNyTCTBYHOLWLME WHKEKLNOH-
Hble 3a6051eBaHns. BOMbLUMHCTBO 6O/bHBIX He focTuraloT 10-neTHero Bo3-
pacra.

KO®DNHA-CUPUCA CUHAPOM (1970 r., G.Coffin, E. Siris, CLLUA) — Ha-
CMNeACTBEHHbIA CUHAPOM, COYeTalolWnii OIMroPpeHnto ¢ KOMMNIEKCOM
BPOXAEHHbIX MOPOKOB Pa3BUTUS.

MonynsaumnoHHas YacTtoTa HeuM3BeCTHa, CuMTaeTcs, 4YTo CMHAPOM Ccpas-
HUTENbHO peakuin (Nastok .M. n gp., 1983).

Tun HacnegoBaHMs ayTOCOMHO-peueccusHblii (Slastok I'.U. n gp., 1983).
OnucaHbl HabnAeHNs CMHAPOMa Y pa3HoMnosbix CMBCOB, a Takke KPOBHOE
poACcTBO poauTenein ogHol n3 6onbHbiX (Carey J., Hall B., 1978; Giovan-
nucci Uzielli M. etal., 1980).

OCHOBHble AuarHoCTU4Yeckme npusHaku CUHAPOMA: XapakTepHas
BHELLIHOCTb (MuKpouedanus, rpybblie yepTbl nuua ¢ ryctbiMu 6poBAMU 1
pecHuuamu npu cKygHoOM pocTe BOJIOC Ha rofloBe), rmno- unv anniasns auc-
Ta/lbHbIX panaHr unu Bcero V nasbla KUCTER 1 CToM, OTCYTCTBME HOrTei
Ha 3TUX Nasbuax.

KnuHuka. et ¢ faHHbIM CUHAPOMOM POXAAKTCA C NpU3Hakamu npe-
HaTasIbHOW rMnonjasnm — nx cpegHss macca okono 2500 r (npy AOHOLLIEH-
Holt 6epemeHHocTN) (Jlastok .U, n ap., 1983).
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B panbHeiiwem obpalyatoT Ha cebs1 BHMMaHNe 0COH6EHHOCTN BHELLHOC-
TW, OTMEYEHHbIE BbIlLE, 06UIME CTUTM AM33MbproreHesa (LLUMPoKoe nepe-
HOCbe, 3MNWKaHT, TONCTbIe rybbl, MakpOCTOMUS, YKOPOUEHUEe nIbTPa).

YacTo oTMevaeTcs MbllleyHasi TMNoToHWS, pa3bonTaHHOCTb B CycTa-
Bax, B MOMOBMHE criydyaeB — ckonmos (Carey J., Hall B., 1978). 3agepxka
NoCTHaATa/IbHOrO Pa3BUTUS — U YMCTBEHHOTO, U (hru3nyeckoro — Bcerga
06bIYHO BbIpaXKEHHas.

MoryT oTMeuyaTbCs MOPOKN Pa3BUTUSI BHYTPEHHUX OPraHoB: Y MOMOBUHbI
60/MbHbIX — 3TO NOPOKM cepaua (aedekT MexnpeacepaHon Neperopoaku,
TeTpaga ®anno), y HEKOTOpbIX 60/IbHLIX — MOPOKM FOMI0BHOrO Mo3ra ([eH-
On-Yonkepa, areHe3nsi MO30/IMCTOro Tena), B e AUHUYHbIX C/yYasx — Hapy-
LUeHVe NoBOpOTa KULLEYHWKA, YABOEHWEe MOYeYHbIX SIOXaHOK, rmapoHed-
pos.

Mpu obcnepoBaHMK: XxapakTepHa 3a/epXXka KOCTHOro Bo3pacTa, Kapu-
OTUNbl Y BCeX 60MbHbLIX HOpMasbHble (Jlastok .W. u ap., 1983; Giovannucci
Uzielli M. et al., 1980).

OndbdepeHumnanbHbIv gnarHo3 NpoBoAUTCA C CUHAPOMOM TPUCOMUMN
9p, ¢ cuHapomoM KopHenuu ae JlaHre, ¢ am6puodeTasibHbIM TMAAHTONHO-
BbIM CUHOPOMOM. B C/IOXHbIX COMHUTE/IbHBLIX C/lyYasiX OKOHYaTesbHbIl
AMarHo3 CTaBUTCSI NOC/IE KAapUOSIOTMYeCcKoro aHaamaa.

JleueHne cnMmnToMaTUyeckKoe.

MporHo3 Asa nNcmMxou3nyeckoro pasBUTS HeOGAaronpusTHLIA, BU-
Ta/lbHbI/i NPOrHO3 He YCTaHOBJIEH.

Me[OuKo-reHeTM4ecKkoe KOHCY/IbTUPOBaHWe U NpeHaTas/ibHas auvar-
HOCTUKa He pas3paboTaHbl, OCYLLECTBASETCA MO O6LLMM MPUHLMNAM KOH-
CY/IbTUPOBAHUS TEHETUYECKUX CUHAPOMOB C ayTOCOMHO-PELLECCUBHBIM TU-
MOM HacnefoBaHWs B CUCTEME MAaCCOBOr0 Y3-CKpUMHUHra 6epemMeHHbIX
YKEHLLVH.

JINCCOHLUED®ANNN ONKEPA CUHAOPOM (1969 r., H. Dieker n coasT.,
CLUA) — reHeTMyeckuii CMHAPOM MHOXECTBEHHbIX MOPOKOB pasBUTUS, B
nepByto oyepesb, rO/IOBHOr0 MO3ra, NpyM KOTOPOM ero NoBEepPXHOCTb fimLle-
Ha 06bIYHbIX 60pP034 U N3BW/IUH.

MonynsiuMoHHas YacToTa HEM3BECTHA, COOTHOLLEHUE MOIOB NPUMEPHO
OOMHaKoBOe.

Tun HacnegoBaHna — ayTocoMHO-peueccusHblii (Dieker H. et al., 1969;
Norman M. et al., 1976).

3Tnonorus. finccaHuedanus kak aHoMaivsl roJI0BHOTO MO3ra MOXET OblITb:

1) n301MPOBaHHbLIM MOPOKOM Pa3BUTUS;

2) Npu3HaKoM cUcTeMHoro nopaxenus LIHC (cuHgpom Xewmke);
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3) BXOOUTb B COCTaB MHOXECTBEHHbIX MOPOKOB pPa3BUTUSA (CUHAPOM
nuccaHuedanun Oukepa). Bbicka3biBaeTcs NpeanosioxXeHne o reTeporex-
HoCcTW cuHgpoma (Jlastok .M. n gp., 1983).

OCHOBHble AnarHOCTUYeCKne NpusHakn: Mukpouedanns, xapakrep-
Hblli BHELUHWIA BWUJ, HEKYNUPYIOLLMECS CyA0poru.

KnuHuka. [letv ¢ cnHapoMOM nuccaHuedanuu ukepa nMmetoT Heobbly-
HOe NNLO C BbICOKUM /I6OM, TMNepTenopnu3MoM, HECKObKO BbIBEPHYTLIMU
HO34psAMM, MUKporeHveil. OTMevaloTCsa Takke aHTUMOHIO/I0MAHbIA paspes
rNasHbIX Lienei, «kapnuii poT», BbICTyNalOLWMiA 3aTbl/IOK, HU3KO pacnoso-
YXEHHbIe YLIHbIE PaKOBUHbI, MOMYTHEHUE POrOBULLbI.

Beaywmii KNUHUYECKUI CUMNTOM — BO3HUKaKOLWWMe yxxe Ha 1-2-i Hepe-
Nle XU3HW NPUCTYMbl HEKYNUPYIOLWNXCA cygopor. [pu 3ToM oTMevaeTcs
MbILLEYHAsA TMNOTOHMS, 3MM304bl anHo3, MOBbILEHNE CYXOXWUIbHbIX ped-
JIEKCOB, B AaJ/IbHElLLIEM — OTCTaBaHue B pa3BUTUN.

[etn ¢ nuccaHuedanuveit Aunkepa NMeT KOMIIEKC MOPOKOB pPa3BUTUS:
cuHpakTunuio -1l nanbLes cTomn, NaxoBble rPbiKU, KPUNTOPXMU3M, U3 NOPO-
KOB BHYTPEHHMX OpraHoB — NOpOoKU cepua (HesapalleHve mMexnpencepa-
HON Neperopoakn, OTKPbITbIA apTepuasibHbli MPOTOK), MOYEBOWN CUCTEMBI
(NnoNMKnCTO3, araHe3us Mo4vek, aHOMasiMu MOYETOYHMKOB), B €AUNHUYHBIX
cny4vyasx — MnoAvaakTuAnlo, atpesnio ABeHaauaTUnepCcTHON KULLKN.

AnddepeHunanbHblin gnarHo3 nuccaHuedannn ukepa 0CoXHsSeT-
cA TeM, 4YTO B NepByl0 oyepedb HEOOXOAMMO MCK/IOUYUTbL MHOroo6pasHble
NPUUYUHBI CYA0POr Yy HOBOPOXAEHHOTO pebeHKa MepBblX MECALEB XU3HU
(MeHWHIT, nepuHaTanbHoe nopaxeHne LIHC, BHyTpuyepenHble KpoBOU3-
nusaHWA, rmnonapaTtupeos u 1.4.). danee, anddepeHunpyroT ¢ HEKOTOpPbI-
MW XPOMOCOMHbIMK 60/1€3HAMM (CUHAPOM TPUCOMUU 8 XPOMOCOMbI, CUH/A-
pom 3aBappca), HEXPOMOCOMHbIMU cuHapomamun (MeHkeca-ll, Xewmke,
LlenbBerepa).

NeyeHne: obblYHbIE NPOTMBOCYAOPOXHbLIE MpenapaTbl Masioaddek-
TUBHbI, JOBUTBLCA KYNMPOBaHUA CYAOPOr yaaeTcs npy ux KoMGuHaumm u no-
BbILLUEHUW A03MPOBOK. OAHAKO 3PEKT HENPOAOHKUTENbHbINA.

MpOrHo3 And Xu3HU nNpyu cuHgpome nuccaHuedanuu Avkepa Hebna-
ronpuaTHbIN, 60/bHbIE, KaK NPaBuo, YMUPAKOT Ha NEPBOM oAy XU3HW.

Meanko-reHeTUYeCKoe KOHCY/IbTUPOBaHWe 1 npeHaTasibHasa guar-
HOCTUKa chneunasibHO He pa3paboTaHbl U OCYLLECTBAAITCHA B CUCTEME
MacCOBOr0 Y/1bTPa3BYKOBOIO CKPUHMHIa 6epeMeHHbIX XXEHLLUH Ha MOpOoKM
passuTua y naoga no obLimMM MpuHUMNaM KOHCYNbTUPOBaHUSA reHeTuyec-
KMX CMHAPOMOB C ayTOCOMHO-pPEeLLeCCUBHbLIM TUMOM HacnenoBaHus.
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MEKKENA CUHAPOM (1822 1., J. Meckel, N'epmanns). OguH us Hanbonee
N3BECTHbIX CUHAPOMOB, T.K. onucaH ewe J. Meckel B 1822 r. y AByx cu6-
COB, MMEBLUMX aHasI0rMYHbIE KOMMEKCbl MOPOKOB — 3aTbI/IOYHY Yepen-
HO-MO3rOBYIO PbDKY, MOANAAKTUINIO, NOSIMKACTO3 MOYEK.

MonynsyMoHHas yactoTa cmHapoma — 1:65000 — 90000 (J1astok I'.U. un
ap., 1983; Kosnosa C.A. u gp., 1987).

CooTHoweHve nonos — M 1 : K 1.

Tun HacnefoBaHMs —ayTOCOMHO-peLeCCUBHBIN.

OCHOBHble gMarHOCTUYeCKMe MNPU3HaKM CUHAPOMA: YepernHo-MOo3-
rosas rpbbka (3atbliouHas) —y 80% 60/1bHbIX; NONNAAKTUANA U NONKUC-
TO3 noyek — y 66-75%.

KnuHuka. NomMuMOo yKa3aHHbIX OCHOBHbIX NPU3HAKOB Npu CUHAPOME
Mekkens BCTpevalTcs Mmukpouedanus, rugpouedanns, annasms Mo30-
nncToro Tena, apuvHaHuedanus.

JInuo: ckoweHHbI 106, HU3KO pacnosioXeHHble AetopMUpOBaHHbIe
YWHbIE PAKOBWHbI, FMNEPTENOpU3M, KanuinspHble remMaHrmomMsl Ha noby,
pacwenuHbl rybbl n Heba. Y 1/4 60/bHbIX OTMEYalTCa aHOMasiMM rnas:
MUKpOpTaNIbMUS, aHOPTaNIbMUS, KOSTOOOMbI, KaTtapakTa.

M3 NopoKoB BHYTPEHHUX OPraHoB: MOPOKM cepaua, KNCTO3HblE U3MeHe-
HWS NeyYyeHu, MOMMMO NOJIMKMCTO3a MoYek, atpesns MOYEeTOUYHMKOB, NOPOKN
MOY€EBOro Mny3bIpsl.

Y MaslbyMKOB — FUMNOTreHUTa/IM3M, KPUNTOPXM3M; Y AeBOYeK — ABYpPO-
rasgs mMaTka, atpesus Bnarasmiia, HapylweHUs B CTPOEHUN HapyXHbIX Mos-
OBbIX OpraHoB.

MonnaakTnana 4acto coveTaeTcs C CUHAAKTUANER, TakkKe MOryT UMeTb
MEeCTO KIMHOA4AKTUAMA V nanbua, KoconarnocTb, nornepeyHas fafioHHas
cknagka.

BObLIMHCTBO 60/bHBLIX NOrMGatoT B NepnHaTasibHOM nepuoge, ocTaslb-
Hble — Ha NepBOM oAy XU3HW.

OndbdepeHunanbHbIv gnarHo3: TPUCOMUS XPOMOCOMbI 13, CMHOPOM
Cwmuta-lemnu-Onntya, cuHgpom Mopa.

NeueHne HeahheKTUBHO.

MpOrHo3 He6naronpusTHLIN.

MeanKo-reHeTNYeCcKoe KOHCY/IbTUPOBaHWe MNPOBOAUTCA UCXOAS W3
ayTOCOMHO-PELLeCCMBHOIO TMna HacnefoBaHus.

MpeHaTasibHasa AnarHOCTUKa CMHApPoMa Mekkens OCHOBbIBAETCH Ha AaH-
HbIX TEHeasIorMyecKoro aHamHesa, a Takke yunTblBaeT gaHHble axorpaduu:

1) manoBoaue;

2) rmnoTpodchma nnoaa,;

3) obHapyxxeHue y moga 3aTblIOYHOro 3Huedasnouene, NoaMknucTosa
noyeK, MUKpPo- 1 rugpouedanmu.
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BaxHenwum anddepeHunanbHo-aMarHoCTUYeCKUM TeCTOM Mpu A0POo-
[OBOM BbISIB/IEHUM cUHApOMa Mekkensi y nnoja siBNsieTcs NoBbILEHUE CO-
JepxaHns anba-theTonpoTenHa B KpoBU 6epeMeHHO XEHLLUHbI 1 B OKO-
NOMN/IOAHOM XUAKOCTM Ha 16-18 Hef. BHYTpUyTpoGHOro passutust (Xapnep
M., 1984; Seller M., 1978; Verjaal M. et al., 1980).

LlenecoobpasHo npepbiBaTb 6€peMEHHOCTb M0 MEeAULMHCKAM MOoKa3a-
HVSIM B CPOKM [0 24 Hepf,., peLleHne 0 KOTOPOM MPUHMMAETCs CTPOro UHAW-
BUAYa/TbHO.

MaTonoroaHaToMMYyeckoe nccnefoBaHue nnofa 06s3aTenbHoe.

CMUTA-IEMAN-ONATUA CUHOPOM (1964 r., D. Smith., L. Lemli., J.
Opitz) — oanH 13 Hanbosiee XOPOLLO OMMUCaHHbIX U YacTO BCTpeYarLLmMxcs
cuHgpomos MBIIP.

Ero nonynsuuoHHasn yactota 1:20000 (S1lastok .M. n gp., 1983), vawe
60M€el0T MasibuMKkn (COOTHOLLEeHMEe nonoB M3:K1).

Tun HacnegoBaHUs! — ayTOCOMHO-PELECCUBHBIN.

OCHOBHbIE AMarHOCTUYECKME MNPU3HaKM CUHAPOMa: MuKpoueda-
nns, aucniasns nuua, CUHAAKTUAWS, NOPOKU NOJSIOBLIX OPraHoB y Maslbyu-
KoB (puc. 81).

KnunHuka. XoTs nNpogo/mkKnTenbHOCTb GepeMEHHOCTM Yalle HopMaslb-
Has (HefOHOLWEHHbIMM poxaatTca 18% 60/bHbIX), CpeaHsst Macca aeTen
npu poxgeHnn 2627+513 r.

Oxkono 1/3 60/bHbIX POXAATCA B TA30BOM MPUIEXaHNN.

JInuo xapaktepHoe: BbIBEPHYTbIE HAPYXy HO34pW, aHTUMOHIOMOUAHbIN
paspes rnas, nro3, 3NMKaHT, KOocornaswe, HWU3KWIA N06, LWMpoKasi CiuHKa
HOCa, HWU3KO PacCro/IOKEHHbIE ANCM/IACTUYHbIE YLIHbIE PAKOBUHBI.

MoryT 6bITb paclienvHbl Heba (Ho He rybbl!). Ob6pallatoT Ha cebs BHU-
MaHVe LUMPOKKIA anbBeOSPHbIN Kpali BepxHeli yentocTtu (Slastok I'.W. n gp.,
1983).

I3 MOpPOKOB KOHEYHOCTEN, Kpome XxapaktepHoi cuHgaktuamm ll-ill Ha
cTonax U KUCTAX, UHOrAa npu 3TOM LUeCTUNasioCTb, YKOPOYEHMEe U pacLuu-
peHue | nanbLeB CTON, KIMHOAAKTUNS, KOCOIanocTb.

V3peaka HabnwogalTcs NynoyHas v naxoBasi FpbhKU, MErakosioH, aTpe-
3Us 3aiHEro NpoxoAa.

Y 70% Ma/ibuMKOB MMEET MEecTO rMnocnagusi, Hepeako B coYeTaHuu ¢
KPUNTOPXM3MOM, pexe — rMnonaasnsi NosioBoro YsieHa.

