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MPEONCITOBWNE

Ycnexy B 061acTW reHeTUKW 4enoBeka OKa3anu 60/blIOe BAUAHMWE
Ha MHOrMe pasgenbl MefuuWHbI. B uyacTHOCTW, aKyLllepbl-TMHEKOIOTN
BOMKHbI MMeTb MpefcTaBAeHWE O POSIN FTeHeTUYecknx (PaKkTOpoB B Ha-
pyWeHNAX PenpoayKTUBHOW (YHKLMM, 3TUONMOTUU CMOHTaHHbIX abop-
TOB M BPOXJAEHHbIX aHoManuin. Kpome TOro, BHejpeHWe MeTOLOB aH-
TeHaTa/bHOW AMArHOCTUKU 06A3bIBaeT aKyLlWepoB 3HaTb XapakTep Ha-
cnefoBaHUA pas3NUyHbIX 3aboneBaHWii, a TakXe BO3MOXHOCTU UX
AVNAarHoCcTMKM in utero.

HecMmoTps Ha BO3pacTalollyt pOAb TEHETUKU, MHOTME Bpayu He-
[0CTaTOMHO MH(OPMMUPOBAHbI O MPUKIAAHOM 3HAYEHUN TFEHETUKU B
KNUHWYECKON npakTUKe. BOMbWWHCTBO Bpayell, 0COBEHHO aKyLlepoB-
FTMHEKONOroB, He UMEKT (opMasbHO-TeHeTUUYecKo noarotoBku. Kpo-
Me TOro, B 6GO/bLIMHCTBE UMEKLUXCS PYKOBOACTB OTCYTCTBYIOT pas-
fenbl, Kacawowunecs npobnem 3Tol crneumanbHOCTU. B HEKOTOPbIX MO-
Horpausax AOCTYMHO W3NnaralTCcs OCHOBbl TFEHETUKW, B  [ApYyrux
paccMaTpuBalOTCA KAMHUYECKME acCMeKTbl PefKMX TFEeHEeTUYEeCKUX 3a-
6oneBaHuii. OflHaKO 3TW PYKOBO/ACTBA OObIYHO MPEACTABAAOT MHTEpeC
ANns negmaTpoB. Takum 06pa3oM, 3TW KHMAMM 4acTO UMEKT He COBCEM
npsAmMoe OTHOLWIEHME K aKyLepCTBY W FMHEKONOrMK, a TaKXe K CeMeii-
HOW MeAuuuHe. B CYLWHOCTM A0 CUX NOP OTCYTCTBYKT KHUMM MO re-
HeTUKe, HamucaHHble CrneuuanbHO AN aKylepoB-TMHEKONOr0B.

B cBA3M C 3TUM Mbl NOMbITAIUCL MOAFOTOBUTL MPAKTMYECKOe U B
TO XX€& BpeMs TeopeTM4yeckoe PYKOBOACTBO MO FeHeTWKe W TepaToso-
MW, OPUEHTUPOBAHHOE Ha aKyLepoB W TMHeKONoroe. CreyuunanncThbl
opyrux obnactei, Hanpumep B XUPYpPruu v obLieidl MeguumHe, Takxe
HallfyT 3Ty KHWUTY nonesHoi. Mpegnonaras, u4to yMTaTeNn, BO3MOXHO,
COBEpPLIEHHO He 3HAaKOMbl C FE€HEeTUKOW, rnaBa 1 KHUIM NOCBALLEHA
M3M0XEHNIO ee OCHOB. BcA ocTanbHas yacTb MOHOrpaguu nocesiieHa
reHeTUYeCKUM 3aboneBaHVsIM, MpPeACTaBAALWUM KIAMHUYECKUA WUHTe-
pec. AKUEHT cAenaH Ha reHeTM4yeckoe KOHCYNbTUpOBaHWe U Te Kau-
HUYecKue MPU3HAKW, KOTOpble TPebYKOT BHUMaHWUS aKyllepoB-rMneKo-
noros. PaccmMaTpuBalTCA COBPEMEHHOE COCTOSIHME MpeHaTalbHOW Aua-
FHOCTMKWU, a TaKXe FeHeTW4eckue acmnekTbl CMOHTaHHbIX abopToB W
6nmsHeyoBocTn. O6CYXAATCA KAMHUYECKME U TEHEeTUYecKue acnek-
Tbl pacrnpoCcTpPaHeHHbIX TFWHEKONOTrMyecknx 3aboneBaHwii, paka opra-
HOB Mafioro Tasa M HapylleHus nonoBoW guddepeHumnaymn. HakoHel,
MoApo6HO paccMOTPEeHbl MOTeHUMaNbHble TepaTOreHbl: pajguauus u
thmsnyeckne ¢akTopbl, BUPYCHble, 6GaKTepuanbHbie WHPEKUUN U XKU-
Muyeckue (NneKkapcTBEeHHbIE) BeLLeCTBa.

AKyLlWepbl-TMHEKONOTX, 3HAKOMble C BOMpOcamMu, u3naraeMbiMu B
LAHHOM PYKOBOACTBE, HalayT ero yAo6HbIM NpyU MONb30BaHUM UM ANS
TPaKTOBKU 6ONbLWIMHCTBA FEHETUYECKUX MPO6/IEM, BCTPEYAKLUXCH B
KIMHWYECKOW NpakTuKe. ITO M3JaHWe NOALFOTOBWUT Bpauveil K BOCNpUSA-
TUIO HOBbIX [OCTVMIKEHWIA B 06N1aCTW FeHeTUKM, 0Ka3biBaloLiMX OrpoM-
HOe BAIMAHUWE Ha Hawy CneuuanbHOCTb.
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FnaBa 1

OCHOBbI TEEHETUKW YEJ/TOBEKA

Kak HopMmanbHasf (eHoTUnMYyeckas U3MEHUMBOCTb, HaNpumep apTepu-
anbHOe [aBneHWe, TakK W aHoOManbHad, Takas KakK cuHapom JayHa
MM MYKOBMCLMAO3, MOFYT pacCcMaTtpuBaTbCA B pamMKaX HECKObKUX
3TMONOINMYECKNX KaTeropuii, KoTopble BK/O4YalT B cebsa: 1) uutore-
HeTUYeCKMe HapylweHWs B pe3ynbTaTe U3MEHEHWUA 4yucna Uam CTpykK-
TYpbl XpPOMOCOM; 2) MeHfenupylouwme 3abonesaHus, apnawowmnecs pe-
3ynbTatoOM MyTauuii B €AUHUYHOM TFEHHOM /0Kyce; 3) MOAUTeHHble
(mynbTuthakTopuanbHble) 3aboneBaHusi, 06YCNOBMEHHbIE COBMECTHbI-
MK adekTamn 6osee YeM OAHOrO reHa; 4) TepaTOreHHble aHOManuw,
KOTOpble 06YCNOBMAEHbl B OCHOBHOM (hakTopamy OKpy>Xallieid cpepbl.
3TN KaTeropmm nonesHbl MNpu Knaccudumkaumm aHomanuii u [Apyrux
HapyweHunin [Lancet, :1974a]. Apyrue reHetuyeckme (akTopbl, Takue
KaK uuTOonnasmMaTuyeckoe HacnefoBaHuWe, MMeIOT MeHbllee 3HauvyeHue
AN Bpauvei.

MONEKYNAPHBIE ACTMEKTbI TEHA

3aKOoHbl HacnefoBaHWs 6blAM OTKPbITbl B 1865 r. MeHaenem u 3aTem
«BHOBb OTKpPbITbI» Apyrumu uccnegosarensmu B 1900 r. B 1902 r.
Sutton n Boveri BnepBble MPeAnonoXuanu, YTO XPOMOCOMbI ABAAKOTCA
(hn3n4veckoli OCHOBOI HacfnefoBaHusa. XMMuMyeckas OCHOBa HacnejoBa-
HUS 6bla HesiCHa elle B TeYEHWEe HECKONbKUX fJecATunetuit. B onbi-
Tax Mo reHeTM4yeckol TpaHcopmaumu nHeBMOKOKkoB [Griffith, 1928;
Avery et al.,, 1944] 6bI10 NOKasaHo, 4TO [Ae30KCUPUOOHYKNEeNHOBas
kucnota (AWK) asnsetcd HacnefCTBEHHbIM MaTepuanom BCEX XUBbIX
OpraHn3MoB, 3a WCKAKYEHWEM HEKOTOPbIX BUPYCOB. B panbHeiwem
6b1/10 NOKAa3aHO, 4YTO HEKOTOpble TUMbl PUOBOHYKNEMHOBON KUCNOTI
(PHK) HeobxoguMmbl gns TpaHcasuum uHdopmauumn, copepxallieics
B reHax.

Ctpyktypa n pennvkauma JHK

B 1953 r. Watson n Crick npegnonoxunu, uto OHK cyuiecTtByeT B
BMAe [ABOMHOI cnupanu; 3Ta CTPYKTYypHas KOH(urypauus nomorna
00BbACHUTL, KaK MOXeT penauuyuposaTtbcs AHK. [ABOWHYyH cnupanb
MOXHO MpeAcTaBuUTb B BMAE CKPYYEHHOR necTHuubl (puc. 1). Kaxgas
BepTMKanbHas MAaHkKa NecTHWULbl COCTOUT W3 YepepyloLWMUXcA ocTaT-
KOB: caxapa W fe3okcupub6o3bl n ocarta. OcTtaTkm caxapa U ¢oc-
(haTa MPOTMBOMONIOXHOW CTOPOHbLI CBfA3aHbl MepeknaguHamu (Nogoo6-
HO CTyMeHbKaM NeCTHMUbl) W PasinyHbIMKU a30TUCTbIMU OCHOBaHUA-
MW, Ha3blBaeMbIMW HyKneotugamun. B OHK Hykneotufbl COCTOAT U3
nypuHoB: ageunmHa (A) wunm ryaHumHa () — 1 NUPUMULUHOB: TUMMU-
Ha (T) wnnm uymtosmHa (L)). Kaxpgasa nonepeyHas CBA3b COCTOUT U3
OfHOTr0 MYPWHOBOrO U O4HOTO MUPUMUAMHOBOrO OCHOBAHWIA, COEAUHEH-
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Puc. 1, Cxematnyeckoe un3obpaxeHue p[BOIMHONA cnupanu monekynsl AHK (a)
N nap OocHoBaHuii (6). Kaxpgas uenoyka cnupanu COCTOUT M3 Ae30Kcupubo3bl
(neHTo3bl) N dochatHol rpynnbl. CoeanHeHWe 3TUX LieNMOYeK OCYLLeCTBAsETCA
3a CYeT BOAOPOAHbLIX CBA3eR (MYHKTUPHbIE NUHUWM) MeXAY a30TUCTbIMU OCHOBA'
HUAMW: NYPUHOBbIMW — afeHnHoMm (A) unu ryaHnHom () v NUPUMULUHOBLI-
MU — TuMnuHoM (T) mnm ymtosnHom (LI). Kaxpgas nonepeyHas cBs3b 06pa3oBa-
Ha OAHWM MNYPWHOBBLIM WU  OAHUM MNUPUMUAMHOBLIM OCHOBaHuem (AT wunm TLL)
[no Ford E. H. R. Human Chromosomes. — New York: Academic Press, 1973,
p. 95, 97. MeyvaTtaeTca ¢ paspeweHns].

HbIX BOAOPOANbIMU CBA3AMU (CMapuBaHWe OCHOBaHWI). ANenuH CBA-
3aH C TUMWHOM ABYMSA BOAOPOAHLIMM CBA3AMW. LIMTO3MH cBA3aH C
ryaHuHoMm Tpems BOAOPOAHbIMU CBA3AMWU. Takum o06pasom, OTHOLe-
HWe afleHWHa K TUMUWHY WAW TyaHWHa K LUWTO3UHY Bcerga pasHo 1:1.
OTHOoweHWe nap afeHWH — TumuH (AT) K napam ryaHuwH — LUTO3MH
(FLL) BapbupyeT He TONbKO MeXAY BUAaMWU, HO WU MeXAy pasHbIMU
XPOMOCOMaMUN OAHUX W TeX Xe BUAO0B.

leHeTMuyeckas uWHpoOpMauna KoLUPYeTCHs MNOCNefoBaTe/ibHOCTbIO
HYKN1eoTuhoB. B pe3ynbTaTe ONMUCAHHOrO CMapuBaHWS OCHOBaHWiA ABe
HUTM OHK KoMmnnemeHTapHbl. Hanpumep, ecin Ha OAHOW HUTU UMe-
eTca nocnefoBaTenbHOCTb OCHoOBaHui ATTIL, (ageHUH — TUMUH —
TUMWUH — TYaHUH — LUTO3MH), TO MOCNeA0BaTENIbHOCTb MX Ha [OYroi
HUTK 6yaeT TakoBa: TAALTI. KogoH —nocnegoBatenbHOCTb U3 3 ocC-
HOBaHW — onpefenseTr OA4HY W TONbKO OAHY K3 20 aMUHOKWCAOT.
MocnefoBaTenbHOCTL KOAOHOB OnpejensieT aMUHOKWUCIOTHbIA COCTaB
nonunentnga. OfHAKO YWUC/MO NepecTaHOBOK B KOJOHe, cOCTaBnfwoLiee
43— 64, 6onblie ynucna aMuHoOKMUCNOT. Takum 06pa3om, OfHY U Ty Xe
aMUWHOKUC/IOTY MOTYT OMpefenaTb pasfinyHblie KOAOHbI. HekoTopblie Ko-



0OHbI MHULMUPYIOT CUHTe3 6enka, Apyrue, 04eBUAHO, HNYETO He KOoAu-
PpytOT (HOHCEHC-KOAOHbI).

Y yenoBeka U MnekonuTarowux AHK cogepXuTtcd B Xpomocomax.
B cocTaB XpOMOCOM BXOAAT MO KpalHeid wmepe: 1) ABa OCHOBHbIX
knacca AHK: oguMH Kknacc ¢ yMEPEHHO WX BbICOKO MOBTOPAKOLWUMHU-
CA HYKNeoTUAHbIMW nocnefoBaTefnbHocTAMM (noBTopsAlwancs AHK)
N LpYyroii —c HenoBTOPAKLWMUMUCS, YHUKaNbMAbIMU, NOC/MEL0BATENbHO-
ctamun OHK; 2) ructomoBble 6enKM, KOTOpble, Kak nonarawT, obecne-
UMBAKT CTPYKTYPHYI LENOCTHOCTb XPOMOCOM; 3) HEerucToHOBble 6efi-
KW, QYHKUMA KOTOpPbIX HesacHa. OCHOBHas CTPYyKTypa, BepOATHO, CO-
CTOUT M3 eAUHWYHON ANMHHOW HMTM AHK, KoTopas MAOTHO CBepThI-
BaeTCA W pasBepTbiBaeTCA. Y HUKanbHaa nocnegosatenbHoctb AHK
nepemexaeTtcs BCTaBOYHbIMW MocnefoBatesibHocTAMKU. [lepef ocyule-
CTBMIEHMEM TpaHCcAsauMM (CM. HUXKe) BCTaBOYHble MOC/AeA0BaTebHO-
ctu OHK (MHTPOHbLI) AOMKHbI 6bITb yaaneHbl. Penaukaumsa AHK B
pasHbIX XpOMOCOMax MPOWUCXOAWT B pa3HOe BpeMaA W MOXeT Hayu-
HaTbCA B HECKONbKMX TOYKax Mo BCEli XPOMOCOME.

PHK u cuHTe3 6enka

PHK ynpaBnseT cWMHTe30M nonunentufia B uutonnasme (TpaHcns-
uua). B cTtpyktypHom oTHoweHun PHK cxogHa ¢ OAHK, ogHako B
KayecTBe caxapa B PHK BbicTynaeT pu6o3a, a He [e3oKcmpubosa,
a BMeCTO MUPUMULGMHOBOrO OCHOBaHMA TuUMUAuHA —ypauun. Cyuwe-
CTBYeT HecKonbko Tunos PHK: uHopmaumonHas (MPHK), puboco-
manbHad (pPHK), TpaHcnopTtHas (TPHK) wun reTtepogucnepcHas
(rPHK). ®yHkuna rPHK He coBcem fcHa, HO OHa, MO-BUAUMOMY,
aBndeTca npegwecTtseHHUKoM MPHK. NHpopmaynonHas PHK cocTto-
T M3 OLHOHWUTYATOW MOJNEKY/bl, KOMMNAEMEHTApHON OAHON U3 ABYX
HUTel pABOWHOW cnupann AHK. Tlocne ee cWMHTe3a MyTeM Komnne-
MeHTapHoro cnapveaHua na monekyne AHK nPHK noctynaet B uu-
TONNasMy u CBfA3bIBAeTCA C pubBoOCOMamMm — CTPYKTypamu, COCTOALLM-
MU 13 6enka u Hecneyupuyeckoih PHK ¢ BbICOKOW OTHOCUTENbHOMN
MonekynapHoint maccoih (pPHK) (pwuc. 2). MOArotoBKa aMMHOKWUCAOT
K 0enKoBOMY CUHTe3y OCYLLecTBAAeTCA peakLMein afenosnHTpugoc-
thata (AT®P) c a-Kapb6OKCUNbHBIM KOHLOM aMWHOKWCAOTbI, YTO Mpu-
BOAMT K 06pa3oBaHMi0 akTuBMpoBaHHOW TPHK, cneuyudunyHoi pgns
JanHoW aMWHOKMCAOThl. OTa amuHoaumn-TPHK npopgsuraetca k no-
BEPXHOCTU pubocombl. CuHTe3 6Genka MPOUCXOAUT B pe3ynbTaTe Mpo-
aBmxeHns MPHK Bponb pubocombl. Korga AgaHHbIA KOAOH pacno3Ha-
ercs, amuHoauunn-TPHK npucoeanHsaeT prbBOCOMHBIA KOMMNIEKC B TOY-
Ke, onpeAensemMoil COOTBETCTBYHOLIMM KOZOHOM (cM. puc. 2). Takum
06pa3om, aMUHOKMUCNOTLI, 06pasytolime NOAMNENTUAHYIO LeNb, BXOAAT
B Hee B NpaBW/IbHON nocnefosaTenbHOCTU. [ocne o6pa3oBaHWs CBA-
3el Mexfy aMWHOKMCAOTamMu U 3aBeplleHus CUHTe3a MOoAMNenTUAHON
Luenu nocnefHAs BbICBOOOXAAeTCA W3 PUOOCOM W BbLIMOMHAET CBOKO
(MYHKUMIO. TTOCKONbKY fAaHHbI 6e710K 06bIYHO KOAMPYEeTCA He BCeil
YHUKanbHOW nocnefoBaTensHocTeio AHK, TO mepea Havyanom CMHTe3a
6enka MHTPOHbI AO/MKHbI ObITb YAaNeHbl.
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Puc. 2. Cxema npoueccoB TpaHcKpunuuu u TpaHcnaumu AHK. Ha ofgHoit HWTM
OHK npoucxoguT CUHTE3 KOMMNEMeHTAapHO el monekynsl MPHK. Hanpuwmep,
nocneposatensHoctm TTL, Ha monekyne AHK coOTBeTCTBYKHOT MnocCnefoBaTeflb-
Hoctn AAT Ha PHK. B monekyne PHK TuMuH 3ameHeH Ha ypaunn. locne cuH-
Te3a MPHK pgBuxetca B uutonnasmy fns cBA3n ¢ pubocomamu. CuHTe3 6enka
ocyuiecTBaseTca ¢ nomowblo TPHK, cneynpuyHbiX ANg KaXAoh aMUHOKUCNOTHI.
Komnnekc amuHokucnota-TPHK (ammHoaumn-TPHK) coegnHsieTcs no npuHumny
KOMMNIeMeHTapHoe™ CBOWM aHTUKOAOHOBbIM YYaCTKOM C COOTBETCTBYHOLMM KO-
foHom MPHK. Hanpumep, kogoH gna nusuHa TTL ¢ AHK TpaHckpubupyetca
Ha MPHK komnnemeHTapHbiM Tpunnetom AAI. 3Tta nocnefoBaTeflbHOCTb pac-
NO3HAeTCA COOTBETCTBYHOLWEN nu3mHcneundnyHoin TPHK ¢ aHTuMkogoHom YYL
[no Ford E. H. R. Human Chromosomes — New York: Academic Press, 1973,

p. 103. MeuaTaeTcs ¢ paspeLleHns].

depMmeHT, 06paTHad TpaHCKpPHMNTa3a, MO3BOJISET OCYLLEeCTBUTb CUH-
Te3 KomMnemeHTapHoin opHoHuTyaton [AHK (kAHK) Ha ocHoBe
MPHK. 3ta Metoguka nosiesHa He TO/MIbKO A1 aHain3a HYKIEOoTUS-
HOM nocnefoBaTeNbHOCTM, HO WM WMeeT KAWMHWYecKoe 3nayeHne. Me-
YyeHHasd pagMoakTUBHbIM M30TONOM KAHK MOXET CNy>XuTb «30H4O0MY»,
KOTOPbI/A cnocobeH cnapuBaTbCa C HaTuBHOW AHK knetku (peHaTy-
payns), reHeTuyeckas npupofa KOTOPOWA MOXeT ObiTb HEW3BECTHOW.
HecnocobHOCTb K peHaTypauumu ykasbiBaeT Ha oTcyTtcTBue AHK, Ko-
Topas KogupoBana Obl fAaHHbI reH. 3Ta MeToAMKa MO3BONAET Aua-
rHocTupoBath a-tanaccemuto [Kan et al.,, 1976b]. PecTpUKUMOHHbIE
WUrLOHYKNeasbl — 3TO rpynnbl (DepPMEHTOB, KaX[Ablil M3 KOTOPbIX pac-
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no3HaeT cneunuyeckme nocnefoBaTenbHOCTU 0T 4 [0 6 HYK/NIeOTuU-
[oB. OJHAOHYKneasa Eco RI pacno3HaeT nocfiefoBaTe/ibHOCTb
FTAATTLU; papyrve 3sHAOHYKfNeasbl pacnos3HawT Jpyrve nocnefosa-
TenbHocTU. Takum 06pa30ili, Bo3geiicTBys Ha AHK aaHHOW pecTpuk-
Ta3oi, MOXHO pa3pe3aTb ee Ha (parMeHTbl PasHON AAUHbI, KOTOpble
MOXHO pa3fennTb COOTBETCTBEHHO WX pasmepy. Mcnonb3ya cneyu-
Gunyecknii KAHK-30HA, MOXHO MAEHTM(OUUMPOBATL (PparMeHT, copep-
XaWwnin HYKNeoTUAbl, KoAUpylwwue AaHHbIA reH (Hanpumep, a-rno-
6MHOBLIA). DTN CBeAEHMS MOTyT ObiTb WCMONbL30BaHbI ANA NpoBefe-
HUA nNpeHaTanbHOW AWATHOCTUKM OMNpeAefieHHbIX remornobuHonatuia
nyTeM aHanuMsa KNeToK aMHUOTUYEeCKOW XuakKocTu. OTMETUM, 4TO BCE
KNeTku cogepxart ofHy u Ty e AHK, XoTs reMorno6uH cCuUHTe3npy-
0T 06bIYHO TONMLKO 3pPUTPOLMTLI. EcCAnM ogHOHMT4YaTas a-rnobuHoBas
KOHK He rmbpugnsyetca ¢ Hem3BeCTHbIM (parmeHTom [AHK kneTok
aMHNUOTUYECKOW >XUAKOCTW, KOTOPbIA, Kak nofaraiT, COAEPXUT HYK-
neotuabl a-rnobuHa, TO wuUMeeTca feneuus a-rnobWHOBOrO /oKyca
(a-Tanaccemus).

Bo3geiictBne na AHK pecTpMKUMOHHOW 3HAOHYKMea3on Hpa |
HEeoXMJaHHO nokasano, yTo ¢parmeHT AHK, cogepxawuii remorno-
6uH S, 6bin gnuHHee (13,0 k6), yem hparmMeHT, coAepXXalWunii remo-
rnobuH A (Hb A) (7,0 wan 7,6 k6) [Kan, Dozy, 1978]. AHanus
cuenneHus, cnocobcTBOBaBLIMA 0O6HAPYXEHUIO AAHHOIO (hakTa, MOXeT
6bITb MCNONb30BaH AN AWArHOCTUKW CEPNOBUAHOKIETOUYHON aHemMuu
nytem aHanm3a [OHK B KynbType ¢unbpob6nacToB amMHUOTUYECKONA
XUAKOCTU. PecTpUKLUMOHHbIe 3HLOHYKMea3bl MOTyT OblTb TakXe Wc-
Nofb30BaHbl ANA AWMAarHOCTUKW remMornobuHonatuii, 06YCNOBAEHHbIX
TOYKOBbIMU MyTauMAMM, T. €. U3MEHEHUAMU OLHOro Hykneotupa 6e3s
feneunn OHK. PecTpUKUMOHHbLIE 3HAOHYK/easbl Cco3faloT Takxe
NPeAnocbIIKN ANS paboTbl ¢ pekombuHaHTHOW OAHK, — Tema, KoTopas
BbIXOAWUT 3a paMKW [aHHOro pyKOBO.CTBaA.

Perynauus cmHTe3a 6enka

Mpo6nema perynsumyM cuHTesa 6enka y MIEKONUTAKOLWMX MOAHOCTbIO
He n3ydeHa. MpakTUYeCKN eLMHCTBEHHbIM XOPOWO W3YyYEHHbIM SBMA-
eTCcqd MexaHW3M KOHTponsi cuHTesa 6enka y E. coli. Jacob n Monod
(1961) nokasanu, 4to AnA cuHTe3a Genka y E. coli TpebywTca pe-
rynaTOPHbLIA TeH, ren-onepaTtop M pag CTPYKTYPHbIX TeHOB. KOHT-
ponb cuHTe3a Genka OObIYHO NpeAcTaBAAT B BUAE MeXaHW3Ma OTpu-
uaTenbHOlW o6paTHON cBA3W. [lonaraldT, YTO PErynAaATOPHbLIA reH Bbl-
pabaTblBaeT penpeccop, WHIMOGMPYHOUW WA ONepaToOpHbIA TeH, KO-
TOpbI BNWAET Ha ynpaBieHWe OEeNKOBbIM CUHTE30M, OCYLLECTBASEMbIM
AVMWb B OTCYTCTBUE penpeccopa WM ecnu WHaKTUBMPYHOLLee AencT-
BME penpeccopa na remn-onepaTop CHuUMaeTcs AeiicTBueM 3gdekTopa.
Penpeccop MoxeT TpeboBaTb WAM He TpeboBaTb APYrux BelecTB, Ta-
KUX, KaK KOHEYHbI/i NpOAYKT, Bbi3biBaKOLW NI OTpULaTENbHY 06paT-
Hylo cBfisb (Kopenpeccusi). Y MAEKONMUTAKLWUX CUTyalLusa HescHa,
HO, BEpPOATHO, 6ofee CMoXHa, NMOCKO/bKY B3aMMOAEACTBYHLWNE TEHbI
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He BCerga HaxopAAaTcs faxe Ha OA4HOW W TOl e Xpomocome. Hanpu-
mMep, a-rnobuH KOoAWpPYeTcs reHamu, PacrnofioXXeHHbIMM Ha XPOMOCO-
me 16, a B-rno6buH — Ha xpomocome 11.

CTPOEHME XPOMOCOM

eHeTuyeckas UHMOpPMALUA COLEPXMUTCA B XPOMOCOMax, YMCNO KOTO-
pbiX ABNAETCA XapaKTepHbIM ANA KaXAOro Bmaa. Y uenoseka 46 xpo-
mMocoMm: 22 napbl aytocom (¢ 1-ii no 22-10) M ofHa napa MofioBbIX
xpomocom (XX y KeHWwuH n XY y myxuuH) (puc. 3, 4). Yucno
XPOMOCOM pasfinyHo y O6ONbWKMHCTBA APYrux wmnekonutawuwmx. Co-
CpefoToYeHMe MHOrMX FeHoB B OFPaHWYeHHOM Yuclie XpOMOCOM obner-
4yaeT BO3MOXHOCTb Mepejayn reHeTU4ecko wuHdopmauum OT poau-
TEeNIbCKUX KNETOK K AOoYepHUM (MUTO3) N YMEHbLUEHWE uYucna Xpo-
MOCOM BABOe (Mel03), TakK 4YTO Kaxfas rameTra BHOCUT ranjoujHoe
yncno XpomocoMm (H) B AunaougHyw 3uroty (2m) (y uyenoBseka
n=23). Ownbka Meino3a U MMUTO3a NPUBOAMT K HapyleHuto audde-
peHLUPOBKH.

« S: . )

«

13 14 15 16 i 18

K» »nr ss8 I

19 20 21 22 Yy

Pnc. 3. MeTaasHble XpOMOCOMbI 3[0POBOr0 MY>X4UHbl (46, XY). OuddupeHum-
anbHas G-okpacka.



XPOMOCOMHbIA  aHanmM3 06bIYHO
NpoOBOAAT B KjeTKax nepudepuye-
CKOW KpoBM (AMMGpOUUTHI) UAN B
KynbType (u6pobnactoB KOXwu, no-
NOBbLIX Xene3, UAM B K/eTKax am-
HMOTUYECKO  Xuakoctu. KneTku
KyNbTUBUPYKOTCA B  MUTaTeNbHOW
cpefe, K KoTopoin gob6aBnsawTcs Te-
NAYbS CbIBOPOTKA W aHTUBUOTUKM.
Mocne MHKy6aUUuW, Mo BPEMEHM CO- - AnvHHoe nnedo (q)
OTBETCTBYIOLLEN JlaHHO TKaHU
(48—72 4 pna KNeTokK KpoBu, 2—

4 Hep Ans Gnubpo6b1acToB KOXWU MAn

aMHUOTUYECKON XUAKOCTU), KNETKU

nogrotaBnuMBalTCcA A/ XPOMOCOMHO-  Puc. 4. CxemaTuuyeckoe N300paxi-
ro aHanusa nyTeM MoOCnefoOBaTeflb-  Hue XpoMocomsl,

HOl 06paboTkuM: 1) KONXULMHOM

(WA [Ee30KCMMETUNKONXUHOM); 2) TMNOTOHWYECKMM pacTBOPOM X/0-
puaa HaTpus, Bbi3blBAWMNM HabyxaHue KneTok; 3) YyKCYCHO-MeTuso-
BbIM (MKcaTOpoM; 4) KpacuTenem L8 YAyYlleHUS BUAMMOCTM XpO-
MOCOM. MOXHO NPUMEHATb U ApYyrue MeToAbl ANS NOAYYEHUS PUCYH-
Ka nonepevyHol MCYEPYEHHOCTU, KOTOPbIA MO3BONAET OT/ANYMTL [AaH-
HYl0O Mapy XpOMOCOM OT BCeX ApPYyrux nap. Takas WUCYEPUYEHHOCTb
onpegensietrca nMbo nNo yvacTkam, (AOOPecUMpyoLWUM C pasHOR WH-
TEHCUBHOCTbIO  (Q-Aucku), nM6O no yyacTkam, OKpawusawwmumcs
cBeTNnee MAM TemHee, yeM cocegHue (G-, R- nam C-gucknm).

Kpome TOro, uutoreHetmyeckas WHGpOpMauus B OTHOLWEHUM CO-
CTaBa MOMOBbIX XPOMOCOM MOXET ObiTb MOAy4YeHa MyTeM aHanuM3a WH-
TeptasHbiX A4ep, MOAYYEHHbIX W3 3MUTENUA CAM3UCTON 060/104YKK
WeK u apyrux TkaHeil. OfHaKo OAHOro 3TOoro aHanusa 6e3 AOMNOMHU-
TeNbHbIX TEHEeTUYECKMX MUCCNefOBaHWn HepocTaTouHo. [Mpu opHOM
NUWHel X-XpoMOCOMe nNoOcnefHAs WHakKTUBMpyeTca U obpasyeT
X-xpomaTumoBoe Tenble (npexge o603HavyaemMoe KaK MOAOBOW Xpo-
mMaTUH unn Tenbue bBbappa) (puc. 5). Kakum obpasom npoucxogut
MHaKTUBaLMA, HEM3BECTHO, HO OHa A0J/KHa CONPOBOXAATbCA CKPy4uu-
BaHMEM CMMpann, MOCKOAbKY WHaKTUBUPOBaHHble X-XpPOMOCOMbI pe-
nanuyupytoT ceoto OHK nocnegHumm n3 Bcero Habopa (Mo3gHoO pe-
nanuupytowasaca X-xpomMmocoma).

Uucno Y-xpoMocoMm 06bIYHO OmpefenseTcs TakXe B UHTepdasHbIX
kneTkax. [lMocne po6aBneHWs XWMNakpuHa MpU aHanM3e C MOMOLLbIO
(hNIOOPECLEHTHON MWKPOCKONUM AUCTanbHble 23  [AAUHHOrO neva
Y-XpOMOCOMbI SIpKO (h/II0OpPecUnpyoT B MHTep(asHbiX fAgpax, B Me-
Tajase U Ha MPOTSXKEHUMN BCEro KAETOYHOro umkna. ONopecueHTHoe
NATHO, 06pa3yemMoe Y-XpPOMOCOMOW BO BpeMs mnTepdasbl, Ha3biBaeTCs
Y-xpomatwtom (puc. G), N 4Mcno Y-XpPOMOCOM paBHO u4ucay Y-xpo-
MaTMHa B KfieTke. OAHAKO AeTepMUHaHThbI, onpejengiowune passuTue
TKaHW AKNYKa, PacrnofioXXeHbl He BO (hHOOPECLMPYHOLWMX, a B HedI00-
pecumpyoLlmnMx yyacTkax Y-XpOMOCOMbl OKOMI0 LeHTpomepbl [German,
Simpson, McLemore, 1973; Simpson, 1976], TaKk 4TO MY>XXYWUHbl MO-

-Hopotkoe nneuyo (p)

- LleHTpomepa

'3



Puc. 5. MHTepdasHas
KneTka ¢ X-XpoMaTUHOM
(ctpenka) [mo Simpson
J. L. Disorders of Sexual
Differentiation. Etiology
and Clinical Delineati-
on. — New York: Acade-
mic Press, 1976, p. 29. Me-
yaTaeTcs C paspelleHus].

Puc. 6. MHTepdasHasn
KneTka € Y-XpOMaTtuHOM
(ctpenka) [no Simpson
J. L. Disorders of Sexual
Differentiation. Etiology
and Clinical Delineati-
on. — New York: Acade-
mic Press. lMeyataeTtca C
paspelieHus].

ryT 6bITb 340POBbLIMU W MPU OTCYTCTBMM Y-xpomaTuHa. Kpome Toro,
(htoopecuMpytoULMe y4acTKM ayTocoM MOryT 6biTb OWKWGOYHO MPUHSA-
Tbl 3a Y-XpoMaTWH. AHannu3 KNeTOK poauTeneii nnoga nau obcnegye-
MOro MHAMBMAYYMa MOr Obl CHU3UTb BePOATHOCTb MOTEHLMANbHbIX
WCTOYHUKOB OWMNGOK, HO BCe Xe MpeAnoyYTUTeNbHee MPOBOAWUTL MON-
Hble LLMTOTEHETNYECKNE MCCIIe0BaHUS.

MAEHTNONKALNA XPOMOCOM

XpoOMOCOMBI KNaccupuuMpyroTcs No pasMmepy U MOMOXEHUW LEHTPO-
mepbl (cm. puc. 3). LleHTpomepa fenuT XpOMOCOMY Ha KopoTkoe (co-
KpaweHHoe 0603HavyeHWe —p) U AnuHHoe (q) nnevo. MO NONOXKEHUIO
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LEHTPOMEPbLI XPOMOCOMbI MOXHO KnaccuuumpoBaTb Ha MeTaLeHTpU-
yeckne (p u g paBHbl MO fNHE), cybMeTaueHTpuyeckne (g HECKObKO
6onblie p), akpoueHTpmyeckume (q HaMHOro 6onbwe p, Npu 3TOM
LeHTpoMepa pacnofioxkeHa B6AM3M KOHLA XPOMOCOMbl) WAW TeNnoLeH-
Tpuyeckne (LeHTpoOMepa pacnonoXeHa Ha KOHLE XPOMOCOMbI).
[Jo 1969 r. ypaBanocb UAeHTUdMUMpPOBaTb Xpomocombl 1, 2, 3, 16
n Y. [Opyrue XpoMOCOMbl YyJaBanoCb pacnosioXWTb B OfHY W3 Hec-
Konbkux rpynn: A (1—3), B (4—5), C (6—12 n X), D (13—15),
E (16—18), F (19—20) n G (21—22). X-Xpomocoma — cybmeTa-
LeHTpuyeckas, Mo pasMepy MNPOMeXYTO4YyHas Mexgy Xpomocomamu
7 n 8. Y-Xpomocoma 06bIMHO HecKoNbKo 6onble 21-i u 22-ii. MeTo-
LaMn OKpacku 6e3 BblIIBEeHWS MOMEPeYHON MCYEPUYEHHOCTU XPOMOCO-
Mbl, OTHOCALLMECA K OfHOW rpymnme, MOXHO OTANYUTb OT XPOMOCOM
Apyroi rpynnbl. OfHako BHYTPWM TPYyMnn XPOMOCOMbI He OTaMYarTCA

Apyr oT Apyra.

Ta6nuua 1 XapakTepHble MPU3HAKM HEKOTOPbIX METOAOB, BbISIBASIOLIMX
nonepeYHyto MCUYEPUEHHOCTb, LUMPOKO WCMOMb3YeMbIX B LUTOreHeTUKe 4esoBeka

HasBaHue

meToa MeToa okpacku XapakTep pucCyHKa

Q-4mcKu OKpacka (00pPeCLEHTHbI- [M10N0XUTENbHbIE AUCKU (IHOOPECLIU-
MU KpacuTenamu (Hanpumep, pyloT, oTpuuaTefibHble He (oopecym-
OUTMAPOXNOPUAOM  XUHAKPW- PYOT
Ha); aHaauM3 C MOMOLLb
(h00PECLEHTHO  MUKPOCKO
nuu

G-aucKu MpenBapuTenbHas 06pa- [lonoxuTenbHble [OUCKN — TEMHO-
60oTKa: OKpalleHbl; OTpuULUaTeNbHble — CBETNO-

1) KOHLEHTPUPOBAHHbLIA CO OKpALLEeHbl; XapakTep PUCYHKa 6aM3KO
NeBoli pacTBOP NpPW BbICOKOW COOTBETCTBYET PUCYHKY Q-AUCKOB
TemnepaType (Hanpuwmep,
60 °C)
2) npoTeonuTu4yeckme ep-
MEHTbI UAN fpyrue MeToAbl
R-aunckn MpeaBapuTensHas o6pa- [MonoxuTenbHble [UCKW TeMHOOKpa-
60TKa BbICOKOI TemnepaTy- lenbl; OTpULAaTe/bHble — CBET/I00Kpa-
poii mop KoHTponem pH; OK- lWeHbl; XapakTep PUCYHKa 06bIYHON
packa no wmetoZy [MM3bl; 06paTHbI XapakTepy PUCYHKOB npu
(hNoopecLeHTHbIMM  MeToda- Q- n G-okpacke
MW MOTYT TakXe BbISBNATb-
cA R-gnckn
C-AncKM MpenBapuTenbHan obpa- MoNoXMTeNbHbIE [AUCKWM TEMMOOKpa-
00TKa OCHOBaHWAMM, KUCIO-LWeHbl; OTpuULaTeNbHble — CBET/I00KPa-
TaMu U OPYrUMU  METOAA- WeHbl; NONOXWUTENbHble AUCKU 06bIYHO
MW; OKpacka Mo  MeToAy NMpeAcTaB/fieHbl TOMbKO B LEHTpPOMeEp-
MMm3bl nbix o6nacTax u B Yq

Mo Simpson J. L., Martin A. O. Am. J. Obstet. Gynecol.,, 1977, vol. 128, IRT
C HEKOTOPbIMU N3MEHEHNAMU.

MeToAbl OKpPackum C BbiBMEHWEM HCUYepUYeMHOCTH (Taén. 1) no-
3BONIAIOT pasnuyaTb TMOMepeyHble MOOChl, KOTOpble [al0T BO3MOX-
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HOCTb MAEHTUPUULMPOBATbH KaXAYH Xpomocomy. [lMepBble ycrnexu Obl-
nn  gocturHyTbl Caspersson, Tomakka, Zecli (1971), koTopble,
Habnofas XpOMOCOMbI, OKpalleHHble XWHAKPUHOM, MpH (aoopec-
LEeHTHON MMKPOCKOMUM MOKasanu CreuudpuryHOCTb PUCYHKOB OKpallu-
BaHMA. Kaxpgas xpomocoma MMeeT nofaocbl (AWCKM), KOTOpble LUTO-
reHeTUKW ONpefensioT KakK yyacTKW, OTAMYalowWwmeca oT COCeaHMX cer-
MeHTOB  6onee TEMHOW HAH CBeTNOW  oKpackoi [Mapuxckas
KoH(hepeHumnsa, 1971]. TemHOOKpaweHHas WAM APKO (IOOPECLMpyto-
Wwas nonoca npeactaBnfeT CcoOOW MONOXMTENbHbIA AUCK, & CBETNO-
OKpalleHHas — oTpuuaTtenbHblii. Takum o6pa3om, nocne okpawmBa-
HUS XWHAKPUHOM OOHapy>XuBaeTcs (HOOPECLEHUUA MNOMOXUTENbHbIX
Q-anckoB. CyliecTByeT HECKONbKO APYrux MeToLOB WAEHTU(UKaLWu
(cm. Tabn. 1). MonoxutenbHble G-anckn o6pasyrTca B pe3ynbTaTe
HarpeBaHWs XpPOMOCOM B pacTBOpe Xa0puga WAWM LMUTpata HaTpua u
nocnepytouied okpacky no Metogy [uM3bl uanm B pesynbTaTe npe-
LBapuTenbHON 06paboTKM KAETOK MNPOTeOoNUTUYECKNMU (epMeHTamu,
Hanpumep, TpuncuHoMm (GTG-guckn). Q-AnckM 06bIYHO, HO He BCer-
fa, UMeT Ty >Xe nokanusauuto, 4to n G-gucku. C NomoLLbi0 Apyroro
MeTOo4a MOXHO Noayyutb Ancku (R-AUCKK), KOMMNJeMeHTapHble Q- K
G-guckam. Takum 06pa3oM, TeMHOOKpaleHWblid  (NONOXUTENbHbIR)
G-guck unu gnopecumpyrowmnii Q-AUCK COOTBETCTBYIOT CBETNO0Kpa-
WeHHOMY (oTpuuatenbHoMy) R-gucky. [pu Apyrom 4acto WUCMONb-
3yeMOM MeToAe NpuUMeHAT feHatypauuto ¢ NaOH, nocne koTtopoi
NPOBOASAT OKpacky no metofy [MM3bl, B pe3ynbTaTe 4Yero BbISBAAKOT-
CA TEMHOOKpalleHHble Y4yacTKu, HasbiBaemble C-guckamu. B uacTHo-
CTW, AucTanbHble 23 Y(Q 06Hapy>XuBakwT MNONOXMUTeNbHble Q- WK
C-oucku.

MeToMKa BbIIBNIEHUS UCYEPYEWHOCTN, MCMOMb3yemas B TOW wau
WHOl nabopaTopuu, 3aBUCUT OT obopyaoBaHUA W Leneli NpeanpuHU-
MaeMbIX uccnefoBaHWin. [JaHHbI PUCYHOK ucuyepyenHocTn (Hanpumep,
G-4uCKN) MOXeT 6biTb MONy4YeH pasHbiMW MeTodamu. Kpome TOro,
C MOMOLLbIO OAHOrO W TOr0 >Xe MnpefBapuUTeNbHOro Metofa 06paboTKm
(Hanpumep, ¢ nomouwbto NaOH) MOXHO BbISIBUTb pasfinyHble PUCYH-
KW WUCYEepYEHHOCTM B 3aBMCMMOCTM OT MNPOJO/MKUTENbHOCTU 3KCMO3U-
UUU 1 gpyrux ycnoBuil. AKyllepam-TMHEKOOraMm HeT HeobxogumocTu
MOMHUTL feTanu TeX WAW MHbIX CheunanbHblX METOLOB BbIAB/IEHUA
[OVCKOB, HO OHW [OMXHbI 3HaTb, YTO CYLLeCTBYET NeCKONbKO METOLOB,
JONOMHAWUX Apyr Apyra.

HekoTopble KOMMOHeHTbl XpomocoM (AHK) kogupyloT reHeTuuye-
CKYH WH(opmauuto, Torga Kak apyrve (FMCTOHOBbIE U HErMCTOHOBbIE
6enkun) obecneymBaroT (U3NYECKYIO LLENIOCTHOCTb XPOMOCOMbI. C afep-
HbIM KOMM/IEKCOM CBfA3aHO TakKXe Heckonbko Ttunos PHK (MPHK,
TPHK n pPHK). Kpome TOro, cyuiectsyer neckonoko tunos JHK.
Korga-to nonaranu, 4to 6onblas yacte AHK uyenoseka cnocobHa Ko-
AupoBaTb 6enku, M ee OTMOCMAM K YHWKaNbHON NOCnefoBaTeNlbHOCTH
OHK. OpHako, KaK yXe OTMeyanocb, B HacTOfllee BpeMs W3BECTHO,
yto 60nbwas yYacte AHK yenoseka, kKak U AHK 60onbwnHCTBa 3yKa-
pyOT, COAEPXUT 610KM MOBTOPAKOWMXCA NOCNef0BaTeNIbHOCTER HYK-
NeoTMA0B, KOTOPble HE HACTONMbKO CAOXHbI, YTOObI KOAMPOBaThb OenKu.
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Omm ydyactkm OHK moryt npegoxpaHate AHK, kKotopas kogupyet
6enkn, Man MOryT CUHTE3MpOBaTb MPOCTble CTPYKTYPHble KOMMOHEH-
Tbl, Hanpumep, pPHK uaun ructoHsol.

MexaHU3M XpPOMOCOMHOW MCYEpPYEHHOCTU paccMOTpeH B paboTtax
Heckonbknx aBTopoB [Comings et al., 1973; Miller et al., 1973a,
1973b; Dutrillaux, Lejeune, 1975]. MonoxwutensHble C-ANCKK, NO-BU-
LUMOMY, COOTBETCTBYHOT OAHOMY M3 HECKOSIbKMX BUAOB MOBTOPSH L UX-
ca yvactkoBs OHK. UTo xe kacaetcd Q-, G- nu R-auckos, T0 obuie-
NPUHATOrO0 O0ObACHEHUS MOKa HeT. cyepyeHHOCTb MOXeT OblTb CBA-
3aHa C BapuauuamMu nocnefoBaTeNbHOCTM OocHoBaHui OAHK no gnuHe
XPOMOCOMbI. B 4aCTHOCTU, y4yacTKU MNONOXKUTENbHbIX Q- U G-4UCKOB,
Oo4YeBUAHO, 6oraTbl Nnapamy OCHOBaHW afeHWH — TumuH (AT) [Miller
et al.,, 1973a]. OgHako M3MEHeHWAMWU B NOC/EeLOBATE/IbHOCTW OCHOBa-
HUA HeNnb3s MOMHOCTbI O06BACAUTL PUCYHOK MOMEPEYHON MCUYEpUeH-
HocTu [Comings, 1974]. Takum o6pasom, G-, Q- n R-guckm MmoryT
OoTpaxaTb He TONbKO pa3/iMyuMs B COCTaBe OCHOBaHW, HO U MpUpoay
AN KonmyectBo 6enkoB, cBA3aHHbIX ¢ AHK, T. e. guckn moryT 6biTb,
BbipaXKeHWeM B3ammogelicTeus OHK — 6enok.

LUMNTOTEHETUYECKAA HOMEHK/TATYPA

CylecTByeT HOMeHK/aTypa XpOMOCOM, WCMOMb30BaHWE KOTOPOW HeT
TONbKO MO3BOMSAET 0603HAYNTb XPOMOCOMHBI HAabop CTaHAApPTHbIM 06-
pasom, He npuberas K [JOMNOAHUTENbHOMY OOBACHEHWIO, HO H MOBbI-
lWaeT TOYHOCTb MH(OpMaLMK.

B Tabn. 2 nepeymcneHbl HEKOTOPbIe CUMMBOJbI, UCMOMb3yeMble A/
0603HayYeHNsa (hparMeHTOB XPOMOCOM M OTAeNbHbIX MepecTpoek. Xpo-
MOCOMbl MAEHTU(PULUUPYIOTCA C MOMOLLbI ONpefeNneHHbIX 06nacTei.
Y4acTku, pacnofioXeHHble MeXAYy CcOoCefjHUMU 06MacTAMUK, Ha3blBalT-

Tabnuuya 2. HekoTopble CMMBO/bI, PEKOMEHAOWAaHHble ANns 0603HaYeHUs
XPOMOCOMHOro Ha6opa Ha [lMapwmxckoi KoHdepeHumn (1971), n pononHeHUs
K HUM oT 1975 .

LleHTpomepa ceH Konbuesas xpomocoma r
[nvHHOoe nneyo q [unueHTprnyeckas xpomocoma dic
KopoTkoe nneyo =} Aynnukauuna dup
M3o0xpomocoma 1 MHBepcua inv
Oeneyns del PaspblB 6e3 coefuHeHnsa (Hanpumep,
TepMuUHanbHas feneuuns)

TpaHcnokayus t Pa3pbIB € coefjuHeHneM i
PeuHnpokHas

TpaHcnoKauma rep or ... . oo ...
Mo3sanuusm mos
XnmMepunsm chi

Mo Simpson J. L., Martin A. O. Cytogenetic nomenclature. — Am. J. Obstet. Gy-
necol., 1977, vol. 128, 167. MepeneyaTtaHOo C paspeLleHuns.

csi palioHaMu. XPOMOCOMHble AMCKW HOMEPYKTCS MO onpeneneHHol
cucTeMe, Npumep KoTopoli nmpeactaBneH Ha puc. 7. MaeHTuduuunpy-
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3-9 xpomocoma 4-9 xpomocoma

Toukn pas3pbiBOB 3027 u 4923

BoccoeanHeHne XpOMOCOM C
o6pasoBaHMeM PeLWUnpPoKHON TpaHcnokauum

Puc. 7. PeynunpokHaa TpaHcnokagHa mexpay 3-i (a) H 4-i (6) xpomocomamu.
B BepxHell 4acTu pucyHKa MNpeAcTaBieHbl HOPMasbHble XPOMOCOMbI CO CXemaTu-
4yeckuM wn3obpaxeHnem G- n Q-guckoB. B cpefHem psgy MoOKasaHbl TOYKW pas-
pbIBOB M 06MeHMBaeMble y4yacTKW. H HMXHeM pagy M306paxeHbl ABe TpaHCMo-
HUpPOBaHHbIE XPOMOCOMbI, 06pa3oBaBliMecs B pe3ynbTaTe PefUNPOKHOrO ob6me-
Ha. VHAMBMAYYMbl C TakKMMW XPOMOCOMaMM SIBASKOTCA HOCUTensimu cbanaHcu-
pPOBaHHON TpaHCNOKaUWH (TpaHCNOKaLWOHHaH retepo3nrota). OHW (eHoTUNMYe-
CKW HOpMasbHbl, MOCKOAbKY 06Llee KOMMUYECTBO HAcNeACTBEHHOro MaTepuana He
n3meHunoco [no Simpson ). L, Marlin A O. Cytogenetic nomenclature. — Am.
J. Obslet. Gynecol., 1977, v. 128, 1(>/. lNMeyaTaeTcA C pa3peweHuns].



IOTCS OHM MO HOMepy XPOMOCOMbI, YKaszaHWK Ha nnedo (p mam q)
paiioHa M cBOeil cneunmtUYHOCTM, a HYMepylTCA nocnefoBaTenbHO OT
LEHTPOMEPbl K AUCTaNbHOMY KOHLY XPOMOCOMBI.

XPOMOCOMHBI Habop NMpu aHOManMax UAM B HOpMe 0603HayaeTcs
cnefyllWw MM o6pa3oM: yKasbiBaeTcsi 06lLee YMC/I0 XPOMOCOM, a yepes
3anATy0 — Habop NonoBbiIX Xpomocom (XY 'y 340pPOBbIX MY>XUYUH;
XX—y 340p0BbIX XeHWMUH). Takum 06pa3oM, HOPManbHbI XPOMO-
COMHbIN Habop y MyX4YuH o603HauaeTcs Kak 46,XY (tabn. 3). Ha-

Tabnwnuya 3. MpuMepbl XPOMOCOMHbIX HabopoB, 0603HAYEHHbIX B COOTBETCTBUN
C pekomeHpaumamu Mapukckoli KoHdepeHuun (1971) H gononHeHmamu (1975)

O603HayeHNe OnwucaHve XpOMOCOMHOro Habopa
46, XY HopMmanbHbIA MYXCKON KapuoTum
46, XX HopManbHbIA XEHCKWUA KapuoTun
45, X Monocomua X
47, XXX MonucomHs X
47, XY, +21 Tpucomuns 21
46, XX, Ig + YBennyeHne pasMmepa AJMHHOIO niaevya
1-li XpOMOCOMBbI
46, X, del (X) (p2i) TepmuHanbHas feneuyus  KOPOTKOro
nnmn 46, X, del (X) (qgler->-p21:) nneva X AuCTanbHO K AUCKY p2l
46, X, i (Xq) nn M3oxpomocoma AAMHHOro nneva X
46, X, i (X) (qtoi-t-cen-t-glei)
46, X, r (Y) Konbuesasa Y-xpomocoma
46, X, t (X; 3) (921; qg31) CbanaHcupoBaHHas TpaHcnokauus

MeXAy [AUCKOM 21 AAMHHOrO nfeva
X n puckom 31  [ONMHHOrO nfedya
3-ii Xpomocombl

45, X/46, XX Mo3zanunsm 45, X/46, XX

nnm mos 45, X/46, XX

KpaTkas cuctema 0603HaveHUn yKa3b|BaeTcs1 ons mo60ro Habopa, 60nee nogpo6Has—
npu fgencyusx u usoxpomocomax (Ho Simpson J. L. Martin A. genetic nomen-
clature. —Am. J. Obstet. Gynecol., 1977 vol. 128, 167. I'IepeneanaHo c pa3pe|.ueva)

60p, cogepxawuin aHOManbHOe 4YMCNO0 XPOMOCOM, 0b6O3HayaeTcs YyKa-
3aHMeM 006Liero ymcna XpoMOCOM U COOTBeTCTBYHOLWEro Habopa nono-
BbIX Xpomocom. Hampumep, 45,X — Habop, 4yalie BCEro CBfA3aHHbIA C
cMHgpomoMm TepHepa; «45,XO» — HenpaBunbHoe 0603HayeHne. Habop
C NUWHUMMN WAW YTpayeHHbIMM ayTocomamu o6o03Hauvaetca: 1) uud-
poii, ykasblBatouieir ob6uiee 4mcno xpomocom; 2) dopmynoii Habopa
MOMOBLIX XPOMOCOM M 3) 3HaKaMM «+» WU «—>», 3@ KOTOPbIMU Cle-
OYeT 4UCNO YTpayeHHbIX MAM AUNWKUX XPOMOCOM. Takum o6pasom,
MY>XUuUHa C Tpucomumelr 21 (cuHgpom [ayHa) o603HavaeTcs Kak
47,XY,-}-21; XeHlUnHa ¢ MoHocoMmuel 21 — Kak 45,XX,—21.

Habop xpomocom, cofepXawuit CTPYKTYPHO aHOMalbHY XpOMO-
comy, obosHavaetcs: 1) UuMdpoi, yKasbiBallen Ha o6Lllee Yncno
XpoMocoM; 2) dopmynoli Habopa MOMOBbIX XPOMOCOM; 3) CHUMBOJIOM,
0603HavallWMM fAaHHYK CTPYKTYpHYH abGeppauuto, u 4) uudpoi,
yKasblBalOlWed na uyncno abeppaHTHbIX XxpomocoMm. CyuiecTBYHT ABa
BapunaHTa o0603HayeHuin (cm. Tabn. 3). B nogpo6HOM BapuaHTe u3-
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NeHeHHble XPOMOCOMbl XapakKTepu3ylTcs COCTaBOM CBOWX [AWUCKOB;
8 KpaTKOM BapuaHTe W3MEHEeHHble XPOMOCOMbl XapaKTepu3ykTcs
TOMIbKO TOYKaMu paspbiBa. Hanpumep, B KpaTKOM BapuaHTe opmyna
46,XX,del (5) (q21) ykasbiBaeT Ha TO, YTO B TEPMUHANbHYIO Aeneuuto
BOBNeYeH Auck g21N5 [T. e. gnnHHOe nnevo (gq) y4yacTtok 2, guck 1].
FeHeTMYeCKUIi maTepuan, PacnofioXeHHbIli guctanbnee aucka 5q21,
yTepsaH, a ocTaBlwascsa 4acTb 59 COCTOMT M3 KOPOTKOrO njeya W 4actu
ONVWHHOTO naedya (MexXnay ueHTpomepoil n guckom (21). B nogpo6HOM
BapMaHTe TOT Xe caMblii XPOMOCOMHbIA Habop 6bin 6bl 0603HaYeH
Tak: 46,XX, del(5) (pler->gq21:), T. e. ocTaBwasca 4vacTb 5q npo-
CTUpaeTca OT TepMuHanbHol (ter) uacTu 5p (pter) Ao Aucka Xq21,
rge npomsowen paspoei (:).

CTaHfapTu3oBaHHble MeToAbl 0603HaYeHWs TpaHcnoKauui u apy-

TMX NepecTpoek NpefcTaBieHbl B ApYrMxX UCTOYHMKax [Simpson, Mar-
tin, 1977].

OENEHWNE XPOMOCOM W PENINKALWNA

MwuTo3

MwuTo3 npefcTaBnseT Cco60i TUMN KNETOUYHOrO [JeNneHus, npu KOTOpPOM
LouYepHMEe KMEeTKW NOMy4yawT WAEHTUYHble POAUTENbCKOW KeTKe Ha-
60pbl reHeTMYyeckoro martepuana. [OBOpPAT, 4TO Kaxjas napa Xpomo-
COM FOMONOrMYHA, T. €. UAEHTWYHA B OTHOLWEHUW COCTABMAAKOLWMUX re-
HETUYECKUX NIOKYCOB U BUAUMOW CTPYKTYpbI.

MpuHATO BbIgenATb 4 dasbl KneToyHoro uukna: 1 ¢asa (G1l),
(hasa cuHTe3a (S), tasa G2 u peneHune wunum muto3s (D). Bo Bpems
Gl, 06bIY4HO camMoOii MPOAOMKUTENBHON YacTU KMETOYHOr0 LWKNa y ue-
NoBeKa, NPOUCXOAUT HaKOMAeHWe HYKNeoTUA0B, aMUHOKUCAOT, 6enKoB
W OpYrMx BewecTB, Heob6xoAumbix Ana pennukauum AOHK. CuHTes
OHK ocyuwectBnfetca B S-nepuofe, B KOHLe KOTOPOro KO/MYeCTBO
OHK B Knetke ypaBauBaeTcd. B cBA3M C 3TUM Kaxjad Xpomocoma,
paHee cocTosiuias M3 OLHOW Xpomartngbl, OyAeT COCTOATb M3 [ABYX
CECTPUHCKUX XpoMaTufi, 06befMHEHHbIX eAWHON LeHTpomepoii. Mocne
TOro Kak cuHtes AHK nonHocTbio 3aBepluaeTcsd, nepuos OTHOCUTESb-
HOro MOKOS MPOAOMKaeTCsA A0 Hayana mutosa. feneHne (D) — 4-it ne-
pvoA, WAM MWUTO3, OTHOCUTENbHO KOPOTKWWA, U, HECMOTPA Ha OTCYTCT-
BME UETKWUX, XOpOLO OYepyeHHbIX TrpaHul, ero TpPaguuMOHHO nNpu-
HATO fAennWTb Ha 4 cTaguu: npo-, MeTa-, aHa- U Tenodasy (puc. 8).

Mpothasa. B paHHeinl npodase XpoOMOCOMbI MpPeAcTaBNsOT CO6OW
ONVUHHbIE HWUTWU; 3aTeM OHW YKOpayuBalTCA, CTAHOBATCA 60nee KOM-
NaKTHbIMW M WMHTEHCMBHO OKpaweHHbIMKU. K 3aToMy nepuoay Kaxpas
XpomocoMa, KoTopas pennuuuposana csow OHK go npodasbl, cocTo-
T N3 [ABYX CECTPUHCKUX XpoMaTuj; OAHAKO B CBETOBOM MMWKPOCKOMe
XPOMOCOMbI MOXHO nabniofaTb TONbKO KakK efnHoe uenoe. K konuy
npogasbl KfeTtoyHas CTPYKTypa, HasblBaemas LEHTPMNoNblo, Ae/nTCH
Ha fABe [O0YepHUEe LEHTPUONM, Kaxhasa M3 KOTOPbIX MUTrpupyeT K Mpo-
TUBOMONOXHbLIM KOHLAM KAeTKW W CTaHOBWUTCA MOMKOCOM MHTOTUYe-
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Mo3gHAs npodasa

AHadasa y enocasa

Puc. 8. Cxema cTaguii MuTo3a Ha nNpumMepe ABYX Xpomocom. Mocne cuHTesa AHK
KaXJas XpomMocoMa COCTOMT W3 [BYX CECTPUHCKUX XpomaTug. [Mocne peneHus
LeHTpoOMepbl Kaxjas Xpomatuga nonafaet B pasHble JouyepHue KneTku [no Sim-
pson J. L. Disorders of sexual Differentiation. Etiology and Clinical Delineati-
on. New York: Academic Press, 1976, p. 10. MeuaTaetcsa c paspeweHuns].

CKOr0 BepeTeHa, BHYTPM KOTOPOro XPOMOCOMbI 6YyAyT OpPUEHTUPOBaHbI
BO BPEMS NOC/eAyOLWero aeneHus.

MeTadasa. 3Ta Pasa HauyMHaeTCA MOCMe TOro, Kak ucuyesaet agep-
Has MembpaHa U (opMupyeTca MUTOTUYECKOe BepeTeHOo. BepeTeHO —
CTPYKTypa, cocToswWas rnaBHbiIM 06pa3oM M3 MPOTEMHOB, — pacnoso-
XXEHO MexXay ABYyMS Lentpuonsimu. B 3To BpeMs Moj CBETOBbIM MUK-
POCKONOM MOXHO BWAETb, YTO XPOMOCOMbI COCTOSIT U3 MapHbIX CECT-
PUHCKNX XPpOMaTWui, COEAUHEHHbIX LEHTPOMepoil. XpPOMOCOMbl Bbl-
CTpanMBalTCA B BepeTeHe MeXAy LUenTpPuonsaMum B 3KBATOPUANbHOIN
obnactu kneTku. Ha 3Tol cTaguu nNpouecc AeneHuss MOXeT ObiTb 3a-
LepXaH pobaBneHWeM KOMXMUWHA, KOTOPbIA HapywaeT CTPYKTypbl Be-
peTeHa. 3TOT MeTOf MNO3BONAET HaKannMBaTb KJEeTKWU, Haxoaswuecs
B CTaguu meTtadasbl, KOTOpble Haubosee MPUTOLHbI ANS aHaAM3a Xpo-
mocom. [locnepytoliee feneHWe LUeHTPOMepbl BAOAb HanpaBfeHUA
XPOMOCOMbI MPUBOANT K PaCXOXAEHUIO CEeCTPUHCKUX XpomaTug K
NPOTUBONONOXHbLIM MoacaMm (CM. puc. 8).

AHagasza. 370 npouecc ABMXKEHUS XPOMOCOM (XpomaTupi) K npo-
TWBOMO/IOXHBLIM MOKOCAM KNEeTKMU.
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Tenoasa. OHa HayumHaeTCs Mocfe TOro, Kak Xpomatugbl AOCTura-
IOT MPOTUBOMOJIOXKHbLIX MOJMIIOCOB. Vcye3aeT MUTOTUYECKOE BEPETEHO U
BOCCTaHaB/nMBaTCA 060/M0ukn afep. lMocnegyowmnin LMTOKNUHE3 (gde-
NneHne uuTOonnNasMbl) MPMBOAMT K 06pa3oBaHWIO [ABYX CaMOCTOATESb-
HbIX KNeTOK, KaXxfas M3 KOTOpblX BHOBb BCTynaeT B nepuojg Gl.

MuToTuYeCcKOe AeneHue, Kak MpaBuao, LOBOMbLHO TOYHbLIA npouecc,
NPy KOTOPOM MaTepuUHCKas KneTka nepejaeT WMAEHTUYHbLIA reHeTuue-
CKUIA mMaTepuan AoYepHUM KneTkam. OAHAKO MOryT NPOU3OWTU 3Ha4uu-
TeNlbHble OTKNOHEHWA B MNpouecce fefeHWs, Hanpumep, HapylleHue
pasfeneHnsa XpomMocoMm (HepacxoXfeHue), noTeps XPOMOCOMbl B aHa-
(hase (aHahasHOe OTCTaBaHWE), HepacxoXAeHue LEHTPOMeEpPbl M Ha-
pyweHue CTPYKTYPHOW LENOCTHOCTM XPOMOCOM. OTWU HapylleHWs $B-
NATCA BaOXHEAWMMN NPUYNHAMU AHOMANbLHOrO pPasBUTUA; OHU 6yayT
paccMOTpeHbl fanee B pasgene «XpPOMOCOMHble HapyLleHUs».

Meiio3

OvnnongHoe uyucno (2H) XpoOMOCOM 3UroTa MofiyyaeT MNpu CAUAHUU
MONOBbIX K/IeTOK 060ux poauTeneil. [MTOCKONbKY KaXAblil poauTens
NMPMBHOCUT B 3UrOTYy rannougHoe uvucno (n), LO/DKEH CyLL,ecTBOBaThb
TOYHbIN MpoLecc, NOCPesCTBOM KOTOpPOro rameta (0OUUT MAM cnepma-
TO30MA) nojsydyaeT rannoufHblii Habop XPOMOCOM; B MPOTMBHOM CHy-
Yyae 4MCNO XPOMOCOM Yy MNOTOMKOB [O/MKHO 6bino 6bl yABauBaThCA.
Takoil npouecc cylwecTByeT W HasblBaeTcs Meiio3om. Kpome ToOro,
Melio3 obecneymBaeT MexaHW3M, Ha3BaHHbIA KPOCCMHIOBEPOM, CYLL-
HOCTb KOTOPOro COCTOMT B OOMEHe HEKOTOPbIX Y4YacTKOB Mexgy ro-
MOJIOFUYHBbIMU XPOMOCOMaMu. IOTO MOPOXAAeT FeHeTUYECKYI W3MeH-
YMBOCTb, KOTOpas MOXET WMCNO/ib30BaTbCA Kak OCHOBa ANS [AeicTBuA
eCTeCTBEHHOro otbopa. B pe3ynbTate KpOCCUHroBepa fovepHue Xpo’
MOCOMbl MMEIOT KOMOWHALMWU TEHOB, OT/IMYHbIE OT POAUTENbLCKUX (pe-
KOM6UHauus) .

MeWoTNYeCKMiA LUMKA COCTOMT K3 2 aeneHuit: 1 ii Il. Bo Bpemsa
melio3a | Yyncno XpomMocoM yMeHbluaeTcsa OT 2H [0 N; BO BpPems Meio-
3a Il Kaxpaa ranjaoumpHas nofoBas KieTka [efuTca Ha [Be Apyrue

ranfnongHole Knetku (puc. 9). W3 oAHOW ANNAOHATTON NOMOBOR KieT-
Kin o6pasytoTcs 4 rannoufHble KAeTKW. Y MYXUMH BCe 4 KNETKW
npeBpaljatoTcs B (YHKUMOHANbHO 3penble CrnepMaTo3ouabl; Yy >eH-

WMH obpasyeTcs ofHa aluekneTka M 2 AMbo 3 PYHKLMOHANBHO
HEeMOJTHOLEHHbIX MOJMIAPHbLIX Tenbla.

Meiios |

MonoBas KneTka NPOXOAUT Te >Xe Nepuodbl KAeTOYHOro UuKna, 4To
H comatuyeckue knetku: GIl, S, G2 n D. Pennmkayuns AHK non-
HOCTbIO 3aKaH4uBaeTCs [0 Mel03a, 3a WUCKAOYEHWEM KOpPOTKOro ne-
puoja ee CUHTe3a BO BpeMms 3uroTenbl (cTaguu MerRoOTMYECKON npo-
thasbl), 4YTO, BO3MOXHO, CBf3aHO C peKoMOMHauuei. Meinos | umeet
4 cTaguu: npo-, MeTa-, ana- M Tenodasa, aHaNOrM4yHO Masam Mu-
TO3a.
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Meiio3 |

MpoaykTtbl Meiio3a !

Puc. 9. Cxema ctagun meiiosa | n obpasoBaHus ramet nocne meiosa Il Ha npu-
Mepe OfHON Hapbl ayTocoM. Ha cTaguu 3UroTeHbl napbl FOMOSOFMYHBLIX XPOMO-
COM pacnonaratoTcs napaniefnbHo Apyr Apyry (cuHancuc). CuHancuc npoucxo-
ONT MeXAY pasNNyHbIMU annensiMm OfHOr0 NoKyca. B HEKOTOpbIX Yy4acTkax:
npoucxoanuT 06MeH MeXAy HececTPMHCKUMH XpomaTHAamu. Bo Bpems pgunnote-
Hbl XPOMOCOMbl HauyMHalT pasgenaTbca. Ecam npoucxoanT KpPOCCUHIOBep, BCe
yeTblpe XpoMaTUAbl M3 Mapbl XPOMOCOM FeHeTUYEeCKW pasnuyHbl [No Simpson J. L
Disorders of sexual Differentiation. Etiology and Clinical Delineation. — New
York: Academic Press, 1970, p. 12. MeyaTaeTtcs ¢ pa3peweHus].

Mpocasa 6Gonee MPOAO/KUTENbHA W C/IOXKHA, YEM MUTOTUYECKaAS
npogasza. Bo Bpems Meilo3a BHauyane MNPOUCXOAUT 06bEAUHEHUE TO-
MOMOTMYHBIX XPOMOCOM, a 3aTeM WX pacxoXfeHue. MOXHO WAeHTU-
huympoBaTb CTagMM MenNOTMYECKON npodasbl. B paHHeli cTaguu, nen-
TOTene, XPOMOCOMbl MPeACTaBNAT CO60A [AAUHHbIE, TOHKWE, TEMHO-
OKpalleHHble HUTKU. Kaxpgas Xxpomocoma, yXe cocToswas u3 2 cect-
PUHCKUX XpomaTufi, BbIFNAAUT Kak efuHas CTpykTypa. Bo Bpewms
3UrOTEHbl [BE TOMOSIOTMYHbIE XPOMOCOMbl 0GbEAUMHANTCA B napbl, —
npouecc HasblBaeMblii cuHancucom. OH NPOUCXOAUT MeXAy rOMOJo-
FTMYHLIMU NOKYycaMm, T. €. MeXAy annenbHbiMU opmMamum OAHOro reHa
(cm. panee pasgen «MewupeneBckoe HacnejoBaHue»). TpaguLMOHHO
CYMTanocb, 4YTo y uenoeka X- M Y-XPOMOCOMbl He KOHbBIOTUPYHOT;
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O0AHAKO KOpOTKMe nneun X- U Y-XpOMOCOM COEAUHATCA KOHel, B KO-
Hel, YTO MOXET paccMmaTpuBaTbCs KakK CMHancuc. [0 NenToTeHbl Kax-
Jas XpomMocoMa COCTOMT U3 JABYX CECTPUHCKMX XpoMatui, KOTopble
CTAHOBATCHA PasNMYUMbIMU TOMAbKO Na CTajuMy NaxuTenbl. XpPOMOCOMbI
B CTaAuM MaxuTeHbl XapakTepusyrTca obpasoBaHMeM TeTpag — rpynn,
COCTOAWMX W3 YeTbIpex XpoMmMaTui, KOTopble SBAATCA (aKTUUYeCKM
CEeCTPUHCKUMMMN XpOMaTUAamMn [BYX FOMOJSIOTMYHbIX XpOMOcoM. B TeT-
page nececTpUmnckue xpomatuibl 0OMEHUBAKOTCHA HEKOTOPLIMU TFeHamu
(pekombuHaLMs). MecTa KOHTaKTa HasblBalOTCA Xuasmamu. Takum
o6pa3om, xmas3Ma, OYEBUAHO, ABNAETCH MEeCTOM OO6MeHa, B TO BpeMs
KaK TepMUH «peKoMOuHauuns» cnegyeT NPUMEHATb TOMbKO K mpoueccy
obMeHa TreHeTUYecKoin MWHGpopmaumein. PekombuHaumsa ponyckaeT 06-
MeH TEHOB MeXAY FOMOMIOrMYHBIMKU XpOMOCOMaMu, obecneymBas re-
HEeTMYECKYI0 WM3MEHYMBOCTb; XMasma npeaynpexpaeT npexieBpeMeH-
HOe pacxoXfAeHne TFOMOMIOFMYHbIX XPOMOCOM [0 CTaguu MeTadasbl.
MpexaeBpemMeHnoe pasfeneHne MOXET MPUBECTM K HepacxoXAewwwuo.
Bo Bpems AuMnnoTeHbl Of4HA Napa CECTPUHCKUX Xpomatui oTAensercs
OT APYroi, Mpn 3TOM MpeXAeBpeMeHHOe pacxoXfeHue caepxusaeTcs
Xna3moii. B nepuop AmaknMHesa XpOMOCOMbI yKOpauuMBakTCs, a Xuas-
Mbl nepeMelyaldTcs TesoMepom (TepMmHanmsauns xuasm), 4To obec-
neymBaeT HOPManbHOE PacxXOoXAeHwue.

MeTathasa. Hayano ee xapakTepusyeTcsd MCYE3HOBEHUWEM SiAEpPHON
060104YKN U OpMeHTaLMein XpOMOCOM B MUTOTUYECKOM BepeTeHe. Kax-
pas TeTpaja CoOCTOMT W3 ABYX XPOMOCOM U ABYX LUeHTpomep. B TO
BpeMS KaK B MWUTO3e LEHTPOMEpbl [AeNfiTCS BO BpeMs KaXOro Kie-
TOYHOrO UWKNa, B Melio3e | npoMcxoauT oTTalKMBaHUE U pacxoxje-
HUWE TOMOMOTMYHLIX XPOMOCOM K MPOTMBOMO/IOXHBLIM MoOAOcam (aHa-
tasza). B meiio3e | Tenotasa mMoXxeT HabnwgaTtbca NM60 OTCYTCTBYET,
yTo ABNAETCA BUAOCMELN(HUYECKNM MPU3HAKOM.

Meiios |l

Mexay meiosamm | n Il moxeT Habnwpgatbca nepumos G1l. YBenuue-
Hua cogepxaHna AHK He npoucxoAuT, a NPOLO/DKUTENIbHOCTb Me-
puoga G2 BapbupyeT OT 04HOro Bmaa K gpyromy. Ctagum meiiosza Il
(meTachasa, aHaasa, Tenogasza) CXO4Hbl C COOTBETCTBYHOLWMMU CTa-
auamm Mutosa. OfHako B Meiose |l oTcyTcTByeT cTagmsa npodasbl,
N XPOMOCOMbI HENOCPeACTBEHHO MNepexofAaT B MeTaasy. [Mocne 3a-
BepweHnsa meros3a Il nepBoHayanbHO AWNNOWMAHAA KNeTKa pasfenut-
CA Ha YeTblpe — rannoufHble KneTku. Ecam npoumcxoauTt pekombuHa-
LS, YTO Yalle BCEro M cnydyaetcs, BCce obpasylolimecsd KneTku 6ygyt
reHeTMYeckn pasnuuatbca (cM. puc. 9).

XPOMOCOMHbIE HAPYLWIEHWA

XpOMOCOMHbIE HapyleHWs MOryT 6biTb nNogpasfeneHbl Ha KONMYecT-
BEHHble (OTK/IOHEHUE OT HOPMaNbHOr0 4ucaa XPOMOCOM) U CTPYK-
TypHble (aHOManuu MophoNorMn XPoOMOCOM).
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KonuuyecTBeHHble HapyLLUeHUs

Vi3MeHeHMe HOPManbHOro0 4mMcna XpPOMOCOM B ranjougHon wnum pau-
nnouaHol knetke (M uAM 2n COOTBETCTBEHHO), He KpaTHOe rannoufg-
HOMY, HOCNT Ha3BaHue aHeynnouaum. Ecnm B XpOMOCOMHOM Habope
nmeeTca ofHa AobaBouHas xpomocoma (2mn+1), TO roBOpsAT 0 TPUCO-
MUU. ITOT TEPMUH MOXeT ObiTb MPUMEHEH KaK K aHOManusMm ayTo-
COM, TaK W MOMOBbIX XPOMOCOM. [pu yBeAMYEHUM YUCAA NOMOBbIX
XPOMOCOM WHOrAa MCNoNb3yklT TepMuH nonucomus. Korga B Xpomo-
COMHOM Habope OTCyTCTBYeT oOfAHa Xpomocoma (2n—1), rosopaTt o
MoHocoMUKU. Ecny ke MpoucxoauT yBenuveHue ranjaoufHbiXx Habopos
(bonee ABYX) B OfHOI KNneTKe, TOBOPAT O MOAWMAOUAUMN; TPUNIOUANAS
(3n—69) un Tetpannongns (4n—92) — yauwe BCero BCTpevatoLwmecs
TUMNbl NOINMAONANN Y YeNoBeKa.

Tpncomna M MOHOCOMWUA MOFYT BO3HMKaTb 3a CYET PasUYHbIX
MeXaHW3MoB. Bo-nepBbiX, aneynaionama MOXeT BO3HUKHYTb de novo
B OCHOBHOM KaK CMefCTBME MeWOTUYECKUX NMBO0 MUTOTUYECKUX Hapy-
WeHWA. ITOT MexaHW3M pPa3BUTUS aHeYyNNoOWUAWW HOCUT Ha3BaHWe Mep-
BMYHOIO0 nepacxoXxpjenHda. Bo BpemMa MMTO3a MPOLECC PacXOXAeHus
CECTPUHCKMX XpOMaTWU[ MOXeT HapyllaThbCs, MNpuM 3TOM OAHA [Jouep-
HAS KneTka MonyuynMt o6e CecTpUHCKME Xpomatuibl. MwuToTmyeckoe
HepacxoXfeHue MOXeT MpuBecTUM K obpasoBaHUIO 60nee 4vem OLHOWA
KNeTo4YHOl nunuum — mosamuymsm (puc. 10); HepacxoXxgeHue BO BpeMmsd
melio3a NPUBOAMT K MOABAEHUIO aHeynAOWAHbIX rameT, MPH 3TOM Bce
KNeTkn ambpuoHa 6yayT NPOM3BOAHLIMWU OAHOW KAETOYHON NUHWUK
(puc. 11). CnepyeT oxupatb, Y4TO OT POAUTENei C TpUCOMUEN WK
MOHOCOMWe B 3aBMCMMOCTM OT MX XPOMOCOMHOro Ha6bopa, 6yget mno-

a

Puc. 10. Cxema Hopmanbnoro mnTo3a (a) M MWUTO3a C HepacxXxOXeHWeM XPOMOo-
com (6). Ecnu Bce gO4YepHME KNETKU COXPaHAKTCS, TO XPOMOCOMHbIA Habop Oy-
et 45, X/46, XY/47, XYY [no Simpson 3. L. Disorders of Sexual Differentiati-
on. Etiology and clinical Delineation. — New York: Academic Press, 1976,
p. 20. MeyaTaeTca c paspelleHus].
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Puc 11. Cxema HOpManbHOro Meio3a (a) U Meli03a C HepacxXxOXAeHNeM XpOMO-
com (6), Mpu KOTOPOM MOSABAAOTCA ABe aHeynnouAHble rametsbl: 24, XY un 22,—
[no Simpson J. L. Disorders of sexual Differentiation. Etiology and Clinical
Delineation. — New York: Academic Press, 1976, p. 20. MNeuaTaetca c paspe-
weHual.

NYYEHO paBHOE YMCNO0 HOPManbHbIX (M) AM60 aHOManbHbIX (N+1 wam
n-1) rametr. Ecnu Takue rameTbl 6yayT ONJOLOTBOPEHbl HOpMasib-
HO rameToil, To 3uroTa 6ygeT o6najatb aHOMaJbHbIM XPOMOCOMHbLIM
Habopom B pe3yfibTaTe BTOPUYHOrO HepacxoxgeHus. OfHaKo Mopo6-
Has cuTyauus pefko 6biBaeT MPUUYUHON aHeynaouAUM Yy MIEKOMNu-
TaloWwmx, T. K. aneynnouabl y HUX N1M60 BOO6GLLE He OCTaBAAKT Mo-
TOMCTBA, MO0 YMCNO aHEYynnoWAMNbIX NOTOMKOB OTK/IOHSETCA OT OXWU-
paemoro. OflHAKO y NOTOMKOB MaTepeil ¢ cuHApomom [JlayHa MOXeT
0TMevaTbca Tpucomus 21, a MHAMBUAYYMbI ¢ Habopom 47,XXX moryT
UMeTb MOTOMKOB € 47, XXX uanm 47,XXY Habopom [Simpson, 1981a].
TpeTbUM WCTOYHUKOM MOHOCOMHbIX KNeTOK fB/iAeTCA OTCTaBaHuWe B
aHaase XpoMOCOM, Korfja OfHa WAW HeCcKO/IbKO XPOMOCOM He mona-
JaloT HW B O4HY N3 [A0YepHUX KfeTok. [pu noTepe nenTpomepsl
(aueHTpMyeckme XpOMOCOMbI) XPOMOCOMbI O06bIYHO 3UMUHUPYIOTCA
npy anadasHom OTCTaBaHUU.

HapyweHus nnomgnoctu MOryT BO3HWKaTb B pe3ynbTare pasHbIX
MEXaHW3MOB, FNaBHbIM W3 KOTOPbIX ABAAETCA [ABOWHOE OMNn0A40TBOpE-
HUWE WU BK/KOYEHWE BTOPUYHOrO MOMAPHOrO Tenbua B 3uUroty. Tpu-
naonausa vyacto ob6HapyXuBaeTcs y CMNOHTaHHbIX abopTycos, N0 peako
Y HOBOPOX[EHHbIX, & TeTPONJOUANA BCTPEYAETCH EeLle pexe.

CTPYKTYpHble HapylleHus

HekoTopble CTPYKTYpPHble W3MEHEHWUS XPOMOCOM COMAaTUYECKUX Kfe-
TOK Y 4YefioBeKa MOryT MpoTekaTb 6e3 Kakux-nnmb6o BUAUMbIX (DEHOTU-
MUYECKUX OTKNOHeHUI (nonummopdusm). OAHAKO onpefefnieHHble aHo-
ManbHble M3MeHeHMs (abeppauuun) 0ObIYHO CBA3aHbI C (heHOTMMKUYe-
CKUMWU M3MeHeHuaMUu. Abeppaumu MOryT NpPUBOAUTL K FeHETUYECKOMY
gvucbanaHcy BCMefACTBME HefocTaTKa WAW YABOEHWS TEHETMYECKOro
matepuana. [Mpu pgeneumn w JynaMkauuum B MpoLecc BOBfieKaeTcs
TOMIbKO 4aCTb XPOMOCOMbI. TeM He MeHee, eClM U3MeHeHus ob6Hapy-
XMBalTCA B CBETOBOM MWKpOCKOMe, TO AYyNAuLMpOBaHbl nubo pene-
rMpoBaHbl MHOrme renbT. PeHOTUMNMYECKAs aHOManus MOXET 6biTb
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Puc. 12. CxemaTunyeckoe wn30-
6paxxeHne TepMuHanbHol (a)
N nHTepcTuymanbHoli (6) ge-
neymnii [Ho Simpson J. L. Di-
sorders of Sexual Differen-
tiation. Etiology and Clinical
Delineation. — New York:
Academic Press, 19715 p. 22.
MevaTaeTcs c paspelleHus].

pe3ynbTaTOM W3MEHEHUS MOJIOKEHUA TFeHa OTHOCUTENbHO COCeAHUX
reHoB (3hpeKT NonoxeHms).

MpocTasa geneuus npeactaBnsieT cob60i NOTEPH 4YacTy XPOMOCOMBI.
[eneunsa MoxeT ObiTb TEPMWHaNbHOW NMBO MHTEPCTUUMANLHOW, 4TO
BbIIBNAETCA C MOMOLbID MeToda AU epeHUnansHOro oKpawuBaHus
xpomocom (puc. 12). [eneuus, 3aTparusarowias ayTocoMy, 4acTo
NpMBOAUT K rubenn nau HapyweHul pa3BuUTUA 3MOpMOHA, OfHaKo
feneunn NoAoBbIX XPOMOCOM 06bIYHO MEHEe OMacHbI.

KonbLeBass xpomocoma MOSBMSAETCS BCMeACTBUE Pa3pbiBOB ANINH-
HOr0 M KOPOTKOrO Mjeya XpOMOCOMbl. LleHTpomepnble KOHLbl CluBa-
I0TCA, NPU 3TOM Te/NIOMepHble (parMeHTbl, He cofepiKaline LeHTpoMe-
pbl, yTpaunBatoTcA. KonbLeBble XpPOMOCOMbI HECTabWbHbI, MOCKONbKY
npu pensnkKauum BO3MOXHbl 06paszoBaHMe ABOWHbLIX, AULEHTPUYECKUX
Konew Nmbo moTeps Lol XpOMOCOMBI.

Aybnukauma moxeT 6biTb pe3ynbTaToM YABOEHUA YacTu OAHOM
XPOMOCOMbI NMH60 HEpPaBHOro KPOCCUHroBepa MeXJy HEeCEeCTPUHCKUMM
Xpomatmgamu. Aynnamkaumsa MOXeT TakXe BO3HWKaTb B TOM Cayuae,
€C/In 4acTb OLHON XPOMOCOMbI 3aMeHSeTCA 4acTblo APYroi (TpaHcno-
Kauud). Ons gynavkayum xapakTepeH 00bIYHO MEHbLWIA neTanbHbIl
3 ekT, YeM ANA Aeneyun, 0COGEHHO Y HUBLIUX XUBOTHBIX; Yy 4eno-
BEKa fre AynnuMKauma 0ObIYHO CBSi3aHa C (PEHOTUMUYECKMMMU aHOMa-
nnMamu.

Ecnn npomcxoanmt o6MeH XPOMOCOMHOrO Matepuana Mexnay AByMmSA
WNN HECKONIbKMMKW XPOMOCOMaMM M3-3a WX pas3pbiBOB, TFOBOPAT O
TpaHcnokauuax (cMm. puc. 7). O6e XpOMOCOMbI MOFYT BbIFNS4€Th
CTPYKTYPHO MW3MEHEeHHbIMUW: OfHa — MMelllas Aynaukauuio, a Aapy-
ras — geneunto. Ecnv He nNpoucxoauT nNOTepuM FEHETUYECKOro marte-
puana, WHAMBUAYYM SBNSAETCA HOCUTENeM peuunpoKHON W, BEpPOATHO,
cbanaHcMpoBaHHOW Tpancnokauun. Mopo6HbIA MHAWBWA, Ha3biBaeMblii
reTepo3nroToil No TpaHcaokauum, heHOTUNUYECKU HopMmaneH. B melio-
3e | cyulecTByeT HECKONbKO BO3MOXHbIX MNyTeid cerperaymuM [BYyX



i M Puc. 13. Cxemartumyeckoe-

i I 1306paxKkeHne MPOUCXOX-
LEHUS 130XPOMOCOMbI [r0
Simpson J. L. Disorders
of Sexual Differentiation.
Etiology and Clinical De-
lineation. — New York:
Academic Press, 1976,
p. 25. MeuaTaetca ¢ pas-
peweHmns].

TPAHC/MIOLMPOBAHHbIX XPOMOCOM M WX CTPYKTYPHO HOPMaJibHbIX [FO-
mMonoros. ameTbl 6yAyT reHeTu4ecku cbanaHCUPOBaAHHbIMMK, ecnu 06e
TpaHC/NO0LMpPOBaHHbIE XPOMOCOMbI MonNajgyT B OAHY ramety, a [Ke Hop-
ManbHble XPOMOCOMbI nNepeigyT B Apyryto ramety. OfHako ecnu
TpaHcnounpoBaHHas XpomMocoMma ¥ OfjHa HOpManbHas XpomMocoma OKa-
XYTCA B OAHON W TOW >Xe rameTe, MocnegHAs OygeT reHeTUYecKku
Hec6anaHCcMpoOBaHHOW. TpaHCNOKaLMN — BaXKHble NMPUYUHbBI MOBTOPHbIX
CMOHTaHHbIX abopTOB U aHOManuii pasBUTHS.

Mpu nHBepCMN U3MeHAeTCA MOPAAOK PAcMOfiOXXEHUS TEeHOB B XPO-
MOCOME WU3-3a [BYX WU HECKONbKUX pPas3pbiBOB, OHAKO MpU 3TOM
He HabnwpgaeTcad HU feneuns, HU AYNAMKaLMa FTeHeTMYecKoro mare-
puana. Ecnum Bce TOYKM pa3pbiBOB /0KAaM30BaHbl Ha OAHOM Mjeve
XPOMOCOMbI, WHBEPCUIO Ha3biBAlOT MapaleHTPUYEeCKON; OHa MOXeT
6bITb pacno3HaHa TONbLKO MPU UCMNONb30BaHWW MeToAa AU depeHLmn-
anbHOr0 OKpawmnBaHMa nNM60 NpU M3YyUYeHWU Meio3a WA FeHeTuye-
CKMX uccnegoBaHuax. WHAMBME € napaueHTpU4YecKoW WHBepcueill B
oTCyTCTBUE 3(hdeKTa MOMOXEHUS HEeHOTUMMUYECKU HopmaseH. OfHakKo
napaueHTpuyeckas WHBEPCMA MOXET nNpUBOAUTbL K o06pa3oBaHuUto
HecbanaHCUMPOBaHHbIX FaMeT, €CNM KPOCCUHIOBEp MPOUCXOAUT BHYTPU
napaueHTPUYeckoin netnu. WHBepCcuiO , BO3HMKAKOLWYIO BCNeACTBUE
pa3pbiBOB M0 06€ CTOPOHbI LLEHTPOMEpPbI, Ha3blBalOT MepHLEHTpUYE-
CKOM, Npu 3TOM HapyllaeTcs OTHOCWTENbHOE MOMO0XEHUE LEeHTpPOMe-
pbl. WHBepcuM MOryT TakXe MNPUBOAUTL K MOBTOPHLIM CMOHTAHHbIM
abopTaM, MOCKONbKY KPOCCUHIOBEp, BKAOYAKLWMWA WHBEPTUPOBAHHbIN
y4aCcTOK XpPOMOCOMbI, MOXET Bbl3BaTb 06pa3oBaHuMe HecbanaHCUPOBaH-
HbIX ramert.

M30XpOMOCOMbI UMEKT UAEHTUYHble naedn. OHW nosBnAlOTCA B
pe3ynbTaTe rOpM3OHTaNbHOrO, a He MNPOALOMLHOrO fefeHUs LeHTpoMe-
pel  (pnc. 13). AueHTpuyeckasa 4acTb, NpefcTaBnastowas co6oit cob-
CTBEHHO MJe40, 3NUMWHUPYETCH; OCTaBLIafcs TenouenTpuyeckas
yacTb HecTabu/ibHa, a ee penauMKaLMa Npu NOCNeAylLlWeM [LeneHuu
KNeTKUW nNpuBOAUT K 06pa3oBaHMI0O MeTaLeHTPUYECKOlW XPOMOCOMbI.
Oba nneya M30XPOMOCOMbI fABAAOTCA (CTPYKTYPHO N TFEHETUYECKM)
KakK 6bl 3epKafibHbIM OTO6paXKeHUeM TenoueHTPUYECKON 4YacTu. Takum
06pa3oM, M30XPOMOCOMA MOSTHOCTbLIO COCTOMT M3 Y[ABOEHHOro neya
MCXO4HOW XPOMOCOMbI U He COAEPXWUT reHeTU4ecKoro martepuana Apy-
roro nneya. OHa MOXeT MONMIHOCTbID COCTOSATb M3 UAEHTUYHbIX ANMH-
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Puc. 14. CxemaTuuyeckoe M306paxKeHMe OLHOM0 M3 BO3MOXHbIX MeXaHW3MOB 06-
pa3oBaHUA [OMLEHTPUYECKO XPOMOCOMbl. [UUEHTPUKU 06pasyoTca Takxke B
pe3ynbTaTe KpPOCCUMHroBepa B Mpedenax napaueHTpuyeckoi netnu [mo Simp-
son J. L. Disorders of Sexual Differentiation. Etiology and Clinical Delinea-
tion. — New York: Academic Press, 1976, p. 26. MNMeuaTaeTca ¢ pa3peweHus].

HbIX nae4y, Hanpumep 46,X,i (Xq), WM M3 WAEHTUYHBIX KOPOTKUX
nney [nanpnmep, 46,X,i (Xp)] B 3aBMCUMMOCTM OT TOro, Kakoe nfaevo
COXPaHUNo LeHTpoMepy. M3oxpomocoma MO [AAMHHOMY nfievy X-Xpo*
MOCOMbl — CaMasi yacTasi CTPYKTypHas aHOManus 3TOW XPOMOCOMbI Yy
60NbHbIX C gucrenesnein MoMOBbIX Xenes.

LOvueHTpuueckass Xpomocoma COAEPXMUT [Be LEHTpOMEpbl U, Kak
nonaratoT, MNOABASETCHA B pe3ynbTate U30XPOMaTULHOrO paspbiBa
(puc. 14). Mocne yTpaTbl TeNOMEPHOr0 AaLEHTPUYECKOro (parmMeHTa
CeCTPMHCKME XpOoMaTuAbl 00beAUHAKTCA B efunHOe uenoe. MMocne npo-
[LONbHOTO AefleHns LEeHTPOMEpbl XPOMOCOMa COCTOMT U3 YABOEHHbIX
yacTelhi H [ABYX LuUeHTpomep. MpucyTcTBMe [ABYX LeHTpomep (LULEHT-
puyeckas XpomMocoMa) CBf3aHO C MUTOTMYECKON HecTabubHOCTbIO-
Kak pesynbTaT [BYX BO3MOXHbIX MYyTei ABUXEHUSA LEHTPOMep K Mpo-
TMBOMO/IOXHbIM MOMOCaM BO Bpems Tenodasbl, pacTsHKeHWs U pas-
pbiBa XPOMOCOMbI, 32 KOTOpbIM CcnefyeT NoTeps XPOMOCOMHOro Ma-
Tepuana nmMb6o BTOpUYHAsA nepecTpolika (LMKA paspbiB — CAUAHUE —
MOCT).

Mo3anuyunsm

WHanBMAabLl € MO3auuu3mMoM o61agaloT ABYMA uAU 60nee KAeTOYHbI-
MU AVUHUAMU C pasHbIMW FEHOTUNAMWU, HO NPOUCXOAALLMMU U3 eAUHON
3urotel. Mo3auuusM O06bIYHO MOSIBASIETCA B pe3ynbTaTe MUTOTMYe-
CKOT0 HepacxoXfeHus nmb6o aHadasHOro OTCTaBaHUA; NpU 3TOM Cy-
WecTBYHT MO KpaiiHeil Mepe ABe KMETOYHbIE JIMHUU, XapaKTepusyto-
wuecs pasiMYHbIMU XPOMOCOMHbIMKU Habopamu. HepacxoXxpjeHue Mo-
XeT NpMBOANTL K 06pa3oBaHMI0 Tpex KAETOYHbIX AUHUIA (CM. puc. 9),.
XOTA noTeps OnNpeAeneHHOW 4acTh [OYEPHUX KNEeTOK MOXET BbI3bl-
BaTb MEHee C/0XHble BUAbI MO3aumuusMa. VMIHAMBUABLI C XPOMOCOMHbIM
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Mo3anuyn3mMmom 00bIYHO, HO He Bcerpa, (bEHOTVII'II/ILIeCKM oT/iIn4yakoTCAa OT
HOpPpMa/JlbHbIX WHOWBWAOB; pa3inynmga npu 3TOM, BEPOATHO, OTPa)KakT
pacnpepeneHne pasiMdHbIX KNETOYHbIX NVHWUA B Pa3HbIX TKaHAX.

Xumepusm

XnUMepusm 03HayaeT MPUCYTCTBUE Yy OAHOr0 WHAMBMAA KeTOK, Npo-
MCXOASAWNUX M3 pasnuyHbiX 3urot. Benirschke (1972a) pasnuuaet
3 Tuna 3Toil aHOManuu: 1) XMMepu3M KNeTOK KpOBW B pe3ynbTaTe
obmeHa uX Mexay 6nu3Heuamu 4epe3 MnjaueHTapHble aHacTOMO3bl
WA BHYTPUMATOYHbIX TpaHC(y3uii; 2) TpaHcnaaueHTapHbIli XuMme-
pv3M BCNeACTBME B3aMMHOro 06MeHa MA0AHbIMW UM MATEPUHCKUMU
KneTkaMmu KpoBu; 3) MONHbIA XUMEPU3M, CBSI3aHHbIW, NO-BUAMMOMY,
CO CAMAHMEM 3UrOT W, BEPOSTHO, OTBETCTBEHHbIV 3a pa3BUTUE UCTUH-
Horo repmadpogmTusma 46, XX/46, XY.

MonHbIA XMMepnusM, MO-BUAMMOMY, fBASETCSH pe3ynbTaToM ChAus-
HUS ABYX 3UroT MAM 3MOPMOHOB, KOTOpPble, KaK MpaBMI0, pa3BMBalOT-
cs pasfenbHo (gusurotnble 6nn3newbl). Xumepbl MOryT o6pa3oBaTtbCs
nyTeM CAMAHWA MOCAe ONMOAOTBOPeHUs: 1) AWLEKNeTKM W ee nonsp-
Horo TenbUa; 2) OAHOro [ABYsAepHOro donnukyna wmnu 3) sAiuekne-
TOK, MPOMCXOASILLMX U3 pasHbiX (PONNMKynoB. MOXHO npegnonaraTb
MOMHbIA XWMEPU3M, €Ccnu cylecTByeT fBa WAM 60see reHOTUNOB B
HereMaToreHHblX TKaHAX (KOXa, MOMO0Bble >Xefesbl) MNAW B remaro-
FeHHOM TKaHW B TeYEHWEe AUTENIbHOTO BPEMEHMU.

OueHKa 4acToTbl MOMHOTO XWUMepn3Ma, BeposATHO, HETO4YHa, Mo-
CKONbKY nuua ¢ nofo6HON aHOManueil BbIABASIOTCA NPU HapyLleHUK
NMONOBOr0 pasBUTUA, OCOBEHHO WCTUHHOM repmagpoauTusMe. loyTn
BCE NNLA C MOJIHbIM XHMEpPN3MOM FeTepoCeKCcyanbHbl (pPa3HOMONbIE),
B TO BpeMs KaK MOSILLO 0XWAaTb paBHOE YUCNO M30CeKcyanbnbiX (0A-
HOMOMbIX) WHAUBMAOB C XHMEPN3MOM.

Pacno3HaBaHne mo3anumama M xmmepumsma

BbifiBNeHMe Mo3auyuM3aMa M XMMepusMa 3aBUCUT OT 6OMbLIOFO 4mcna
(haKTOpOB, CamMbiM BaXXHbIM W3 KOTOPbIX ABAAETCA YMUCAO MCCNELOBaH-
HbIX K/MIETOK Kasajoro BuAa TKaHW WM YUCNO aHaM3UPOBaHHbLIX BUAOB
TKaHew.

Uucno Knetok, HeobXOAWMBIX AN MPOBeAEeHMA aHanu3a, 3aBUCUT
OT MPOLEHTHOrO0 COOTHOLIEHWA MeHee MNpPeACcTaBNeHHON KNeTOYHON nu-
nuu, KOTOPOe B CBOK Ouepefb 3aBUCUT OT MOMEHTa BO3HUKHOBEHMWA
MO3aMum3mMa, a Takxe OT TOro, MMeeT M MO3aW4YHaaA NIMHUA CeNek-
TUBHble MpeuMyLiecTBa WAW MOLBEPXEHa CeneKTUBHOMY o0Tbopy. Ps-
[LOM uccnepoBaTefieil paccuMTaHO 4YWCNO KNETOK, Heobxogumoe Ans
NCKNOYeHNs Mo3amumsma. Hanpumep, ecnm npu aHanmse 50 KneTok
He BbISIB/IEHO HUW OAHOW, MpUHaANexal,ein K Apyroi AuMHUN, 370 CBU-
fLeTenbcTByeT 06 OTCYTCTBUM [APYrOoi MOMynsuuyM KNeTOK, COCTaBsAlO-
wen 10% u 6onee OoT BCeX KNeTOK uccnefoBaHHoW TkaHu (p C 0,05)
[Ford, 1969].
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Ecnn mMuUTOTMUYECKOE MepacxoXjieHWe MPOUCXOAUT Ha OTHOCUTENb-
HO paHHel cTaguu opraHoreHesa, faxe B TO Bpems, Korga 3amMOpuoH
COCTOMT NO KpailHell Mepe M3 HECKONbKWX COTeH KneTtok (1—2-He-
[eNnbHbIA 3M6pPMOH), pe3ynbTaTbl aHanm3a OfHOW eAWHCTBEHHOW TKa-
HM MOTYT 6biTb AOCTATOYHbLIMW, €CAM AONYCTUTb OTCYTCTBUE KNETOY-
Horo otbopa. C Apyroii CTOPOHbI, ecnM MOHOCOMHS X MPOUCXOAMT B
pe3ynbTaTe HepacXOXAeHWs WM aHadasnoro oTcTaBaHWA Yy 6onee-
3penoro naoga, Mo3aMuu3M MOXeT O0CTaBaTbCSi HeAMAarHOCTUPOBaH-
NbiM NpPW UccnegoBaHWM TONbKO OAHOrO BuAa TKaHW. Takum o06pasom,,
B upeane HeoO6XOAMMO WCCNefoBaTb pas3NMYHble TKaHW, O0A4HAKO Ha
NMpakTWKe 3TOr0 4alie He NPOUCXOAUT, U WUCCNefoBaTenn OrpaHuym-
BalOTCA pe3ynbTaTaMy M3y4YeHUs OAHOr0 BUAA TKaHWU.

LMTONOTUYECKVE CBOWCTBA MOJTIOBLIX XPOMOCOM

X-Xpomocoma

X-XpomMmocoma npeacTaBnseT coboii cybmeTauenTpnyecky XpoMoco-
My, ANIMHA KOTOPOW COOTBETCTBYET MPUMEPHO AnuHe 7—8-ii Xpomo-
combl. AuddepeHumnanbHoe okpawnBaHue X-XpPOMOCOMbI NO3BONSET
OT/INYaTb ee OT BCexX ApYyrux XpomocoMm. Kpome TOro, no3gHo pensu-
umpytouiaaca X-xpomocoma (HeakTMBHAsA) WM paHO pennuumpyloLascs
(akTuBHasf) MOryT OTAMYaTbCcA APYr OT Apyra, ecnu 6yayT WM3yueHbl
C MOMOLWb0 MeTOAOB aBTopaguorpapuu uanm WHKybaumm KNeTok B
6pompesokcmypugHne (BY LP), a Takxe OKpacky (IH0OpOXpomMoMm
33258 XexcTa C nmocnegyluwmM aHannm3oM Mpu MCMONb30BaHWW (PHOO-
PeCLEeHTHO MWKPOCKOMUM.

Y XeHLWMWH ofHa M3 ABYX X-XpOMOCOM SIBNSAeTCA OAHOW M3 camoil
no3gHein no BpeMmeHn penaukaynm OHK XpoMoCOMOi, 4TO, BEPOATHO,
NpoMcxXoanT u3-3a 60Mee WHTEHCUBHOW cnupanusayuu 3TON XPOMOCO-
Mbl B MHTep®ase MO CPaBHEHWUIO C Apyrumu xpomocomamu. Bo Bpemsa
UHTepdasbl JaHHaf XpoOMOCOMa, MnpefcTaBnsdwolas coboil retepoxpo-
MaTUHU3NPOBAHHYIO X-XpOMOCOMY, 06pasyeT MAOCKO-BOrHyTOe obpa-
30BaHue, HasbiBaemoe X-XpoMaTUHOM (CM. puc. 5). B AunnongHbIx
KneTKax 4umcno Teney X-XpomaTnHa paBHO 4mMcay X-XpPOMOCOM MUHYC
efnHMLA.

Bce X-XpomocoMbl, KpOMe OAMOM, FeHeTUYecKn HeakKTWBHbI. Bnep-
Bble B3aMMOCBA3b MeXAy WHaKTMBauuein X-XpoMOCOMbI M ee Kongen-
cauueii B KNnetke 6bina o6bsicHeHa Lyon (1961), koTopas oTmeTuna,
yto BCe X-XPOMOCOMbI, KPOME€ OAHOW, WHaKTUBMPOBaHbl M 06pasyloT
X-XpOMaTLWTOBbIe TeAbLa M YTO MHaKTUBALMA B KaXAOW KMeTKe npo-
NUCXOAUT cny4vallHbiM 06pa3om, ecnn o06e X-XpOMOCOMblI HOpPMasbHbI.
(3a ucknoueHnem onpefefieHHbIX TUMNOB X-ayTOCOMHbIX TpaHCNOKa-
LN  nNpefnoyTUTENbHO WHaKTUBUPYKOTCA CTPYKTYPHO aHOMasbHble-
X-XpoMocoMmbl.) Tunotesy JlaliOH, KOTOpYH BMepBble WUCNOAb30Banu
ONA 00BACHEHWS MYTAHTHOM OKpacKu WepcTu y Mbllleid, B AanbHel-
LeM CTanuM MCNoab30BaTh MO OTHOLUEHUIO K Yesl0BEKY.

HecmoTpa Ha WMpOKOe Mpu3HaHWe runotesbl JlailoH, OTAENbHbIE
acnekTbl ee 060CHOBaHbl MeHee APYrMX. Y 4enoBeka HeKOTOpble f0-



«YyCbl HOPMAaNbHOW reTepoXpoOMaTUHU3UPOBAHHOW X-XpPOMOCOMbI, 0CO-
6eHHO Haxopgfwuecs B AUCTallbHOM OTAene KOPOTKOro nseva, ocTa-
I0TCA aKTUBHbIMU. B TO >Xe BpemMs BCe /OKYCbl CTPYKTYPHO aHo-
Ma/slbHbIX XPOMOCOM MOTYT 6blTb MHaKTUBMpOBaHHbIMKU [Polani et al.,
1970]. Bpems Hayana X-unakTnBauWH TOYHO HeW3BeCcTHO. X-Mnak-
TuBauusa Oblna o6HapyXXeHa Ha cTaguu 61acTOLUCTBI Y MEKONUTalo-
WMx c noMmowbi umtonormyeckmx [Park, 1957] m 6MOXMMMYECKUX
metogoB [Epstein, 1969; Migeon, Kennedy, 19751; Ha 60nee paHHUX
cTagmax ambpuoreHesa AaHHbIl (enoMen He o6HapyxXeH. He m3BecT-
HO TakXe, MPOUCXOAMT NN WMHaKTUBaLMA BO Bcex kKneTkax. [MelicT-
BUTENbHO, MPU 31eKTPOPOPETUYECKOM W3YYEHUU OOUWUTOB B3POC/bIX
XKEHLWWH, reTepo3nroT no rnKo3o-6-gochargerngporeHase (M-6-d /1),
06Hapy>Xunu npucyTtcTeue BapuaHTos M-6-dA-A, M-6-¢-B n gumep-
HOro BapuaHTa, o6nafgarow,ero akTUBHOCTbO Kak [-6-®[-A, Tak n
M-6-®4-B. Takum o6pasom, 06e X-XpOMOCOMbI, MO-BUAUMOMY, Oblan
aKTMBHbI B ooumTax [Gartler et al.,, 1972], uTo 06bACHAET BpegHOe
BNUAHME Habopa 45, X na AnMurtuku.

HecmoTps na 3TW HeACHOCTWU, X-UHAKTUBALWS, BepoATHO, 0ObAC-
HAeT OTHOCUTENbHYI >XWU3HECMOCOOHOCTb 3MOPUOHOB C MOHOCOMWER u
nonucomMmnen X no CpPaBHEHUHD C HEALI3HECMOCOOHOCTHIO 3MOPUOHOB C
pynnvkauuein mnm geduunToM Matepuana ayTOCOM.

Y -Xpomocoma

B Hopme Y-xpomocoma SiBAfeTCA cybMeTaleHTpuUYeckou, [ANMHA ee
HECKONbKO 60nble ANWHBLI XpoMocoMm rpynnbl G (21-ii u 22-i). Auc-
TanbHble 23 yvyacTKa [J/MHHOIO njeya fpKO (IOpecuupyoT, 4To
no3BonseT MAEHTUGULMPOBATL ee B MHTepdasHOM sape Kak Y-Xpo-
MaTuH (CM. puc. 6).

OnnHa Y-XpOMOCOMbI BapbUpyeT Yy PpasHbIX WHAMBUAYYMOB,
HO BapuMaHTbl A/IMHbI HacnegykTcA. Y-XpoMocoMa MOXeT 6biTb 0YeHb
OAVHHOW NAU 0YeHb KOPOTKOW; y4yacTKOM, 00yCNOBAMBAKOLWMM MOMAMN-
Moptn3M, ABASETCA AMUCTaNbHas 4acTb Y(, 0COGEHHO ApKO (ropec-
umpytowaa. Y HepoACTBEHHbIX WHAWBUAOB AnuHa Yp U Hedroopec-
uupytowen 4actm Yg OTHOCUTENbHO MNOCTOSIHHA, B TO BpeMsA Kak
LnvnHa Qnoopecunpyrolein yactm Yq M3MeHseTCAa MPOMNOpLUOHAaNbHO
obwein anuHe Y-xpomocombl [Bobrow et al., 1971]. 3T HabnwaeHus
03HauyalT, YTO (IOPECcUUPYOLWNA YyUacTOK Y TeHeTU4ecku WHep-
TEH MAU MO KpalHeild Mepe He MrpaeT CYLW,eCTBEHHOW ponu B opMmu-
pOBaHWUW SUYEK U COMaTUYECKOM pa3BUTUMU.

MEHOENEBCKOE HACNEAOBAHUME

B reHome uenoBeka cofepXaTcs TbiCAYM TFEHOB, KOTOPble J10KanIM30-
BaHbl TONbKO B 23 napax XpomocoM. CneaoBaTefNbHO, KaXXAas Xpo-
MOCOMa A0/KHA CofiepXaTb 60/blWIOe Yncio renoB. Ecnm xpomocomHas
abeppaunsa goctaToyHa BefnnKa ANA TOro, 4tobbl 6bITb OGHAPYXEHHOM
B CBETOBOM MMUWKPOCKOME, BEPOATHO, AYMAMLUPOBaHbI NM6O yTepsiHb
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MHOrVMe reHbl. Takum o6pasoMm, (heHOTMMMYeckuMe NOCNeACTBUS XPO-
MOCOMHbBIX HapylWeHWii pe3Ko OTNNYalTCH OT M3MEHEHWI, MPOoMCXo-
AALWHXCA Na YPOBHE KNeTKM, MOCKOMbKY aHOMalbHblii heHOTUN onpe-
AenseTcs MHOTUMM TeHaMW U WX B3aMMOfeliCTBUEM.

MewnaeneBckoe Hacrefj0BaHWEe CBA3aHO C MyTauwueli reHa, KoTopas
MOXET 3aTparuBaTb TOMbKO OAWH TEHeTUYeCKWuih nokKyc. Xpomocoma,
Hecyl,as MYTaHTHbI ren, 06bIYHO BLIFAAAUT CTPYKTYPHO HOpMaib-
HO, MOCKONbKY TMPOUCXOAUT NGO He3HauyuTenbHas Aeneyus, nuéo
M3MeHsieTCs TONbKO OfHA HYKNeoTUAHas nocnefoBaTeNbHOCTb. [N
06HapY>XEHUs MYTaHTHbIX TeHOB LUTOTEHETUYECKME MEeTOoAbl Hemnpwu-
MEHUMbI, a WCMONb3YOTCA METOAbl aHanuM3a POoAOCNOBHbLIX WAM 6GMO-
XUMUYECKMNE MeTOAbl, HEMOCPeACTBEHHO ONpeAensiolwne NPoayKTbl My-
TAHTHOTO reHa IM60 UX MeTabonuThl.

CuenneHue

FeHbl NOKanM3oBaHbl Ma XPOMOCOMe B ONpefefieHHbIX MeCcTax U B
onpefeneHHOW NUHEAHON nocnefgoBaTeNbHOCTU. CuMTalOT, UYTO TEHBbI,
pacnofioXeHHble Ha OLHOW W TOW e XpPOMOCOME, CLenseHbl Waun
NpoABNAOT cuenneHue. [lBa reHa nNposABAAKT CLENJieHWe, ecnu B
melio3e, Korfa BO3MOXHA peKoMOWHauusa, OHW C OONblueid BepoAT-
HOCTbIO OCTalTCA Ha OAHOW W TOM >Xe XpoMmocoMme. Ecnu vacTtoTa
pekoMOUHaLUM Mexay [ABYMA CBA3aHHbIMM reHamu cocTtasnsetr 1%,
NOCTYNMPYeTCH, YTO OHWM HAXOAATCA Ha PacCTOAHWM OAHON eAUHULbI
reHeTMYeCcKOn KapTbl XPOMOCOMbl WM OAHOW CcaHTMMOpraHugbl (npo-
LeHT pekoMbnnaumnXtO O-caHTuMopraHuga). Mo onpeaeneHuio, reHsl,
Haxogsawmecs Ha paccTosHuM 50 canTUmopraHupg ma TOM >Xe camold
XpPOMOCOME, He TMpOoABAAKT CUENIEeHUAs W HeoTAUYUMbI OT cerperu-
PYHOLMX TEHOB HErOMOMOTrMYHbIX XPOMOCOM. TepMMUH «rpynna cuen-
NeHnsa» TPagULUOHHO NpUMeHsAeTCA AN 0603HA4YeHUs BCEX TEHOB,
pacnonoXeHHbIX Mna OLHOW XpPOMOCOMe, B TOM YWC/e FEHOB, HaxO0Afi-
Wmuxca Ha pacctoaHmu 50 caHTumopranug u 6onee. (Tem He MeHee
MOXHO MNOKa3aTb, 4YTO [Ba He3aBUCUMO Hacnejylulunxcad rerna Haxo-
0ATCA Ha OAHOM XPOMOCOME, €CNu KaXAblii M3 HUX cuenfieH ¢ Apyrum
reHom. Hanpumep, reH A pacnofioxeH OT rena B Ha paccTosHuu
30 canTumopraHmg u una pacctosHum 70 caHTumopranug oT reHa C.
Ecnn 6bl reH B Haxogwuics Ha pacctosHum 40 cantumopraHupj ot
reHa C n 30 caHTumopranug oT reHa A, reHbol A n C 6biin 6bl B
OfHOW rpynne cuenneHus.)

CemMaHTMUeckas nyTaHMLa BCEro M3/0XEHHOro npueena K Heob6-
XO4MMOCTU MCMOMb30BAHUSA HOBOTO TEPMWUHA «CUHTEHUA» ANna 00603Ha-
YeHUs BCeX [FEHOB OfHON XPOMOCOMbl He3aBUCMMO OT paccTOSHUM,
Ha KOTOPbIX OHW pacnonaralTcs. B HacTodweih MoHorpahum uHTe-
pec K cuenneHWto o00yCNOBNeH TeM, 4YTO aHanu3 ero MOXeT O6biTb
MCNONMb30BaH B MpeHaTalbHOW [MarHOCTUKe 3aboneBaHW, He BbIfAB-
NAeMblX 6GUOXMMUYECKUMU WAWM ApyruMuU  MeTogamu. B nofo6HbIX
cNydyasix cuna cuenneHus o6paTHO nponopuuoHanbHa 4ymMcny obpasy-
IOLLMXCA XMasM (TOYKM KPOCCUUTOBepa) MeXAy 3TUMMK reHamu.
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[OMO3UTOTHOCTL U rete PO3NTOTHOCTb

XpoMOCOMbI BCerfja napHble: OfHa XpPOMOCOMa MaTEPWHCKOro mnpowuc-
XOX[AeHunsa, Apyras — oTuoBckoro. CnefoBaTenbHO, renbl TOXe nap-
Hble. ANNenn — 3TO0 pasfinyHble COCTOAHWA OAHOro reHa. OHU 3aHUMa-
0T WAEHTWYHbIE NIOKYCbl Ha TFOMONOTUYHbLIX XPOMOCOMax; Takum 06-
pasoMm, AN KaXAOro ayTOCOMHOr0 /10Kyca CYL,ecTBYeT MO KpaiHein
mMepe fABa annend. HopmanbHOe, MAM eCTECTBEHHOE, COCTOAHMWE TeHa,
KOTOpoe fBNAeTca Hambonee 4acTblM, MPUHATO Ha3blBaTb AUKUM TU-
NnoMm, OfHAKO 3TOT TEPMWUH peAKO MCMO/b3YeTCsH B FEHEeTUKE 4YenoBeKa.
AHOManbHbIA annenb MyTaHTHbIA. Ecnn o6e romosiiornyHbie XpoMoco-
Mbl cofepXaT WAEeHTW4YHble annenu, TO FOBOPAT O FOMO3WUFOTHOCTH,
eC/IN rOMOMOrNYHbIE XPOMOCOMbI COAEPXAT Pa3NunyHble annenn OfHOro
reHa (Hanpumep, OAWH MYTaHTHbIA W OAWMN TFEH JAMKOrO0 TUna) —
0 reTepo3nroTHOCTU, eCNKn Xe oba annens pasnnmyalTci Mexay coboi
n 06a OHW aHOManbHbl, FOBOPAT O KOMMNAYHAHOM COCTOSIHUW; ero 3g-
(heKT MOXeT 6blTb aHanorumyeH agpgpekTy romMO3MroTHOCTH, UYTO AENCT-
BWTENbHO HabnofaeTcs [OBONbHO 4acTo. ANnenb, KOTOPbIA NposABAA-
eTCq B reTepo3UroTHOM COCTOAHWMW, Ha3blBalOT AOMUHAHTHbIM, a an-
nefb, KOTOPbIA NpoOABAAETCS TONbKO B TOMO3UFOTHOM COCTOSIHUM,
Ha3blBalOT PELLECCUBHbLIM. PeLeccuBHbIi NPU3HaK, FEH KOTOPOro pac-
NMONOXEH Ha X-XpOMOCOMe, MPOSABMASETCA Yy BCEX MYX4YuH (46, XV),
UMEKLWMNX AaHHbIl annenb. MopaXeHHbIX MYXUYWUH Ha3blBalOT remnsu-
FOTHbIMW. TepMWHbl [LOMMWHAHTHbIA W peLecCUBHbIE He SABAAKOTCA
BHYTPEHHEW XapaKTepuCTUKOMN reHOB, a 3aBUCAT OT METOLOB O6Hapy-
XXEeHNa NPOAYKTOB reHa.

CeMmeiiHas nepefaya MyTaHTHbIX FeHOB

HacnepfoBaHve MeHAENMPYOLWWUX MPU3HAKOB B CEMbE 3aBUCUT He TOMb-
KO OT TOro, SIBNAKTCA 3TW MPU3HAKM LOMUHAHTHLIMU WM PELECCUB-
HbIMWU, HO M OT TOrO, rAe NOKaJAU30BaH TeH, KOHTPONUPYHLWNUA pasBu-
TMe npu3Haka: Ha ayTOCOMe WU Ha Moa0BOi xpomocome. CyuiecTBy-
0T ayTOCOMHO-AOMWHAHTHbIN, ayTOCOMHO-PELLECCUBMbINA, X-CLENNeHHbI
LOMWHAHTHbIWA, X-CUennennbliii peLeccUBHbIN U Y-cuennenHbllii TUMb
HacnefoBaHuS.

AYyTOCOMHO-OMMWHAHTHOE Hac/efoBaHue

BepoATHOCTb TOro, YTO HOCMTE/lb ayTOCOMHO-AOMMHAHTNOrNO MYTaHT-
HOro reHa nepepjact ero cBoemy pebeHKy nwboro nona, cocTaBnaser
50% (p=0,5) (tabn. 4). CnepoBaTte/ibHO, ayTOCOMMO-AOMMMNAHTHbIN
annenb MoXeT 6bITb pacno3HaH MO ero CNoco6HOCTM MPOABANATLCA B
KaXXJOM MOKONeHWN poaocnoBHoi (puc. 15). Ecnu neHeTpaHTNOCTb
(cM. HMXe) nofHaf, y HemopaXeHHbIX WHAMBMAOB OyAeT 340pOBOE
MOTOMCTBO. MYXUMHbI U XeHWMWHbI 061afaldT paBHOM BO3MOXHOCTbIO
yHacnefoBaTb ayTOCOMMO-AOMWHaHTHbIA Mpu3HaK. K COXaneHuto, OH
He Bcerjga cBfi3aH C OMNUCaHHbIMW XapaKTepucTukamu. Bo-nepsbiX,
HeKoTopble PEHOTUNUYECKN HOpPMafibHble WHAWBUAbLI OMpefefieHHO $B-
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Tabnunua 4. AYyTOCOMHO-LOMWUHAHTHOe HacnegoBaHue 1

MopaxeHHbI poauTenb
HenopaxeHHblii poguTenb i

A a
a Aa aa
a Aa aa

Mo Simpson J. L. Disorders of Sexual Differentiation. Etiology and Clinical Deli-
neation.— New York: Academic Press, 1976, p. 34 (neuataeTcs C paspeLueHus).

' OXuaaemoe MNOTOMCTBO B 6pake Mexay NOpaXeHHbIM %Aa) N HenopaXeHHbIM po-
anTtenem (aa). A — MYTaHTHbI, @ — HOPMa/bHbIA annenb. BepoATHOCTb Nepefayn Mmy-
TaHTHOTrO anjens nopaxeHHbIM poauTeneM no6omy peGeHKy cocTaBnseT 50%.

NAKTCA HOCUTENAMWU aYyTOCOMHO-AOMWMAHTHOIo annenda noTomy, 4TO
OAVH U3 pO,CI,VITeI'IeVI n oguH wnnn 60/1ee M3 NOTOMKOB WUMEKT OOVH W”
TOT Xe pE,CI,KI/Iﬁ ,IJ'OMI/IHaHTHbIVI npusHak. B Takom cfay4yae roBoOpArT,
4To MyTaHTHbIVI annenb nmeet HENONHYK MNEHETPaHTHOCTb, €eCnu on
NMPUCYTCTBYET Y qJEHOTVII'IVILIECKVI HOpManbHOTO Mnamenaa.

) 1 1 (TrV I
bob

ZhKD

r ¥
d6d L
61

Puc. 15. Mpumepbl poAOCNOBHbIX C ayTOCOMHO-AOMUHAHTNOW (@), ayTOCOMHO-
peueccnBHoi (6), X-cuenneHHOW peueccuMBHOW (B) W X-CLUEHNEHHON JOMMWHAHT-
Hoil (r) nepepaveit npusHaka [no Simpson J. L. Disorders of Sexual Differen-

tiation. Etiology and Clinical Delineation. — Now York: Academic Press, 1976,
p. 34. MeyvaTtaeTca ¢ paspeLwieHns].
CBET/bIi KPY>XOK — >KEHWMHbI, CBET/bIA KBaApaT — MYXUWHbI, YepHbI KPYXOK WAu

KBafpaT — MOpaXKeHHble, KPYXOK WAM KBagpaT C MONOCKOW — HEMOPaXEeHHbIE  reTeposu-

6orb|, COEAMHEHHbIE MEXAY™ COBOM CBETNbIM KPYXKOK W KBaApaT — KPOBHOPOACTBEHHbIV
paK.



HeHeTpaHTHOCTb — 3TO BEPOATHOCTb (EHOTUNUYECKOro MposB/e-
HWA MYTaHTHOro annens, WAM 4acTtoTa, C KOTOPOW Hacneayemblii
nMpu3HaK MNPOABAAETCA Yy HOCWUTeNeid LaHHOrO MYTAHTHOTO reHa Hesa-
BUCUMO OT ero 3KCNpeccuBHOCTU. Ecnum npusHak npossnsercs y no-
NOBWHbI HOCUTeNein annens, KOHTPONUPYHOLWEro ero, TO MeHeTpaHT-
nocTb coctaBndet 50%. OAuH annenb MOXeT 00yCcnoBAMBATb MECKO/b-
KO pa3NnyHbiX (PEHOTUMUYECKUX MNPOSABNEHUIN, UTO Ha3biBaeTCH
nnenoTponueii. ®eHOMEH pas3NMYHOW CTeneHN GEHOTUMUYECKOW Bbl-
paXeHHOCTW [elACTBMA [aHHON0O MYTAHTHOrO rena HOCUT HasBaHue
3KCNpeccuBHOCTU. Pa3nnyHas cTemeHb 3KCMPEecCMBHOCTWM HabnopaeT-
CA He TONMbKO MEXAY CEMbAMMW, HO M y MOPAXEHHbIX YJEHOB OfHOW
cembn (BHyTpucemeihnHas W3MEHYUBOCTb). AYTOCOMHO-AOMWHAHTUbIH
annenb MOXeT MPOABNATbLCA Y WHAMBWMAOB TONMbKO OAHOro nona (orpa-
HWYEHWe MO0NO0M), 4YTO OCOBEHHO BaXHO ANA ruUHekonoros. WHorga
TPYLHO OTAWYNUTH ayTOCOMHO-LOMWHAHTHbLIA MPU3HAK, OrpPaHUYeHHbI
MYXCKWUM MOM0M, OT X-CLEenneHHOro peueccuBHOro, no nepegaya npu-
3HaKa OT MYXUYMHbl JeTAM MY>XXCKOro nonfa Mckno4vaet X-cuernjieHHoe
HacnefoBaHue.

I3BeCTHO MO KpaiHei Mmepe 736 ayTocOMMO-AOMUMANTMO 06YC/OB-
NeHHbIX 3aboneBaHuii uyenoseka [McKusick, 1978]. AyTOCOMHO-A0-
MUNaHTHble 3abofeBaHUs 4YenoBeKa O0ObIYHO OTAMYAOTCA OLHOW U3
Tpex KAWHWYeCKMX XapakKTepucTuk: 1) He oOKasblBalOT BAUAHUA Ha
penpoayKTUBHYK cnocobHOCTb (Hanpumep, NonupakTunua); 2) npo-
ABNAKTCA TONbKO MOCfAe PenpofyKTUBHOro nepuoga (Hanpumep, Xo-
pesa FeHTUHITOHaA); 3) UMEKT pPasNMYHYl BblpaXeHHOCTb (T. e. po-
AVUTENb C MUHUMaNIbHBIMWU NPOAB/IEHUAMWN 3a00/IeBaHNA MOXET UMeTb
TsXKeNno 60nbHOro pebeHka). Uem TsaXenee COCTOAHWME, TEM BeposATHee,
YTO MOPaXEeHHbIW WHAUBWUA WMMEET HOBYIO MyTauuio. Bce mHAMBMAbLI C
3aboneBaHMeM, Bbi3blBalOWMM 6ecnnogne, TakXe WMEKT HOBYH MYy-
Tayuto. [ns pacnpocTpaHeHHbIX ayTOCOMHO-AOMWUANUTUbIX NPU3HAKOB
MYTaLMOHHbIA ypoBeHb oueHUBalOT B 10~5—10 6 Ha rameTy 3a MNOKO-
neHwue.

AYTOCOMHO-peL,ecCMBHOe Hac/efoBaHue

AYTOCOMHO-PELECCUBHbBIA MPU3HAK NPOSABASETCA TONbKO Y WHAWUBU-
[OB, TOMO3WUTOTHbLIX MO COOTBETCTBYIOLLEMY affento, T. e. o0ba annens
0AHHOTO TEeHeTWYeckoro /nokKyca npeAcTaBfeHbl WAEHTUYHbIMW MyTa-

Ta6bnnya 5 AyTOCOMHO-peLecCMBHOE HacnegoBaHue 1

PO,qMTeﬂbCKIAe rameThbl A a
A AA Aa
a aA aa

Mo Simpson J. L. Disorders of Sexual Differentiation. Etiology and Clinical Deli-
neation.— New York: Academic Press, 1976, p. 36 (nevyaTaeTcs C paspeLieHus).

10xungaemoe NOTOMCTBO B 6pake Mexjy ABYMS reTepo3urotramMu no OAHOMY U TOM
Xe MyTaHTHOMY annento (a). A — HopMmanbHbI annenb. BepoATHOCTb TOro, YTO [aHHbIM
NOTOMOK YyHacreayeT o06a MYTaHTHbIX annensa (aa) u 6OyfgeT nopaxeH, coctaBnseT 0.25.
BepoATHOCTb POX/JeHUA reTepo3nroTHoro nHanenaa (Aa) coctasnset 0,5.
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OHAMUW. WHAUBWUA C peLeccUBHbIM MPU3HAKOM SABASETCA MNOTOMKOM
[OBYX TreTepo3UroTHbIX HOCUTeNeid OAHOW U TOW Xe MmyTauuu (CM.
puc. 15, Tn6n. 5). B 6pake [ABYX reTepo3nroT BepOATHOCTb poOXfe-
HUS nopaiioHHOro pebeHka cocTaBnsieT 25%. O6 ayTOCOMHO-pelec-
EMBHOM TUMNE HacnefoBaHWS NpM3HaKa MOXHO AymaTb, ecnu nopa-
XEHbl HECKO/IbKO CH6COB 060ero nona W OTCYTCTBYKT Apyrue nopa-
YXEeHHble POACTBEHHUKM.

Y pacTeHWid M >XWBOTHbIX PELECCUBHbLIA TUN HacnefoBaHWs MoO-
XeT 6blTb YCTaHOBAEH MyTemM aHanu3a MOToMCTBa 6/M3KOPOACTBEHHO-
ro ckpewuBaHMa. Hanpumep, ecnu reum peLeccUBHbIR, TO Npu CcKpe-
LW MBAHMMN FOMO3UIOTHOrO MOTOMKA C FeTePO3UrOoTHbIM poauTenem (BO3-
BpaTHoOe cKpewuBaHue) 50% nNOTOMKOB 6yayT nopaxeHbl. [ns
YyesioBeKa 3ITOT METOA He MPUrOfeH; OLHAKO BEPOATHOCTb ayTOCOMHO-
peLeccuBMoro HacnefoBaHUA MOXeT 6biTb OLEHeHa C MOMOLLbK pas-
NNYHBIX CTATUCTUYECKUX METOLOB. PoAUTENU, COCTOsAWMEe B KPOBHOM
poacTee, ¢ 6onblieli BEPOATHOCTbIO MOTYT 6biTb HOCUTENSIMU OfHOTO
n TOoro e annens (MyTaHTHOro uAM HopmanbHoro). CrnefoBaTenbHO,
BEPOATHOCTb POX[AeHMA pebeHKa C ayTOCOMHO-PELLeCCUBHbLIM MpU3Ha-
KOM Bbllle MPW KPOBHOM POACTBE poAuTesnei, 4yem Npu HepoACTBEHHOM
6pake. UeMm pexe npu3HaK, Tem Bblle [0 MNOPaXXEHHbIX WHAWBK-
[0B, POXAEHHbIX B KPOBHOPOACTBEHHbIX Bpakax.

M3BecTHO No KpaiHeli mepe 521 ayTocomHO-peueccuBnoe 3aborne-
BaHue 4yenoBeka [McKnsick, 1978], HO, BeposiTHO, Mx ropa3go 60/b-
we. Hanbonee BaKHbIM ANA KAWHWKW BbIBOAOM OTHOCWUTENbHO peLec-
CUBHbIX 3aboneBaHWii aBnfeTcA TOT (haKT, YTO 6GONbLIMHCTBO (hepmen-
Tonatuil  00yCNOBNEHO pPeLecCUBHbIMWU TeHaMW, ayTOCOMHBbIMH WK
X-cuennemHoiMn. [M0-BUAMMOMY, GYHKLWOHUPOBaHWE OJHOIO0 reHa
obecneymBaeT HOpPManbHbIA 6MOCMHTE3; Takum 06pasoM, Aepuuut
(hepmeHTa NpPOABNAETCA TOMbKO MPWU YC/MIOBUM, YTO UMEKTCA ABa MYy-
TaHTHbIX annens. V3mMeHeHMe 3KCNPECCUBHOCTU 60nee XapakKTepHO
ONA LOMWMHAHTHbLIX, a He [ANS PeLecCUBHLIX FEHOB, a FOMO3UrOTHOE
cocToANMe MNo pPeLecCUBHbIM FeHam O4YeHb PefKO He nposAsnaseTca ge-
HOTUMMWNYECKMN.

Ba)HOe K/WHW4YeCcKOe 3HavyeHWe MMeeT B3aMMOOTHOLIEHME 4acToT
romMo- U reTepo3nroT. 3TO OTHOLWEHME OTPaXeHO B 3aKOHEe, OTKPbITOM
B 1908 r. He3aBUCMMO [Jpyr OT Apyra aHraMiAcKMUM MaTemMaTWKOM
Hardy n Hemeukum Bpayom Weinberg (3akoH Xapgun — BeliHGepra).
HopmanbHbliA annenb A BCTpeyaeTcs C 4acTOTOW P, a MYTaHTHbINA
annenb a c yactoToi g. YacToTa Bcex anneneid coctasnsiet p-(-q=1.
Bo3Bofa B KBajgpaT 00e 4yacTu paBeHCTBa, Nonyyaem p2+2pq+q2= 1;
p2—4acToTa rFOMO3UTOTHbIX WHAMBWAOB no annento A (AA)\ g2—
yacToTa rOMO3UTOTHLIX NAAHBNAOB Mo annento a (aa), a 2pg — 4acTo-
Ta reteposuror {Aa). YactoTa MyTaHTHOro annensa (q), Kak npasu-
N0, 3HAYMTENbHO HMXKe 4YacToTbl HOpManbHOro annens. Ecnum g MeHee
0,5, TO g2 MHOTO0 MeHblle 2pg, NOCKOMIbKY 3HayeHWe p BecbMa 6/M3KO
K 1 Takum o6pa3om, cnyyanm peakux peLeccuBHbIX 3aboneBaHui
noyYTW Bcerfa MOABAAIOTCA, €CNM B Opak BCTynalwT TreTepo3nroThl,
(hEeHOTUMUNYECKN ABNAIOLWMECH HOPMA/lbHbIMU WUHAMBMAAMU. ITO OYeHb
pefKo CBf3aHO C HOBOW MyTauwueli. bonee TOro, OCHOBHasf 4acTb re-
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HeTMYeCKOro «rpysa» peLecCMBHbIX 3aboneBaHUil 06ycnoBneHa rete-
PO3UTOTHLIM COCTOSIHMEM, @ He FOMO3UrOTUOCTLIO. B 3TOI CBSA3WM BbI-
CKasblBaiMCb MPeAnoXeHWs O CHUXEHUW 4acTOTbl MYTaHTHbIX anne-
neil B MOMNynsauuyM nyTeM 3/UMUHALWMWA TOMO3UTOTHBIX WAM [axe re-
TEPO3NTOTHbLIX NA0A0B. [MoA06HbIE NMPEANOXEHWS, OAUAKO, Me TONbKO
3TUYECKN Henpuemsembl, N0 W TeOpPeTU4eCKM HEeO0OOCHOBAHHLI, No-
CKOMbKY TFEeTepOo3UroTHble WHAMBUAbI 06NafaldT CEeNeKTUBHbIMU MNpe-
MMyuiecTBaMy nepej HOpMasibHbIMW FOMO3UroTamu, 4TO CNOCO6GCTBYET
NoAAEpPXXaHWNI0 BbICOKOW 4acTOTbl MYTaHTHOrO anfiens B MOMyAAuuun
[cm. Simpson, Gerbie, 1977]. [elicTBUTeNbHO, 060K YeNnOBEK MOXET
ObITb reTepo3UroTHbBIM HOCUTeNeM NO KpaliHeli Mepe 5—6 BpeAHbIX
peueccuBHbLIX TEHOB.

X-CuenneHHoe peLeccMBHOe HacnegoBaHue

MyTaHTHbI/A pPeLEeCCUBHbLIN TeH, NOKanW3oBaHHbIA Ha X-XpOMOCOME,
NpoABAsAeTcA y BCeX MYXUuH (46, XY), HocuTeneih ero. Takne UHAW-
BUAbl TEMU3UTOTHbI, B TO BPEMS KaK MOPaXeHHble >XEHLW MHbl BCerga
rOMO3UTrOTHbI MO AaHHOMY annento. XeHwwunHa (46, XX) MoxeT 6biTb
nopaxeHa, ecnu TONMbKO ee MaTb reTepo3nroTHa, a oTel, FeMusuro-
TeH, 04HAKO TakKoi Tun 6paka BCTpeyaeTCs OYeHb PEAKo.
X-CuenneHHbIA peLeccUBHbIN annenb HacnefyeTca OT (eHOTUNU-
YeCKW HOpMaNbHbIX TeTEPO3UTOTHbLIX XeHwKnH (cm. puc. 15, Tabn. 6).

Ta6nuuya C X-CuenneHHoe peLeccUBHOE HacnefoBaHue 1

[ameTbl
HopMasnbHble MY>XXYUHbI
FETepO:’:M FOTHbIE XXEHL|NHbI
X Y
X XX KY
reTepo3nroTHas NOpPaXKeHHbI
1o4Yb CbIH
X XX XY
HOpManbHas HOpMasbHbIi
noyb CbIH

Mo Simpson J. L. Disorders of Sexual Differentiation. Etiology and Clinical Deli-
neation.— New York: Academic Press, 1978, p. 38 (ne4aTaeTca C paspelleHuns).

1 Oxugaemoe noTOMCTBO B 6pake MexAy HOpManbHbIM MYX4MHOA (XY) u retepo-
3UTOTHOW MO X-CLENJeHHOMY PeLeccBHOMY TpU3HaKy XeHwuHon (XX). X 03HavaeT X-
XPOMOCOMY, HECYL|Yl0 MYTaHTHbIN annens; X—X-XpOMOCOMY C HOPMa/bHbIM aniefnem.
BepoATHOCTb TOr0, UTO /0G0 ee CbiH HacnefyeT X-XpOMOCOMY W. cnefoBaTenbHo, Gypaer
nopaxeH, coctasnset 0,5. BepoaTHOCTb HacnefoBaHus 060 ,qouegbro X-XpOMOCOMbI 1,
cnefoBaTenibHO, 6bITb reTepO3NTOTHON, Kak U ee MaTb, cocTaBnser 0,5.

Mpo6aHa (nMUo, C KOTOPOro HauyMHaeTCA OMuWcaHWe pPOAOC/TOBHOMN)
MOXEeT MMeTb MOpaXKeHHbIX 6paTbeB, AAf4el, MAEMAWIIKOB CO CTOPO-
Hbl MaTepu, [ABOKOPOAHLIX 6paTbeB H, BO3MOXHO, APYTUX POLCTBEH-
HUKOB MO MaTEPUMHCKON NMHUMK. BepoATHOCTb nepejaynm reTreposnrot-
HOW >XeHLW MHOW X-CLEenneHnoro peLeccuBHOro annens nwbomy ee pe-
6eHKy cocTaBngeT 0,5. Manbumkun, Hacnepyrouwme 3TOT annens, 6yayT
MOpaXeHbl; [AeBOYKU OyAyT reTepo3UroTHbIMW HOCUTENAMU, KakK W
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MaTb. MopaxeHHb i MYXUYMHA Nepefaer 3TOT afeflb BCEM [0YepsiM,,
HO He nepepjaeT CbIHOBbAM; BCe ero fetu OyayT heHOTUNUYECKN HOp-
MaslbHbl, €CAN MPEeAnoa0XnTb, YTO ero cynpyra He retepo3uroTHa mno'
TOMY >Xe camoMmy annento. WM3eecTHo okoso 100 X-cuennemnHbiX 3a-
6oneBaHWii, GONLLWIMNHCTBO M3 KOTOPbIX He OOHAPYXWBAKT OYEBUAHON
CBA3W C MNONMOBbIM pasBUTUEM, B TOM 4ucne Takue 3aboneBaHus,
Kak remoununsa n mbileyHas auctpodua ArooweHHa. Mpu reHetnye-
CKOM KOHCY/IbTUPOBAHUM Ba)HO CO3HaBaTb, 4YTO X-CUEenneHnble pe-
LLeCCMBHbIE MPU3HAKU Y MYXYMH MOTYT MpeAcTaBnATb CO60A pesynib-
TaT CBEXel MyTauuu, npousowegluieii B XpOMOCOME €ro maTepw.