BecbMa xapakTepHbIM KIMHUYECKMM MPOSIB/IEHNEM CUMHAPOMA SBNSeT-
Cs ynopHas pBOTa, KOTOpas y YacTu GOJIbHbIX CBSI3aHa C UMEHLMM MECTO
NWI0POCTEHO30M, a Yy ApYruX, No-BUAVMOMY, — LIEHTPa/IbHOTO MPOUCXO0X-
AeHusi. BonbHble ¢ crnHApoMoM CwmuTa-flemnn-Onutua 3HaunTenlbHO OT-
cTatoT B oM3MYECKOM N OCOBEHHO B Mcuxmyeckom passutum (100%).
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Puc. 81. PebeHok ¢ cuHgpomom CmuTa-Jlemnn-Onnrua

BuTasibHbIA NPOrHO3 BO MHOrOM ONpeAensieTca Ha/lmunem U Xapakre-
pOM MMOPOKOB BHYTPEHHUX OpPraHoB, KOTOpble Npu OaHHOM CUHApOME
BCTpeyalTCs BecbMa 4acTo.

Mpn obcnenoBaHUM UM NpU NaTosI0roaHaTOMUYECKOM MCCefoBaHnn
o6HapyxunBatoTCs:

1) nopokn Mmo3ra (runonnasus), Mo3xeuka (areHesnss 4yepBs UM ero
yactu), annasus Mo30/IMCTOro Tena,

2) Nopoku cepaLan KpynHbIX COCYA0B (CTEHO3 YCTbS aopThl U JIEFOYHO-
ro cTBONA);

3) NOpOKM MOYEBOI CUCTEMBI (TMNOM/IAa3ns U MOSIMKMCTO3 MOYeK, rmapo-
Hebpo3, aHOMa/IMM MOYETOUYHUKOB).

AndbdbepeHumanbHbIi gnarHo3: TPUCOMUSA XPOMOCOMbI 18, poTo-
nuue-nansueBoi cuHgpoM | u Il Tunos, cnHapom Onutua-®puaca, BBB-
cuHgpom, COFS-cuHapom.

JleyeHne cumnToMaTUYECKOE.

MporHo3 ans NcMxogu3nyYeckoro pasBuUTUS HeGaronpuaTHbIN. [eTun
YMUPAKT OT BUCLLePa/TIbHbIX MOPOKOB UM OT MHTEPKYPPEHTHBLIX UHDEKLNIA.
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MeUKOo-reHeTUYeCcKoe KOHCY/IbTUPOBaHWE U NpeHaTasibHasa gmar-
HOCTUMKa. MOBTOPHbIA PUCK AOCTATOYHO BbICOK. BO3MOXHOCTU [OPOAOBOIA
BepuchmkaLmm AmnarHosa y nioga BecbMa COMHUTEsNbHbI. BMecTe ¢ Tewm,
npu axorpadun nioga B Npoduib MOXET 6biTb BU3Ya/IM3MPOBAHO Xapak-
TepHoe «MTuybe NUUo» — MUKpouedannsa, MUKPOreHUs, KIH0BOBUAHbIN
Hoc (demugoB B.H. v gp., 1990).

TPOMBOLUMTONEHNN-ATPE3UNN PAAVNYCA CUHAPOM (1956 T., H. Gross
W COaBT.) — HacNeACTBEHHbI CUHAPOM MHOXECTBEHHbIX NMOPOKOB C TPOM-
6ounToneHuner n otTcyTcTBmemM sydeBon kocTu (Thrombocy topenia-radial
aplasia — TAR-cuHapom).

MonynsumoHHasa Yactota — 1:500000 — 1:100000 (Wiedemann H.-R.
etal., 1982).

Tun HacnegoBaHMs — ayTOCOMHO-PeL,eCCUBHbIN.

OCHOBHbIe AarHOCTUYeckme NPU3Haku: ABYCTOPOHHEE OTCYTCTBUE
Ny4yeBbIX kocTel (puc. 82), amerakapuoumTapHasi TPOMOOLMTONEHUS.

KnnHuka. [etn poxaarTcs 06bIYHO B CPOK C HOPMasibHOW Maccoi
Tena. C poXxaeHns AnarHocTupyeTcs ABYCTOPOHHSAS KOCOPYKOCTb M3-3a OT-
CYTCTBUS WU TUNONAa3un nyyeBbIX KocTel. MoryT nmeTb MecTo W apyrue
CKesleTHble aHOMasIMK: yKkopodeHne u aedopmMalumsi JIOKTEBOW KOCTU, ee
OTCYTCTBME, MOPOKN KACTU W M/ieya, BbIBUXW 6edep, HaOKOMeHHuKa, Tyro-
NoABWXHOCTb KOMIEHHOro cycTaBa, BapycHas AeddopMaums HUKHUX KOHeY-
HocTell, KoconanocTb, TeTpadokomenus, aHoManum pebep 1 N0O3BOHOYHM-
Ka, BKIoYasa spina bifida, a Takke 6paxmuyecdanus, cuHpgaktuama. C
nepBbIX MecsAUeB XU3HU OTMeYyaeTCcs remMopparMyeckuii CUHAPOM OT KOX-
HbIX MPOSIB/AEHU 40 KALIEYHOIO KPOBOTEYEHUS U BHYTPUMO3TOBbIX KPOBO-
n3nusaHuii, B 35-40% cnyvaeB onpegensowmii Heb61aronpusATHbIA BUTa lb-
Hblli NPOrHO3. Ha BbICOTE remMopparnyeckoro cvHapoma y geteid 1-ro roga
XN3HU BO3MOXHbI NIEikeMOVAHAs peakumsl n renatocrnsieHoOMerasvs.

Mpy obcnegoBaHun Bcerga BbIBMSETCA TPOMOOLMTONEHUS amMmeraka-
puoHUTapHOro xapakrepa (y 2/3 60/1bHbIX TPOMOOLNTLI OTCYTCTBYIOT, Y OC-
Ta/IbHbIX — NX KOSIMYECTBO CHUXEHO WM OHU UHAKTUBUPOBAHbI).

Y yactu 60/bHbIX HaXOAAT MOPOKM BHYTPEHHUX OpraHoB — TeTpajy
danno, AMIM, aneeptnkyn Mekkens, noyeyHble aHOMasIMKU, a TakKxe Ko-
cornasue, rnaykomy.

AnddepeHuymanbHbIi gnarHos: Aase CUHAPOM, akpouedasbHbIn an-
30cT03 Harepa, VATER-accouyyauus, naHuyutoneHns ®daHkoHu, Cekkens
cuHgpowm, Xont-Opama cuHgpom, LliBaxmaHa cuHOPOM, XPOMOCOMbI 14
CUHAPOM.
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Puc. 82. PebeHok ¢ TAR-CUHOPOMOM:
a — KOCOpPYKOCTb, 6 — peHTreHorpamMMa pyku
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NleyeHre. CuMnTOMaTUYECKOE flIeUeHe Hanpas/ieHo Ha 60pbO6Yy C re-
MopparnyeckvmM CUHAPOMOM; OMepaTUBHOE JSieUeHne KOCOPYKOCTU U ApYy-
roii opToneanyeckoli NaTonorMn orpaHnYeHo TPOMBOLMTOMNEHNEN.

MporHo3 Bcerga CepbesHblil, 0COGEHHO MPU HapyLIEHUSIX MO3roBOro
KpoBoo6patlleHusi. OnucbiBaeTcsl, 4To C BO3PacTOM YUC/I0 TPOMGOLMTOB
MOXET MOBbILATLCA A0 HOPMasIbHOTO YPOBHSI.

MefgnKo-reHeTUYeCKoe KOHCY/IbTUPOBaHUE [AO0/HKHO UCXOAUTb U3
TOr0, YTO YacToTa CUHAPOMA Ype3BblualiHO HM3Kast N PUCK MOBTOPHOIO Po-
XOeHus1 Bcerga Mas.

MpeHaTasibHas gMarHoCcTuKa MpPoBOAMTCS C MOMOLLLIO 3xorpadun
nnoga, y KOToporo npu AaHHOM MOpoKe Buayasnmsyetcs B 100% cryyaes
TMNO-UN ansasusi ly4eBbIX KocTeid. Mo 3ToOMy NpU3HaKy NPUXoAnTCs ANd-
hepeHuMpoBaTh C yKasaHHbIMWU Bbille CUHAPOMAaMW, MPOrHO3 npu 60/1b-
LUMHCTBE M3 KOTOPbIX HE6/aronpuaTHbIN (Mckmoyasi cuHApom Aase; npu
cuHapome XonT-Opama OH 3aBMCUT, B OCHOBHOM, OT XapakTepa Mopoka

cepaua).

CNHAPOMbI, HACNEOYEMbIE
NMno AYTOCOMHO-JOMUHAHTHOMY TUMY

AMEPA CUHAPOM (1904 r., E. Apert). CuHgpomM HasBaH no damununm
dopaHuy3ckoro uccnegosatensa E. Apert, Bnepsble onucasLuero ato 3abo-
nesaHue. OHO OTHOCUTCA K rpynne akpoueganocuHAaKTUANA, B KOTOPYHO
BXOAAT Takke cnHapoMmsbl Mdparidocpepa n CaTpe-XoTueHa.

MonynsauuoHHas yactoTa cuHgpoma Anepa 1:150000 (Cohen M.,
1975).

CooTtHolueHne nonos — M 1 : K 1.

Tun HacnegoBaHMs — ayTOCOMHO-AOMUHAHTHBIN.

OCHOBHble AUMarHOCTUYeCKUE MPU3HAKN U KIIMHUKA CUHOpOMA: ak-
pouedannsa («6alleHHbI Yepen») 1 NnofiHas CUHOAKTUANSA KUCTen u cton
(puc. 83, a, 6). OHM umetoT mecTo Yy 100% 60MbHbIX. OYeHb XapakTepHoe
nnuo npu cuHgpome Anepa (puc. 83, a): ak3odTasibM, rmnepTenopnsM, aH-
TUMOHIrO/I0UAHbIY pa3pes rna3. MoryT oTmedaTbcsl pacliesimHbl Heba (Ho
He ry6bl!). Mpu HelipocoHorpadun MOryT BbISIBMATLCS BHYTPEHHAS rnapo-
uedhanmsa, MUKpoOrmpus, apuHaHuedanus, annasmsa Mo3onmucToro Tena. Y
1/5 60/bHbIX C CMHAPOMOM Anepa BCTpevatTCsa NOpoKU pas3BuTus cepaua
U KPYMHbIX COCYZ0B, KOTOPble B 3HAYMTE/IbHOW CTeneHu onpefenstoT Bu-
Ta/lbHbIA MPOrHO3. 3HAYMTESIbHO pexe MMEeKT MeCcTO MOPOKU pas3BuTUsA
OpYrux opraHoB W cUCTeM — aTpesuns nuLieBoaa, NUI0OPOCTEHO3, aHOPEK-
TaslbHOl aTpe3un. Bece 60/bHbIE C CMHAPOMOM Anepa OTCTaloT B YMCTBEH-
HOM pas3BUTUN.
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Puc. 83. CuHapom Anepa: a — /IMLO HOBOPOXAEHHOIO PeGeHKa;
6 — nofHas CUHAAKTUNWS KUCTER 1 cTon Yy TOro e 60/IbHOro
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AndbdbepeHunanbHbIi AgnarHos: gpyrue oopmMbl akpouedanocnHaak-
TunuW, akpouedpanononucuHaakTunnn (cuHagpomMbl Hoaka, KapneHTepa,
Cakatn).

NleyeHne cumnToMaTUYECKOE.

MporHo3 BUTasIbHBIN ONpeaensieTcs TSHKECTbH BUCLepasibHbIX NMOPO-
KOB W B LIe/IOM CMEPTHOCTb 60/bHbIX C 3TVM CUHAPOMOM 3HAUYUTESILHO
BbllLle CMEPTHOCTU NOAEN TOro Xe BOo3pacTa, XOTA OTAesbHble 60/bHbIE
MoryT goxmsatb Ao 50-60 net (Jlastok .. n gp., 1983).

MeOUKO-TeHETUYECKOE KOHCY/IbTUPOBaHME.

CuvHgpom Anepa Bbi3blBaeTCS cnopagnyeckoli myTtaumein JOMUHAHTHO-
ro reHa. CemMeliHble cnyvyan — KpalHss pegkocTb, T.K. 3TM 60/IbHbIE MOYTU
HUKOrga He BCTynaloT B 6pak (onurodpeHuns, dmnsnyeckne aedekTbl).

MpeHaTasibHasi gMarHocTuka. B Buay TOro, 4to criydam cuHgpoma
Anepa, B OCHOBHOM, criopaguyeckne, LieneHanpaB/ieHHas AopoAoBasi ou-
arHoCTMKa, Kak mpaBw/o, He MpoBoauTCS. BmecTe ¢ Tem, Npu MacCcOBOM
Y3-CKpeHuHre 6epeMeHHbIX, MOXET ObiTb BU3ya/IM3NPOBaH KOMMIEKC MHO-
YKECTBEHHbIX MOPOKOB Pa3BUTUS y N0Aa, KOTOPbI/ SIBASIETCS OCHOBOM AN
LasbHENLEN TaKTUKN.

MeANDPEPA CUHAPOM (1964 r., R.Pfeiffer, Fepmanus) — Hacnep-
CTBEHHbI/I CUHOPOM MHOXECTBEHHbIX MOPOKOB PasBUTUSA, OTHOCALLUIACA
K akpouedanocmHgaktuamam (bonee 6naronpusitHblii, YeM CUHAPOM
Anepa).

MonynsyuoHHas YacTtoTa CMHAPOMAa Hen3BecTHa, 3aboneBaHue peg-
KOe: Ma/IbUMK/ U OEBOYKM MOPAKAKTCA C OANHAKOBOM YacTOTOM.

Tvn HacnefoBaHUs — ayTOCOMHO-AOMUHAHTHBIN.

OTmnonorna. BonblUMHCTBO HabnwgeHuin cuHgpoma [lMdalicddpepa —
ceMeliHble cnydyau; cnopaguyeckue ciyydan (CMMNTOMOKOMI/IEKCHI ¢ dhop-
MOii uepena B oopMe «TPUUCTHUKA») — C/Ie[CTBUE AOMUHAHTHbIX MyTa-
Unii. HekoTopble aBTOpbl MpeAnonaralT, 4YTo cuHApoMbl MNdaiddepa
Anepa — Nub pasHble KIMHUYECKUE NPOSIB/IEHNUS OHON U TOW e reHHON
myTaumn (ExcobarV., Bixler D_, 1977).

OCHOBHble AMarHOCTUYECKME MPU3HaKU: akpoLedanmsa B coueTaHnu
C LUMPOKMMM KOHLEBbLIMU hanaHramu | nanbLeB KACTEW 1 CTOM, YacTUYHas
(HO He ToTasibHas) CMHAAKTUANSA Kucnein u cton, obbivHo II-Ill nanbues, ve-
pen B hopMe «TPUSIUCTHUKAY; PEHTreHONormyeckne n3MeHeHus | nanbLes
(cm. Hmxe).

KnuHuka. OB6bIYHO BHELUHWE OCOBGEHHOCTU 60JIbHbLIX C CUHAPOMOM
Mdpalichdhepa MMEOTCA yXKE NPU POXAEHUN U MOTYT BbITb OTMEYEHBI.

Akpouedanisi — NOCTOSHHbIVA NPU3HAK CUHAPOMA, OAHAKO KpaHWocTe-
HO3 OTMevaeTcs He Bcerga. MHorga BcTpevaeTcsl uepen B dhopme «Tpu-
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JNINCTHUKa» — NpY 3TOM NTIOGHO-TEMEHHOW 0TAeN Kak 6bl oTaensieTcs ot 6o-
KOBbIX BMCOYHbIX KOCTEl, CaruTasibHbIiA OB LUMPOKO OTKPbIT, yellyiiyaTas
YacTb BMCOYHbIX KOCTEW PE3KO BbINsiUeHa.

BosnbHble ¢ cnHagpomom lMdpalidodhepa MMEKT MHOMO CTUTM AU33M6puro-
reHesa: runepTeniopusM, aHTUMOHIONIOWUAHbIA pa3pes rNasHbIxX LWenen, yn-
JIOLEHHas CMMHKa Hoca, rvnonsasvsi BepxHeli Yenoctu. B psige cnyyaes
(10-15%) oTmMeueHbl pacLienvHbl Heba, aK3oTanbm U Kocornasue.

VIHTennekTyasnbHOe pasBuUTUE, Kak NpaBu/io, He CTpajaerT.

Mpu cuHapome Mdpaiddpepa ¢ yepenom B dopMe «TPUNCTHUKA» 0O-
HapyX1BalTCA NOPOKM Mo3ra (MUKPONOAUIMpUS, ania3vus MOo30/IMCTOro
Tena), rnas (adakus, KonoboMbl padyxkn), aTpe3ust XoaH, annasus cTBop-
KW aopTa/ibHOrO KnamnaHa, NUIoPOCTEHO03, NMYNOBUHHAs rpbbka (/lastok ..
n ap., 1983).

AndhbepeHumpytoT cuHapom Mdaidpdepa ¢ gpyrumm copmamn ak-
pouedanocuHgaktunum (Anepa, Catpe-XoTueHa), ¢ CUHAPOMaMy akpoLie-
hanononucuHgakTuamm (Hoaka, KapneHtepa), ¢ cuHgpomamu KpysoHa
Py6uHwTeliHa-Teibun, ¢ YepenHo-rnas3o-3y6HbIM CUHAPOMOM.

BaxHbIMU AndodhepeHLnanbHO-ANArHOCTUYECKUMU NPU3HaKaMn CUH-
npoma Mdpandpchbepa sBnstoTCA:

1) TpaneuveBngHasa dhopMa MpPOKCUMasbHbIX (hanaHr | nanbLeB Kuc-
Ten;

2) “ckpuBneHne aUCTaslbHbIX hanaHr aTUx nasbLeB B CTOPOHY JIOKTe-
BOI KOCTM, KOTOpblE ONpefesisiioTCs TObKO NpU PEeHTTeHOSIOTMYEeCKOM UC-
crefoBaHuun.

JleueHune:kak nNpaBuio, He TpebyeTcs.

MpPOrHO3 OTHOCUTE/TbHO 61aroNpPUATHBIN.

MeAuKo-reHeTM4ecKkoe KOHCY/IbTUPOBaHWEe U NpeHaTasibHas auvar-
HOCTVKa BC/eACTBUE PEAKOCTM CUHAPOMA UM CPaBHUTE/IbHO GnaronpusT-
HOro ero Te4yeHusi He NPOBOAATCS.

C3TPE-XOTLEHA CUHAPOM (1931 r., H. Saethre, Hopserus; 1932 r., F.
Chotzen, 'epmaHnsi) — HacneACcTBEHHbIN CUHAPOM MHOXECTBEHHbIX NOPO-
KOB pasBUTKS, Takke OTHOCALLMIACS K akpouedanocnHaakTuamsm, paHee
HasblBaBLLMICA NCEBAOCUHAPOMOM Kpy3oHa.

XoTAa nonynsunoHHas Yactota CMHAPOMA HEM3BECTHA, 3TO, NO-BUANUMO-
My, Haubosiee 4yacTo BCTpeuvarollasics dpopma akpouedanoCnHaAKTUINN.
Tun HacnepoBaHWs — ayTOCOMHO-AOMMWHAHTHbIA, Npeo6nagalT cemeli-
Hble crlydan 3abosieBaHus.

OCHOBHble ANArHOCTUYECKME MPU3HAKN U KIMHKKA: KPaHUWOCTEHO3
pa3Hoii CTENEHN BbIPAXEHHOCTW, NPUBOASALLMI K aCMMMETPUM Yyepena; Je-
penHo-NnLUeBble aHOManMn (OAHO- WKW ABYCTOPOHHWIA MTO3, rMnepTesio-
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pyv3M, UCKpPUBJIEHME HOCOBOW Neperopogkv, KNBOBUAHbLIA HOC). CuHAAkK-
TMANS cTon, pexe kuctein (06bivHo 11-111) — HabngaeTcs Nnwb y NonoBu-
Hbl 60/bHBLIX. MOryT 6bITb Takke Kocornasme, BbiICOKoe Hebo, bpaxmaakTu-
N8, KNUHOLAKTUNNA, aHOMa/TMN MO3BOHKOB, MHOTAa aTpotns 3pUTesbHbIX
HepBoB. BucuepanbHble nNopoku (cepgua, noyek, XXKT) BcTpedvatoTcs B
€AVHNYHbIX crlydasix. MoryT 6bITb KIMHUYECKU CTepTble DOpMbI CUHAPOMA
(Friedman J. et al., 1977). OnurodpeHusi, kak NpaBunio, OTCyTCTBYET.

AndpochbepeHymanbHbIl gnarHo3: gpyrme hopmbl akpoLedanocuHaak-
TUNWUIA, akpouedanonoMCUHAAKTUINM, CUHAPOMbI Kpy30oHa n Py6GuHLLITER-
Ha-Telibw.

JleyeHune: xupypruyeckass KOppekums npy BUCLLEPasibHbIX MOPOKaXx;
cumnToMaTnyeckoe.

MpOrHos: BUTasbHbINA, Kak NpaBua0, 61aronpuUsITHLIN.

Meanko-reHeTUYeCKoe KOHCY/IbTUPOBaHNe YyYnTbIBAET:

1) ayTOCOMHO-AOMMHaHTHbIA TUN HacnefoBaHus cuHapoma Catpe-XoT-
ueHa,;

2) npeobnagaHue cemeiHbIx hopM;

3) BO3pacT oTua npobaHaa.

MpeHaTasibHaa AMarHOCTUKa B BUAY OTCYTCTBUSA NATOTHOMOHWYHbIX
NPU3HaKoB Mano MHGOPMATUBHA.

KPY30OHA C/HAPOM (1912 r, O. Crouzon, ®paHuust) — yepenHo-nuue-
BOW OU30CTO3, NPV KOTOPOM Hab/loAaloTCs TUMMYHAA KOHurypaums Jyepe-
na .# XxapaktepHoe smuo.

MonynaunoHHasa yactota CMHApPOMAa HeW3BeCTHa.

CooTHoweHre nosioB — M 1 ;XK 1.

Tun HacnenoBaHWss — ayTOCOMHO-AOMUHAHTHbIM.

OCHOBHbIe gMarHocTuyeckme Npu3Haky cvHapoma: bpaxuuedanus,
3K30(hTa/IbM, TMNONAA3MsA BEPXHEN YENOCTU.

KnuHuka. TUnu4HbIM ABASETCA MpexaeBpeMeHHoe 3apalleHune LIBOB
yepena, KOTopoe MPMBOAWT K €ro xapakTepHoii aechopmaunm (puc. 84).
OTmevaloTca Takke rmnepTenopysM, pacxofsiieecs Kocornasve, MOXeT
ObITb HUCTArMm, KIOBOBUAHLIA UM KPHOYKOOOPA3HbIA HOC, KOPOTKas BepX-
HAs ry6a, roTmyeckoe Hebo, paclue/iMHbl 3bl4ka, 60/bLION A3bIK, ABYCTO-
POHHSAA aTpes3uns C/yxoBOro nNpoxoaa, rnyxoTa, yMCTBEHHAs OTCTas10CTb.

AnddepeHumnanbHbIi gnarHos: KpaHMoCTEHO3, akpouedanocnHaak-
TUAUN.

NeyeHuve n gucnaHcepHoe HabnogeHNe No0 HEO6X0AMMOCTM OcyLLec-
TB/ISETCA OKY/IMCTOM, OPTOAOHTOM, sloronefom. Heobxoamma ncuxonega-
rormyeckas agantauus.

MpOrHo3 oTHOCUTENBLHO GraronpuATHbIA. Hamu Habnwgancsa cryyan
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a 6

Puc. 84. PebeHok ¢ cuHapomom KpysoHa:
a — Bug crnepegn; 6 — Bug cOoky

coyeTaHus cuHapoma KpysoHa ¢ ocTpbiM NMMO6IACTHLIM JIEMKO30M Y
pebeHka 3-neTHero Bo3pacTa.

Me[OVKO-reHeTUYeCKOe KOHCY/IbTUPOBaHME [AO/MKHO YUNTbIBAThb Mpe-
obnagaHue cemeliHbix hopm cuHagpoma KpysoHa Haj crnopaguyecknmu, a
TakKe BO3MOXHOCTb CTEPTbIX K/IMHUYECKNX NPOSIBMEHWI Y OAHOIO U3 poau-
Tenen npobaHaa.

MpeHaTasnibHas AMarHOCTMKa Maso MHpopmaTuBHa.

MAP®AHA CUHAPOM (1896 r., A. Marfan, ®paHunsi) — ognH 13 Hambo-
Jlee U3yYeHHbIX CUHAPOMOB MHOXECTBEHHbIX MOPOKOB pa3BUTUSA, BK/IOYa-
IoWwnii 0coO6eHHOCTU BHELLHero Buaa (Nnuo, ckenet), NaTtosiornio 3peHus u
cepAeyHo-cocyaucTble aHoMasIuK.

MonynsuymoHHas yactota — 1:25000 (Kosnosa C.W. u gp., 1987).

CooTHoweHve nonos — M 1 XK 1.

Tun HacnegoBaHNss —ayTOCOMHO-AOMUHaHTHbIV C BbICOKON NeHeTpaH-
THOCTbIO MYT@HTHOIO reHa, HO C Pas3/IMYHOM IKCMPECCUBHOCTLIO.
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OCHOBHble AVMArHOCTUYECKUE MPU3HAKN CUHAOPO-
Ma: BbICOKWIA POCT, apaxHOAAKTW/IWs, FUMepnoaBuXK-
HOCTb CyCTaBOB, MOABbIBMX XpyCTasiMka, nponanc MuT-
pasibHOro KnanaHa, aHeBpM3Ma aopTbl.

KnuHuka. BHewHnin Bug 607bHbIX TUNMYeH (puc. 85)
— [AVCMpONOpUUOHa/IbHOE TE/I0C/IOXEHME U3-3a AJINH-
HbIX TOHKMX KOHEYHOCTEWN N OTHOCUTE/IbHO YKOPOYEHHO-
ro Ty/0BuMLLA, Jonmxouedanusi, y3Koe «NnTudbe» JnLo.
XapakTepHa Tpuaza MOpaKeHWii: CKeneTHble Hapylle-
HUs (CKONMO3, K103, BOPOHKOOGpa3Has WM Kuneeug-
Hasl rpyAHas KieTka, MNI0CKOCTOoNME), NaTosiornst opraHa
3peHnsl (4BYCTOPOHHUIA MOABBLIBUX XpyCTasnuka, Upuao-
[oHe3, cgepodiakms, MUKPOakns, BbICOKas CTEMEHb
MUONUK, OTC/IONKa CEeTYaTKM, TeTepPOXPOMUST PagyXKu,
ronybble cknepsbl), cepaeyHO-COCyaNCTblE aHOMasun
(pacluvpeHre BOCXOZsLLE YyacT! aopTbl C pasBUTUEM
paccnaviBatoLleiicsi aHeBpM3Mbl, NPOaNCc MUTPasIbHOrO
KnanaHa, HeoOCTaTOYHOCTb APYrMX cepAeydHbiX Knana-
HOB). MOryT oTMeuaTbCsl TPbDKU Pa3IMYHON /10KasIm3a-
unn, HedpponTos, amdumsema nerkux. Memxmnyeckoe pas-

Puc. 85. BUTUE 60/IbHLIX HOpMasibHoe. [Mpu 6UOXMMUYECKOM

MaUsbumK o6cneloBaHUM BbISIBISIETCS MOBLILIEHHOE cofepXaHue
C CUMHAPOMOM  OKCWMPOJSIMHA B KPOBW U B MOYeE.

MapdpaHa BuTanbHbIii NPOrHO3 ONpefensieTcsl XapakTepom W

TSAXECTbIO CepAeYvHO-COCYAMUCTbIX HapyLlleHWd. Jonyc-
KaeTcsl, UTO yacTb 60J/IbHbIX, OCOGEHHO pPaHHEro BO3pacTa, MOXEeT Moru-
6aTb npexae, YeM yCTaHaBNMBAETCS MpaBWbHbIN auarHo3. OAHaKo ecTb
HabntogeHus (Fertig V., 1977), uto 60MbHbIE C cMHAPOMOM MapdiaHa Mo-
ryT 4OXnBaTb A0 rNy60oKon CTapocTu.

OnddepeHuranbHbIl gvarHos: cuHapoMm 3nepca-faHnio, cuHApoM
CTuknepa, roMOLUCTUHYPUS, BPOXAEHHASA KOHTpaKypHasi apaxHO4aKTu-
nvs.

NeueHne. Kak npaBwno, HEOGXOAMMO NeyeHre 1 HablaeHne y OKy-
nncTa, a Takke y Kapavosnora.

Menauko-reHeTUYeckoe KOHCY/IbTUPOBaHWE YUYUTbIBAET reHeasorun-
yeckyto doopmy 3abonieBaHus (cemeliHasi, cnopaguyeckas), a Takke BO3-
MOXHOCTb pa3/IM4YHON 3Kcnpecuyn AOMUHAHTHOMO reHa B NOTOMCTBE.

MpeHaTanbHas AnarHoOCTUKa 0co60ro 3HayveHus (418 NpodIUIaKTUKU
1 CBOEBPEMEHHOCTY JIEYEHMS) HE UMEET: AaHHOe 3aboneBaHne y nnoga He
ABNSETCA nokasaHWem Ans OCPOYHOro npepbiBaHns 6epeMeHHOCTH.

378



Puc. 86. HOBOpPOXAEHHbI pebeHoK
C cuHgpomoM Maplanna

MAPLUANMIA CUHOPOM (1958 r., D. Marshall, CLLUA) — HacneACTBEHHbIi
CVMHOPOM XapaKTepHOro BHELIHEro BMAa W CEeHCOPHbIX HapyLUEeHWA.

MonynsauMoHHan yactota Hen3BecTHa.

CooTHowweHue nonos M 1 : X 1.

Tvn HacnegoBaHUA — ayTOCOMHO-AOMUHAHTHbIA.

OCHOBHbIE MarHOCTNUYECKME NPU3HaKN CUHAPOMA: JIMLO TUKKUHE-
ca», MMUONWSA, KaTtapakTa, CHUXEHME C/lyxa, 3a[epXKka pevyeBoro passutus.

KnuHuka. Ye B nepuoge HOBOPOXAEHHOE™ xapaKTepHbIM ABMAAeTCH
nMuo 60J/1bHbIX, HanoMUHaloLWee BHELWHOCTb «MNUKKMHeca» (puc. 86): ru-
nepTenopusm, ak3omTaNbM, MasIeHbKW KOPOTKMIA HOC, 3anaBsLluas nepeHo-
cuua, BbicTynatwowmii no6. Eule B paHHeM Bo3pacTe BbISIBASETCA MUONUS
BbICOKOW CTEMNEHU, CHWXEHWE cryxa Nno HelipOCeHCOPHOMY Tuny, NPUBOAS-
lee K 3afepXKe peyeBOro passBuTUA. HO MHTENNIEKT, Kak MnpaBw/io, He
cTpagaet. NMOopoKN BHYTPEHHUX OPraHoOB He XapakTepHbl. PeHTreHosioru-
4yeckn 06HapyXMBaKTCH BHYTpUUepenHble KaslbLuudnkaTbl, aHoMaaum nos-
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BOHKOB 1 KOCTel Ta3a, BasnbrycHas gechopmaums 6enep, HenpaBW/ibHas
chopma anmgr3oB. B LWKOMBHOM BO3pacTe MOXET pa3BMBaTbCS KaTapakTta,
KOTopasl 3aTeM CMOHTaAHHO paccacbiBaeTcs.

AnddepeHuymanbHbii AgnarHo3: xoHgpoauctTpodmsa, cuHgpoMm Pobu-
HoBa.

NeueHne u gucnaHcepHoe HabOAEHME Y OKyNUCTa, cypaosnora, ne-
garora-nioronefa, B psije c/ly4yaeB — y OPTOAOHTA.

MpOrHo3: BUTa/IbHbIN, Kak NpaBua0, 61aronpuUsiTHbIN.

Meauko-reHeTU4ecKkoe KOHCY/IbTUPOBaHME: KakK npy CUHAPOMAax C
ayTOCOMHO-ZJOMVUHAHTHbIM TUNOM Hac/nefoBaHus.

MpeHaTanbHasA AnarHOCTMKa npeacTaBnsieT 60MblunMe TPYAHOCTH.

HYHAH CMHAPOM (1963 r., A. Noonan coBmecTHO ¢ A. Ehmke) — cum-
NTOMOKOMIMJIEKC, BHELIHEe HanoMuHaloWwmii CUHAPOM TepHepa npu Hop-
MasIbHOM KapuoTune.

MonynaunoHHasa vactoTa cvHapoMa HyHaH no AaHHbIM 3apy6eXxHbIX
nccnegosateneii — 1:5000 — 1:10000, cooTHoweHne nonos M: XK — 1:4.
(Passarge E., 1974; Smith D., Jones K., 1988).

Tun HacnegoBaHUs — ayTOCOMHO-AOMUHAHTHbIM.

3Tmonorusa. FeHeTM4ecKoe NPOUCXOXAEHWEe CUHApPOMa GeccrnopHo,
OH MMeeT MOHOreHHY0 NPMpPoAY U OTHOCUTCSA K MEHAENMPYIOLLEen naTosno-
rmm. OTmMevaloTcsl, B OCHOBHOM, CeMeliHble crlydyau 3aboneBaHusi, XoTs
BCTpeyatoTcs 1 cnopaauyeckme opmMbl. CUHAPOM HyHaH, no-BMaMMOMY,
Yalle BCTpeyaeTcsd, YeM AuarHoctupyeTtcs, T.K. A/ Hero xapakrepeH
KNMHUYECKUA nonammopdunaM. Tak, Hapsfy C BblpaXeHHbIMU hopMamu
Habnw[alTca U CcTepTble, AMArHOCTMKa KOTOpbIX npeacTasnsieT 60/b-
lme TPYAHOCTWU, W BLISBASIOTCA OHW, BO3MOXHO, /MiMWb TOrga, korga B
ceMbe o06cnenyeTcsa npobaHg C klaccuyeckoin dopmoin 3aboneBaHusi
(Nastok .N. n gp., 1983).

MepBoe onucaHne 60/LHOIO C XapakTepHbLIMU NMPU3HakaMu CUHAPOMA,
Kak nokasanu uccnegosanus J. Opitz u P. Pallister (1979), 6b110 caenaHo
euwle B koHUe XIX Beka ctygeHToM HOpbeBckoro ([epnTckoro, HblHe Tap-
Tyckoro) yHuBepcuteta O. KobblIMHCKUM; No ApyrMm AaHHbiM (Kosnosa
C.N. n gp., 1987), cuHgpom 6bin Bnepeble onucaH B 1928 r. S. Weissen-
berg.

OCHOBHble AnarHOCTUYeCKMUEe MNpU3HakKM cuHapoma HyHaH: HuW3Ko-
pocnocTb (y 72% 60/bHbIX), TMNepTeNopru3M ¢ aHTUMOHIONIONAHLIM pe3pe-
30M rnasHbIx Wweneli (bonee 80%), cknagyatas wes (75-90%), HeobblYHOE
BblOyxaHue rpyaHoi knetkn B obnactu rpyguHsl (90%), HenosiHoe pasru-
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6aHune B /IOKTEBbIX cycTaBax (86%), y 6051ee NoM0BUHbI BO/IbHBIX — BPOX-
OeHHble Nopoku cepaua (CTeHO3 NeroyHol apTepun, OTKPbITbIA apTepu-
anbHbI NPOTOK, AedekTbl Neperopofok, TeTpaga Panno, Ho He KoapkTa-
LMs aopThbl, Kak npu cuHgpome TepHepal).

KnnHuka. BecbMma xapakTepHbIM SBSIETCA HU3KOPOC/IOCTb B coyeTa-
HUK C:

1) obunuem ctnrm amsambpuoreHesa (LWMPOKMIA N106, rmnepTenopusm,
MTO3, aHTMMOHIO/IOUAHBIA pa3pe3 rnas, HU3KO PacrosIOXKEHHbIE TOJCTble
YUWIHbIE PAKOBUHbI C BTSDKEHMEM Ha MOYKaX, 3MWKAHT, HU3KWIA POCT BOMOC
Ha Wee, «roTuyeckoe» Hebo);

2) KOCTHO-MbILLEYHbIMW aHOMaIMAMU (KOPOTKas Les, KOXHble CKIaaKun
Ha Lee BMN0Tb A0 BbIPaXEHHOro LLeNHOro nTepurnyma; Heobbl4HOe Bblby-
XaHue rpygHoli kneTkn B o6nactu rpyanHbl — pectus carinatum; HenosiHoe
pasrmbaHve B JIOKTEBbIX CycTaBax, MOMMAAKTUANA, YMEPEHHO BblpakeH-
Hble K103, 10pao3);

3) n cTporo onpeneneHHbIMyY BapnaHTamu BPOXAEHHbIX NMOPOKOB cepa-
ua (Yawe npaBoro oTaena — CTEHO3 SIEro4YHOro CTBOJA, aHOMa NN TpeXx-
cTBOpYaToro knanaHa; pexe — AMXI, TeTpaga ®anno, oTKpbITLIA apTe-
pvanbHbli NPOTOK). Y 1/3 60/bHbIX BCTpeYaeTcs nepudepnyecknii
nnMmdaTNyecknin oTek.

M3 apyrnx nopokoB pa3BUTUs MOryT ObITb pacliesimHa Heba, rmapoHed-
po3, areHe3us Uy runomnaasusa novek, yaBoeHue NOXaHoK.