X-CuyenneHHoe JOMUWHaHTHOE Hac/iefoBaHue

My>XUnHbI, obnagarolime X-cUenneHnbiM LOMUHAHTHbLIM anfenem, ne-
pefaldT ero BCEM CBOUM [O4YepsM, HO He CbIHOBbsM (cM. puc. 15,
Tabn. 7). BepoATHOCTb MepeAayn >KEeHUWUHOW X-CuenneHnoro AoMThb

Tab6bnuuya 7. X-CuenneHHoe JOMWHAHTHOe HacnegoBaHue 1

MopaxeHHbI Myxunna3 MopaxeHHas XeHwmnHa3
[ameTbl FameTbl
HopManbHas nopaXKeHHbIi My>X4nHa nopaXeHHas HOPMasbHbI MYX4YnHa
XeHLWnHa \ Y XKEHLMHa X v
X XX XY X XX XV
X XX XY X XX XY

Mo Simpson J. L. Disorders of Sexual Differentiation. Etiology and Clinical Deli-
neation.—New York: Academic Press, 1978, p. 39 (neuataeTcsi C paspelleHuns).
X-X-CLIeNneHHbIN JOMUHAHTHBLIA anienb; X — HOpPManbHbIA annenb,
2 100% paeTeil >KEHCKOro nosa MOopaxeHbl; HET HW OJHOr0 MOPaXKEHHOro pebeHKa MyX-
CKOro nona; . .
S nopaxeHbl 50% peTel XeHCkoro u 50% [eTeil My>CKOro nona.

HaHTMoOro annens nw6omy cBoemy noToMKy coctasnsetr 0,5. Mpn pgo-
MWHAHTHOM X-CLENnenHom xapakTepe HacnefoBaHWa npu3Haka no-
paXXeHHbIE >XeHL WHbl BCTPeYarnTCca B 2 pasa valie, YeM NOopaxeHHble
MYXUMHBI, XOTS TSHHKECTb MOPaKeHUs Yy >KeHWMWH HecKoJbKOo MeHee
BbipaXKeHa. V3BECTHO OTHOCUTENbHO He6O/MbLIOE YNCNO X-CLennenHbiX
[OMUHAHTHO HacnefyeMblx 3a60fieBaHWiA. [JeMOHCTPATUBHbLIM MpUMe-
poM fBNfeTCA BUTAaMUH D pe3ncTeHTHbI paxuT. [ns reHeTMKoB oco-
Oblii MHTepec npepacTaBnseTr cuHgpom L TeiiHa — JleBeHTans, KoTo-
pbIii, NO-BUAMMOMY, Hacnegyetrcs no X-CUEMJEHNOMY [LOMUHAHTHOMY
Tuny [Wilroy et al., 1975].

Y-CuenneHHoe HacregoBaHue

MyXuuHa nepenaeT Y-CUENEHNbIi TeH BCEM CbIHOBbSIM, HO He [0-
uepsM. Takoro poga HacnefoBaHWe MOCTY/NMPOBAHO AN MHOTUX MNpPU-
3HAaKOB, OfHAKO HW A1 OAHOTO W3 HWX He MOJyYeHO YEeTKUX fAoKasa-
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TenbCcTB \-CLENNEeHHOro HacnefoBanHsa. HekoTopble XapaKTepucTUKK
KOHTPONUPYIOTCS (akTopamu, 0Kanu3oBaHHbIMU Ha Y -XpOMOCOME,
B YAaCTHOCTM TeCTUKYNspHble [eTepMUHaHTbl U H-Y aHTureH (cm.
naBa 10).

MONNTEHHOE NN MYNbTU®AKTOPUA/IBHOE HACNEQOBAHWE

BonbwuHcTBO 3ab0neBaHWil, paccMaTpuBaeMbiX B [AaHHOW MOHOrpa-
K, ABNAIOTCA pe3ynbTaTtoM MB0 XPOMOCOMHbIX HapyleHuWid, nm6o
MyTauuin ogHoro reHa. OfHaKo ykKasaHHble (hakTopbl He MOryT o6bsc-
HUTb MH CAyyYyau BPOXAEHHbIX aHOManuii, HW HacnefyemocTb HOp-
MasibHbIX aHaTOMWYECKUX U (PU3MONOTMYECKUX Bapuauuin (Hanpumep,
BO3pacT Hauyana MeHCTpyauuii). MoOBTOPHbIA PUCK 6GOMbLINHCTBA aHa-
TOMMYECKUX aHOManuii ykKa3blBaeT Ha HacneiCcTBeHHOe MNpejpacnosio-
XEeHue K MX pasBuTUIO. Hanpumep, B cnyyvyae pOXAeHWS OJHOro pe-
6eHKa C feeKTOM HeBpanbHOM Tpy6ku (aH3HuUedanus munm spina bi-
fida) BepoATHOCTb poOXAeHUA chnefytowero pebeHka € aHanOrM4YHbIM
pedekToM cocTaBnsieT npuMepHo 2%  (faHHble uccnefoBaTenei
CLWA), ecnu nonaratb, 4TO POAUTENN He COCTOAT B KPOBHOPOACTBEH-
HoM 6pake u 06a 340p0Bbl. CXOfHble OLEHKWM MOBTOPHOrO pUCKa 3M-
MUPUYECKN paccymMTaHbl AN8 60MbWIOr0 4Yucaa pacnpocTpaHeHHbIX
aHoManuii, He CBA3aHHbIX C YMCTBEHHOW OTCTanoCTbiO. TOT (hakT,
4YTO HacfeACTBEHHOe MpeApacrnofioXXeHUe, a He BHYTpUCeMeilHble (ak-
TOpbl BHELWHEN cpedbl 06YCNOBNMBAET CEMeWHOE HaKOMeHWe, MOXHO
YCTaHOBUTb, WCNOMb3YS AaHHble 6/U3HEL0BbIX McciefoBaHUi. MoOHo-
3UroTHble 6/1M3HeLbl 60/ee BEpPOATHO, 4YeM AUBUTOTHble, 6YAYyT KOH-
KOpAaTHbIMUW HO aHOManuaM, 3axBaTblBalOWWM OAHY OPraHHyk Cu-
CTEMY, XOTA B KaXJoMm cfyyvyae oba 61M3HeLa NOABEPXEHbl CXOA4HbIM
BO3feNCTBMAM B Nepuof BHYTPUYTpPoOHOro pa3Butma. OfHAaKo OTHO-
CUTENbHO HWU3Kaa BeNMYMHA MOBTOPHOro pucka (2—5%) npegnona-
raeT nubo ydyacTue MHOIMUX FEHOB, IN60 COBMECTHOE B/AUAHMWE TeHe-
TUYECKUX W CPefoBbiX (HaKTOPOB B peanus3aumm npusHaka. B npo-
TMBHOM cfiyyae, ecnum 6bl feekTbl HeBpanbHOW TPy6KM HacnepoBa-
ANCb MO ayTOCOMHO-PELEecCUBHOMY TWMy, MOBTOPHbIA PUCK COCTaBUI
6bl 25%, a ecnAn Mo ayToOCOMMO-gOMUHaNTAoMy Tuny, To 50%.
OAHUM 13 00bBACHEHWI A NPUYMH 3ab0neBaHW, MOBTOPHbLIA PHCK
KOTOpbIX cocTaBnfer 2—5%, ABnAeTcqd NpeanonoXeHWe O MNOJSIHIEeH-
HOM XapakTepe HacnegoBaHus. 3T0 B CBOK O4epefb Mpegnonaraer
Cyl,ecTBOBaHMWEe B MOMNYNALWN HENPEPbIBHOW M3MEHYMBOCTM NpPU3HaKa.
LleHHOCTb [aHHON Mofenu 3aknwyaetcs B TOM, UYTO OTHOCUTENbHO
He60NblIOe YWCNO TEeHOB CMOCOOHO NopoXfAaTb HENPEepbIBHYK (eHo-
TUNNYECKYI0 M3MEHYMBOCTb. Hampumep, ecnm npusHak 1 KOHTponupy-
etcs ogHum (A) unu asymsa (A u B) reHamu. B cnydyae paBeHCTBa
4yacToT remoB Mexay co6oii (p= q=0,5), B nonynayunuu npucyTcTBy-
T 25% uHgusmngos AA, 25% wuHameugos aa (p2= g2= 0,25) n 50%
WHAMBMAOB C reHoTunom Aa. (2pg=0,5). Ecam e fBa reHa KOHTpoO-

1 MpeanonaraeTcsi, 4TO KaXAblii reH MMeeT TONMbKO ABa annens: A M a nam
Bwu b
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Puc. 16. 'mcTorpamma OTHOCHK-
TeNbHbIX NPONOpUUI WHAUBUAOB
C pasHbiMM  reHoTunamm (AA,
Aa, aa), ecny NpuU3HaK KOHTpPO-
NMpYeTcs OfHWM TEHOM, KOTO- 50
pblii nNpeAcTaBneH ABYyMS anne-
namun (A vnm a). Ecnn A =a=0,5,
T0 A2=a2=025 wn 2pgq— 0,50
(ypaBneHune Xapan — Beinbcp-
ra). Takum obpasom, 25% WHAW-
BMLOB B MNOMNYNALUU WMEIOT re- 25
Hotun AA, 25% —aa un 50% —
Aa. Ecnm A= 0,9, 10 81% nuy
6yayT uMMeTb reHotun AA,
18%—Aa n 1%—aa [no Sim-
pson J. L. Disorders of Sexual
Differentiation. Etiology and
Clinical  Delineation. — New
York: Academic Press, 1976,
p. 43. lMeyataetca c paspelle-
HuA].

NNPYOT pasBuTUe NPU3HaKa, BO3MOXHO CylleCTBOBaHWEe 9 reHOTUMNOB:
AABB, AABb, JIAbb, AaBB, AaBa, Aabb, aaBB, aaBb, aabb. B no-
nynaumm 6yayT UHAMBWUAbLI TOMbKO 5 (PeHOTUNUYECKUX KAaccoB, €cnu
reH A OKasblBaeT TO XXe fAeiicTBMe, YTO M rem B, a renm a— T0 Xe,
yto ren b Monynauus 6yaet cocTosATb U3 9 KNaccoB MHAWBUAOB, €Cn
reHol A n B, Tak e KakK reHol a u b, 0Ka3blBalOT pa3fiMyHOe BAUAHUE
(tabn. 8). Mo wmepe YyBeAWYEHUS 4mMcna FeHOB, KOHTPONMPYHLWMNX

Ta6nmua 8 B3aMMOCBSi3b MEXAY YMC/IOM TEHOB, KOHTPO/IMPYHOLLUX NpPU3HaK,
N YUC/IOM K/1aCcCOB MHAVBUAOB B MOMY siLMM

Yucno reHos Knaccbl MHAUBNAO0B Yucno knaccos
1@, a) AN, Aa, aa 3
2. (A, a B, B) AABB, AABB, AABB
AaBB, /laBs, AABB 3

aaBB, aaBB, aaBs
g

Mo Simpson J. L. Disorders of Sexual Differentiation. Etiology and Clinical Deli-
neation.— New York: Academic Press, 1976, p. 39 (neuataeTcs C_paspelleHus).

MpumeyaHune: A n a ob603HayalT annenn oAHoro nokyca, B u B—pgpyroro. Ecnu
OAMH TeH KOHTPONWPYEeT Hanuyue WAW OTCYTCTBME [aHHOro TNpu3Haka, nonynauus co-
0epXUT TpWU FTEHTUNMYECKUX Knacca; ecau ABa reHa KOHTPOAMPYIOT NPU3HaK, monynauyus
COAEepPXMUT 9 reHOTUNUYECKUX Knaccos. [pu yBennMueHUM uncna“annenen AaHHOro nokyca
6yaeT yBenmunBaTbCH YMCNO FEHOTUMOB.

Npu3HaK, rpauuyeckoe npeacTaBfieHWe NPoOnNopuMM WHAUBWUAOB KaX-
[Joro knacca 6yaet Bce 6onee nNpubamxaTbCs K rayccoBckomy (Hop-
ManbHOMY) pacnpegeneHuto. Ha puc. 16 npeacTaBneHa cuTyauus ans
Tpex TFeHOTMMNOB; NpPW 6GONMbLIEM YuKC/ie TEHOTUMNOB OKaXeTcs 60/bluee
yncno cTonbuoB, B npeaene NpPUBANXKaKOLWMUXCS K rayccCoOBCKOMY pac-
npegeneHunto.

Mpu3HaK, KOHTPONUPYeMblAi HECKONbKUMW FeHamu, Ha3blBalT Mo-
NNreHHbIM. HenpepbiBHas M3MEHYMBOCTb MPU3HAKA TaKXe MOXeT
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Puc. 17. Mogenb NnonuUrenHoro
(MynbTUakTOPMaNnbnoro) Hacnego-
BaHWA, npegnonarawolias cyuiecT-
BOBaHWe MoOpora, Bbllle KOTOPOro
npossnseTcad aHomanusa. PoguTenu
60nbHOro pebeHka MMelT 60MbLIYI0
npeApacnonoXeHHocTb (T. e. CTOAT
6nnXe K mopory), Yyem 6GOAbHLIMCT-
BO /My B nonynauymm [no Simp-
son J. L. Disorders of Sexual Dif-
ferentiation. Etiology and Clinical
Delineation. — New York: Acade-
mic. Press. 1070, p. 43. MeyaTaetca
¢ paspeweHunsa]. CTpenkoin ykasaH
nopor.

6bITb pes3ynbTaToM feAcTBUS 60ONbLWOr0 4ucna anneneii OAHOro fo-
Kyca, na KOTOpbIi OKa3blBaldT BAUSIHUE (aKTOpbl BHELIHEl cpefbl.
Ecnn BHeWHecpesoBble M TFeHeTMYEeCKMe (aKTopbl yyacTBYHT B op-
MUPOBaHMW NpH3MaKa, 60MbWMHCTBO FEHETUKOB B 3TOM C/ly4yae FOBO-
PAT 0 MY/NbTH(AKTOPMANbLHOM Hac/ieAoBaHUU. Takum 06pa3om, Henpe-
pbiBHAs BapuaLus MOXET ABMATbCA pe3yabTaToMm geictsus: 1) 6onee
yem ofHoro rena; 2) 6onee ABYyX anneneil 0AHOro nokyca unm 3) of-
HOro reHa COBMECTHO C (hbaKToOpamMu BHellHel cpefbl (MynbTU(aKTo-
pHanbltoCcTb). [lonureHnoe u MynbTUdAKTOPUaIbHOE Hac/iefoBaHue
00bIYHO HEpasNMYMMo, XOTS TEOPETMYECKU 3TO MOXHO CAenaTb npu
COMOCTABAEHUN MOHO- U AU3UTOTHbIX GJU3HELOB.

MonureHHas WMAM MynbTU(aKTOPHanbiTas MOAENb HacnefoBaHUA
MOXeT O0OBACHWTb HacnefoBaHWE HEMPepbiBHO M3MEHYMBBLIX (Macca
Tena, LUBeT KOXW, BONOC, AaBjeHMWe KPOBM, BO3PaCT Havyana MEHCTpya-
UMiA, cnocobHOCTb MeTaboNM3MpoBaTh JIeKapCTBEHHble CPeAcTBa) HOp-
ManbHbIX aHaTOMWYECKUX U (U3NONOTUUYECKUX Npu3HakoB. Opmnako
NOAUTeHHOe HacnefoBaHWE He B COCTOSHUM O0OBSCHUTb anbTepHaTUB-
HYI0 WM3MEHYMBOCTb, MPW KOTOPOA MOMNynAuusa COCTOUT W3 [BYX [MC-
KPETHbIX TPYNM: MOPaXeHHbIX U HEMOPaXeHHbIX (HampumMep, paclie-
NMHa Heba, xapaKTepuaytoLasaca He3HauYnTebHOW N3MEHUYNBOCTLHO CTe-
NeHW MposBfeHUs AedeKkTa, XOT HEKOoTopas W3MEHYMBOCTb OTMeYeHa
AN Bcex npH3nakoB). ONns 06bACHEHMS NOJ06HON AMXOTOMMYHOCTN
nocTynupyeTcs cyl,ecTBOBaHUE MOpora, Bbille KOTOPOro (eHOoTMNU-
Yeckn nposBnseTca nopok passuTua (puc. 17) [Fraser, 1976]. Ta-
KUM 006pa3oM, (PEHOTMMUYECKU HOpMaNibHble POAMTENnU 6GOMbHOro pe-
6eHKa, MO-BUAMMOMY, HaxoAsaTca 6AMXe K nopory, 4yem 6O/bLIMHCTBO
MHAMBMAOB B nonynsuuu. MNpefpacnofioXXeHHOCTb K pa3BUTUID MOPO-
Ka MOXEeT NposABAATLCA yXe B 3MOpuoHansHOM nepuoge. Ecnn ambpu-
OH pa3BUBAETCH CAMLIKOM MeA/NEHHO, HEKOTOPble CYLIeCTBEHHble 3Ta-
Nl 3aM6puoreHesa MOTryT He 3aBepwartbCsd, NpPUBOAA K aHoOMannam
pa3BuTuA. Hanpumep, ecnn HebHble NAACTUHKU AOCTUrAT CPeAVHHON
AMHUM B COOTBETCTBYIHOLLEE BPEMS, OHW CAUBakTCA, 06pa3ys BTOpUY-
Hoe He6o. Ecnm Kk 3TOMy cpoKy Mebuble MAACTUHKM Me fJocTurawT
CPeAUHHON NINHUMK, TO WX CAUAHWUA HE MPOUCXOAUT, UYTO MPUBOAUT K
pacuienuHe Heba. HacnegcTBeHHbI (akTop (NpegpacnofioXXeHHOCTb)
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MOXEeT, Takum 06pa3om, onpefensaTb TemMnbl pocTa C pasBUTMEM JSIM6O
OTCYTCTBMEM aHOManuu B 6ygyuiem. Ou4eBMAHO, 4TO U Apyrue ak-
TOPbl — pasMep HWXXKHEN 4YentoCTU U A3blKa — TaKXe BAUAKT Ha npo-
Lecc CAMAHUS He6HbIX MAacTUHOK.

Y 4enoBeka NpeanonoXeHWe O MOMIMFEHHOM WAW MynbTU(aKTop-
HOM HacnefoOBaHWM NpU3HaKa, NPOSBNAOLWLEr0CA TONMbKO MO [OCTMXKe-
HUM OnpejeneHHOro Mopora, BO3HWKAaeT W3 CAeAyHLWUX pe3ynbTaToB
3MOUPUYECKUX CTATUCTUYECKUX HabBNOAeHWIA:

— 3abonieBaHMe, YacToTa KOTOPOro 06bIYHO cocTaBaseTr 1 uam 2
Ha 1000 poX[eHHbIX M 06bLIYHO BOB/EKaeT B MpPOLLECC OfHY OPraHHyto
cUcTeMmy;

— Mocfie poOXAEHUS O0AHOro MnopanoHHOro pebeHKa MNOBTOPHbIN
pncKk Ana nocnegytuwmx cubcoB 06bIYHO Konebnetca oT 2 Ao 5%
B 3aBMCMMOCTW OT BUAA aHOManuu; nocne ABYX MOPaxeHHbIX CM6COB
pncK yBenuumBaeTcs, HO He gocturaet 25% (kak Mpu peLecCMBHOM
HacnefoBaHuu) mnm 50% (Kak Npu JOMUHAHTHOM);

— npu 6onee yvacToii BCTpeyaemMocTu 3aboneBaHWMA y WHAUBMAOB
OfHOTO nofa PprcK Ans PpOACTBEHHUKOB Bbille, ecAn npobaHa npu-
HaAeXxuT K Meuee 4acTo mopaxaemomy nony. Hanpumep, nunopo-
CTEHO3 Yallie BCTpevyaeTCqd y Malb4MKOB, YeM Yy [eBOYeK. Takum 06-
pasoM, MOBTOPHbLIA pUCK Ans cnefylolwero pebeHka O6yneT Bbille, eCnu
npo6ang XeHCKOro mnona;

— 4Yem TsAXenee aHOManMa, TeM Bbille MNOBTOPHbLIA puck. Hanpu-
Mep, NpW [ABYCTOPOHHelW pacuwenMHe rybbl ¥ Heb6a MOBTOPHbLIA pUCK
BbIlLe, YemM Mpu OLHOCTOPOHHEN;

— KOHKOpAaHTHOCTb (4acToTa OAHOr0 W TOro ke 3aboneBaHusa y
o6oMx 61M3HELO0B) Bbille ANA MOHO3UTOTHLIX, YeM A1 AWN3UTOTHbIX
61n3MeyoB, XOTS MOHO3MTOTHble 6/M3HELbl MOTryT 6biTb U AWCKOpP-
JanTHbIMU;

— C YMEHblUeHMeM CTeMeHW pOACTBA MOBTOPHbIA PUCK ANA poj-
CTBEHHUKOB CHUXXaeTcs 60fee pe3ko, 4em NpuM ayTOCOMHO-AOMUHAHT-
HbIX 3a60neBaHNAX;

— nocne poOXAEeHUs 0fHOro 60/7bHOro pebeHka BEPOSATHOCTb AJf

cnepytouero cmbca OblTb MNOPaXEHHbIM COCTaBASET MNPUMEPHO: YX,
rae X — nonynaunMoHHas yacTtoTa 3abonesaHus [Edwards, 1960]; Ta-
Kue fee OLEeHKU cnefyeT MCnonb3oBaTb MPU KOHCYNbTUPOBAHUU BPOX/
[leHHbIX nopokos cepgua [Nora et al., 1970a].

B OTHOWEHUM 4YenoBeKa MOYTM HEBO3MOXHO A0Kas3aTb, UYTO KOH-
KPETHbIi MPU3HAK WMEET MOJIHFEMHYIO, a He MYNbTU(aKTOpPHaNbHYIO
aTuonoruio. bonee TOro, MeAMUUHCKME TeHETUKW 4acTo CBOGOAHO wuC-
NoNb3ylT TEPMUH «MOMUTEUHbIN» AN 0603HaYeHMs NHOGOro0 NpusHa-
Ka CO C/IOXKHbIM XapakTepom HacnefoBaHusa. B HacToswer KHure
yacTto OyAeT MCMONb30BaTbCA KOHLEMUWUA MOMHIEHHOro U MynbTudak-
TOpNanbHOro HacnefoBaHMsA, OANAKO aBTOPbl MOMHOCTbID OCO3HAMOT,
YTO He BCe FeHEeTUYECKUe CMOXHOCTW Y/;e NpPeofoNeHbl.

Heobxognmo 6o0nee noapo6HO OCTAHOBWUTbLCS Ha HacnegyemocTw,
noustuu, NPEANOXEHHOM ANA WUCMNOMb30BAHWA s FEHETUKE pacTeHui
U XXWUBOTHbIX, AN KOTOPbIX W3BECTHbl CTPYKTypa CKpewuBaHWUi u
BHELUHecpefOBbTE YCNOBMA. YacTo MpPUMeHsSeMblii 8 KOHTEKCTE HOMU-
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reHHOro HacnefoBaHWS TEPMWUH «Hac/lefAyeMOCTb» OTHOCUTCA K TOW
4yacTu W3MEHYMBOCTW MPU3HaKa, KoTopas 06ycnoBneHa afAuMTUBHON
reHeTMYeCKOM W3MEHUYMBOCTbIO, T. €. CTeMeHbl TeHeTMYECKOro KOHT-
pons He3aBUCUMMO OT AOMWUHAHTHOCTM wWAM 3nucTasa. (JOMUHAHT-
HOCTb — fiBNeHNe B3aMMOAEWCTBMA anneneid 0fHOro0 reHeTUYecKoro fo-
Kyca. dnuctas — B3aMMOAeincTBMe anneneil pasinyHbIX NoKycos). [o-
MWHAHTHOCTb W 3MUCTa3 - - XapakTepucTuKK, He Mepegarolimecs no
HacnefCcTBY, a BO3HMKalUiMe B KaXAOM MNocneaylouleM MNOKONEHWUN
3aHOBO. TakuMM 06pa3oM, OHWM He BKAw4atoTca B Hacnegyemocts (h2),
KOTOpas OoTpaXaeT TO/bKO FEHETUYECKU KOHTPOAMPYEMYI 4acTb W3-
MEHYMBOCTU MPM3HaKa M MOXeT nepefaBaTbCa M3 MOKOMEHUA B MO-
koneHue. MoHATME «lr» MCMONMb3yeTcs MPU CENEeKLUN XUBOTHLIX W
pacTeHuWli ANS MNOAYYeHUS >KenaemblX NpusHakoB. OLEHKY Hacnegye-
MOCTW TakKXe 4acTO MCMONb3YKT B FeHeTUUYECKUX WUCCNefoBaHUAX Ye-
noBeka npu 6/M3HELLOBOM aHanM3e HenpepbiBHbIX (KOAUYECTBEHHbIX)
npu3HakoB (Hanmpumep, poCT, fAaBfieHWe KpoBu). OfHaKo MNpUMeHU-
TebHO K MONyNAUUM 4YenoBeKa, B KOTOPOM He KOHTPONUPYHTCSH HU
CTPpyKTypa 6pakoB, HW BAMAHWE Cpefbl, OLEHKa HaclefyeMoCTW MO-
XeT OblTb TONbKO MpU6AN3NTENbHOR. Becbma 6AM3KUM MOHATUEM,
MCNONb3yeMbIM B 6GAM3HELOBbIX MCCAEf0BAHUAX YenoBeKa, ABAAETCH
CTeneHb reHeTUYecKoW pAeTepMuUHauUMW. IOTO MOHATUE LIMpPe, YeM Ha-
cnegyemocTb, TaK KakK BKfto4yaeT B cebs TakuMe reHeTU4Yeckue KOMMO-
HEHTbl, KakK AOMWHMpPOBaHME U 3nuctas. [eNcTBUTeNbHO, CNOXHble
(He apoUTUBHbIE) TeHeTWYecKMe B3aMMopgencTBua (LOMUHMPOBaHME U
anucTa3) 3aTPYAHAKT aHanM3 reHoTuna no PEeHOTMNY KOMUYECTBEH-
HOro npusHaka. Pe3ynbTaTbl 3TUX B3aUMO[LENCTBUI Yy 4enoBeka, Kak
npaBuao, Y4uTbiBalOTCA B OAM3HELOBbLIX WCCAeAOBaHUAX; ClefoBa-
Te/bHO, OLeHKN FeHeTMYeCKO KOMMOHEHTbl He 3KBUBANEHTHbl Hacne-
AyeMmoli KOMNOHeHTe, onpefeneHHON Kak h2 (gona agAUTUBHON reHe-
TUYECKOW BapuaHcbl). OQHAKO TakMe OLEHKM 4acTO MHTEpnpeTupyroT
KaK «HacnegyemocTb». [lonarasi, 4To CpefoBble BO34EACTBUS B OTHO-
WeHUN ABYX TWUMOB 6MM3HELOB OAMHAKOBbLI, a B3aMMOJENCTBME TEHO-
TMna W cpejbl OTCYTCTBYEeT, CTemNeHb FeHeTUYecKol geTepMuHaLUu
4yacTo OLEHMBAKT Kak

" vDZ v MZ
H=-———

Dz

roe V. —BapuaHca pasnuuuii mexsay 61M3HEL0BbIMM NapaMu MO aHa-
nmsnpyemomy npusHaky, DZ — gusnroTtHole (43), MZ — MOHO3UTOT-
nole 6amsHeubl (M3). OpfHako And  HENocpeiCcTBEHHbIX PacyeToB
ne cnefyet MpPUMeHATb MPUBEAEHHYH (OPMYNy, MOCKONbKY [aHHas
OLEeHKa He MMeeT CTPOroil reHeTuveckol uHTepnpeTauuun. W3BecTHbI
npuemaemble OPMY/Nbl pacyeTa HacledyemMocTu M KO3dpuumeHTa re-
HeTWYeCKOW AeTepMUHALUN KONUYECTBEHHbIX (HEeMpepbiBHbIX) Mpu-
3HaK0B, KOTOpble Y4YUTbIBAOT pe3ynbTaTbl W3MEHEHWUA pasnuyunii
MEeXZAy MOHO3HTOTHbiIMM (M3) u ausuroTHeiMu (43) napamu 61U3-
HeyoB [cm. Cavalli-Storza, Bodmer, 1971; Vogel, Motulsky, 1979].
Ecnn reHeTMuyeckas KOMMOHEHTa [N M3y4YaeMOro MpuU3Haka CyLiecT-
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ByeT, TO cnepoBano 6bl oxupatb, 4To M3 61M3HeLOBble napbl OTNU-
yalTcAd B cpefHem MeHbwe, 4YeM [3 napbl. 3HauyeHue nNpusHaka y
L3 6nn3HeL0B 06YCNOBNEHO KaK FEHeTUYeCKUMW, TaK U CpPefoBbIMU
BIMAHUAMW, B TO BPEMSA KakK W3MeHYMBOCTb cpeau M3 61M3HeLOB
obycnoBfieHa TO/NbKO cpefoBbiMW. CrefoBaTeNbHO, BbIYUTAHUE Vmz
TEOPETUYECKN [AOMKHO MPUBOAUTH K OLEHKE CTEMeHW FeHEeTUYEeCKOW
M3MEHUYUBOCTU OTHOCUTENbHO BCEW W3MEHYUBOCTU (Vdz). MIHTepnpe-
Taunsa 3TUX OLEHOK HacneayemocTu («reHeTmyeckas feTepMuUHaLuUs»)
CBfi3aHa CO MHOTMMW AONYLWEHUAMMU, B TOM yucne c: 1) obuwummu cpe-
LOBbIMW BAUAHUAMK Y M3 n O3 6/113HEL0B U 2) OTCYTCTBUMEM B3au-
MOZeNCTBUS reHoTun — cpega. OpHako o6a 3TuxX AonNyulieHWs, Bepo-
ATHO, HECOCTOATENbHbI. bonee TOro, ecnn OLEHKa NpoBefeHa KOPPEeKT-
HO, HacnefyemMocTb He MOCTOAAHHAS BennynHa faxe ANS 3KCNepUMEH-
TanbHbIX NONYNAUUA U MOXET W3MEHATbCA B 3aBUCMMOCTW OT BO3-
pacTa, nona, reHeTU4YeCKUX W CPefOBbIX YCNOBWiA. [Apyrumu cnoamum,
OLEHKN HacnefyemMoCTM HEOAWHAKOBbI [N OAHOrO0 M TOro >Xe Mpu-
3HaKa B pa3NINYHbIX NONYNALUAX WAKW B OJHOW U TON Xe nonynauuu,
HO B pa3HOe BPeMsA, YTO XOPOWO M3BECTHO B OTHOLWEHWUW pacTeHui
W XUBOTHbIX [Falconer, 1960]. Takum o6pa3om, abconTHOE 3Haye-
HWe OUeHKW HacnefyemMocTu ANf NONynauuM YenoBekKa He [O/MKHO
ObITb CNAULIKOM XXECTKUM. TeM He MeHee COOTBETCTBYIOLIME 3HAYEHUA
HacnegyemocTV ANA pasnuyHbIX MPU3HAKOB MAM 3ab0neBaHWin MoryT
yKa3blBaTb Ha YCNOBWA, 3HaTb KOTOPble MOMIE3HO [N TOro, 4To6bl
NPOBOAUTbL FeHETUYECKME UCCNef0BaHNA APYTUMKU MeTodamu.



FfnasBa 2

MEH/E/TIEBCKUE 3ABOJIEBAHWSA N UX BAVSHUE
HA PENPOAYKLMIO

3ameyvaTenbHa Ta ObICTPOTA UM UHTEHCUBHOCTb, C KOTOPOW pasBMBalo-
wasica MeAMUMHCKas reHeTMKa OKas3biBaeT BAMSHMWE Ma aKylWepcTBO
M TUHEKONOTM. IJTO HAXOAWUT CBOe OTpPaXKeHWe H B YBENWYEHUU YuC-
na TeHeTUYeCKU [AeTepMUHUPOBAHHbIX 3a60M1eBaHU, OTKPbITLIX 3a MO-
cnefHve fABa pecAaTunetus. B Ta6n. 9 npeacTaBNeHbl «HOBble» MNpU-

Ta6nuya 9. MeHaenupyloume Npu3Hakn y 4yenoseka 1

rogpl

Tun HacnefosaHuAa
1959 1966 1968 1971 1975 1978

AYTOCOMHO-A0MU-
HaHTHbIA 285 837 793 943 1218 1489

AyTOCOMHCbpeLec-
CUBHbIN 89 531 629 783 947 1117
X-cuenneHmnbli 38 119 123 150 171 205
Bcero ... 412 1487 1545 1876 2336 2811

. Mo McKusick V. A. Mendelian Inheritance in Man. Ed. 5.—Baltimore: Johns Hop-
kins Press, 1978.

1MpuMepHO B NOMOBMHE MPUBEAEHHLIX Cly4vyaeB MeHZeNeBCKOe HacnejoBaHMe cuuTa-
eTcs [0Ka3aHHbIM, B OCTaNlbHbIX OHO Hanbosiee BEPOATHO,

3HaKuW, KOTOpble, KaK MonarawT, HacneaywTcs y 4esoBeka N0 3aKo-
HaMm MeHpgensi. MNpeAcTaBfieHHble AaHHbIE, MOMlyYeHHble B pe3y/bTaTte
COBMECTHbIX YCWUAWIA Hay4HbIX nabopaTtopuii M KAUHULWUCTOB, CBUAe-
TeNbCTBYIOT O 7-KPaTHOM YBe/IMYEHWUWU 4YmMcia HaCNefCTBEHHbIX (opM,
onucaHHbIX 3a nocnegHue 20 neT. HeBO3MOXHO B OAHON rnaBe pac-
CMOTpeTb BCE MEHAeNupylowmne npu3Hakm M onucaTb UX BAUSHUE Ha
penpoaykumnio. CKpoOMHas 3afjavya aBTOPOB 3aK/l4aeTCcsa B TOM, YTOObI
obcyauTh Hambonee pacnpoCTpaHeHHble W3BECTHble U MOHUMAaEMble
MEHAenupytolme MpuU3Haku, Bbi3biBalOWMe 601e3HEHHbIE COCTOSAHUA,
KOTOpble MOTYT BAUSATH Ha penpogykuuto. bonee peTanbHbI aHanus
npobnembl n3noxeH B nyb6nukaumm Schulman, Simpson (19S1).

FEMOTM/TIOBUHOMATUN
BeegeHne

FemornobuH npepcTaBngetT coboil TeTpamepHbii 6en0K, COCTOAWMNA U3
4 rno6uHOBLTX LeMeid. Y 4enoBeka onucaHo 6 CTPYKTYPHO pasfiunua-
OUWMXCS TUNOB rNo6UMOBLIX Lenei, 0603HavYaeMbiX a, R, y, 6, e u £
(«anba», «b6eTa», «ramMma», «fefbTa», «3NCUMOH» WU «A3eTa» COOT-
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BEXCTBEHHO) [Bunn, Forget, Ranney, 1977]. Femorno6uHbl am6puoHa,
cojepxauime e- n £-uenu, o4YeHb OLICTPO MO Mepe pa3BUTUA nnofa
3ameltatroTca gpyrumm uensmu. [ee a- U ABe He a-uenu, obbefuHsA-
ACb B LENOCTHYK CTPYKTYpYy, 00pas3ytoT pasHble reMorfo6uHbl.

CWHApOMBbI Tanaccemuii 0603HavYaldTCas U KnaccupuumpyroTca B 3a-
BMCMMOCTM OT TOrO, CUHTE3 KakOoi rno6MHOBOW Uenu HapyweH. Ta-
nacceMus SBNAETCA KONMYECTBEHHON (HOPMOM HapyLlleHUs CuHTesa,
npu 3TOM CTPYKTypa uenu rnobuHa ocTaeTcs HEU3MEHEHHOW. Pasnu-
YyaloT [Be OCHOBHble rpynnbl 3aboneBaHus a- u B-Tanaccemuu, npu
KOTOPbIX HapylleH CUHTe3 remMornobuHa A, cOCTOfLLErO0 W3 ABYX a- U
ABYX B-uenei (c”~r). 3Tu rpynnbl 3a60neBaHNn UMEIOT pasHyl 3TUO-
nornto. Ha MOSIeKyNsspHOM YpOBHe HapyleHWs MOryT 3aTparumBath
pasnuyHble cTyneHun TpaHckpunuuun AHK wnm tpaHcnauun mPHK na
nyTU cuHTe3a rnobuHOBONW Lenu.

Camoli pacnpoCTpaHeHHOW ¢opMmoii TanaccemMumn SBASiETCA a-Ta-
naccemus, Kotopas obycnosneHa feneuuein ogHoro mnu 6onee CTpyk-
TYPHbIX FEHOB, Koaupytowux a-rnoouHd [Ottolenghi et al., 1974]. Mpwu
rOMO3UTOTHOM COCTOSIHUU (feneuns BCeX 4 reHoB) a-UenH ne CUHTe3n-
pytlTCA, U nnaog, Takum o06pa3oM, He B COCTOSHUM CUHTE3NpPOBaTb
HUW HbF (@2Y2), HuM Kakoin-nmb6o WHOW TreMornobmH B3POCbIX
[Weatlierall, Clegg, Wong, 1970]. 370 npuBOAMNT K PasBUTUIO BOAAH-
KW nnofga, 4acTto coyeTalleiics C nopaxeHuWem cepgua, U MepTBO-
poXaeHWocTH. Haubonee Taxenoi (opmoii a-Tanaccemun, KoTopas
elle COBMEeCTMMa C MOCTHaTaNbHOW XW3HbIO, ABNfeTCcA 60ne3HbL HbH
(B4), obycnoBneHHas peneuyunein Tpex a-reHoB [Kan et al., 1975a].
AHoOManbHble Konuyectea HbH u Hb Bapta (yO npuBogsaT K yme-
PEHHO BbIPaXEHHON reMoNuTUYecKoi aHemuun. lMpu manoil a-tanac-
cemun (a-tanaccemus-1), Korga AeneTtnpoBaHbl 2 reHa, pa3BuBaeTcs
cnabo BblpaXeHHasa rMNOXPOMHas, MUKpoLUTapHas anemus, KOTOpYHo
HeobxoAMMo audhepeHUMpoBaTb C Xenes3oaepuuUNUTHONW aHemuel. [e-
neuns ofHOro reHa (a-tanaccemMusa-2) He UMeeT KJAUHWYECKUX Npo-
agneHuit [Orkin, Nathan, 1976]. CyLiecTBYIOT HEKOTOpble OTINYUA B
aTMonorny a-tanaccemuy y npepctaBuTenieil HErpouMaHoON pacbkl U eB-
poneoufHoi. Tak, y npeAcTaBuTeneil HerpouMaHON pacbl npu a-Tanac-
cemun-1 geneTupyemble renbl HaxXoAATCSA B TpaHC- (Ha rOMONOTrUYHbLIX
XpOMOCOMax), a He B LWUC-MONOXeHUN (Na TOM >Xe XpPOMOCOME), B pe-
3ynbTaTe 4ero kak 6onesHr HbH, Tak u a-Tanaccemns B 4UCTOM
BuUAe BCTpeyatoTcs pegko [Dozy et al., 1979].

Mpu B-Tanaccemun fgeneuun reHoB ne npoucxofgut. OnucaHbl fiBe
hopmbl R-Tanaccemuu: R+-TanacceMnn, MpPU KOTOPOW Habnopaaetcs
CHVXXEHME CKOpPOCTW CMHTEe3a rnobuHa, u R°-TanacceMiNe, Npu KOTOpOWA
cuHTe3 R-ueneil nonHocTbio nogasneH [Conconi et al., 1972; Forget
et al.,, 1974; Kan et al., 1975c]. Mpn romo3nroTHoih 6onblwoi RB-Ta-
naccemnn OTMeyaeTCs He3HauyuTenbHoe o6pa3oBaHue R-ueneii wnau
CMHTEe3 NX BOO6LWE He MPOMCXOAMT. Y nnoja ne pa3BMBAETCA THAXe-
noe 3aboneeaHue B pesyfnbTaTe TOro, YTO Yy Mero BbipabaTbiBalTCA
V-uenu. OAHAKO cpasy nocne pPoXAeHUs 3alWuTHOe felicTBue y-uenei
npekpawaerca. K Bo3pacTy 3 MeC Yy MOpaxeHHbIX feTeli Ha (oHe
KNMHUYECKU BbIPQXEHHOW aHeMuu pas3BMBaAeTCA remaTtomeranuns
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UM Heob6XOAMMO NPOM3BOAWUTL MepenuMBaHue KPOBU KaxAable 3—4 Hef.
Kak npasufio, 6onbHble norubawT B Bo3pacTte o 30 net OT remocn-
fJepo3a Muokapga. Y O60NbHbIX XXEHCKOro nona, LOXWBWKNX L0 nybep-
TaTHOro nepuofa, 06bLIYHO OTMevaeTcs ameHopes u 6ecnnogue [Ne-
cheles, 1973].

Manas B-TanacceMusi UAM reTepo3UroTHOe COCTOAHME Mo R-Tanac-
cemun — BecbMma BapuabenbHOoe NO xapakTepy TeyeHUs 3aboneBaHwue,
npuyeM ero TAXeCTb 3aBUCUT OT CTENeHW YrHeTeHWA MNpoayKuum
B-ueneii. 310 3ab6oneBaHNe MOXET BOOOGLLe He MPOSBAATLCS KAMHUYeE-
CKM M 4acTo JAumarHocTupyeTcs TONbKO Noc/fe TOro, Kak COCTOsiHME
60NbHOrO Me yfAy4ywaeTca nocfe MOBTOPHOrO BBEeAeHWA npenapaTos
Xenesa nubo nocne poXxpeHus y nero pebeHka C rOMO3UrOTHbIM 3a-
6onesaHmem. Manas R-Tanaccemus 4acToO CONPOBOXKAAETCA YyBeamye-
HMEM Yucna 3pUTPOLMTOB, MUKPOLMTO30M, FMNOXpPOMa3sneit, yBenmye-
Huem ypoBHA HbA2 (a262), cofepxaHWa CbIBOPOTOYHOIO >Kenesa W
nokasaTens HacblleHns xenesa 6onee 20%.

K HacTofWweMy BpeMeHW ONUCAHO HECKO/SIbKO COTEeH CTPYKTYPHbIX
BapMaHToB a-, B-, y- u 6-ueneii. Hanbonee 4acto M3MeHEHHbIN aHa-
Nnor oTnM4YaeTcs OT HOPManbHOro BapuaHTa rno6MHOBON uUenn 3ame-
WeHMeM TONbKO OAHOW aMWHOKWUCAOTbl. MECTOMOMOXEeHNE 3aMeLLeH-
HOW aMWHOKWCAOTbI 3aMeTHO BAMSAET Ha (PYHKLMOHalbHOE COCTOsAHUE
MO/IeKy/ibl remorfio6buHa. Ecnm WMHAMBWA TFOMO3WMIOTEH NO MyTanTno
M3MEHEHHOW R-ueHW (nmanpumep, reH remornobmHa S), Bce ero remo-
rnobuHbl (nocne poXAaeHus) OyayT coaepxaTb S-rnobumosbie Lenn
(Bs) BmecTo HopmanbHbIX RBA-n;eneii. Ecnn e WHAMBML TeTepo3nro-
TeH, To ogHa Rs-4enb O6ygeT 06beAMHATLCA C HOpManbHOW RA-4enbio
(Hanpumep, U2BARR).

VI3MeHeHUs1 penpoayKTUBHOM cnoco6HOCTM

Mpn6nnsntenbHo '10% amMepuUKaHCKUX HErpoB — reTepo3nroTHble HO-
CUTENN reHa remornobuHa S; 3TO COCTOAHME paccMaTpumBalT Kak
Npu3HaK cepnoBMAHO-KneToyHocTn [Motulsky, 1973]. Pa3sHble rpyn-
nel uccnepgosateneih [Whalley et al., 1963, 1964; Pritchard et al,
1973; Blattner, Dar, Nitowsky, 1977] cpaBHMBanu ucxofbl 6epemeH-
HOCTEA Yy XEHLWMUH C HOPMaNnbHbIM FeMOrn06MHOM N Y XEHWMWUH ¢ npu-
3HaKOM CepnoBUAHO-KNEeTOYHOCTU. OKaszanocb, YTO OLEHKM 4acToThl
CMOHTaHHbIX abopTOB, HWU3KOM Macchbl Tena MpPU POXAEHUU, TOKCEMUU,
6annoB no wkane Anrap M nepuHaTanbHON CMepPTHOCTM B 3TUX ABYX
rpynnax BMojHe conocTaBuMbl. OgHako 6GepeMeHHble C MPU3HAKOM cep-
NOBMHO-KNETOYHOCTM B 2 pa3a valle, YeM XKEeHLWUHbl C 0OblYHbIM re-
MOrnobuHOM, cTpajanu UHPeKuMaMu mouveBbiX NyTeil. |l Bce Xe 3aTu
XeHLWMWHbI BO BpeMs 6epeMeHHOCTM U pOfOB 4YyBCTBOBaNU cebsa Xopo-
Wwo. HecmoTps Ha 3To, NpU NPUMEHEHUW aHecTe3nun Heobxoguma onpe
fiefleHHas HaCTOPOXEHHOCTb B OTHOWWEHWU o06GecnevyeHWs LOCTATOYHOW
oKcurenauuwH u npegoTBpalleHWs MNOABNEHUA CEpPNnOBULHO-KNETOUHbIX
3pUTPOLUTOB.

Y 060nbHbIX, FTOMO3UrOTHbIX no reny HbS, passBuBaeTca cepno-
BUAHO-KNeToyHasd aHemua (CKA), conpoBOXAawlWancs TAXEeNbIMU
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OCMIOXHEHUAMU, B YACTHOCTM M3-3a BbIPAXEHHOr0 YKOPOYEHUS Mpo-
OOMKUTENbHOCTU >XU3HW 3puUTpouMTOB. HecMoTps Ha [O0BOMbHO HU3-
KYI0O CMEepTHOCTb CpeAau pOXeHWul, KOoTopas cTafa BO3MOXHa B pe-
3ynbTaTe BbICOKOTO YPOBHSA POOBCMOMOXEHUS, NepuHaTanbHas CMepT-
HoCTb (NPU6GNM3NTENbHO B 28% C/Ay4YyaeB) M 4YacToTa POXAeHUA AeTei
¢ Mmaccoi Tena 2500 r u meHee (nMpumepHo B 45% cny4yaeB) ocTalT-
cA BbicokMMmn [Freeman, Ruth, 1969; Perkins, 1971a; Pritchard et al.,.
1973]. Mo-BNAHMOMY, M 4YacToTa CMOHTAHHbIX aboOpTOB He yBejUYeHa.
CknagbiBaeTca BrnevaT/eHWe, YTO COCTOSIHWE 340POBbS XEHLWWUHbI Me-
pes GepeMeHHOCTbH ABMSETCS XOPOWMM MoKaslaTeseM ee camMO4vyBCT-
BMA BO Bpems 6GepemeHHocTu. TeuyeHne CKA BO Bpems 6GepemMeHHOCTH
MOXET OC/IOXHATbCA TakKUMW KAUHWYECKUMU TMPOABAEHUAMU, Kak
CeprnoBUAHO-KNETOUHbIE  KPU3bl, WHGpeKuun, TokKcemus [cornacno
Pritchard et al. (1973), y 33% 6epeMeHHbIX TOKCEMMWS CBsizaHa C
CKA], remocugepos un qonunesogedpuuyntnad aHemmsa. MOCKONbKY pe-
3ynbTaThbl UCCAEeLOBaHUN CBUAETENLCTBYIOT O TOM, UTO MNPUMEHEHWUE
OKCNTOLMHA BbI3bIBAET YMEHbLIEHWE BbIXOAa 3PUTPOLUTOB B KPOBO-
TOK M3 KOCTHOrO Mo3ra, CTUMYAsiLus pofoBOi fgeaTensHoctu npu CKA
BpA4 nu o6ocHoBaHa [Singer et al.,, 1951; Fraser, Watt, 1964]. 'u-
MoBONEMMA W/UAM TUNOKCUS, CBSiI3aHHble C aHecTe3uel, MOryT npu-
BOAWNTb K CEPbe3HbIM OCMOXHEHUSIM UK, TakuM 06pa3oM, MpUMeHeHue
fJaXe MECTHbIX aHecTeTMKOB [AO/HKHO MPOBOAUTLCS C 6O0MbLIONA OCTO-
POXHOCTbIO.

Y XeHLMH, TeTepo3nNroTHbIX MO ABYM MYTaHTHbIM reHam RB-uenH
(Bs n Bc), pasBuBaeTcs remorno6mHos SC unm 6onesHb HbSC. be-
pemeHHble ¢ 60ne3Hbt0 HbSC ymwupawoT B 4—5% cnydvaeB [Golbusr
Laros, 1981]. ¥ 6epemeHHbiXx ¢ HbSC 6bICTPpO pa3BuMBalOTCA TAXKe/ble-
aHEMUYECKMEe KpU3bl M3-3a MACCMBHOIO pa3pylleHWs 3pUTPOLUTOB B
ceneseHke. KnuHmyeckne npossneHns npu 6onesHn HbBSC cxopfHbl
c npoasneHusmu npu CKA, HO MeHee BblpaXKeHbl; 4YacTbl MH(eKLUU
moyeBoro TpakTa (70%), BbipaxeHHas remaTtypusa (30%), nwueno-
HeppuT (21%), nerovyHad wuHgekums (50%) wn Tokcemua (20%)
[McCurdy, 1964]. bonbHbiM ¢ HbSC nocTosHHO TpebytoTca 6onblimne
[03bl (DONMEBOA KUCNOTbl, OAHAKO OHW HYXAAKTCA M B NpuUeme npe-
napaToB efesa, NpPWM HejOCTaTKe KOTOPOro B pauuoHe MOXeT pas-
BUTbCA XenesogeuunTHas aHeMus.

[eTepo3nroTHoe nocuTenbCTBO remornobuHa C (HbAC) He co-
MPOBOXAAETCA KAUHUYECKNMU MPOABAEHUAMU U U3MEHEHWEM penpo-
AYKTUBHOW cnocobHocTn. OpHako 6one3Hb HbC npeactaBnser cobol
NEerkyr CTeneHb remMONIMTUYECKOW aHemMuu, MNpoTeKawlyl Ha ¢oHe
CHWXEHHbIX MNoKa3aTeneit rematokputa (25—35%) M NOCTOAHHOIO
peTukynoumntosa. He o0OHapy>XeHO CBSi3n MexAgy 6epeMeHHOCThbIo,
OCMIOXHeHHON 6o0ne3Hbt0 HbC, uvacToToli 3aboneBaeMOCTM U CMepT-
HOCTH.

Mpu remorno6mH-3"-Tanaccemmy 6GONLHOW reTepo3UroTeH Kak Mo
HbS, Tak u no R-tanaccemun. MyTaHTHble TeHbl /1I0Ka/M30BaHbl B
pasHblX FOMONIOTMYHbIX XpOMOCOMax. [pu HabnwgeHUM 3a ucxofamu
37 6epemeHHocTen Pritchard (1973) He 3aperucTpmpoBan HWU OfHOTO
cnyyasi CMepTM POXEHWL; BbIXXMBAeMOCTb MNA0A0OB cocTaBuina 91%.
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C papyroit ctopoHbl, Laros n Kolstone (1971) coo6wanu, 4to n3
38 bGepeMeHHbIX ogHa ymepna (2,6%), a BbIXXMWBaeMoCTb MJIOA0B CO-
ctaBuna 81%. lMpo6nembl, BO3HMKaWOWMe y 6epeMeHHbIX ¢ S-B-Tanac-
mceMuell, BeCbMa CXOfAHbl ¢ npo6nemamy npu IIbSC 6onesHn, a T1-
XeCTb KAMHWYECKUX MposBAeHUA 3aboneBaHUs 06bIYHO MNpONOPLUO-
HanbHa cojepXaHuto IThS.

Mo-BugmMMomy, y >Xenuwinn ¢ MansiMum B- u a-Tanaccemneit, 60-
nesHbt0 HbIl poabl npoTekalT HOpPManbHO W poA3faroTcA 340pOBble
petun [Alger. Golbus, Laros, 1979].

Ona 6epemeHHoli ¢ CKA, IIbSC 60ne3Hbt0 U HbS-R-TanaccemHeii
Hanbonee onaceH IIl TpumecTp 6GepemeHHOCTW, POAOBOM N MOCNEpPO-
[OBOW nepuofbl. TeopeTUYECKN OCNOXHEHWs remorno6nnonatuini Mox-
HO 6bIN0 6bl M36exaTb, ecnnM 6bl B KPpUTUYECKUE nepuoabl 6epemeHHOo-
CTU 6blNa BO3MOXHOCTb 3aMEHWUTb 3HAUYMTENbHYK 4acTb KpoBU 60Nb-
HON cBeXel 3pHTpouuTnoli Mmaccoii. Morrison, Wiser (1976a, 1976b)
coobuimnm o pesynbtatax 4YacTMYHOro OOMEHHOro nepennBannsa Kpo-
BW Yy 36 6GepeMeHHbIX; OHW OTMeTUAU pa3BuTUe rematuTa y MaTepei
B [ABYX C/ay4vasfx, B OAHOM W3 KOTOPbIX renaTtuT SBUACS NPUYUHOW
rnéenu pebeHka. B uenom pesynbTaTbl MPOBEAEHHbIX MNccrefoBanni
CBHAETeNE,CTBYrOT O CRMXELWLW 4acToTbl HeAOHAallWBAHWS U Cly4aes
POXAeHUsa fgeTell C HWM3KOI Maccol Tena Yy NeYeHbiX MaTepeil U pes3kom
CHVKEHWW 4acTOTbl MepUHaTanbHOW CMEPTHOCTH.

femonuTtnyeckme aHemun

B HOpMe NpPOAO/MKUTENbHOCTb XH3MW 3PUTPOLMTOB y 4Yes0BeKa COo-
cTaBngeT npumepHo 120 pHeld. TlpM FEMOAUTUMYECKUX COCTOSTHUAX
BpeMS MX >XWU3HW yKopauuBaeTcsd. HacnefcTBeHHble TFeMONUTUYECKUE
aHeMUM MOryT ObiTb 00YCNOBAeHbl NM6GO CTPYKTYpHbIMU, nn60o dep-
MEHTHbIMU fehekTamun 3puTpounToB. Camoi 4vacToil hopmoi Hacnej-
CTBEHHOW TrEMOMMTUYECKON aHeMuu ABMAETCA ayTOCOMHO-AOMHHAHT-
Hbli chepouMTO3, XapakTepusymwLWwnincs NHTEPMUTTUPYIOLLEA XEeNTy-
XOW. cnneHoMeranuei, XoneauTHa3oOM W CHEPOLUTO30M IPUTPOLUTOB
nepugepuyeckoin kposu. B CLUA exerogHo peructpupyetcsa 6onee
650 6epeMeHHbIX, CTpajallWwmUx HacnefCTBEHHbIM cdepounTo3om. be-
PEMEHHOCTb MOXET MpPOBOLMPOBATbL HaCcTynneHUe TremMOoaMTUYECKOro
Kpu3a, KOTOPbI MOXeT 6biTb KynupoBaH Nn6o 3aMeCcTUTE/IbHOW remo-
TpaHcgys3unen [Johnson, McAllister, 1951], nnMbo CcNNeNn3KTOMHeM
[McEWH, Mnssey, Watkins, 1950; Moore, Sherman, Strongin, 1976].
MpeHaTanbHas MNOMOLWb >XEHUWMHAM CO CHepoLUTO30M, KOTOPbIM He
6blna npoBejeHa CMAEHIKTOMWA, LOMXKHA 3aK/JK4yaTbCAa BO BBeAEeHUU
npenapatos (OAMEBOW KUCNOTbl ANA YCUAEHUS NPOAYKUMMN 3pUTpOLU-
TOB M BHMMaTeNbHOM HabMAEHUU 3a TeMOMTUYECKUM COCTOSHUEM
60MbHbIX. T1pN OTCYTCTBUU BbIPAXEHHbIX KAMNMUYECKNX MPOABAEHWI
HenevyeHoW aHeMWKM HaCNeACTBEHHbIA cepouMTOo3 Me OKasbiBaeT CYy-
W EeCTBEHHOTO BAUAHWA Ha MpeHaTanbHYK MM HeOHaTalbHYH 3a60-
NeBaeMocCTb.

HacnefACTBeHHbIN 3nAMNTOLMTO3 MpeAcTaBnseT coboii remonnTuye-
CKYHD aHeMuto cpefHeli cTeneHu, 06YCNOBAEHHYKD ayTOCOMHO-40MN-
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HAHTHbIM CTPYKTYPHbIM Ae(EeKTOM 3puUTpoLMTOB. CUMNTOMbI U MNpu-
3Haku 3ab60neBaHNA CXOA4HblI C TaKOBbIMW Npu ciepounTose. bepemeH-
HOCTb MOXEeT OCNOXHATLCA TEMO/IM30M 3PUTPOLMTOB, Torfja Kak
Yy HebOepeMeHHbIX Kakue Obl TO HH O6bII0O MPU3HAKW ero OoTCyTCT-
BYIOT.

TONbKO B peAakux cnyvasax Ans nevyeHWs aHeMWUU, BbI3BAHHOW 3n-
NHATOUMTO30M, TpebyeTca nepennBaHune Kpoeu [Weiss, 1963; Brecken-
ridge, Riggs, 1968].

Hanbonblee pacnpocTpaHeHWe MMeT napylweHns ¢GepMeHTHbIX
CUCTEM, CBfiI3aHHbIX C TeKCO30MOHO(OCMATHbIM LWYHTOM. [1OCKOMbKY
3TOT NyTb WUrpaeT AWlb HE3HAYUTENbHYH POSib B 3HeproobecneyeHnu
KNeTKU, 3TU HapylweHUs CBA3aHbl C 3NM304MYECKUM TFEMOU30M, BTO-
PUYHBLIM MO OTHOLUEHUIO K HapyLlleHWsM MpOoLeccoB okucrieHus. Camas
yacTaa (opma geduumta cBfA3aHa C rNHOK030-6-thochaTaerngporeHa-
3om (M-6-®[), NnokKyc KOTOpOil HaxoamTca Ha X-xpomocome. bepe-
MEHHOCTb, HacTynuBLIAA Y >XXEeHWWH c pgepuuntom [-6-d [, conpo-
BOX/AeTCA pAfOM cneynpuyeckux OCNOXHEHUA. CHMXKeHUEe aKTUBHO-
CTM (epmeHTa pasBuMBaeTcs y Y3 60nbHbiX B Il TpumecTpe-
6epemeHHocTM [Vergnes, Clere, 1968], uTto npegpacnonaraet K re-
MO/IMTUYECKUM 3nuM3ogam B 3TO BpemA. N3 180 6epeMeHHbIX C Hepfo-
cTaToyHocTblo -6-® [l y 62% nokasaTenn remMoTOKpuUTa ObinM HUXe
30% [Silverstcin et al., 1974]. YacTbl MH(peKLUM MOYEBOro TpakTa,,
4yTo 00yCNOBNMBAET MOBbLIWEHHbLIA PUCK, MOCKOJIbKY MHOrMe nekapct-
BEHHblE Npenapatbl, LWWPOKO UCMONb3yeMble MPU NeYEHUN UHPEeKL N,
ABNAOTCA OKCcMpaHTamu. BosgelicTBue Ha Nnoj € HeLOCTATOUHOCTbIO
M-6-®[1 npu npMMeHeHWW MaTepblo OKCUAATUBMbLIX MpenapaTtoB MoO-
XeT BbI3BaTb FeMOSIN3 3PUTPOLUTOB NA0AA, BOASHKY U cMepTb [Per-
kins, 1971b; Mentzer, Collier, 1975]. Pa3yMHbIli noaxofA AOMKeH
COCTOATb B CKPMHMPOBaHUN 6GepeMeHHbIX MpescTaBUTENbHUL, HErpoup-
Ho pacbl (3% W3 HWX FeTePOo3UroTHbl No M-6-P [ -HefoCTATOUMOCTH)
C WHMEeKUMAMU MOYEBOro TpakTa L0 MPUMEHEHWUS COOTBETCTBYHOLLUX
NeKapCcTBeHHbIX MpenapatoB. [JeTu, poXAeHHble TakKUMW XKeHLMHaMK,,
NOABEPXEHbI PUCKY Pa3BUTUA aHEMUM, TUNepOUNHPYOGUNnemMun n agep-
A0l XenTyxu. Cnyyanm TAXENOW XeNTyxum y Cc/yyailHO OTOOGpaHHbIX
HOBOPOX/JEHHbIX ManbymMkKoB c fepuumtom [-6-P[ cocTaBunm npu-
MepHo 5%, ogHako 4actoTa ce nosbiwaetcd go 50%, ecnm y Hux
O6blnn  cubebl, cTpagatoume xentyxoir [Fessas, Doxiadis, Yalaes,
1962].

dopmbl geuumTta 3pUTPOLUTAPHBIX (PEPMEHTOB TMKOAUTUYECKO-
ro uukna, KoTopblii obecneumBaeT A0 93% knetouyHoit ATd [Oski,.
Neiman, 1972], BcTpevyalTCAa pexe, HO 06bIYHO CBsA3aHbl C 6onee
TAXKENbIMU NPOABNEHUAMU TEMONUTUYECKOTO npouecca. Aepuumnt Hu-
pyBaTKMHa3bl, ayTOCOMHO-PELECCUBHbIA MPU3HAK, — CaMblii pacnpo-
CTpaHeHHbI fdedeKT TFMKOAMTUYECKOro UuKna apuTpoumnToB. bepe-
MEHHOCTb MOXET CTUMY/NUpoBaTb pas3BMTUE TEeMOSIMTMYECKOro Kpusa
[Collier, Ashford, 1966; Kendall, Charlow, 1977], n cywecTBylT no'
KpaliHeli mepe fBa COOOLEHUS O TOM, YTO MPUMEHEHWE MepopanbHbIX
KOHTpaLenTUBOB ycunueano remonutuyeckuii npouecc [Nixon, Buch-
mann, 1967; Kendall, Charlow, 1977]. YcwuneHue remonusa npuBeo-
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OWT K PasBUTUIO TSXKENOMN XenTyXu HOBOPOXAEHHbIX, 4TO 06YycnoB-
nMBaeT HeoGX0AMMOCTb O6MEHHOro MepenuBaHus KPOBM.

BapuaHTbl Apyrux (epMeHTOB TIUKONNTUYECKOrO LWKNa Hacne-
AylTCS MO ayTOCOMHO-peLeccuMBnomy TWMy, Kpome docgorauuepar-
KWHa3bl, KOoTopas $BAseTcs MpuMepoM X-CLenjaeHnoro mnpusHaka.
K HacTosilyemMy BpeMeHM OTCYTCTBYeT Heob6XoAuWMmas MH(popmauus gns
mOGOCHOBaHHbLIX BbIBOAOB OTHOCUTENIbHO BO3AeACTBUS AeeKTOB 3TUX
(hepMeHTOB Ma penpoayKLuuto.

HAPYWEHWE TEMOCTA3A

He[ocTaTouHOCTb Na3MeHHbIX (DAKTOPOB Koarynsiuum

Femothmnusa A (geduuynt VI daktopa) u remopunns B (geduuwn
IX ¢akTopa) aBnAwTCA X-CUEMAEHNbIMU MpU3HaKamu, KOTOpble Mo
CBOMM K/MHWUYECKUM MNPOABEHUAM He OTAuyalTca Apyr OT gpyra u
MOTFyT 6bITb AU depeHUMpoBaHbl TONBKO C MOMOLWbIO NabopaTopHbIX
MeTof0B. B nnasme ne6epeMenHbIX HOCUTENbHUL, FeHa remModuinm
YPOBEHb COOTBETCTBYIOLWMX (haKTOPOB B CPeHEM COCTaBAfeT TO/bKO
50% OT ypOBHS UX B KOHTpOnbHOW rpynne. MockonbKy pacnpegene-
HME OLEHOK COfepXaHWa (akToOpoB Yy HOCUTeNell COOTBETCTBYeT HOp-
MajibHOMY pacnpefeneHnio, y HEKOTOPbIX U3 HUX YPOBEHb (PaKTOPOB
[OCTAaTOYHO HU3KWIA LN NPOABEHUS KAMHUYECKW BbIPaXEHHOro 3a-
6oneBaHus. BosHuKalowWwme B 3TON CBA3N KAMHUYECKMe MPo6aemMbl CBSi-
3aHbl C YMEpPEeHHOW KPOBOTOYMBOCTbIO, pasBMBalOLLENCA MPU XUPYpru-
Yeckux BMelwaTenbcTBax W TpaBmax. OfHAKO W3BECTHbl pefkue cny-
yaun, Korfa y XeHWWH o6HapyXuBanum pa3BepHYTYI KIUHUYECKYI0 U
NnabopaTOpHYH KapTUHY KNacCU4Yeckol remMounnu, HeOTAUYUMYIK OT
nposBfieHunii 3ab6oneBaHMA Yy MYXUYUH. MexaHU3Mbl, NpuBogAUIMe K
NposiBNeHN0 X-CUenneHHOro 3ab0neBaHUA y JKEHLWMWH, BK/IHOYaT:
1) roMO3MroTHOCTb MO «BPEAHOMY» TE€HY; 2) TFeTepo3uMroTuocTb, Npu
KOTOpPO/ He (YHKUMOHWUPYET «HOPMa/bHbIA» TeH, MOCKONbKY X-Xpo-
MOCOMa, Hecyuias ero, aHoMasabHa MO CTPYKTYpe W WHaKTUBUPOBaHa
nan X-xpomocoma cayvaliHO MHaKTMBMPOBaHa MOYTWM BO BCEX KIeT-
Kax, Npoayuumpyrwux ¢(aktopbl CBepTbiBaHWA KPOBW; 3) TFEMU3UTOT-
HOCTb, CBSi3aHHAaaA C MPUCYTCTBUMEM TOMbLKO OAHON X-XPOMOCOMbI.

[eTepO3UrOTHbIE XEHWMWHbI C HU3KUM YypoBHeM VIII nm6o IX
(hakTopa LO/DKHbI 6bITb NOArOTOB/EHbI K XMPYPruvyeckum npouesypam
TaK Xe, KaK U MYXUYMHbl C YMEpPEeHHO BbipaXXeHHOW remodunuei. Ans
6epeMeHHON, y KOTOpPO cofepXaHue 3TOro gaktopa He MpeBbillaeT
40% oT HOopmanbHOro ypoBHsi B IlIl TpumecTpe, moxeT noTpeboBaTb-
CS MepenvMBaHWe KPUOMPOTEMNOB BO BPeMs POLOB WAM cpasy e noc-
ne Hux. lMo-BuamMmomy, nnoj, NOpaxeHHblli remModununei, He nopjBep-
raeTcs OMacHOCTW pa3BUTUA KPOBOTeuyeHMA. B cnydae popoBoli Tpas-
Mbl OMAcHOCTb KPOBOTEYEHWS HEeBeNuMKa, 04HaKoO MMeKTCS coobLlieHuns
0 BMYTpPUYEpenHbiX KPOBOTEUEHUAX W CAy4vaax Luedanorematom y
HOBOPOXAEHHbIX ¢ remogununein [Rauseu, Diamond, 1901].

MeToabl BbISIBNEHWUA FeTePO3UrOTHOrO0 COCTOAHUA remounmuu 6binu
HeflaBHO pacCMOTpeHbl B 0630ope Graham (1978). 3HaumMTenbHoe ne-
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3peKkpbiBaMme 3HavyeHWi ypoBHe (PAKTOPOB y reTepo3nroT U Hopmasb-
HbIX FOMO3WIOT A0 MOCMeAHEero BpeMeHW B 3HAUYUTENbHOW Mepe onpe-
penann TPpyAHOCTM [AMArHOCTUKU COCTOAHMA HOCUTenbcTBa. Zimmer-
man, Ratnoff, Liltell (1971) npeAnoXunm MUMMYHONOTUYECKUI TecT
AKOMMYECTBEHHOrO oOMpejeneHnUs aHTUreHa, CBA3AHHOrNo C (akTopom
VI, KOTOpbI/i NPUCYTCTBYET B HOPManbHbIX KOMYECTBaX Npu remo-
|pmnun. TMpu TecTMpPOBAHWUWM TETEPO3UrOT CPaBHMBAKOT aKTUBHOCTb
CBEpPTbLIBAIOLWEA CUCTEMbl H aHTUreHa, TaKk Kak OTHOWeHue >1 yka-
3bIBaeT Ha NMPoAyKUM HedyHKUuMoHanbHoro VI ¢aktopa. 9T0T Me-
Tof no3Bonsetr ugeHtTuguumposats 80—90% reTepo3nroT no pgegu-
unty caktopa VIII [Klein et al.,, 1977]. TecTupoBaHue COCTOSIHUA
HOCUTENbCTBA MOXET OblTb TakXe MNPOBELEHO BO BpeMs 6GepeMeHHO-
CTW, HECMOTpPA Ha TO, 4YTO aKTMBHOCTb (haktopa VIII cywecTBeHHO
MOBbILIAETCA, MOCKO/NbKY YPOBEHb CBA3aHHOro ¢ aktopom VIII aH-
TWreHa, No-BUAMMOMY, COOTBETCTBEHHO MOBbIWAeTCA. BbiABNeHUe HoO-
cuteneit geduumta IX daktopa He CTONb HAAEXHO, MOCKOAbKY Y
HUX OTMeyaeTCs LWNPOKOe BapbUpOBaHWE YPOBHA AaKTUBHOCTWU 3TOrO
(hakTopa M 3HauyuTenbHas reTePOreHHOCTb VIPOBHA aHTureHa IX dak-
Topa y 6onbHbIX remogunuein B [Bari'ow, Bullock, Graham, 1960;
Roberts et al.,, 1968]. K HacTofiLlemy BpemMeHW OTCYTCTBYIOT fanHble
HO [AMArHOCTWUKE reTepo3MroTHOro cocTofHusA fgedpuuymta 1X dakTopa
y 6epeMeHHbIX.