XapakTepHbl M3MEHEHMWs1 B MOMOBOW cdhepe. Y inL, XXEHCKOro nosa B
6O0/bLUMHCTBE CNyYaeB rMpcyTnsM, UHorga HabnwaalTca nepBuyHas uam
paHHAs BTOpMYHas ameHopes, HO MOXeT OblTb W HOPMaslbHbIA MEHCTPY-
a/IbHbIA UK. Y nuny, Myxckoro nona B 70-90% — OAHOCTOPOHHWIA Uiun
pexe ABYCTOPOHHWUIA KPUMNTOPXWU3M, B psife C/ydaeB — rMNOreHUTaIn3m.
VIHTeNNeKT NpMMEepHO Y NOMOBUHbI BO/bHBIX CHVWXEH (40 cTeneHn Aebunb-
HOCTW), YTO He MellaeT NMeTb NOTOMCTBO U (DOPMUPOBATEL CEMENHbIE Crly-
Yau cuHgpoma HyHaH. B TO e BpeMsi U3BECTHbl C/lydanm C HOPMaslbHbIM
NN Aaxe BbICOKMM WUHTEIEKTOM Y 60/bHbIX C 3TUM CUHAPOMOM.

Jepmartornnduka 6e3 natonorum.

AndbdepeHymanbHbii gnarHos: 6onesHb LlepelueBckoro-TepHepa,
cvHapombl Aapckora, CanauHo-HyHaH, runodmsapHblii HaHU3M, BPOXAEH-
Hblli TMNOTUPEOo3, aHoMannsa Knunnenb-denns, cumHgpom «LEOPARD»
(MHOXECTBEHHbIE IEHTUTO).

Haunbonblune 3atpygHeHus B andbdpepeHumaunn Bbi3biBaeT CUHOPOM
TepHepa, Korga peyb MAeT 0 SMLAaxX XXEeHCKoro nona. Pellatollee 3HavyeHne
NPYHALEXUT LUTOreHeTUYECKNM UCCnef0BaHUsAM: YCTaHOB/IEHMIO XpOMa-
TUHNOSIOXKNUTESTIbHOCTU U HOPM&J/IbHOro KapmoTuna npu cuHapome HyHaH.

JleyeHne: kak npaBw/o, He TpebyeTcs.
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MporHo3. KapauonaTonorns npoTtekaeT CpaBHUTEIbHO 61aronpusTHO,
BblpaXKeHHOM cepAeyHOl HeAOCTaTOYHOCTU HEeT, nauueHTbl OOXUBAT A0
CTapocTu, MOryT OCTaB/IATb NOTOMCTBO.

Meanko-reHeTU4YeCcKoe KOHCY/1bTUPOBaHMEe OCHOBbLIBAETCH Ha ycTa-
HOB/MIEHNM CEMEWNHOI WM crnopajuyeckoin opmbl cuHapoma HyHaH. B
nepBoM Cflyyae puCK MOBTOPHOIO POXAEHUS pebeHka ¢ AaHHbIM CUHAPO-
MOM, Kak npaBuso, BbiCOK (Xapnep M., 1984); B0 BTOpOM Cnyyae — He npe-
BblwaeT 5%.

MpeHaTanbHas MarHOCTUKa HOCUT, Kak NpaBuso, LeseHanpaBeHHbIN
XapakTtep B cembsX, rae Umesnio Mecto poxaeHne 60/1bHOro ¢ CUHAPOMOM
HyHaH. MeTogom Bbibopa B paHHUE CPokn 6epemeHHOCTH (0o 18 Hepd,) ABns-
eTca axorpadms naoga, y KOToporo mMoryT 6biTb BbISIBIEHbI: NuMdaTnyec-
KW OTeK W LelHo-3aTbl/IovHasa uuctorurpoma (BeponoteensH H.M. u ap.,
1992; Witt D. etal., 1987). MNpn aToM BO3HMKAET HEOHBXOAMMOCTb Anddcheper-
uMpoBatb ¢ CMHAPOMOM TepHepa, A1 KOTOPOro XapakTepHbl aHaIornyHble
npeHatasibHo-axorpadumyeckme npusHaku. JuddepeHumauum nomoraeT Ha-
Ninune NOpoKOB cepAua: Npu cuHapome TepHepa 3To, Kak npasunsio, koapkra-
Lmsa aopTbl, Npy cuHapomMe HyHaH — yka3aHHble Bbille. OKoHYaTenbHoe pe-
LUeHWe 3aBUCUT OT NPOBEAEHUS NPeHaTas/IbHOro KapyoTUNMPOBaHNA Nao4a
nyTeM aMHUOLLeHTe3a 1 NiaueHToueHTe3a ¢ nocneaywmum LuToreHeTnyec-
KM MccnefoBaHWeM aMHUOTUYECKMX KIeTOK M BOPCUH TpodhobnacTta, ume-
IOLLMX NSI0AHOE MPOUCXOXAEHNE.

Bonpoc 0 AOCPOYHOM NpepbiBaHUM 6epeMeHHOCTM 1 aNUMUHaLUKU No-
Ja [O/MKeH pellaTtbcs CTPOro MHAMBUAYasIbHO, MO YETKO 060CHOBAHHBLIM W
BECKO apryMeHTUPOBaHHbLIM MOKa3aHUsM.

OMUTUA-®PUACA CUHAPOM (1969 r., J.Opitz, J. Frias) — komnnekc
BPOX/AEHHbLIX NOPOKOB, BK/IHOYAKLLUNIA YepenHo-nunLeBble guamopdunu, amc-
harunto 1 runocnaguio.

MonynsauMoHHasa 4yactoTa CUHAPOMAa He YCTaHOB/EeHa, nopaxarTcs W
Masibunkm, n gesodkn (Arya S. et al., 1980).

Tun HacnepoBaHWss — ayTOCOMHO-AOMUHAHTHbI.

BnepBbie cnHapom onmcanu B 1969 r. J.M. Opitz n J. Howe y 4-x 6patb-
€B 13 CeMbU C haMuneld, HaunmHaBLlLEeNCA Ha 6ykBy G. MO3TOMy AaHHbI
KOMI/IEKC MOPOKOB MOHaYasly HasbiBasiICA CUHAPOMOM G.

3T1uonorua. FeHeTudeckas npupoga cuHapoma Onutua-®puaca co-
MHEHWI He BbI3biBaeT. OnncaHbl ceMelHble hopMbl 3abonesaHnsi. B Ha-
cTosilllee Bpemsl BOMbLUMHCTBO UCc/edoBaTenen cumTatoT, 4To 3abonesa-
H/Ve CBfI3aHO C OeiCTBMEM OrpaHW4YeHHOro MosioM ayTOCOMHO-4OMWHAaH-
THoro reHa (Nlastok .. n gp., 1983).

OCHOBHble AnarHOCTUYECKUE NPU3HAKN: XapaKTepHble 0CO6EeHHOCTU
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yepena u nuua (gonuxouedanus, BolbyxaHne TEMEHHbIX KOCTei, runepTe-
Nlopu3M, aHoOMasbHbIl paspes rnasHbIxX Wwenei; pacwennHbsl ryobl 1 Heba y
20% 60nbHbIX), Ancharna — BaxHeLnin AuddepeHLnanbHO-gNarHoCTu-
yeckuii npu3Hak, rmnocnagmns (85%).

KnuHuka. B nepsble Heenu »m3Hn, NOMMMO OMUCAHHOIO Bbllle BHELL-
Hero Buaa 60/bHbIX, O6pallaeT Ha cebs BHUMaHWE MOCTOSHHbIA NpU3HaK
CMHApOMa — nonepxmBaHne npu efe u 3abpoc NULLEBbLIX Macc B AblXa-
TesbHble NyTU. OnucaHbl MHOroO6pa3Hble NPUYMHLL Aucarum npu 3Tom
CMHAPOME: Lefb MeXay ropTaHblo (Tpaxeein) u NMLLEBOAOM, TMMoNIasns
HaZiropTaHHVKa, HelpoMbllleyHble aucnnasvn. C natonorveil roptaHu
CBA3bIBAETCA U XapakTepHblli ANns 3TUX 60MbHbIX CUNMbIA unm cnabblii ro-
noc (Nastok 1. n gp., 1983).

Oncdparna n acnupaums BefyT K BO3HUKHOBEHWIO MHEBMOHWIA, ANNTESb-
HOW rocnuTanmsaumm 1 BO3MOXHOMY SieTa/IbHOMY UCXOAY.

Mpn ob6cnegoBaHnn y YacTu GOMbHBLIX BbISBASIOTCA NOPOKU Pa3BUTUA
BHYTPEHHMX OpraHOB — aHOpeKTaslbHble aTpe3un, NMOPoKM cepaua, Nouvex,
TpaxeobpOHXNANLHOIO AepeBa, Nerknx u XenyaovyHo-KULLIEYHOro TpakTa.

Y HekoTOopbIX 60/IbHbIX OTMeYeHa 3aZepXka MCUXOMOTOPHOIo pasBu-
TUA, He NoaKpensieHHas obHapyXeHVeM NMOpPOKOB pasBUTUSA MO3ra.

AndodhepeHunpytoT B nepeyto ovepedb ¢ cuHgpomamn BBB, Aapcko-
ra, Cmuta-Jlemnu-Onurtua.

JleyeHne cumnToMaTu4eckoe.

MpOrHo3 cepbesHbIi.

MeaunKo-reHeTnyeckoe KOHCy/ibTupoBaHue. MNpu ceMeliHbIX cnyvasx
CYHAPOMa PUCK NOBTOPHOTO POXAEHUSA pebeHka ¢ cuHgpomom OnuTua-
®praca BbICOK, NpU CNOPagNYeckmx crydasx — OTHOCUTENbHO HUSKWIA.

MpeHaTanbHasa gMarHocTuka. Crneunduyeckne NpusHakm He OnucaHbl.

®PAHYECKETTW CUHOPOM (1944 r., A. Franceschetti, Llseiiyapns) —
BPOXAEHHbIA HWXHEYEIIOCTHO- NueBo (MaHaubyno-gaunasbHblin) gu-
30CT03. IMEeT MHOro CMHOHMMOB: B aHI/1I0CaKCKON nutepaType — CUHA-
pom Tpuyepa-KonnuHia, a takke — cuHgpom Beppu-TomcoHa, CUHAPOM
dpaHyeckeTTn-KnenHa, cuHgpom LLiBaxneHa.

MonynAunoHHas yactota CUHAPOMA HEN3BECTHAa, XOTHA OH He cyuTaeT-
CA pefkum. Jlnua MY>KCKOrO W XXeHCKOro nosia nopaxaroTcs ¢ 0AMHaKOBOW
4YacTOTOM.

Tvn HacnegoBaHUSt —ayTOCOMHO-AOMUHAHTHbIN C BbICOKOW MeHeTpaH-
THOCTbIO U Pas3/IMYHOW IKCNPECCUBHOCTLIO.

otmnonoruga. CuHapom ®PpaHyeckeTTM — HacnencTBeHHoe 3abonesa-
Hue. MNpepgnonaraeTcs, YTO MyTaHTHbI reH obycnasnvBaeT AUChAasvio
3MBpPUOHA/IBHOTO cermMeHTa | xabepHoi aoyrn Ha 7-O Hepesne pasBUTUS
e3apogpiwa (Monecky O., 1977).
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CuHgpom 6bin1 Bnepsble onncaHd B 1846 r. Thomson (AHrnus). ManoBbl-
paxeHHas hopma, Korga CyLLeCTBYIOT TOJSIbKO MOPOKU rna3 u Bek, bblna
onucaHa B 1899 r. Berry. B 1900 r. Collins onncan HenosnHytw dopmy, npu
KOTOpOI OTCYTCTBYHOT YLIHble aHOManmn. B 1944 r. Franceschetti npeano-
XUN TEPMUH «MaHAMGYnoaLanbHblii AN30CTO3», a B 1949 . COBMECTHO
¢ Klein Bblgennn nATb KAMHUYECKUX (DOPM CUHAPOMA: MOMHYK, HEMOJIHYH
(oTcyTcTBME 1-2 OCHOBHbIX MPU3HAKOB MPU HA/IMYUN MEHee BblpaXKeHHbIX
OCT&J/1bHbIX), COKpaLLeHHyto (NpeacTaBeH NuLlb OAWH OCHOBHOM MpU3Hak),
OZIHOCTOPOHHIOK W aTUNU4YHYO (CyllecTBOBaHWEe ABYX NocnefHux opm
ocnapusaetcs .M. Jlasokom n coasT., 1983).

OCHOBHbIe gnarHocTuyeckme npusHaku cuHgpoma PpaHyeckeTTu:
aHoOMaNIus HapyXXHoro yxa (82%), aHTUMOHTIO/IOUAHbIA pa3pe3 rnasHbIX
wenen (74%), runonnasusa CKysoBbIX KOCTEN N MUKporeHms (no 62%), ko-
noboma HmwxHero Beka (36%) (Jlaswok I'.N. n gp., 1983).

KnuHuka. MNMoMMMo nepeyncrieHHbIX Bbllle OCHOBHbIX MPU3HAKOB CUH-
aopoma ®paHyeckeTT, OTMe4yalTcsa U Apyrve MpuUsHaku: «roTuyeckoe
He60», TMNOMIa3ust HKHEN YenCcTu, aHOMaslM MpPUKYCa, YLUHbIX PakKo-
BWH, MakpoCTOMMSl, OTCYTCTBME PECHUL, HA HWKHEM Beke, kosloboma Bep-
XHEro Beka, arpesus xoaH, MMKpodTasibMusa u gp. OTMedaeTcs «nTudbe»
nuuo, rnyxoTa nposogsilero xapakrepa (y 40% 60MbHbIX), aTUNUYHbIN
pOCT BOMIOC — HU3KO Ha /1By 1 Ha Liekax, MHOorga — 4yactuyHasa asonewums.

HekoTopble aBTOpPbI ONUCLIBAKOT MOPOKM CEPALLa, KOHEYHOCTEW u Apyrue
cKeneTHble aHoMmanuu, kpuntopxmsm (Kosnoea C.U. un gp., 1987). BmecTe ¢
Tem, .M. Nastok n coasT. (1983) npu naTonoroaHaTOMUYECKOM MUCCNeno-
BaHWW criyvyaes cuHapoma ®paHyeckeTTU NOpPOKOB BHYTPEHHUX OPraHoB He
0BHapyxunu.

VIHTeNnnekT y nogasnsawowero 60/bWNHCTBA 60/bHbIX 683 OTK/TOHEeHUIA
OT HOPMbI.

JnddepeHuypoBaTh NpuxoanTcs ¢ remudpaumaibHON MUKPOCOMUEA,
€ akpodhaumanbHbIM AU30CTO30M Harepa, ¢ cuHapomamun bukcnepa, Fonb-
JeHxapa (oky/no-aypukyno-septebpasbHas aucnnasusl), ¢ CUHLPOMOM
«MUKPOTUS-aTPE3nsI».

JleyeHune: B psfe c/ydyaeB — KOCMeTUYeckoe, B Ciy4vasx rayxotbl —
obcnenoBaHve 1 neveHne y cypgosnora.

MpOrHo3 Ans Xu3Hu y abCcontoTHOrO 60/1bWMHCTBA 60/1bHBLIX 6naronpu-
ATHbIN.

Meanko-reHeTUYEeCKOe KOHCY/IbTUPOBaHWE 1 NpeHaTasibHasa auar-
HOCTUKa 0Cc060ro MeamKo-CoLNanIbHOro 3HaYeHUs He UMEHOT.
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XONT-OPAMA CUHAPOM (1960 r., M. Holt, S. Oram, BenukobpuTtaHus)
— reHEeTUYECKU CUHAPOM MHOXECTBEHHbIX aHOMasiMii B BUAe coyveTaHus
NMOPOKOB Pa3BUTUSA BEPXHEN KOHEYHOCTH (Yalle KucTu) u cepgua (MHorga B
dopme aHoManuii npoBognMocTn — aputmuii) (Monecky O., 1977).

MonynsaunoHHasa YacToTa CMHAPOMA HEeU3BEeCTHa, XOTS ONUCaHO MHOro
HabnaeHniA. PaHee cunMTaniocb, YTO OH BCTpeYaeTcs valle y AeTeil XeH-
ckoro nona (Monecky O., 1977), ogHako B HacTosLee BpeMs YCTaHOB/IEHO,
4YTO MaslbUVKU U AEeBOYKM MOPaKaloTCA C OAMHaKOBOM yacTtoToi (Kosnosa
C.N. n gp., 1987).

Tun HacnefoBaHUA — ayTOCOMHO-AOMWHAHTHbIV C MOMHOW NeHeTpaH-
THOCTbIO, HO BapbupytoLLieli aKcnpeccuBHOCTbLO (/lastok .U, n ap., 1983).

3Tnonorvsi. BoNbLMHCTBO ONUCaHHBLIX CllyYaeB — ceMeiiHble. MNpea-
nonaraetcsl, YTO MyTaHTHbIA reH OAHOBPEMEHHO HapyllaeT HOPMasibHYHO
OndbpepeHLMpoBKY cepaua U BEPXHUX KOHEYHOCTEN, C TOYKM 3peHUs 3M-
6puoreHesa NPoOMCXOsLLY0 B OAHO W TO Xe Bpems. BO3MOXHO, 4TO 3Tu
HapyLleHVs1 BO3HUKAOT B pesysibTaTe MOBPeXAeHUs OAHOro U3 LUelHbIX
HelipoTomoB (McCredie, 1975).

OCHOBHble AMarHOCTUYeCKUe MpU3Haku: Mnopok (1) pasBuUTUSA Bepx-
Hell KOHEYHOCTK, BPOXAEHHbIA NOPOK cepaua.

KnuHuka. MocTosiHHbIA npu3Hak (y 100% 60/bHbIX) cuHapomMa XosT-
Opama — MOpoKM BepXHel KOHEYHOCTU (Yalle NeBoit), Bapbupylolne ot
chokoMenun 40 aHoManuii, He onpegensiemMbiX KIUHUYECKU, a BbISBASIO-
LLMXCA TONbKO NpU peHTreHorpadmm (rmno- 1 annasns HeKOTOPbIX KOcTel
3ansAcTbs, MHOrAA CAIMTHOCTb MX MeXay coboi u T.4.).

Havbonee TUNWYHBLIMU CKENETHbIMU MPOSABMIEHUAMU CUHAPOMA ABS-
toTcs: nopaxeHue | nanbyes (y 40% 60/bHbIX OH OTCYTCTBYET) U | NACTHbIX
KOCTei, a Takke rmno- uan annasuns ny4eBor KocTu (y NO/10BMHbI 60/1bHbIX)
W nokteBoi Koctu (y 1/5 60/bHbIX). MOryT BbISIBASATLCA TOIbKO «Masible
KOCTHblE NPU3HaKN»:

1) aurnTanusaumsa | nanbua, Korga OH He NPOTMBOMOCTAB/IEH OCTaslb-
HbIM NasibLam KUCTU, Kak 3TO MMeeT MeCTO B HOpME;

2) TpexdhanaHroBblil | naney, uan ero yaBoeHuE;

3) pedvekTbl gpyrmx nasblues (y 2/3 60MbHbIX) — KIWHOAAKTU/INS, CUH-
JakTunuvs, runonnasusa u T.4.