BonesHb BunnebpaHga HacnefyeTcs Kak ayTOCOMHO-AOMMUNaNTHbIN
npu3Hak, xapaktepusytowuiica gedpuuymtom VIl daktopa (0bycnos-
NVBaeT CHIOKEHWE YPOBHA KOArynsHTHON aKTUBHOCTU U 3aBUCUMMOTO
«t VIl akTtopa aHTWreHa) u geuunToMm nnasmeHHOro gakropa,
Heo6Xxo4MMoro Ans HOpPManbHOro (YHKLWOHMPOBAHWA TPOMOGOLUTOB.
Mpn 60ne3Hn BunnebpaHga 06bIMHO NopaxkakwTcA CAM3MCTble 060/104-
KW W KOXa B MPOTMBOMOJMIOKHOCTb FNy6OKUM remopparusm, Habnwo-
JaeMblM npu remoduamnu. MeHopparus npeacTaBnfeT Cepbe3Hyto
nNpo6nemMy y >XeHWMUH c 6one3Hbto BunnebpaHga, O0A4HAKO Npu 3TOM
NpYMeHeHne MepopanbHbIX KOHTPAaLEenTUBOB MO3BO/MISET BO MHOIMUX
CNy4yasix OCYLecTBAATb HampaBNeHHbIA KOHTPONb. MocnepofoBbie Kpo-
BOTeYeHUs HabnwgatoTca npumepHo y 25% poxeHuy [Noller et al.,,
1973].

MeTogom feyeHns ABNAETCA METOA KpuonpeuunuTaumm, KoTo-
pbli MOXeT 06ecneynTb KOpPpPeKUWUK MnoKasaTeneil BPeMeHUW KPOBOTE-
yeHna n gepuunta VIl dakTopa M pe3Ko CHM3UTb pUCK 3abonesa-
HVUA renaTtuTom.

B oTHoweHun opm peuumta (HaKTOPOB Koarynsumm OTCYTCT-
BYIOT YeTKue pJanHble 06 UX COCTOAHWUWM Yy 6GepeMeHHbIX. [Mo-Buanmo-
MYy, 3TW (POPMbl HELOCTaTOYHOCTU HacneAylTCA MO ayTocoMMo-peLec-
cMBnomy Tuny. [eTepo3nroTHOe COCTOAHME Y JKEHWMWH KIUHUYECKM
He MpofABAAETCA. Y TOMO3UTOTHbIX >XEHLWH C HeJoCTaTOYHOCTbIO X,
X1 nanm X1l hakTopa nocnepofoBOil Mepuos MOXET OCMOXHATHLCS
KpoBoTeueHnsamm [Czapek, 1973; Rizza, 1976]. HepocTaToO4HOCTb
X1l ¢akTtopa y 6epeMeHHbIX MPUBOAUT K CMOHTaHHbIM abopTam wu3-
3a TSHKenblx nepuogmnyeckux kKposoTeueunint [Fisher, Rikover, Noar,
1966].
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JAedekTbl TpOMGOLMTOB

KauyecTBEHHble M3MEHEHUS TPOMOOLMTOB NMPOSBAAKTCA CHUDKEHUEM KX
aAresvBHOCTM uwau  arperauuun. [lMo-BuguMomy, cuHapom bBepHapa —
Cynbe 06ycnoBneH OTCYTCTBMEM [/IMKONPOTEHNOBOrO KOMMJEKCa Ha
MOBEPXHOCTU TPOMOGOLMTOB, ABAAKOLLErOCS peLenTtopom ¢akTopa Bnn-
nebpaHga [Nachman, 1977; Phillips, 1977]. 3T0 ayTOCOMHO-peLeccuB-
Hoe 3aboneBaHMe NPUBOAUT K YMEPEHHON 60 BbIpaXXEeHHON KPOBOTO-
4YMBOCTM, 06pa30BaHUI MOAKOXHbIX KPOBOW3NUSHUWU, HeaaeKBaTHbIX
MoNy4YeHHOW TpaBMe W MeHopparusam. XXeHWUHbl C 3TUMU HapyLlle-
HUAMW NOABEPXEeHbl BbICOKOMY PMCKY MOCMEePOA0BbIX MaTOYHbIX KpO-
BOTEYEHU, 4YTO MOXeT noTpeb6oBaTb NepenuMBaHne TPOMOOLNTMOWA
macchbl.

TpombacTeHusi, BEpOSATHO, TMpeAcCTaBNseT COBOA reTeporeHHyH
rpynny HapyLweHWin, Hacnefylwlwmnxcad no ayTOCOMHO-peLeccnsnomMy
TMny. TsHKecTb KPOBOTEYEHWUA BapuabenbHa, OAHAKO 06UMbHbIE Ma-
TOYHble KPOBOTEYEHWS MOTyT MoTpe6oBaTb FOPMOHaNbLHON perynsyuu
meHcTpyauuin [Cronberg, Nilsson, 1968; Vinazzer, 1974]. OnwucaHbl
cnyyanm upody3sHbIX KpoBoTedeHuil BO Bpemsa pogos [Cronberg,
Nilsson, 1968]. Mo akylepckuM noKasaHWSM oOnepawlms Kecapesa
CeYeHMsa NpPOBOAMTCA TOMbLKO Nocne TpaHchy3unm TPOMOOLMTHOI Macchl
[Vinazzar, 1974].

HacnepcTBeHHble TpoM6GOLMTONEHUM — pefKue 3aboneBaHUs.

Bo Bpemsa 6epeMeHHOCTU OMAacHOCTb PasBUTUA KPOBOTEYeHMUI Hemno-
CpeACTBEHHO CBA3aHa C 4YMCNOM TPOMOGOLWTOB; fle4yeHWe, ecnu NosB-
ngetcs B 3TOM He06X0AMMOCTb, COCTOWUT B MepenuMBaHUM TPOMOBOMUT-
HOM Maccbl. BnusHue peekToB TPOMOOUMTOB Ha pPenpoAyKTUBHYIO
(YHKLMUI0 HEN3BECTHO.

BONE3HWN OBMEHA

MHorve paedekTol 06MeHa ABAAKOTCA MNPUUYMHON MpexAeBpeMeHHOM
CMepTW, OTCTaBaHUA YMCTBEHHOrO pas3BUTUS WAW CHUXEHWUA penpo-
OYKTUBHOCTW. OfHAaKo HeKoTopble MeTabonMyeckue HapylleHus
He OKa3blBalOT BbIPaXEHHOr0 BAMAHWUS HWM Na MaTb, HW Ha nnof (Ha-
npumep, AeUUUT ManbTasbl, aprwTUTWNTapHas auuMaypus, ranakto-
3eMus, 60ne3Hb Fowe, 60ne3Hb XapTHyna, oKcunpoaunemus, rnnep-
OPHUTUHEMMA, LMUNOTAHLWWYPUSA, cMHAPOM Mak-Apana n KcaHTypus)
[Lamon et al., 1981]. Hapagy ¢ 3Tum onucaH psag MeTabonnyeckmx
HapyLleHWiA, Npu KOTOPbIX HabnwAaeTcs M3MeHeHWe penpojyKTUBHOWA
YHKLUU Yy XKeHWWH WM noBpexjallliee BAUAHWME nNa nnog, 0 Ko-
TOPbIX [OMXHbI 3HaTb TUHEKONOrW. VIMeHHO 3Toil rpynne 3aboneBa-
HUIi NOCBALWEH faHHbIA pasgen.

D eHUNKeTOHypuUs

deHnnketoHypus (PKY) — ayTocoMHO-peueccnBHoe 3aboneBaHue,
00ycnoBneHHoe JepuuMTOM (epMeHTa (ennnanaHUUIrugpoKcnaassbl,
4YTO MPUBOAMUT K HaKONMeHU (peHunanaHwHa B opraHusMe. B pesysb-
TaTe 3TOr0 pasBMBAlOTCA YMCTBEHHas OTCTanoCTb M Apyrue naTtosfo-
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rnyeckme npossneHus. OAHAKo runepenunanaHMHEMUS WHOTAA MO-
XeT ObITb Bbl3BaHa WHbIMW NpUYMHaMK. [ueTa C HU3KUM COAEpPXKaHWU-
eMm (QeHunanaHuMHa C MNepBbIX [HEW JKW3HM npejoTBpawaeT B
60NbWIMHCTBE C/y4yaeB MOABMEHWE HEBPONOTrMYECKUX M MCUXUNYECKUX
HapylWweHnii. [eAcTBUTeNbHO, NMPUMEHEHUEe Takol [ueTbl B COYeTa-
HAW CO CKPUHWHTOM HOBOPOXAEHHbIX Ha PKY, Hauyatom B 60-Xx ro-
fax, No3BOAMAO MHOMMM WMHAUBMAAM C AedULMTOM (eHnNanaHUHIHAP-
OKCUNasbl A0XWUTb A0 3penoro Bo3pacta 6e3 Kakux-nmbo CUMMMTOMOB
3aboneBaHuA.

ONna reHeTUYeCcKM HOpPManbHbIX MOTOMKOB XeHWUH ¢ PKY xapak-
TEPHbl OTCTaBaHWe YMCTBEHHOI0 pasBUTUA, MUKpouedanus, BPOX-
[eHHble 3aboneBaHusa cepaua, BHYTpUyTpobHasa 3afepxka pocTa. IOTu
HapylleHns CBfi3aHbl C BO3JeliCTBMEM Ha N0 BbICOKMX KOHLEHTpa-
UWA (eHunanaHWHa U ero MeTabonMTOB B ChHIBOPOTKE KPOBU MaTepwm.
CTeneHb nopaxeHWin nnoga, MNO-BUAMMOMY, CBsi3aHa C YPOBHEM (be-
HUNanaHWHa B KPOBWM MaTepu. YpPOBEHb (heHWnanaHWHa, COCTaBAsA-
wuin 200 mr/n mnn 6onee (ypoBEHb, XapaKTepHbIN Ana 60NbWKUHCTBA
60MbHbIX), NPUBOAUT K Pa3BUTUIDO YMCTBEHHON oTcTanoctn B 92%
cnydvaes, mMukpouedanuu B 73%, nopokos cepgua B 10% u BHyTpwu-
yTpo6HON 3agepXxKe pocTa B 40% cnydaeB [Hansen, 1978; Mabry,
1978; Lenke, Levy, 1979].

Ona npegynpexgeHus snuaHua ®KY matepu na nnof nopaxeH-
HbIM JXEHLWWHaM [0 3ayaTus WAW B paHHUe CPOKU 6GepeMeHHOCTM
HaszHayalT AMeTy C OrpaHWYeHHbIM CcojepXaHuWeM (eHunanaHuHa.
Mo Takomy MmeTofdy Oblna npoBefeHa npodunakTuka ®KY y 34 6Ge-
peMeHHbIX, OA4HAKO pe3ynbTaTbl OKa3anucb pasHopeuymsBbiMu [Lenke,
Levy, 1979]. MepBadA npobnema 3akn4anacb B TOM, UYTO /e4YeHue,
HayaToe nocfe 3ayaTus, He NpefoTBpaLiano pasBUTUMA MUKpoLeda-
NN 1 NOpokoB cepaua. M3 11 6epeMeHHbIX, KOTOPbIM Tepanus 6bina
HayaTa B | TpumecTpe, y 3 pogunucb AeTu ¢ Mukpouedanvein ny 4
C nopokamu cepjua, HECOBMECTUMbIMWU C XMW3Hbto. W3 16 GepemeH-
HbIX, KOTOpPbIM J/le4eHWe Havyanu nposogmtb BO Il Tpumectpe, y 9
LeTn pogunuce € MuUKpouedganueld, a y 2—cC nopokamu cepgua.
Jaxe ©3 3 XEHWMWH, KOTOPbIX Hayaau e4ynTb ele [0 3ayaTud,
Yy OfHOW pebGeHOK poAMNCA C MOrpaHWYHOM Mukpouedanueir. BTopas
npo6nema 3ak/iO4yaeTcqd B TOM, UYTO BAUAHUE Ha NNOL HEBO3MOXHO
TOYHO MNpefcKas3aTb Ma OCHOBAHWW KOHLUeHTpauuu (eHWnanaHwHa B
KPOBM NEYEeHOW MaTepu. YuuTbiBas HeboNblwoe 4ymcno ob6cnefoBaH-
HbIX, CAefnaTb OKOHYaTe/lbHOe 3aK/NlYeHuWe He MnpefcTaBNAeTcqd BO3-
MOXHbIM. [na Toro 4To6bl 06ecneuynTb 3PHEKTUBHOCTb Npodmaak-
TUYECKMX Mep, HeobX0AMMO MNpPOBECTW [O6PaYHbIA CKPUHWUHE MOYnN
Ha BbIIBIEHWE MOPAKEHHbLIX >XEHUWMWH, Y KOTOPbIX OTCYTCTBYHT fB-
Hble KNMHWYeCcKne NposBAeHUs 3aboneBaHus.

FromoumnctTnHypusa

FOMOLMCTUHYpPUA — ayTOCOMHO-peLeccuBnoe 3a6oneBaHne, B OCHOBe
KOTOPOro NeXUT AeduunT (hepmMeHTa NevyeHW LUCTATUOMMHCUHTETAa3bl.
KnuHuuyeckue nposiBfeHUs BKAOYAOT B cebs MOABbIBUX XpyCTanuka,
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OoTCTaBaHWe YMCTBEHHOrO pas3BWTUA, aHOMaluWu cKeneta M TPoOMOO3bI
cocyfoB. OfHa M3 (DOPM rOMOLUMCTUMYPUN KOPPUTUPYETCA 60MbLINMK
po3amu uupugokcuma (ButammH B6). Lamon H coasT. (1981) coo6-
Wunm o 38 6epeMeHHOCTAX Y 14 XeHWWH ¢ romoynctumypueii. M3 20
16 6epeMeHHOCTEel Y HEeNIeYEHbIX XEHLWWH 3aKOHYUUCb BbIKUAbILWIA-
MW, OATTa — MeAULUHCKUM abopToMm, OfHa — POXAEHWEM MEPTBOro
pebeHka c rugpouedanneid, 1 aBe BEPEMEHHOCTM 3aKOHUYMNCb POX[Ae-
HUeM 340pOBbIX feTel. N3 17 GepeMEHHOCTER Yy >XEHWMWH C roMo-
LMCTUHYpPUEA, KoTopas KoppernposanacT. MNApUAOKCATTOM, 15 3aKOH-
UNNNCb POXAEHMEM 3[0POBbIX AeTeil, B OATTOM cny4vae y pebeHka 6bl-
N0 nopaxeHue MO3ra, He CBA3aHHOe C FrOMOLMNCTUMYpPWUER, U B OLHOM
cnyyae pogunca pebeHok c Tpucomueil 21. Y KeHLWWUHbI, HEYYBCTBMU-
TEeNbHON K fle4eHU0 MHPUAOKCUMHOM W MNPUHUMABLUEN anTHKOarynsH-
Tbl M (ONNEBYH KUCNOTY, POAMACA 340pOBbI/i pebenok. Ecnm romo-
LUMCTUHYpUER CTpafanin MYXUYUHbI, Y WX [eTell OTCyTCTBOBaIM Ka-
Kne-nn6o aHomanum [McKusick, Hall, Char, 1971; Brenton et al.,
1977].

M'mctngnHemmsa

FMcTugunemMus — HacnefCTBEHHbIA  AeuUNT (QepMeHTa TrUCTUAA3bI.
Tuvn HacnefoBaHWsA ayToOCOMMNO-peueccuBnblil. O cuX MNop HeT eau-
HOFO MHEHWS O TOM, C KakMMW CUMMATOMamu CBfizaHa FUMCTUAMMEMUS
N HeobXxoaumMo nu neyveHue. MN3BecTHO, YTO 9 peTeil, poAMBLUUXCA OT
6 maTepein ¢ ructuauHemuen, 6biam 3goposbiMm [Lamon et al., .1981]..
oAHako, no coobuweHuto Lyon, Gardner n Veale (1974), y 4 n3 5 pe-
Tell, POAMBLUUXCS OT XEHWMWHbl C TUCTUAMHEMUEN, OTMEYaNnocb CHU-
XeHue 1Qs. TpebyeTca AanbHelillee HakonjeHWe [aHHbIX ANS TOrO,
4yTO6bl NMPUIATU K KaKOMY-TO OMPEefeneHHOMY 3aK/MHUYEHU 0 BAUSHUM
rMCTUAUHEMUMN Ha MNog.

JednumnT ranakTokmHasbl

AyTOCOMMNO-PELLECCUBHOE COCTOAHME, EAUHCTBEHHbIM  K/MHUYECKUM
nNposiBNIEHMEM KOTOPOro fiBnsietca KatapakTta. Harley un coasT. (1974)
NPeAnoNoXUAN, UYTO YaCTUUHbI Ae(UUUT ranakTOKMHa3bl y MaTepu
OKa3blBaeT BAUAHWE Ha (opMuMpoBaHMWe KaTapakTbl y nnoga. Ecnu
37O [eCTBMNTENbHO TaK, TO Npu 6GepemMeHHOCTU cnefyeT OrpaHW4MBaTh
notpebseHne MONOKa.

BonesHb Pedhcyma (601€3Hb HAKOMNIEHNSA (PUTUHOBOW KWUCIOTbI)

3T0 ayTOCOMHO-peLleCCHBHOe 3abofneBaHuWe MPOABAAETCA HOYHOM che-
NnoTOl, MUTMEHTHbIM PETUHWUTOM, NMOJIMHEBPUTOM, aTaKCuei, FNyxoToW
BCMEeACTBUE HEBPUTA CMIYXOBOro nepsa, M3MeHeHUAMU Ha O3 u ux-
TMO30M. Pe3Koe yCu/ieHUe MNpPOSIBIEHUS CUMNTOMaTUKW BO Bpems bGe-
peMeHHOCTU onucaHo Steinberg (1978), oaTTako OTCYTCTBYHT AOKa-
3aTeNbCTBa, 4YTO 3TO NaTtofiOrMYeckoe COCTOSAHME Yy MaTepu BAMAeT
Ha nnog. O(M(eKTUBHOCTL AMETbl C HWU3KUM cofepxaHuem (NToN3
MoKa He yCTaHOB/EHA.
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Jlopgupus

M3BecTHO 6 thopm nopdupun, 5 N3 KOTOPbLIX HAcNeayklTCA KakK ayTo-
COMHO-JOMWUHAUTHbIA M OfHAa KaK ayTOCOMMO-peLecCUBHbIA MpU3HaK.
Hanbonee pacnpocTpaHeHHOU (HOPMON, XapakTepusylouieica nepuo-
OWYECKMMUN OCTPbIMKU MPUCTYNaMu, SBASETCA OCTpas WUHTEPMUTTUPY-
owas nopupHa. XuMUYecKMe M CUMNTOMaTUYECKMe MNposBAEeHUS
obocTpeHns 60Ne3HM CBA3LIBAKOT C FOPMOHaNIbHbBIMU WU3MEHEHUAMMU,
BO3HMKaKLWMMKN B nepnog 6epemeHHocTn [Lamon et al., 1981]. Macca
Tena HOBOPOXAEHHbIX OT JXEHWMWH, MepeHecWwmnx OCTPbIl NpUCTyn
noppupumn B TeyeHne 6GEPEMEHHOCTW, 3HAUYUTENIbHO HMXE Macchl Tena
feTell, pOAMBLUNXCA Y XEHLWUH, Y KOTOPbIX B TeYeHWe 6GepemMeHHOCTH
OTCyTCTBOBanM cumnToMbl 3abonesaHus [Brodie et al.,, 1977].

[enatoneHTUKynsapHaa gereHepayus

FemaTonenTtukynapnaa Agerenepauns (6onesHs BwunbcoHa) — ayTo-
COMHO-peLLeCCHBHOE COCTOsIHWE, A KOTOPOro XapakKTepHbl AUCHYHK-
LMA HepBHOI cucTembl, 3aboneBaHne Me4yeHW W MUTMEHTHOE KOMbLO
Kalizepa — ®neiiwiepa na papyxXHoit o06onouyke. NaBHbIM 3BEHOM B
natoreHese 3abofeBaHWA fABASETCA HapylleHWe cuHTe3a benka uepy-
nonnasMuHa, TPaHCMOPTUPYHOLLEro Medb, BCAeACTBME 4Yero yBenyu-
BAaeTCA KOHLeHTpauus Meaum B KPOBM M MOYe. Y HefleYeHbIX XKeHLWUH
C KIUHWYECKMMU NposBAeHUAMKU 3aboneBaHUs OTMeYaeTCs TeHAeHLUS
K HepgoHawmBaHuto 6epemeHHocTn [Walshe, 1977], a y XeHWwunH 6e3
ABHbIX CMMNTOMOB — K CMOHTaHHbIM aboptam [Klee, 1979]. OTnoxe-
HUe MefM B MOPAXEHHbIX OpraHax MOXeT ObiTb YMEHbLWEHO MyTEM
NPUMEHEHUS XeNUpYHLUMX NpenapatoB, AYYLWUM M3 KOTOPbIX SABNASA-
eTtcs neHuumnnamun. [loMyMo npodUNaKTUYECKOro [AelcTBMA npu
6eccCMMNTOMHOM TeyeHWM 3aboneBaHMa U nevyebHOro apekTa y 60/b-
HbIX JXEHLWWH, HeuHuunnaMmmu cnocobcTByeT HOpPManbHOMY NpoTeKa-
HUO GepemeHHocTU. OnucaHo 6onee 50 6GepemMeHHOCTel, Korga nopa-
XEHHbIE XEHLWMHbl NOAyYanu MNeHnuuanamuH B TeyeHue No KpaliHel
Mepe HeKoToporo nepuoga 6GepemeHHocTu [Schienberg, Sternlieb,
1975; Mareck, Graf, 1976; Walshe, 1977]. Bce poguBliunecs p[etu
6blnn 3g0poBbl. OfHAKO [ABOe AeTell, KoTopble in utero NOABEPrAuCH
BO3JeliCTBUI0O MeHMUuMnnamMmuna, HasHayeHHOMY 6GepemMeHHON Mo noBo-
4Y UWUCTUHYPUW WAM PEeBMATOMAHOrO apTpuTa, poaunuck ¢ Apsbnoi
Koneei W HeoObIYHbIM NINLOM W BCKOpe Nocfe poXAeHus nornbnm B
pe3ynbTaTe BUYTPUOPIOHWON KaTacTpodbl [Mjolnerod et al.,, 1971;
Solomon et al., 1977]. B03MOXHO, 4TO MNpPW renaTonenTUKYNAPHON
fereHepaunu un3bbITOK Meaum B KPOBWM MaTepu abcopbupyeT menuuyun-
NaMWH H, TaKuMm 06pa3oM, 3alimuiaeT Naof.

SHAOKPUHHbIE 3ABO/IEBAHMSA
CYHAPOMBI FMMoroHagusma

CuHgpom JlopeHca — MyHa — bHAna Hacnefyetcs no ayTOCOMHO-pe-
LeCCUBMOMY TUMY W XapaKTepu3yeTcd MUITMEHTHbIM PETUHUTOM, OT-
CTanoCTbl0 YMCTBEHHOrO Pa3BUTUA, OXWUPEHUEM, CUHAAKTUAWEH U Tu-
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noroHagnsmom y 3 MOPaXeHHbIX MYXYWH U MOMOBMHbI MOPaXEHHbIX
XeHwmnH [Riinoiii, Shirake, 1971]. 370 3aboneBaHMe 4acTo OTHOCAT
K rpynne HapyweHUid rnnotanamo-niwogu3apnoin cuctembl M3-3a
OXWpeHWsd, TNMOroHagM3Ma W WHOrfa Hecaxapuoro auabeta. OpHaw>
3THOMOMMSA CUHAPOMAa HesAcHa. Y 60MbLIOr0 YMCAA JKEHLWMWH C 3TUM
CMHLPOMOM pOXJalTCA 340pOBble AeTU, U NOCKO/bKY 3TO ayTOCOMMO-
peueccuBHoe 3aboneBaHWe, pPUCK ANS MNOTOMCTBA Me MOBbIWeEH, ecau
TOMIbKO OTeL, He AABASETCSA FeTepo3UroTHbIM HOCUTENEM.

CuHgpom [Mpagepa — Bunnu 06blYHO BCTpeyaeTcs crnopajumyecku,
HO HacnejyeTcs KakK ayTOCOMHO-peLeccrBHOe 3aboneBaHue, NposBAsA-
ol eecsds OXMPEHUEM C AETCKOro BO3pacTa, MbIWEYHOW TFUNOTOHUEN,
pa3BuBalOLenca BHYTPUYTPOOHO, U cnaboymmnem. Y MOpPaKeHHbIX UL
MYXCKOF0 mona HabnwpgaeTcs runonnasus MofoBoro 4YjieHa M nosgHee
MosoBOe pa3BUTME, a Yy MOPaXEHHbIX XXEHWMWH YacTbl HapyleHuWs
MEHCTPYanbHOro UMWKAa. Y HWUX MOXeT HacTynaTb 6epeMeHHOCTb,
HO Kakmx-nnbo crneundpryecknX OCAOXKHEHUIA upn Heil He oOXxupja-
eTcs.

CvHapom HyHaH HacnegyeTcs Mo ayTOCOMMO-AOMWUHaNTAOMY Tu-
ny. 3aboneBaHne XapaKTepusyeTcs HW3KUM POCTOM, NTO30M, MUKPO-
rHatuein, aHOMaausMU MpUKyca, TMNEpPrenopu3amMom, CTEHO30M Jflerou-
HOM apTepuu, aHOManMAMMW CKejeTa, OTCTaNOCTbH YMCTBEHHOrO pas-
BMUTMA U pas/IMYHOW CTeneHbl TrMANOroHagu3mMa. Y MNopaXeHHbIX
MYXUYUH yYalle BCEro OTMeYyaeTcqd KPWUNTOPXM3M, 3ajep>kKa MO0BOro
pasBUTUA W TUMNOrOHAAM3M; Y MOPaXEHHbIX >XEHLWWH WHOrga BCTpe-
yaeTca nepBMYyHas ameHopesa [Saez et al., 1974]. bonbwwuHcTBO'
OCMIOXHEHUI Yy 6GepeMeHHbIX C CMHAPOMOM HyHaH cBsA3aHbl C nopa-
XeHUeM cepfua, HO Yalle BCEro — CO CTEHO30M fIerOYHO apTepum.

BonesHn agpeHasioBO CUCTEMBI

BpoxaeHHast runepnaasns HaamnoyeyHbIX XXese3 npeacTaBnseT coboi
rpynny ayToOCOMHO-pEeLLecCnBHO HacnefyeMblX 3aboneBaHuil, 06ycnoB-
NIeHHbIX (epMeHTHbIM 6/10KOM pas3/IMYHbIX 3TanoB 6OMOCUHTE3a CTe-
pougoB. Y [eBOYEeK MOXET HabnoAaTbCs MaCKyIMHM3ALUA HapyXHbIX
MONOBbLIX OPraHoB, 4YTO MPUBOAWUT K pa3BUTUIO XEHCKOro nceBgorep-
mapoantmsMma (cM. rnaBy 10). TMOCKONbKY BHYTpPeHHME NOMOBbIe
OpraHbl OCTalTCA B HOPMeE, PenpoAYyKTUBHAasA (YHKLMA, KaK MpaBuno,
COXpaHsAeTcsa mnocne COOTBETCTBYHOULE/ 3aMecTUTenbHOW Tepanumn. fle-
YeHWe KOPTM30/10M WAM ero aHajsoramm nopAaBnseT CUHTE3 aHOMallb-
HbIX CTEPOMAOB W NUKBUAMPYET AepuumT KopTusona. Mpwu conr,Tepsi-
lowei  opme BPOXAEHHOW rumepnnasMyM  HaAMOYEUYHbIX HKenes
Heo6X0AMMO NPUMEHEHWE MUHEPaSOKOPTUKOWAOB, TaKUX KaK [e30K-
CHKOpPTHKOCTepoH (AOK) wanm  9-a-gpTtoprugpokopTmM3oH. OnucaHo
60/blWIOe YMCNO CAy4YaeB HOPManbHO MNpoTeKaBllell OGepeMeHHOCTM Yy
NEYEHbIX XEHWWH C BUpPUAU3NUpYloLWein GopmMoi aapenoreHUTanbHOro
cnHgpoma [Bongiovanni, 1978]. OgHako He06XO0AUMMO BHUMAaTebHOE
HabngeHre 3a HOBOPOXAEHHbIMU C Lefbl0 paHHEero BbIBAEHUA MNpu-
3HaKOB HefOoCTaTOYHOCTM (YHKLWM HaANOYe4YHUKOB KakK pesynbTaTa
XPOHWYECKON BHYTPUYTPOOHON cynpeccum ee. BepoATHOCTb poXAeHUs
601bHOTO pebeHKa y 60MbHOM XeHWMHbI HeBenuka (npumepHo 1/300)
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B CBA3WM C TeM, YTO HM3Ka BEPOATHOCTb 6paka MexAay ABYMSs reTepo-
3UTOTHbBIMU HocuTensimm  (1/150). NpeHTudukaums retepo3nroTHOro
HOCUTeNbCTBa ele HEeCOBEPLIEHHA, XOTA B HEKOTOPbIX CAy4yadx OHa
ocyllecTBMMa NyTemM MW3MepeHus cofepxaHua 17-rugpokcunporecte-
poHa B cCbiBOpOoTKe nocne ctumynauum NKTE [Lee, Careis, 1975]
WA C NOMOLLbI M3yyeHUda cuenneHua c rannotunom HbA-B [Levine
et al., 1978].

CVHApOM aApeHOKOPTHKOUAHOM HefoCTaTOYHOCTM, runonaparupo-
.38 M MOHHMMa3a Hacnefyetrcd N0 ayTOCOMMO-PELECCUBHOMY TUHY
[Spinner et al.,, 1969]. ¥ 601bHbIX >XEHWMWH MOXeT HabnwpgaTbcs
HefocTaTO4HOCTL  (yHKUMKM  sinyHMkoB [Golonka, Goodman, 1968;
Schachiier, 1974]. MNpu agpeHanoBoi WM NapaTMpPOUAHOW HefoCTaTOM-
HOCTU HeobXoAauMMa KOppeKLuMs 3TOro COCTOAHMA. [unonapaTupos y
MaTepy BbI3biBAET TUMNOKaNbLMEMUIO, & CHUXXEHWEe YPOBHA KaNibLusa
B CBOK Ouepefb 06yCNOBAMBAET MapaTUPOWAHYK TuUnepnnasvMi c no-
CneayloLWmMM BbiIMbIBaHWEM COMeli KanbLMsS M3 KOCTei cKeneta naoja.
NleyeHne maTepu npenapatamu Kanbuma n BuTammHa D npegotspa-
WaeT pasBUTME yKa3aHHbIX CUMNTOMOB Yy nfoja.

3a60oneBaHns WMTOBUAHOM U NapalMTOBUAHbIX YKenes

MHorve HapyweHus 6MOCUHTE3a TUPOKCMHA HacnegylTcsa No ayTo-
COMHO-peLecCMBHOMY TuUny. JleyeHWe TUPOUAMHOM BO3MelLaeT Heao-
CTaToK ropMoHa ¥ nofasnseT pa3BuTue 306a. lMpu npaBunbHOM fe-
YeHUU OepeMeHHOCTb Y D>KEHWMWH C THOOTUPO3OM nNpoTekaeT 6e3
OCNOXXHEHWIA.

MMnepnapaTnpo3 BCTpeyaeTcs Cnopaguyeckn, O[HAKO HacnegyeT-
CA Kak ayTOCOMHO-AOMWHanTHbIN mpu3Hak [Cutler, Reiss, Ackerman,
1964; Grdber, Jacobs, 1968]. lMpu cemeliHbIXx topmax 3aboneBaHus
yawie, 4em Mpu cnopaguMyeckmx, B NpoLecc BOBMEKAOTCA MHOrMMe Xe-
nesbl. B nepuog 6epeMeHHOCTU runepkaibUMemMus y maTtepu K BTO-
pu4yHas runepkanbigneMuns y nnofja NoAaBnaldT PYHKLUIO napawuto-
BUAHbIX Xene3 nnoga [Rasmussen, 1974]. R. E. Johnstone, Kreindler.
R. E. Johnstone (1972) coobuwunu, 4TOo runonnasus napawMTtoBui-
HbIX XXene3 y njoja NpuBOAUT K CyAopOoraM MOBOPOSEAENHOro W WMHOTr-
fa K CMepTW ero; Te >Xe aBTOPbl OTMeYalT YBENWYEeHWe CNy4yaes
CMOHTaHHbIX abopTOB M MEPTBOPOXAEHHIA Y >KEHLWWH, cTpajaroLmnx
rmnepnapatupo3om. lMoTeHUMaNbHYO OMAcHOCTbL MpPeAcTaBnAlT coboi
nwepnapaTUpoOHAUbIA KPU3NC, KOTOPbIA MOXET PasBUTbCA Y XEHLLU-
Hbl cpa3y nocne pogos [Schenker, Kalliner, 1965]. YpoBeHb MaTe-
PUHCKON 3a60/71€BaEMOCTM U CMEPTHOCTM, & TakKXe naoja U HOBOPOX-
[JeHHbIX YKa3blBaeT Ha TO, YTO OepemMeHHble [OMKHbI 6bITb ONEPUPO-
BaHbl MO MOBOAY napaTnpo3a Npu ero guarHocTuKe.

3ABO/TEBAHWA MOYEK

MonnKNcTo3 noyvek

MONMKUCTO3 HOYeK B3POC/bIX — ayTOCOMMO-LOMUHAHTHOE 3aboneBa-
HWe, nposeasoLieecs 06bIYHO Ma 3-M UAW 4-M [LeCATUNETUMN XKU3ZHU.
370 3a6onieBaHMe 3aHUMaeT 3-e MecTo Cpeau MPUUYUH MOYeuHOoW Hego-
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ctatoumoctn B CLUA [Advisory Committee to the Renal Transplant
Registry, 1973]. O6bIYHO yBe/M4yeHMe pa3MepoB MO4YeK O0BHapyxXuBa-
l0TCA elle [0 pa3BUTMA TUNepTeH3UM, rematypum u nuenoHepputal
NlydwimMm MeTofOM [AMarHoCTWKM 6ecCMMNTOMHOrO nepuoja 3abonesa-
HUA fABNAeTcs ynbTpacoHorpagna (UM ynbTpa3ByKOBOE WucclefoBa-
Hue) .

Ha o6onblwoli Bbi6OpKe 6GepeMeHHbIX CO B3pOCnoi (opmoilt Mmonu-
KMCcTOo3a Moyek 6biN0 MOKaszaHO, YTO UCX04 6epemMeHHOCTWM 3aBUCUT OT-
TsecTu 3abonesaHus [Landesman, Scherr, 1956]. YacToTa 0CnoX-
HEHWIA 6epeMeHHOCTM MpU OTCYTCTBUM KAUHUYECKUX NPOABAEHUIA 3a-
60/eBaHNA He YBeNWYeHa; NpW MOYEYHOW rmnepTeH3uu, Ho 6e3 Hapy-
WeHNA QYHKLWM NOYeK, yBenMyeHa Kak 3aboneBaemMoCTb MaTepei,
Tak W yactoTa rmbenn nnofos; Y OAHOM >XeHLWMWHbl C MOYEYHON Hepfo-
CTATOYHOCTbIO 6EpPeMEHHOCTb 3aKOHYMUAaCb POXAEHWEM MepTBOro nno-
fa. Bce cKasaHHOe HaBOAWUT Ha MbICAb O TOM, YTO ANS XEHLWUHbI,
NOJBEPXEHHOW PUCKY HACNeACTBEHHOrO0 HOJIMKMCTO3a HOYEK, >Xena-
Te/bHO BO3MOXHO paHHSAS GepeMeHHOCTb.

HacnepnctBeHHbI HehpUT

HacnefcTBeHHbI rnoMepynoHepuT — ayTOCOMNO-AOMMNHAHTHOE 3a60-
neBaHue c BapuabenbHON MNeHeTpaHTHOCTbIO. CoyeTaHWe C LBYCTOPOH-
Held rnyxoToi B pesynbTate nopaxeHua VIII napbl yepenHbIX Hep-
BOB HOCUT Ha3BaHWe cuHApoMa Anbnopta. Y MYX4uH 3aboneBaHune
NpPOTeKaeT 3Ha4YUTeNbHO TsXenee. [lpu 6GepeMeHHOCTW BO3MOXHO
o6ocTpeHue HedpuTa C pasBUTUEM MNpesknamMncum uAm Hedpatuye-
CKOro CUHApoMa.

3ABO/IEBAHVA COEANHUTENBHOW TKAHW U CKENETA

CuvHpgpom 3nepca — [aHnoca

CuHapom 3Onepca — [laHnoca o6beAauHseT no KpaliHeid mepe 8 cne-
UMduryecKUx TWUMOB HapylweHuin. Knaccuyecknini | Tun Hacnepyetcs
KaKk ayTOCOMMWO-AOMUHANTAbIA NPU3HAK UM XapaKTepu3yeTcs MOBbILIEH-
HO PpacTAXMMOCTbI KOXMW, TUMNEepnoABMXHOCTbIO CYCTaBOB, Xpyn-
KOCTbIO TKaHeih M remMopparuyeckum pauatesom. Bo Bpems 6GepemeH-
HOCTU Y 60/bHbIX XEHLWWH MOryT NOsABAATHCA KpoBomoaTeku [Samu-
el, Schwartz, Meister, 1953], rpbi>Xu WAM BapUKO3HOe pacllupeHune
BeH [Beighton, 1970], a Takxe pa3pbiBbl KpyMHbIX cocyaoB [McKu-
sick, 1972]. B pofax BO3MOXHbl Pacx0XfJeHue KOCTei fowWToro co-
uneHeHuns [Beighton, j970] u TAXenble NOCNEPOAOBbIE KPOBOTEUYEHMSA
[Stoddard, Myers, 1968]. Panbl nocne 3WT3MOTOMUN W NaHapOTOMUM
(B TOM u4mcne nocne onepauuMy KecapeBa CeveTLLA) 3aXMBAKT Mefd-
NEHHO H, HecMOTps na 3NM3MOTOMUIO, MOFYT pas3BMBaTbCA MepuHe-
anbHble rematombl. lNpepnonaraeTcd, 4TO MpPW XUPYPruyYecKUx BMe-
lWaTenbCTBaX y >XXEHWMWH MNpW 3TOM CUHAPOME CcnefyeT MCMNO/b30BaThb
METO[l «3afepP>XXaHHbIX LBOB» W He CHMMATb UX NO KpaitHeil Mepe B
TeueHue 14 pHeld, 4TOObl M3bexaTb PacXOXAEHWA KpaeB paHbl.
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Hanbonee 4acTblM OCNOXHEHUWEM ABAAKTCHA Mpen;AeBpeMennbie U
CTpEMUTENbHbIE poOAbl BCNeACTBUE C€NaboCTUM COEAMHUTENbHOW TKarur
Wedkyn mMaTKu. Ecnm nopaxeH v nnoj, To B NaTtofiorMyeckuin npouecc
MOTyT BOBJieKaTbCs WM NNOAHble 060M0UKM; NpPeXAeBPEMEHHbIA pa3pbiB
NNoAHbIX 060/104eK YacTo npoucxoauT na 32—36-i1 nefene GepemeH-
HocTn [Kanof, 1952; Mories, 1954; Barabas, 1966]. ¥ nopaXeHHbIX
[JeTeil, MOMUMO TUMNEPPACcTSHKUMOCTN KOXMW, MOXET Pa3BUTbCS BPOXK-
JEHHbIV BbIBUX 6efpa. Y HOBOPOXAEHHbIX MOXHO Aaxe OwWn6o4YHO-
AnarHocTmpoBaTb HeBpONOrMyeckume 3aboneBaHumsa (M3-3a 06WEN Tu-
NoTOHNN) WAM 60Ne3HN cBepTbiBaloL el cuctembl KpoBu [McKusick,.
1972].

Y XeHWMWH ¢ | Tunom cuHapoma Inepca— [laHnoca 4acto Ha-
6n0[alTCas  TMHEKONOrMYeckne OCNOXKHeHMA. MeTTopparus  MOXeT
6bITb CNeAcTBMEM Tremopparumyeckoro puaresa. OnyueHWe MaTKu K
MOYEBOr0 My3blps UAM abAOMMUHANbHbIE TPbDKU CBA3aHbl C aHOMa/uMen
COEANHNTENBbHON TKaHMW.

B OTHOWeEHMM Apyrux TWMNOB CUHAPOMA e€ele He HAaKONIeHo fo-
CTaTOYHO AaHHbIX ANA TOro, 4ytobbl CAenaTb OKOHYaTe/lbHble BbIBOAbI
06 UX BAMAHWM Ha penpogykuuio. CuHgpom 3nepca — [aHnoca-
IV Tuna, xapakTepusytowuiica 60nblleil CKNOHHOCTbO K KpOBOTeue-
HUIO N paspbiBam COCY[O0B, Hac/nefyeTcs NO ayTOCOMHO-PeLecCUBNOMY
Tnny. CoobwaeTcs 0 chAydaax wmenopparuv y 6O0MAbHbIX XXEHLUH,

a BO3MOXHOCTb MOBPEXAEHMs COCY[OB BO BpeMs 6GepemMeHHOCTU Tpe-
6yeT 0C060r0 BHMMAHUA K HUM.

CuHgpom MapcaHa

CuHgpom MapdaHa —mayTOCOMHO-AOMKUMNaNTNoe 3aboneBaHne, ANA KO-
TOPOro XapakKTepHbl aHOManuu cKefneta pasNUYHON CTeneHW, rnas u
cepAeyHo-cocyamnctoin cuctembl [McKusick, 1972]. Hepegko pa3BuBa-
eTca aneBpH3Ma aopThbl KakK CneAcTBME KUCTO3HOrO MeAManbHOr0 Hek-
po3a, u B 50% cny4yaeB OHa BCTpe4vaeTcs B Mepuoj 6GEpemMeHHOCTM Yy
60MbHbIX XeHWwWH B Bo3pacTte Ao 40 net [Mandel, Evans, Walford,.
1954]. Hawnbonee BepOATHO, 4YTO paspbiB aHeBPU3Mbl MNPOUCXOAUT B
Il TpumecTpe 6epemMeHHOCTM W pexe B POAOBOA UM MNOCNEPOAO0BOWA
nepunogbl [Pcdowrtz, Pereil, 1957]. 3ameHa aopTasbHOro KjanaHa
yCNewHo npoBognTca BO Bpems 6epemeHHocTu [Donaldson, de Alva-
rez, 1965]. Mpu BOBMeYeHUWM B MNPOLECC aA0PTaNbHbIX KManaHOB WM
AvnaTtauun aopTbl ewe 4O HacTynjeHUs 6epeMeHHOCTM BO Bpems Ge-
pemMeHHocT ymupatloT 10—20% >XeHLWH, B TO BPeMS KaK CMEpPTHOCTb,
XEHLWMH, Y KOTOPbIX He MnopaxeHa aopTa, cOcTaBnseT MeHee 5%
[Pedowitz, Perell, 1957; Tricorni, 1965; Sutinen, Piiroinon, 1971;.
McKusick, 1972]. Bo Bpema 6epeMeHHOCTV NOBbIWAETCA 4YacToTa pas-
pbiBa ceneseHoYHoW aptepum [Schnitker, Bayer, 1944; Sheehan, Fal-
kiner, 1948]. Kpome TOro, y >Xenwun C BbIpaXeHHbIM CKO/MO30M
pecnnpaTopuble HapylweHWs MOryT OCMOXNATb TeyeHue 6GepeMeH-
HOCTW. Y HWX YBENM4YMBAETCA 4vacToTa PasBUTUS TPbIX, MPU XUPYp-
rMYECKOM JIeYEHUN KOTOPbIX HEeob6X0AMMO MO34HEee CHWMaTb TUBLI.
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MopaXeHHbIX [eBOYEK ObII0O MPEANOXKEHO NeUYUTb ICTPOreHamMm c
;LUeMbl0 YCKOpeHUs occuduKkaumm anudusoB AN YMEHbLIEHWS pocTa
[Skovby, McKusick, 1977]. 310 o0ka3anocb 3()PeKTUBHbIM, HO Tpeby-
€T BHMUMATENbHOTO KOHTPONS 3a Pa3BUTMEM CKOMMO03a, KOTOPbIA MoO-
XeT NposABUTLCSA B Mepuof ycuneHHoro pocta. [OMKHbI 06CYXaaTbCs
TeopeTUYecKne BOMPOCHI O B3aWMOCBS3N JIeUeHWUsS 3CTPOreHaMu W Kuc-
TO3HOTO0 MeAWanbHOT0 HEKP03a; OTHOCUTENbHbLIM MPOTUBOMOKA3aHUEM
MOXeT OblTb ANWTENbHOE UCMOMb30BaHME KOHTPALLENTUBOB.

HeCOBepLIJeHHbII7I ocTeoreHes

M3BecTHO MO KpailHeil Mepe 4 Tuna HeCOBEPLIEHHOrO0 OCTeOreHesa
[Sillence, Senn, Danks, 1979], Ana KOTOPbIX TUMWYHbI OCTEOMNOPO3 K
.NepefioMbl ANMHHLIX KOCTEN faxe MNpuU MUHUMANbHbIX TpaBMax.
Tun | — ayTOCOMHO-AOMUHaHTHasA opma, Npu KOTOpOi obpawjalT Ha
cebs BHMMaHMe ronybble ckfaepbl; TN |1 —nneTanbHas ayTOCOMHO-
peueccuBHaa qopma: Tmn Il — ayTocoMHO-peLeccuBHas gopma, Ans
KOTOPOM XapaKTepHbl 6Genble CKaepbl N nporpeccupytowe gedopma-
uumn; TMN 1V — ayTOCOMHO-AOMWHaHTHOe 3aboneBaHue, Mpu KOTOPOM
CKnepbl ocTalTcsA OenbiIMM M OTMeYaeTcd pasiMyHas CTeneHb NOMKO-
-CTW KOCTei. JKCMPEeCCMBHOCTb ayTOCOMHO-AOMLUTAHTHbLIX (HOPM MOXET
CUNbLHO BapbupoBaTb CPean 4Y/IEHOB OAHONM CEMbMU.

OcnoxHeHns 6GepeMeHHOCTM BKAOYalOT B cebs HapacTawwme Abl-
XaTeNbHble HapyLeHWs, 0CO6EHHO Y XXEHLIMH Manoro pocra U cTpa-
JaloWwmnx KN(POCKONO30M, HECOOTBETCTBME pa3MepoB ee Tasa W rono-
Bbl Nnofja BCNeACTBME MepPeHEeCEeHHbIX MepefioMOB KOCTeil Tasa, paspbl-
Bbl MaTKM U pacxoxXieHWe KOCTel JIOHHOrO couneHeHus [Young,
'‘Gorstein, 1968; Sengupta et al.,, 1977]. O6uwan aHecTe3na cBfA3aHa
C MOBbILWEHHbLIM PUCKOM 3/10KAYECTBEHHOW rMNepTepMuUn Yy MOPaXeH-
HbIX MHAMBMAOB [Solomons, Myers, 1971], a cnuHanbHas WAW 3nun-
AypanbHas aHecTe3Ms MOXeT MPUBECTM K MepesioMy OCTEONOPO3HOro
No3BOHOYHMKA. B nocnegHem TpumecTpe 6epeMeHHOCTU peKOMeHAy-
eTCcA peHTreHorpaumsa nnoga ANA AWArHOCTUKU Yy HEro CpPOCLUIMXCA
nepenomoB. B Takux cnydasx nokasaHo MpoBefeHWe onepauuu Keca-
peBa ceueHus, YTO6bl M3bexaTb TpaBMbl naofa B poaax. MNpumeHeHune
WKUNLOB MPOTUBOMOKAa3aHO, TaK KakK KOCTH 4epena MOryT /1IOMaTbCH
H Bbl3blBaTb BHYTPMYEPENHOE KPOBOTEYEHME.

AxoHaponnasva

AXoHAponnasmsa, camas pacnpocTpaHeHHas (opma KapiMKOBOCTU C
KOPOTKMMW KOHEYHOCTSIMW, Hacnefyetrcsa MO ayTOCOMHO-AOMMHAHTHO-
My Tuny. B 75—80% cny4aeB BCTpeyalTCcs HOBble MyTauunm [Mur-
doch et al.,, 1970]. Hanbonee 4acTbiMW TUHEKONOTMYECKUMWU OCMOXK-
HEHUAMK SABAAKTCA PpaHO HacTynawuMe MeHCTpyauuu, neinommoma-
TO3 MaTKW, YBe/MYEeHHble MO/MOYHbIE >Kene3bl W paHHAA MeHonaysa.
Mpn 6epemMeHHOCTM BO3MOXHbl PE3KOe YMEHbLIEHNE MNOABUXHOCTH
BCNeACTBME HEYK/HXECTWN, FMHOKO3YpPNs UM OCMOXHEHUS CO CTOPOHbI
CepAeyYHO-COCYAMCTON cucTembl (M3-3a Manoro ob6bema rpygHoOR Knet-
Kn). Bce >XEHUWMWHbl C axOHAPONNasHeil AOMKHbI MOABEpraTbCa one-
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pauuWn KecapeBa Ceuenns n3-3a AeOPMMPOBAHHOrO Tasa Mpu 06Lei
aHecTe3nmn, MOCKO/bKY CMUHalbHbIA CTEHO3 3aTPYAHAET NpUMeHeHue’
MPOBOAHWUKOBOI aHecTesnu.

Jpyrne cMHAPOMbI HA3KOTFO pocTa

Paa apyrux XOHAPOAUCTPOGHIA COBMECTUMbI C 6GepemMeHHOCTb. Ac-
(hHKTMYeckasa TopakanbHas AUCTPOPUS MOXKET OCMOXHATLCA KMCTO3-
HO-TYOYNSPHO Aumcnnasveil MoYeK MM TFIOMEpPYynoCKIepo3oM U Tpe-
6yeT BHMMATENbHOrO0 KOHTPONA 32 COCTOAHMEM (YHKLMNN NOYEK BO
BpemMs 6epeMeHHOCTU. TONAbKO He3HauuTe/llbHOe YMUCA0 XKEeHLWWH C
AnacTpodmyeckoih gucnnasmeid UMerT 340POBbIX AeTeil. XOHAPOIKTO-
gepmanbHas gucnnasusa (cuHgpom 3nnuca — BaH-KpeBenbpa) uvacto'
CBfi3aHa C OC/IOXHEHWUAMMW CO CTOPOHbI cepAua W TpebyeT COOTBETCT-
BYIOLLEr0 KOHTPONA M Ha3HauyeHWs aHTUOWOTUKOB C Lenblo npodunak-
TUKW OCNOXHEHWW. Y XeTunH ¢ gucnnasmein KnHcTta GepeMEHHOCTb
npoTtekaeT HopmanbHO. CuHApOM MoOpKMO (BpOXJAeHHas CMOHANAO-
anugusapHas aucnnasna) MOXeT 6biTb CBA3aH C OTC/MONKON ceTyart-
KW, 4TO Heob6XOAMMO Y4WTbIBaTb BO Bpems 6GepeMeHHOCTW. [Mpu 3TOM
3ab0neBaHUMM OJONTOHAHAA rMnonnasnsa npeAcraBnser 60MbWY onac-
HOCTb MPW MNPOBEAEHWM MaHUNYNAUNiA, CBA3AHHbLIX C HAapKO3O0M.
Y MHOIMUX XEHTLMH C TOYeYHON XoHapoamcnnasmei (cuHppom KoHpa-
an — XionepmanHa) poabl MPoOMCXoaunu 6e3 OCMOXHeHWA. Tpu cuH-
LpoOMe runonnasum Xpswei u BOMOC KOPOTKOe TyNOBULLE MOXET
ABUTbCA MNPUUYUHOM Cepbe3HbIX OCAOXKHEHWI CO CTOPOHbLI cepAua X
ObIXaTeNbHON CUCTeMbl y GepeMeHHbIX, B pe3ynbTaTe 4ero Heobxoau-
MO MepUoAMYECKM MPOBEPATb Y HUX COCTOSIHWE 3TUX CUCTEM.

MosneHo copmMynmMpoBaTb HeKOTOpble 06LMe MOJIOXKEHUA B OTHO-
LWeHUN GepeMeHHOCTM Y XXEeHLWMWH ¢ XOHApoAHCTpodguamu: 1) npu He-
COOTBETCTBMM pa3MepoB Ta3a MaTepu M FOM0Bbl M0Aa, Kak Mpasuo,,
cnefyetT NpOW3BOAMTbL OMepaLuio KecapeBa CeYeHUs U TeM CaMbiM
n36aBUTb XEHWWUHY OT MY4YMTeNnbHbIX pofoB; 2) obuias aHecTe3ud
LONNTa MPOBOAUTLCA C OCOOGbIM BHMMaHWEM M3-3a OAOHTOMAMON K-
nonnasMm c BTOPWUYHOW HECTabWAbHOCTbIO LWeiHbIX M03BOHKOB Ci 1
Cwn: 3) npu obuieil aHeCTe3nMnM BO3MOXEH NOABLIBUX LUIENHbLIX MO3BOH-
koB Cr Ha Cu; K COXaleHWH, MPOBOAHMKOBAs aHECTe3ns TakXe 3a-
TpyfLHeHa M3-3a HapyLeHUs KOH(Urypauum no3BOHOYHMKA; 4) BCTpe-
yarouimecs OCNOXHEHWS CO CTOPOHbI cepfua, [fbIXaTeNbHOW CUCTEMbI
ABNAKOTCA CNeACTBUMEM Manoro obvema rpyaHoil knetku. HecmoTps Ha
3T OCNOXHEHMWA, GONMbLIMHCTBO XEHLWMWH C XOHAPOAHCTpPOdUSMYU Bce-
)K€ XOpowWo nepeHOCAT 6epeMeHHOCTb. KOHTpauenTUBHbie CpeacTaa
onn MOTryT MPUMEHSTb TakK /iee, KaK 340POBble XEHLUHbI.

HEBPO/TOTUYECKWE 3ABOJIEBAHUS
MuoTOHUYeCKast gucTpodus

MnoToumnyeckas AUCTPOGUS — ayTOCOMHO-AOMUHAHTHOe 3aboneBaHue,
XapakTepusylolieecs MefNeHHO nNporpeccupyloleil  fereHepauuei
HEpPBHOM CUCTEMbl C BTOPUYHOW MbIWIEYHOW aTpodmeli, MUOTOHUEN,
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KaTapakToi, paHHUM O6/bICEHWEM, TMMOronajH3MOM W OTCTaBaHUEM B
YMCTBEHHOM pa3BUTUU. Y 60MbHbIX MYXYMH 4YacTo Habnwpgaetcs
.aTpogms Andvek, a 6onbHble nuMua 060ero mona, MO-BNAMMOMY, CTpa-
[AalT CHVKEHUEM penpofyKTUBHOW ¢yHkuunm [Bundey, Carter, 1970;
Burnley, 1974]. BepeMeHHOCTb MPMBOAMT K HapacTaHWIO MbllLEYHON
cnabocTm M MUOTOHWUWU MPUMEPHO Y 23 60MbHbIX XEHLWNH, 06bIYHO BO
BTOpoii nonosuHe ee [Hilliard et al., 1977]. CocTosiHMe 6GONbLINHCTBA
COJNIbHbIX Cpasy >Xe Mnocne pofOB ynydyllaeTcs, YTO MPUBENO K npepn-
MOMIOXKEHWNIO O TOM, UYTO YXYALIEHWE COCTOAHUA OO0/bHbLIX XEHLWWUH BO
BpemMs 6GepeMeHHOCTU CBA3aHO C fAelicTBMeM nporectepoHa. [pegno-
.JlaraeTcs, 4YTO BOB/IeYEHMe B MpPOLECC rNafjKon MycKynaTypbl Mpu MmMo-
TOHMYECKOW JMCTpOouM MPUMBOAUT K €naboCcTM MYCKynaTypbl MaTku
noyTh y MONOBUHLI 60nbHLIX XeHwuH [Hilliard et al., 1977]. MHoro-
BO/IHE BCTpeyYaeTca y MOMIOBUHbI GepeMeHHbIX, CTpajallmx 3TUM 3a-
6oneBaHMeM, U MMOTOMMYecKas AUCTpodUsA [OMXKHA paccmaTpuBaTbes
*KaK pefkas npuumHa noBTOpHOro mnorosognsa [Pearse, lloweler,
1979].

Y 060MbHbIX AEeTeil, POXAEHHbIX OT O60/MbHbIX MaTepei, MOryT ObITb
6onee TAXeNble HapyleHUsd, 4eMm Yy feTeil, POXKAEHHbIX OT 60NbHbIX
-otuoB [Harper, Dyken, 1972]. MNpegnonaraetcs, 4To 370 NPOMCXOAUT
BCNeACTBME BO3LEACTBUS Ha MNN04 BHYTPUYTPOOHOW cpedbl 60MbHONA
matepu. [eTu, ne HacnegytouiMe MYTaHTHbIA reH OT maTepu, He npo-
ABNAOT CMMNTOMOB 3ab0neBaHMA. Y NOpaXKeHHbIX AeTeil MOXET pas-
BUTbCA TYronoABWMXHOCTb CYCTaBOB, FMMOTOHWA W OTCTaBaHWe YMCT-
BEHHOr0o pa3BuTuA. MNMpUMepHO NONOBMHA [eTeil poXAanucb MepTBbIMU
nmMbo ymupanu B nepuoj MOBOPOXAENHOCTWM OT [AblXaTenbHOW Hepo-
ctatoyHoctu [Hilliard et al., 1977]. bonbHble AuewunHbl JOMKHbI Ha-
XOAUTbCA Nof HabnofeHWeM B CNELManM3UPOBaHHbIX LleHTpax, a Heo-
HATOMOrM JOMXKHbI MPUCYTCTBOBATb BO BPEMS POAOB.

Heilipodgunbpomaros

HeWpognbpomatos (cuHapom PeknwTrxaysena) — ayToCOMMO-A0MI-
HaHTHOe 3aboneBaHWe, NPOSBAAKLLEECS TUMepnUrmMenTauuneld yyact-
KOB KOXW M MATKMMMW OMyxonsimu nepudepuyecknx HepsoB. [Manbo-
Jiee  TSHKENbIMW  OC/IOXKHEHUAMU ABAAKTCA CKOMMO3, (eoxpomaTos,
ramomMa 3pUTEeNbHOTO HepBa, 3/10KaYeCTBEHHOE MEepepoXeHue OMyXxo-
nell HepBOB, CYZOPOrM M OTCTANOCTb YMCTBEHHOro pas3sutusi. Onuca-
Hbl NMpOrpeccMpoBaHMe MUTMEHTALUM KOXW W OMyxofeii HepBOB MNpwu
6epeMeHHOCTU W perpeccuss 3TUX NPU3HAKOB nocne pogos [Swapp,
Main, 1973; All-sari. Nagamani, 1970]. 3To npegnonaraet, 4Tto npu-
MEHEHMEe O0pasbHbIX KOHTPALEenTUBOB 6GOMbWLIMM XEHUMHAMU [OMKHO
NPOBOAUTHLCA C OONbLIONA OCTOPOXHOCTHIO M MPW CaMOM TuULaTE/IbHOM
HabnogeHnn 3a Humu. CyulecTBYHT yKasaHWs na To, YTO Yy JAeTei,
poAMBLIMXCA OT 6O0MbHLIX MaTepeil, pa3BMBaKTCS 6onee TAXKeNble
-0CNOXXHeHUs1 nelipothnbpomarosa, Yem y AeTeld, POAMBLLUNXCS OT 60Nb-
HbIX OTLOB UMW B Cliyyasax, MPeacTaBAAlOLWMX COBOA HOBYH MyTauuto
[Miller, Hall, 1978].

64



CEPAEYHO-COCYAUNCTbIE HAPYLUEHWA

BpoxaeHHble MOPOKU cepfua MOryT ObiTb 06YyCNOBMAEHbI MynbTUdak-
TopuanbHoi atuonorueir (90%), XPOMOCOMHbIMWU aHOManusaMun (5%),
MyTauuein ofgHoro reHa (3%) wnm felicTBUeM CcpefoBbix (HaKTOPOB,
TakKMX Kak WH@MeKuuMa wunm nekapcTBeHHble npenapatbl [J. Nora,
A. Nora, 1978]. BposogeHHble MOPOKM cepAua SIBASTCA MNPUYNHON
cMepTn npumepHo 1% 6GepemeHHbix [Kahler, 1975] u npumepHo 1%
maTtepeit [Copeland et al., 1963; Hibbard, 1975]. Mpwu aHanuse uc-
xopoB 1135 6epemeHHoCTed y 490 XEHWUH C BPOXAEHHbIMU MOpPOKa-
MK cepgua rmbens nnogos coctaeuna 19% [Kahler, 1975].

Tabnunuya 10. Mengenupytowme CUHAPOMbI C MOPaXKEHNEM
cepAevHo-cocyancTon cmuctembl 1

AYTOCOMHO-LOMWHAHTHblE

YepenHo-nnueBoi An3ocTo3

CuHgpom 3Anepca—/MlaHnoca

CuHgpom Xonta—Opama

ManonaTuyeckmm runepTpoduyecknin cybaopranbHblii cteHo3 (UIFCC)
CuHgpom MapdaHa

CUHAPOM MHOXECTBEHHbIX NEHTUTO

Heipotmnbpomatos

CuHgpom HyHaH

HecoBepLueHHbIi 0CcTeoreHes

CuHgpom Tpuuepa—KonnuHsa

Ty6epo3Hblli ckiepos

dunbpnnnauna Xenygoukos € YANMHEHHbIM MHTepBanom QT
CuHgpom Baapaenbypra

AYTOCOMHO-PELLECCHBHbIE

Akpouedanononncnngaktuana (cuHapom KapneHTtepa)

KapfHoay4HTOPUbLIN CUHAPOM

XoHApoauctpoua Kanbuugpuuupyrowas BpoxaeHHaa (cuHgpom KoHpagw)
XongpoakTogepManbnas gucnnasus (cuHApom 3dnnnca—saH-Kpesenbja)
CuHgpom KokkeliHa

CuHapom KapTtareHepa

CuHgpom JlopeHca—Myna—buana

CVMHAPOM YKOPOUYEHUS| KOHEYHOCTEel M MXTKUo3a

CuHapom Mekkens—I py6epa

Mykonwuwpgos Il (ncesgo-I'ypnep cuHgpom)

MykononucaxapHgo3s IV (cuHgpom MopKwmo)

MykoHonucaxapngos VI (cnHapom Mapoto—/lamu)

MccBaoTaNnMAOMUAHLIA cMHAPOM (cuHApom PobepTca) !
1[ceBfOKCAHTOMa 3nacTuyeckas

CuHapom Pethcyma

CuHgpom Cmuta—/emnn—OnuTtua

CUHAPOM TPOMGBOLHTOMEHMN — OTCYTCTBME NlY4EBOM KOCTU

X-cuenneHHble

Cungpom Aase

MbliweyHas guctpoduma [rolweHHa

CuHgpom Anepca—/aHnoca, V tun

dokanbHas fepmanbHas runonnasusa (cungpom onbTua)
MykoHonucaxapngos Il (cumHapom XaHTepa)

1 Moapo6bHo cm. McKusick C97S).
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BONbWWHCTBO FEHHbIX MYyTaluWii, Bbi3blBAOLWNX pa3BUTUE MOPOKOB
cepfua, obnagalT NNefioTPONHbIM AeicTBMEM N 06YyCNOBAMBAKOT pas-
BUTWE W3BECTHbIX cuUHApomOB. B Tabn. 10 npusefeHbl MeHAenupyto-
wue 3aboneBaHWs, NpU KOTOPbIX MOPOKM cepiua SABAAKTCA 4acCTbio
cMHApoma. V3BeCTHO He3HauyuTesbHOe YMUCA0 M30/MPOBAHHbLIX MOPOKOB
cepaua, HacnepoBaHWe KOTOPbIX MOAYMHSETCS MEH[ENeBCKMM 3aKo-
HaM, B TOM 4uWC/ie ayTOCOMHO-PEeL,ecCUBbIble M ayTOCOMHO-4OMWUHAHT-
Hble HapylleHWs MPOBOAALLEA cUCTeMbl CEpALa, ayTOCOMHO-peLeccuB-
HbliA CMHAPOM TMMOMAa3uu NeBOro cepaua u X-cuenneHHas HepocTa-
TOYHOCTb MWUTPaNbHOrO M aopTanbHOro KfnanaHoB. Yalie BCero BCTpe-
yaeTcs ayTOCOMHO-AOMMWNAHTHbIA WAMONATUYECKMI runepTpoduye-
CKWUIA cybaopTanbHbliA CTEHO3. HeCcMOTpsA Ha TO YTO Mpu GEpPeMEHHOCTK
y XeHWwwuH ¢ UFCC cumnToMbl 3abofieBaHUsA yCUNIMBAKOTCA BCAEACT-
BME YBE/IMYEHWA KPOBOTOKa, MPW NpPaBUNbHOM BefLeHUWN GepeMeHHOCTb
MOXeT 6bITb coxpaHeHa [Turner, Oakley, Dixon, 1968; Kolibash,
Ruiz, Lewis, 1975; Datta et al., 1978]. nog noaBepXeH PpuCKY
He Tonbko WICC, HO ¥ BHYTPMYTPOGHOM 3afep>XKU pasBuTua n
HeoHaTanbHOl 6pagMKapAMM U TUNOTIMKEMUU, CBA3AHHON C MpUEMOM
MaTepblo MpPoOHpaHonona (aHanpuauH).

B HacToswee Bpemsa BefeTcs pa3paboTka MeTOAOB N MNPUEMOB
npeHaTanbHOW [AMArHOCTUKU BPOXAEHHbIX MOPOKOB cepaua. lpeHa-
TanbHO YXe OblNn ANArHOCTUPOBAHbI HECKOJ/IbKO Cly4YaeB BPOXAEHHOW
6nokagbl cepgua [Patel, Goldberg, 1976]. CerogHsi BHMMaHue uccne-
fJoBaTeneil HampaBneHO Ha YNbTPOCOHOrpauio Kak MEeTOf BbiSIBEHUS
aHomanuii cepaua nnoga [Hobbins et al.,, 1979]. 'pynna wuccnegosa-
Tenelh KanudopHuitckoro yHusepcuteta B CaH-®paHuucko (Golbus,
Heony6NMKOBaHHbIE AaHHbIE), MCNOMb3ys BUAEOMArHUTO(POHHYK 3a-
nMUcb CKaHupytouiero npubopa, npoBenu o6cnefoBaHWe 8 nNaogoB ¢
BbICOKMM PUCKOM MOpPOKa cepAaua. bbinu BbiABNEHbI Ae(eKTbl MeXKe-
NY[OYKOBOW MNeperopofgku y nnoga c¢ Ttpucomueir 18 m y nnoga c
Tpucomuein 9, NOATBEPX[EHHble nocfe MnpepbiBaHUA OGepeMeHHOCTH,
X0TS B MocnegHemM cnydvae 6blna obGHapyXeHa cocyuiecTBytouias art-
pe3us NerovyHoil apTepuu. Y LWeCTW MNAOAOB HUKAKUX aHOManui Bbl-
SIBIEHO He 6blN0, XOTS BMOCAEACTBMM 0Ka3aNoCb, YTO Y OAHOrO 6bif
fedeKT MeXOKenyaoukoBO/ Meperopogku W [ABycTBOpYaTble aopTalib-
HbliA U NEroYHbIA KnanaHoB, a y ApYyroro — ABYCTBOpYaThbiii aopTaib-
Hblli knanaH. CnegyeT HafesfiTbCA, YTO CO BpeMeHeM 3PHEKTUBHOCTb
MCNONb30BAHHOIO MeTofAa MOBbICUTCS.

HAPYLWEHUNSA AbIXATENLHOW CUCTEMBI

Kuctocpmnbpos

Knctohnbpos — ayToOCOMHO-peLieccuBHoe 3aboneBaHue, camas pacnpo-
CTpaHeHHas, 3aKaH4YMBaKLWAaACA fieTalbHbIM UCXO40M HacnefcTBeHHas
naTonorva y npejcrtaBsuTeneil eBpoONeouAHONA pacbl: ee yacToTa B
CWA cocTaBnaetr npumepHo 1 Ha 2000 HOBOPOXAEHHBbIX. XOTA Bbl-
CKa3aHO Hemano npeAnosioXXeHUn OTHOCUTENbHO NPUYMHLI 3abonesa-
HUSA, NEePBUYHbLIN TreHeTM4Yecknii aedekT HemspecTeH [Nadler et aL,
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4978]. OCHOBHble AbIXaTeNbHble HapyLleHUs CBA3aHbl C 3aKynopKoM
AbIXaTeNbHbIX NyTeld CAU3bI0 U pa3BUTUEM BTOPUYHONM GaKTepuanbHOW
UHpekunn. Tporpeccupytoline HapylweHus AbiXaTeNbHONW CUCTEMBI
ABNAKTCA NpUYMHOM rnbenn 60% petein B Bo3pacte fo 10 neT [Bearn,
Danes, 1978]. K apyrum nposBneHnsm 3aboneBaHWsA OTHOCATCHA Ha-
pyweHWe CeKPeTOPHOW (YHKUWWU MOAXKeNyLOYHOW >ene3bl, MEKOHe-
aNnbHbI MNeyC HOBOPOXAEHHbIX, LMPPO3 MNe4YeHW, XO0nenmtuas, 3aky-
nopka MPOTOKOB C/OHHbIX Xene3 U NOBblWEeHHOe cofepXaHue HaATpusa
M xnopa B noTe.