JedekTbl KOHeyHocTell MOoryT conpoBoxaatbcs (NpUMepHo y 20-25%
60/1bHbIX) aHOMa/IMAAMUK CTPOEHUS MJIeYeBbIX KOCTeR, nonaTok (Mx pasBo-
pOT B CTOPOHY aKCWUSPHOW NINHUW TPYAHOW KNeTku), Knouul, (paclumpeHve
HapY>XHOr0 KOHLLa rofI0BKM), OTCYTCTBME 60/IbLLOIA rPYyAHON MbILLbI, 8 Tak-
Xe OpYrMY OCOBEHHOCTSAMW CTPOEeHUs Tena (runepreniopmsaM, paclienmHa
Heba, rmnonnasusa pebep, BOPOHKOOGpa3Has hopma rpyanHbl, CKOIMOo3).

BTopoli BaxHellnii AMarHOCTUYECKUA Npu3Hak cuHapoma XonTt-Opa-
Ma, Habnwogaemblii y 85% 60nbHbIX (Smith A. et al.,, 1979), — 3T0 BpOX-
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[OeHHble Nnopoky cepaua. KnuHnyeckn (40 MHCTPYMEHTaslbHOro obcnenosa-
HWS) OHW NPOABNSAOTCA TPUaZol CYUMMNTOMOB:

1) wym B cepaue;

2) aKueHT Haj, NerovyHon aprepuei;

3) HapyleHne pUTMa cepgua (Taxmkapavs, aputMmua u ap.).

CTpyKTypa BpOXAEeHHbIX NOPOKOB cepALla npu 3ToOM CUHAPOME TakoBa:
OedekTbl MexnpeacepaHoli neperopogkm y 60nblumMHCTBa 60MbHBLIX. He-
CKOJIbKO pexe BCTpevarTca AediekTbl MeXOoKesyAo4KoBOW neperopoaku.
[anee no yactote obHapyXeHus cnepyloT OTKPbITbIA apTepuasibHOl npo-
TOK, KOapKTaLmsa aopTbl, CTEHO3 JIErOYHOW apTepuu, Nposianc MUTPasibHOro
knanaHa.

Mopoku pa3BuUTKA APYrux opraHoB W cUCTEM Npu cuHApome XonT-Opa-
Ma HexapaKTepHbI.

MHTennekTyasnbHoe pa3Butre 60/bHbIX, KaKk NpaBunio, 6e3 OTKNOHEeHWI
OT HOPMbI.

AnddepeHumanbHbIil gnarHo3 B CEMENHbIX Criyvyasix CMHApOMa 3a-
TPYAHEHUIA He BbI3biBAeT. B crnopagmyeckux ciy4vasix (BHOBb BO3HUKLLME
OOMUWHaHTHbIE MyTaumm) npuxogutcsa gudpdepeHumposats ¢ VATER-acco-
unaumein, ¢ TAR-cuHOpOMOM, cMHApPoMamMu dasapaca, Opbenu, ¢ naHuu-
ToneHnei ®aHKoHN, ¢ hauno-Kapano-mMennyeckon gucniasnein, ¢ XoHApo-
aKTOAEpPMa/IbHOM aucnnasvein dnnnca-BaH Kpesenbga, ¢ ambprodeTtasib-
HbIM &J1KOr0/IbHbIM CUHAPOMOM, C M30/IMPOBaHHbIMY AedekTamu sTyueBoii
KocTn. AndbdhbepeHumnanibHOMY gMarHo3y noMoraroT YriyO6aeHHbI KIMHNKO-
reHeasiormyeckuii aHanus, naboparopHoO-MHCTPyMeHTanbHoe obcnefosa-
Hue (o6s3aTenbHO peHTreHorpadus, Y3M), no Heo6X0AMMOCTU B COMHMU-
TesbHbIX CNyyasx nuccrnefgoBaHve kapuotuna (415 UCKIIYEHNs CUHAPOMOB
JpBappaca n Opbenn).

NeyeHwne: xupypruyeckoe (KOppekLust nopoka cepaua), oproneamyeckoe.

MporHo3: AN XWU3HNW — 3aBUCUT OT XapakTepa BPOXAEHHOro nopoka
cepaua, B OCTas/lbHbIX Criydasx — 6/1aronpusTHbIR. BmecTe ¢ TeM, YacTb
60/bHbIX — UHBaNUAbI.

Menuko-reHeTU4eCKoe KOHCY/IbTUPOBaHMe 3aBUCUT OT (POpMbI CUH-
Apowma. Mpu cemeiHbIx cnyvasx 3aboneBaHNs pyck MOBTOPHOIO POXAEHUS
pebeHKka ¢ AaHHbIM CUHAPOMOM BbICOK — 06s3aTefibHO TpebyeTcs npeHa-
TaslbHas ynbTpa3ByKOBas AuarHOCTVKa. B crnopaguyeckux cryyasx — He
npeBbIlWaeT, Kak npasuio, 5%.

MpeHaTanibHas AMarHOCTUKa B paHHWE CPOKM 6epeMeHHOCTN OCHOBbI-
BaeTCcsA Ha axorpadmyeckoMm 0b6HapyXeHUW y noga covyeTaHHbIX MOPOKOB
pasBuUTMA BEPXHUX KOHEYHOCTEen u ceppua. Bonpoc o 4OCPOYHOM npepbl-
BaHWM 6epeMeHHOCTW pellaeTcs CTPOro UHAMBUAyanbHo. Ecnv anpuopHo
npeanonaraeTtcs (Ha OCHOBE ceMeliHOro aHamHesa) cuHapom Xont-Opa-
Ma, TO onpegenswowummn aktopamm 6yayT cTeneHb BbISIB/IEHHbIX Mopa-
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XeHWn ckeneTta (MHBaNngusaums B Gyayuiem) u cepgua (BO3MOXHOCTb
nocTHaTa/IbHOW Koppekuuun). B gpyrnx cnydasax gns uenein guddepeHum-
asIbHOW AMArHOCTUKM BbISIB/IEHHBLIX Npu Y3 nnoga N3MeHEeHUn MoXeT noT-
peboBaTbcsi onpegeneHve kapuotuna nnoga (418 UCKIYEHUS CUHOPO-
MoB dgBapaca n Opbenn).

CNHAPOMbI X-CLIEMJIEHHbIE

AAPCKOTA CHAPOM (1970 r., D. Aarskog, HopBernst) — HacneacTseH-
HbIli NUue-nanbLe-reHNTas bHbIA CUHOPOM.

BblgeneH B OTAENbHY HO30/10rMYeckyto hopMy HOPBEXCKUM Mccneno-
Batesiem D. Aarskog, koTopbin B 1970 r. onucan OAHOTUMHbIA KOMMEKC
aHOManuin y 6 MasibuMKOB W B3POC/IOr0 MYXXUUHbI U3 OAHON CeMbMU.

MonynauynoHHasa yacToTa HensBecTHa.

CooTtHoweHne nosioB — M 1 : XK 0.

Tun HacnepoBaHua — X-cuensieHHbIn peleccusHbli (Marcel B. et al.,
1977; Escobar V., Weaver D., 1978).

OCHOBHbIe OMAarHOCTUYECKME MPU3HAKNU CUHAPOMA: HU3KMIA poCT,
rmneprenopunsM, bpaxmaakTnams, WwanesngHas MOLIOHKA.

KnnHuka. MNonHas KapTuHa CMHAPOMA BbISBASETCA TOMBKO Y NINLL MYX-
ckoro nona. OgHako BcreAcTBue adhdhekTa UHaKTMBALMN OAHOM U3 X-Xpo-
MOCOM T€ WM WHble NPOosB/eHMs 3aboseBaHNs MOryT O6HapyXuBaTbCcs Y
matepein unm cectep npob6aHaoB.

Mpn poxaeHWn et ¢ CUHOPOMOM Aapckora MMEeRT, Kak npasusio,
06bl4HYI0 Maccy 1 pocT. K 1 rogy BbISiBNSETCA 3aMeffieHne pocTta. BHelw-
HOCTb 60/IbHbLIX TUMWYHASA: ros1I0Ba KpynHasi, MoxeT ObITb Makpouedanus,
niuo wnpokoe, y 95% — runepTenopusM, LIMpoKas nepeHocuua, KopoT-
Kuii HOC C BbIBEPHYTbIMM HO34PSIMU, aHTMMOHIO/IOUAHbIA paspes rnias, yac-
Tbili NpU3HaK — NTO3. MoryT HabawAaTbLCca rmMnonnasns BepxHen 4eniocTu,
pacLienuHbl ry6bl 1 Heba, gucnaacTuyeckue yuwHble pakoBUHbI, KOPOTKas
LUes!, WEWNHbIA NTePUrnym.

BTopas rpynna CMMNTOMOB — MAaTO/IOMMSA KOHEYHOCTEeN. XapaKTepHbl:
6paxnaakTnnns, KnMHoAaktTuamsa V, pa3bosTaHHOCTb CycTaBoB, Membpa-
HO3Hble MEepPernoHKM Yy OCHOBaHUSA MPOKCUMasIbHbIX hanaHr, kopoTkue V
nasblbl C EQUHCTBEHHON CrmbaTesibHOM CKaaKoi, nonepeyHasi nafgoHHast
cknagka.

Co CTOpPOHbI reHnTanuii — HeobbluHasA hopMa MOLLOHKW, CKNaZKn KOTO-
poil OKpYXaloT OCHOBaHWe MOJI0BOro Y/eHa, UHOorAa oTMeyvaroTCsa KpUnTop-
XW3M, (OUMO3, pacLuensieHne MOLLOHKW, NaxoBble FPbKU.
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PeHTreHoMornyeckn MoryT BbISIB/IATLCA aHOMa/IMK LeliHbIX NO3BOHKOB,
CKOJINO3.

YMCTBEHHOE pa3BuTUE 60/IbHbIX He cTpagaeT, Y 14% 60/bHbIX OTMeYe-
Hbl 3aTPyAHEHUS NpyU O0ByYeHUN.

AndodbepeHunanbHbIi gnarHos: cnHapom HyHaH, BBB-cuHapom.

NeuyeHue: B page cryvaes TpebyeTca xupypruyeckas koppekums (pac-
LWenuHbl rybbl 1 Heba, KPUNTOPXM3M, NaxoBble TPbDKU U T.4).

MpOrHo3 — 6/1aroNpPUSATHLINA.

Mepguko-reHeTUYeCKoe KOHCY/IbTUPOBaHME U NpeHaTta/lbHaa auar-
HOCTUKa He TpebytoTcs.

BBB-C/HAPOM (cuHApOM «runeptenopusM-runocnagus») — Hacneg-
CTBEHHbIi CUMATOMOKOMMJ/IEKC, BKAKOUYAKOLWNIA 065a3aTenibHoe coveTaHune
rmnepTesiopusma n runocnaguu.

MonynsaumMoHHasa yactoTa CMHAPOMa HeU3BECTHa, MopaxarTcs TOSIbKO
nnua My>XCckoro nona.

Tun HacnepoBaHust — X-CUENMEHHbIN peueccuBHbi (Kosnoesa C.W. u
[ap-, 1987).

BnepBblie cuHgpom 6bin onncaH J. Opitz n coasT. (1969), a T.k. hamu-
NN BCEX TPEX OMUCAHHbIX UMW 60/IbHBIX HAYMHATUCH C aHTIMIACKON BYKBbI
B, TO 3TO ¥ NOCNYXWIO OCHOBaHWEM A1 HAa3BaHUSA CUHAPOMA.

OCHOBHble AnarHocTuyeckrue NpusHakn n KvHuka BBB-cuHgpoma.
MOMMMO yKa3aHHbIX Bbille ABYX OCHOBHbIX CUMATOMOB MHOMMMU aBTopamu
oTMevarTCs Takke TenekaHT (B 96% cnydaes), acummeTpus yepena (60%),
yMepeHHasi YMCTBEHHas OTCTas1oCTb (Y MOJIOBUHbI 6OMbHBIX), CTPabusm
(40%), kpuntopxmsm (35%), paclienvHa rybol u Heba (25%), pexe — aHo-
Ma/IMM MOYEBBLIBOAALLMX NYTEW, MOPOKU cepaua, aTpesns aHyca.

HabnopatoTca Hecneundmyeckne CTUrMbl AM3aMOproreHesa: anmKaHT,
HEeBYChbI, IMNOMbI, pacLLesiMHa A3bluka, NyrnoyHbIe U NaxoBble FPbDKM.

AnddepeHumanbHbIil AnarHo3 NpoBOAUTCS C U30MPOBAHHOW rMnoc-
nagven u runocnagneli Npu CUCTEMHbIX NOPAXKEHUSAX MOYENOIOBONM CUCTe-
Mbl, @ TaKkKe C CUHOPOMAaMU MHOXECTBEHHbIX MOPOKOB, e 4acTto B KOM-
njekce aHoManuii MMeeT MecTo runocnagusa (cuHapombl 4p-, Aapckora,
Onutya-®punaca, Cmuta-leman-Onutua un ap.).

BaxHbiM anddrepeHunanbsHO-UarHoCTUYECKMM Mpu3Hakom aas onpe-
JeneHva Tuna HacnegoBaHUsA CUHAPOMA NPU CeMENHbIX cnydasx 60/1e3HU
ABNSETCA 0B6HapyxeHue y maTepeil (HOCUTeNbHUL, CMHAPOMA) TenekaHTa
pas/InyHOl CTeneHN BbIPaXKEHHOCTN.

JNleyeHune: B GONbLUMHCTBE C/lyyaeB He TpebyeTcs, B psge cnyvyaeB —
xupypruyeckoe (KpUNTOpXmM3Mm, rPbbkU, aTpesus aHyca u T.4.) U yposoru-
yeckoe (rMnocnagusi, aHoMaimy NMoYeK U MOYEBLIBOAALLMX NyTeN).
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MPOrHo3, Kak U3BECTHO, A5 XU3HW 61aronpuUSTHBLIN.
MeanKo-reHeTUYeckoe KOHCY/bTUPOBaHMe U NpeHaTasibHas guar-
HOCTMKa BO MHOIUX C/ly4asix He TpebGytoTcs.

JIEHUA CUHAPOM (1955 r., W. Lenz, FepmaHnsi) — HacnefCcTBEHHbIN
CUHAPOM MUKPODTa/TbMUN.

MonynsaumMoHHas yacTtoTa Heu3BecTHa, 3abosieBaHue peakoe.

CooTHowweHve nosnos — M 1 : XK 0.

Tun HacnefoBaHUsA — X-CLENNeHHbIN, peLeccuBHbIiA.

OcCHOBHbIe gMarHoCTU4eckme NpPuU3HakM CUHAPOMA: MUKPOMTasib-
Mus (aHopTasibMusl), Yawe OAHOCTOPOHHSAS; AedopMaums nasbueB, aHo-
Masimmn 3y60B, BPOXAEHHbIA MOPOK cepALa, YporeHuTaslbHble aHOMaUTuu.

KnnHuka. OTMevaeTcsl TObKO Y NUL, MYXCKOro nona (y reteposurot-
HbIX HOCUTE/IbHUL, — MaTepei, cectep npobaHna — 6bIBAIOT MUHUMASIb-
Hble NPU3HaKNU CMHAPOMA B BUAE aHOMasnii nanbLes, 3y60B, Y3KOro nuya)
— ymMepeHHas Mukpouedanns, yBeNnyeHHble YliHble pakoBUHbI, CUHAaK-
TUNKNSA, HapylleHue npukyca. TenocroxeHue acteHuveckoe. /13 nopokos
BHYTPEHHUX opraHoB: BIIC, areHe3us n ANCTONUS MO4YEK, KPUNTOPXU3M,
aHomasimm XXKT. MoXeT 6bITb YMEPEHHO BblpaXKEHHAsA YMCTBEHHAsA OTCTa-
NoCThb.

AnddepeHuyanbHbIi AgnarHos: rnaso-3y60-nanbueBoil CUHAPOM,
MUKpOpTa/IbMMA 6€3 aHOMaInii NasibLEeB.

JleyeHne: No nokasaHUAM — XUpypruyeckas Koppekuus AedekTos;
ncuxo-negarornyeckas agantaums.

MporHo3: 6e3 ocobeHHOCTEN, Npu BUCLEPasIbHbIX NMOPOKaxX 3aBUCUT OT
NX Xapaktepa u TSXKecTu.

MeOunko-reHeTU4eCcKoe KOHCY/IbTUPOBaHWe U npeHaTasibHasa avar-
HOCTUMKa He pa3paboTaHbl.

CNHAPOMbI C HEYTOYHEHHBIM
TUMNOM HACJIEJOBAHUA

BUOAEMAHA-BEKBUTA CUHOPOM (1963 r., J. Beckwith, CLWA; 1964; H.-R.
Wiedemann, NepmaH/is) — CUHAPOM MHOXECTBEHHbIX NMOPOKOB Pa3BUTUSA
«3K30Mdpasioc (omdpanouene) — Makpornoccus — ruraHTusm» (abbpesna-
Typa: EMG-cungpom). OguH 13 Hambosiee 4acto BCTpevaeMbIX KOMMIeK-
COB MOPOKOB.

MonynsayuoHHas yactota: 1:10000 — 1:14000 (Nlastok .. n gp., 1983;
Engstrom W. et al., 1988).

CooTtHowweHune nomos — M 1 : XK 1.

Tun HacnefoBaHWst — HEYTOUYHEHHbIN.

389



OCHOBHble AMarHOCTUYECKME MPU3HAKU CUHAPOMA: MynoBMHHASA
rpbhka pas/imyHbIX pasmepoB (y 75% 60/bHbIX), Makpornoccus (y 82%),
TMraHTM3M, BepTMKa/IbHble GOPO3AKM («HACEUKM») HA MOYKAX YLLUHbIX PaKo-
BWH, TMNOrNKEMUS.

KnuHuka. [uarHo3 Ha OCHOBE TUMUYHbLIX MPU3HAKOB, OTMEYEHHbIX
BbllLe, MOXET ObITb NOCTAB/IEH NPU POXAEHUM PebeHka, a Takke elle
BHYTPUYTPOOGHO (MO AaHHbIM Y3-ANarHOCTMKKM), SKBUBA/IEHTOM oMdanole-
Nle MoXeT ObITb pacxoxeHne NpsMbIX MbILL, XUBOTA.