B oTuyeTe HaLMOHaNbHbLIX LEHTPOB NO W3y4YeHU KucTopubposa
npuBefeHbl pe3ynbTaTbl UcCAefoBaHWn ucxofoB 70 GepemMeHHOCTeR vy
XeHWUWH ¢ kuctopHbposom [Cystic Fibrosis «GAP» Conference Re-
ports, 1975]. ¥ maTtepeii OTMEYEHO YCW/IEHWE NEeroYHon CUMNTOMaTu-
Kn B 60%, pasBuTue neroyHoro cepgua B 14% w runepramkemumn B
3% cny4yaeB; 8 XeHWMWH normbnn. Y 18 XeHWmnH A0 3avyaTusa 6biio
NpoBeAeHO UCCNefoBaHWE COCTOSHUS [AblXaTeNbHOW cucTembl. B 3Toi
.rpynne y 6 XeHWmnH 6epeMeHHOCTb HacTynuaa B Mepuod, Korja Xus-
HeHHas eMKOCTb JIerKMX y nux cocTtasfisna MeHee 70% OT HOpMbI
(Takenoe HapyweHue). N3 HUX y ABYX XXeHWWH pasBuBanacb fe-
royHas runepTeH3ns, y ABYX — guabeT, a y ABYX — rubenb nnogos B
nepuHatanbHOM nepuogde. M3 BCeX 3TUX >KEHWWH NATb yMepan B
TeyeHne 28 Mec nocne 6GepemeHHOCTU. B apyrux xe 12 cnyuvasx
XW3HEHHAA eMKOCTb /IerKMX B Mepuos HacTynneHus 6epeMeHHOCTH
coctaBmna 70— 100% oOT HOpMbl. B 37Ol rpynne y OAHOW >XKeHLiUHbI
pa3BMBanacb yMepeHHas fieroyHas runepTeH3usa, a y Apyroi — aua-
6eT; cnydaes ru6enn nNnogoB M CMepTU MaTepei He oTMedveHo. Crefo-
BaTe/NbHO, MNOKasaTenu >XW3HEHHOW EeMKOCTU NIerKUX Yy DJKEHLWMWH Ao

3a4aTMs MOTYT CAYXWUTb MPOTHOCTUYECKUM KpUTepuem TeuyeHus Ge-
PEMEHHOCTMN.

HepoctatoyHoCTb a-l-aHTUTpUNCUHa

HepocTtaToO4YHOCTb a-1-aHTUTPUNCUHA — ayTOCOMHO-PELeCCUBHbLIA Npu-
3HakK. CuHTe3 3Toro 6enka, WUHrMOMpPYHLLEro WUPOKUIA CNekTp npo-
TEONNTUYECKNX (PEPMEHTOB, AETEPMUHUPYETCA HECKONbKUMMW KO4OMMU-
HaHTHbIMU annenamu. MNpu peduunte 6Genka y MONOAbIX nogel B
30 pa3 NOBbLIWAETCA PUCK XPOHWYECKUX OOCTPYKTMBMBLIX NErOYHbIX
3aboneBaHuii [Kneppers, 1978] u B 12 pa3 puCcK pa3BMTMS renarurta
N uMppo3a MeyYeHN y HOBOPOXAEHHbIX [Sveger, 1976]. Giesler, Bueh-
ler, Deep (1977) coobwmnm 0 poOXAeHWU pebGEHKA C BbIPAXEHHOMN
npeHaTasbHOW runonnasuvell y >XeHWUH c geduumtom a-l-aHTUTpun-
CMHAa W OOCTPYKTMBHbIM MOpaxeHuem nerkux. OAHAKO efWHUYHbIN
eC/lyyaii He faeT BO3MOXHOCTW cfAenaTb Kakue-nn6o o0606uULeHUs OTHO-
CUTENIbHO aKyLepCKUX OCNOXHEHUW NpU 3TOM HapyLUEeHUMN.



Frnasa 3

AHOMANN AYTOCOMHbBIX XPOMOCOM

XpPOMOCOMHbIE aHOManun O6HapyXuBarTCA MPUGAUSUTENBHO Y OAHO*
ro u3 Kaxagbix 160 xnMBopoXpAeHHbIX (Tabn. 11) [Jacobs et al., 1974;
Hamerton et al., 1975; Hook, Hamerton, 1977; Hirgurashi et al.,,

Ta6nuya 11. YactoTa XpOMOCOMHbIX abeppauunii y HOBOPOXAEHHbIX 1

Abeppauun YacTtoTa
KonnyecTBeHHblE
MonoBble XpPOMOCOMbI
47, XYY 1/1000 M
47, XXY 1/1000 M
Opyrue (Manb4mkm) 1/1350 M
45, X 1/10 000
47, XXX 1/1000 ﬂ
[Opyrue (AeBouykn) 1/2700 i
AyTOCOMBI
Tpucomun2
Xpomocombl 13—15 (rpynna D) 1/20000 XP
» 16—18 (rpynna E) 1/8000 XP
» 21—22 (rpynna G) 1/800 XP
Opyrue 1/50 000 XP
CTpyKTypHblE
CbanaHcupoBaHHble
PobepTcoHOBCKME
t (Dg; Dq) 1/5000 XP
t (Dg;GQq) 1/5000 XP
Peunnpoknblie TpaHCNOKaLMW W WHCEPLMOHHbIE WHBEP-
cun 1/7000 XP
HecbanaHcupoBaHHblE
Po6epTcoHOBCKME 1/14 000 XP
Peynnpoknble 1 nHcepuum 1/8000 XP
MHBepcumn 1/50 000 XP
Oeneymnn 1/10 000 XP
CBepxKo/IMYECTBENHbIE 1/5000 XP
Opyrue 1/8000 XP
Bcero ... 1/160 XP

lMO&M(pVILI,VIpOBaHHbIe naHHble 6 uccneposaHuit [Hook, Hamerton, 1977], Bknouato-
Wnx 56 952 HOBOPOXAEHHbIX. .
2MoCKONbKY B OO/bLIWHCTBE WCCNEf0BAHUA He NPUMEHANUCb MeToAbl AuddepeHLm-
pPOBaHHOI0 OKpALMBaHUSA, XPOMOCOMbI BHYTPW rpynnbl He BCerfja M,qemm%mumposanmcn:»
OfHako Tpucomun rpynnbl D, KakK MpaBwno, NpeAcTaBieHbl TPUCOMHeH 13, rpynnbl E—
Tpuco3mnein 18 n rpynnsl G — Tpucommen 21.
XX'P — XNBOpPOXAEHHbIE, — ManbyuKn, [ — AeBOYKN.

1979]. Mo KpaiiHeli mepe MOMOBMHA 3TUX Hapyllenuin NpMBOAUT K CO-
CTOAHUAM, TpebylOLWMUM MeAULUHCKOro BMewaTenbcTBa. XPOMOCOMHbI-
MW aHOManuamu obycnosneHo 50—60% crnoHTaHHbIX abopToB B | Tpn-
mecTpe 6epeMeHHOCTU U 5% MepTBOpOXAeHUI (cMm. rnasy 7). Cnepyet
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OTMEeTWTb, YTO YacToTa ayTOCOMTTbIX abeppauuil, BbIABAEHHbLIX Y MN0-
[OB MpW aMLUTOLEHTE3e XXEMWMWH pasHbiX BO3PacTHbIX FPYMM, BbIMTE,
4yeM 4acToTa aHOManuii, BbIABAEHHbIX NpU 06CMef0BaHUM HOBOPOX-
AeHHbIX [Hook, 1978]. 9Tm pasnuuma o6ycnoBneHbl rnéenbi 60/b-
WMHCTBA aHOMaNibHbIX NJ0A4OB B MO3A4MWe CPOKW 6GEpPeMEHHOCTM unu
poXAeHUemM MepTBbIX MA0J0B.

B HacToAweli rnaBe aBTOPbl OCTAHOBATCA Ma 06CYXAEHWM BOMPO-
COB AMAarHOCTMKM, MPOrHO3a N reHeTU4eckKoro KOHCYNbTUPOBaHUA pas-
NNYHLIX ayTOCOMMWbIX aHOManuii. [pyrve acnekTbl LUTOreHeTUKU 06-
CyXJawTcsa B ApPYruX rnaBax KHUTW.

OBWWME SAMEYAHWA

[varHocTka XpOMOCOMHbIX CUHPOMOB TO/NbKO Ha OCHOBE KAMHUYE-
CKMX XapaKTepUCTUK BO3MOXHa, HO He BCerga touyna no chefylLlum
npuymnHam: \) OTCYTCTBYeT MaTOrHOMOWMWYHbLIA ANS AAHHOrO CUHAPO-
Ma Mpu3Hak; 2) nepekpbiBaHWe MPU3HAKOB Pa3/IMUHbIX XPOMOCOMHbIX
cnHapomMoB; 3) BapuabenbHOCTb PEHOTUNUYECKUX MPOABMEHUIA OAHOrO
M TOrO Xe CUHAPOMA Yy pasHbiX WHAWBUAOB; 4) 3TUONOrMYeckas re-
TEPOreHHOCTb, T. €. MOPOKMW, HabngaemMble MPM XPOMOCOMHbBIX CUH-
LpoMax, MOryT BCTpeyaTbCsi W Npu HOpManbHOM Kapuotune. Tem
He MeHee HEKOTOpble OTHOCUTENbHO YacTO BCTpevyaloLliMecs XPOMOCOM-
Hble CUHAPOMbI MOFYT OblTb AMArHOCTUPOBAHbI KAWMHWYECKU. XPOMO-
COMHbIE CUHAPOMbI 06bIYHO XapaKTepu3ykTCS MHOXECTBEHHbIMU MO-
poKaMy pa3BUTUA He3aBUCMMO OT TuMna XPOMOCOMHOW abeppaunu
(y4BOEHME MAWM HeAOCTAaTOK FeHeTUYeckoro matepuana). K «BpeanbTm»
aekTam, 06YCNOBMEHHbIM YABOEHMEM WM HELOCTAaTKOM TFeHeTuye-
CKOro MaTepuana, 4alle BCEro OTHOCAT OTCTaBaHWe YMCTBEHHOro pas-
BUTUA, Mpe- U NOCTNaTanbnyk 3a4epXKy pasBUTUA M aHOManauu MHO-
FMX OPraHHbIX CUCTEM, OCOBEHHO YEeNCTHO-NULEBLIX CTPYKTYp, CKe-
NeTHOW, Cepaeynoin M MOYenonoBOi CUCTeEM. B yacTHOCTU, aHOManuu
Anua, HU3KO pacnosiodXeHHble yWun M aeOopMUpPOBaHHbIE YLIHbIE pa-
KOBWHbI, aHOManuu nanbLes (nanpuMep, KAWMO-, NOMM-, CUHAAKTUANA
M nonepeyvyHas nNajoHHas cknajgka) npefnonaraldT XPOMOCOMHbIM AucC-
6anaHc, 0COGEHHO €CnM OHWM SIBASIOTCA TOMbLKO 4YaCTbH BCEro ChekTpa
aHoOManuii. [na XPOMOCOMHbIX HapyLlleHW XapakKTepHO YBeJu4yeHue
4yacTtoTbl rnéenu NAOAOB U CHUXKEHWE >XU3HECMOCOOHOCTU XUBOPOXK-
LeHHbIX. O4HAKO NMpU HEKOTOPbIX XPOMOCOMMbIX aHOMaauaX BO3MOX-
HO BbI)XMBaHWe WHAWBWAOB [0 B3POC/Or0 COCTOSIHWA, a [OCTUXEHWA
MeAULMHbl eTue 60fee NOBbLIWAKT >XU3HECNOCOBHOCTb WMHAWBUAOB €
3TUMK 3aboneBaHUsSIMU.

TakTuKa reHeTUYecKoro KOHCYNbTUPOBaHWA 3aBUCUT OT XapakTe-
pa XpPOMOCOMHbIX abeppauuu (KOJMYECTBEHHbIE WAW CTPYKTYpPHbIE).
dakTOpaMy, MNOBbLIWAKLWKUMU PUCK MEPacxXxo?KAenmms XpoMocoMm y ue-
noseka, ABNALTCA: 1) NOXWNOK BO3pacT poauTenein; 2) Mo3anmuu3Mm
WM aHeynnougHa y poauTeneir; 3) poxpeHue pebeHka C TPUCOMMUEN.
Bce nepeyncneHHble (hakKTopbl ABAAKTCA MOKa3aHUAMW K MpeHaTasb-
HOMY MCCNefOBaHUI0 XPOMOCOM. MOBTOPHbIA PUCK MpX CMOPagUYeCcKUX
(de novo) CTpYKTYpHbIX MepecTpolikax HU30K. OAHaKO HPH CeMeliHOW
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CTPYKTYPHOI MepecTpoilke PUCK POXAEHUA pebeHKa C XPOMOCOMHbIM
avcbanaHcom yBenuyuBaeTcs. BennuuHa ero BapbupyeT B COOTBETCT-
BN C XapaKTepoM MepecTpoiikym u 06bI4HO cocTaBnseT 2—10%.

MepBbIMY ayTOCOMMNbIMW CUHAPOMAMW, OMUCAHHbLIMW B NUTepaTy-
pe, 6biin Tpucomum 13, 18 n 21. Mo Mepe COBEPLUEHCTBOBaHUA fa-
60paToOpHbIX METOAOB MUCCAeA0BaHWA MHOTME HOBble XPOMOCOMHbIE
CUHAPOMBbI 6blAN W, HECOMHEHHO, eule OyayT BbIABNATbCA. B HacTof-
el rnaBe aBTOPbl B 06WMUX YepTax OCTaHaB/MBAKTCA Ha rNaBHbIX
NMpU3HaKax Kak pacrnpoCTpaHeHHbIX T XOPOLIO M3BECTHbIX, TaK U HEKO-
TOPbIX pPefKWUX, HefaBHO WAEHTU(DULUPOBAHHBLIX CUHAPOMOB. bonee
NofIHble OMWcaHWMa UX npefacTaBfeHbl B Apyrux nybénukaumax [Ha-
morton, 1971; de Grouchy, Turleau, 1977; Yunis, 1977, Bergsma,
1979].

KOJ/IMYECTBEHHbLIE HAPYLWEHWNSA: TPUICOMUN
Tpucomnsa 21

deHOTUN

YactoTta camMoro pacrnpocTpaHeHHOro XpPOMOCOMHOr0 CWHApoMa TpUCOo-
mum 21 (cungpom [ayHa, mMoHronmsm) coctaBnset 1 na 800 >XuBo-
poxpAeHHbIXx [Hook, Hamei'ton, 1977]. 3710 3aboneBaHune ObINO Bblfe-
NEHO B CamMOCTOATE/NbHYI HO30/10TMYecKY0 eAnHULY 3af01ro [o Toro,
Kak 6blfa yCcTaHOB/MeHa ero XpomMoCOMHas 3aTuonorua. OfHO U3 nep-
BbIX ONuUcaHWin ero oTHocuTca K 1860 r., korga Langdon Down npeg-
NOXWUN ANA XapaKTepPUCTUKN ONPefeneHHOro CoCTOAHUA TEPMUH «MOH-
roanm3m», Tak Kak 4YepTbl AnLa 3TUX UHAMBWAOB HanmOMWHaAW TaKOBble
Yy WHAMBMAOB BOCTOYHOrO NPOMCXOXAeHWA. B HacTosilee Bpemsa Tep-
MWUH He ynoTtpeb6nserca. Lejeune, Gautier n Turpin (1959) BnepBsble
Habnogann [JOMNONHUTENbHYIO Xpomocomy rpynnbl G (G-XpOMOCOMbI
21—22): oTclofja cTapoe Ha3BaHWe cuHipoma «Tpucomum G». B Ha-
cToslee BpeMs BbICOKO paspellarliMMn MeTofaMy OKpacku yCTaHOB-
NEHO, 4YTO AOMONHUTENbLHOW XPOMOCOMOI OKasanacb Xpomocoma 21.
Kak BuMAaHO, u3 puc. 18, 3TOT CMNApOM XapakKTepusyeTcs 6Gpaxuueda-
NneRn, KOCOpPacnofioXemnHoW rnasHoM LWenbo, 3NUKanToM, LIWPOKUM
MepeHoCbeM, BbICYNYTbIM $A3bIKOM W MaNeHbKMMU, HWU3KO pacnoso-
XEHHbIMUW YylWaMu, C MepeKkpbiBalOWMMCA 3aBUTKOM W BbICTYNAKLWUM
NPOTUBO3aBUTKOM. pn poXAeHUU [eTh 0ObIYHO FMHOTOMMYHBI, Macca
Tena y MX CHUXXeHa, Mo Me CTO/ib 3HAUYUTENbHO, KaK MPWU HEKOTOpPbIX
Apyrux cumHgpomax. Apyrumy AMarHOCTUYECKUMU LEHHbIMW MpU3Ha-
Kamn SBAAKOTCA NATHa bBpyHTQUAbAA, WUPOKME KOPOTKME nNasblibl
(6paxumesothanaHrng), KNNNOJaKTUANS (MCKPUBIEHNE BHYTPb B pe-
3yNnbTaTe aHOManuu cpejHeit anaHrn), eAUHCTBEHHasA crubaTenbHas
CKNnajgka na nATOM nafble U HeobblYHO 6OMbLIOE PACCTOSHWE MeXAy
LBYMA nepBbIMW nanbulamu cton. [lonepeyHas nafoHHas CKnajka
(06e3bAHbA NUHMA), HECMOTPA Ha LWWPOKO pacnpoCcTpaHEeHHOe MHe-
HWe, nNe ABNSETCHA NaTOFTHOMOMMUYNbIM NMPU3HAKOM, TaK KakK BCTpeyaeT-
ca Tonbko y 30% 60nbHbLIX C Tpucommen 21, a Takxe y 5% 3gopo-
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Puc. 18. PebeHOK C CUHA-
pomom [ayHa.

BbIX NuL. K OTHOCUTE/NbHO YacTbiM MOPOKaM BHYTPEHHUX OpraHos
OTHOCATCS MOPOKM cepfala M aTtpe3us [BeHafLaTUNEPCTHOW KULIKHU.
Mopokn cepfua, TeHAEHUMS K pPasBUTUIO KakK WHGEKLWA Aabixatenb-
HblX MyTel, TaK W Neliko3a CHMXXaeT XW3HeCnocob6HOCTb O0/bHbLIX C
cmHgpomom [flayHa. B npownom npubnusutensHo 20—30% peteil C
Tpucomumein 21 normbanu Ha MepBOM roay >KusHu, 80% ymupann B
Bo3pacTe Ao 5 net n meHee 3% poxwusanu go 50 net n 6onee. B Ha-
cTosiwee BpeMA MNPOAO/KUTENbHOCTb XW3HW 3TUX OBONbHLIX 3HAYU-
TeNbHO YBENWYMNAChb 32 CYeT YCNexoB, AOCTUTHYTbIX B NEeYeHUWN WH-
thekumin, neiikosa n 60ne3Heil cepAaua: CpeaHsAs NPOAOMKUTENbHOCTb
Xunsnm coctaBnsietr npumepHo 20 net [de Grouchy, Turleau, 1977].

Lns 60nbHbIX ¢ cuHApoMoM [layHa XapaKTepHa OTCTanoCTb YMCT-
BEHHOr0 pasBUTUA; OfLHAKO CTeneHb €e pa3inyHa M B LENOM OHa
He TaK TsAXena, Kak YMCTBEHHas OTCTafoCTb MpPU MHOFUX ApYyrux
XPOMOCOMHbIX abeppauynsax. CpegHee 3HayeHue 1Q paBHOo 50 (Bapbu-
pyeT oT 25 go 70). B HeKOTOpbIX CAy4yasX 3TO 3Ha4YeHWe HaxoguTcA
B npegenax 70—80, HO 06bIY4HO Npu 3TOM chefyeT npepnonaratb
Mo3anumsm 46/47,+21. Y 60nbHbIX HabntojaeTcs oTcTaBaHUe B pocTe
M TUNOTOHUA, & B CTaplleM BO3pacTe 4YacTO pa3BMBaeTCsH OXUpPeHWue.
XKeHWnHbl GepTUnbHbI, HO OTAMYAKOTCA BbICOKUM PUCKOM POXAEHWUA
pebeHKa C XPOMOCOMHOW aHoManuei. M3 HeGONMbWOro ymcna Habnw-
LEeHUI 33 XXEeHWMHaMW C CUMHApPOMOM JlayHa MOXHO cfenaTb BbliBOA,
yto 30% KX NOTOMKOB TakKXe cTpaganu Tpucomwueli [Scharrer et al.,
1975; Simpson, 1981a; Van de Velde-Staquet et al., 1973]. ¥ 6onb-
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WMbX MYXUYMH CMOCOGHOCTb K [AETOPOXAEHWIO U ee M3MeHeHUs eule
HE W3Y4eHbl.

B 60/bWwoM uncne paboT, MOCBAWEHHBIX W3Y4YEHUO CUHApOMa
JJayHa, onucaHbl MHOTOUYMC/IEHHbIE aHOManuu, MOMUMO TeX, KOTopble
3pecb o6eyxpganuck. OfHAKO aBTOpbl MPUBENM KpaTKoe OMuMcaHue
TONbKO TeX aHOMaNuil pasBUTUA MpU 3TOM CUHAPOME, KOTOpble npef-
CTaBNAT LEHHOCTb AN AWArHOCTUKM W TeHEeTUYECKOro KOHCYNbTU-
poBaHus.

feHeTn4YecKoe KOHCY/IbTUpPOBaHUe

O Ns TeHeTUYecKoro KOHCYNbTWPOBAHMSA HeoGXOAMMO TMOAY4YUTb pe-
3yNbTaTbl LUTOFEHETMYECKOTro 06C/ef0BaHNs NnL, Y KOTOPbIX MO Kau-
HUYECKUM [JaHHbIM npeAnonaraetcs Tpucomus 21. [aHHble LUTOre-
HETUYECKOro MCC/ef0BaHUsA He TOMbKO MOATBEPHEAAOT AMArHo3, HO U
onpeaensioT TaKTUKY KOHCY/NbTUPOBaHUA. 3To 06YCMOBJEHO CYLLecT-
BOBaHMEM pPa3/IMYHbIX MeXaHW3MOB BO3HWKHOBEHWS Tpucomum 21-i
XPOMOCOMbI, @ TaKXe CXO0XeCcTblo KAMMUYECKOW KapTUHbLI cungpoma
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Puc. 19. Kapuotun 47, XX. +21 (Tpucomus B pe3ynbTaTe MEPBUYHOr0 Hepac-
xoxpgeHua 21-ii xpomocombl). AuddepeHymanbHas oKpacka TPUNCUHOM [UM3bI.



[ayHa c HapyWweHUs MU WHOW 3TUONMOTMK, Hanpumep, ¢ nonmcommein X
[Carpenter, 1971); Gardner, 1971)].

CuHgpoMm [JlayHa sIBNfieTCA pe3yNbTaTOM YTPOEHUA HebOnbLIOoro
yyacTka 21-i XpoOMOCOMbI, a UMEHHO cermeHTa (22 [Niebuhr, 1974a;
de Grouchy, Turleau, 1977]. YTpoeHue cermeHTa MOXeT ObiTb 06yc-
NIOBNEHO NPUCYTCTBMEM NMO0 LENOA AOMONHWUTENbHOW XpoMocoMbl 21
(npoctas TpucoMus UM TPUCOMUA B pe3yibTaTe HepacxoXAeuuns;
puc. 19), nmbo TOMbKO y4vacTKa (22, 4TO BCTpedvaeTcs Mpu TpaHcno-
Kaumax wuanm apyrux CcTPYKTYpHbIX nepecTpoilkax. W3 Bcex cnyvaes
cnHgpoma [fayHa B 93—95% o6HapyXuBaeTcqd npocTas Tpucomus
(47 xpomocom BMecTO 46). OTM cnyyanm GONblUein 4YacTbl cnopaguye-
CKuMe 1 cBfi3aHbl C BO3pacToM Matepu (Tabn. 12). Mo pgaHHbIM Stene

Ta6nuuya 12. Puck poxgeHusi pebeHKa C XPOMOCOMHbIMW aHOMaMSAMMU

Bce aHomanuu, 3a UCKIIO-

BospacT matepu CvHap w Aayna YEHNEM 47, XX X
20 1/1923 1/526
21 1/11)1)5 1/526
22 1/1538 1/500
23 1/1408 1/500
24 1/1299 1/476
25 1/1205 1/476
26 1/1124 1/478
27 1/1053 1/455
28 1/990 1/435
20 1/935 1/417
30 1/885 1/384
31 1/826 1/384
32 1/725 1/322
33 1/592 1/285
34 1/465 1/243
35 1/365 1/178
36 1/287 1/149
37 1/225 1/123
38 1/177 1/105
39 1/139 1/80
40 1/109 1/63
41 1/85 1/48
42 1/67 1/39
43 1/53 1/31
44 1/41 1/24
45 1/32 1/18
46 1/25 1/15
47 1/20 1/11
48 1/16 1/8
49 1/12 1/7

Mpumeyanune. [aHHble, nonydeHHble Hook, Chambers (1977) wn Hook (1981),
MocKoNbKy BbIGOPKM ANS HEKOTOPbIX BO3PACTHbIX WMHTEpBasoB Masbl. 95% [0BEPUTENbHbIN
MHTEpBan “MHOrga OTHOCUTENbHO BeMMK. OAHAKO 3TW UWpPbl NPUTOAHbI ANS reHeTnye-
CKOr0 KOHCY/NbTUPOBAHUSA.

(1970a), Mikkelson un Stene (1970), NOBTOPHbLIA PUCK POXAEHUSA
pebeHKa C TpucoMmuein y XeHWWH B Bo3pacTe 30 netr cocTaBnser
npumepHo 1%, a y XeHWWH 6onee cTapwero Bo3pacTa, MMeBLIUX pe-
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6eHKa C Tpucomueld, ne HabnwAaeTcqd yBenM4YeHUSA MOBTOPHOrO pucka
Mo CpaBHEHWK C PUCKOM, 06YyCNOBMeHHbIM BO3pacToM. HepgaBHO 3TO
6bI10 MOATBEPNCAONO [AAHHBLIMMW, MONYYEHHBIMW NPU aHTeHaTaNbHOM
LMTOreHeTUYECKOM unccnegoBaHmm [cm. Simpson, 1980c]. Xpomocowm-
Hble Habopbl y poauTeneil 60MbHLIX MOYTW Bcergja HOpPManbHble,
HO MHOrga y poauTeneli oGHapyXXuBaeTca Mosamumsm (46/47, +21)
[Weinstein, Warkany, 1963; Kaffe, Hsu, Hirschhorn, 1974; cwm.
Takxe Milunsky, 1979] wnu ppyras xpomocomHas abeppauus. MNpeg-
nonaraeTcs, 4Tto B 060MX Cnyyasx PUCK Bblle, 4em [AN1A COOTBETCT-
BYHOLLE/A BO3PAcTHOW rpynmnbl, N0 TOYHble 3HAYEHUS €ro He onpeje-
NeHbI.

MpeHaTanbnasa AuMarHOCTUKa HEMO3aWU4HOW TPUCOMUU [OCTATOUYHO
HaflexxHa W ee npoBefleHMWe JO/MKHO PeKOMEH0BATbLCA BCEM 6GepeMeH-
HbiM B BO3pacTe 35 neT u 6onee (CM. rnaBy 6), a TakXe XXEHLUHaM,
Yy KOTOPbIX YXe Obll poxaeH pebeHOK C Tpucomnein. B HekoTopbiX
nccnegosaHuax 6Oblna 0OHapyXeHa CBfA3b MeXAy BO3pacToM OTua u
HeMo3anyHoW Tpucomneil 21 y pebeHka B pe3ynbTaTe Wepacxoxje-
Hus [Stene et al.,, 1977], B TO BpemMs Kak Apyrue wuccnegoBatenu
aTtoro He nogreepxpgatoT [Erickson, 1978]. MonoxutenbHas Koppe-
NAUMA HeyAMBUTENbHa, TaK KakK Mo KpalHeih mepe B 20% cny4aeB
[iBe U3 Tpex XpoMocoMm 21 OTLOBCKOro npomcxoxpeHus [Bott, Sekhon,
Lubs, 1975; Hara, Sasaki, 1975; Mattei, 1979]. OpgHako BAWUsiHUE
BO3pacTa OTLA BbIABASETCA TOAbKO Ha 5-M uAM 6-M [ecaTuieTum
XW3HW W paxe Torfa TONbKO YyABaWBaeTCs PUCK, CBA3aHHbLIA C BO3-
pacToM maTepu.

Mo3sanymnsm (46/47,+21) o6HapyxuBaetcad y 2—3% 60/bHbIX C
cnHgpomom JfayHa [Chitham, Maclver, 1965; Richards, 1969, 1974;
Sutherland, Weiner, 1972]. ®eHOTMNNYECKME NPOSABAEHUA CUHAPOMA
JayHa npu Mosanum3sme MOryT OblTb MeTTee BbIpaXXeHbl, 4em npn
HEMO3au4yHOM TPUCOMTTU, OAHAKO WX HEeNb3A NpeABUAeTb B KaXoM
KOHKpeTHOM cnyyae [Kohn et al.,, 1970]. Mpu6nnsntensHo 3—5%
cny4yaeB cuHApoMa JlayHa ABMAAKOTCA pe3ynbTaTOM  TpaHCOKaLuid.
BonbHble ¢ cuHApoMOM [JlayHa, 00YCNOB/eHHbIM —aneynjougnei
(47,+21), He oTnAMYaloTCA OT 6OMbHLIX C TPAHC/MOKALMOHHLIM Bapu-
aHToM 6one3Hn [Ong et al.,, 1967]. TpaHcnokauuu He CBsA3aHbl C
BO3paCTOM poOAUTENen U MOryT ObiTb KakK CMNopagnyeckumu, TaK K
cemelHbIMM.  Yawe BCero npu  TpPaHC/MOKaLWMOHHOM BapuaHTe
CUHApPOMa BOBJEKAKOTCA B MpoLecc Xxpomocombl rpynnel D (13—15-9),
06bIYHO 14-a [Hecht et al., 1968]. Mpu D/G TpaHcnokaumn y pebeH-
kKa npumepHo B 45% cny4yaeB y OLHOr0 W3 poauTeneil onpepensertcs
Tpancnokauusa, Hanpumep, 45t (14q; 21q) [de Grouchy, Turleau,
1977]. TMMOBTOPHbIA PUCK poXAeHMA pebeHKa C XPOMOCOMHbIM Aucba-
NaHCOM Yy pofuTeneil ¢ TpaHcNoKaluueidl B LENOM 3HAYUTENIbHO MNpPeBbl-
lWaeT PUCK B C/ly4vyae HepacxXxoXAeHUs XPOMOCOM, HO 3HayeHue ero
M3MeHAeTCA B 3aBUCUMOCTWM OT TuMma TpaHcnokaumu. Ecnu kapwuotnn
npobaHpa 46,—14,+t (14q; 21q), a y OoAHOro u3 poauteneit 45,t
(14q; 21q), TeopeTMYeCKU NOBTOPHbIN puck coctaBnseT 33,33%. Oa-
nako 3Mnupuyeckuin (Habnfaembiil) PUCK 3HAUYMTENbHO HuMXxe. Mo-
BTOPHbIA pUCK cocTaBaseT npubnusntensHo 10% B cnydvae, €CAu Ho-
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CUTeNb TpaHcAoKauuuM maTb, U TOAbKO 2—3%, ecnmM HocuTenb —
oTey [Mikkelsen, Stene, 1970; Hamerton, 1971]. O6bACHeHMWI Ans
3TUX pa3nnyunii ne HanfeHo.

Bonee peakumu (opmamu CTPYKTYPHbIX MNepecTpoek, 06ycnosnu-
BalowWmx cuHapom [layHa, asnaswTtca t (21q; 22q); t ((21q; 21q)
W TpaHCNoKaluuu, BOB/EKalLlWMe XPOMOCOMbI 21 M Apyrue XpoMOCOMbl,
kpome rpynnbel D (13—15-9) uam G (21—22-a). TpaHcnokauuu
mexnay 21-ii n 22-in xpoMmocoMamum WAU MexAy ABYyMs 21-MuW XpOMO-
comMamMy 06bI4Mo BO3HMKAKT de novo, B TO Bpems Kak 6Gonee pegkue
NnepecTpPolKN B OCHOBHOM OblBalOT ceMelHbiMU. [MOBTOPHLIA pUCK Ans
3TUX COCTOSHWI He CTONb TOYHO ONpefeneH, Kak ANf TpaHcaokKauwi
Tnna t (14q; 2lg). OgHako ecnn MmaTb ABAAETCA HOCUTeNeM TpaHc-
nokauum t (21q; 22q), puck cuHgpoma [ayHa He npeBbiwaeT 10%
[Stene, 1970b], ecnu e HOCWUTENb OTeL, PUCK COCTABAAET TOJIbKO
2-5% . Mpwu TpaHcnokauyum t (21q; 21q) Boob6we He o6pasykTCH
HOpManbHble rameTbl. Takum 06pa3om, BbipabaTbiBalOTCA TOMbKO Tpu-
COMHbIE WM MOHOCOMHblE 3WUrOTbl, MPUYEM MOCAeAHUE 3UMUHUPY-
l0TCA, BEPOATHO, B 3IMOPUOHANBHON CTaguum.

MHorga nuua c Tpucomumeld 21 MOryT 6biTb TPUCOMHbIMKU W NO
Apyroli xpomocome, 06bl4HO X (Hanpumep, 48, XXY, +21).

Tpucomusa 13

Tpucomua 13 — 0AMH M3 MEPBbIX OMUCAHHBIX XPOMOCOMHbLIX CUHAPO-
moB [Patau et al., '1960; Smith, Patau, Therman, 1961], n3BeCTHbIi
Kak Tpucomusa D, Tpucomusi Di nan cuHagpom Matay. Tpucomusa 13—
XOTA M peAKo BCTpeyatollascs, BCe Xe Hambonee pacnpocTpaHeHHas
XPOMOCOMHass aHoOManusa y XuBopoxAeHHblX (1 Ha 20 000 poxaeH-
HbIX) W CpPaBHWUTENbHO 4YacTo OOHapyXuBaemas y CMNOHTaHHbIX abop-
TycoB. lpn 3TOM CUHApPOME OTMeyaeTcs Mpe- W MOCTHaranbHOe OT-
CTaBaHWe pocTa, a TakXXe BblpaXXEHHOe OTCTaBaHWe 06Llero pasBuUTUS.
Okono 50% 6onbHbIX feTeil normbawT Ha 1-M Mecaue >XU3HU U
meHee 5% poxwusaloT o 3 net u crapwe [Magenis, Hecht, Mulham,
1968].

Puc. 20. BHelwHWiA BUf pe-
6eHKa c Tpucomuen 13.
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Ta6nuya 13. OCHOBHble NPM3HAKN ayTOCOMHbIX CUHAPOMOB

Xpomocom-
Hble aHo-

mManummn

Tpuco-
muns 21

Tpuco-
mus 13

Tpuco-
Munsa 1S
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YactoTa
abeppa-
Uy Xu-
BOPOX/EH-
HbIX

1/800

1/20 0O

1/8000

OrcraBanne B pas- ~ OTCTaBaHue
BUTUM yMCTBEHHOro  YepenHo-nuueBbie aHomanum

passuTua

CpepnHsas  macca CpegHee 3Ha-  Bpaxuuedanus
Tena npu poxge- vyeHve IQ=50 11lmocknu 3aTbINOK

HUN cocTaBnseT (Bapbupyet HW3Ko pacnosioXxeHHble
2900 r 1 oT 25 [0 70) ywmn ¢ nepekpbiBaloLW M-

CpefHuin poct y CA 3aBUTKOM W BbICTyMNa-
MYXUYnH— 154 cm, lOWMM NPOTHBO3aBUTKOM
Yy OKeWwUunH— Kocble rnasHble wenu
144 cm 2 JHuKanT

MatHa Bpawdunga
LLinpokne KocTu Hoca
Mnockuit NPOGUNbL WK3-
3a runonaasuu moca
OTKpbITbIA  pPOT C BbI-
CTynawwmm A3bIKOM

(makpornoccus)
CpegHas macca Pesko Bbipa- [ononpo3ssHuedanus
Tena npu pPoXAe- XeHo Mukpoueganns
HUM 2600 1 1 [edekTbl uepena, re-
MocTHaTanbiroe mMaurnoma
oTcTaBaHue HW3Ko pacnonoXxeHHble

ywu, AemopMUPOBaHHBIN
(nnockuii, nnoxo gudde-
PEHLMPOBaHHbIN) 3aBU-
TOK
nyxorta
MwukpogTansMus, aHog-
TanbMus, Konoboma
PacuwenuHa ry6ebl, Heba

MHKporunaTtus
CpegHas macca To xe [onuxouepanus
Tena 2240r 1 BbicTynatowuin  3aThbl-
[MocTHaTanbnoe NoK
oTCTaBaHue JedopmuposaHHas

(HU3KO pacnonoXxeHHas)
yLHaA pakoBMHa
TOHKWIA, KYPHOCbLIA HOC
MukporHaTtus
Fvnonnasus HUXKHe
4encTu



AHOManuMn ckeneta

LLinpokue, kopoT-
Kne nanbubl (bpa-
XHMe30(anaHTuns)

KnnHogaktnnua
V nanbua

Monnpgaktnnng
mnonnasna Hor-
Tel

dnekcopHoe no-
NIOXXeHWe  nanbLes
C HaNoXeHuem ux
Apyr Ha Apyra
[f'unonnasung wnm
oTcyTCcTBUE pebep
Mmnonnasua Ko-
CTeihi Tasa, ynno-
LeHune BEPTNYX-
HOWM BNaguHbI
CTOHa-«Kavanka»

HanoxxeHue nanb-
LUeB Apyr Ha Apyra,
nanblbl CXaTbl B
Kynak

CrubartenbHas fe-
hopmayums (ynb-
HapHas fgeBuauus)

KopoTkaa rpyau-
Ha

OrpaHuyeHune
NoABUXHOCTKN 6ef-
pa

Y3Kkuii Ta3

BanbrycHaa pe-
thopmaumsa cTonbl

[opcanbHas
hnekcna u ykKopo-
yeHue 601bLIOr0
nanbua cTonbl

Crona-«Kavanka»

AHOMaNNN BHYTPEH-

IMpoponxunTe LHOCTL
HWX OpraHoB XU3HU

Lpyrve npusHaku

Cepaua (gedek- [mnoToHMs 20—30% norwuba-
Tel  Mexokenygou- Koxdble cknaf- T Ha 1-m rogy,
KOBOW W Mexnped- KW Ha 3agHeil mo-50% nornb6awot B
cepanoli neperopo- BEPXHOCTU Lien nepsble 5 net, 2,6%
[IOK, OTKpbITbIVi ap  [10BbllEHHas foxusarT go 50 net

TepuanbHbll  MNpo- YYBCTBUTENLHOCTb
TOK, nopaxeHne K MHMEKUMSM  Obl-
3HAoKapaa) XaTeNnbHbIX NyTen
AKCUanbHbIA
Tpypaguyc
OcTpbIi Nenkos
Ceppua (getek- EBMHCTBEHHas 45% normbaloT Ha

Thbl MEXOKeNyAouko- MyrnoyHas aptepusa 1-m mecaue, 70% K
BOM W Mexupes- [1puCTynbl anHo3,  mec, MeHee 5%
CepAHON neperopo- Cygoporu [OoXunBalwT [0 BO3-
[OK, OTKpbITbIii ap- [lonepeyHas na-pacta 3 net [Mage-
TepuanbHbI  npo- OHHAA BKAaaKa nis et al., 1968]
TOK)

[MonoBbIX  opra-
HOB (KPUMTOPXH3M,
AByporas maTka)

MoueBoit cucTe-
Mbl  (MOSIMKUCTOS :
noyek, rmapoHed-
po3, yABOEHUE MO-
4YeTOYHWUKOB, CNMUA-

HMe HoYek)

Cepaua (gedek- [munepToHyc 30% ymupalT Ha
Tbl MeXOKenyfoyko- XKeHckuii nonno 1-m mecsaue, 50%—
BOW M MeXnpep paxaetcs yauie, Ha 2-M, MeHee 10%

MY CKOJA LOXUBAOT [0 roga

CEpAnoi Mneperopo- yem
(3:1 [Gorlin, 1977]

[L0K) :
MonoBbIX  opra-
HOB (KpUNTOPXM3M)
MoueBoii  cucTe-
Mbl (3KTOMWA UK
noaKoBoo6pasHas
noyka, rugpoHed-
po3, y[BOEeHWe MO
YeTOYHMKA MAN Me-
ranoypetep)
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Xpomocom-
Hble aHo-
Manunn

Tpuco-
Musa 8

Tpnco-
Munsa 22

Tpuco-
mnsa 14
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YacTtoTa

abeppa-  OrcraBaHue B pas- ~ OTCTaBaHue
LUn 'y Xu- BUTUN YMCTBEHHOTO HepenHo-nmueBble aHoManmn
BOPOX/EH- passuTns
HbIX
He Bbiss  HopmasnbHble CpefHee 3Ha- YANMHEHHOE  AuLO,
neHa npu Macca Tena y Ho-  veHue 1Q=506/13Koe K HOpMarbHOMY
06cneno- BOPOXAEHHbLIX U bonblwine, HU3KO pac-
BaHUW Bbl POCT Y B3pOCAbIX MOMOXEHHbIE YLK
60pku Toncras, BblBepHyTas
XMNBO- HUWXHAS ryba
pPOXAeH-
HbIX
He BbisB- CpegHas macca CpefHee 3Ha Mukpoueganns
neHa y Tena npu poxpae- OHHe IQ=2) Bonblune, POTMPOBAH-
XuBo-  Hum 2650 r 1 Hble Hasaf ylin
POX/EeH- lie cnocobHbl cu llpeaypHKynsipHble Bbl
HbIX f0eTb U XO4UTb pocTbl UM QUCTYNbI
AHTNMOHTONONAHbI
paspes rnas
LNVHHBIA  KNIOBOBUS-
HbIW 110C
[ONvHHbIA unbTp
Bbicokoe apkoBuaHOe
He60 NAM pacliennHa
Heba
MuKporHatus
He BbifiB- Pe3ko BblpaxeH- Pesko Bblpa- Mukpoueganus
fleHa y Hoe xeno 1 Hu13Ko pacnofioxeHHble
XWBO- YLWHbIE PAKOBUHbI
POX[EH- LLInpoKMiA NnockmMini  Hoc
HbIX C NYKOBULLEO6pasHbIM Wn

LUMPOKNM KOHYMKOM
Bbicokoe  apKoBMAHOe

He60 HAM ero paclenuHa
Bonbwoli potr c ony-

WEeHHbIMK yrnamun ry6
MukpornaTtusa



MpoponmkeHne

AHOManUu BHYTpPeH- MpoA0MKNTENBHOCTb

AHOManUu ckeneta HUX OpraHoB Opyrue npusHaku WU3H

KopoTkas, wwupo- Monosbix  opra- [ny6okne cruba-1 B Hopme 1
Kas wes HOB (KPMNTOPXM3M, TeflbHble  CKNafKu
Y3kue nneun rmnonnaasus snyek) na crone n nagoHu
AnnHHoe  Tyno- 'MnonnacTunu-
BULLE nble, BbIMYK/ble
[Jopcontombans- HOrTK
HbIM CKONNO3
AHOManbHblE UK
CBEPXKOMMJIEKTHbIE
No3BOHKM, spina bi-
fida
FmnonnacTuyHbIi
UNW y3Knii Tas
BpaxHpakTununa
nAu apaxHofakTu-
nns
OTcyTCcTBUE MM
rmnonnasna Hagko-
NeHHnKa
KoconanocTb
BanbrycHas pe-
hopmaumns 60nbLIO-
ro nanbla cTonsbl
[MopaxeHne KocT-
HO-CYCTaBHOW  CK-
CTeMbl

BbiBux beapa Cepgua (OTKpbl-  [MNOTOHMSA 33% norunbaoT B

bonbwoi naneu Telil apTepuanbHblii  AMUOTpOGUS TeyeHne 1-ro roga
PykKM He NpOTMBO- npoTOK, CcTeHo3 ne- Cyf[oporn B HEO- XU3HU. OnucaH
noctasfieH [LPYrUM, ro4noii apTepuun, HaTalbHOM  Mepuno-60NbHOW,  [OXUB-
nanblbl ANUHHbIE U KoapKTauus aopThbl, e wudk go 12 ner
TOHKMe aHoManua MofK.Nto- v sh, Hirschhorn,

YNYHOW apTepun) 1977]
Kpuntopxunsm

KopoTkasa wes

KoHTpakTypbl N
WCKPWB/IEHNE Masb-
LeB

[aHHbIX HegocTa-
TOYHO
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YactoTa

Xpomocom-  abeppa-
HEIE aHo-  uum 3’/) p)KI/I- OTCTaBSS}“ﬁMB pas- ﬁ,.TcCTTBaeBHaFToMr% YeperHo-/nueBble  aHOMaIUN
Manmn BOPOX/EH- pasBuTUs
HbIX
Tpuco- He BbisiB- CpeaHas wMacca Pe3ko Bbipa- Mukpoueganus
mua 9 NeHa y Tena Npu poxge-  XeHo 2 Jonnxouedanns
XNBO- HumM 2630 1 1 HW3KO pacnonoXXeHHble,
pOXAeH- Kpyrnble, MArKue YllHble
HbIX paKkoBUHbI
Fny6oko  nocaxeHHble
rnasa

Y3Kue rnasHble LWenu c
OMNYLLEHHbIMW  HapyXHbl-
MW yriamu
LLInpokniA, nykoBuLe06-
pasHbIi HOC

BepxHsas ry6a nepe-
KPbIBAET HWXHIOO

MukporHaTua

Oynnuka- OnucaHo CpegHss macca CpeaHee sHa-  MuKpouedanus
uns (9p) okono 60 Tena npu poxge- yenue IQ =55 bBpaxuuedanus
cnyyaes Hum 2900 r 1 Bonblwine, oTTOMbLIPEH-
nble YW Nble PaKOBUHbI

ManeHbkue, rny6oko
nocaxeHHole, rnasa

JKTONMA 3payvka

Kocble rnasHble Lwenn
C MOAHATbIMWU BBEPX Ha-
PYXHbIMW yrnamn

JNlykoBuueobpasHblii
HoC

BbiBepHyTas ryba

OnyLeHHble Yrabl pTa

BecrnoKoWHbIA B3rNsg

pumaca ycmeLikun

Tpunnon- Yacto y CpegHas macca Pe3ko Bblpa- [lncnnasns  KocTeid ue-

ans CMOHTAH- Tefna Npu poXje-  Keno 2 pena
HbIX a6op- Hum 2500 1 HW3Ko pacnonoXKeHHble
TYyCOB, [Wertelecki et al., " 4ehOPMUPOBAHHbIE YILM
peako y  1976] MnkpodTansmns,  Ko-
ANBO- no6oma
poXaeH- YMOpeHHbIl  runepTe-
HbIX nopu3am
PacwennHa ry6bl uam
Heba
Makpornoccus
ManeHbKas HUXKHAA
YenoCTh



AHOManuu ckeneta

BoiBnx 6egpa nnu
orpaHuyeHue ero
0TBefleHus

BbIBUXM  NOKTe-
BbIX W KONEHHbIX
CyCcTaBoB

AHomanuu pebep
Il NO3BOHOYHOTO
cTtonba

Bpaxnme3soda-
nawusa

[ONvHHaa najgoHb

Knnnogaktunna

CuHpakTunang

6 3aka3 Nm905

AHOManMn BHYTpeH-
HUX OpraHoB

Cepaua  (OTKpbI-
Tbili apTepuanbHbilii
NpoTOK, nedekT
MeX>Kenyn04KoBOM
neperopogkm)
MonoBbIx  opra-
HOB (KpMNTOPXM3M,
MaNieHbKWin  nono-
BOlii  en)

Cepgua (gedek-
Tbl  MeXOKenypaou-
KOBOW N Mexnpea-
cepanou nepero
pojoK)

Omdopanouene

MenwTrouene

MonoBbIX OpraHoB
(rvnonnasua nono-
BOFO Y/eHa, rnno-
cnaans, KpnnTop-
H13m)

lenatocnnenome-
ranns

Apyrve npusHaku

[MonepeyHas
AHHaAA CKnafka

MnotoHns

My3bipHas Aere gnuTeNbHYO
nepayna niaueHTbl foMKUTENbHOCTD

na-

Mpopon>keHue

MpoAONKUTENbHOCTD
XKH3HU

BonbWKUHCTBO
60nbHbLIX norubakw™
B MNepBble MecAubl
N O4YeHb Mano cny-
YyaeH 6onblueid npo-
LOMKNTENbHOCTN
XusHu [Retliore,
1977]

B Hopme [Bellio-
re, 1977]

6onee
npo-

KopoTkas,

Xusnn WMEKT WH-
avBuabl C MO3any-
HbIM KapnoTunom
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-'’Xpomocom-
Hble aHo-
manuu

»CUHAPOM
feneuun
4p (cuHg-

5pom Bosb-

sCUHLPOM
.feneuun
-5p (cnHg-
,-POM  «KO-
laybero
.KpurKa»)

1ICuHapom
feneunn
U3q

Ynragposbl
aeneumn

“I8p

u32

YacToTa
abeppa-
LUMn 'y Xu-
BOPOXAEH-
HbIX

OTcTaBaHue B pas-

OonucaHo CpeaHas Macca
0Kono 50 Tena npu poxpe-
cnyyaes  Hum 2000 r 1

1/20 0O CpepHas Mmacca
Tena npu poxpe-

HumM 2650 r 1

OnucaHo
oKosnio 70
cnyyvaeB

CpepfHas macca
Tena npu poxpe-
Hum 2250 r 1

OnucaHo CpefHaa macca
okono 85 Tena npu poxgie-
cnyvyaeB  Huu 2800 r 1

OTcTaBaHue
YMCTBEHHOTO YepenHo-nnLeBble aHoOManum
passuTHS

CpepHee 3Ha-
YeHue 1Q=20

Mukpouedanus
BbicTynatouee
penocbe

HW3KO pacnonoXeHHble,
nnoxo anddepeHynpo-
BaHHblE YLHbIE pPaKoOBU-
Hbl

MpeaypukynspHole AMm-
KN Ui CBULLM

nasHoi ranepTtcno-
pn3m
PacwenvnHa
Heba
Mukpornatus

nagne-

ryéol umnm

Mukpouetanus
mnoptenopusm
AnNuKaHT
Lnpokas wn
CMNUHKa Hoca
Mwukporuartus

CpepHee 3na
yeHue 1Q=20

nnockas

CpegHee 3Ha  Mukpouedanus  (4acTto
yeHue 1Q =50 BbIpaXeHHas)
onounpo3saunuetanus
bonbwue ywwu, rny6o
KW 3aBUTOK
PeTuno6nactoma
MwukpogTanbmums
mneptenopusm
OTcyTCcTBUE X0pOoLLO
A epeHLMpoBaHHON ne-
peHocuLbl
LLInpokuia

BbICTYNalo-
WKt Hoc

Fononpo3ssnuedanus
Mukpoueganus

HW3KOo pacnonoXeHHble,
«OTBUC/bIE»

CpegHee 3na
yeHue 1Q=50
(Bapbupyet
oT 25 go 75) KPymnHble,
wr
mnepTenopusm
ANuKaHT
CTtpabusm
MT03



AHOManuu ckenerta

Ckonno3s

Annasuna  60Mb-
LWOro nanbla pyKu
AreHesns nep-
BbIX MeTakapnanb-
HbIX KOCTOYeK
TCnnsHne IV n
\Y MeTakKapnasnb-
HbIX KOCTeW
Oedopmauna Hor
CuHpaKkTnnma

AHOMaNNN BHYTPEH-

HUX OpraHos [pyrue npusHaku

TMNoTOHUSA

Cepaua  (pedek-
Cypnoporu

Thl  MeXnpeaceps-
noii N Mexxeny-
[O4YKOBOW  mepero-
POLOK,  OTKPbITbIA
apTepuanbHbIii Npo-
TOK)

MonoBbIX OpraHoB
(KpUNTOPXM3M, T
nocnaans, annasus
MaTKu, nonoBble
Xenesbl B BUAe TS
Xei)

fnnotoHna y 1

NOPOXAEHHbIX

Mpogon>xeHune- +

MpofoMKNTENBHOCTD -
XN3HN

33% norubatoT E
nepeble [ABa ropja-e
XWU3HW, HO OMNuWCaH»
cnyuai BbIXXMBa-
HUA [0 2-T0  aecd-
Tunetns  [Warbur-
ton, 1973]

10 15 Hopme

mneptoHyc, pas

BMBatOLLMNIACA
Mepe pocTa

Cepaua  (pedex-
Thl  Mexkenygou
KOBOM W Mexnpes-
cepfnoit  neperopo-
AOK)

MonoBbIX OpraHoBs
(aBOVCTBEHHOCTb
CTPOEHUNA, KPUHTOP
XWU3M, 1uUnocnaguns,
anucnaguns)

'mnonnasuns no-
yek

ATpe3nsa aHyca

nnotoHua

no

20% ymupatoT Ei
BO3pacTe A0 6 MmcC :
[Neibuhr, 1977]

B Hopme [Miller.,
1979]
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YacToTa
-Xpomocom-  abeppa-  OrcragaHue B pas- OTCTaBaHue

Hble aHO-  LWK Y Xun- BUTWM YMCTBEHHOrO ~ UepernHo-nnLeBble aHoManuu
Manuu BOPOM/jeH- pa3BUTUS
HbIX

CuHgpom  OnwucaHo CpepaHss Mmacca CpegHee 3Ha-  Mukpouedanus .
feneyunn okono 95 Tena npu poxge- 4eHme 1Q=50 [wunonnasus cpefHen
d8q cnyyvaeB Huu 29401 1 yacTu nuua
FNy6oKo  MoCaXeHHble
rnasa
Oedektol rnas (rnay-
KoMa, cTpabusm, HUCTarm,
atpodusa 3pUTENbHOTO
HepBa)
ATpesus Hapy>HOro
CNyX0BOro KaHana
«Kapnuii» pot
PacwennHa ry6bl  wm

Heba
-CuHgpom  OnucaHo Pe3sko Bbipa- Mukpouedanus
Jeneunn okono 85 XeHo 2 bonbline, HWM3KO pac-
2lq cnyuaes NoNOXeHHble,  Aedhopmu-
poBaHHble YLIHbIE paKo-
BUHbI

AUTVMOUNTONONHbI I
paspes rnas
Bnetapoxonosunc
Bbicokoe apkoBuaHoe
He60 WMAM pacuiennHa He-
6a nnm ryoéol
MukporHaTtus

10aHHble, nonyyeHHble de Grouchy J., Turleau C. Clinical Atlas of Human Chromo-
pu [aHHOM cuHApome |Q TPYyAHO OMpeAenuTb W3-3a paHHen CMepTu GONbHbIX.

AHOManuu, xapakTepHble Ana Tpucomum 13, BKAYalT B cebs
rofonpo3sHLedannio, nopaxeHus rnas3 (MWUKPO-, aHOMTANbMUA WK
Kofo6boma), pacuiennmHy rybol M Heba, NONUAAKTUANID W NMOPOKN Cepf-
ua (puc. 20, Ta6n. 13). K gpyrum OTHOCUTENbHO PAacNpPOCTPAHEHHbIM
npu3Hakam OTHOCATCA AedeKTbl yepena, reMaHruoma nuua, néa wuau
LEeN, HW3KO PAacMoOXeHHble YLIHbIe PakKOBWHbLI C aHOMajlbHbIM 3a-
BWTKOM, cToMa-«kKavanka» (BbIMyK/Able MOAOWBLI W BbICTynawLue
nATKU). XO0TA BCE 3TU aHOMaluUKU HeCcneuuduuHbl Ans Tpucomum 13,
WX COBOKYMHOCTb MO3BO/SIET MNPEAMOA0XUTbL 3TOT fAuarHos. OpaHako
NS NOATBEPXKAEHUS ero W MpPaBWU/IbHOTO KOHCYNbTUPOBAHUS HeobXo-
QMO MPOW3BECTM LMTOTEHETUYECKMNIA aHanms.

FeHeTnYecKOe KOHCY/bTUpPOBaHUe

'Kak npasuno, Tpucomusa 13 (B 80% cnyyaeB) npefcraBnser coboi
NpoOCTYl TPUCOMUIO B pe3ynbTaTe Hepacxoxpjeumsa xpomocom (47,
+ 13) (puc. 21). Kak u npu TpucomMum 21, OCHOBHbIMU (haKTOpamm



MpogonmkeHne

AHOMannMn BHYTpeH- MpofoNXKNTEeNbHOCTb
AHOManuu ckeneta HWX OpraHoB Lpyrve npusHaku WU3HN
BpasneHus B 06- Mopokun cepgua mnotoHus 10% norubaloT B
NactT¥ HafKONEeHHW- Mnonnasus Ha- Cypgoporu TeyeHue nepBbIX
Ka H 3ajHeil no- PYXHbIX MOMOBbIX MecsLieB, OnucaHsbl
BEPXHOCTN KNCTU opraHos cnyyam BbKWBa-
[ononHutensHble HMA [0 HOHOLIECKO-
pe6pa ro sospacrta 1
[ONVHHbIE, KOHY-
coobpasHble
nanbubl
KoconanocTb
fmnoTtoHua [aHHbIX Hepo-
CTaTtoyHo

somes. — New York; Wilesy and Sons, 1977.

B OMpefiefleHnn pucka ABNAIOTCH BO3PACT MaTepu U poxpenune pebeH-
Ka Cc 3Tum 3a6oneBaHneM. KOHCYNbTUPOBaHME aHaforMyHO KOHCY/ib-
TUPOBAHUIO MPU HEMO3aMUYHON Tpucomum 21.

TpaHcnokauuun, KoTopble BCTpeyawTcs B OCTaldbHbIX 20% cnyua-
eB, 00blYHO 3aTparuBaloT f[ABe XpoMocOoMbl rpynnbl D (13—15)
M npeAcTaBAAT cobol Apyroii nmpumep TpaHCcnoKauuum B pesynbTarte
CNUAHUA [ABYX aKpOLEeHTPUYECKMX XPOMOCOM WX LEHTPOMEPHbIMM
yyacTkamun. Tpucomus 13 BO3HMKaeT U B pe3ynbTaTe APYrux mnepe-
CTPOEK, B TOM YUCNO B pe3yfnbTaTe 06pa3oBaHWsA KOJNbLEBbIX XPOMO-
COM W WHBepcuit. B 3Tmx cnydvaax yTpauBaeTcsi TONbKO 4acTb 13-i
XpPOMOCOMbl. He yaWBUTENbHO, YTO (DEHOTUMNMYECKUE NPOABAEHUA MPU
YaCTMYHON TPUCOMUU MOTFYT OTAMYATLCA OT (heHOTMNA TUMNUYHON Tpu-
comum 13, HO B 06LeEM COOTBETCTBYIOT CMeKTPY MOPOKOB pa3BUTUSA
npu nonHoit Tpucomum [Moore, Engel, 1970; Taylor et al., 1970].
YXK1n3Hecnoco6HOCTb 60/bHbLIX MOXET OblTb Bbille, YeM MPU TUMUYHOM
Tpucomun 13 [Niebuhr, 1977]. XoTd cuHgpom Tpucomum 13 Kak pe-
3ynbTaT CeMeNHO Tpancnokauuu BCTpevaeTcss pefko, TeM Me MeHee
3TW cnyyaum cnegyeT UCKNKYaTb MPU KOHCYNbTUPOBaHUW. Ecnn HU y
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19 20 21 22

lac. 21. KapnoTtumn 47, XY, +13 (TpncomHsa 13 B pe3ynbTaTe MepBUYHOr0O Hepac-
XOXAeHHS). AnddepeHynanbHas okpacka TPUMNCMHOM [UM3bI.

OfHOr0 W3 poauTeneil HeT XPOMOCOMHOI MepecTpPoOiNKK, NOBTOPHbLIN
pUCK Ana nocnegyrouiein 6epeMeHHOCTM OGNM30K K Hynw. Tem He Me-
Hee Ha MpeHaTanbHYK [AMArHOCTUKY LenecoobpasHo HampaBnATb Kak
CeEMbW C YyHacnefoBaHHbIMW MepecTpoOiMKamMu, TakK W CEMbM C nepe-
CTpOKaMW, BO3HMKWMMMK de novo. Ecnu ogumH M3 poguTeneid nmeet
TpaHcnokaywo t (13g; 14q), NOBTOPHbIA PUCK POXAEHUS 60MbHO-
ro pe6eHkKa MOBbIWAETCA, HO, BEPOATHO, B MEHbLIEA CTEMEHU, YEM
ANns cuHapoma JlayHa Yy HocuTenein Tpaucnokauum Tuna t (14q;
2iq).

Y peTeli ¢ KAWHUYECKUMMW MNPOSABAEHUAMU Tpucommm 13 oTmeva-
nuck cnyvam 46/47,+13 mosamuymama. Ona Mo3aumuHbiX (opMm rnpea-
nonaraetcs 6onee 6naronpuaTHbIA nporHo3 [Fryns, Casaer, Van den
Beighe, 1979], u, no-emgumomy, 3TO [eACTBUTENbHO TakK, 0COOEHHO
B Cnyyae npeo6nagaHna KAeTOYHOW NMHWU C HOPMalbHbIM KapuoTu-
nom. OpfHakKo CcTeneHb MoO3anmym3ma OUEHUTb TPYAHO, MOCKONbKY
00bIYHO aHaNU3MPYKT TONbKO OAWH BWA TKaHW, W, CNegoBaTenbHO,
MONbITKW CBA3aTb TSHXKECTb aHOMaNWii CO CTeNeHbl MoO3auuusmMa puc-
KOBaHHHbI.

86



Tpucomng 18

3aboneBaHne Bnepsble onucaHo Edwards u coasT. (1960). YacToTa
ero BcTpeyaemocTu cocTtaBnsieT 1/8000 y >XMBOPOXAEHHbLIX. Tpuco-
Mus 18 TakXXe OTHOCUTCA K CaMblM 4acTbiM XPOMOCOMHbIM abeppauu-
SIM, BbISIBASIEMbIM Y MEPTBOPOXAEHHbIX W [AeTeld, Y KOTOPbIX MO K/u-
HWYECKMM MNpu3HaKam Henb3a ObIN0 3anofo3puTh Tpucomuto [Bauld,
Sutherland, Bain, 1974; Machin, 1974]. Cpean >XWBOPOXAEHHbIX fe-
Tel ¢ Tpucomuein 18 npeo6nagaet XeHckuih non (3:1), a cpeau
MepPTBOPOXAEHHbIX U abopTycOB COOTHOLUEHWe MO/0B NPUMEPHO OAK-
HaKoBOE.

AHOManuMu, xapakTepHble pAans Tpucomum 18 (cm. Ta6bn. 13,
puc. 22), BKAKYAKT MUKpouedanuto, BbICTynalLWmMiA 3aTbiI0K, HU3KO
pacnonoXeHHble W AeOopMUpOBaHHbIE yWW W MUKpornatmiwo. OTMme-
yalTcAa TakXe aHOManuMuW CKeneta: «MepeKpbiBalolWiMecs» Manblbl
pyk (V naney HaknagbiBaetca Ha IV, Il na Ill), KopoTkas rpyauHa,
WMpoKas rpyfHas Knetka, Y3Kui Ta3, OrpaHM4YeHHoe OTBefeHMe Ta-
300eApeHHbIX CYyCTaBOB WU BbIBUX Oeapa, CTOMa-«Kayanka» C BbICTY-
natouiein naTkoi. Kpome TOro, 60/blWONA naney CTOMbl 4acTO KOPOT-
KW N HaxoguTcs B AOpcanbHON threkcmn («MONOTOK»). YacTo BCTpe-
yalTcA MOPOKM cepAua M MoYek.

XO0TA KAMHWYECKMe MPOABAEHUA Yy TaKuX [eTeli OYeHb Bapua-
6enbHbl, B 06uWemM ¢opma TO0f0Bbl, /AMLO, AaHOMaiMW KOHEeYHOCTEN

Puc. 22. M3MeHeHMsi uepenHo-AMLEBOro CKeneta W XapaKTepHOE MOM0XKEHHO
nanbLes KUCTU y pebeHKa ¢ Tpucomueii 18.
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CX0AHbl (cM. puc. 22). Kak M MpuM MHOTMX APYrUX CUHAPOMAax Xpo-
MOCOMHOro AucbanaHca, Macca Tena Npu PoOXAEHWU B CPeAHEM HUXe
HOpMbI, YacTo HabnwaaeTcs He3penocTb nnoja. HOBOPOXAEHHble Ma-
NOAKTUBHbI, CpefiHEe BPEMS XW3HW COCTaB/SIET HECKONbKO MecsLeB
[Weber, 1967]. OTmeuaeTcs BblpaXeHHOe OTCTaBaHMe 06Liero passu-
s n pocta [Smith, 1978]. MeHee 10% peTeli [OXWBaWT [0 BO3-
pacTa, KOrga BO3MOXHO OLENUTb 3HayeHue 1Q, HO HEeBPONIOrUYECKME
M3MEHEeHUa npejnofaraldT pe3Ko BblpaXeHHOe OTcTaBaHWe pPasBUTHUS.

[eHeTnyeCcKOe KOHCynbTMpOBaHue

MpumepHo B 80% cny4yaeB Tpucomusa 18 Bbi3BaAHA MepacxoXpaeTliem
xpomocom (17, XX +18 unm 47,XY, +18) (puc. 23) [Gorlin, 19771.
B Takux cnydyasx reHeTU4YecKoe KOHCY/NbTUPOBaHWe MPOBOAUTCA Tak
Xe, Kak u npu Tpucomum 21. TOBTOPHbLIA PUCK COCTaB/IAET OKONO
1% c yyeToM MonpasBKKW, CBA3aHHOW C BO3pacToM MaTepu. Mosauuusm
BbIABMAETCA NO KpaiHel mepe B 10% cnydaes Tpucomuu 18. Cuwnta-
eTcs, 4To 60MbHbIE C MO3aW4HON opmoli 60/ee XWU3HEeCMOCOOHbI Mo
CpaBHEHUO C Hemo3amunoin ¢opmoli [Shih et al.,, 1974; Eaton et al.,,

Puc. 23. Kapuotun 17, XX, +18 (Tpucomus 18 B pe3ynbTaTe MepPBMYMNOro He-
pacxoxgeHus). AudhepeHunansHaa oTcpacka TPUNCUHOM TMM3bI.



1975]. BONbWWHCTBO OCTalbHbIX C/ly4yaeB, 0OYCMOB/IEHHbIX TPaHCNO-
Kauueln, Kak npaBufio, cnopaguyeckMe, W ecinm HeT CeMeiHoN
XPOMOCOMHON Tpancinokauumn, NOBTOPHbIA PUCK HE YBENWNYEH.

Tpucomua 8

Lo wucnonb3oBaHus MeTOAO0B AU deEpeHLManbHOro oKpawunBaHUA
[Caspersson et al.,, 1970] XpomOoCOMblI FpynnMpOBajnCb MO OTHOCU-
TeIbHOMY pas3Mepy njey v NOJ0XKeHU LeHTpoMep. XPOMOCOMbI rpyn-
nel C (6—12,X) TpygHO 6bIN0 MAeHTUDUUMPOBATL 40 NpuMenenuns
MeTOA0B AntepeHUMansHOro oKpawmnBaHusa, NosToMy U He 6bi0 BO3-
MOXHOCTU AMarHoCTUpoBaTb Tpucomuio. lMocne pa3paboTKM yKasaH-
HblX MeTOAOB onucaHo npumepHo 70 cnyvaeB 3abonesaHua. Tpuco-
MuUA 8 cBA3aHa He TO/IbKO C BPOXAEHHbIMW MOPOKaMW W OTCTaNoCTbiO
YMCTBEHHOI0 Pa3BUTUA, HO U C Pa3BUTUEM 3/10KAYeCTBEHHbIX 3aboJsie-
BaHW kpoBu [de la Chapelle, Schroder, Vuopio, 1973b; Hsu, Alter,
Hirschhorn, 1974; Lindquist, 1978; Riccardi, 1979]. Mo3sauyuam no
8- xpomocome o06Hapy>XXeH Yy (EHOTUNMUYECKU HOPMaibHbIX nuL
{Caspersson et al.,, 1972] u y nuy ¢ BPOXAEHHbIMW aHOManUAMMU,
HO C HOpManbHbIM MHTennektom [de Grouchy, Turleau, 1977]. B npo-
TUBOMONOXHOCTb APYrMM ayTOCOMMbIM TPUCOMUAM (aKTU4YecKn 23
BCeX 60/bHbIX C TpUcomuel 8 cTpajatT Mo3auumsmom. Yactota Mo-
3aMYHbIX KMETOK BapbMpyeT B pasHbiX TKAHAX W WU3MEHSETCA CO Bpe-
meHem [Reyes, 1978], ofHaKO OYEBWAHOW CBA3M MeHafy CTeMeHbio
BbIPAXXEHHOCTN MO3aWLM3Ma U THHKECTbH KAMHUYECKUX MNPOABAEHWUIA
BbISIBUTb He ypganocb [Berry, 1978]. BONbWMHCTBO M3BECTHbLIX CAy4a-
eB Mo3auumsma, Nno-suAMMOMY, crnopajuyeckue.

CuHgpoMm Tpucomum 8 (cMm. Tabn. 13) xapakTepusyeTcs SULEBbLIMU
AVCMOPDNAMUN U KOCTHO-CKENIeTHbIMU aHOManuamu, npuyem nocnefHue
mbonee crneunpuyHbl AAA LaHHOW XPOMOCOMHOW aHOManuu, 4YeMm Anf
apyrux [Pfeiffer, 1977; Silengo, 1979]. mnonnasus unu annasus
OfHOro MM 060MX HaLKONEHHUKOB paccMaTpuBaeTCcAa KaK BbICOKO-
CHEUN(pUYHbIH NPU3HAK ANA 3TOr0 CUHApOMA. XapaKTepHbl ANWHHbIe
N TOHKWE KOMe4ynocTn W TynoBule, AUCMOPHUU MeHee BbIpaXKeHbl,
yem npu Tprncomuax 13, 18 u 21. JIMLO HECKONbKO YAMMHEHO, HUX-
HAS ryb6a BbIBEPHYTA, YW HbIe PakOBWMHbI 60MbWIKE U HU3KO Pacnosno-
XeHbl. MoryT BCcTpeyaTtbCa MuUKpouedanus, runeptenopusM, Kocorna-
3ne, OTKPbITble Bnepes Ho3gpu. CKeneTHble aHoOManuu BKAKYalT
fopcontoMbanbHbIN CKOMN3 U KU(O3, aHOMaNibHble UAW AONOSHUTENb-
Hble MO03BOHKM, spina bifida H gononHuTenbHble pebpa. OTmevarTCA
TakXe 6paxu-, apaxHo-, KJIMHO- U KaAMNTOAAKTUNUSA, aHKWN03UPOBaH-
Hble CyCTaBbl, KOCONanocTb, BanbrycHas pgeopmaumns 60nbWOro nanb-
ua cronbl. YacTo BCTpeyatwoTcsH rnybokume nafoHHbIe U MOJOLIBEHHbIE
CKNagKTT. Hortm wmoryT 6biTb FMNONAACTUYHLIMU, BbINYKALIMU WK
moTCyTCTBOBaTh. OTMEYaloTCA aHOManuu pasBUTUSA ceppua M MOYEBOM
CMUCTEMbI, MO OHW Menee 4YacTbl, YeM CKeNeTHble HapyLleHus.

YMCTBEHHOE Ppa3BuUTWe BapbuMpyeT OT HOPMaNbHOro [0 TXKenow
ECTENeHn oTcTaBaHWA, HO B cpegHem 1Q cocTtaBnser 50. B 60MbWMUHCT-
BE W3BECTHbIX C/ly4yaeB TpuUcOMUU 8 BbIABAAETCA Ta UAM MHasA CTeneHb
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0TCTaBaHMA B YMCTBEHHOM pa3BMTUM, 4YTO CKOpEe BCEr0 CBSI3aHO C
ycnoBuamun otbopa obcneayemMbiX NnL, TaK KakK HEKOTOpble WHAWBUAbI
C MO3au4HOW (OopmMOi TPMCOMUM 8 OTNNYAKOTCA HOPMAaNbHbIM WHTEN-
NEKTOM, W Yy HUX OTCYTCTBYHOT aHOManuu, MO KOTOPbIM MOXHO 3afo-
403pUTb XPOMOCOMHbIA cungpoM. bonee TOro, MPOAO/MKUTENBHOCTb
XW3HU Yy HUX, NO-BUAMMOMY, Ne CHUXeHa. Takum 06pa3om, MHOrue
cayvyau CUHApOMa TpMCOMMM 8 OCTalTCH Hepacno3HaHHbIMU, B TO Xe
BpeMs MNpu NpocnekTMBHOM ob6cnegoBaHuy 6o0nee 50 OO0 HOBOPOXAEH-
HbIX HW OAHOrO cnyyas CMHApPOMa He 6bl10 BbIABAEHO (cMm. Tabn. 11).

[eHeTnYeCcKOe KOHCYyNbTUpPOBaHue

B 60nblWIMHCTBE Cly4yaeB CUHAPOM TpUCOMUKM 8 BCTpeyaeTca crnopagu-
yeckM M 06YyCNOBAEH HeEpacxoXAenuem XpOMOCOM B Meiio3e y poau-
Tenelh (Hemo3auyHble (OpMbl) W/MAM B MUTO3e B Mepuos 3ambpuore-
He3a (Mo3amuyHble). TOBTOPHbLIA PUCK AN To W gpyroii  opmbl
TPUCOMUWA YBENNYEH HE3HAUYMNTENbHO; TakKUM 06pa3oM, MPUHLMUMbI KOH-
CYNbTUPOBAHUA aHANOrUUHbI MpUHUMNam ero npu Tpucomum 21. Bbl-
NN onucaHbl YacTUYHble TPUCOMUWU 8- XPOMOCOMbI W chenaHbl Mo-
NbITKW BblAENUTb COOTBETCTBYHLLIME CUHAPOMbI: YTPOEHWE KOPOTKOro
nneya dup (8p) wnm gnuHHoro nnedva dup (8g). XoTa ANa OKOHYa-
TeflbHbIX BbIBOAOB [JaHHbIX ele HeJoCTaTOYHO, MHOrMe aHoManuu
Npu 3TUX COCTOAHMAX MOJO6HbLI TeM, KOTOpPble BCTpevyarTCcqd Npu Tpu-
comun 8. Dup (8p) m (8gq) uyacTo MNpPOUCXOANAT B pe3ynbTarte cemeli-
HbIX CTPYKTYPHbIX MepecTpoek, M B KaXAOM c/ly4vae MOBTOPHbIA puUCK
3aMeTHO MpeBbIAeT 06LWEenonynALNONHLIA U PUCK MPU MPOCTOR Tpu-
comuun 8.

Tpucomnsa 22

JononHuTenbHas xpomocoma u3 rpynnel G (21—22), HO He npwu
cMHgpome JlayHa, Oblna BbifiBNeHa elwe [0 MPUMEHEHUs MeTO40B
anddepeHUnanbHOro  oKpawuBaHusa. [MOCKONbKY COOTBETCTBYHOL KA
theHOTMN OTAMYanca oT cuHApoma JayHa, 6bi10 MPefnofioXXeHo, 4YTo
TPUCOMUSA NO XpPOMOCOMe M3 rpynnbl G OTAMYaeTcd OT TPUCOMMUM
21-ii xpomocoMmbl. OAHAKO TOYHYIO MpUpoAYy ee yAanocb YCTAHOBUTH
nocne paspaboTkuM MeToA4oB AupdepeHUManbHOW OKpacku, U B Ha-
CTofillee BpPeMA CUHAPOM TPUCOMWM 22 BblfenleH B OTAENbHYK (op-
My. BONbHble OTANYAOTCA MHOMOYUCNEHHBIMU HECMneunp@uyecKnumu
npu3Hakamu, BCTPevalLlMMMUCs NpuU BCEX XPOMOCOMHBLIX CUHAPOMAX:
3afiepXkKa (u3Myeckoro u ymcTBeHHoro passutusa (IQ B cpegHem
coctaBnset 20), runoToHMsA, mukpouedanns, HU3KO PacnonOXeHHble
ywu, gedopmauus YWHbIX PakoBUH, paclienMHa Heba, kocornasue,
NMOPOKW cepAua M KPUNTOPXWU3M. AHOManuMu nuua BKIKOYaOT MUKPO-
FHaTWIO, AAVHHbLIA KIHOBOBUAHbLIA HOC, ANWHHBLIA GUALTP U aHTUMOH-
ronoufaHbiin paspes rnas (cm. tabn. 13) [Alfi, Sanger, Donnell, 1975;
Hsu, Hirschhorn, 1977; lIselius, 1978]. OgHako aHOManuu nuua Mme-
Hee XapaKTepHbl, Yem Mpu 6ONMbWMHCTBE APYrux Tpucomuiti. K papy-
rMM Hambosee pacnpocTpaHeHHbIM MpU3HaKaM OTHOCATCA npeaypn-
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KYNApHble KOXHble BbIPOCTbl WMAM CBLILM, TMNONJAcTUYHbIE U HU3KO
pacrnonoXXeHHble COCKW, BPOXAEHHbIN BbIBUX Oefdep. OmeyaeTcs 3a-
[lep>XXKa pa3BUTMA, BONbLWIMHCTBO OOMbHLIX Me MOFYT CUMAETb U XOAUTH.
OpHako M3BeCTeH cnydai, korga 6onbHas goxwuna Ao Bospacta 20 neT,
OHa CaMOCTOATENbHO X0AWna, HO CUAbHO OTCcTaBana B passuTum [Wel-
ter, 1978].

FeHeTMUeCKOe KOHCY/bTUpPOBaHue

Mpn KOHCYNbTUPOBAHMMW: CNAeAyeT YUUTbiBaTb HE TO/bKO TO He6O0/b-
woe ysenuyeHue pucka (1%), cBA3aHHOe C poXxjAeHuem pebeHKa ¢
TPUCOMMEN, NO TaKXe PUCK, 0BYCNOBMIEHHbI BO3pPacToM poAnTenei,
TaK KakK B HEKOTOPbIX MCCMeA0BaHMAX MOKa3aHO, YTO CpefHUIA BO3pacT
poauteneii HemHoro yeenuyeH [ITsu, Hirschhorn, '1977; Shokeir,
1978b], Kpome TOro, onucaHbl cnydanm 46/47, +22 wmozauyusma y
poautenein [Hsu et al., 1971; Uchida et al.,, 1968]. Mo3anuusm y
poauTeneil, BepOSTHO, yBeNM4uBaeT MOBTOPHbIA PUCK, HO BeUYUHA
ero HemsBecTHa. XOTA 3TO COCTOSIHWe peAKOe, MPOBeAeHWe LUTOreHe-
TMYyeckoro ob6cnefoBaHUs pofuTeneii HeoBXOAMMO [N UCKIKOYEHUS
mMo3amumsma. MIHorga HeKoTopble CTPYKTYPHble MEpPecTpoiMku BedyT K
theHOTUNY, CXOAHOMY C (PeHOTUNOM NpW TpucoMuu 22. B 3TON CBA3M
cnegyet YynoMsaHyTb O CUHAPOME «KOLIAYbero rnasa». IOTO Ha3BaHue
66110 NPUMEHEHO K AeTAM C KONo60MON pafyXKu, aTpesuveil aHyca u
OTCTaBaHMeM pas3BuTMA. ITMONOIMA CUHAPOMA HEW3BEeCTHa, XOTS 4YacTo
BbIABAANACL [OMOMHUTENbHAA ManeHbKasd akKpoueuTpuyeckas Xpomo-
comMa. Y nny ¢ 3TUM CUHAPOMOM BbISIBASKOTCA MPU3HaKW, MO KOTO-
pbIM MOXHO 3anof03puUTb TPUCOMUIO 22: MpeaypuKynspHblie KOXHble
BbIPOCTbl, aHTUMOHFOMOUAHbLIA paspe3 rfnas U BPOXAEHHbIA MNOPOK
cepaua. OfHako B OTAMYME OT CMHApPOMa TPUCOMUM 22 HepefKo BCTpe-
yaloTcs ceMmeliHble Clyyau CUHAPOMAa «KOLWaubero rnasa», 4To, Bepo-
ATHO, OOYCNMOBMEHO YyHacNefOBaHHbIMKU TpaHcnoKauHsMu. B camom
fene, HeKOTOpble H3 3TUX TpaHC/MAOKaUuWi BOBMiEKAlDT XPOMOCOMY 22,
4YTO MOXET OOBACHUTb CAyYaiiHYH CXOXecCcTb aHOManuil npu Tpuco-
MUK 22 N CUHApPOMe «Kowaybero rnasa» [Cervenka et al.,, 1977].

Tpucomunsa 14

K HacTosdwWweMy BpeMeHW onucaHbl efMHUYHbIE Cay4vyanm 3TOr0 CUHAPO-
Ma, M TOMbKO B OLHOM M3 HUX O6HapyXeHa Hemo3auyHas (opma
nonHon Ttpucommm [Murken et al.,, 1970]. Bce apyrue cnydyaum 6biniun
MO3auYHbIMU WAW MPeAcTaBnAAM COBOW YaCTUYHYIO TPUCOMMUIO MPOK-
CMManbHOW 4actu 14-ii XPOMOCOMbI, YTO [an0o BO3MOXHOCTb CBf3aTh
XapaKTepHyt (EeHOTUMUYECKYID KapTUHY ¢ Tpucomuein 14 [Martin
et al., 1977; Rethore, 1977; Wyandt, Magenis, Hecht, 1977; Johnson,
Aceto, Likness, 1979]. Ana 60nbWNHCTBA MHANBWAOB C Tpucomueih 14
XapaKTepHbl LWWPOKUIA MIOCKUIA HOC C IYKOBMLLEOOPa3HbIM KOHUYMKOM,
60nbWOKA poOT C ONYWEHHLIMW Yrnamu, BbiCTynawlwme rybbl, peTpo-
rHarus, HU3KO pacnofioXeHHble yWW U O0TCTaBaHMe pa3BuTma. Onu-
caHbl aHOManuu NanbueB (Hampumep, KOHTPaKTypbl), He6a M KpunT-
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opxu3m. Mogo6HO TpucoMUU 22 MO 3TUM MPU3HAKaAM MOXHO npeano-
naratb XpOMOCOMHYK abeppauuto, HO OHW OTHOCWUTENIbHO Hecnewu-
(hMYHbI, 38 UCKNOYEHNEM, BO3MOXHO, (hOpMbl pTa.

Tpucommua 14 BcTpeyaeTca ropasfio pexe, yem Tpucomusa 13. 3T0
MOXeT ObITb CfeACTBMEM MOBbILWEHHOW MNpeHaTaNbHOW feTanbHOCTU
npu TpucomMum 14, nOCKOMbKY OHa OTHOCWUTCS K Haumbofnee 4acTo BCTpe-
vyatowumcsa Tpucommam rpynnbl D (13—15) y cnoHTaHHbIX abopTycoB
[Kajii et al., 1973; Tlierkelsen et al., 1974]. Cpeaun >XUBOPOXAEHHbIX
Tpucomua 14, BO3MOXHO, BCTpeyaeTCAa 4valle, YeM MNPUHATO CUYUTaTb,
HO (peHOTUNMYecKne MNPOABNEHUA Yy 6OMbHbIX He BCerga AOCTaTOYHbI,
4yToObl OMNpeaennMTb Heo6X0AMMOCTb B FEHETUYECKOM KOHCYNbTMpOBa-
HUM. XOTA U ManoBepoATHO, HO 3Ta CUTyauus MOXeT 6biTb aHano-
rmyHa Habnwogaemoin npu Tpucomum 8, 3aboneBaHWUU, BbIABASEMOM Y
feTeil 6onee cTapwero Bo3pacTta C He3HAYMTe/SbHbIM 4YWUC/IOM aHOMa-
NWiA, KOTOopble 06bIYHO CNyXaT NokKazaHWeM K XPOMOCOMHOMY aHanu3sy
[Caspersson et al., 1972].

Xpomocoma 14 yacTo BOBfieKaeTCs B MepecTpoiiku, Habwogaemble
npu onpefeneHHbIX 3/10KAYeCTBEHHbIX 3aboneBaHuax (Hanpumep,
nnMgoma bepkutTa) M NPU HEKOTOPbIX CMHAPOMAx C XPOMOCOMHOIM
HecTabunbHOCTbIO (HampuMmep, aTakcusa-Teneanrmakrasns) [McGaw
et al., 1975].

[eHeTn4yeckoe KOHCYyNnbTUpOBaHue

X0Ts onucaHO OYeHb Mano CAy4yaeB CUHApPOMa TpucoMuu 14 ans To-
ro, 4to6bl cpaenatb BbIBOA O CBS3W BO3pacTa MaTepu C Hepacxoxje-
HWEM XPOMOCOMbI 14, No-BMAMMOMY, MPUEMNEMbl MOKa3aHUs ANS KOH-
CYyNbTUPOBAHUSA, MOAJO0GHbIE MOKa3aHWAM MpPU MO3aWUHOl MAN Hemo-
3anyHoii hopme TpUCOMUM 21, MOCKONbKY MOXW/0 BO3pacT MaTepw
KOppenupyeT C 4acToTOl TPUCOMMIA aKpPOLENTPUUYECKUX XPOMOCOM
(rpynnbl D ii G). CTpYKTYpHble MepecTpoiiku, Beayline K yTPOEHUHo
14-ii XPOMOCOMbI, [OMKHbI 6bITb WCK/OYEHbl, TaK KaK CeMeliHble
Tpanciokaynn yBenn4yMBalOT MOBTOPHbLIA pUCK. [eldcTBUTENbHO, 60/b-
WMWHCTBO O06HAPYXEHHbIX CTPYKTYPHbIX MEpecTpoeK, NpuMBOAALMX K
n36bITKY MaTepuana 14-i1 XpomMocombl, 6biNU yHacnefoBaHHbIMW. Ta-
KUM CeMbSIM [0/KHa GbiTb MpeasoXeHa NpeHaTaNbHas AWarHOCTUKA.

Tpucomua 9

Tpucomua 9 — npumep APYroro pefko BCTPevaloWerocs y >XUBOPOX-
LEHHbIX CUHApPOMA. Y 6O0MbLIMHCTBA MOPaXEHHbIX MWL BbIABAEH MO-
3anyn3M MAM YacTuyHas Tpucomus 9-in xpomocombl. Habnwpgaemble
NMOPOKN Hecneun@uyeckme U BCTPEYATCA MPU MHOTUX LPYrUX Xpo-
MOCOMHbIX abeppauusx (cm. Tabn. 13): mukpouedanus, HWM3KO pac-
NMOMOXEHHbIE YLIMN, Y3KWe U KOCble Fnas3Hble Wenu, aHo- UM MUKPO-
(hTanbMm, LWWUPOKUIA HOC, MepekpbiBaloLWas MNMKLWOKW BepxHAA ryb6a,
BbICOKOE apKoBMAHOEe Hebo M MUKporHaTua. O6HapyXMBarTCA MOPOKU
cepaua, ckeneta M MOYEMOMOBON CUCTEMbI, XapaKTepHbl TMMOTOHUS ©
oTcTaBaHue pa3BuTuA. CnefyeT OTMETUTb, YTO OMWCAHO [OCTATOYHOE
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UMCNo CryvyaeB TPUNAUKALUKU KOPOTKOro nneva (9p), A4NA TOro 4tobbp
oXapakTepu3oBaTb COOTBETCTBYylOWMUI cuHapom [Retbore, 1977]. 3tu»
WUHAMBMABI PE3KO OTCTalT B Pa3BUTUKM, HO >XU3HECMOCOBGHOCTb UX
He CHWXeHa. WIHTepecHO, YTO Yy B3pPOCAbIX WHAMBWAOB C PasinMyHbiMuy'
reMaTtoforMyecKUMN HapyleHUs MU, B TOM YUC/Ae W 3/10Ka4YeCTBEH-
HbIMW, OMMUCaHbl CAy4Yanm MO3aMyHON (opmbl Tpucomuu 9. Bonee TOro,
Tpaucnokauum, BOBeKalol e XPOMOCOMY 9, CBfi3aHbl C HEKOTOPbIMU'
thopmamu  neiikozoB (Hanpumep, «dpunagenbhuiickas» XpomMoCOM»
t {q; 22q), xpoHuyecknii muenoneiikos [Rowley, 1977].

[eHeTUYeCcKOoe KOHCY/bTUpOBaHue

Lns onpefieneHns TOUHbIX 3HAYEHWA PUCKA fAaHHbLIX elle He fAocTa-
TOYHo. O6LUiMe NPUHLWUMBLI KOHCYNbTUPOBAaHWUSA, MO-BUAMMOMY, aHano-
TMYHbI MPUHLMNAM KOHCYNbTUPOBAHWUA NpWU APYTrUX Tpucomusx. [Ons»
BbISIBNEHUS CEMENHbIX CTPYKTYPHbIX MepecTpoek 0653aTeNbHO MCCe-
[O0BaHWe Kapuotuna y poauTenei.

TPUNIONAVA N TETPANNONANA

CocToAHUs, 06YCNOBMEHHbIE KPaTHbIM YBEAWYEHUEM ranfioufjHoro Ha*
6opa xpomocoMm (MoAMNAOWAUK), PeAKO COBMECTUMbl C XXW3HbH; Of-
Hako Kak TeTpannoumgus (4n= 92), Tak u Tpunnoungma (3n= 69)°
(pnc. 24) yacTo BCTpevawTCA Y CNOHTaHHbIX abopTycoB (cm. rna-
BY 7). Tpunnomams MoxeT 6biTb 06ycnoBieHa pasiUYHbIMU LUTONO-
rmyeckumy mexaHmsmamu [Beatty, 1978], skawuarwowmmu: 1) mMuto-
TUYeCcKMe HapyLlleHus B MpejLecTBEHHUKAaX MOMOBLIX KNeTOK; 2) OT-
CYTCTBME HOpPManbHOro 1-ro uauM 2-ro MeiioTUYECKOro fAefneHus y Jio-
6oro u3 poautenein; 3) aucnepmuto. OYEBUAHO, AUCMEPMMWA — CaMbIil
pacnpoCTpaHeHHbI MexXaHW3M pasBUTUA TPUNAOUAMM Y 4YenoBeka
[Kajii, Nikowa, 1977]. 3agepxaHHOe ONIO40OTBOPEHNE MOXET BbIN
3blBaTb TPUMAOHAWO Yy >XMBOTHbIX [Yamamoto, Inglass, 1972]r
HO Yy 4esioBeKa 3TO He [OKaszaHHasa npuyumHa Tpunaomgmu [Simpson*
1978b].

XuBOpPOXAEHHbIE C TpUNAOWAMEH, KakK nNpaBuio, Hapsagy c Tpu-
WrOMAHOW KNEeTOYHON nuHWelr 06nafatdT KAOMOM HOpPManbHbIX KETOK
(46/69 mMo3amumsm), XOTS Y HEKOTOPbIX Oblnv 06HApY>XeHbl TOMbKO
Tpunnongnbie knetkn [Simpson et al.,, 1972; Niebuhr, 1974b], B Ta-
KMX cny4vasx 06blYHO HabnwfalTcs TaXenasa 3afjepxka pasBuTUA U
MHOXECTBEHHble MOPOKW, BKAKOYaKLiMe rUNepTeNopusM, roaomnposam-
uedanuio, MUKPOMTanbMUID, KONOBOMY pajy>XKu W CeTYaTKW, HU3KO
pacnonoXeHHble AeOPMUPOBaHHbIE YLIHbIE PakKOBUHbI, paclenHy
ryool n/nnn Heba, peTporHaTuio, rugpouedannio ¢ runonnasmen nau
annasmeli CEPHOBUAHOTO MO3ra U MO30/UCTOrO Tena, MWenoMeLlLroLe-
ne, ABOWCTBEHHbI XapaKTep HapY>XHbIX MOAOBbIX OPraHoB Yy ul
MYXCKOF0 nojia, KWUCTO3HYK [ereHepauuio noyek, annasui Hagno-
YeUHbIX Xene3 W cuHjakTuauio. CyulecTBYeT TaKkXe CBA3b Mexay
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Puc. 24. TpuwiongHbw Habop xpomocom. Kapuotun R9, XXY. AuddepeHyn-
anbHas oKpacka TPUMCMHOM [MM3bI.

TpHONOMAMENA W Ny3bIPHON [fereHepauuneid nnaueHTbl (cMm. rnasy 7);
eCOYETAHME NOPOKOB pa3BuUTUA Yy pebeHKa W My3blpHbIX W3MeHEeHWN
YBENMYEHHON nnaueHTbl npeagnonaraet Tpunaouauto [Wertelcki, Gra-
ham, Sergovicli, 1976].

M3BecTeH 0fHW cnydval TeTpannomauu y pebeHka, LOXMBLUErO [0
roga [Golbus et al., 1976], u cnyyain mosamymsma C AUNAOUAHLIMW
n TeTpannougHbiMn knonamu knetok [Kelly, Rary, 1974; Kolm et al,,
1967]. B aTux cny4yasax Obliv 06HApYy>XeHbl MHOXXECTBEHHble MOPOKMK
pasBUTUA, XapaKTepHble 415 XPOMOCOMHbIX CUHAPOMOB. XOTS MOBTOp-
HbIX CNy4yaeB NOAUNNOUAUN B CEMbSX He BCTPeyasocb, TEM He MeHee
‘cneflyeT peKOMEHAOBaTb MpeHaTanbHOe LUTOreHeTuyeckoe obcrnefo.a-
HWe, ecnu B aHaMHe3e Obl10 pPOXAeHWe C HemMo3am4Hoi (opmoin Tpu-
MAH TeTpannouguun. lMpeHaTanbHas AuarHocTMka Heobxoauma B TOM
eCNlyyae, ecnu nonumnaowgusa 6bina o6HapyXxeHa y abopTyca, MOCKOSb-
Ky 3TO, BO3MOXHO, YBEAMYMBAET MOBTOPHbIA PUCK MNOAMNIOUAWN,
a TaKXe ApYrux XpOMOCOMHbIX abeppauwuii (Hanpumep, TPUCOMUMU)
(Alberinan et al., 1975; Hassold, 1980].
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CUHAPOMBbI, OBYCNOBAEHHBIE AENELUSAMM
CvHgpom geneunn (4p)

CuHgpom pgenegHu (4p) [del (4p)] obycnoBneH OTCYTCTBMEM AMCTanb-
HOl 4YacTM KOPOTKOro nnedvya 4- XpPOMOCOMbI, & WMEHHO CermMeHTa’'
4pl6 [de Grouchy, Turleau, 1977]. Wolf u coaBt. (1965) n Hirsch-
horn, Cooper, Firschein (1965) onwucanu 3TOT CUHAPOM He3aBUCK-
MO ApYyr OT Apyra, NMo3ToOMy ero MHorfja HasblBaldT CUHAPOMOM Bosb-
tha — XunpwxopHa.

HecmoTps Ha TO 4TO 4YepenHo-MLEBble aHOMalWu CXOA4HbI C Te-
MU, KOTOpble BCTpe4arTCAa Npu ApYrnx XPOMOCOMHbIX abeppauusx,
npu 3TOM CUHAPOME OTMEYalTCAa W XapakKTepHbie AN Hero npusHa-
KW: BbICOKMIA BbiCTynawwmuii nob, BbICTynarowWwee HajnepeHoOCbe, U-
nepTenopusM, [ABYCTOPOHHWIA 3MNWKaHT, FOPU30OHTaNbHble WMAW C ONy-
WeHHbIMU Hapy>XHbIMW yrnamu rnasHble wWwenu, ak3opTanbMm. Hoc ¢
KBagpaTHbIM KOHYMKOM, a A/INHA CAMHKW HOca NpubBAM3NTENbHO pas-
Ha €ero wWupuHe; B LENOM AWLO, KaK CYMTAKT, HanOMWHAaeT LWeM
OPEBHUX rpevyeckUx BOUHOB. YacTo BCcTpevyawTcAs Mukpouedpanma u
MUKpOrHaTma. [MOopoKM pasBUTUA rna3 BKAYAKT WPUAOCXU3NC, KO-
nobomy pagyXxkw, katapakTy wu ctpabusm [Wilcox, 1978]. ®wunbtp
rny6oKuin n y3kuil, HepefKO OTMevarTCA paclienuHbl rybbl U Heba.
Cpean Apyrux MOPOKOB pa3BMTUSA BCTpevyawTCA MOPOKM Cepaua, ru-
nocnagusi, Nymno4YHble TPbDKW, KOXHble SIMKM (B 06/11acTU KOMYMKa,
naevyeBbIX, NOKTEBbIX CYCTaBOB W CYCTaBOB MNafbleB) W pasinyHble-
aHoManuu ckefneta. Y HOBOPOXAEHHbIX MNOCTOAHHLIMW MPU3HAKaAMMK
ABNAKTCA FUNOTOHMA U cygoporn. o coveTaHUKO XapaKTepHbIX Nn-
LeBbIX MPU3HAKOB, HWU3KON Maccbl Tefa Npu POXAEeHUW U [AedeKToB
cpefHeil nuHWKM (HanpuMep, paclienuMHa Heba, MOpPOKM cepAaua, rMmMo-
cnaguMs H MNyMNOYHbIE TPbIXW) MOXHO MPeAnonoXuTb geneuyuto (4p).
Leneuns xapakTepusyeTca pe3kuMM OTCTaBaHMeMm pa3Butud; 1Q o06blu-
HO Hmxe 20. XXM3HecnocobHOCTb 60MbHbIX pas3MyHa; 60MbLIMHCTBA
WHAMBMAOB nornbaeT B MepBble FOAbl XW3HU W NUWb HE3HAYUTeNbHas
yacTb 6O0ONbHbIX [O0XWBAeT [0 OHOWecKoro Bo3pacta [Warburton,
1973]. KpaTkoe onucaHwe cuHAapoma npeactasneHo B Tabn. 13, a 6o-
nee nogpobHo OH onucaH B paboTax Leao u coaBT. (1967), Miller
n coaBT. (1970) n Guthrie n coast. (1971).

feHeTMYeCcKOe KOHCY/NbTUpPOBaHue

BonbwuHcTBOo cnydvaeB (90%) 3aboneBaHus BO3HMKaeT de novo; Ta-
KUM 06pa3oM, pUCK XPOMOCOMHOI abeppauumn y cnefylouiero pebeHka-
He Bbille, YeM OXWAaeMblii pUCK C y4eTOM BO3pacTa poguteneit. UH-
TEPECHO, UYTO PUCK pOXAeHUs pebeHKa C TPUCOMMEl Bbille, YeM MO-
BTOpPHbIW puck geneuun (4p). OAHAKO NpuM MO3anWLH3Me WAWM TpaHc-
nokauuum y opgHoro u3 poguteneir (10% cny4yaeB) MOBTOPHbI PHCK
3HauMTeNbHO MOBbiWaeTcs. B 3ToM cnyyae onpefeneHHO nokasaHa
npeHaTanbHas AWArHOCTUKA, XOTA 3MMNUPUYECKUX [aHHbIX ele Heao-
CTaTO4YHO. DaKTUYECKU, MOCKObKY HeboMbluMe CTPYKTYpHble nepe-
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CTpOWKM (0COGEHHO WHBEPCMM) M MO3auLM3M C ManbiM MPOLEHTOM
aHOMaNbHbIX KNEeTOK Yy poauTeneil TPyLHO WCKAOYUTHL, LienecoobpasHo
PEKOMEH[0BaTb MpeHaTanbHYK AWMAarHOCTUKY BCEM CEMbSIM, e pPOAU-
NUCb [ileTn ¢ geneuuen.

CuHgpom pgeneuun (5p) WM CUHAPOM «KOLLAYbEro Kpuka»

B HacTosiLlee BpemMs OnucaHoO 60/bLIOE YMCIO C/lyvyaeB CUHApPOMA U
npegnonaraetcs, 4to y 1% YyMCTBEHHO OTCTanbix feTeil ¢ 1Q Humxe
35 (B cpegHem 1Q= 20) oTmeuaetca pgeneuumsa (5p) [Gorlin, 1977].
N.b3a Heob6bIYHOro, MOHOTOHHOIO KpUKa, KOTOPbIA M34al0T LETW B paH-
HeM HeoHaTa/lbHOM Mepuoae, CUHAPOM MOAYYMN Ha3BaHWE KOLAaybero
KpuKa. Y 060MbHbIX AeTeil oTMeyaeTcs Kpyrnoe nAuuo (NyHoob6pasHoe)
BCNeACTBME MUKpouehanuu, rnnepTenopmsM, LUIMPOKOE MepPeHOChbe, an-
TUMONTOMOMANBIA paspe3 rnas M MUKPOTHATUA. YU Yy HUX HU3KO
pacnonoxeHbl. C BO3pacTOM AWULO YAAMHSETCS, (PUALTP CTAHOBUTCA
KOpoue, KPUK TepsieT CBOK CMeuupUyHOCTb. HecmMoTps Ha TsXKenyro
OTCTaNnoCTb YMCTBEHHOr0 pa3BUTMA U 3a4epXKy O06Llero passuTua,
MHOruMe 60nbHble AOXWBaKT [0 3penoro Bospacta [Niebuhr, 1971].

[eHeTnYeckKoe KOHCY/IbTUpPOBaHue

HecMOTpA Ha TO 4TO pasmepbl 4efeTUPOBAMHbLIX YYaCTKOB pas3/finyHbl,
BO BCEX CMly4yasX OTCYTCTBYKT yuyacTku 5pl4 u 5pl5 [Niebuhr, 1972].
Jeneunn o6blyHO B 90% cnyvaes cnopaguyeckue, B pesynbTaTe 4yero
KOHCY/NbTUPOBaHUE OCHOBbIBAeTCA Ha O06WWX [aHHbBIX O PUCKE Xpo-
MOCOMHOI aHOManuu Ana poauTeneil onpefeneHHOW BO3PacTHOW rpyn-
nbl. B 10% cnydyaeB OTMevalTCa Mo3amuu3m, HecbanaHCMpoOBaHHbIE
TpaMcnokaumm, KonblLeBble XPOMOCOMbl UAW UHBepcuu (cMm. rnasy 1),
B HeKoTOpbIX CAyYasx MepecTPoiKM MOTyT 6blTb YHAacneAoBaHHbIMU
*u 06HapyXMWBalTCA MNpW aHanm3e POAUTENbCKMX XPOMOCOM, Torga
npoBeAeHWe NpeHaTanbHOW AMArHOCTUMKM Heobxogumo. Kak 6bi1o oT-
MeyeHO B OTHoweHumn del (4p), npeHaTanbHas [MArHOCTUKA MOXET
ObITb PEKOMEHAOBAHA W B TOM Cllyyae, €CAU KapuoTuMbl pojuTeneit
'HOpManbHbl, TaK KakK HeNb3s C MOJHOW YBEPEHHOCTbHI WCKAKUYUTb
ManeHbKWe MepecTpolikM U MO3auuu3M C ManblM YUCAOM aHOMasbHbIX
.KNeToK,

CuHgpom pgeneunn f13Qq)

Xo0Ta onucaHO MHOro cnyvaeB feneyumu 13- XpoMOCOMbl, eHOTUNM-
yeckas KapTMHa WX Me BCerja OAMHAKoBa. IJTO MOXeT 6biTb 00yc-
NOBMIEHO pPas3MYHON ANWHON AeNeTUPOBAHMbIX Y4YacTKOB, OLWMBGOYHON
enaeHTUMKaLmMeld aHOManbHOW XPOMOCOMbI /IM60 HeAWArHOCTUPOBAH-
AMM U CNIOXHBIMW  NepecTpoilkamun, npuBogAwUMKN K aucbanaHcy
He 13-i, a Apyroin XpoMOCOMbI.

Haubonee xapakTepHble aHOManuWu BK/KYAKT, KakK NpaBuio, Ha-
pylWeHWe CTPOEHUS HAapYXHbIX MOMIOBbIX OpPraHoB M annasvio (oguo-
HAH [BYCTOPOHHIOK) 601bWOr0 Manbla. B HekoTopbIX cAydasx Ha-
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Puc. 25. UYepenHo-nuue-
Bble aHOManuu y pebeHka
¢ del (13q).

6nopatoTca Mukpouedanus, Tpuromouedanms MAM rononpossHueda-
NnA, cpacTaHWe uYepenHbIX LWBOB, 3aKPbiTble POAHWMYKKM, 60MbLLNE
4ethOpMMpPOBaHHbIe YLIHbIE PaKOWrNbl, Kono6oma pafy>XKu, runepre-
nopusM N runepnnasus cpegHein dactm nawuua  [Niebuhr, 1977]
(puc. 25). WNHorpa Habniopaetcs accouuauusa geneumm 13q c pern-
Ho6nacTtomoli [Yunis, Ramsay, 1978]. HecmoTpsa na reTeporeHHOCTb
(hEeHOTUNNYECKMX NPOSBAEHWI, 3aBUCALLMX OT pasMmepa W MOMOXEHUS
LenernpoBaHHOro cermMeHTta, cpegHee 3HauveHue 1Q cocTtaBnsetr 50.
OTmeyeHo, 4yTo 20% pgeTeit normbaoT B Bo3pacTe Ao 6 mec [Niebuhr,

1977].
[eHeTn4yeckoe KOHCYy/NbTUpOBaHMe

Mo kpaliHeli Mepe B MNofoBMHe cnydaeB cuHapom del (13qg) cBsAsaH
c obpasoBaHMeM KO/bLEBOW XPOMOCOMbI, YTO HEU3BEXHO NPUBOAUT K
fepnunTy XpOMOCOMHOro MaTepuana. bonee TOro, KonbLeBble XPOMO-

Puc. 26. ®parmeHT KapuoTuna (xpomocombl 13—15 rpynnbl D) 60nbHOro (cwm.
puc. 25) c 46, XX, del(13q).
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COMbl 4acTO HecTabunbHbl M BeAyT K AeNeHWSM pas3HOro pasmepa B
pasHbIX KNETOYHbIX NUHUAX. [pyrue cnyyan 06YycnOBAEHbl MNPOCTON
peneuynern 13q (puc. 26). Kapuotunbl poauTeneli vawe BCEro Hop-
ManbHbl M MOBTOPHbIA PUCK He Bbile, YeM OXMWAaeMblli C y4eToMm
Bo3pacTa poguTeneil. MHorga o6HapyXuBalTCA CeMelHble cliyvau
TpaHCNoOKauuii unm MHBEPCUI, 4YTO o0bBycnoBnmMBaeT HEO6XOAMMOCTb Ka-
puotTunupoBannsa poguTenein. MNpeHaTanbHas [AMATHOCTUKA [ONXKHA
ObITb MpeAnoXeHa BCEM CEMbAM, B KOTOPbIX Obln 60/bHOM pebeHOK,
MOCKO/IbKY BO3MOXHbl CKPbITbIA MO3auLN3M WAM MUKponepecTpol Tku y
poauTenei.

CuHgpom pgeneumn (18p)

HecmoTps Ha TOo 4TO onucaHo 6onee 85 cnyyaeB cUHApOMa, chneuu-
(hMyecknx MNpuU3HakoB ero He BbiABAeHO [Gorlin, 1977]. OTcTanoctb
YMCTBEHHOIO pa3BuTUa 06bIMHO rnyb6okas, 1Q BapbupyeT oT 25 fgo 75.
JlInuo y O6GONbHBIX KpYyrfioe C WWPOKAM PTOM W KPYMHbIMUW Yyllamu.
Taxenble yepenHo-nuLeBble aHoOManuu (Hanpumep, rononpos.HTueda-
nns) BCTpeyawTcs MeHee 4acTto. bonbHble cTapwero Bo3pacTta OT-
NNYarTCs HU3KOPOCAOCTLIO, CTOAT Ha LUMPOKO pacCTaBfieHHbIX HoOrax,
Kopnyc HaknoHeH Bnepeg (cm. Ta6bn. 13) [de Grouchy, Turleau,
1977]. TpoJO/MKNUTENbHOCTL XW3HM 06bYN0 He wu3meHeHa [Miller,
1973]. HekoTopble wuccnefoBaTeNnM OTMeYalwdT CXOACTBO CUMMNTOMOB
3TOr0 CUHApOMa C cMMNITOMaMu cuHgpoma TepHepa. [loyTu BCe M3-
BECTHble Cllyyam cropaguyeckme C HU3KMM MOBTOPHbIM PUCKOM MNpo
yyeTe Bo3pacTa poauTeneid, MOCKOAbKY OTMeYaeTCqd HEeCKONbKO MOBbl-
LUeHHbIV cpefHunii Bo3pacT mux [Miller, 1979].

CuHgpom geneunn (18q)

K HacToswemy BpeMeHW ony6AMKoBaHbl cooblieHUs o0 95 caydasx
cnHgpoma [Schinzel, llayashi, Schmid, 1975; de Grouchy, Turleau,
1977; Wilson el al., 1979]. Ans 60/bHbIX XapaKTepHbl YenCTTTO-NU-
LleBble aHOMa/iuK, KOTOpble BCTPEYAOTCA M MPU APYTUX XPOMOCOMHbIX
CMHApPOMAxX: MuKpouedanus, runonnasus cpefHelt yacTu nuua, pac-
wenmHa ry6bl umam neb6a, poT C ONYLWEHHbIMW Yyraamum («KApnuii»
poT). Hoc y nux 06bIYHO KOPOTKMWIA, rnasa rnyboko nocaxeHbl. AHO-
Manuu rnas BKAKYaT KOM06OMY pafyXKu, aTtpopuio 3pUTeNbHbIX
HepBOB M fedeKT pOroBuubl. XapakTepHbl rny6okue 60p034KM Ha
YWHbIX PakoBMHAaxX W aTpe3ns Hapy>HOro C/AyxoBOoro nmnpoxoja —
Heo6bIUHbIA 1M MOTOMY [MarHOCTUYECKM LEeHHbIA Mpu3Hak. YacTo
BCTPEYAlOTCA KOCTHO-CYCTaBTTbTe aHOManuu, B TOM 4MCAe [OMNO/HU-
TeNbHbIE WM TUNONAAcTUYHbIe pebpa M CKpbITas pacuiennna no3Bo-
HOuHMKa. OTMevalTCs KOXHble BAaB/eTWs B CybGakpoMManbHOW n
anuTpoxfeapnoit 06nacTax, Ha NnaTepanbHOW MOBEPXHOCTU KONEMHbIX
CyCTaBOB WM KMCTAX. YacTo BCTpeyarTCs rUnonnasms HapyXHbIX
MOMOBbLIX OPraHOB M MOPOKU CepALa.

XapakTepHbIMU OCOBEHHOCTAMU ANA AeTel ¢ 3TUM CUHAPOMOM
ABNAOTCA HapylweHuWe pasBuUTMA, TMNOTONMA U CYAOPOrU. Y MCTBEH-
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Has OTCTanoCTb CWU/NbHO BblpaXeHa (cpefHee 3HauveHue 1Q= 50),
HO uHorga ypoBeHb 1Q npeBbiwaetr 70. Okono 10% 60AbHbLIX MNOrK-
6al0oT B HeoHaTasbHOM Mepuojge, MO B OTAeNbHbIX CAy4yasx Habnwpga-
Nocb BbIXXKWBaHMe NX A0 2-ro gecAtunetua (cm. 1abn. 13) [de Grou-
chy, Turleau, '1977]. B 6onbwunHCTBe cnydvaeB 3aboseBaHuMe cnopa-
Anyeckoe, MHOrga BbIABAAKTCA MO3auuu3M, TpaHcnoKauum wu
nepuLeHTpNYeckne MHBEPCUU, M3BECTHbI YHAcC/NeAOBaHHbIE MepecTpoii-
kn [Simpson et al., 1979]. Ecnn y poauTeneid OTCYTCTBYHT XPOMO-
COMHble MepPecTPOiKN, PUCK POXAeHWs pebGeHKa C 3TOW aHOManuen
COOTBETCTBYET OXWAaeMOMY MpW AaHHOM BO3pacTe POAUTENEN.

CuHgpom pgeneumn (219)

Oeneynn 21-ii XpoOMOCOMbI MOFYT ObliTb 006YCNnoBAeHbl 06pa3oBaHuMeEM
KONbLIEBO/ XPOMOCOMbI, MPOCTOA Aeneumeit u TpaHcnokaunamu. Oc-
HOBHbIMM MNpU3HaKaMuW CUHAPOMA SBAAKTCH OTCTANOCTb YMCTBEHHOTO
pasBuTKA, 3ajepXKKa poCTa, MbIEYHbIA TMNEPTOHYC, CKeNleTHble, No-
NnoBble H KpaHuodauuanbHble aHOManuu. W3-3a MUKpOrHaTuu, antu-
MOHFONONANOro paspesa rnas, 60MbWKX YLWNbIX PakOBUH U BbICTY-
nalwLwero nepeHocbs 6bIN0 NpeanonoXxeHo, 4yto eHoTun del (21q)
NPOTUBONOMOXEH (eHoTUny Tpucommu 21 (Tak HasblBaemblii KOHTpa-
TMn). He3aBMCMMO OT 06OCHOBAHHOCTW 3TON TMNOTE3bl MOPOKM Mpu
[AHHOM COCTOSIHUM TSHKeNble M NPOAOMKUTENbHOCTb XMW3HU COKpalle-
Ha [de Grouchy, Turleau, 1977; Yamamoto et al., 1979]. Bo MHOrux
cnyyasx 3aboneBaHue CBSI3aHO C YHAcNefOBaHHbIMU CTPYKTYPHbIMU
nepectpoiikamu, MpM 3TOM MOBTOPHbLIA PUCK OTHOCUTENbHO BbICOK.
[na cnyyaeB, ne CBA3aHHbIX C TaKMMW MepecTpoiikamu, PUCK POX-
LeHns pebeHKa C XPOMOCOMHOW aHOManuei, BepOATHO, He Bbille, YEM
pUCK, 06YCNOBMEHHbI BO3PacTOM poAauTene.
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fnaBa 4

MN3O0/TMPOBAHHBIE BPOXJAEHHbLIE NMOPOKW PA3BUATUA
C MOJIMTEHHO-MYJ/IbTU®AKTOPUNAJIbHbIM HACJIEAOBAHUMEM

MHOrne HapylweHus, OTAUYalLWuMecs TEeHEeTUYECKUM KOMMOHEHTOM,,
He MNPOABAAIOT OMNPefENeHHOro Tuna HacnegoBaHus. lMpu 3Tom Xpo-
MOCOMHblE Habopbl HOpPManbHbl W MOBTOPHbIA PUCK ANS POACTBEHHU-
KOB HaMHOro Huxe, 4eM npu 3aboneBaHUNX, CBA3AHHLIX C MyTauuei
OfHOro reHa. B 6ONMbWMHCTBE CAy4YaeH MpPWM paccMaTpuMBaeMbiX Hapy-
WeHWAX B Npouecc BOBNEKaeTcs TOMbKO ofHa cuctema. Mpegnonara-
eTCsA, YTO OHM pa3BUBAKTCA B pe3y/nbTaTe KyMYNATUBHOIO [AeiCTBUSA
MHOIMMX reHoB (NONUroHHas atuonorusa) wmnm (4To 60/1€e BEPOSITHO)
COBMECTHOT0 [eiCTBUS (haKTOPOB KaK BHELIHeA cpedbl, Tak N reHe-
TUYECKUX (MynMudakTopranbHas 3Tuonorma). XoTs HU AN OLHOTO
3a60neBaHUsA, pacCMOTPEHHOrO Aajsee, TOYHO HO [OKa3aHa MOMUTOHHas
UM mMynbTUdakTopuanbuas npupoda, BCe Xe 3TU Mofgenu 6onee Bce-
ro yaoBAeTBOPSAOT 3IMNMPUYECKUM 3HAUYEHUAM MOBTOPHOrO pPUCKA.

B HacTofleli rnaBe aBTOpPbl OCTAHOBATCA Ha PacnpoCTpaHeHHbIX
MONUTeW ThIX/MYNbTU(HAKTOPUANbMbIX HapyLEHUsX, C KOTOpbIMU, Be-
posiTHee BCEro, CTaNKMBAKTCA B CBOE NpakTWKe aKyllepbl U TUHe-
konorn. ByayT npuBefeHbl OCHOBHble XapaKTepUCTUKU 3aboneBaHui,
HeobXxoAuMble AnA TOro, 4To6Gbl Bpay MOr OPWEHTUPOBATLCA B HUX,
a 4na 6onee AeTanbHOrO ONMWCAHWUA U TepaneBTUYECKUX PeKOMeHAauui
Heo6X04MMO 06paTUTLCH K APYTMM PYKOBOACTBaM. OTWM HapylleHus —
caMble pacnpocTpaHeHHble BPOXAEHHble AedeKTbl U NpefcTaBAAlOT
CNOXHOCTU MPW KOHCYNbTUPOBAHWW, ecnyW Bpay He WMeeT cneuunanb-
HOl MOAFOTOBKM MO reHeTuke. KOHCynbTMpoBaHWe TpebyeT TOYHOrO
fLnarHo3a, 3HaHUA MOBTOPHOTO PUCKA WM OCHOBHbLIX MPUHLWMOB MYy/b-
TU(akTopuanbLHOro HacnefoBaHusa. CnepyeT Bcerfja WUCKAYUTbL NaTo-
NOTUI0, BbI3BAHHYI XPOMOCOMHbLIMUW, TEHHLIMW HapyLeHUsMU U Tepa-
TOTeHHbIMKU (DaKTOpamMM W UMEKLWYH pasHYl BeposATHOCTb MOBTOpe-
HUA W pa3Hble BO3MOXHOCTW MpeHaTasbHON AMArHOCTMKMW. lMaHpnmep,
npM WM30NMPOBAHHOW pacuienMHe Heba MOBTOPHbIA PUCK [N CHOCOB
coctaBnsieT 4%, B TO Xe BpeMs paclenmHa Heba C AMOYKaMU Ha
HUWXKHeW rybe Hacnegyetcs No ayTocoMno-goMunanTrinoMy TATTY.

OEDEKTbl HEBPAJIbHOW TPYBKU

LedekTbl HeBpanbHOW TPYy6KM — yallle BCEro BCTpevyarolmecs nopoku
pPa3BUTUA LEHTPanbHON HEPBHOW CUCTEMblI M BKAOYAKOT B Ce6sl aH-
sHuedanuto, anuedanouyeno u spina bifida. AHaHuedhanna — coctos-
HWe, NPM KOTOPOM YacTUYHO WAW MOMHOCTbHO OTCYTCTBYHT KOCTM Ye-
pena, a MO3F pyAMMEeHTapeH. 3akKaHuuBaeTcA feTalbHbIM MWCXOA4OM.
JHuedanouene — mo3roas rpbiXa, MNOKpbiTaas 0607104KaMM MO3ra,
yalle BCero 3aTbl/IOYHO nokanus3auum. OHa He Bcerga NpPUBOAUT K
netanbHOMY MCX0Ay, MO COMPOBOXAAeTcA TAXEeNbIMW HeBpPONOrnye-
CKMMMW OCMOXHEHUSIMM, a TakKXe YMCTBEHHON OTcTanocTbi. Spina bi-
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fida BO3HWKaeT B pe3ynbTaTe HapyLWeHWS CMblKaHWA AYXEeK MO3BOH-
KOB uYalle BCero B MoOACHWYHOM oTgene. KucTo3Has pacuiennHa no-
3BOHOYHMKA (MnenometTumMrouene) XapaKTepusyeTca rpPbIXXEBbIM
BbIMAYMBAHNEM MO3rOBbIX 000/04EK, @ TakXe CAWUHHOro Mo3ra. 3JTa
(hopma cocTaBnser 6onee 90% BCeX C/ly4vyaeB KWUCTO3HOW pacLyesnHbl
MO3BOHOYHMKA. Pexxe BCTpeyaeTcsA Mennnrofene, Korja B rPbTXeBOM
MeLlKe OTCYTCTBYeT chnnTTnoi mo3r. Spina bifida pasnuuaetca no 14-
XKeCTU nposeaeHuii n nokanusauyun. Ecnu pgedekT Hebonbwoi, no-
KPbIT KOXeil W pacnofioXeH B KayfalbHOM OTAefle MO3BOHOUYHMKA,
TO HOpManbHOe pa3BMTMe He Hapywaetcda. OpHako B 90% cnyuvaes
pa3BMBAlOTCA Cepbe3Hble HEBPONOrMYeckMe HapyweHWs CO CTOPOHbI
MHXHTTX KOHEYHOCTeN, peKTasbHOro M MOYEBOr0 CPUHKTEPOB. YacTbiM
ocnoxHeHnem (70%) wMuenomMewwTHrouene sBAfeTca rugpoueganns,
25% nuy co spina bifida oTcTaloT B NCMXMYECKOM pasBUTUN.

[edekTbl HeBpanbHON TpybkM 06pasyoTcA B pe3ynbTaTe Hapy-
WEeHNS CMbIKAHWA HEPBHOW TPYOKTT, MPOMCXOASLLEro B nepeble 4 nepj
BHYTpuyTpo6HOro passutusa [Lemire et al., 1975]. B Hopme cMbliKa-
HUe KpaeB HepBHOW TpyOKM HauyuMHaeTcs B LIeAHOM OTAene, a 3aTem
pacnpocTpaHfeTcAa K TO/IOBHOMY W KayfalbHOMY KOHLUam 3MOpMOHa,
B pesy/nbTaTe 4Yero TpyOKa 3aKpbiBaeTCcs NO BCel [ANMHE, MO UMeeT
OTBEPCTUA— NepeAHUii 1 3afHUIA TTEAponop, KOTOpble 3aKpbliBarTCA
COOTBETCTBEHHO na 24-ii n 26-ii AHW. [1OBEPXHOCTHas 3KToAepMa
CMbIKAeTCS N MOKPbIBAET HEPBHYK TPYOKY.

VCTUHHYIO 4acToTy [fedeKTOB NeBpanbmnoil Tpy6kKu TpyaHO onpe-
0enuTb, TaK Kak npumepHo B 50% cnydvyaeB nnog C aHaHuedanuei
cnoHTaHHO abopTtupyetca [Nishimnra et al., 1966]. B pasHbiX reo-
rpagMyeckmx paiioHax 4acToTa 3TOro Mopoka pasnmMuyHa. YaTue Bcero
OH BCTpeyaeTca B Yanbce N VipnaHguu: nodytn y 1% noBoposiefeHnblX.
B CLUA yacToTa poXieHus peteli ¢ Ae(peKTOM HeBpasbHOW Tpy6KM
3aMeTHO YyMeHblUaeTCqd B HanpaB/feHWM C ceBepa MNa Hr M C BOCTOKA
Ha 3anag (Hanpumep, B Hblo-Mopke oHa cocTaBnsieT 2/1000 TTOBO-
poxaeuHbix, a B Jloc-Anpxenece— 1/1000). [OedekTbl MeBpanbnoi
TPpy6KM uYalle BCTpevaloTcs Y npefcTaBuTeneill eBpOMenckoil pacbl K
y nepBbiX AeTeit, yem y nocnegytouwmux [Janerich, 1972]. CooTHowe-
HMe MOopaXeHHbIX MYXCKOro M >XeHckoro nona gnsa spina bifida co-
ctaBndet 0,7 : 1, a gna aHsHuedanun 0,45 : 1 [Leck, 1974].

[MOBTOPHbLIA PUCK HEMOCPEeLCTBEHHO CBf3aH C 4acToToi 3abonesa-
HUS, TaKk Kak 06e BefMYMHbI OTpaxawT 4acTOTy reTToB AaHHOro 3a-
6oneBaHus B 00LWEM reHeTM4YecKOM nyne. Hepedko Mcnonb3yeMmble B
KOHCYNbTMPOBaHMM 3Ha4YeHUA pucka, paBHble 5% nocne poXpAeHus
OfHOrO U 12% — ABYX MOPaXeHHbIX CHOCOB, paccyMTaHbl And nony-
NAUMM BpPUTAHCKMX OCTPOBOB M TTEMNPrMEnuMMbl ANf ApYrux nonyns-
unin. MoBTopHbI puck B CLUA, no-snaumomy, paseH 1,5—2% nocne
POXAEHUSA OLHOIO0 MNOPaXeHHOoro cHoca M 4—6% nocne AByX nopa-
XEHHbIX CHOCOB, MPUYeM AN 3TUONIOTMYECKN WAEHTUYHBLIX AeheKTOoB
ne MMeeT 3Ha4YeHMA, POAMACA npobaHfg C aHanuedannein wmnm spina
bifida.

Oco60ro BHMMAaHUA 3acnyxwuBaeT CUHAPOM Mekkens, KOTOpbIi
XapakKTepu3yeTcsi 3aTbI/IOYHON TrpbKeld, MOAMKWCTO30M MOYeK, Troau-
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JakTnanen, pacwenmHoin Heba M BPOXAEHHbIM MOPOKOM cepfua, XoTs
HO BCe 3TV MPU3HaKW MPUCYTCTBYHOT MOCTOAHHO. CWUHAPOM Hacnepy-
eTCqd HO ayTOCOMMO-peLeccCuBHOMY TWUMY W, CNefoBaTeslbHO, MOBTOP-
Hbli pHCK paBeH 25%. [lNpaBunbHas TreHeTMYeckasd KOHCYy/bTauma
TpebyeT TOYHOro AuarHosa. B 3Toli CBSI3M MepPTBOPOX[AEHHbIE C 3aTbl-
NIOYHOWM TpbIXei [LOMKHbI NOABEPraTbCs TLWATEeNbHOMY MaTo/0roaHa-
TOMNYeCcKOMYy 06CnefoBaHNI0 C LEeblo BbIABAEHUA LPYTUX aHOManui.
3HaHue cuHApOMa O0COO6eHHO BaXHO AN aKylepoB, MOCKO/bKY OH
Nerko BbIABAETCA NpPU NpeHaTanbHOM 06CNe0BaHUN.

TMAOPOLEEGANNS

Mnopouedanna xapakTepu3yetcs YBe/lMYeHWEM 06beMa XWAKOCTU B
nonocTtax Mmo3ra. Camasi pacnpocTpaHeHHass (opMa — BHYTPEHHAA
rngpouedanma — cBf3aHa C HaKOMJEHWEM CMNUHHOMO3rOBON XMWAKO-
CTW B XXenyjaoykax Mo3ra, YT0 MOXeT ObiTb 06YC/0BMEHO CTEHO30M
BOAONPOBOAA MO3ra, aTtpesueit oTBepcTuii JIywkn u MaxaHgn, no-
pokoM ApHOnbga — Kuapu wam nepenpojykuueid CAMHHOMO3MOBOM
XMAKoCTU. [lnarHo3 06bIYHO yCTaHaBMMBAETCH CKaHWMPOBAHWMEM UMK
npuM nHeBMO3HUedanorpapumn. YactoTa cocTaBaseT MNpubAU3NTENbHO
1/1 000 HOBOPOXAEHHbIX, NpeobnafjatdT ManbuyuKu.

3HayeHWs MOBTOPHOrO pucka B CAy4yae W30MPOBAHHON ruppoue-
thanun aBnaTCA npeameTom o06cyXgeHusd. BrtopuuHas rugpouedanus
MpM KWCTO3HOM paclienfieHMn MO3BOHOYHMKA MAM KaK 4YacTb CUH-
OPOMOB  [O/KHAa OblTb pacCMOTpPeHa OTAeNbHO, UM MOBTOPHbIA pPUCK
onpeaensieTcd OCHOBHbIM AMArHo3oM. XoOpowo WK3BecTHa X-CUenfeH-
Has opma rugpouedanum, o6ycnoBAeHHas CTEHO30M BOLOMPOBOAA
mo3ra [Bickers, Adams, 1949]. OHa cocTaBnsieT 2% OT BCeX C/y4aeB
M301MPOBaHHOW ruapouedanuu. [MOBTOPHbLIA PUCK MOCNE POXAEHUS
Manbymka c 3Toil hopmoli rugpouedanun paseH 6% (0% pnons peso-
yek it 12% pns Manb4yMKOB). ITO rOBOPUT O TOM, YTO CTEHO3 BOAO-
npoBoja Mo3ra npeAcTaBnaseT CcO60M CMeWaHHYK Trpynny rnopoka
MynbTA(akTopuansiro (C HU3KMM PUCKOM MOBTOpewTs) u X-cuen-
NeHHon atumonorun [Burton, 1979]. Cembu, B KOTOPbIX POAMIUCHL LETU
c rugpouedanueii [leHan — Yokepa unm c rugpouedanvein HemssecT-
HO 3TMONOrUK, UMEKT MOBTOPHLIA puck ne 6onee 2% [Bay, Kerzin,
Hail, 1979; Burton, 1979]. EcTb npeanonoXeHusa, 4TO PUCK poXAe-
HUA pebeHKa C Aed)eKTOM HeBpPanbHO TPYOKM MOCne POXAEHUA Npo-
6aHga c rugpouetanuein coctasnseTr 1%.

PACLENWHBI TNLA

PacuiennHbl ry6bl U Heba — caMble pacnpoCTpaHeHHble AedeKTbl pas-
BUTWA y YenoBeka. OHM SIBASKOTCA NpPeAMETOM MHOTMX WCCNeAO0BaHWUi
OTHOCUTENIbHO W3Y4YeHUsA 3TUONOTUM MOPOKa, a TakXe MOAeNbil U3y-
yeHMs AeteKTOB, MHAYLMUPOBAHHbIX TepaToreHaMH. PacuiefnvHbl ry6bi
n/mnn Heba BCTPevarTCA MPU MHOrMX cuHapomax. Mo fgaHHbIM Gor-
lin, Cervenka, Prozonsky (1971), B 30% cny4aeB OHW 00YCNOB/EHbI
MyTauuen ofgHoro reHa. OAHaKo TONbKO 3% BCeX Cly4vyaeB paclienuH
ryéoel n/nnn Heba nonagardT B 3Ty KaTEropuio.
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PacwenvHbl rybbl ¢ paculennHon Heba nnm 6e3 Hee

PacwennHa rybbl MOXeT 6biTb O4HO- WAW [LBYCTOPOHHEN M 3axBaTbl-
BaTb 4aCTb WM BeCb afibBEONAPHbLIA OTPOCTOK BEPXHEN YeNlCTu.
PacwennHa Heba mHoOrga nNpoABASETCA TONbKO PacLLeIMHON fA3blUuKa
UM pacnpocTpaHAaeTcs Ha TBepfoe HebO W aibBeONAPHbI OTPOCTOK.
YactoTa pa3BuTusi nopoka BapbupyeT oT 1,7/1000 HOBOPOXAEHHbIX
y npeacTaBUTeNeil MOHFonougHon pacbl (AnoHubl) pgo 0,4/1000 y
npeacTaBuTeneil HerpougHow pacbl. COOTHOLWIEHWE MONOB TaKXe Bapb-
upyeT, npuyem npeob6nafaeT MYXCKOW NONM B €BPOMEOWAHON pace U
XXEHCKUI B HerpomaHoi. MpubnusntensHo B 80% cnydyaeB pacuienu-
Hbl 6bIBalOT OAHOCTOPOHHUMM H Yalie pacnofioXeHbl cneea. M3 Bcex
HOBOPOXAEHHbIX C W301MPOBaHHON paclennmHo rybbl y 7—13%
BCTpeyalTCca W Apyrue aHoManuu, a npu paclienmHe rybol N Heba
y 11-14% oTmMmevaloTCca Apyrue nOpoOKM pasBmtua. AccouUnpoBaH-
Hble MOPOKW 60/ee pacnpoCTpaHeHbl y feTeid ¢ ABYCTOPOHHMMU pac-
WweanmHamu, 4eM C OLHOCTOPOHHUMMU.

MoBTOpPHbIA puck cocTaBnseTr 4% npu OLHOM MNOPaXXEHHOM eno6-
ce unu pogutene, 9% npu [ABYX MOPaXeHHbIX cubcax u 17% npwu
NopaXeHHOM poauTene u cnbcc. PUCK HEMHOro BbITMe, ecan npobang
YKEHCKOr0 nona, W 4YyTb HUTKe, ecnn npobang MYXCKoro nona. Ts-
XeCTb MopaxeHusa y npobanga TakXe BAUAET Ha BeAMYUHY NOBTOP-
HOro pucka. Ecnu nepBuYHbIA AeteKT — ABYCTOPOHHSA paclyennHa
ry6ébl n He6a, NOBTOPHbLIA pnck cocTaBnsfetr 5,7%; ecnu pacuwennHa
ryébl n Heba OAHOCTOPOHHAA, PUCK paBeH 4,2%; nNpu OLHOCTOPOHHEN
pacwennHe rybbl puck coctasnset 2,5% [Poole, 19751.

Mpn KOHCYNbTUPOBaHUU POAWUTENEN, Y KOTOPbLIX poauncsa 60/bHON
pebeHOK, BaXHO MOAYEPKHYTb MNepBOCTENeHHOe 3HayeHue 0coboro
yxofa 3a pebeHKOM, HeobX0AUMOCTb XUPYPruyecKoro nevyeHus no fAo-
CTMXKEHUW OnpefefieHHOro BO3pacTa, a TakKXe BO3MOXHOCTb pas3nuny-
HbIX OC/MOXHEHWU W BbiiBAeHWe Apyrux aHomanuii [Winter, Tal,
1974]. 3aTtem cnefyetr 06patUTb UX BHUMaHWe Ha MNPUYUHY BO3HUK-
HOBEHWUS paclennH W MNOBTOPHbIA pucK. PoguTenun, KOTOpbIM cpasy
e coo06laloT 0 NOPOKe pasBuTUS Yy poausLuerocsd pebeHka WM KOTO-
pble BMAAT ero, agantupytotca nerdye [Dar, Winter, Tal, 1974].

PacuwenuHa Heb6a

PacuiennHa He6a MOXeT 3aTparmBaTb TBepOe U MATKoe Heb6o M Mo-
XeT OblTb CYy6MYKO3HOM, 4YTO 00YCNOBAEHO HapyLIeHWEM CAUAHUSA
nognexauwmx Me3ofepManbnblX 37eMeHTOB. V30nupoBaHHas paclye-
NNHa Heba 3THONOTMYECKM OTAMYHA OT paclenuHbl rybol U Heba wau
6e3 nec. YactoTa M30/1MPOBAHHON pacliennmHbl Heba M3MeHsAeTCH OT
0,8/1000 HOBOPOXAEHHbLIX Y aMepuKaHCKMX uHAaelues po 0,2/1000 y
npeacTaBuTeneil Herpompgnoi pacbl M 0,4/1000 y npefnctaBuTeneit eB-
poneongHoi pacbl. OTMe4YaeTCsa He3HauyuTeNbHOe npeobnajaHue XeH-
CKOro nona cpeau 60nbHbIX. OT 35 o 50% Bcex 60/bHbIX UMEKT
apyrue fedekTbl pasBUTUS.
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MoBTOpPHbIN pUcCK cocTaBnset 2%, ecnu 6oneii ognH cmnbe, 6%, ec-
AN 60NbHBI CUBC M APYroi poACTBEHHUK, 7%, ecnn G0ONeH poguTensb,
n 15%, ecnn 60MbITEI CUBC WM poAUTeNb; 3TW 3HAYEHUSA NO KpaiHei
Mepe crpaBeAsuBbl ANnS NpeAcTaBUTeNeil eBpONeOUAHON pachl.

PaclwiennHa ry6bl winm HebGa N AMOYKU Ha rybe

AMOUYKM Ma CAU3NCTON 060/104Ke MMXKMEN Ty6bl 06bIYHO PacnoOXeHbl
CAMMETPUYHO OTHOCWUTENbHO CpefHeil NUHUKM. ITO COCTOSHME Hache-
AyeTcs KaK ayTOCOMTTO-AOMMWMaHTHbIA NMPU3HAK C MOBTOPHbLIM PUCKOM
50% (ecnu npeAnonoOXuTb, 4YTO nNpobaHA He npeacTaBnseT coboi
noBoin mMyTauuu). Mpexpge 4yem faBaTb KOHCYNbTauul CemMbe NO Mo-
BOAY pWCKa paclennHbl, cnegyeT OblTb YBEPEHHbLIM, YTO OHa ne fAB-
NnaeTcsA COCTaBHOM YacTblo oAHOro M3 6onee 30 M3BECTHbIX MOHOFEH-
MblX CUHAPOMOB, HacnefyeMbliX KakK Mengenvpytouwune npusHaku.

MOPOKU CEPALLA

BpoxaeHHble nopoku cepgua BcTpevawoTcda y 0,1—0,5% XuWBOPOX-
[OEHHbIX; OLeHKa 4acToTbl 3aBMCUT OT BO3pacTa 06CnefyembiX AeTeid.
OnucaHbl pasnoobpasnbTe MOPOKM cepaua, Mo B 6OMbLWIMHCTBE ChAyya-
eB OHM npegcTaBneHbl 10—15 tunamu. Moutn y 20% petein BPOX-
[LEeHHbI NOpoK cepfua xapakTepusyeTca AeeKTOM MeXOKenynouyko-
Boii neperopogku, y 10% — mexnpeacepanoi neperopoaku, y 10% —
TeTpagoin ®anno, y 10% — OTKPbITbIM apTepuasbHbIM MPOTOKOM W Y
10% — cTeHO30M JileroyHoin apTepun; B 40% cny4yaeB BCTpeyarTCA

Tab6.rnua 14. MoBTOpHbIA pUCK ANA CN6COB, MMeKLWMX NpobaHLoB
C BPOX/EHHbIMW MOpoKamMu cepALa

Mpo6aHa, BonbHble, Cn6ebl.
AHomanus uncno yncno npoueHT
[edekT  Mex>kenyaouykoBOil  nepero-
poaKu 212 24/543 44
OTKpbITbI/i apTepuanbHbli NPOTOK 204, 17/505 3.4
Tetpaga Panno 157 9/338 2,7
OedekT MeXnpeacepanoin neperopoaku 152 11/342 3,2
CTeHO03 NeroYvyHol apTepuu 146 10/345 2,9
CTeHO03 aopThl 135 713171 2,2
KoapkTtayns aopThbl 128 5/272 1.8
TpaHcno3numusa KpynHbIX COCYAOB 103 4/209 19
ATPUOBEHTPUKYNSAPHAS KOMMYHMKa-
umna 73 4/151 2.6
ATpe3HA TPexcTBopyaTtoro KnamnaHa 51 1/06 1,0
AHOManus 6wTeiina 42 1/96 11
ATpe3Hs Nero4yHoii aprepum 34 1/77 1,3
O6wmnin apTepranbHblil CTBON 41 1/80 12
Bcero . . . 1478 95/3376

MNpumeuvaHune. Mo Nora J. J. Etiologic factors in congenital heart disease. —
Pediatr. Clin. North Am., 1971, 18, 1050.
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4pyrvue aHOManuu, Hanpumep, CTEHO3, UM KOApKTaluusa aopTbl, TPaHC-
no3uLmMsa KpPYNHbIX COCYLOB, aTpe3uss TPexcTBOpPYaTOro kjianaHa, aHo-
Manus 6wTelina n obuinii apTepuanbHbliii CTBON.

BpoxeHHble MOpPOKM cepaua O06bIYHO MNOAUTeHNOW/MYNbTHHAKTO-
puansnoin npupofbl, B 6GOMbLIMHCTBE C/ly4yaeB MOBTOPHbLIA pPRcK ANs
poACTBEHHUKOB | cTeneHu kone6netca oT 2 go 5% (tabn. 14). Mpu-
MepHO Yy 4% pfeTeli C BPOXAEHHbIMW MOpPOKaMK cepfla BbiABAAKTCA
XPOMOCOMHbIE aHOManuu W, No-sugumomy, 4% nopokKoB 06YCOBEHDI
MyTauuneli 0gHOro reHa, a B 2% cay4vyaeB — AeliCTBMEM TepaTOreHHbIX
(haKTOpOB.

[anee npuBefeHbl KpaTkuWe OMMcaHUs aHOManuii cepjua, C KOTO-
pbIMWU MOTYT CTONKHYTbCS B CBOell paboTe aKyLIepbl-TMHEKOOTH.