Kpome ykasaHHbIX TUMUYHbIX MOPOKOB, OTMEYaKTCs Takke MuKpoLeda-
nnsl, CTUrMbl An33amMbproreHesa (MUIMeHTHbIE HEBYCbI HA KOXe /vua u 3a-
TblJIKa, MUKPOreHusi, gonuxouedanvs, ynjaoweHne ClMHKA HOCa), YBesu-
yeHne pasmepoB 60/bLUIMHCTBA NapeHXMMAaTO3HbIX OpraHoB (MevyeHu,
cesnie3eHKu, Mnoyek, HaAMOYEYHUKOB), HapYLUEHWs MOBOPOTA KULLEYHMKA,
rpbbkKM UNM penakcauns avadyaparmbl, nedekTbl Neperopofok cepaua,
aHoMaslbHas Nnobynaumsa nerkix, Aob6aBoYHble CeNe3eHKU, KPUNTOPXM3M,
TMNOreHNTa/IM3M Y MaJ/IbuMKOB, ABYpOrasi Matka y AeBOYEK.

Y 60nblIMHCTBA GOJIbHBIX NMCUXMYECKOE pasBUTUE HOpMasibHoe, B 10-
12% cnyyaeB oTMe4YaeTcsi oNnroppeHuns.

Y peteit ¢ faHHbIM CUHAPOMOM — CK/IOHHOCTb K BO3HUKHOBEHMIO OMyXO-
neii (4actbl HedopobnacToMbl, pak Kopbl HaAMNOYEYHMKOB, renato6sacTo-
Mbl), UTO paccMaTpuMBaeTCs Kak pe3y/ibTaT MOBbILEHHON COMaTU4YecKoi
MyTabenbLHOCTH.

Mpu ob6cnefoBaHMN GO/bHBLIX BbISIBASKTCA NOAMUUTEMUS, TUMNOT/IMKe-
MUs (M3-32 MUKPOCKOMMYECKOW runepnaasmm ocTPOBKOB JlaHrepraHca), rv-
nepAunUAeMusi, rMNepxosiecTeprHEMUS], TUnokanbLumemMusi. KoCTHbIN BO3-
pacT onepexaeT NacnopTHbIN.

JOundhdepeHumanbHbIi gnarHo3: rMnoTUPeo3 BPOXAEHHbIA, U30MPO-
BaHHOe oMdpasnouene, Cotoca cuHapom, BepapauHennu-Celina cuHgpom.

JNleyeHue: B COOTBETCTBUM C AedpeKTaMU — XUPYPruyeckasi Koppekuums,
B OCTaJ1bHbIX C/ly4yasiX — CUMMATOMaTUYeCKoe.

MpOrHo3: BO MHOTOM 3aBUCUT OT XapakTepa BuMCLiepasibHbIX NOPOKOB,
WHTEPKYPPEHTHON MHEKLMK, NPUCOeAMHEHNA OHKOSIOMMYEeCcKMX npoLec-
COB.

MeAuKOo-reHeTU4YeCKOe KOHCY/IbTUPOBaHME A0/MKHO VUCXOAWUTb U3
TOro, uTO:

1) HM B ogHOM cnyyae cuHapoma BugemaHa-BekBuTa He 0GHapyXeHo
npsmon nepegauyn 6onesHn ot pogutenein getam (Herrmann J., Opitz J.,
1977);

2) yAerbHbIA BEC CNOpagnyeckmx CyvyaeB AOCTATOUYHO BbICOKMIA;

3) NpoVCcXoXaeHne CUHAPOMa — pe3y/ibTaT COMaTUYeCcKMx TefoMyTa-
LWiA MpeMyTaHTHOTrO a/IN1eNisl B OHTOreHese.
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CymMMMpysi, MOXHO cAiefniaTb BbIBOA, O TOM, YTO B CMOPaANYECcKnX Criyya-
AX (NpW OTCYTCTBMM MUKPOMNPOSAB/IEHNA Y POACTBEHHMKOB) PUCK COCTaB/S-
eT He 6onee 2-3%, B ceMelHbIXx — MOXeT gocturatb 50% (J1lastok I'.A. u
AP, 1983).

MpeHaTanibHasa AMarHocTuKa. MepBblli ciyYyail [OPOAOBON AUArHOCTU-
kn onucaH L. Weinstein, C. Anderson B 1980 r. Ha 20-ii Hegene 6epeMeH-
HOCTM C NOMOLLbIO axorpadomun. Mpy BbICOKOI CTENEHW prcka LieneHarnpas-
JIEHHO y noja € NoMOLLbI0 3xorpadun BbISIBASKOT XapakTepHble ANs1 CUH-
Apoma BupemaHa-BexkButa mopoku pasBuTus. B yacTHOCTM, Makporioc-
CMI0 Ha OCHOBaHMM MOCTOSIHHOTO HaxoXAeHWs s3blka 3a npegenamMm
potoBoi nonoctu (demungos B.H. n ap., 1990), nn6o nx coyetaHme (nyno-
BMHHAs rpbbka W Makporsoccust). Bmecte ¢ TeM, adhhekTMBHas Xupypru-
yeckas Koppekuus aedekToB B NOCTHATa/IbHOM nepuoje, oTcyTcTeue ha-
Ta/lbHbIX BUCLiEpasibHbIX MOPOKOB, YAOB/ETBOPUTENIBHOE Mcuxodmanyec-
koe pasBuTUe AeTeli C 4aHHbIM CUHAPOMOM — BCE 3TO HE MO3BOJISIET PEKO-
MeHAoBaTb AOCPOYHOE MpepbiBaHne 6epeMeHHOCTH.

KOPHE/INMN OE NAHTE CMHOPOM (1933 r., Cornelia de Lange, Nonnak-
ONs) — HacneACTBEHHbIA CUHAPOM MHOXECTBEHHbIX MOPOKOB.

MonynsymoHHaa vactota 1 : 17000 — 1 : 60000 (/lastok .. n ap.,
1983; Huang C. et al., 1967; D’Oelsnitz M. et al., 1971).

Tun HacnegoBaHUA — HEYTOYHEHHbIW. [MpeanonaraeTcs ayTOCOMHO-
LOOMUHaHTHbIN (MpymepHO y 40-50% 60MbHbIX). BOMBLWNHCTBO Cryvaes
CYHApOMa — crnopaguyeckme, cemMeliHble clydan O4YeHb pefkue.

OTnonoruvsa. B nogasnstowem 60bLUMHCTBE CyYaeB CUHAPOMa obHa-
pyXrBaeTcs HopMasibHbIA kKapuoTun. O4HAKO UUTOreHeTudYeckme uccneno-
BaH/A HE06XO0AUMO NPOBOAUTL Y BCEX BOJbHbIX, T.K. MOTYT OGHapyXnBaTb-
CA Te WNN VHble aHOMaiuuM KapuoTuna (CTPYKTYpPHble MNepecTporku
XPOMOCOMbI 3 — TpUCOMUS B 30He q25027; YacTuyHas Tpucomms 1q; Kosb-
ueBas xpomocoma 9 u gp. abeppauun).

OCHOBHbIE gnarHocTmyeckne npusHakm (puc. 87): cuHodpus (cpoc-
lunecs 6poBK), ANIMHHbIE 3arHyTble PECHULbI, MaSIEHbKUI HOC, C BbIBEPHY-
TbIMW HO34PSAMU, MUKPO (Bpaxm) Ledanns, TOHKas 3arHyTasi BHyTPpb BeEpX-
HAA ry6a, HU3KO pacnosioXeHHble YLIHbIe PpakoBUHbI, 3anasLlee
nepeHocbe, MukporeHud, cuHgaktunua li-lll Ha cTtonax, Mukpomenus, ru-
nepTpmxos.

KnnHuka. [letn poxagatoTcs ¢ npeHaTasibHOW runonnasven (cpegHsas
Macca npu poxgeHmn okono 2300 r). NomMMMO co4veTaHust yKasaHHbIX
BbllLe TUMWYHbIX BHELUHWX MPU3HAKOB BCTPEYalTCH Takke paclienunHbl
Heba, KNUMHOAaKTUAWSA, PefyKLMOHHbIe MOPOKM KOHEeYHOCTel, crubaTesib-
Hble KOHTPaKTypbl JIOKTEBbIX CYyCTaBOB, KOPOTKas Lles, BbICOKOe Hebo, at-
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Puc. 87. JeBouka
C CUHAPOMOM
KopHenuu pe NaHre

pe3Hst X0aH, A/MHHbIA unbTp, aHoManun rna3 (MMKPOKopHea, Kocornasne
1 Ap.), NnosaHee npopesbiBaHne 3y60B.

B AanbHelweM BbISBNAKTCS OTCTaBaHWE B pPOCTe W rpybast 3agepxkka
(B0 cTeneHn nuamMoTuK) NCMXOMOTOPHOrO pas3BMTUSA. XapaKTepHbl MOBTOP-
Hble pecnupaTopHble UHAEKUNN.

O6HapyXuBaloTCA Te MU UHbIE MOPOKM BHYTPEHHUX OpraHoB (aHoMa-
nun LUHC, ceppaua v KpynHbIX COCYAO0B, MOAVKACTO3 MOYEK, rMapoHedpos,
HapyLleHne NoBOPOTa KMLIEYHWUKA, AMBEPTUKYN MeKKens, NnIopoCTEHOS,
rPbKKN), KOTOPblE ONPeAensitoT BUTA/TIbHbIN MPOrHO3.

AndodepeHympytoT ¢ cuHgpomom KododomHa-Cupuca, ¢ HacTUUHOWN
Tpucommeit 9p, ¢ peTanbHbIM TMAAHTOMHOBbLIM CUHAPOMOM.
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NeyeHune: HeahheKTUBHO.

MpOrHo3: Ana NCUXOMOTOPHOrO PasBUTUS HEGNAronNnPUATHBLIN, A/18 XKNU3-
HW — 6onee 6naronpUSATHbIN.

MeanKo-reHeTUYeCKoe KOHCY/1IbTUPOBaHMe. DMMNUPUYECKNIA PUCK
NMOBTOPHOIO poXxaeHus pebeHka ¢ cuHapomom K. ge JlaHre — 2% (J1astok
1. n gp., 1983).

MpeHaTasibHasa gnarHOCTMKa 3aTpyfHUTEe bHA.

NPALEPA-BUNIN-CUHAPOM (1956 r., A. Prader, A. Labhart.,, H. Willi,
LLiBeliyapus)) — reHeTUYeCcKnin CMHAPOM, COYeTarLWMii oTCTaBaHne B Mcu-
XOMOTOPHOM Pa3BUTUN C OXUPEHUEM.

MonynsumoHHa 4vactota — 1:5000 (Passarge E., 1974) — 1:25000
(Donlon T,, 1988).

CooTHoweHue nosios M 1 : XK 1.

Tvn HacnegoBaHWsi — HEU3BECTEH.

MpepnonaraeTca ayTOCOMHO-AOMUHAHTHOE HacnefoBaHue ¢ npeobna-
JaHvnem HOBbIX MyTauuii. B nocnegHee gecatunetue npu auddepeHumpo-
BaHHOW OKpacke XpOMOCOM Y MOMOBMHbI 60/bHbIX C cuHApomom lNpaaepa-
Bunnn ctann ob6HapyxwuBaTb TpaHcnokaumu 13/15, 15/15, nm6o
MUKpoAeneLumMm XpoMocombl 15 B BUAe Aeneumm NPoKCUMasibHOrO yyacTka
OJ/IMHHOro nneva (15g11.2), npu 3TOM BO BCEX Cryvasix yTpaymBaeTcs na-
paueHTPOMETHbIV palioH xpomocombl 15 (Fraccaro M. et al., 1979; Ledbet-
ter D. et al., 1982).

OCHOBHbIe AnarHoOCTUYecKne Npu3Hakym CUHApPOMA: OTcTaBaHue B
pocTe, MOBbILLEHHbIV anneTUT, NPUBOAALLNA K OXUPEHUIO, MbIlLEYHas u-
NOTOHMSA, TMNOrOHaAN3M, YMEHbLUEHHbIE KUCTWU W CTOMbI, aKPOMUKPUS, YM-
CTBEHHasA OTCTaJ/I0CThb, Y3KWUIA BUPPOHTANbHBIN AnameTp.

KnunHuka. et ¢ cuHapomom Mpagepa-Bunnn poxpatoTca 06bIYHO A0-
HoLLEeHHbIMK 1 B 10-40% cnydaeB — B AroAUYHOM npegnexaHun. Hepeako
BblpaXXeHa BHYTpUYTpoOHas runotpoduns. [eTu rMnoTOHWYHbI, HO Yepes
HECKO/IbKO Hegenb UAn MecsaueB noseaseTcs nonvdarns, npueogswlasn K
OXUpPEeHUto. 3aTem obpallaeT Ha cebss BHMMaHWe 3afepXka YMCTBEHHOro
pasBuTuS.

KpoMe OCHOBHbIX NPU3HAaKOB CMHAPOMa, BCTpeyarTcs MukpoLledanvs,
CTUIMbI An3ambpuoreHesa (rmnonsasus yLHbIX PakoBWH, CUHAAKTUMIUSA,
KAVHUOAKTUANSA, NonepeyHas NagoHHasa cknajka, «rotmdeckoe He6o», na-
Tonorusa 3y6oB — kapuec, aedektbl aManm n Ap.) U gedekTbl B NO0BOM
cthepe (rMnonnasus NoM0BOro YeHa U KpUNTOPXMU3M Y MaslbY4UKOB, Y AEeBO-
YeK 1 XEeHLUH — runonaasnsa MaTku, ameHopes).

Mopokn pa3BuUTUSA BHYTPEHHUX OPraHOB He XapakTepHbl. MoryTt oTme-
yaTbCs Kocornasume, cyfoporu. bosbHble CKNOHHbI K caxapHoMy AnabeTy.
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AnddepeHunpytoT: ¢ cnHgpomom AnbcTtpema, KoxeHa, JloypeHca-
MyHa-Bapge-buana, ¢ agMno3oreHMTasIbHOM AUCTPOMMEN, C BPOXAEHHOM
CMVHaUsIbHOW amuoTpodhmeld, ¢ BPOXAEHHON MuonaTueld, ¢ CUHAPOMOM IH-
resibMmaHa.

NeyeHue: cumnTomaTnyeckoe.

MpPOrHo3: BUTasIbHbI — OTHOCUTENIbHO G1AronpUSTHLIA, NPOAOIDKM-
Te/bHOCTb XWU3HW 06blYHas.

Meaunko-reHeTu4eCckoe KOHCY/1IbTUPOBaHWe y4nuTbiBaeT reHeasioru-
yeckue faHHble, a Tawkke pesysbTaTbl Kapuosiormyeckoro aHanmsa. bosnb-
Hble NOTOMCTBA, Kak npaBwio, He OCTaBAAT, T.K. BCE OHU — [Nly6okMe
0NroopeHbI.

PACCEJIA-CUIbBEPA CUHAPOM (1953 r., H. Silver; 1954 r., A. Russell)
— HacNeACTBEHHbIV CMHAPOM, OTHOCSILLMIACA K 3a60/1eBaHNSIM C HU3KOPOC-
NIOCTbIO U TUNWYHBIMW BHELLHUMWU NPOSABMEHUSAMU.

B 3apybexHoin nutepatype (Wiedemann H.-R. et al., 1984) 3T0T cuHA-
pOM MHOrga paccMmaTpuBaeTCs Kak ABa OTAesbHbIX cMHApoma Cunbeepa u
Paccena, x0T X WAEHTUYHOCTb AOKa3aHa MaTemMaTU4yeckMM aHasim3oMm
KNuHnYeckon xapaktepuctukn (Tanner J. et al., 1975).

MonynsymMoHHas 4yactoTa cuHgpoma — 1:30000 (Stogmann W. et al.,
1978), cooTHOLIEeHMe MaslbYMKOB U AeBOYEK OAMHaKkoBoe. Tun Hacnenosa-
HVA Heu3BecTeH, 60MbLUMHCTBO C/lydaeB CMHApPOMA cropaguyeckoe, XoTs
onucaHbl U cemeiHble (hopMbl, AOKa3biBaloLMe HacneACTBEHHOE Npouc-
XoxaeHve 3abonesaHus. MNMponcxoxaeHve cCUHAPOMa BO3MOXHO CBSA3aHO C
coMaTnyeCckKUMM OMUHAHTHBIMU MyTauusMn B paHHEM ambproreHese.

OCHOBHble AnarHOCTUYeCKMe NPU3HaKN: NpeHaTasibHas rmnonnasms
¥ NOCTHaTa/lbHOe OTCTaBaHWe B Macce U pocTe, «TPeyrfbHOoe» Nuuo,
acvMmMeTpus TyNnoBuULLA.

KnuHuka. [letn poxaalTcs ¢ HU3KOM Maccoi Tena npu, Kak npasuso,
HOPMaJIbHOV NPOAO/MKUTE/IbHOCTU 6epeMeHHOCTU; OoTcTaBaHue B (husu-
YeCKOM pas3BUTUW, a 3aTeM U B MOSIOBOM — BadXHbli NpPU3HaK 601e3HW.
BHeLIHOCTb HenponopuMoHasibHas: MO3roBasi 4acTb yeperna OTHOCUTESIb-
HO Be/iMKa No OTHOLUEHWIO K SIMLLEBO, YTO CO34aeT BnevyaT/ieHme «rnceBno-
rmapouedanim»; TyN0BULLE aCMMMETPUYHOE.

O6unme cTUrM an3amoépuroreHesa (ManieHbKuiA poT, «poT Kapna», ryobl
y3Kkue, ronybble cknepbl, MHOrga — NT03, KNNHOAAKTUANA MU3MHLIEB, CUH-
paxktunua -l v 1.4.). HabnogaeTtcs no3gHee 3akpbiTue PogHNYKOB, KOCT-
Hblli BO3pACT OTCTaeT OT NACMOPTHOrO. Y NOMOBUHbI BOMbHBIX — aHOMasIUK
NOSI0BbIX OPraHoB (Y Maslb4MKOB — KPUMTOPXM3M, runocnagusa u T7.4., y ae-
BOYEK — rUNepTpodomsa KAnTopa).
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BuicuepasibHble NOPOKN HE XapakTepHbl. OnucaHbl NUb aHOMasin Mo-
YeBOI cUCTEMbI (OAHOCTOPOHHSAS areHe3nsi MOYKW, Ta30Basi SKTOMUS MOYEK,
CY)XXEHWEe YCTbs MOYETOUHMKOB).

McnXo-MHTENNEKTYasIbHOE Pa3BUTNE 0ObIYHO HOPMasIbHOE.

KapuoTtun 60/bHbIX HE U3MEHEH.

OndbdrepeHUnpyoT CO MHOTMMKU DOPMaMU COMaTMYECKO HU3KOpPOC-
noct (rmnodgusapHblii HAHU3M, MPUMOPANASIbHBLIA HaHWU3M, OCOBEHHOCTH
pasBMTUSA OETeil C 3a4epXKKoii BHYTPUYTPOOHOro passutus u 1.4.).

NeueHne. BonbHble, Kak NPaBUIO, KOHLEHTPUPYKOTCA Y 3HAOKPUHOSIO-
roe. MiHorga BO3HMKaeT HEOGXOAUMOCTb YPOJIOrMYECKON KOPPEKLMU.