YutaTtenu, xenawuwue 6onee nogpobHO 03HAKOMWUTLCSH € npobne-
MOI, AO/MKHbI 06paTUTHCA K CheumanbHON AuTepaType MO neavatTpun
M Kapguonoruu.

JedeKkT MexXxoKenyao4ykoBoii neperopogku

LedekT MmMexokenyaoukosoi neperopogku (OMOXKI) — oAWH M3 Hau-
60onee 4yacTo BCTpevalLWMXCA MOPOKOB, COCTABAALWMUX MPUMEPHO
20% BCex CflyvyaeB BPOX[EHHbIX MOPOKOB cepAaua. OT0T AedeKkT Mo-
XeT O6blTb M30/IMPOBaHHLIM WAW COCTABHOM 4YacTbl CMOXHOIO MopokKa
(Hanpumep, npu TeTpage Panno). LedekT, obycnoBneHHbI necpa-
LLeHMEM MEeXOKenyA04KOBOM Meperopoaku B amMbpuoreHese, MOXET Ji0-
Kanus3oBaTbCA B pa3HbIX yyacTkax. Yalle BCero OH HaxoAuTcA B
MeMOpaHO3HON 4YacTW nof aopTafbHbiM KnanaHom. CMMNTOMblI 3aBU-
cAT oT pa3mepa gedekta. Hebonbwwne AM3IOT moryT npoTekaTb 6ec-
CMMNTOMHO, N0 60nbwune feekTbl NpuBOAAT K: 1) o06pasoBaHUto
WYHTa CneBa Hanpaso, TaK Kak [faB/ieHWe W COMPOTUBAAEMOCTb Npa-
BOr0 >Kenyjoyka MeHblle, Yem Jf1eBOro, YTO B CBOK 04Yepedb MNPUBO-
OUT K. 2) yBeNWYEHWIO NIETOYHOr0 KPOBOTOKa; 3) /NEroyHoi runep-
TEeH3MU; 4) n B KOHEYHOM cueTe CepfeyHOoli HepocTaToyHocTW. [ua-
rHoctmposatb AMMXXI y HOBOPOXAEHHbIX O06bIYHO TPYAHO, TaK Kak
NOBbILEHHAA NeroyHas COMPOTUBAAEMOCTb Yy MNWUX CO3JAaeT BbICOKOE
fJaBneHne B MNPaBOM XXeNyfouyke W MnpejoTBpauiaeT LWYHTUPOBaHUE
KpOBMW cfeBa Hanpaso. [luarHo3 MOXeT 6blTb MOCTaBfEH C MOMOLLbIO
ayCcKynbTauuu, anrmo- u 3nekTpokapauorpapuyeckux uccnegoBaHui,
C KOTOPbIMM XOPOLWO 3HAaKOMbl [AEeTCKMEe KapAumonoru. Xupypruuyeckoe
neyeHue Tpebyetca B 20% cnyyaeB, B OCTanbHbiXx 80% pgedheKkThbl
3aKpblBalOTCA CMNOHTAHHO. XWPYpruyeckoe JieyeHWe OTHOCUTENBHO
yCnewHo ¥ nocneonepauMoHHas CMepTHOCTb He npeBbliwaer 1—2%.

TeTpaga ®anno

3T0T Nopok BKAO4YaeT AMXKTI, cmeweHue ycTbA aopTbl, UHDYUAU-
OynsApublii CTEHO3 NErovyHOW apTepunm WU ee aTpesnto U, Kak cnep-
CTBME, TuUMepTpouIo npaBoro >enypouka. LinaHo3 pas3suBaeTca B
pe3yfbTate WynTa cnpasa HaleBO M YBENIMUMBAETCHA MO Mepe rumnep-
Tpohum npaBoro xenypouyka. TeTpaga Panno coctansetr 10% or
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BCEX BPOXAEHHbIX MOPOKOB CepAla; ManbuymMkn cTpagatoT vauie (3 :2),
yeM [eBOYKM. OnepaTWBHOE BMeLWaTeNbCTBO HEO6XOAUMO, HO Mpu
NepcUCTUPYIOLLEM LiMaHO3e MPOFHO3 ANA XWU3NW HeGNaronpusTeH.

LedeKkT mexnpeacepaHoi Neperopoaku

OedekT mexnpegcepgHoin neperopogku (AMTIM) MoxeT 6biTb BTO-
PUYHBIM WU NEPBUYHBLIM. BTOpPUYHLINA fedeKT pa3BuBaAETCA B pe3y/b-
TaTe HapyweHWs 3akpblTWA 0ObIMHO OBAJbHOrO OTBEPCTUA B 3M6PMO-
reHese. A 6onee peakuin nepsBuuHbli (OAMTIM) obycnosneH aHoMa-
NUSMKU  3ngoKapauManbnbiX NoAyweK. BTopuuHbli AMIM  moxeT
He MPOSIBAATHCA KAMHUYECKM, HO ecnn fedpeKT A0CTAaTOYHO 6O0MbLUOWA,
WYHT N3 NeBOro npeacepavMs B NpaBoe NPUBOAUT K YBeUYEHUIO fe-
rOYHOro KpoBOTOKAa. 3aCTOWHble fBMieHUA BCTpeYawTCs pefko, a uua-
HO3 BOOOLWE HexapakTepeH. Xupypruuyeckoe neyvyeHue 3PPEKTUBHO,
nocneonepaunMoHHas CMepTHOCTb Me npeBblwaetr 1%. [Mopok udale
BCTPEYAeTCA Y XEHWMUH, YeM Y MYXUUH.

OedeKTbl aHAOKapAVabHbIX NoAyLLEK

LedekTol anpgokapauanbnbix nogywek (43M) — pe3ynbTaT Hapylle-
HUA pasBUTMA aTPUOBEHTPUKYIAPHLIX MNOAYLIEK: 3MOPUOHANbHBIX
CTPYKTYpP, MMEKLWUX 3HayeHWe ANa HOPManbHOro pas3BUTUA Nepero-
pPOAOK W KnanaHoB. [ledekTbl BapbUPYKT OT mM3onupoBaHHoro AMIM
[O 06llero aTpMOBEHTPUKYNSAAPHOIO KaHaflla C HecoCToATeNbHOCTbIO
HeCKONbKUX kKnanaHoB. OC06eHHO pacnpocTpaHeHbl HeA0CTaTOYHOCTb
MUTPaNbHOrO KnamaHa N CTeHO3 ferovHoii aptepun. KnuHuueckas
KapTMHa M NPOrHo3 3aBWUCAT OT BuAa aHoManuu. OIIT — camblil pac-
MPOCTPaHEHHbIA BPOX/AEHHbI NOPOK cepaua npw Tpucomum 21.

OTKpPbITbIN apTepUa/IbHbIA NPOTOK

3TOT BWUfA aHOManuM CBA3aH C MepcUCTEHLMeRd NpPOTOKa, MO KOTOPOMY
B Mepuofj 3mMb6puoreHesa KpOBb HampaBAsieTCA M3 JIerOYHOM apTepum
B HUCXOAAWYIK 4acTb aopTbl. OTKPbITbIA apTepuanbHblii  NPOTOK
(OALl) gaBnseTcAa HO CyWecTBY (PM3MONOTMYECKUM COCTOSSHMEM, OCO-
6eHHO Yy HeJOHOLWEeHHbIX feTeil, 0f4HAaKO 3Ta aHOManua pa3BUTUS Cepa-
La OTHOCWUTE/NIbHO 4acTO BCTPeYaeTCsas M Y [LOHOLWEHHbIX fAeTeidl, a Tak-
Xe npy ambpnonatmax, 06yCnOBAEHHbIX KPacHYXOA.

Femoamaamnuyeckme U3MEHEHUS CXOAHbl C HaGAKLEHUAMU npu
OAMXT. WyHTupoBaHue cneBa HanpaBO YBENWYUBAET NErOYHbIA Kpo-
BOTOK, YTO MPUBOAMT K NErOYHOW runepTeH3nn. 3acTolHble ABNEHUSA
HexapaKTepHbl, LMaHO3 OTCYTCTBYeT [0 Tex Mop, MoKa 3a CYeT Jfe-
FrOYHOW runepTeH3UM yepe3 MPOTOK MPOUCXOAMT KOMMencaToprnoe ne-
pebpacbiBaHMe KpOBWM crpaBa naneBo. >XeHLWWHbI MOpaxakwTca uvalle
(2:1). Onepauums HanoXeHus nuratypsl uam pasgeneHusa OAIl oT-
HOCUTENbHO MpOCTa; MHIMOWUTOPLI nNpocTarnanfuHoB Takxe obner-
YalT 3aKpbiTUE MPOTOKA.
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CTeHO3 1 aTpesuns /Iero4Hoi aptTepumn

CTeHo3 fneroyHoin aptepun (CJ1J1) MoXeT 6bITb MOoAKNanawLm, Kna-
NaHHbIM WAWM HajgknanaHHbIM. Hanbonee pacnpocTpaHeHbl KfanaHHble
feeKkTbl; WMHOrA4a KnanaH MOXeT OblTb 3aKpPbIT MOYTU MOMHOCTHIO.
KnuHnuyeckne nposABReHUsA 3aBUCAT OT CTEMEHW CYXEHUA U Hanuyus
nnMbo OTCYTCTBMA [Ae(eKTOB MNeperopofkn. Y HeKOTOpbiX 60/bHbIX
3abonesaHne npoTekaeT 6ECCMMMTOMHO, OHW pPa3BUBAKOTCA HOpPMaib-
HO, OAHAaKO y GOMbHBIX CO 3HAYUTENIbHOW 06CTPYKLMEN CUMNTOMbI 3a-
6onesaHUsA NpPOABNAITCA YXe Ha 2—3-M rofy XusHu. OTmMmeuvaeTtcs
HeJoCTaTOYHOCTb MpaBoro cepfgua M LMaHO3 B pe3ynbTaTe LWYHTa
cnpasa Haneso 4epe3 AMXKIT wnn AMTIIT nan CHWXeHHOro ceppey-
Horo Bbibpoca (nepudepuyeckunii umaHos). Kak npasuno, Heobxoau-
Ma Xupypruuyeckas koppekuusi. CJTIA 4acTo BCTpedvaeTcs npu Kpac-
HYLWHOW 3mb6puonaTum U nNpu cuHapome HywmaH (cm. rnasy 4). ayTo-
COMHO-AOMWNAHTHOM 3aboneBaHWW, NpPU KOTOPOM (HeHOTMUMUYECKUe
NPOSABNEHUA CXOAHbI C CMHAPOMOM TepHepa (cMm. rnasy 10).

CTeHO3 aopThbl

CteHo3 aopTbl (CA) 6biBaeT nofknanaHHblA, KnanaHHbIM WAW Haj-
knanannelM. KnanaHHbli CA, BEpOsiTHO, COCTaBAseT [AOBO/MbHO 3Ha-
YNTENbHYI 4acTb MOPOKOB cepfua Yy HOBOPOXAEHHbIX. OB6bIYHO Kna-
naH aopTbl ABycTBOpYaTbiil. KnanaHHbli CA npoTekaeT 6ecCUMMTOM-
HO, HO 3aboneBaHWe B KOHEYHOM CcyeTe MOXET TMPMUBECTU K
rMnepTpouM NeBoro >enyaoyka U HeAOCTaTOYHOCTW /IeBOrO cepfua.
CMepTb MOXeT HacTynuTb BHE3amHO B pe3ynbTaTe MWEMUM MUOKap-

fa U HapyleHWs npoBoAauMocTU. MoKasaHa 3aMeHa aopTanbHOro Kia-
naHa, 0CO6eHHO ecnu OH ABYCTBOPYATbIA.

HagknanaHHbIii CTEHO3 aopThbl

Mpn HagknanaHnom CA cyXeHWe BOCXOASLLEN YacTU aopTbl (N0Kanb-
HOe WAW pacnpocTpaHeHHOEe) HaxoAuTcA AucTanbhee CUMHYCcOB Banb-
canbBbl. KopoHapHble apTepuun OTXOAAT MPOKCUManbHee MecTa CyXe-
HWA, 4YTO NPUBOAMUT K MOBbIWEHWIO [AABNENUA B HUX W pa3BUTUIO ap-
Tepuockneposa. KnuHuyeckme nposBNEHWA B OCTaJbHOM CXOAHbI C
KAMHUKOM KnanaHHoro CA. My>XUYMHbI M XEHLWWHbl CTpajalT OfAMHa-
KOBO 4acTo. JTOT BMJ MOpPOKA Hepefko couyeTaeTcd C rpybbiMu yep-
TaMy Avua M aHomanuamu 3y60B, BO3HMKalOLWMMMK, NO BCeid BUAUMO-
CTW, B pe3ynbTaTe runepkanbuueMmn K, BO3IMOALWO, TUNEPBUTAMUHO-
3a D nn6o B nepmop GepemeHHOCTW, B0 B paHHEM JeTCTBE.

MopaknanaHHbIi CTEHO3 aopThl

Mpu aTtom BUAe HapylleHUa (UOPO3HOe KOJMbLO OKPYXXaeT BbIXOA U3
NeBOro Xenypoyka. 3abonesaHme 4acTo MpoTekaeT OECCUMMNTOMHO.
MHoOrve Kapauonoru cymMTarT nogknanaHHbli CA OTHOCWMTENbHO pac-
NPOCTPAaHEHHbIM [edeKTOM, OCHOBbIBas CBOe MHEHWe Ha KapAmosno-
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MIYecKMX HaxofKaxX Yy «acUMMTOMATUYHbIX» POACTBEHHWKOB NUL C fB-
HbIM nofgksanavHbiM CA. TMofgknanaHHbli CTeHO3 aopThl B 2 pasa
yauje BCTpPeYaeTCcs Y MYXUMH, YeM Yy >KEHLWUH. PUGPO3HOE KOJbLO
06bIUHO Nerko ygansieTcs. JTO COCTOSHME MOXeT HacnefoBaTbCs Mo
ayTOCOMHO-OMUHAHTUOMY TUHY.

CvHApPOM runonaasvm neeBoro cepgua

3T0 Ha3BaHWe MPUMEHSETCA MO OTHOWEHW K COCTOAHMIO runonna-
3K NeBOT0 XEenyaovKa, KOTOpPOe MOXeT couyeTaTbC C aTpe3uent, cTe-
HO30M aopTa/fbHOrO KnamaHa, aTpe3veld MUTPanbHOro KnamaHa, cTe-
HO30M ero nau aTpe3veid Ayru aopTbl. ITOT CUHAPOM, MO-BUAMMOMY,
LLIBseTcs camoli pacnpocTpaHeHHOW MPUYUHON CepAeyHONn HepocTa-
TOYHOCTM B 1-10 Hefento >XU3HU. CUMNTOMbI 06bIYHO MPOSABNATCA
yXe 4yepes 48—72 4 nocne posnefeHusa. NMopokK ve noppaetrca XuMpyp-
FTMYECKOMY NEYEHUIO WU NPOTrHO3 AN XU3HWU HebnaronpuaTeH.

TpaHCcno3nLmna KpyrnHbIX COCY0B

Mpn 3TOM BuAe aHoManuy aopta OTXOLHT OT MPaBOro >Xefynouka,
a CTBON J/IerOYHOM apTepuUMOT NeBOro >enypouka. [ns BbIXuBa-
HUA, O0YeBWUAHO, AO0/DKHO NPOUCXOAUTbL CMeELWeHWe [BYX KPOBOTOKOB,
CNefoBaTeNbli0, Y BbIXWUBWWUX HOBOPOXAEHHbLIX OTMe4yaeTcs An60
AMOXKM, AMIW wnnuM oTKpbiTOe OBanbHOe OKHO. HecmoTpa na WYyH-
TUpoBaHWe, Ha 2—3- [eHb XW3HW pa3BUBAETCH BbIPaXEHHbIW LWa-
HO3. XOTA MPUHATO CYUTaTb, YTO TPaAHCNO3WLUA COCYLOB — Heomnepa-
6eNbHbIA NMOPOK, B HEKOTOPbIX C/My4Yasx B HACTOsiLlee BPeEMS BO3MOXHA
Xupypruyeckas onepauus no merogy MacTtepfa, npu KOTOPOM B Hec-
KO/IbKO 3TanoB AOCTUraeTcs Heobxofumoe M3MeHeHWe KpoBoTOKa. lMoc-
neonepauuMoHHas cMepTHOCTb konebnetca oT 10 go 20%, 4TO 3Hauwu-
TeNbHO BbllWe, YeM Npu 6GONbLWIWHCTBE APYrMX MOPOKOB cepAua.

O6wnii apTepuranbHblii CTBON

Mpy 3TOM HapyuTenmuu, B 2 pasa yalle BCTPEYaAlOLLEMCS Y Manb4yuKoB,
ueM y [AeBodvek, 06WMIA COCYAMCTbI CTBOM AaeT Hayano aopTanbHO-
My, NeroyHomy 1 KOpPOHapHOMY KpoBooGpalieHuto. Bo Bcex cayuvasx
oTMeyvaeTcs fedeKT Me3loTeNyf0YKOBO/ Meperopoakn U, Kak MpaBu-
N0, HEAOCTAaTOYHOCTb O6LMX CTBOMOBLIX KNanaHoB. HacblleHne Kuc-
NOPOJIOM OJMHAKOBOE BO BCEX TPeX Kpyrax KpoBoobGpauieHus. Habnto-
[aloTCA LMaHO3 U 3aCToliHble SIBAEHUS, W TONbKO okono 30% 60/b-
HbIX MEepPeXWBaloT Mepuof HOBOPOXAEHHOE™ U MnafgeHyecTBa. Mpex-
[e 3ToT BUA MOpoKa cumTanu HeonepabenbHbIM, 04MAKO B HacTosliee
BPEMS KOPpPUTMpYlOLl e omnepalun BO3MOXHbl M HECKO/bKO CMArvaiT
MPOTHO3.

KoapKT3unsa aopThl

Mpu KbuKTaLUM aopTa CyXXuMBaeTca 06bIYHO Hepaneko ot tig. arterio-
sum. Y 60nbWKWHCTBA 60/bHbIX a0pPTanbHbIA KnanaH ABYCTBOpYATbIiA.
KoapkTauua aopTbl 4acTO COYEeTaeTCca C OTKPbITbIM apTepuanbHbiM
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npotokom u AMXKTI. ApTepuanbHoe AaBfeHWEe CHUXXEHO AuUcTalbHee
MecTa CYXEHUs, YTO NPUBOAUT K KOMMEHCATOPHOMY chasmy nepude-
pUYecKMX COCYAOB M pasBUTUIO KONnaTtepasbHOro KpoeoobpalieHuns.
Tem He MeHee neperpyska J/eBOr0 >Kefyfoyka MOXeT NPUBecTn K
3aCTOMHbIM sABAeHMAM. CuMTaeTcsi, YTO KOApKTauus aopTbl SBfETCS
caMOil 4acToh NPUYMHON 3aCTOMHbLIX SIBAEHUIA Ha 2—4-i Hefene Xun3-
HM W Jalle BCTpPeyaeTCcs y MaibyuMKOB, 4YeM Yy feBoyek. [eTun B BO3-
pacTe cTapwe 4 Hef MOryT YyBCTBOBaTb Ce6A OTHOCUTENIbHO XOPOLUO.
Xupyprunyeckoe nevyeHue (aHacToMO3 KOHel B KOHel) Luenecoobpas-
Hee OT/IOXWTb, MNOKa 6O0MbHOW He [OCTUIHEeT BoO3pacTa 4—5 ner.
KoapkTtauusa v AMXKI yauie Bcero BCcTpeyarTCcd Npu cuHppome Tep-
Hepa (cm. rnasy 10).

AHOManusa 36wTelHa

Mpn aHomanuu 36wTeliHa YBENWYEHHbIW TpexcTnopyaTblii KnanaH
He TONbKO 3KTOMUYMO PacnojioXKeH, HO U MAOTHO CNasiH CO CTEHKOW
npaBoro xenyfpoyka. TOK KpPOBM 4Yepe3 KnamaH 3aTPyAHEH, 4TOo Mpwu-
BOAWT K LIYHTMPOBAHWIO 4Yepe3 oOnajbHOe OTBEPCTWE B JiIeBOE Mpea-
cepgue. LimaHo3, Takum 06pa3oM, BO3HUKAaeT WU3-3a MPUCYTCTBUSA
MeOKCHICNMPOBAaNHOM KPOBM B LUPKynauuu. T[1porHo3 3aBUCUT OT
cTeneHW 06CTPYKLMUW; 06bIYHO BbipaKeHHas O06CTPYKUUSA MPUBOAMT K
CMepTu B AETCKOM W/IM HOHOLIECKOM BO3pacTe.

[eHeTn4yeckoe KOHCY/IbTUPOBaHMe Nnpu BPOXAEHHbLIX MNMOpPOKax
cepaua

eHeTUYeCcKoe KOHCYyNbTMpOBaHMe npu n060M NOpoke ceppua LOJIXK-
HO MPOBOAMTLCA TOMbLKO MOC/Me YyCTaHOBMEHUSA AMArHo3a WM BO3MOXHOW
sTuonorun 3aboneBaHus. Mo MHeHMIO 6GOMbLIMHCTBA MUCCNefOBaTeNew,
B 3—4% cny4yaeB nNopoku cepgua o6ycnoBneHbl XPOMOCOMHbIMU aHO-
mMannamu, B 4% — MmyTaumein ofgHoOro reHa mB 1% — gelicTBuem Te-
paToreHHbIX (AKTOpOB. B oCTanbHbIX CAyyasax npegnonaral0T MoOAu-
reHHY NAn MyNbTU(PAKTOPUANbITYro 3TUONIOTUIO UX.

[okasaTb nonureHHoe/MynbTudakTopnanbitoe HacnefoBaHue Tpya-
HO, MOCKONbKY WMCXOAHbIA MaTepuan ANA OLEHKU 3SMMUPUYECKOro puc-
Ka CNOXeH [ANA aHanm3a; TOYHbIA AMArHo3 4acTto ne ycTaHaBNUBaeT-
CA, [aNeko He BCerja BbIMOJHAETCA XPOMOCOMHOe WCC/efjoBaHue U
He Bcerfa MCKIYalTCs W3BECTHble Mengenupytoune 3ab6oneBaHus.
Ecnn nnof poxpaetcs MepTBbIM, aHOManus BOOOLE MOXET ocTaTbCH
HEeBbIAB/IEHNON. Tem ne Menee no MMOrMX WUCCAEJOBAHUAX MNOMYYEHbI
CXOfHble pe3ynbTaTbl. Bosee TOro, TeopeTUYECKUiA MOBTOPHbLIA pUCK
ONA poOACTBEHHMKOB | cTeneHu pofcTBa NpobaHLOB C MOJIUTEUHBIM
npu3Hakom (cMm. rnasy 1) BNo/sHe yJO0BNeTBOPUTENIbHO coBNajaeT C
AMNUPUYECKUMN faHHbIMK (cm. Tabn. 14) [Nora, McGill, McNamara,
1970a; Nora, 1971; Nora, Nora, 1976; J. Nora, A. Nora, 1978].

Camble 60/bliMe cepun uccnefoBaHWn npoBedeHbl Nora W COaBT.
(1970a, 1976) wn Zettorqvist (1972), o6cnefoBaBWIMMKN BbIGOPKKU roc-
NUTaNN3NPOBaHHbLIX feTeil M B3POCAbIX CO MHOFMMW TUMamu MOPOKOB
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cepaua. MmerTca TakXe AaHHble MO KoapKTauuu aopTel [Boon, Ro-
berts, 1976; Campbell, Polani, 1961], TteTpage ®anno [Boon, Farmer,
Roberts, 1972], AMMNOMN [Williamson, 1969; Sanchez-Cascos, 1972],
OTKpPbITOMY apTepuanbHoMy npoToky [Wilkins, 1969] u cuHgpomy
runonnasuun nesoro cepgua [Brownell, Shokeir, 1976].

IMOBTOPHLI pPUCK ANA poAcTBEHHMKOB | cTenenu cocTaBnser 1—
4% B 3aBMCMMOCTM OT Tuna aHomanuu. Ta Xe camas aHomanua
BCTpeYyaeTcs y POACTBEHHUKOB | CTeneHW NPUMEPHO B MOJIOBUHE CAy-
yaeB [Fraser, Hunter, 1975], B TO BpeMs KakK B OCTa/bHblIX CAy4aax
pa3BMBalOTCA WHble, YeM Yy npobaHaa, Nopoku cepgua. O6bLIYHO AaH-
Hble MO NMOpoKaMm cepjua He nojpasfendioT B 3aBUCUMMOCTM OT nona
npo6aHaa WM pPOACTBEHHUKOB, XOTA MPU HEKOTOPbIX 3abofieBaHMAX
Oo4eBMAHO npeobnagatoT 60/MbHble OAHOro nona. Mpu Takux Hapyle-
HUAX NOBTOPHbIA PUCK AOMKEH BbIBOAMTLCA KakK (yHKUuua nona. lMo-
BTOPHbIA pUCK ANA POACTBEHHMKOB Il n |1l cTeneHM He npeBbilwaeT
1%. OpfHako 3TWM 3HA4YeHUA NPUMEHUMbl TOMILKO B TOM Cllyyae, ecnu
pe3ynbTaTbl LWTOFEHETUYECKUX aHajn30B HOPMasbHbl, ecan OTCyT-
CTBYIOT 3KCTpakapAuanbHble MOPOKU PasBUTUA U UCKIKOYEHbl MeHe-
nupywuwne 3abonesaHunsa (oM. Tabnauubl MeHAenmpylwmux 3abonesa-
Huin) [Elias, Yanagi, 1981].

K pacnpocTpancHHbIM MeHAenupywmm 3aboneBaHUaM, BK/HOYa-
IOWMUM MOPOKM cepAaua, OTHOCATCA CUHAPOM HynaH co CTEHO30M aop-
Tl U cuHgpom Xonta — Opama. MHorue 6o0nee pegkue CUHAPOMBI
TaloKe XapaKTepusylTcs HapylleHUs MU CO CTOPOHbI ceppua. MHorga
MOpPOKN cepAua B KOHKPETHOW cemMbe pa3BMBAKOTCA B pe3yfbTaTe My-
Taumym ofgHoro reHa [Zetterqvist, 1972], ogHako 06bIYHO MPU KOHCY/b-
TUPOBAHWU WCNONbL3YKTCA AaHHble, MpuBefeHHble B Tabn. 14. Ewe
pa3 cnegyeT NOAYEPKHYTb, YTO 3TW 3HAYEHUS pPUCKA [O/MKHbI MpwU-
MEHSATHCA TONIbKO MOC/Ae YTOYHEHWA AMarHo3a U WUCKAKYEHUA XPOMO-
COMHbLIX U MeHAennpyrowmux 3abonesaHuii.

TpaxeonuuieBogHas UCTyNa 1 atpesvs nuwiesona

3T f[Ba MOpPOKa pa3BUTMA, KaK MpaBWNiO, COYETAKOTCA, XOTS aTpesuns
nUL,EeBoja U aHOManuu pa3BUTUA Tpaxeu MOTyT BCTpevaTbCA U30MU-
poBaHHO Apyr oT gpyra. B 90% cnyuaes, Korga umerotcs oba nopo-
Ka, NPOKCUMManbHbIA OTAeN NULLEBOAA CMENo 3aKanyMBaeTCHd Ha YypoB-
He 2-ro rpygHoro no3BOHKa, a AMcTanbHas 4acTb €ro CoefuHeHa cC
Tpaxeei. Y HOBOPOXJAEHHbIX OTMeyaeTCH MNOBbILEHHAA CeKpeLus.
Mocne KopmneHus y pebeHka MOABAAKTCA KalWenb W pBOTA, HEPeKO
LMaHO3; 4YacTO pa3BUBAETCH acuMpayuMoHHas MHEBMOHUA. [pon3BecTu
30HAMpPOBaHUE XXenyLKa HEeBO3MOXHO. [uarHo3 nopTBepxpaeTca npu
PEHTreHONOrMYECKOM MWCCNeAO0BaHMW. XUpPypruyeckue onepayuu, Kak
npaBuno, ycrnewHbl, N0 NpU TSHKENOM COCTOAHWM pebeHKa MauM B npu-
CyTCTBMM [JpyriAsE aHOManuii TpebyeTcs MPOBECTW Uenblii pafg ponon-
HUTeNbHbIX Mpoueayp. ATpesus MUl eBofa BCTpPeYaeTcsl M KakK M30-
NVMPOBaHHbLIA aeeKT, NpuyeM udalle HemnonHas. TpaxeonuuieBoAHas
(uctyna moxer 6bITb YacThto YACTERL (Vertebral Anal, Cardiac,
Tracheoesophageal, Renal Limb)-cnHagpoma, KOTOpbIA, KakK CUYMTaloT,,
CBfi3aH C TepaTOreHHbIM fAeiicTBMEM nporectuHoB (oM. rnasy 15).
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MpoBeAeHO OYeHb Mano reHeTUYecKUX uccnefoBaHUi, NOCBALWEH-
HbIX W3Y4YEeHUI NOAOOHLIX aHOManui, HO, COrflaCHO NOAYYEeHHbIM [faH-
HbIM, MOBTOPHbIA PUCK COOTBETCTBYET 3HauyeHWsM pucka ans 3abone-
BaHW, HacnegyembiX NPeAMNONOXUTENbHO MO MOAUFEHHOMY Tuny. U3
pogocnoBHbIX 35 npobaHoB € aTpesueil nuuieBofa C Tpaxeonwuiyesos-
Hol cuctynoii nnm 6e3 nee Schimke, Leape, Holder (1972) oTmeTu-
AW OAHY, B KOTOPOMA y ABYX cuM6COB, ABYX 4YeTBEPOKPOAHbLIX W OLHOrO
TPOKPOAHOro CHoca 6blna Ta XXe natonorusa. MosgHee 6biAM ONKCaHbI
n gpyrue cemeliHble cnydam [Dennis, Nicholas, Ivova, 1973; Chen,
Goei, Hertzion, 1979]. lMoBTOpHbIA puck cocTtaBnser 1—2% Ans
poacTBeHHMKOB | cTeneHn [Chen, Goei, Hertzion, 1979].

ATpe3usi ABeHaaLaTMNepCcTHOM KULIKU M KULLIEYHMKA

ATpe3na MAM 4YacTUUHbIA CTEeHO3 [BeHaAuaTUNepcTHOW KULWKKU, TO-
Wed M NoAB3AOLWHON KULLIKW XapaKTepu3yeTcsa pPBOTOM C MPUMECHIO
XEeNnuu, pacliMpeHneM KUWevyHMKa Bbllle MeCcTa CYXEeHWS U B KOHeu-
HOM cueTe geruapatauueit U 3NeKTPOAUTHbIM gucbanaHcom. [pu 3Toi
aHoManuu nnofa 4acto HabnofaeTcqd MHOroBofHe. [iMarHo3 cTaBUTCS
C MOMOLLbID PEHTreHO/IOFMYECKOro uccnepgosaHus. Heobxoammo cpou-
HOe onepaTUBHOE BMeLllaTeNbCTBO. ATpe3us [ABeHAALATUMNEPCTHOW
KAWKW pacrnpocTpaHeHa npu Tpucomum 21 u MOXeT couyeTaTbCsd C
KO/MbLeobpasHoi noaxXenyfouyHOW Xenesoim WAW MOPOKOM pPasBUTUSA
TONCTON KWLIKMU.

HekoTopble M3 3TUX MOPOKOB MOTFYT HacnefoBaTbCA KakK Menfe-
NMpyloULHe NpuU3Hakn. Hepefku cemeliHble cny4vyan aTpe3uun [ABeHaf-
LaTL NepcTnoi KULWKU WUAN KULWEYHUKA, NpuyeM Yy 601bHbIX CU6COB
00bIYHO OTMeYaeTCs Of4Ha W Ta Xe soKanusauma aTtpe3umu. Ha ocHo-
BaHWW [aHHbIX O KPOBHOM pOACTBE poauTenein y 60/bHbIX CUOCOB
McKusick (1978) cumTaeT, 4TO ayTOCOMMO-PeLEeCCUBHbIE TeHbl MOTYT
BbI3blBaTb: 1) aTpesuro [BeHajuatunepcTHoi kKuwku [Mishalany,
Der Kaloustian, Ghandour, 1970; Der Kaloustian, Sliin, Mishalany,
1974]; 2) MHOXECTBEHHYIO aTpe3nuro KULEeYyHWKa, XapaKTepu3yrLyio-
cAa O0OCTPYKUMAMM B pasHbiX yyacTKax na MPOTSXEHUW OT Xenyaka
[o aHanbHoro otsepctus [Dallaire, Perreault, 1974]; 3) atpe3suro
Towen kuwkn [Mishalany, Najjar, 1968; Blyth, Dickson, 1969].
OfHaKo 6O/bLWIMHCTBO Cly4YaeB aTpe3nn KULWeYyHUKa He ABnseTcs pe-
3y/NbTaTOM MyTauuu OAHOro reHa. [nd reHeTMYecKoro KOHCY/NbTUPO-
BaHWA, BEpOATHO, Ny4lle BCEro MNpeanofioXuTb, YTO PUCK LNS che-
aytouwmx cubcos coctaBndeT 2—5%, No MoXeT 6biTb paBeH M 25%.
Ecnn 6onbHbl 2 cubca, TO cnepyeT npepnonaratb ayTOCOMHO-peLec-
CMBHOO HacnejoBaHWe B [laHHOW Cembe.

MNMnnopocteHo3

MblweyHass runepTpogus NUMOPMUYECKO YacTn xenygka MpuUBOAUT K
MHNOPOCTOMO3Y, OAHOMY M3 HaumbGonee pacnpocTPpaHeHHbIX BPOX/AEH-
HbIX MOPOKOB Pa3BUTUA. BOMbHble AeTW poXAalTcs 6e3 KAMHUUYECKUX
nposBneHniA, No na 2—3-i1 Hedene XW3HW y HUX HauyMHaeTcs pPBOTA
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«()OHTaHOM» 6e3 npumecun >xenuyn. Pa3BuBawTCcA fermgpartauuns, ru-
nokasMemMmM4yecKnUin ankanos, U3MeHeHUs CcTyfna M ucToleHne. Buam-
Mas nepucTanbTuMKa >XXenyaka WAWM Nanbnupyemas runeptpodupoBaH-
Has nunopuyeckas 4acTb €ro MO3BONAAKT MNPeAnoNoNWTbL AUarHos,
a PEHTreHoO/I0rMYecKoe uncclefoBaHWe MoATBep->AaeT ero. MNMpogonbHoe
pacceyeHune rMnNepTpoMpPOBaHHON MbIWEYHOW Macchl (MeToh PamuiTe-
fa) OTHOCUTeNbHO MNPOCTO, a nocneonepayuoHHas CMEPTHOCTb OYeHb
HU3Kas.

eHeTMYecKne nccnefoBaHUa NPU NNAOPOCTENO3e MOMOrAM MonNATb
obwmre NpUHUWUNbLI NOMIUFEHHOr0 Hac/iefoBaHWUA, 0CO6eHHO ANS Npu-
3HaKOB, MpW KOTOPbIX OAMH NoA nopa/kaetcs dauie gpyroro. rnno-
pocTeno3s — OTHOCUTENbHO YacToe 3aboneBaHue (2/1000 XXUBOPOXKAEH-
HbiX), OH B 5 pa3 yvauie BCTpeyaeTcsd Y MajibuMKOB, YEM Yy [EBOYEK.
Pa3Hble aBTopbl [Carter, 1976; Siebers, 1978] nokasanu, 4To MOBTOP-
TbIH PUCK 3aBUCUT OT nona npobaHpa. Ecnm npobaHh MyXCKOro mno-
na, pUcCK Ansa cubca MYXCKOro uona paBeH 5%, B TO BpeMs Kak
puck ans cmbca >XXEeHCKOro nona Tonbko 2,5%. Ecnu npobang XeH-
CKOro nona, pUck Ans cHbca MyXckoro nona coctasnseT 20%, a puck
ANna cubca XKEeHCKOro nona Tonbko 7%. [na CblHOBEA 6GONbHbIX >KeH-
WWH puck paseH 20%, a gna godvepeid — 7%. NS cblHOBe 60MbHbIX
OTLOB pWUCK He npeBbiwaeT 5%, a Ang foyepein konebnetcs oT 2
0o 5%. MopgobHaa 3aBUCMMOCTb OT Mojia KacaeTcs W POACTBEHHUKOB
Il n Il cTeneHn. HesaBucumo OT nona npobanga NNEMSHHUKMW, Be-
poAaTHO, 3aboneBaloT valwe, Yem MAEMAHHULbI, a 4BOKOPOAHbIe BpaTba
yalle, 4yeM [ABOHOPOAHbIE CecTpbl. ITWM pas3NnyMs B 3aBUCMMOCTU OT
nofa MOXHO OOBACHUTb, €CAM NPEeAMnoaoNWTb, YTO NOPOr Ha KPWUBOWA
reHeTMYeCKOn MpeApacnonoXeH NOCTU 6AMXKe K cpefHel AN MYXUUH,

yem ANS XeHWwwuH (cm. rnasy 1).

BonesHb MMpLUNpyHra (araHrnmo3 KULLIEYHMKA)

3aboneBaHne pa3BuBaeTCs B pe3ynbTaTe OTCYTCTBMA unuM peduumrta
raHriMeB WHTpamypanbHbIX CNAETEHWIA [AWCTanbHOro OTAena TONCTOM
MU NPSAMOM KULWIKU. YYacTOK TOMCTON KWULUKW, PAcnofiOXEHHbI MNpoK-
cumanbnee gedekTa, paclimpseTcs U runepTpodupyeTcs, 4acTb, B KO-
TOPOI OTCYTCTBYIOT FaHrnnmM, coxpaHseT HOPManbHbIli anameTp. AraH-
rNHO3 AuUCTanbuee CeNe3eHOYHOro M3rmba TONCTOrO KWLEYHUKA BCTpe-
yaeTcsi B 84% cnyyaeB WM OrpaHW4YMBAeTCs PEKTOCHIMOMAa/NbHbIM
oTaenom B 70% cnydaeB. OCHOBHOW >anoboli SBAAOTCA 3anopbl, a
OPYTUE >Keny[o4YHO-KULEeYHble WM3MEHEHWS pa3BMBAlOTCS BTOPUYHO.
[varHo3 nofgTBepXfaeTcs PEHTIEHONOrMYeCcKu, NcUenne XMpypruyeckoe
nyTeM MWCCeuyeHWUs aramnrnHO3HOro yyacTKa C MocnefyloluUm coefnHe-
HWEM HEMOPaXKeHHbIX y4yacTKOB. MPOrHo3 ANS >XWU3HW NOCAe NeYeHus
6naronpuaTHbIA. MYyXUYMHBI MOpaXxakwTca B 2 pasa valie, YeM >KeH-
W WHbI.

BonesHb Mupnuwpynra BCTPe4yaeTcss M30/1MPOBAHHO WM B COYeTa-
HUM C ApyrMMu fgedeKTamu pa3BUTUA. 3HAUYEHUS pPUCKA 3aBUCAT He
TO/IbKO OT MOMa, HO WM OT A/IMHbI araHrAnMo3noro cermeHta [Passarge,
1967]. Ecnu npo6aHf MYXCKOro nojna, pUck ANns creayllunx cubeos.
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MYXXCKOro nona coctasnser 5%, a AN CHOCOB >»XeHcKoro nona 2%..
Ecnn npobaHpg XXEHCKOro nofaa, BeMYMHA pUCKa ANS CHOCOB MYXCKO-
ro H >XeHCKoro Hofa pasHa cooTBeTCcTBeHHO 11 u 14%. Ecnum 30Ha
araHrnnosa pacnpocTpaHseTca BblWe CEeNe3eHOYHOro wusrnba, puck

ele Bbille.

AnsepTtnkyn Mekkensa

JKenTouHblii MPOTOK, CTPYKTypa, B amGpuoreHese coefuHstouias ny-
MOYHbIA KaHaTUK C KUILIEYHUKOM, MOXET BCTpedyaTbCs Yy 1—2% Xu-
BOPOXAEHHbIX AeTell M HOCMT HasBaHMe [AuBepTMKyna Mekkens. OH
pacnofoxeH Ha 45—91 cM NpPOKCMMaNbHOe WNeoLeKanbHOro Ccoeau-
HEHMA. Y GONbLINHCTBA MHAMBUAOB He OTMeYaeTcs KaKux-nmbo Kiu-
HWYECKUX NPOSIBNEHMWIA, HO OHM MOTYT MOSBUTLCS NpPW NepekpyunBa-
HUKM, nNepgopaLuu, UHPeKLUn (HO KNWHWUKe HanoMWHaeT anmnengu-
UMT), MHBArMHaUWM KULWIKUW WA WU3bA3BNEHWUWU BCNEACTBME IKTOMUM
TKaHein Xenyfaka v NOAXenyao4uHOW >Xenesbl. JleueHWe 3akarovaeTcs
B MOMHOW pesekuuu AuBepTMKyna. OnucaHbl cemeiiHble caydyau no-
poka, HO ceMeliHas 4acToTa €ro ne ycTaHOB/eHa.

MHBarnHauus

MpyM WHBarMHauUMM NPOKCUMAa/bHbIA Yy4yacTOK KWIIEeYHMKA BXOAUT B
CMEXHbIA C HUM CermMeHT. IJTO COCTOsIHME pa3BMBaeTca 06bIYHO na
4—14-m Mmecaue XWU3HW U NpoABAseTcA PBOTOW, abAOMWHANbHLIMU
crnasmamun, KpPOBSHUCTbIM >XeneobpasHbiM CTYyN10M C MPUMECHIO CAU3K
M WOoKoM. Mpn 3TOM MOXeT HapylwaTbCsi KPOBOCHAGXEHWEe KWLIEeYHU-
Ka, UTO MPMBOAMT K raHrpeHe u TpebyeT pe3ekLUU MNOPaXEHHOro
yyacTka. [MarHo3 noATBEpPXAaeTcsd PEeHTreHONOrMYyeckn, nocne Kop-
pekuun BOLHOTO W 3NEKTPONUTHOrO paucbanaHca COCTOAHUE MOXKET
ynyywunteca. MacMahon (1955) onpegenwn, 4TO NOBTOPHbIA pPhAcK
LNA CHOCOB cOCTaBfseT npumepHo 2—3%.

JOunadparMmansbHas rpbika

[edheKTbl MbILLEYHOTo CNos AuagparMbl 4alie BCEro /IOKanM3yloTcs B
neBoii 3afHe60KoBOM YacTu (B 90% cnyuaes), MO MOTYT BCTPeTUTbLCA
H B ApYyrux yuyacTkax. B pesynbTaTe opraHbl GplOLWHONA MONOCTM ne-
pemellaloTcs B TpyaHylo. PasMepbl TpbIXWU 3aBUCAT OT pasMepa U
pacnofioXXeHns fegekTa. TsXKeNble W onacHble CUMNTOMbI A1 XKW3-
HW — TaxunHo3, AMCNHO3 U JaxKe LMaHO3 — pa3BMBAlOTCA Cpasy nocne
poxaeHus. OTMevaeTcs PecnupaTopHbli U COCYAMCTLIA Konnanc.
Manbunkn nopaxarTcs valle, YeM [AeBOYKWU. DTO COCTOAMME MOXHO
3anof03pUTb Na OCHOBaHMM ocnabnenus AblXaHUs, NPUTYNNEHUN mep-
KYyTOpPHOTO 3BYKa U MepemelleHns OpraHoB rpyAHON KNeTKU. PeHTre-
Horpagus rpygHoii KneTKW MOATBepXAaeT AMarHos. Mpu 60nbLIMX
JedekTax NokasaHa CpovHas onepawusi, B MONOBWHE C/y4yaeB 3aKan-
yuMBalo L asacs ycnewHo.
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OnucaHo OTHOCUTENbHO Manio CeMelHbIX Cny4yaeB fuadparmans-
HbIX TpbDK, XapakKTepusylLWwnxcsd OTCYTCTBMEM WU HeLOPa3BUTUEM
Tonbko 4Yactu pguadparmel [Phillipp, Skelton, 1952; Crane, 1979;
Wolff, 1980]. OgHako O0OA4HOCTOPOHHAS areHesus puadparmbl, 6onee
pefkoe COCTOSHWE C aHanOTMYHbIMU CUMMNTOMamMu, MOXET Haciefo-
BaTbCH MO ayTOCOMHO-peueccuBHomy Tuny [Daentl, Passarge, 1972].

Omdanouene

HenonHoe 3akpbliTue nepeaHeli GPHOLWHON CTEHKWM BeAeT K BbiNA4uBa-
HWKO OpraHoB OpHOLWHOKA NoNocTW. BHYTpPeHHOCTM O06bIYHO MOKPLITHI
TONKOW 060/M104KOM, KOTOpas 4acTo pBETCS Mpu pogax. [MOCTOSHHbIM
NMPMU3HaKOM SIBAAETCA HENoMNHbI/A MOBOPOT KMLIeUYHMKA. [edekT nHorga
MOXeT CaMOMPOM3BOMLHO 3aKpPbiBaTbCA: B MPOTWBHOM C/ly4yae Heob-
X0AUMO MpoTo3HpoBanue. HecmoTps Ha Mafnoe 4YMCNO NPOBEAEHHbIX
reHeTUYeCKUX WCCNefOBaHUA, OMUCaHbl Cay4vyau CEMEeNHOro Hakomnne-
Hua nopoka [Rott, Truckenbredt, 1974; Osuna, Lindham, 1976].
MOBTOPHbLIA pUCK ANA POACTBEHHMKOB | cTemeHW, MO-BMAUMOMY, pa-
BeH '1—2% [Jorgenson, Salinas, 1979]. Omdanouene BcTpeyvaeTcs
npu cuHgpome BekBuTa — BugemaHna, Hacnegyemom Mo ayTocomno-
LOMUMANTUOMY TUHY.

MNynoyHas rpbpka

HapyweHue 3akpbiTus acuum 3mMO6PMOHANBHOrO MNyMno4vnoro Kosbla
NPMBOAMUT K MYMOYHOW rpbixke. OTHOCUMTENIBHO pacnpoCTpPaHeHHbI
fedeKT uvalle BCEro BCTpevaeTcd Yy MpefcTaBuTeneid HerpougHoin pa-
Cbl U HeAOHOWeHHbIX feTeli. HyHOYHble rpbDKM BCTpeyawTca npu
rMnoTupeose, cUHApoOMe JlayHa M HEKOTOpPbIX MeHAenupyrowunx 3abo-
nesaHuax. [lo Bo3pacTa 5 fier neyeHne He SABNAETCA HeO6XOAMMbBIM,
a 3aTeM BO3MOXHa Xupypruuyeckasd onepaumnsa. PopmManbHbIX renetu-
YyeekMx uUccnefoBaHWii No AaHHOMY 3ab0neBaHWUIO MeT, HO MOBTOPHbIN
puUCK, BepoATHO, He npesbiwaet 5%.

MaxoBasa rpbika

[MaxoBble rpbiXW y fAeTein 6GbiBalOT 06bIYHO KOCble M W60 ABYCTOPOH-
Hue, nMM60 NpPaBOCTOPOHHME. Y ManbymMkoB B 90% cnyvyaeB OTMevaeT-
ca v ‘pouene.

MpumepHo y 50% 601bHbIX C TECTUKYNAPHOA GeMuHmu3aumein (aH-
ApOreHHas He4YyBCTBUTENbHOCTb) WMEKTCH NaxoBble TPbDKU; OAHAKO
NNWb Yy HebONbLIOro YMucna LeBOYeK C rpbiXKamMu OTMeyaeTcs CTTUAPOM
TeCTUKYNAPHOA (emuHusauum [German et al., 1973]. Tem ne menee
0ENOHT C MaxoBbIMW TpbIXamMu LOMKHbI OblTb 06CNefoBaHbl LUTO-
reHeTUYeCcKNn C Uenblo UCKNYEHUA [aHHOro CcuHApoma. TeuyeHue
06bI4HO 6ecCMMNTOMHOE, MO B C/Ay4vae YUWEMEHUS KULIEYHUKa no-
ABnseTca ocTpasd 60nb M MOXET pasBUTbLCA raHrpeHa, 4YTO BbI3blBaeT
HeobX0AMMOCTb XUPYPrnMYeckoro BMeLlaTeNbCTBa.
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N3yyeHUI0 TreHeTUYeCcKMX acnekToB MNaxoBblX rPpbDK Yy nuy 6e3
LPYrUX aHomanuii ygeneHo O4YeHb Mano BHUMaHus. OpgHako Weimer
(1949) wn Edwards (1974) onwucann 601bMAbLIX MYXCKOro nosna B
HECKONbKUX nokoneHmax. Simpson, Morillo-Cucci, German (1974)
onucanu fABe CeMbW, B KOTOPbIX MAaxO0Bble FPbIKW BCTPEYanucb, Ha-
060pOT, TONMbKO Y >XEHLWWH. TTOBTOPHbLIA PUCK, BEPOATHO, He MpPEBbI-
waet 2—5%.

nOpOKI/I PasBUTNA No4YeK

K cambiM 4acTblM aHOManuaM [MOoYeK, MO-BUAMMOMY, OTHOCHATCA are-
nes3ma noyek M nogkoBoo6pasHas noyka. [BYCTOPOHHAA aremesuns
MOYeK — fieTanbHbIA  NOPOK, a OAHOCTOPOHHAS areme3ns  MOXET
He NpPOABAATLCA KAWHMYECKM M 4acTO Co4yeTaeTcs C annasvein Mion-
NIepOBbIX MPOTOKOB, HEMOJIHBIM WX CAUAHWEM WA LPYTUMU BuLamu
NnopokoB. [IBYCTOPOHHAA aremes3ms 4alle BCTpeyaeTcd Yy MalbyuUKOB,
yeM y feBoveKk. Kak u cnefyeT 0XwupgaTb, MOBTOPHbIA PUCK Bbille Afif
cubeoB, ecnn npobaHA >EHCKOro nona; Mo fJaHHbiM Pescia, Evans
(1977), noBTOpHbIi puck cocTaBnseT 10%, ecnn npobang >XeHCKOro
nona, u Tonbko 3%, ecnn npobang MyXCKOro nona. NMoBTOPHbIA puck
ONA OLHOCTOPOHHEW arenes3My MNo4vku cocTasBnsdeT 6,3% [Bois et al.,
1975].

Ecnn B ambpuoreHese He NPOMCXOAUT MepeMelleHWs meTaHedpoca
BBEPX, CAUAHUE MapHbIX MeTaHe(pPOTUYECKUX CTPYKTYp BefeT K dop-
MUPOBaHMNIO NOAKOBOOGPA3HON MOYKKU, KOTOpas OCTaeTcs B Maliom Ta-
3y. MopokK 06bIYHO Me NPOABASETCA KAUHUYECKN U MOXeT 6biTb OWM-
604YHO MPUHAT 32 ONYXO0Nb Ta30BbIX OPraHOB. IMMAUPUYECKUX LaHHbIX
mano, Ho Bois u coaBT. (1975) onpeaenunu MNOBTOPHbIA PUCK Ang
POACTBEHHWKOB | CTeneHMW, paBHbIN 5,1%.

AHOMa/IX Pa3BUTUA MOYETOYHUKOB 1 MOYEBOTO MNy3bIpA

3aKynopka MOYEBbIBOASLLMX MNyTeid NpPUBOAUT K paclUIMpeHUto opra-
HOB, PacnosioXeHHbIX HPOKCMManbMee 3TOro MecTa, W Mpegpacnonara-
eT K pa3BUTUI0O UHGEKUUU U NuenoHedppuTa. Y AeTeil 3akynopka Mo-
YeTOYHUMKOB MOXET Mne MNpoABAATLCA KAMHWUYECKW WAM OHU MOTyT
OoTCTaBaTb B POCTe, a B pPeAKMX caydasax XajoBaTbCa Ha 601n u
nusypuuyeckne paccTpoiictBa. OG6GCTPYKLMA MOXET HaxoAuTbCs Ha
MecTe BbIX0Aa MOYETOYHMKA W3 MOYEYHOW NOXAHKMW, COELWHEHMUSA MO-
YeTOYHMKA C MOYEBbIM My3bipeM (NPUBOAWNT K ypeTepouene), na Lei-
Ke MOYEBOro My3bips WAM 3aAHMX MOYETOYHMKOBLIX KflanaHax. Y jBoe-
HVe MOYETOYHMKA CBA3aHO WMHOrAa C OBCTPYKTUBHbIMU YyponaTUAMM.
B nopo3puTenbHbIX CAyyasax [MarHo3 CTaBAT C MOMOLLbK PEHTIeHO-
rpaguyeckmx MeTogoB. BO3MOXHa Xupypruyeckas KOppeKLMs 3Toro
HapyLWweHNs, NPOrHO3 3aBUCUT OT CTeMeHW pa3BMBLUErOCA MOpaKeHus
MOYeKx.

PasHble aBTopbl [Simpson, German, 1970; Bois et al., 1975;
Bredin et al.,, 1975] onwucanu cemeilHble cayyanm pasnMyHbIX aHOMa-
NN, CBSAI3aHHbIX € 3aKYMOPKON MOYEeBbIX MyTei. TOYHAs OLEHKA Mo-
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BTOPUOTO PMCKa 3aTPyAHUTeNbHA, TaK KakK pas/iMyHble aHOManuun Mo-
ryT BCTpeyaTbCA B OfHON pPoAOCNOBHOW. Bois u coaBT. (1975) onpe-
Lenuan NoBTOPHLIA pUCK AN cubcoB Kak 4,2% B cnydyae 3aKymnopKu
BbIX0Ja MOYETOUYHWUKOB M3 MOYEYHOW NoxaHkKu U Kak 5,3% npu yasoe-
HUM Mo4YeTOYHMKOB. Bredin un coaBT. (1975) oTMeTunun, 4TO0 TO/LKO
2,2% cubcoB npobaHAOB C Be3MKOYpeTpanbHbIM pedrokcom npeab-
ABNAIOT Te fAre Xanobbl, 4To U npobaHA; OANAKO NPU peHTreHorpagu-
Yyeckom uccnegoBaHun Hebonblwok Bol6opkn y 8 M3 60 cubcoB (16%)
6bin BbiABNEH pedntoke. DeVargas, Evans (1977) nokasanu, 4To y
10% cubcoB C peatoKcoOM OTMevaeTcsi 3aboneBaHuMe MOYEK WAM MO-
YeBbIBOAAWMX MyTel, NOLTBEPXKAEHHbIe PeHTreHonornyecku. losTop-
Hbli pUCK ANA POACTBEHHWMKOB | cTeneHn npo6aHfOB C 3aKyMmoOpKOM
MOYEeTOYHMKA HA MeCTe BbiXOf4a W3 HOYeK, C YABOEHUEM MOYETOUHMU-
KOB, BE3UKOypeTpaNbHbIM peIloKCOM U O6CTPYKUMEeN Leliku Mouye-
BOr0 Ny3bips, No-eugmmomy, konebnercs ot 5 go 10%.

SKCTPOUA MOUYEBOTrO My3bIpsi

Mpu 3Tom BMAE aHOManuMuM BCNeACTBME fedeKkTa B MUXKMeA yactu
OplOWHON CTEHKM O6HaxaeTcAd 3af4HAA CTeHKa MOYEBOro My3bips.
Y MaNnbuMKOB Npu 3TOM 06bIYHO HabnwfaeTcs anucnagus, a y AeBo-
4yeK pacliensieHWe KAUTOpa W PACXOXAEHWE JIOHHOTO COYJIEHEHWUS.
Knutop MoXeT 6blTb pacuiensieH, HO, Kak npaBuio, y fAeTeid UCTUH-
Hbll Mon onpegenserca 6e3 3aTpygHeHus. MOYTU MOCTOSHHLIM MpU-
3HaKOM fSIBAseTCS HeAepXaHue Mouu. [lonHas xupyprumyeckas Kop-
pekumus He Bcerja BO3MOXHA, B HEKOTOPbIX CAy4YasiX MOYETOUYHUKM
JOMKHBI  ObITb MepeMelleHbl K MNPAMOA WMAW CUTMOBUAHOW KULLKe.
Mocne peuMmnnaHTauuy 4yacTo pasBuBaeTcs nuenoHeput. CemeiHble
cnyyan pegkn [Giaser, Levis, 1961; lves, 1978]. MOBTOpHbIA puck
COCTaBMseT, HO BCeil BMAMMOCTU, OKoNo 1%.

M30n1MpoBaHHbIi KpUMTOPXU3M

B nepuog 3mbpuoreHesa MOXeT HapylwaTbCA MpoLecc ONyCKaHus
ANYEK, U OHWM MOTYT NOKaIU30BaThCA MO0 BAOMb €CTECTBEHHOrO NyTn
UX onyckaHmsa, nmbo akTonuuno. KpUNTOpXu3Mm pacnpocTpaHeH Yy
HeJOHOLIEHHbIX [eTell,  ToNbKOo B 1% cnyvaeB BCTpeyaeTCcs y [OHO-
WeHHbIX Manb4YuMKoB. B 6OMbLWMWHCTBE CAy4yaeB BMOCAEACTBMUM Npowuc-
XOAWUT OnNycKaHMe Andek. [opa3fo valie BCTpPeyalwTCa peTpakTUibHble
ANYKKU. HeonyleHne Anyvek OblBaeT M B TOM Cllyyae, eCiv U3MEHSseT-
ca ux Moptonorus. B Bo3pacTe cTaple 5 neT oOnyckaHuMe fAnU4eK
He yMeHbllaeT BEpPOATHOCTM WX HoBoo6GpasoBaHuin (0,3%), 4TO CBSA-
3aHO C BNYTPHOPHOWMWMNLIM pacnofiokeHnem wux. Ang CTUMYNSaLUK
ONyCKaHUA fNYeK NMPUMEHAOT XOPUOHUYECKUA TOHAZAOTPOMNUH, MO Yac-
TO TpebyeTcs M XUPYPruveckoe BMeLLaTe/bCTBO.

OnucaHbl cemeiiHble CAy4Yyau WM30/MPOBAHHOTO KpunTopxusma [Per-
rett, O'Rourke, 1969]. Mpexae 4yem faTb OKOHYaTe/lbHOE 3aK/lOYeHMne
0 TOM, YTO WMHAMBUA CTpajaeT M30NMPOBAHHLIM KPUMNTOPXW3MOM, Cle-
LyeT OblTb YBEPEHHbIM B TOM, YTO Hapy>XHble MONIOBble OpraHbl HOP-
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ManbllW ii OTCYTCTBYKT HapylWeHUs NonoBon gnddepeHunpoBkn (CMm.
rnasy 10). Ecnu Bce 3TW COCTOSIHUA UCK/HOYEHbI, TO MOBTOPHbIA PUCK
cocTaBnaeT npumepHo 2—5%.

HeneptopnpoBaHHbIV aHyc

HenepdopnpoBaHnblii anyc OTHOCUTCSH K aHOPeKTalbHbIM aHOManusM,
3aTparuBalOWMM TepMUHaNbHYK 4YacTb NPAMOW KULWKWU. AHanbHOe
OTBEPCTME MOXET O6bITb CTENO3WPOBAHHbLIM, 3KTOMWYHbLIM WKW Henep-
(hopmpoBaHHbIM. pu HencpphopMpoBaHNOM aHyce Ha €ro mecTe onpe-
pgensetca aMmouyka. Cpasy >Xe nocne poxpjeHua y pebeHka pas3BuBaeT-
CA KMLleyHas HenpoxoauMocTb, Tpebylolwas HeOTNOXKHOI0 Xupypruye-
CKOro BMellaTenbcTBa. CAOXHOCTL OMepauuu onpegenserca AAWNOW
OTCYTCTBYIOLLEr0 CerMeHTa KWLLIKWU.

OnwucaHbl cemeliHble cnyyau HenepoOpuMpPoOBAHMOro aHyca, Korga
6binn nopaxeHbl cnbeol [Van Gelder, Kloepfer, 1961; Winkler, Wein-
stein, 1970], matb n pgoyb [Cozzi, Wilkinson, 1968] u Tonbko nuua
MYXCKOro nona, Kak npu X-cuensennom Tune HacnegosaHus [Wein-
stein, 1965]. XoTs Henep(OpupoBaHHbIA aHyC WHOrAa MOXET pas-
BUTbCA B pe3y/nbTaTe MyTaluu OLHOrO reHa, yauie 3To, NO-BUAMMOMY,
nonureHnoe 3aboneesaHue; B TaKOM Cayvae COOTBETCTBYHOLLUIA NMOBTOP-
HbIA pUCK ANs CMO6COB H MOTOMKOB cocTaBnsfeT 2—5%. CTeno3 aHanb-
HOro 0TBepcTMA 6e3 NoMHOW 06MTepaLum MHOTAa MOXET NPOABAATLCA
KaK ayTOCOMHO-gomuHanrnoe 3abonesaHue [Gozzi, Wilkinson, 1968].

HenepgopupoBaHHbIi aHyc BcTpedvaetcs M npu VACTERL-chii-
LpoMe U cuHApome KaypanbHol perpeccun. VACTERL-cungpom Mo-
XeT OblTb 06YyCn0OBAeH TepaToreHHbIM [JelicTBMEM MPOrecTUnoB (CM.
rnasy 15), a CMHAPOM KayfAanbHOI perpeccuMy OMpefeneHHO CBA3aH C
caxapHbiM guabetom y maTepu [Simpson, 1978c].

Bpo>kaeHHbIV BbiBUX 6egpa

BbiBNXx 6efgpa — caMblii pacnpoCTpaHeHHbI BUA BPOXAEHHbIX Aedop-
Mauuii ckeneta. Y feTeil B TUMUYHbLIX CAy4vasx OTMedvaeTcs AuMcnna-
3ua Ta3obeApeHHOro cycTaBa: YMNOWEHWe BEPTAYXHOW BnafuHbl K
HeAOpas3BMTMeE NPOKCUManbHOW YacTu GefpeHHOW KOCTWU, YTO npeppac-
nonaraet K BbIBUXY. 10 MeHble mMepe B 80% cny4yaeB BPOXAEHHbIN
BbIBUX 6efpa, AUArHOCTUPOBAHHbLIA MPU POXAEHWUMW, UCNPaBAAT CO-
OTBETCTBYHOLIMM OTBeJeHMEM B Ta306e4peHHOM cycTaBe U crubaHuem
6enpa, MO3BONAKLWNUM BEPTNYXHOW BnajuHe No Mepe pocta yrny6uTb-
Cs, a CBfi3Kam AOCTUTHYTb HOpManbHOro HanpshkeHusa [Clarren, Smith,
1977].

B CLUA 3TOT NOpOK peAako BCTpeyaeTcs Yy ML HEerpouaHoi pachl,
HO vacto y uHpaeliueB [Record, Edwards, 1958]. Ans npeactaBuTeneit
eBpOMeonAnoil pacbl 4acToTa CpeAM HOBOPOXAEHHbIX COCTaBnseT
1/1000 [Woolf, Koohn, Coleman, 1968]. 3umoi 3TOT BMA MOpOKa
BCTpEYaeTCA uaule, BEpPOATHO, 3TO 0OYCNOBMEHO TeMm, 4YTO fJeTeid me-
NneHawT, npupaBas 6eapy NpuBefeHHOe W BbITAHYTOE TOJIOXEHME.
AroguuHoe npepnexaHue njofa MNpuMepHo B 14 pa3 yBenuMymBaeT
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BEPOSATHOCTb BbIBMXa 6GeApa Yy AOHOLWEHHbIX feTell. ToT ¢akT, 4To
NofoXeHWe nnofa, a He pPoAbl ABAAKTCA MpegpacnonaravinMm dak-
TOpOM, cneayeT M3 HabnAeHW, YTO HU HapYXHbIA MOBOPOT, NU oOne-
pauusa KecapeBa Ce4veHUs 3aMeTHbIM 00pa3oM He BAMAKT Ha npeg-
pacnonoXeHHOCTb K BbiBUXY 6eapa [Dunn, 1976]. COOTHOLWEHNE XEH-
CKOr0O M MYXCKOro nona cpean 60nbHbIX cocTaBnsfer 5:1 [Woolf,
Turner, 1969]. MNMpeobnagaHue XeHCKOro nofa, BepoATHO, CBA3aHO C
ropmMoHanbHO 06YCMOBAEHHOW «pa3bonTaHHOCTbIO» CYCcTaBOB B aM6puo-
HafbHbIA WU paHHW HeoHaTanbHbIA MNepuogbl. MpumepHo y V3 feTel
O0TMeyaeTcs [BYCTOPOHHee MNopaxeHue, a Npu OAHOCTOPOHHEM ropas-
[0 yYaule cTpajaeT NeBblil cycTaB, yem npasblii [Finley, Mautsley,
Busfield, 1967].

O6WMniA MOBTOPHbLIA PUCK COCTaBNAeT NpuMepHo 6%: 4% Aans
6patbeB U 8% pana cectep. Ecnu npobaHf My>XCKOro rnona, nosTop-
HbIA pUCK Bblle AnA cubcoB 060ux MonoB. Ecnu nopaxeH oauH u3
poauTenei u OAUH cubC, MOBTOPHLIA pUCK paBeH '10—15%.

KoconanocTtb

Camblil YacTblii BWA KOCOMamocTW — pes equinovarus: NATKa BbiBep-
HyTa, cTona cynunupoBana, NOAOLBEHHOE CrubaHuWe CTOMbl B FO/IEHO-
CTONHOM cycTaBe. BTopas Haumbonee pacnpocTpaHeHHas ¢opma Koco-
nanoctn — pes calcaneovalgus, npu KoTopoli cTona BbIBEPHYTa Ha-
pyXy ¥ (QUKcMpoBaHa B MNOJMIOXEHWU [AopcanbHOM nekcun. 3ITa
peopmauuns NnpuMepHO B MOMOBWHE Cly4vaeB [BYCTOPOHHAA. YacToTa
1—2 Ha 1000 HOBOpPOXAEHHbLIX, Y Manb4YMKOB BCTpeyaeTca B 2 pasa
yawe. Okono 20% pJeTeil C KOCONANOCTbO nNOrmMbawT M3-3a ApYrux
TAXENbIX BPOXAEHHbIX YPOACTB, B YaCTHOCTW KWCTO3HOrO paclienne-
HMA NO3BOHOYHMKA. B 10—20% KoC0NanocTb COYeTaeTcs C NopokKamu,
COBMECTMMbIMU C XXWU3HbIO. TpWU M301MPOBAHHOW KOCONAMOCTU NOBTOP-
HbI puUCcK Ansa cubcoB cocTaBnseT 2% [Mclintosh et al., 1954].



[naBa 5

3ALOEPXXKA MNMCUXUNYECKOTO PA3BUTNA 1 MHOXXECTBEHHbIE
BPOXXOEHHbLIE MOPOKW

PoauTenn, y KoTOpbIX poauncs pe6eHOK C OTCTanoCTbl YMCTBEHHOTO
PasBUTMA, a TaKXe >XMBO- WAM MEPTBOPOXAEHHbI CO MHOXECTBEH-
HbIMWU aHOManUAMU WU PeBEHOK C YMCTBEHHOW OTCTaNoCThio, coue-
Taloweica ¢ APYrMMU MOPOKaMu, 4acTo o6paljaloTcs 3a COBETOM B
reHeTUYECKYI0 KOHCY/bTaluio OTHOCUTENbHO BEPOATHOCTU MOBTOpPe-
HUA NofobHOro cnydyas y cnefgyouero pe6eHka. OfHaKo ANs OLEHKM
MOBTOPHOTO0 pPUCKAa HEOGXOAMMO TNOCTaBUTb TOUHbLIA AMarHos, uTo,
K COXalleHWI0, yaeTcs f[aneko He Bcerga.

CTEMEHW YMCTBEHHOW OTCTANIOCTU

PacnpefeneHue 4acToT pasNM4YHbIX OLEHOK WHTennekTa B AocTaTou-
HOW CcTeneHW annpoOKCMMUpPYeTCs HOpMaNibHbIM pacnpefefneHnem, Ko-
TOpOe, OAWMAaKO, CMEeLEeHO B CTOPOHY HU3KWX 3Ha4vyeHuWil. Takoe pac-
npegeneHue, BEpPOATHO, 0OYCNOBNEHO afAMTUBHbLIM [JeliCTBMEM Kak
CpPefoBbIX, TaK ii FTEHETUYECKMX (PaKTOPOB C HEOOMbLIOW PONbI KaX-
[Or0 U3 HUX. ITO COOTBETCTBYeT MOLENMN NOAUTEMHO/MYNbTUGAKTOPU-
anbiToro HacnegoBaHusa. UeTKue rpaHulbl MeXJy YMCTBEHHOW oOTcTa-
NOCTbO U HOPMOW OTCYTCTBYHT, MO O0ObIYHO WMCMONL3YKTCA Cheaylo-
WwMe KpuTepuu: npu  cnaboii CTEMEeHU YMCTBEHHOW OTCTanoCTu
1Q =75—50, npu cpeaHeli cTeneHn — 49—35, npu Taxenon — 34—
20, npu ray6okoii— 19—0. Moyt y 1% HOBOPOXAEHHbIX OTMevaeT-
ca Tsxenas uaum rnyb6okas cTemeHb OTcTaBaHWs pas3BuTusa. OAHAKO
60MbWMHCTBO N.! HUX yMWUpawT B paHHEM BoO3pacTe M K BoO3pacTy
7 neT ymcTBeHHas oTcTanocTb ¢ TQ monce 50 o6HapyXuBaeTca TO/b-
Koy 0,3—0,4% peteii IKirman, 1975; Laxova et al., 1977].