MporHo3. Kak npaBuio, BUTa/TIbHbIA NPOrHO3 6naronpusTHbIi. MNpobaH-
Abl MOTYT MMETb MOTOMCTBO (TEHEeTMYecKMe acnekTbl 3TOr0 BOMpOca B Ha-
cToslLee BPEMS B CTaAUN U3YUEHNS).

Meguko-reHeTUYeCKOe KOHCY/bTUpOBaHue. DMMUPUYECKUIA PUCK
ANsi CUH6COB HUYTOXHO Masl.

MpeHaTasibHasi AMarHOCTMKa He TpebyeTcsl.

PYBUHLUTENMHA-TENBU CUHAPOM (1963 r., J. Rubinstein, H. Taybi,
CLUA).

BosbHblE C 3TUM CUHAPOMOM ObLIN OMMUCaHbl aMepUKaHCKUM aedekTo-
norom J. Rubinstein n peHtreHonorom H. Teybi B 1963 r. Y 60/1bHbIX OTMe-
Yanncb 3HaunTesNlbHas YMCTBEHHas OTCTasloCTb, KOPOTKME Hortesble ha-
NaHry | nanbueB KUCTWM U CTOM, a TakKe XapakTepHble U3MEeHEeHUs Nuua.
OfHako nepsoe onncaHve gaHHOro CMMNTOMOKOMIIeKca 6b1s10 caenaHo J.
Michail n coaBt. B 1957 T.

MonynsunoHHas yactota — 1:25000 — 1:30000 (Kosnosa C.W. u co-
aBT., 1987; MapwuHueBa I'.C., M'aBpusnios B.U., 1988).

CooTHoweHune nonos — M 1 : XK 1.

Tun HacnefoBaHWs — HEU3BECTEeH, XOTH BO3MOXHO M ayTOCOMHO-A0-
MUWHAHTHBII.

OCHOBHble AMarHoCTU4eCcKue Npu3Haky CUHAPOMA: LWMPOKME HorTe-
Bble (panaHrn | nanbLUEB KUCTEn u cTon, MuKpouedanus, onmrogopeHus,
KIOBOBUAHbLIA HOC; rpymaca, HanoMuHarowas ysbloKy; MOPOKA BHYTPEH-
H/X OpraHoB.

KnuHuka. bonbHble ¢ cMHAPOMOM Py6uHLWITENHA-Tenbn poxagaroTcs,
Kak MpaBuio, B CPOK C YMEPEHHOW MpeHaTaslbHON runotpodmein. Yxe B
nepuoge HOBOPOXAEHHOE™ obpallaeT Ha cebsl BHUMaHWE XapaKTepHbIi
KOMIMJ/IEKC YepenHo-INLEBLIX gnamopduin (puc. 88): ymepeHHass MUKpoLie-
hanus, KNHBOBUAHbLIA HOC, 106 HU3KWIA, BPOBU TYCTble, TMPCYTMU3M, SPKO-
KpacHblli HeBYC Ha Koxe nba, 3aTblsika, 60KOBOV MOBEPXHOCTU LLEW, aHTu-
MOHIO/IOMAHbIV pa3pe3 rnas, anuKaHT, rmnepTesiopusMm, Kocornasue, B
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Puc. 88. HoBOpOXAeHHbI pebeHoK ¢ CUHAPOMOM Py6uHLITEeliHa-
Telibn: a — XxapakTepHoe NuuUo (MuKpouedanus, KIoBOOOPA3HbIiA
HOC, rpumaca B BuAge ynblokM, HEBYC Ha nby n T.4.),

6 — wunpokasa KoHueBas hanaHra | nasbua cTonbl
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pefknx cnyyasx pacwenuHa Heba. BbisBMAOTCA Takke HapylleHus onop-
HO-ABUraTeNbHOro annapara — J/IopA03, CKONNo3, KMdo3, aHOMasin Mos-
BOHKOB, pebep, rpyauHbl 1 T.4.

Mopokn pa3BUTUS BHYTPEHHUX OPraHOB — BaXXHEWLINA KOMNOHEHT AaH-
HOro CMHAPOMa, OT KOTOPOro 3aBUCUT BUTaSIbHbIA NPOrHO3. BbisiBNAKOTCA
aHoOMasIMM MOYENosIoBOW cucTeMbl (YOBOEHME JIOXAHOK M MOYETOYHMKOB,
rmapoHedpos, ANBEPTUKY/T MOYEBOrO Ny3bIps, KPUNTOPXM3M U T.4.), BPOX-
OEeHHble nopoku cepgua (AMXKIM, OMII, OTKpbITbIA apTepuasibHbIi NpPo-
TOK, Tpnaga ®asnno), NOpokU rosIOBHOrO Mo3ra (areHe3us MO30/IMCTOro
Tena, paclUMpeHue XenyaoukoBO CUCTEMbI U Ap.). TSHKECTb KIMHUYECKUX
NPOSIBNIEHNI MEPeYUNCNEeHHbIX Bblle «BHYTPEHHUX» aHOMauii onpenens-
10T NPOAO/HKUTENBHOCTBIO XM3HU G0/IbHLIX C CUHAPOMOM Py6UHLLTEnHa-
Telibun.

B panbHeinwem dopmmpyeTtcsa rpybas 3agepxka ncuxodmnanyeckoro
pa3BuTMs AeTei BNIOTb A0 MAMOTUN C HAPYLUEHUWEM PEYEBON N MOTOPHOWA
PYHKLUMN.

BaxHelwmnm andcepeHUnanbHO-ANarHoCTUYECKMM MPU3HAKOM CUH-
Apoma Py6uHwTeliHa-Telbun ABNSeTCA YTO/IWEeHNe KOHUEBbIX thanaHr |
nanbLeB KucTten n cton (cm. puc. 88,6).

AnddepeHymanbHbii gnarHo3: cuHgpom Cekkensl, cmHapom Kodp-
huHa-Jloypy, 6paxugaktuiva tuna [, akpouedanononncnHaaktunms |
TMna (cnHagpom Hoaka).

NeyeHue: cumnToMaTU4eCKoe.

MpOrHo3: Ans NcUxo-vHTENEeKTyaslbHOro pa3BuTusa Bcerga Hebnaron-
PUATHBIN; BUTANbHbLIA — NPU TAXE/bIX BUCLEPasibHbIX MOPOKax cepbes-
HbIA, B OCTa/IbHbIX C/y4asiX CpaBHUTE/IbHO He6naronpuaTHbINA.

MeamKo-reHeTu4eckoe KOHCY/IbTUPOBaHME: 3MNUPUYECKNA PUCK
0N cnbCcoB KpaliHe He3HaunTeNeH.

MpeHaTasibHaa AMarHOCTMKa NPOBOAUTCA HA OCHOBaHMU BU3yasn3a-
LMN KOMIJIeKca MHOXECTBEHHbIX NOPOKOB pa3BMTUA Y noja npy ero axor-
pacmyeckoM nccnefoBaHnn, a Takke ¢ y4eTOM AaHHbIX 0 MUKpoledanuu,
rMNoTPONA U YTOJILLLEHUN KOHLLEBbIX (hasiaHr | NasibLeB KUCTER 1 cTon.



MABA YETbIPHAOUATAA

HEHACJ/IEACTBEHHbBIE CNHAOPOMbI
MHO>XECTBEHHbIX NMOPOKOB PA3BUTUA

AOAM-KOMIJTIEKC

AJAM-komMnniekc (aMmHUOTUMYeckue gdedhopmauumun, aaresus, MyTuas-
Uns) — CUHAPOM BPOXAEHHbIX MOPOKOB Pa3BUTUSA, 3TUONOTMYECKM CBA3AH-
Hble C aMHUOTUYECKMW TSHXKAMMU.

OTOT CMMMNTOMOKOMIJIEKC HE SABNASAETCH FeHEeTUYECKUM W U3BECTEH OH
yxe 6onee 300 neT. 3a 310 Bpems onucaHo 6onee 500 cnyyaeB gaHHOro
CYHAPOMa, HO NpY 3TOM — HW OAHOI ceMelHOl hOpMbl OTMEYEHO He
6b1710.

MonynsumoHHast yactoTa — 1:10000 (Ossipoff V., Hall B, 1977).

CooTHoweHne nosios — M 1)K 1.

Bce cnyyan AJAM-komMnnekca cnopaguyeckume.

OCHOBHble AnarHOCTUYEeCKUE MPU3HAKN: aMHUOreHHble AedeKTbl KO-
HeuYHoCTel; Npu nccnefoBaHUN NAaLeHTbl — TSHKM U3 TKaHW aMHUOHA, nay-
LWme OT naueHTbl K KOHEYHOCTAM Un rosiose pebeHka.

KnuHnka. ConoctaBneHne BPOXAEHHbIX MOPOKOB, HabnogaemMbIxX npu
AJAM-koMnnekce, nokasasno, 4YTo nNpu 6osee paHHUX BO3AENCTBUSX OTME-
yatoTca rpybble gedektbl Mo3ra (3k3aHuedanus, sHuedanouene), nuya
(pacwenuHa rybbl 1 Ap.), aBeHTpauus, npu 6o1ee No3gHMX — TOMbKO MO-
paXXeHns1 KOHeYHOCTelA.

Bce nopoku npu 3TOM KOMMJeKce AeNsAT Ha Tpu rpynnbl:

1) amHmnoTnyeckne gedekTbl KOHEYHOCTEN;

2) pedekTbl nmua;

3) gedoekTbl Yepena ¥ rosIoBHOIO MO3ra.

IMopokn KOHEeYHoCTel — Hanbonee YacTblii Npu3Hak AJAM-koMnaekca.
OHV OYeHb MHOroo6pasHble — OT LIMPKY/ISPHBIX NepeTsxek Ha nasbuax Ao
amMmnyTauuii Kuctein, cton n 6o5ee NPOKCUMasIbHbIX OTAEN0B KOHEYHOCTE,
MHOrJa CO BTOPUYHbLIMY CpalleHUsIMU NanbleB B MecTaX, HaxOAsLMXCH
HernocpeACTBEHHO B paiioHe nepeTsxek.

JedekTbl nrua BKAYAKT paclienvHbl rybbl u Heba; agediekTbl Yepena
W MO3ra — 4YepenHo-MO3roBble TPbIXK 1 3K33HLedanunio.

ViHorga nmeeT MecTo aBeHTpauus.

AnddepeHumpoBatb AAAM-KOMMIEKC MPUXOAUTCSA C CUHAPOMaMM,
BK/IIOYAKOLWMMY peayKUMOHHbIE MOPOKN KOHeuyHocTelr — PobepTca, J1/1-
amenuun, KopHenuu ae JlaHre u 1.4,

JleyeHue: xupypruyeckasa n optoneguyeckasl KOppekums.
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MpOorHo3: A5 X13HW 6/1aronpUsiTHLIN; B COLMa/IbHOM acnekTte — 60/b-
Hble SIBMISIKOTCA MHBa/IMAAMY C AETCTBa.

MeaunkKo-reHeTU4ecKoe KOHCY/IbTUpoBaHMe. Tak Kak Bce criydau
ALAM-KkomMMiekca cnopagmnyeckme, To 3T0 NO3BOSSET AefaTh 6naronpusT-
HbIli MPOrHO3 Kak Ans cnbcoB npobaHaa (puck — 1-2%), Tak u B TeX c/yya-
AX, Korga natosiorms Mmeetcs y ogHoro u3 cynpyros (Jlaswok .W. u gp.,
1983).

MpeHaTasibHasA OMarHOCTUKa. 3xorpaduueckoe OGHapyXeHue rpy-
ObIX aHOManuii KOHeYHOCTel /Mua M yepena y njoga He npeacTaBnser
TpyAHoCTE.

rONbAEHXAPA CMHOPOM

FonbaeHxapa cnHOopom (OKy/o-aypukyno-septebpasibHaa aucnna-
3us).

MepBoe onucaHue ObISIO CAEMaHo elle B cepefuHe MpoLUIoro Beka
(von Arlt C., 1845 r.), HO BblAeNneH 6bls1 B OTAEbHYO HO30/10MMYECKYHO
oopmy M. Goldenhar B 1952 .

FeHeTnyeckne hakTopbl B 3TMOMOTMMU 3TOTO CUHAPOMA HE UMET Cy-
LeCTBEHHOro 3HavyeHus. OnucaHbl 6onee 400 cnydaeB cuHapoma [0/b-
JeHxapa, HO COOOLLEHNs 0 CEMEMHbIX CriyYasiX eOUHUYHbI; CBSi3aHbl OHW
cKopee BCEero ¢ O4HOTUMHbIM MOBpeXxaarlwmm akTopom. Mo-BuammMomy,
JelicTBUE Kakux-Nnmbo TepaToreHoB (BMPYCHbIX WM TOKCMYECKUX) B nep-
Bble 4-6 Hefenb 6epeMeHHOCT MOryT Bbi3biBaTb (DOpMUpPOBaHNEe AaHHOro
cuHgpoma (Poswillo D., 1974; Feingold M., Baum J., 1978). BmecTe C TeMm,
psg aBTOPOB CYMTAET, YTO ATOT CUHAPOM reTeporeHeH 1 B Hero MoryT BXO-
ONTb (heHoTUNMYecKn cxoxue cumntTomokomnsiekcol (BapawHes HO.U. u
ap., 1990; Setzer E. et al., 1981).

MonynayuoHHasa yacToTa Hen3BecTHa.

CooTHoweHre nonos — M 1 : XK 1.

OCHOBHbIE AnarHoCcTnyeckme Npu3Haku cUHApoma: gepmoungpl, nv-
nogepmounapl UM ANMOMbI F1a3; aCUMMETPUS /iMua U3-3a O4HOCTOPOHHE
ero rmnonaasvmn; aHoMasim yLHbIX PakoBUH U MO3BOHOYHMKA.

KnnHuka. MaTtorHoOMOHUYHBIA Mpu3Hak cuHapoMa onbaeHxapa — anu-
6yb6apHble epMounapbl U CYyOKOHBIOKTUBANbHbIE IMNOLAEPMOUAbI UK NTUNO-
Mbl. MMopaxeHue HOCUT OAHOCTOPOHHUI, pexe — ABYCTOPOHHUI XapakTep.

OTMevaloTca Takke Kofo60Mbl BEpXHeEro Beka, AedekTbl rnasonsura-
Te/IbHbIX MbILLL,, MOMYTHEHWE POroBuLbl, KaTapakTa, MUKPOKOpHea, NHorga
— aHodhTanbm.

XapakTepHbl:

1) naTonorus CTPOEHUs YLIHbIX PakoBMH — HeaopasBuTue, Hauuve
npeaypuKynsipHbIX «Nanuiioms;
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2) aTpesns Hapy>HOro C/lyxoBOro NpPoOXoAa;

3) aHOMasIMn cpefHero yxa u riayxora.

OnucbiBalOTCA Takxe BbICOKOe Hebo, pacluesninHbl A3bluka, rybbl, Heba,
aHoMannn NO3BOHKOB, pebep, ckonmoa, spina bifida, koconanocte. MoryT
ObITb BPOXAEHHbIE NOPOKM cepAaua (TeTpaga Panno, gedekTbl neperopo-
[OK, CTEHO3 JIErOYHOro CTB0/A), AblXaTeslbHOW CUCTEMbI (pacLienuHa rop-
TaHW, TpaxeonuilieBOAHble CBULLW, JleroYHble cekBecTpbl), XKKT (aHopek-
TaUlbHble aTpes3un, axanasus nuiwesoaa, oMmdanouene), pexe — Mo4YeBoi
cucteMmbl (rMnonnasmsa nodek, ruapoHedpos u ap.). MNopokn passuTus ro-
JIOBHOTrO MO3ra MOryT 6bITb NpeAcTaB/eHbl, XOTS BeCbMa peiko, ClMHHO- 1
YepernHo-MO3roBbIMM FPbbKaMu, a Takke apuHaHuedamen. YMCTBEHHOE 1
husnyeckoe pasBuTue geTtein ¢ cMHAPoMoM onbaeHxapa B 60/1bLLIMHCTBE
cny4yaeB HopMasibHOe, Y 10% 60/bHbIX MMEeeT MecTo OnrohpeHus.

AnddbepeHumanbHbIi AgnarHo3 nposBoguTcsa ¢ cuHapomamn Ppat-
yeckeTTn, bukcnepa, BungepsaHka, Tpurepa-KonamHsa, MukpoTuen-atpe-
3ueil.

NeyeHne: cpTasIbMONOrMUCKOE, pexe — XUpPypruyeckass Koppekuus
[edekToB (BMCLEPASIbHBIX, pacwenvH rybbl, Heba u T.4.).

MpOrHo3: NCMXOMOTOPHOE pasBUTME Y BOMbLUMHCTBA 60/bHbLIX HOP-
MasibHOe, BUTaJIbHbI/i MPOrHO3 3aBUCUT OT Xapakrepa U TSHXKeCTU BuUCLe-
panbHbIX AedekToB.

Mefguko-reHeTUYeCKoe KOHCY/IbTUpOBaHue. PKCK NMOBTOPHOIoO po-
XAEHWS B ceMbe 60/IbHOr0 pebeHka He npeBbiwaeT 1% (Jlastok .U, v gp.,
1983).

MpeHaTasibHas gnarHocTMKa. B Bupay TOro, 4to, Kak npaBwuo, CUHA-
pom [onbAeHxapa He MOXeT 6bITb Moka3aHWeM K OCPOYHOMY MnpepbiBa-
HUIO GepeMeHHOCTH, AopoAoBas AMarHocTuka ero 0coboro 3HaveHuss He
nmeer.

VATER-ACCOLIMALIMA

VATER-accounauusa. HassaHve cuHgpomMa — akpoHWM, COCTaBJ/ieH-
HbIA U3 NEPBbIX BYKB aHrMACKUX Ha3BaHWI, BXOAALMX B COCTaB CUHAPO-
ma, nopokoB: V (Vertebral, gedektbl no3BoHo4YHMKa), A (anal atresia), TE
(tracheo-oesophageal, TpaxeonuuweBogHbilii ceull), R (radial and renal,
Aucnnasus nyya u novek).

B camocToATesibHyl0 HO30/10rMyeckyo opmy BbigeneH B 1973 r.
(Quan L., Smith D.).

MonynsaymoHHas vactota 1:25000 (Jlastok L. n gp., 1983).

CooTHoweHne nonos — M 1 : XK 1.

Accounaumsi OTHOCUTCH K HeHacneacTBeHHbIM ¢oopmam MBIIP, Bce
cnyyau ee crnopaguyeckue. TepaToreHHblli TEPMUHALMOHHBLIV nepuoj B
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psfe cnyyaeB orpaHuumBaeTcs 4-ii Hefene BHYTPUYTPOOHOIo pasBUTUS.
B aTmonormn atoro cuHApoma, NOMMMO Pas/INYHbIX TepaToreHoB, MOryT
urpatb posib FOPMOH&/IbHbIE KOHTpaLEenTuBbl U UX BO3MOXHOE TOKCu4yec-
koe gelicteme (Nora J., 1976).

KnuHuka. VATER-accounauusa goskHa AnarHocTUpoBaTbCA MpeHa-
Ta/NbHO, /IM60 B Nepuone HOBOPOXAEeHHOe™, T.K. B paHHEM HeoHaTas/lbHOM
nepuoge 60/bHbIe HEPEAKO TPeOYT XUPYPruMyeckoro BmMeLllarebcTea us-
3a nopokoB XXKT. Mo mHeHuto L. Nlastoka u coasT. (1983) Hanbonee xa-
pakTepHbIMU rpynnamu nopokosB npu VATER-accounaunm aBnsoTcAa: aHo-
manimm XKKT (aTpes3us nuuieBofa v 3aflHero npoxoja — yvale BCEro; pexe
— He3aBepLUEHHbIi NOBOPOT KULLIEYHVKA, ANBEPTUMKY/T Mekkens, CTeHO3
[BEHaAUaTUNEPCTHOMW KULLIKK), MOYEBOW CUCTEMbI (areHe3ms O4HOW Wn
o6enx noyek, noyeyHas Aucnnasusa n aKTonuu, rmapoHedpos), OMNOpPHO-
JBvratesibHOro annapara (aHoMasium MO3BOHKOB, KUM(POCKONNO3 unn ru-
nonnasus nyyeBbiX KOCTel 1 NepBbIX NasibLeB KACTER, NONNAAKTUANSA, Me-
HUHrouene).

YacTto BcTpeyatotca npu VATER-accoumaumm takxke fnopoku cepaua u
KpYMHbIX cocynoB (TeTpaga u neHtaga ®anno, gedekTbl neperopoiok, oo-
WK apTepuasibHbIil CTBOJ, TPaHCMO3MA COCyAoB, AedeKTbl kKaanaHoB; Y
22% 60/bHbIX — annasnsi O4HOK 13 apTepuin NYyNnoBMHbLI), a Takke NosI0BbIX
OpraHoB (y Maslb4ynKoB — rMMonaasns nosioBoro YsieHa u TecTukys, «yaBso-
eHHas» MOLLUOHKa, Y AieBOYeK — AByporas mMatka u T.4.), elle pexe — Ha-
pylieHve nobynsaumm nerkmx.

MHorpa BcTpevatoTcs aHomaium UHC (rugpouechanvs, runonnasus
Mo3ra 1 Mo3xeuka) n nuua (pacwenvHa rybbl n Heba).

OunddepeHumanbHbIi AMarHO3 NpoBoAWTCS € CMHAPOMOM Opbenw,
dpaBappaca, Xont-Opama, TAR-CMHAPOMOM.

NeyeHne. O6bIYHO B NEpPBble Yacbl U CYTKN XU3HN 60MbHbIX ¢ VATER-
accoumnaumein nepeBoAsaT B XMPYPruyeckylo KIMHUKY (aTpesus nuuiesoaa,
aHopekTasibHble aHoOMasiMK), rge npu pelleHun Bonpoca 06 onepaTtuBHOM
BMeLLaTeIbCTBE HY)HO YUYUTbIBATb BO3MOXHOE Haslnyme y Takoro pebeHka
NnopokoB nouek (y 70%) n cepaua (y 50%).

MpPOrHo3: BUTasIbHbI — O4YE€Hb CEPLE3HbINA 1 YacTo HEBNAronpPUATHBIN.
Hepepko 60/bHble nornbaroT B nepuHaTa/ibHOM Nepuoge.

MeguKOo-TeHETUYECKOE KOHCY/IbTUpPOBaHWe. [eHeTuyeckuii NporHo3
6naronpuATHbINA, CEMENHbIE Cllydan HEM3BECTHbI, PUCK AN cMbcoB 611M30K
K Hynto (Jlastok .. n gp., 1983).

MpeHaTasibHasa gmnarHocTuka. CUMNTOMOKOMIIEKC NMOPOKOB Pa3BUTUA
y no4a MOXET U AO0/MKeH ObiTb BU3yasM3npoBaH Npy MaccoBOM Y3-CKpu-
HVHre 6epeMeHHbIX B CPOKM 6epeMeHHOCTU A0 20 Heaenb, AnarHo3 HO30/10-
rMyeckor NPUHaA/IEXHOCTUN CTaBUTCHA MeAUKO-TEHETUYECKOW CNyx60WM, BO-
NpocC 0 AOCPOYHOM MpepbiBaHMUN peLlaeTcs, Kak Npasunio, nooXnTenbHo.
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®ETA/IbHbIN
AJIKOIOJIbHbIN CUHAPOM

deTanbHbIN asIKOrofIbHbIN CUHAPOM (anKorosibHas ambprodeTonaTus).

CuuTaeTcs, 4YTO CMHAPOM pa3BMBAaETCH B CBA3U C YNOTpeb/ieHneM XeH-
LLUMHOW BO Bpems 6epemMeHHOCTU asnkorons (Beattie J., 1988; Willhite C. et
al., 1988; Kunze J., 1989), xoTs noBpexgawowme A03bl 3TaHOMa He ycTa-
HOBJIEHbI, & ero TepaToreHHbl adheKT ocnapuBaeTcs HEKOTOPbIMU aBTo-
pamu (Mills J., Graubard B., 1987).

Psf aBTOpPOB CBA3bIBAKOT pa3BUTME CUHAPOMA C YMEHbLUEHVWEM B TKa-
HSAX aMOpUOHa 1 nnoga noj BO3AENCTBUMEM 3TaHONa cofepXaHus donuve-
BOi kmcnotbl (Smithells R., 1976).

MonynsumoHHasa yacTtota cmHapoma — 1:880 xuBopoxaeHHbix (Bell J.
et al.,, 1989).

KnuHuka. TUNNYHBbIMW KIMHUYECKUMU NPOSBNEHUSAMU CUHAPOMA ABS-
I0TCA NpeHaTasibHas rmnoTpodns, Mukpouedanns, MHOXECTBEHHbIE CTUT-
Mbl AM33aMbpuoreHesa (aNMKaHT, MTO3, MUKPOreHus, AedopMUpOBaHHbIE
YLIHbIE PakoBWHbI, 6paxvaakTuaIng, KNMHOOAKTWUAWSA), BOPOHKOOOpasHas
rpygHas kneTka, orpaHuyeHHasi NoABUXHOCTb B CyCcTaBax, Mopoku cepaua
(AMXKIT), KpATOpXM3M, rMnonaasusa MOLLOHKW. [eTn oTCcTaloT B dom3mnyec-
KOM, YMCTBEHHOM U MOJIOBOM Pa3BUTUU.

Meanko-reHeTUYEeCKOe KOHCY/IbTUPOBaHWe 1 NpeHaTa/ibHasa auvar-
HOCTMKA, Kak nNpaBwn/o, He NPOBOAATCS.

®ETA/bHbIN
CUHAPOM KPACHYXW

deTaslbHbIN CUHAPOM KpacHyxu (pybeonsipHas ambpuonatus; per-
ra CMHAPOM) — BPOXAEHHbIA CUMATOMOKOMM/EKC, 06YCNOBNEHHbIN Tepa-
TOr€HHbIM AENCTBUMEM BUpYyCa KPACHYXW.

CuHpgpom Brnepsble onvcan B 1941 r. aBcTpanuinicknini ogptasibmonor N.
Gregg B BUAe Tpuagbl NpM3HaKoOB, CTaBLUEl No3gHee Kaccuyeckon (Tpua-
na Fperra): BpoXaeHHass HelpoceHcopHas ryxoTa, BPOXAeHHas KaTapak-
Ta 060MX rnas, BPOXAEHHbIN NOPOK cepaua).

MonynsauuoHHas 4actota cuHApoma, No-BUAMMOMY, He MOCTOSIHHAasA,
T.K. 3aBMCUT OT 3NMAEMMOIOrNYEcKon cntyaumm. OAQnHAKoBO YacTo nopa-
KaKTCcA Mua MYXXCKOro U >XeHCKOro nona.

OTmnonorusa. PaHee cunTasiocb, YTO NpUYMHaMK PasBUTUS aHOMasTUiA Yy
3apojbilla 1 nnoga ABMATCA:

1) HenocpeACTBEHHOE TepaToreHHoe BO34eiNCTBUE BUpYyCa KpacHyxu Ha
NPOAYKT 3a4aTtus,;
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2) onocpefoBaHHOe BANSHUE Yepes3 NPOMEXYTOUHbIe (haKTopbl U Mexa-
H/U3Mbl BUPYCHbIX TOKCUMHOB;

3) NepBUYHOE MNOpaKeHWe IHAOKPUHHbLIX Xene3 (B YacTHOCTWU, Hagmno-
Ye4yHVKOB), KOTOpble B CBOK Oyepedb OTpuLaTesibHO BO3AEWCTBYIOT Ha
npoLecc pasBuTUS opraHu3ma.

B cBeTe nocnegHux AaHHbIX BaXHas posib OTBOAUTCH UMMYHOTEeHeTu-
YeCKMM N MMMYHOJI0TM4Yecknm mexaHmsmam. OnucaHbl HLA n DR-aHTUre-
Hbl U cneunduyHasn 4718 KpacHyxM MMMYHHas peakuus y yenoseka. Y nno-
[OB Martepeli, 3ab0neBLUMX KPACHYXOW B PaHHWE CPOKU GEepemMeHHOCTH,
BbISIB/IEHbI crieuudunyeckue KpacHylHble 1aM-aHTuTena (Tam, rae atm aH-
TMTena He 6bINN BbISBAEHLI, AeTU poxaanucb 6e3 natonorun) (Kato S. et
al., 1982; Daffos F. etal., 1984).

O61beM 1 xapaktep ambpuodieTonaTun y naoga onpefensieTcsa Cpokom
6epeMeHHOCTN, B KOTOPOM XXeHLLUMHa nepebonena KpacHyxoi. Tak, ecnu
3apaxeHue Npomn3oLLio B TeveHne nepsbix 7 Hef. 6epemMeHHOCTH, TO MHO-
YX€CTBEHHbIe MopokM oTMmeyvatoTca y 50-60% HOBOPOXAEHHbLIX, B TeyeHne
3-ro mecsiya — npumepHo y 15%, nocne 4-ro mecsia —aegekTbl 06Hapy-
»uBatoTcs B 1,1% cnyvaes (Dudgeon J., 1976).

BmecTe ¢ TeM, MHOrMe aBTopbl 0TMeyvatoT, 4To oT 30 go 70% 3abonesa-
HUIA KPacHYXOR y B3pOC/bIX NpoTekaeT B 6eccumntomHon dopme (Ceme-
HoB B.M. u gp., 1989; Plotkin S., 1984), npy KOTOPOW Takke BO3MOXHO
BHYTpPUyTpo6HOEe nopaxeHvne nnoga (Hucesuu J1.J1. n gp., 1992; Sever J.,
1970).

OCHOBHble gmarHocTuyeckue npusHaky pybeonspHoi ambpuona-
TUW: KaTapakTa, BPOXAEHHbIA NMOPOK cepaua, rayxora.

KnuHuka. Mpu poxaeHun getn ¢ dpeTasibHbIM CUHOPOMOM KPAaCHYXM
MMEIT NPU3HaKN BHYTPUYTPOOHOW runoTpodunn. Kpome TOro, XxapakTepHbl
(BepTbiHb .M., 1988):

1) BPOXAEHHbIE MOPOKN CepAeYHO-cocyancTon cnctemsl (B 96,8% cny-
YyaeB), NpUYEM Yallle BCEro — AedhekT Me)oKenynouKoBOW Neperoposku,
OTKPbITbIVi apTepuanbHbIiA MPOTOK, CTEHO3 SIErOYHOr0 CTBONA;

2) nopaxeHue opraHa 3peHus (84,5%) B BUAE BPOXAEHHOW KaTapakTbl
(vawe OBYCTOPOHHENW), pexe — MUKPOITasibMa, /1ayKoMbl, MOMYTHEHMS
poroBuLbl, CXOAALLErocs Kocornasus, MUKpPOKopHea, MUONUN, HACTarma;

3) 04HO- NN ABYCTOPOHHSASA rnyxoTa (21,9%) BocnpuHUMaroLero tuna.

MoMUMO yka3aHHbIX BbllLEe NOPOKOB y AeTel ¢ heTaslbHbIM CUHAPOMOM
KpacHyxu MOryT obHapyxmBaTbCs MuKpouedanms, CTUrMbl An3ambpuore-
Hesa (MuKporHaTus, nedopmauny yHbIX PpakoBWH, MYMNOYHbIE U NaxoBO-
MOLLIOHOYHbIE TPbDKK, AMCMNa3usa Ta3obepeHHbIX CyCcTaBoB, KPUMNTOPXM3M
W T.4.), NOPOKM pasBUTMSA APYrMX OpraHoB U cUCTEM (areHesns nerkoro, aTt-
pes3ust aHyca, Xen4eBblBOAALLMX MyTeil, He3aBepLUeHHbI NOBOPOT KuLLey-
HVKa, anadpparmasibHble rPbbKKU, YASMHEHUE TOHKOW U TOICTOW KMLUOK, K-
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nocnagausa u Aap.), a Takke obLine CUMMNTOMbI BHYTPUYTPOGHOW WHGEKLUN:
61e4HOCTb KOXW U C/IU3UCTbIX, MHOXECTBEHHbIE reMopparvu, renartocnsie-
HOMerasis, aHemusi ¢ TpombouuToneHmein. B panbHenwem y 60/bHbIX
nporpeccupyeT ncnxounsnyeckoe otctaBaHue B pasBUTUN.

AndchepeHunpytoT eTaslbHbIil CMHAPOM KpacHyXu ¢ APYTMMW CUH-
JpomMamMu MHOXECTBEHHbIX MOPOKOB pPa3BUTUS XPOMOCOMHOIO U HEXPOMO-
COMHOrO reHesa, B COCTaB KOTOPbIX BXOAAT kaTapakTa, BIC, rnyxoTa, Muk-
pouedenus, 3agepxka pasBuTus.

JnarHocTuKa OCHOBbIBAETCH Ha CNeayloLmux KpUTepusx:

— aHaMHecTU4eckne AaHHble 0 NepeHeceHHOoM KpacHyxe BO BpeMs be-
pemMeHHOoCTH,

— bakTepuosiornyeckme AaHHble 0 BUPYCOHOCUTESIbCTBE KPaCHYXu Yy
mMaTepu unv nepeHeceHHoOM 3abosieBaHuu,

— VMMYHOJIOTMYECKMe [aHHble, NoflydeHHble y npobaHga (cneuudn-
yeckme 1lgM-aHtutena),

— BblefieHne BUpYyca KpacHyXu W3 pas/iMyHbIX OpraHoB U TKaHeh y
naoga unv pebeHka, ymepLunx nepMHaTasbHO UM B NOCTHATa/IbHOM Nepu-
oje,

— XapakTepHble KMHMYeckMe daHHble (KatapakTa, BIC, rnyxoTta u
T.4.).

NleyeHne. B OCHOBHOM, Xmpypruyeckas Koppekuums gedekros, onepa-
TMBHOE yJasleHe BPOXAEHHON kaTapakTbl (adakusi); KoHcepBaTUBHOE fie-
YyeHue BK/IOYAET aHTMaHeMMUYECKYH0, renaTonpoTEeKTOPHY0 Tepanuio, Ho-
OTponHble npenapaTbl (ecnM HeT MPOTMBONOKasaHwii). TpebyeTca Takxe
HabnogeHve cypgonora, nNcuxo-negarornyeckas agantauus.

MporHo3 — Bcerga o4YeHb cepbesHblii. BoMbHbIe ¢ 3TOW NaTonoruen,
Kak npaBuio, UHBanMAbl ¢ AeTCTBa.

Mepguko-reHeTU4eCckoe KOHCY/ibTUpoBaHue. Puck ans cubcos no
MHeHuIo .Xapnepa (1984) HMYTOXHO Man. Ecnu B paHHMe cpoku bGepe-
MEHHOCTW XeHLUMHa nepeboniesia KpacHyxoi, TO NnokasaHus K npepbiBa-
HUIO 6epeMeHHOCTM COMHEHWUI He BbI3bIBalOT, T.K. PUCK pa3BUTUS aHOMa-
nuiA y nioga cocTtaBnisieT 0kono 60%.

MpeHaTanbHaa gmarHocTuka. NepeHeceHHas KpacHyxa U ceposioru-
yeckas peakuus y 6epemMeHHOl XeHLWUHbl HauennBalT Ha Y/1bTPasByKo-
BYIO BepudmnKaLmMio NOPOKOB pasBuUTUA y nioda. epcrnekTUBHbIM SABAIOT-
ca MeToAbl onpefeneHus AuarHosa no AaHHbIM UccnefoBaHus
aMHUOTUYECKOM XXUAKOCTU, XOTA NoKa eLle HW HeraTuBHble TUTPbl aHTUTEN,
HW OTCYTCTBUE Ky/IbTYypbl BUpYCa KPacHyXu He NO3BONSAKT HAAEXHO UCK0-
unTb MHGMLUMpOBaHue nnoga (Xapnep M., 1984).
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CMNCOK COKPALLEHNI

AbC. — abConTHbIN

AB — aTMocdiepHbIii BO3ayX

AL, — apTepuasibHoe faBsfieHne

AMC — aHoMa/Insi MOYeBOWN CUCTeMbl

ATD — ageHo3uHTpudocdart

BO3 — BcemupHasa opraHusaumsa 3gpaBooxpaHeHust
BMrP — BPOXAEHHbIA NOPOK pasBuUTUA

BMncC — BPOXJEHHbI NOPOK cepaua

ABC — AUCCeMMHMPOBaHHOE BHYTPUCOCYAUCTOE cBepTbiBaHue
AMXKM  — pedbekT mexokesly4oukoBON neperopoaku
AMMMN  — pedbekT mexnpeacepaHon neperopoaku
AHK — [e30KCpUBOHYK/IenHoBast KucroTa

ne — [AblXaTtesibHasd cuctema

X — OKEHCKUI

KKT — OKeslyAOUYHO-KNLLIEYHbIW TpakT

nn — MoHU3MpyoLllee ussyvyeHune

nMnC — M30/MpOBaHHbIN U cucTtemHbii (BIP)

KP — KoadhhpuLmeHT pucka

M — MY>KCKOW

MBIMP — MHO)ecTBeHHble BIP

Mric — ModenosioBasi cuctema

MC — MJlaeH4yecKkasi CMepTHOCTb

HK — Hek/laccununpoBaHHbIe KOMMJ/1EKChbI

OAI — OTKpbITbIA apTepuasibHbIii NPOTOK

OOA — OnopHoO-ABUraTesbHbIN annapat

OPBW — ocTpas pecnupaTtopHasi BupycHasi UHdeKuus
na — npeHaTa/lbHasi AuarHocTuka
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