Cnabass n cpefHsAs cTeneHb YMCTBEHHOW OTCTanocTu, B OT/AMYMe
OT TSXenol cTeneHW, MOXeT 6biTb 06yCNoBfeHAa MHOTUMU MPUYMHA-
mMn. WNHameBmAbl co cnaboil wnm cpepgHeil CTENEHbHO YMCTBEHHON OT-
CTaNoCTh HAXOAATCA Ha NEeBOM KOHLE KPMBOM HOpPManbHOro pacnpe-
[LefleHNa C HU3KUMWU YPOBHSAMMU OLEHOK WMHTennekTa. OTa KOHUenuus
NOATBEPXJaeTcad TeM, 4YTO KO3((PUUMEHTbl YMCTBEHHOrO0 pa3BuMTUA
CHOCOB nNpo6aHAOB CO cnaboi WA cpefHeli CTeneHbl ero 4acTo Ha-
XOA4ATCSH MeXAy 3HadyeHmamyu 1Q npo6aHAoB M cpefHe-nonynsayuoH-
HbIM 3HayeHMeMm. Kpome TOro, cyw,ecTBYeT BblpaKeHHas cemeliHas u,
BEPOATHO, TreHeTM4Yeckas MNpeapacnonoXeHHOCTb K cnaboil cTeneHu
YMCTBEHHOM OTCTanoctu. C Apyroil CTOPOHbI, B 061aCTb 3KCTPEMASbHO
HU3KUX 3HAYeHWA nonajaeT 6Gofbllee YMCNO WUHAUBMAOB, YeM Clefo-
Basno Obl 0XMWAaTb Ma OCHOBE HOPMajibHOrO pacnpejeneHus MNpusHaka
[Penrose, 1963], uTO, BO3MOXHO, 0BYCNOBNEHO TEHHbIMU MyTauUAMWU,
XPOMOCOMHbIMW aHOManMAMKU U TakKUMWU CPefoBbIMK (haKTopaMu, Kak
pofoBas TpaBMa W TepaTorenbl. Y 3HaYWTeNbHOr0 4yucna WHLWBUAOB
C YMCTBEHHOW OTCTanocTblo (MpumMepHo y 40%) naiTM ee MPUUUHY
fe ypaetcs.
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YMCTBEHHAA OTCTA/IOCTb C MHOXECTBEHHbIMA AHOMANINAMU
M BE3 HUNX

OTHOCMTeNbHAA 4YacToTa pasiMUHbIX MPUYUH YMCTBEHHOI OTCTaNoCTy
00bIYHO ycTaHaBnMBaeTCs B pe3ynbTaTe 006Cnef0BaHWA YMCTBEHHO OT-
CcTanblX WHAMBMAOB, MOMeLlennbiX B WHBanWgHble goma [Berg, 1963;
Kaveggia et al., 1975; Laxova, Ridler, 1975; Penrose, 1938], Ha-
6ntogaembix ambynatopHo [Turner, 1975] wam mn Tex n gpyrux flLa-
xova et al., 1977]. MoCKONbKY, C OAHOW CTOPOHbLI, TOYHOCTb AMarHO-
CTUKM 3aBUCUT OT OMbITHOCTM WCCNELOBATENs W CAOXKHOCTUM OUOXM-
MUYECKUX W LUTOFeHeTUYECKUX aHanu3oB, a, C APYroi CTOPOHbI, OT-
CYTCTBYIOT YHUMULUPOBaHHbIE KPUTEpUM WU CNOcobbl perucrpayunm,
COOTHOLEHWA, NPUBOAMMbBbIE [afiee, [alOT TOMbKO MpefcTaBfieHue 06
MCTUHHbIX OLEHKax 4acToTbl 3TON aHOManuwu.

XpOMOCOMHbIE aHOMaNuu

Mo paHHbiM Opitz (1977), B 10% cnyyaeB, a no faHHbIM Laxova
i coaBT. (1977), B 32% cny4yaeB TsXKenasd YMCTBEHHas OTCTanoCTb
obycnoBfieHa XPOMOCOMHbIMWU aHOManMAMMU. 3HauuTeNbHble pasnuyuns
B pe3ynbTatax 3TUX MWCCNefOBaHWA B OMNpefeneHHOW Mepe MOXHO
06BbACHUTL pasHbIMKW MeTogamu oTbopa. Opitz (1977) nposogun wuc-
cnegoBaHue B WHBaNWAHOM fome B LieHTpanbHOM BWCKOHCUHE, rpe
HaxoAfTCA WHAMBUALI C TSHKENOW WMAM rny6oKOoW YMCTBEHHOW oOTCTa-
NnocTblo, Tpebylolime NOCTOAHHOIO yxofda W nevyeHus. Laxova M COaBT.
(1977) wn3yyanu YMCTBEHHO OTCTanblX [AeTel, HaxoAAWMUXCA KakK B
MHBANNAHbIX AOMax, TaK W XWBYLUX AOMa.

M3 145 cnyyaeB XPOMOCOMHbIX aHOManuii, BbiiBAEHHbIX Opitz
(1977), 107 (74%) npegctaBnsnu cobol cuHgpom JayTta, B TOM
yncne OAUH cnydvail mosaumuusma 46/47, +21 u Tpu cnydas Tpanc-
nokauyuounoi opmbl cuHagpoma [fayHa 46, t (D; O). ¥ [ABYX WMHAU-
BMAOB 6blna Tpucomna 18, y apyrux AByX atTeyrnionans no nosioBbiM
XpomocoMam, Yy 8 4enoBeK BbisiBNeH kapnoTtun 46, del (5p) ny 26—
pa3nnyHble CTPYKTYpPHble XPOMOCOMHble aHoManuu. Laxova v coasT.
(1977) o6GHapyXwunu B uccnefoBaHHOW Bblbopke 32% TONbKO CUHApPO-
ma [JayHa (47 u3 146). MNpu obcnegoBaHMM YMCTBEHHO OTCTanblX
feTeil, nocewawWwnx cneymanbHble WKonbl B HoBom HOXHOM Yanbce,
cuHgpom [JayHa BbiaBneH y 18% w3 Bcex yuvawmuxca [Turner, 1975].
XoTa aHoOManuum ayTocom nofobHo Tpucommam 21 u 18 BbI3bIBAKOT
TAXENYI0 WAW rNy0boKyH YMCTBEHHYH OTCTanoCTb, HEKOTOpble Wu3
HeaBHO BblfeNEHHbIX CUHAPOMOB, O0OYCMOBAEHHbLIX AeneunsaMn Wamn
SynnvKauuamMm, 4acTo XapaKTepusylTca cpefHeid wnm cnaboii cTe-
neHbto ee. ocnefHee XapakTepHO W ANS ONpeAeneHHbIX MOANCOMUIA
Nno MonoBbIM xpomocomaMm (Hanpumep, 48, XXXY).

Takum 06pa3oM, XPOMOCOMHbIE aHOManuu 4acTo CBSi3aHbl C YMCT-
BEHHOW OTCTaNOCTbi, MPUYEM CaMbIM PacnpoCTPaHeHHbIM CMHAPOMOM
ABNAeTCA CUHAPOM [layHa, XOTS HepelKO BbIABNAKTCA WU ApYyrue Xpo-
MOCOMHbIE HapylweHus. Mo Bcell BepoaTHocTU, 8—10% cny4yaeB MAuno-
naTM4yeckom ymcTBeHHON oTctanoctn (IQ= 75 u nuxe) B coyeTaHUM
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c MOpPOKamu pasumnTWUA, He CBA3AHHLIMW C FennbIMH CUHAPOMaMM MK
BHEWHNMMN npuunHamu (nanpumep, aHuedanut), o06yCNOBAEHbI XpPO-
MOCOMHbIMW aHOManuamu [Summitt, Patau, 1964; Summitt, 1969;
Daly, 1970; Doyle, 1976; Maguelli, 1976].

[eHHble MmyTaunu
Okono 12—14% cny4yaeB YMCTBEHHOM OTCTanocTu 06YyCNOBNEHbI MY-

Tayueli ogHoro reHa (ta6n. 15) [Turner, 1975; Laxova et al.,, 1977,
Opitz, 1977]. Turner (1975) nokasan, YTO yacToTa MyTauwuit, NpmBoO-

Ta6nuuya 15 3Tvonoruyveckas CTPYKTypa TSXKENON YMCTBEHHOW
otctanoctn (YO) B 3 wnccnefoBaHHbIX Bbl6opkax geTel: MagucoH, BMCKOHCUMH
(CLUA), XapTtdopawup (AHrnunsa) n CugHein (ABCTpanns)

JTronoruyeckas rpynna CUWA, V AHrnnsa, %  ABCTpaiung, -

XpPOMOCOMHbIe

CuHpgpom [ayHa 7,7 32,2 —i
[pyrue ayTocombT 2,0 0,7 13
1logoLune XpoMOCOMbI 0,3 "
lcero . . . 10,6 32,9 1,0
MowuoreHHbIc
JI\'TOCOMHO-A0MH WWTNMe 2,3 4.8 5,0
JlyTOoCOMMNO-pCLEecCMBHbLIO 7,5 4,8 11,0
X-cueHNennble peLeccuBHble 2,5 4,8 9,0
Bcero . . . 12,3 14,4 25,0
Opyrue cuHagpombl MUP/YO 1 13,2 13,0 14,0
Oedektbl LIHC 14,7 7,6 5,0
Llepe6bpanbHblii napanny 20,9 41 14,0
Cygoporu 97 10,3 14,0
M3onupoBaHHas YO 4,0 12,3 0,02
CpefioHble (haKTopbI 13,0 4,1 18,0
Bcero . . . 98,4 98,7 65,0

1 I1MNP/YO — MHOXECTBEHHble MOPOKU Pa3BUTUA/YMCTBEHHAs OTCTanoCTb.
2 BKntoyeHbl B X-ei;*N/ieHHble pcLecCLLlble.
MoanduumpoBaHHble faHHble Laxova u coaBT. (1977).

AAWMUX K YMCTBEHHON OTCTanoCcTW, MOXeT pgocturatb 25%: 5% —
aytTocomno-goMmunaHtnole, 11% — ayTocomno-peueccuBHble M 9% —
X-cuenneHHble peLecCuBHbIE.

121



AYTOCOMHO-AOMWHAHTHbIE 3a60/1eBaHus

MpumepHo B 5% cnyyaes TaXenas YMCTBEHHas OTCTanocTb 00ycnoB-
NeHa ayTOCOMHO-AOMMWHALTHbIMU 3ab0fieBaHUAMM, Cpedn KOTOPbIX Ya-
e BCero BCTpeyarTCcA TybOepo3Hblli CKNepo3, akpouedanocnmpaktu-
nnsa (cuHgpom Anepta), HeiipodmbpomaTos, cuHapom Baappaenbypra.
M3 7 60MbHbIX Ty6epo3HbIM CKNepo30oM, OnmucaHHbIX Laxova u coaBT.
(1977), n n3 14, onucaHHbiXx Turner (1975), cooTBeTCTBEHHO 4 H 13
npeacTaBnatoT coboii HoBble MyTaumu. C TOYKU 3pEHUS KOHCYNbTU-
poBaHWA O4YeHb BaXHO WAEHTUMULMPOBaTb HOBblE MyTauuu, TakK Kak
B TaKMX Cny4yasax MOBTOPHbIA PUCK MO CyULeCTBY paBeH Hynwo. [Ans
TOro 4YT06bl YCTAHOBUTb, ABMASETCA NN AAHHOE COCTOSIHWE CBEXEN My-
Tauunein, HeobX0AUMO OYEHb BHUMaTENbHO 06Cnef0BaTb CHOCOB N Po-
aunTeneil npobamfa [ANA  UCKAKYEHUS MUHUMaNbHbIX MPOABAEHUN
3ab6oneBaHns. eHHble MyTauuu de novo CBsA3aHbl C MOXW/bIM BO3-
pacToMm poguTeneil, 4To TakXe ClefyeT Y4YUTbiBaTb NPU KOHCYNbTU-
poBaHuUMU.

AyTOCOMHO-peLeccuBHbIE 3aboneBaHus

M3 Bcex cnydvyaeB YMCTBEHHOW OTCTanocTu no kKpawHeid mepe B 5%,
a MOXeT 6bITb U 60nee, OHa CBfi3aHa C ayTOCOMHO-peLecCUMBMbIMM 3a-
60neBaHUAMU. BONBWMHCTBO BPOXAEHHbLIX Ae(heKTOB 0o6MeHa Hacre-
LYHOTCS MMEHHO TakuMM 06pa3oM. YacTo y feTell C HacneACTBEHHbIMU
feekTaMn 06MeHa OTCYTCTBYKT KAMHWYECKUE MPOSABMEHUA 60ONe3HN
NpyY POXAEHWUM M TOMbLKO MO3XKe HACTymaeT yXYALIEHUEe UX COCTOAHUS
(Hanpumep, (eHUNKETOHYpUA, ranakTo3emMHs, 60/1e3Hb «MO4Ya C 3ana-
XOM KNEHOBOr0 Ccupona», MyKOMoNincaxapuposbl, NeAKOAUCTPOPUH U
namnuposbl). Mpu HekoTopbiX 3a601eBaHMAX BeCbMa YCMeLWHbIM MeTo-
LOM nedyeHns ABNfAeTcA puetotepanus. Fpu COCTOAHMAX C HEU3BECT-
HbIM ele MNepBUYHbIM [e)eKTOM ayTOCOMMWO-PEeLEecCUBNbIA TUM Ha-
cnefoBaHMs npeanofiaraeTcsd Ha OCHOBaHWW KPOBHOFO POACTBA POAM-
Tenein unu pedekta y HecKonbkux cubcoB. CnepoBaTenbHO, OYEHb
Ba/leHO MpPaBU/IbHO COCTaBUTb POAOCAOBHYH M 06CnefoBaTb BCEX CUO-
COB B CNyYasx, KOrga mpuyuMHa YMCTBEHHON OTCTanoCTU He BbIACHE-
Ha. Turner (1975) npegnonaraeTt, 4YTO [LONS YMCTBEHHO OTCTanbiX
60NbHbIX C peLeccMBHbIMU 3a601eBaHMAMM COCTaBMSAeT MPUMEPHO
11%, XOTSi TOYHbIA LMAarHO3 MOXET 6biTb YCTaHOBMEH TOAbKO B 0%
cnydvaeB. Ecnu pgmarHo3 peueccrBHOro 3aboneBaHWsi MOATBEPAUTb
Henb3d, MOKa3aHO LMTOreHeTMyeckoe o6CnefoBaHUe pOAWUTENEl U UX
MOTOMKOB [N WUCKAKOYEHUS XPOMOCOMHbIX MepecTpoek (Hampumep,
TpaHcnoKaLuuid), NOCKOMbKY OHW TakxXe MOryT 6biTb MPUYMHON nopa-
XEHUA HEeCKONbKUX CUBCOB B CEMbeE.

X-CuenneHHble pelLeccuBHbie 3ab6oneBaHuns

Mo pgaHHbiMm Turner (1975), X-cuennenHble peueccuBHble 3abonesa-
Hus BcTpeuyatoTca y 3—5% peTeil ¢ TAXENbIM OTCTaBaHWEM YMCTBEH-
Horo pas3suTusi. Mpumepamu X-cuemneHnbix 3aboneBaHuil, COMPOBOX-
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JaloLIMXCa YMCTBEHHO OTCTanoCTbio, ABNAKTCA CUHAPOM Jlewa —
HuxeHa, X-cuennennas rugpouedanna (CTeHO3 BOAOMPOBOAA MO3ra)
W TaKk HasblBaemas X-cuennenHas YMCTBEHHas oOTcTanocTb. PaHee
cymTanu, YTo nocnefiHee COCTOSHME HO CBS3aHO C MOPOKaMMW pa3Bu-
TUSA, U ero HasblBanu cuUHAPOM PeHnewwnra. Ha camom pgene cuTya-
LuMsa okasanacb 6o0nee CnoXxHoi. B HacTosillee Bpema uccnefoBaTenu
npugaT 60MblIOE 3Ha4yeHWe 3TON (opme YMCTBEHHONW OTCTanocTy,
TaK KakK noyTu Bcerga npu 06cnefoBaHMAX YMCTBEHHO OTCTalblX WH-
AVBWAOB OTMeyaeTcs npeobnagaHue WL MYXCKOro nona, KOTopble,
BEPOATHO, CTpafjaldT WMeHHO 3Tum 3abonesaHuem [Turner, 1975].
Mpu X-cuennennoi YMCTBEHHON OTCTanoCTW He O6biI0 BbISBAEHO HU-
KaKuX OMOXMMUYECKUX aHomanuii, ogHako okono 30% cnyvaeB Co-
NPOBOXAATCA NOMKOCTbIO X-XpOMOCOMbI B y4yacTke Xqg27 (X-tpa-
rMnbHbln yyactok) [Gerald, 1980; Sutherland, 1979]. Ond mManbuu-
KOB cOo cnaboymumem U parnnbiroin X-xpomMocoMol XapakTepHbl
runepnnasns aMyek ¢ HEU3MEHEHHON (YHKLMel UX, «OTTOMbIPEHHbIE»
ywu u BbiCTynarowaa YenCTb. VIHOrAa y XXEHUWWH, TeTepOo3UrOTHbIX
no 3TOMy MpU3HaKy, OTMeyaeTcsl YMCTBEHHas oTcTanocTb [Turner
et al., 1980], uTOo, BEpOsTHO, CBSi3aHO C WHAKTUBALMell HOPMaNbHOM
X-XpOMOCOMbl B 60/MbLWMHCTBE KNeTOK. Takum 06pa3oM, ANA TeHEeTU-
YeCKOro KOHCYNbTUPOBAHWA BaXHO WAEHTU(MUMpPOBATL npobaHioB
MYXCKOro nona ¢ gparunsiroii X-xpomocomoin. Kpome TOro, goeHOMeH
thparHNbHOCTM HabnwaaeTca B (gubpobnactax, 4to AefaeT BO3MOX-
HbIM MpeHaTanbHYl0 AMArHOCTMKY 3aboneBaHus.

OAHaKo MNpu MHOTUX ApPYrux X-CUenneHHbIX HapylleHWsax nopa-
X€HHble MM0A4bl MYXCKOF0 M0Mna HEOT/NIMYMMbI OT 3[40pOBbIX. B Takom
cnyvae cnefyetr MoONbITaTbCA OMNpPeAennTb BEPOATHOCTb HOCUTENbCTBA
3a60neBaHNs B OTHOLWEHWUM MaTepu, a 3aTeM NPOBECTU MpenatanbHYyIo
AMArHOCTUKY C LeNbio onpegeneHus nona nnoga.

CMH,quMbI c I'IOI'II/IFeHHbIM/My]'leI/ICbaKTOpVIaJ'IbeIM HacneagosaHnem

K NofWroHHbIM MynbTU(AKTOPHANbUbIM COCTOAHUAM, XapakKTepusyio-
WMMCA YMCTBEHHOW OTCTaNOCTbiO, OTHOCATCA MOPOKWM PasBUTUS LEHT-
panbHOW HepBHOW cucTeMbl: AedeKTbl MeBpanbnoi TpybKu, rugpoue-
thanms ¥ uguonatumyeckas anunencus. lpegnonaraetcs, 4To OT 6
J0 15% peTeil C TANrenoin CTeneHbtd YMCTBEHHONM OTCTanoCTW UMEKT
nepeuyHoe nopaxeHune LIHC [Laxova et al., 1977; Opitz, 1977] (cm.
rnasy 4). Kpome TOro, gna u3BecTHbIX cuHgpomoB (JlaHure, lNpage-
pa — Bunam un Py6uHwTeliHa — Telibn) NOBTOPHbIA 3MNUPUYECKUT
pnck (2—5%) CcOOTBETCTBYeT MOMUTEHHON/MYNbTU(aKTOPNanbLNoin
3TMONOMNK; OLHAKO B KaXAOM cfyyae cnefyeT MNOMHUTb O MUKPOXPO-
MOCOMHbIX NepecTpoikax.

CI/IH,CI,pOMbI, 06yCI'IOBI'IEHHbIe TepaTtoreHHbIMun CbaKTOpaMI/I

B 4—13% cny4aeB MNpPWYMHOI YMCTBEHHON OTCTanoctm y pebeHka
ABNAETCA BpefHOE [elicTBUE CpefoBbiX (hakTopoB. K HMM OTHOCATCS
pofoBas TpaBMa, XWMWYeCKUe TepaToreHbl, WH(pekuun (KpacHyxa,
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TOKCOMNasMo3, UMTOMeranoBupyc), noctnatanbHas wuHdpekuyna (Mme-
HUNTUT, 3HUeManuT), MOCTHaTaNbNoe HapylWweHWe MUTAHWA U pas3Bu-
Tna. TOBTOPHbLIA PUCK HWUYTOXHO Maf, MpUYeM [ONS CNy4yaeB BCefd-
CTBME POAOBLIX TPaBM U MpeHaTalbHbIX WHEKLUA fondaTa CHUXaTb-

CS MO Mepe COBEPLIEHCTBOBAHMS MeAULMHCKOW MOMOWM [0 POAOB W
BO BPEMS HUX.

reHeTMYeckoe KOHCY/IbTMPOBaHue

Camoe BaXKHee yCN0BME AN KOHCY/NbTUPOBAHWUA — TOYHbIA [MarHo3.
Lns 3T0ro Heo6X0AMMO UMeTb faHHble M3 UCTOPUM POLOB U GepemeH-
HOCTM, a TakKXe WUCTOpUMU pa3BuTua npobaHpa WM NPOBOAMUTL TLLaTesb-
HbliA OCMOTP C LeNnblo BbIABMIEHUA ManblX aHoManuii passutusa. O61-
3aTefibHbl LUTOreHeTMUYeCKMe, a UHOrAa crneyuanbHble BUOXUMUYECKHUE'
W apyrve MmeToabl uccneposaHma. Bcerga cnegyeT uckao4vaTb BO3-
MOXHOCTb AeiCTBMA TepaTorenoB B Nepuoj 6epeMeHHOCTU.

EcAn tounw it AMATrHO3 YCTaHOB/IEH, KOHCY/NbTUPOBaHWE ONUpaeTcs
Ha 3HaHue 3Tuonorum 3aboneBaHWa Vinn amnupuyeckue AaHHble. Ecnm
nocTaBMTb AMArHO3 ne YyjAaetcd, TO B CAyyae poxaeHus pebeHka c
YMCTBEHHOW OTCTaNOCTbiO, HE COMPOBOXAatOLWeca hU3NYECKUMU aHO-
ManusiMu, HEBPOSIOTMYECKON CUMNTOMATUKOW W BPOXAEHHBIMU Mapy-
WeHMAMN o6MeHa («4yucTas» YMCTBEHHas OTCTaioCTb), MOBTOPHbIN
puck pans cubcoB cocTtaBndaeT 14%, no paHHbiM Becker A coasrT.
(1977), n 19%, no gaHHbiM Bartley, Hall (1978). Takoli BblCOKUiA
MOBTOPHbI/i PUCK 00YCNOBMEH OTHOCUTENIbHO 6ONbLLUIUMM 3HaYeHUEM pe-
LeccuBHbIX HapylweHunii. Kak YA 6bino oTmeueHo, npu X-cuenneH-
HON peLeccrBHON YMCTBEHHOIW OTCTanoCTU HEo6X0AMMO LUTOTeHeTU-
yeckoe obcnefoBaHue ANA BbIABAENHSA PparHAbHON X-XpOMOCOMbI, YTO
MOXeT BO MHOFOM OMpefennTb TakKTUKY KOHCYNbTUpOBaHusA. Ecnu y
npobanga oTMeyaeTcqd YMCTBEHHas OTCTafoCTb B COYETaHUM C MNOPO-
KamMu pasBUTWA, NOBTOPHbIA PUCK ANA CUOCOB, BEPOSTHO, He MpPeBbl-
waet 4% [Bartley, Hall, 1978]. Ana mMukpouedanum c 3a4epXKoM
MCUXNYECKOr0 PasBUTUA U NULEBBIMU AUCMOPGHUAMU NOBTOPHBIA PUCK,
Ana cubcos konebnetca ot 6 fo 11% [Bartley, Hall, 1978].

MHOXECTBEHHBIE AHOMANWVW, HE COMPOBOXAAI LW WMECHA YMCTBEHHOMN
OTCTANOCTbIO

HekoTopble WHAMBUABI OTAMYAKTCSH HEOObIYHLIMKU YepTaMu fMula U
MHOAeCTBEHHbIMW aHOMaJUsIMU pPa3BUTKA, He COMPOBOXAAEMbIMU
YMCTBEHHOW OTCTanocTblo. Takoe cocTosHue Molluc 6bITb pesynbTa-
TOM CKOpee BCero MyTauuu reHa, a He XpOMOCOMHON abeppauuun. Ons
Bpaya B TaKOM Cjlyyae BaXKHO, 4YTOGbl MPU KOHCY/NbTUPOBAHWU POAU-
TeN MNOHANWU, YTO BEPOATHOCTb Pas3BUTWUS YMCTBEHHOW OTCTanocTn y
nx pebeHka Hu3Ka. Takum ob6bpa3om, ob6szaTenbHa Tu,aTenbHas Aua-
FHOCTMKA B KaXAOM KOHKpeTHOM cnydvae. Mpu ob6cnegoBaHUM He6OMb-
WoW BbIGOPKM 27 npobanfoB C MHOXECTBEHHbIMU aHOMaUsSMW,
HO HOpManbHbIM WHTennektom Bartley mu Hall (1978) ne BbisBuAn
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HW OAHOTO TMOpaXeHHOro cu6ca, YTO FOBOPUT O HU3KOM MOBTOPHOM
pucke. OgHako cnefyeT MOMMUTb, YTO CUHAPOMbI gucMopdunu, e ces-
3aHHble C YMCTBEHHOW OTCTanoCTbl, MOTYT 6biTb ¥ MOHOFEMHbLIMU.

FTEHETWYECKOE KOHCY/TIbTUPOBAHWE B C/IYYAAX POXAEHWA MEPTBbIX
OETEVM C MHOXECTBEHHLIMU MOPOKAMM

PoguTenn uacto obpalialoTcs N KOHCyNbTauui Mo MnoBofy MepTBO-
poOXAeHHOro pebeHka unan cMmepTu pebeHka B HeOHaTanbHOM nepuoje.
MopoKn pa3BuMTUA He Bcerfja OYEBUAHbI, M B TaKMX CAyvaaX AMarHos
He yfaeTcs MOCTaBWTb M3-3a HeafeKBaTHOro onucaHus ¢eHoTMNa Npo-
6aHga. Ecnu BCKpbITME Me NPOBOAMAOCL, TO KOHCYNbTaHT MOXET mno-
naratbCA TOMbLKO Na CBeAeHMs, MofiyyaeMble OT poAuTeNneil M Bpaua,
0 (eHoTune pebeHka. HO MHeHWIO aBTOPOB, TakMM 06pa3oM MOXeT
6bITb NOCTaB/feH TOMbKO OAMH AMArHo3: aHaHuetanua. Ecnu xe pua-
rHO3 HEW3BEeCTEH, KOHCY/bTUPOBaHMe 3aTpyAHUTENbHO. UT06bI pelmnTs
3Ty npobnemy, mpeanbHo 6bi10 6bl MMETb oTorpauu, faHHbIE PEHT-
reHorpauyeckoro, naTono0roanaToOMM4Yeckoro ” LWUTOreHeTUYeCcKoro
obcnefoBaHMA BCEX MePTBOPOXAEHHbIX AeTeil. 3TW pe3ynbTaTbl MOryT
3HAUYMTENbHO 06NerYnTb KOHCYNbTUPOBaHWE O HACTYM/JEHUA chefayto-
el 6epeMeHHOCTM.



MraBsa 6

MPEHATANIbHAA AVNATHOCTUKA HAC/IEACTBEHHbLIX BOJIESHEN

Ycnexu, LOCTUTHYTble B BONPOCax MEAMLMHCKOro KOHTPONA B Mpe- u
HeoHaTanbHOM Mnepuofax, MPUBEAN K YBEIMYEHWID OTHOCUTENbHON [0-
NN BPOX[JEHHbIX Ae(EeKTOB Cpefn MNPUYUH NepuHaTaibHOW CMepTHO-
cTW. OOHOBPEMEHHO C 3TUM 3HA4YWUTENbHO YBE/WYUIUCb HalKn BO3-
MOXHOCTW B MOJYy4YeHUU UHPOpMaLMu O passuTumM nnoga. Bce 3Tto
BbI3bIBAET 6O0MbLIOA MHTEPEC K MpeHaTanbHON AMArHOCTUKE TeHeTuye-
ckux 3aboneBaHWin. MeToabl NpeHaTanbHOW AMATHOCTUKKM CAenanu
BO3MOXHbIM B 60/bLWINMHCTBE CAy4aeB MepeliTm OT NacCUMBHONO KOH-
CYyNbTUPOBaHUA K KOHCY/NbTUPOBAHUIO, B pe3y/ibTaTe KOTOPOro MOXMNO
NUCKNOUYNTL BEpPOATHOCTb poXfAeHusa 6onbHoro pebeHka [Epstein,
1074]. Uenbto npeHaTanbHOW AMarHOCTUKMK ABAAETCA OMpeAeneHue To-
ro, nNopaxeH nno4 KakumM-nubo HacnefCcTBEHHbIM 3ab0fieBaHWEM WK
HeT.

PesynbTaTbl MpeHaTaNlbHbIX MccnegoBaHuii 6onee yem B 95% cny-
yaeB oTpuuaTesbHbl (Tabn. 16), m B 3TUX CAyYasX HeKoTopble 6e-

TabnHHa 16 CoBMeCTHbIi ONbIT PaboTbl LEHTPOB MO MpeHaTaslbHOM
[ONarHocTuKe

Ywucno mnccne- Y
,c%)BaHHblx 1cno nopa-  AyomanbHele

Moka3aHua epemMeH- JXEHHbIX nnoApl, %
HoCTel nnopos

XPOMOCOMHbIE aHOMaNNK:

Hocutenn TpaHcnokauui 370 37 10

Bo3spact matepu 35—39 net 1 5301 79 15

To xe 35 net n 6onee 1 3012 79 2.6

» » 10 neT wunn 6onee 1 2796 116 4,2

PoxpaeHne pebeHka c Tpucomueli 21 2583 30 12

CwmellaHHble MoKasaHus 2146 44 18
X-cuennenHble 3aboneBaHuns 527 2352 44.6
Broxumuyeckune pedekTbl 1032 255 247
LethekTbl HeBpanbHON Tpy6kn (AHT) 4314 2333 401

Bcero . . . 22 411 1098 4,9

1BepeMeHHOCTN pa3geneHbl Ha 3 rpynnbl B CBA3W C OT/IMYWEM MeTOA0B, NPUMeEHSe-
MbIX B pa3HblX LeHTpax.

Bk/oyeH O,T/IH cnyyvain Tpucomuu 21 y naoga.

Bkntouaet 14 nnofos ¢ AHT, BbIsIBNEHHbIX NpU PYTUHHOM CKPUHWHTE aMHMOTWYe-
CKOW >XWAKOCTW, B3ATOW N0 APYrMM_ reHeTUYeckKUM nokasaHuam; Tpu nnoga ¢ [AHT,
KOrfa nokasaHWeM [A/d NpeHatalbHOW [AMarHOCTUKKM Obln ClyYail pOXAEHWA Takoro pe-
6edKa B flaHHOW (pojocnoBHO, u 66 nnogos ¢ AHT, Korga NokasaHWem 6bin MOBbILIEH-
Hbl i z?’HOBeHb a-eTonpoTcuma B CbIKOPOTKO MaTepu.

okasaHuem nocnyxun AHT y poacTBeHHuKa | cTeneHu.

PEMEHHOCTM, [ KOTOPbIX C MOMOLLbIO MNpPeHaTanbHOW AWAarHOCTUKM
WCKMIOYEH PUCK OMNpefeNneHHoro reHeTU4Yeckoro HapyweHus y noga,
MOTYT 6blTb COXpaHeHbl. C Apyroi CTOPOHbI, MONOXWUTENbHbIA AMarHo3
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(T. e. BbiABNEHUE aHOManuu) Mo3BONAET OyAYLIMM pOAUTENsaM MNpu-
HATb ONpejeneHHOe pelleHue: npepbiBaHWe 6GepeMeHHOCTU, eyYeHue
nnoga (Korga 3aTto BO3MOXHO), COXpaHeHUWe 6GEepeMeHHOCTU W NeyveHue
HOBOPOXAEHHOI0 MM coXpaHeHWe OepeMeHHOCTW C nocnegylowmum oT-
KasoM OT 60/MbHOr0 M YyCbIHOBNEHWEM 3[40p0BOro pebeHka. Bbibop pe-
WeHMA B KOHEYHOM CcueTe $SBNAETCA MNpaBoOM Oyaywux poauTeneu,,
HecywWwmnx 3a 3TO OTBETCTBEHHOCTb, U 6e3yCNOBHO Ma Mnero BAMAIOT WX
coumanbHOe TMOJIOKEHNE W 3TUYECKMEe KOHuenuuu. XOTA KOHeyHasd
Luenb MnpeHaTanbHON [MAarHOCTUKU — fle4eHWe W HabnwaeHuwe 3a no-
paXKeHHbIM NNOAOM, B HACTOALLEe BpPeMf OHa elwe He OCYLecTBMMA,
No3TOMY Mnepes CYNpYy>XecKMMU rnapaMmu, y KOTOpbIX 06HapyXeH nnog
C reHeTUYeckKUm pJeheKToM, CTOUT npobnemMa Bbi6opa pelleHuns.

lMpeHaTanbHad LWArHOCTWKA, KakK NpasBu/io, OCHOBbLIBAeTCA Ma LU-
TOreHeTUYeCKUX H BUOXMMMYECKUX aHanusax KynbTypbl KIETOK am-
HMOTUYECKON XMAKOCTU. Brepsble amnuoueHTe3 6bln BBedeH B 30-e
rogbl, a B 1950 r. 6bin Mcnonb3oBaH AN NevyeHus spuTpobnactosa y
nnoga IBevis, 1950]. LWnpokoe npu3aHaHWe MeTOA MOAYYMNI MpU U3y-
yeHUn Rh-M30MMMyHN3aLMKn, TakK KakK ero npuMeHeHwe MNpPUBOAUIO K
CHMXeHUto 3abonesaemocTn MaTepu wmnu nnoga. Fuclis, Riis (1950)
NMPOAEeMOHCTPMPOBaAAN BO3MOXHOCTb NpeHaTalbHOW AMArHOCTUKKM nona
nnoga nyTeMm ucCnefoBaHWA MONOBOr0 XpomaTuvHa B K/ETKaX amHWuo-
TWYECKON Xunpgkoctu. B 1966 r. Steele n Breg paspaboTann MeTOAUKY
BblpallMBaHMNA KETOK aMHUOTUYECKOW XMWAKOCTU B Ky/bType TKaHu
C MONy4YeHMEeM [AOCTATOYHOrO KOJIMYecTBa KNEeTOK A/ KapuoTumnnye-
CKOro v 6MOXMMUYECKOro aHaln3o0B.

CrnefyeT nOfYepKHYTb, 4TO amMnuoOLeHTe3y [AO/KHO MpefLlwecTBo-
BaTb TEHETUYECKOE KOHCY/IbTUPOBAHWE C BHUMATE/IbHbIM aHanu3oMm
POAOCNOBHON. KOHCYNbTaHT AO/MKEH BepuduLMpoBaTb AUArHO3bl pa-
Hee MOpaXKeHHbIX POACTBEHHWUKOB, YAOCTOBEPUTLCA B HAc/eCTBEHHON
npupofe fedekrta, a, KpoOMe TOro, JO/MKEH 6biTb MOMOWHUKOM B pas-
pelweHMn NCUXO0NOrnvyecknx npobaem, BO3HUKAKOLWMX B MPOLECCEe KOH-
CyNbTUpPOBaHMA ceMbW. [Mpu KOHCYNbTUPOBaHUW cnefyetr o06CyauUTb
BOMPOCbl O PUCKe BO3HWKHOBEHMA Yy MNn0ja FEHeTUYecKoro fJedekTa,
06 OCNOXHEHUAX amnuoLeHTe3a W ero pesynbtatax. OTel HenpemeH-
HO [O/DKeH NPUCYTCTBOBATb HAa KOHCY/NbTauum W yyacTBOBaTb B pe-
WenHW BONpoca O MPOBEJEHUN aMMUOLEeHTesa.

MOKA3AHUA K MPOBELEHWIO MPEHATAJIBHOM AUATHOCTUKU
N EE PE3Y/JIbTATHI

XPOMOCOMHbIe 60/1e3HN

Kak u3BecTHO, YacToTa aneyniouguii BapbMpyeT B pas/iMUHbIX Ucche-
[OBaHHbIX nonynauuax. Tak, B HeoTobpaHHoli rpynne 54 749 HoBO'
POXAEHHbIX KPYMHbIE XPOMOCOMHble aHOManuu 6biIN 06HapyXXeHbl B
326 cnyuaax (0,59%) [Jacobs, 1977] (cm. Tabn. 11). B rpynne pgo-
HOLIEHHbIX AeTeil, y KOTOpbIX 6biN0 OTMEYEHO OTCTaBaHWE Pa3BUTHUSA,
yactoTa XPOMOCOMHbLIX aHoMmanuii yeenuumsaetcsd ao 2,2% [Chen,
Falek, 1974]; cpean paeTeil, ymepwux B MepuHaTanbHOM nNepuoje,
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yactoTa ux coctaBndet 5,8% [Machin, 1974; Sutherland, Bauld,
Bain, 1974], a y fgeTeili ¢ NoAO3peHMEM Na LUTOrFeHETUYECKMEe aHOMa-
nnn 4yactota ux paeBHa 32,2% [Mulcahy, Jenkyh, 1972]. OueBugHo,
nocnefjHee 3HayeHue 3aBUCUT OT TWaTenbHOCTW oTbBoOpa B rpynny Ans
KapnoTunmyeckoro o6cnegoBaHua.

CamblM pacnpocTpaHeHHbIM NokKaszaHWeM ANA NpeHaTanbHON Ana-
FHOCTUKMN ABASETCH MOXMWNOW BO3pacT mMaTepu. CBA3b MeXAy CUHAPO-
Mom [ayHa u BO3pacTom MaTepu (cm. Tabn. 12) oTmeyeHa eulle 3a-
[ONrO [0 TOro, Kak crafia M3BecTHa XPOMOCOMHas 3THONOMUSA CUHAPO-
ma [Penrose. 1933]. Puck poxgeHus pebeHKa C Apyroil XpoMOCOMHOIMA
Tpucomuen (tpucomum 13, 18, 47, XXY, 47, XXX, 47, XYY) Takxe
yBe/MUynBaeTCca No Mepe yBe/MYeHMA BO3pacTa maTtepu, No B MeHbLUEN
cteneHn [Smith, Patau, Therman, 1961; Smith, 1964]. Bce 3Tu yBe-
NNYEHNS OTHOCUTENIbHbI M PUCK B abCOMIOTHLIX 3HaAYEeHUAX HUKOrga
He CTAHOBMUTCA BbLICOKUM. He cyullecTByeT TakKXe 4YeTKOro Kputepus
OTHOCUTENIbHO TOr0, KakoW BO3pacT >KEeHLWMWHbl CYMTaTb «KPUTUYe-
CKUM», XOTA BO MHOrMX LEHTpax MM cuuTaetca Bo3pacT 35 wuau
37 net. B cBA3M C BO3pacTOM MaTepu 6bl10 06CNeA0BaHO CBbILUe
11 OO0 6epemeHHOCTeN; npu atom y 2,47% nnogoB 6blna 06HapyXeHa
aHeynnougnda. Golbus n coasT. (1979a) nokasanu, 4TO PUCK TPUCO-
MWW Y nnofja, ecnum MaTtb HaxoauTtcd B Bo3pacTte 35—36 feT, yBenu-
yneaetca ¢ 0,9% po 7,8%, ecnum Bo3pact wmaTtepu 43—44 ropa
(puc. 27). lMony4yeHHble 3HAYeHWS NPUMEPHO B 2 pasa nNpesblwawT
3Ha4YeHMa 4acToTbl TPUCOMMUI CpeAn HOBOPOXAEHHbIX Y MaTepei
ctapwero Bo3pacta [Hook, Chambers, 1977]. Pa3nuuusa, no-snguMmo-
My, 06yCNnoBfeHbl NoTepel 4yacTy aneynaongHbIX MNA040B B pe3yfbTa-
Te No3gHMX abopToB M poXAeHWs MepTBbIX nnogos [Hook, 1978a,
1978b],

MOBbIWEHHbIA PUCK POXAEHUA pebeHKa C TPUCOMUENR MOXET 6biTb
Y XKEHLWMWH, Y KOTOPbIX YXe Obll poXaeH pebeHOK C 3TUM XPOMOCOM-
HbIM aetekToM. Mo gaHHbiM Mikkclson, Steno (1970). MOBTOpPHbLIN
puck paBeH 1—2 % He3aBUMCMMO OT BO3pacTa MaTepu. [aHHble Mpo-
rpaMMbl NpeHaTaNbHOW AWAarHOCTUKW TakXe He yKa3biBaloT Ha CBA3b
BO3pacTa MaTepu C NOBTOPHbIMWU CAy4YasMUWU POXAEHWUS JeTei ¢ Tpu-
COMMEe 21, NOo BCe >e MpeanonaraeTcs, 4YTO MNOBTOPHbIA puUCK AN4
XEHWMWH B Bo3pacTe Monoxe 35 et paBeH npumepHo 0,5%, a ans
XEeHWWH B Bo3pacTte cTapwe 35 feT COOTBETCTBYET «BO3PACTHOMY»
pucky. PoguTtenu, umeBwmne pebeHKa C Tpucomuein, NposBAsSOT 60/b-
Wwoe 6ecrnokoicTBO MO NOBOAY 340pOBbA OyAyLlero noTomMcTBa, M B
3TUX cnyvasx cnepgyeT 06CyAuTb BO3MOXHOCTM MNPOBeAEHUs MNpeHa-
TanbHOW [AWArHOCTUKKM MNpu nocnegywuinx 6epemeHHocTax. Cymmap-
Hble [aHHble CBWUAETeNbCTBYHOT O TOM, YTO MpWU amnuonentese, Mpo-
BElEHHOM B CBSA3W C pOXAeHWeM pebeHKa C TPUCOMMEN, XPOMOCOMHbIe
aHoOManuu y nnojos BbifiBNeHbl B 1,2% cnyvyaeB. OTN faHHble, KOHEY-
HO, BK/IKOYAlOT aHOManuu, oXugaemble B N060K cny4vainHon BbiGOpKe.

Han60onblWNA pUCK XPOMOCOMWOIM aHOManuu y njofa OTMevaeTcs
y HocuTeneil cbanaHCUpOBaHHOW Tpanmenokaynn; ANS pasHbiX BUAOB
Tpanenokauuin konebaHwWs pucka pasnuyHbl. HecmoTps na To 4TO
NpeAnonoOXUTeNbHO CYLWECTBYIOT paBHble BEPOATHOCTM Pa3BUTUSA MO-
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HOCOMWI/ WMNWM TPUCOMUIA y nno-
[a, MOHOCOMWA BCE Xe ne uMmeeT
60NbLWOr0  KJAMHWYECKOro 3Haue-
HWA, MNOCKOMIbKY  MasioBEpPOSATHO
BbDKMBaHNe Takoro naoga. Puck
poXaeHna 60/bHOr0 pe6eHKa Bbl-
e, ecnnM HOCUTeNleM TpaHc/ioKa-
UMM 9BNAETCA OKeHWWHa, a ne
MY>XXUUHa [Hamerton, 1970].
B uenom B 06cC/nefoBaHHON reTe-
poreHHoii rpynne y 37 us 370
NAoA0B 6bl1  XPOMOCOMHbIA AUC-
6anaHc.

K coxaneHut, He Ana Bcex
BMAOB TpaHCNOKaLMil UMeTCs 3M-
nuMpuyeckme Uudpbl pucka, ofHa-
KO AN18 caMblX pacnpoCTpaHeHHbIX
TpaHCnoKauuin, Tpebyrwmnx aHTe-
HaTanbHbIX WUCCNefOBaHWUN, Takue
3HaueHus nonyyeHol. OKono 25—
45% nwuy ¢ cuHgpomom [layHa u B
pesynbTate 14/21 Tpaucnokauuu
MMeT POAUTENS C TOl Xe TpaHC-
NnounpoBaHHON XpomMmocoMoil. ®ak-

BospacT marepu, rogpl

puc 27. 3aBMCMMOCTb OT BO3pacTa Ma-
Tepn 4acToTbl aHByI'U'IOVI,CI,I/IVI, BbIABNA-
EMbIX NP aMHUOLENTESE.

TNYEeCKUA (3IMMUPUYECKNA) DUCK
poxpgeHunsa pebeHka C CMHLPOMOM
[ayHa y HocuTeneih TpaHCnoka-
ww 1421 (man 13/21, wnn 15/21 n 21/22) 3Ha4yUTeENbHO HWUXe Teo-
peTudeckoro pucka (33%). Tak, ecnu OTel, HOCUTENb TpaHcnoKauuu,
puck paBeH 2—3%, a B CAy4ae eciuM HOCUTeNb MaTb, PUCK COCTaB-
naet okono 10% [Hamerton, 1971]. Takue 3HaYeHUs pucka SBAAKOT-
cA nokasaHWeM K MpoBefeHUI0 aMHUOLEHTe3a.

Peunnpoknble Tpaumcnokauumn, npu KOTOPbIX OObIYHO He BOBfeKa-
I0TCA B MpOLECcC akpoUeHTpU4YeeKMe XPOMOCOMbI, TakXe MOryT npwu-
BOAUTb K POXAEHUI0 pebeHKa C XPOMOCOMHOI aHomanuein. B upeane
reHeTMYeCKoe KOHCYNbTUPOBaHWe B KaXAOM Ciyyae [O/MKHO ObiThb
OCHOBaHO Ha CNeunMMUYHOCTU TpaHcnokauum. B obuwem Xxe cnydae,
eCnn poauTenb C peuunpoKHON TpaHcnoKauuel BbISBNAETCA 4epes
WHAUBMAA C XPOMOCOMHON aHOManuei, BepOATHOCTb POXAEHUS pe-
6eHKa C XpPOXMOCOMMNON aHOManueil y maTepu C PeLUnpPOKHOW TpaHc-
nokauwueit coctaBnseT okono 10%, a y otua — 2—3% [Jacobs et al.,
1975]. Ecnm e peuunnpokHas TpaHC/AoKauus BbisiBNsieTcA yepes (e-
HOTUMWYECKU HOPManbHOro WHAMBUAA, TO O0O6bLIYHO B POSOC/IOBHOWA
ne o6Hapy>xxuBaeTca (heHOTUMUYECKN aHOMa/bHbIX WHAMBMAOB [Jacobs
et al., 1975]; BeposiTHO, «HecbanaHCMpPOBAaHHbIE» 3UTOTbl HEW3MEHHO
NPUBOAAT K CMNOHTaHHbIM abopTaM W TONbKO 3MrOTbl € cbanaHcupo-
BaHHOW Tpancnokauuei pasBuBalTCA.

M3 COBMECTHOro OMnblTa U3BECTHO, YTO CPeAM MHOTUX MPOBEeAEHHbIX
HO pasHbIM HecneyugpuyeckMM MnokKaszaHWAM aMHWOLLEeHTe30B aHey-

FSBH e KRN K BCECRHESIAMANY L 8-

HbI TPeYronbHUK — Tpucommsa 21
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nnongusa BbigBnaetca B 1,8% cnydaeB. B 6yayuwmx paboTax 6bi10
6bl NOMIE3HbIM KOHKPETM3NPOBaTb Pas/indHble MOKa3aHWs A4S aMHUO-
LeHTe3a C Lenblo 0606UeHNs AaHHbIX OTHOCUTENbHO COCTOSHWIA, Mpn
KOTOPbIX YBeNMYeH pPUCK aHoManuii nnoga. Golbus u coaBT. (1979a)
onucanu 2 cnyyas Tpucomum 18 y nnopga, BbiABNEHHOW B pe3ynbTaTte
amnuouenTe3a MO NOBOAY Pe3KOro OTCTaBaHUA MA040B B PasBUTUMN
BO |l TpumecTpe 6epeMeHHOCTW, OAMH CAyyalh Tpunaouauu, Korpa
nokasaHveM [ANna amnuouenTe3a MOCAYXUN0 poxXaeHue pebeHka c
cnHgpomom TepHepa, U cny4yain Tpucommm 21, Korga noKasaHuWem K
amHuoLeHTe3y fBWAOCL MMoroeogue. bonee nogpo6HO Apyrue BO3-
MOXHble NOKaszaHua And MNpeHaTabHOro LUWMTOreHeTuyeckoro ob6cne-
[lOBaHWUs paccMOTpeHbl B paboTe Simpson (1980c).

X-CuenneHHble 3a60n1eBaHnA

OpyrnM nokasaHuem ANS NpOBeAeHUs MNpeHaTalbHOW AUArHOCTUKM
CNYXUT onpejeneHne nona nnoga y 6epemMeHHbIX, KOTOpble ABAAKTCA
MAn MOryT 6biTb TFeTEepPO3UTrOTHLIMU HOCUTENAMU X-cuensenHoro 3a-
6onesaHusa. B HacToAllee Bpemsa nopas?ennblii MA04 MYXCKOro nona
MOXeT 6bITb AudhepeHUMPOBaH OT HEMOPaXEHHOro MyTeM M3y4veHuUA
KNeTOK aMHMOTUYECKON >XWUAKOCTU TOMbKO Mpu cuHgpomax dabpw,
XaHTepa, Menke un Jlewa — Hwuxena, nNpn KOTOPbIX W3BECTHbl ¢ep-
MeHTHble fgedekTbl. Mpn Bcex Apyrux X-cuennenHbiX 3abofieBaHUAX
poauTeNn [OMKW.T MOHATb, 4TO MNpenaTafbHO MAEHTU(HULWUPOBAHHbIN
NAoL MYXCKOro nona MoOXeT ObiTb MopaxeH paccmarpuBaemblM 3a-
6oneBaHneM ¢ BeposiTHOCTbIO 50%.

Ona X-cuennewTbix 3abofieBaHUil, Npu KOTOPbIX 60MIbHbIE MYXX-
YMHbI ire OCTaBNAKT NOTOMCTBA, '/3 BCeX C/My4yaeB 3aboneBaHuii npeg-
cTaBngetT coboil HOBble MyTauuu, U MaTb MereTepo3nrorna Mo JaHHo-
My npusHaky. CnepoBaTesibHO, B 3TOM C/ly4ae PUCK pOXAeHUA cne-
LyloWwero cblHa ¢ TeM e 3a6ofeBaHMeM nNe MOBblWeH. B HeEKOTOPbIX
cflyyasX COCTOSHME reTepO3UroTHOCTM Yy MaTepu MOXeT ObiTb BblfB-
NeHo M3 aHanusa poAOCMOBHON (Hanpumep, 60NeH ee oTew, Yy Hee
poaunca 60nbHON CblH W ecTb 60NbHOW 6GpaT, oHa WMeeT ABYX 060/b-
HbIX CbIHOBeR). EcnAu >e W3 reHeanornyeckoro aHanusa Takoro 3a-
KNIOYEHUs chenatb Henb3f, clefyeT MNONbITaTbCA ONPeAennuTb BEPO-
ATHOCTb MOCUTENbLCTBA APYTMMU MeToLamu.

N3 pesynbTaTtoB, NpuBeAeHHbIX B Tabn. 16, BUAHO, 4TO MNpn am-
nuoueHTese no nosogy X-cuennennbiX 3aboneBaHuii NAoAbl MYXCKO-
ro nona 6bix BbIAB/MEHb NMPUMEPHO B MONOBMHE clyyaes, T. €. 61U3-
KO K oxupgaembim 50%. OpHa owwnbka B onpejeneHun nona nnoga
6blna chenaHa, Korfja WMcnonb3oBanca MeToA onpegeneHns X-xpoma-
Tvna [Fuchs, 1966]. B HacToswWwee Bpema 3TOT MeTOA OnpefesneHus
nofia nioja ne UCNosb3yeTcs.

BonesHn o6MeHa BeLLecTB

3HAUNTENbHBLIM YCNEXOM MOJEKYNSAPHOWA FeHeTUKN SIBNSETCS YCTaHOB-
NeHne NpUYMH HeKoTOopblX 3ab6osfeBaHWil, CBS3aHHbLIX C OTCYTCTBUEM
HOPManbHO (PYHKUMOHMPYIOLWMX (DEPMEHTHBLIX MAU CTPYKTYPHbIX 6en-
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KOB, M K HacTosleMy BPEMEHU BbIABIEHO MHOXECTBO COCTOSHMUA,
CBA3aHHbIX C TakKUMW MOJSIeKYNAPHbIMU AetheKTaMu. BONbWMUHCTBO U3
HUX HacnegylTca HO ayTOCOMHO-peueccMBHOMY WMAN X-CUenneHUoMy
peueccMBHOMY TUMY. Y HOBOPOXAEHHbIX BPOXAEHHble MeTabonuye-
CKune HapyweHusa BcTpevatoTca npumepHo B 0,8% cnyvaes [Polani,
1973].

MpeHaTanbHasa [MArHOCTUKA OGMOXMMMUYECKOro fetekTa OCHOBbIBa-
eTCA Ha aHanM3e aKTUBHOCTU (epMeHTa B KY/bType KNeTOK aMHWO-
TWYECKOWA >XMAKOCTU. BeolpawuBaeMble KNeTKU MO CBOMM XapaKTepu-
CTMKaM pocTa M MNpoABAeHUAM OGUOXMMWUYECKOro (PeHoTMMma CXOAHbI C
KOXHbIMK thnbpobnactamu. OfHAKO KOMMYECTBEHHAs OLEHKa PepMeH-
TaTUBHOM cneuuPUUeckoil aKTMBHOCTU B KynbType aMHUOTUYECKO
XUAKOCTU M KOXHbIX (PUOP061ACTOB MOXET 3HAUMTENbHO OTAMYATbLCS
[Kaback, Leonard, Parmley, 1971]. B cBfi3u C 3TUM [aHHble U3ydye-
HUA (EepMeHTOB KNETOK aMHWOTUYECKOW >XWUAKOCTM [OMKHbI COMO-
CTaBNATHCA C AAHHBIMW aKTUBHOCTU K/JETOK HOPManbHOW aMHMOoTuye-
CKOM >XMAKOCTU, BbIPALLEHHbIX B TO X€& BpPEMSA UM B TeX Xe€ YC/o-
BUAX.

MpeHaTanbHad AMarHOCTUKA MOXET BbIMONHATLCA NyTeM aHanusa
aMHUOTUYECKON XWAKOCTU per Se WAW HeKYNbTUBMPOBaHHbLIX KEeTOK
aMHMOTWYECKON >XUAKOCTU. AMHMOTMYECKAs JKUAKOCTb MOXET Wuc-
nofib30BaTbCA LN AWAarHOCTUKM [eeKTOoB TpaHcrnopTa uauM metabo-
NM3Ma aMUHOKWCNOT, A1S KOTOPbIX HefoCTalwwWuWii hepMeHT B HOpMe
06HapyXuBaeTcqd B aMHMOTWYECKOW XMAKOCTM (Hanpumep, 60ne3Hb
Tea — Cakca) [Frieiidland, 1971], nnn fedekToB, NpuM KOTOPbLIX NpPO-
NCXOAWUT HakKonaeHue neyTnauM3npyemblXx MeTabonuMToB (afpeHOreHu-
Tanbublii cuHgpom) [Miluiisky, Tulchinsky, 1977]. OpHako aHanus
aMHUOTUYECKOA XWUAKOCTU COMPSXXEH C LUeNblM PALOM CNOXHOCTEN,
MOCKONbKY Na KOHEYHbIA pe3ynbTaT MOXeT BAWATb KakK npumecb Ma-
TEPUHCKOW KPOBWM U M3MeHeHMe 6enKoBOro cocTaBa >XUAKOCTMU, TakK U
HeM3BeCTHOe ANs uccnefoBaTens BAMAHME KOMMYeCcTBa UM KavecTBa
MO4YM Mojda Ma CcOCTaB XMAKOCTU, 4TO ewe 6onee 3aTpyLHAET WH-
Tepnpetauuio faHHbIX. B pekynbTUBUPYEMbIX K/eTKax amHuoTuye-
CKOW XXMAKOCTU NPakKTUYEeCKU MOXHO ONpefeNnTb YPOBEHb aKTUBHO-
CTM 6OMbLWIMHCTBA (PEPMEHTOB, 0OHApPYXXMBAeMbIX B KYNbTUBUPYEMbIX
knetkax [Nadler, Davidson, 1969]. OgHako 60nblwasi W3MEHYMBOCTb
KOMMYecTBa U XM3HECMOCOOHOCTU KNETOK 3HA4YMTeNbHO CHUXXaeT Ha-
LEXHOCTb MeTofa HeKY/NbTUBMPYEMbIX K/ETOK, TaK KakK BO3MOXHa
ownboyHas pfuarHocTuka 6onesHn Teqa — Cakca u abopTupoBaHue
340poBbIX nNnogos [Rattazzi, Davidson, 1970].

B npunoxeHun, NnpuBOAMMOM B KOHLE rfnaBbl, Mepevyncnsaetcs OokKo-
no 40 HacnefCTBEHHbIX OGUOXMMWUYECKUX HapyLWeHW, KOTopble Yxe
BbIABNAKTCS, U 35, KOTOpble MOTYT ObliTb AMAFHOCTUPOBaHbl BHYTPU-
yTpobHO. B UeHTpax npeHaTanbHOW [AWarHOCTUKM 6biN0 MPOBeAEHO
uccnefoBaHne cBbile 1000 6epeMeHHOCTEl MO MOBOAY BPOXAEHHbIX
HapyweHUin 06MeHa; MOMyYeHHble MOMOXUTENbHbIE pe3ynbTaTbl 61M3-
KN K oxupgaemblm 25%. Bonee yem B MONOBUHE CNy4vyaeB aMHWUOLEH-
Te3 NpoBOAUNM [N BHYTPUYTPOOGHOW [MArHOCTUKWM remornobuHona-
TWi, 6onesHeil Tesa — Cakca, [omne, ApPYrMM cambiM pacnpocTpaHeH-
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HbIM MOKa3aHWeM [N NpeHaTalbHOW [AWarHOCTUKM Obl1 MYKOMO/HCa-
xapugo3. MNporpaMMbl MaccoBOro CKPWHUPOBaHUA MO BbIABAEHUIO Tre-
TEPO3UTOTHLIX HOCUTeNeil, NPOBOAMMbIEe B HacTOosLlee BPEMS, YBeNWU-
yaT Heo6X0AMMOCTb MpeHaTanbHOW AWArHOCTUKU peaKux 6uoxummye-
CKMUX [edeKTOB.

OrpaHnuyuMBaloWMM (HakToOpoM B [AMArHOCTUKE Hac/lefCTBEHHbIX
thepmenTonatuii NPUHATBIMKW MeTOfaMK ABASAETCH (GakTop BpeMeHU
(ot 4 po 8 Hep), Heo6XoAUMMOro AN [OCTATOYHOrO pocTa KNeTOK U
thepMmeHTHOro aHanusa [Galjaard et al., 1972]. Bonee 4yBCTBUTENb-
Hble MeToAbl aHanu3a (epmeHTOB, paspaboTaHHble Galjaard u coaBT.
(1974) wn Hosli (1974), ocHOBaHbl Ha W3MepeHUW (PepMEeHTaTUBHON
aKTMBNOCTU C NOMOLLbIO MUKPOCMEKTPOMOTO- WUAU MUKPO(HIYOpOMeT-
pun Manoro uymcna Knetok. C NOMOLWbIO 3TUX METOAOB B HacTofliee
BpeMs CTan BO3MOXHbIM aHanun3 NpakTUYecKU BCeX KAMHUYECKU Baxc-
HbIX /IM30COMHbIX (DEPMEHTOB.

Camble mnocnefgHue JOCTVMKEHUA B OMOXUMMUYECKON [MArHOCTUKE
OCHOBaHbl Ha TOM, 4YTO HacfleACTBeHHble AeeKTbl, UAEHTUGULUPYe-
Mble Ha ypoBHe [AHK, MoryT pacno3HaBaTbCA B /OObIX KieTKax
MOpPaXeHHOro opraHuMsma. 370 6bINO0 NOKa3aHO Ha MpuMmepe a-tanac-
ceMun — 3abonesaHnn, 06YCNOBNEHHOM OTCYTCTBMEM BCEX YeTbIpex
reHos (annenenn) a-uyenn. C MNPUMEHEHMEM MeTOAOB MOJEKYNAPHOW
rmépuamnsaymnm crtana BO3MOXHOW AmarHocTuka a-tonaccemuu-1 (ge-
neyms ABYyX reHoB), 6o0ne3Hn remornobmHa H (oTcyTcTBue Tpex re-
HOB) M a-Tanaccemum (OTCYTCTBME YeTbipex FEHOB) MNyTeM aHanusa
OHK, nony4yeHHO M3 KNeTOK aMHMOTMYECKON XuakocTu [Kan et al.,
1975a; Kan, Golbus, Dozy, 1976]. 3T0T noagxoj AO/MKeH OblTb WuC-
nonb3oBaH fAna N060ro HacneACTBEHHOr0 HapylweHWUs, BbI3BaAHHOIO
fpeneuueli reHa, ANs KOTOPOro MOXET OblTb BblfefleHA WAW CUHTE3U-
poBaHa UH(opMaynoHHas PHK. XoTs onucaHHbIl nogxon fO CUMX Mop
NPUMEHUM TOMbKO K remornobmHonatuam, HepgaBHUE yCrexu, JOCTUT-
HyTble B MONEKYNAPHON reHeTuMke, MpefnonaralT, YTO B CKOpPOM Bpe-
MEHW C NOMOLLbIO 3TOro Metofga OyAyT AMArHOCTUPOBATLCA W Apyrne
HacfnefACTBeHHble 60Me3HWU. HoBelilne [OCTUXEHUS B 3TOW o6nactu
CBfi3aHbl C MPUMEHEHWEM PECTPUKLMOHHBIX 3HAOHYKNea3. OTu bakTte-
puanbHble (hepMEeHTbl Pacrno3HalT creuuduyeckue nocnefoBaTeslbHO-
CTW 13 4—6 HYKNEMHOBbLIX 0CTAaTKOB U «paspesanT» [JHK B 3Tux
yyacTkax. Habop pecTpMKUMOHHbLIX 3HAOHYKNea3 MOCTOAHHO MOMon-
HAETCA, KaXAblii (PepMeHT cneynduyeH ana onpefeneHHON KOPOTKOM
nocnegosatensHoctn AHK. ®parmeHTol AHK MOryT 6biTb pasgefieHsbl
METOLOM 3NeKTpoope3a B arapo3HOM refie, a 4Yncno u pasmep gpar-
MEHTOB MNO3BONAIOT KapTupoBaTb reHom. Kan, Dozy (1978) o6Hapy-
XUnu, 410 npumepHo 70% aMepUKAHCKUX MNEerpoB-reTeposnror no
P3-rno6MHOBOMY TeHY WMEKT BTOPOMW MYTaHTHbIA y4yacToK npubnau-
3uTenbHo B 5000 HyKneoTMAO0B, PacnofioXeHHbI fanee Bponb OB K
Ha TOi >Xe Xpomocome. OTOT BTOPOI y4yacTOK, pacno3HaBaeMblii 3H-
[LOHYKNea3HbIM MeTOAO0M, yKa3blBaeT Ha npucyTcTtBue Rs-rena. B AHK
nnoga, roMO3UMroTHOro no Rs-reHy, nocne 06paboTKyM 3HAOHYKeazaMu
obHapyawBsalT cneuntpuyeckme dparmentel AHK. Mockonbky AHK
MAEHTUYHA BO BCEX KJIeTKax, KMeTKW aMHMOTUYECKOW >XWUAKOCTU MO-
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ryT 6biTb MCMOMb30BaHbl ANS MPeHaTanbHOW AWarHOCTUKKM Npubnuan-
TenbHOo 80% 6payHbIX Map, reTepo3MroTHbIX MO CEPMNOBUAHO-K/eTOY-
HO aHemuun. Tpu wncnonb3oBaHUM 3TOF0 MeTofa B MpeHaTanbHOM
LVMarHoCcTUKe TOYHO wuaeHTuuuupyrot AA (HopManbHble FOMO3WIO-
Tbl), AS (npusHakKk CepnoBUAHO-KNETOYHOCTM) U SS (CepnoBUAHO-
KnetoyHaa aHemusi) nnogbl [Kan, Golbus, Heony6nnkoBaHHble faH-
Hble]. Kpome TOro, HoBasi pecTpuMKUMOHHas 3HAOHykneasa (Ddel)
«paspe3aet» AHK B pailoHe p5-mMyTauuu, 4TO MO3BONSET B Chyyae
pucka CcepnoBUAHO-KNETOYHON aHeMWUW AWNarHOCTUPOBATb ee MPH uC-
NoNb30BaHUM KNETOK aMHMOTMYEeCcKO xmakoctu [Chang, Kan, 1981].

JedeKkTbl HeBpasibHON TPYOKU

MeToabl NpeHaTanbHON [WAarHOCTUKKU Ae(eKTOB HeBpanbHOW TPyo6Ku
(AHT) ocHoBanbl Ha M3MepeHUM a-PeTonpoTeEMHA B aMHMOTUYECKON
XMAKOCTU. a-PeTonpoTEeMH — OCHOBHOW 6enoK CbIBOPOTKM Mioja —
npeacTtaBnger coboW rAMKOMNPOTEUH, CXOAHbIA ¢ anbbyMnHOM MO OT-
HOCUTENbHOW MONEKYNAPHOW Macce, aMWHOKMC/IOTHOW mocnegoBaTefb-
HOCTM W MMMYHOMOrMYeckmm xapaktepuctmkam [Ruoslahti, Terry,
1976]. KoHueHTpauus a-peTonpoTeMHa B CbIBOPOTKe njofa AoCTura-
eT MaKCuMMa/bHbIX 3Ha4YeHWin B CPOK Mexay 13—15-ii Hegenein OGe-
pemeHHOCTU K cocTaBnseT 3 mr/mn [Gitlin, Boesman, 1966]. KpuBas
KOHLUEeHTpauuii 3Toro 6enka B aMHUOTUYECKON >XMAKOCTWM CXOfHA C
TakoBO B CbIBOPOTKE KPOBM MNN0Aa, HO €ro KOHLEeHTpauus B CblBO-
potke B 100 pa3 meHbwe. Brock, Sutcliffe (1972) nokasanu, 4To
YpOBeHb a-heTonpoTeMHa B aMHUOTUYECKON XMAKOCTM MOXET Wuc-
nonb3oBatbCca ANs AgnarHocTukn AHT nnoga. YpoBeHb 6enka B am-
HUOTUYECKON XWAKOCTU YBEAMYMBAETCA W MPU HEKOTOPbIX Ccayyasx
BPOXAEHHOro Hegposa, omdanouene, cungpoMme TepHepa, HEMPOXOAU-
MOCTU >KeNnyAOo4YHO-KWULIEeYHOro TpakKTa, KpecTLOBOKOMYMKOBbLIX Tepa-
TOMax M HeCOCTOSBLIMXCA BblkMAbIWAaX. Kpome TOro, ypoBeHb €ro
YBENNYMBAETCH 3a CYET MpUMecu NNOLHOW KPOBM B aMHMOTUYECKOWA
Xupkoctu. CnefoBaTenbHO, MOBbIWEHHbIA YypOBEHb a-heTONPOTeMHa
B aMHWOTUYECKON >XUAKOCTU HEe SIBAAETCSH CTPOro cneyuuyHbiM Ans
OHT; ogHako OH 06bIMHO YyKa3blBaeT Ma MNopaxeHwe naofa, ecnu
OTCYTCTBYET NpMMeCh MAOAHON KPOBMU.

O606LWEHHbIE faHHbIE MO HpenaTanbnoin AuarHocTuke AHT BK/tO-
yatoT 150 (4,02%) cny4yaeB nopaxeHuit nnoga u3 3735 6GepemMeH-
HOCTeN, CTaBWWX NpefiMETOM WCCNeA0BaHWA B CBA3N C POXAEHUEM
60nbHOro pebeHka, 66 (21,1%) cnyvaeB nopaxeHuin nnoga m3 313 Ge-
peMeHHOCTelN, UccnefoBaHHbIX B CBA3W C MNOBbIWEHHbBIM YPOBHEM
a-heTonpoTensia B MaTEPUHCKONM CbIBOPOTKe, 1 3 (1,0%) cnydas npe-
HaTa/llbHOTrO BbISIBNEHUA MNOPaXeHWn nnoga u3 296 6GepeMeHHOCTEN,
uccnefoBaHHbIX MO MOBOAY BbIABMeHUS cnyvaeB AHT B poAoCnOBHONA.
3HayeHMs 4acTOTbl pas3NMUHbl AN pasHbIX reorpauyeckux paiioHOB
B CBA3M C MECTHbIMU pas3nmuynamu vactotbl OHT.

B KanudgopHuitckom yHusepcuteTe B CaH-®paHumcko u Cesepo-
3anafHOM YHMBEPCUTETE, HECMOTPS Ha reHeTUYeckMe nokKazaHUa K
NPOBeLEHUI0O aMHUOLeHTe3a, NPOBOAMINCL KAK LUTOreHeTUYeckue wuc-
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cNef0BaHNA KNeTOK aMHUOTUYECKOW XMUAKOCTW, TakK W onpefeneHue
YpPOBHS a-peTonpoTemHa. B KanudgopHuiickom yHuBepcuteTe y 6e-
peMeHHbIX, 06cnefoBaHHbIX MO MOBOAY WX BO3pacTa, B 5 caydasax
(0,15%) BbiAB/IeHa BbiCOKas KOHLEHTpauma 3toro 6Genka, cBf3aHHas,
Kak okasanocb, ¢ AHT y nnogos. Becbma BaXHO, 4TOObl A0 MpoBe-
LeHUa uccnefoBaHUs >XEHWMWHbl MoHMManu, yto OAHT AnarHoctupy-
eTCA He BO BCeX CAyyasx W 4TO MOBbIWENWe YPOBHA a-(eTonpoTenHa
MHOrga MOXEeT BCTpeyaTbCAa cay4valnHo (NOXMOMNONOXUTENbITIA pe-
3ynbTaT) nnb6o 06YCNOBAEHO APYrMMU aHoManuamu. [na cBeAeHUs
K MWHUMYMY JNOXHOMOMNOXUTENbHbIX pPe3ynbTaToB He06X0AMMO Mpo-
BOAWTb MOBTOPHbIA aMNUOLEHTe3 U [JeTanbHOe YNbTpa3ByKOBOE WC-
cnefgoBaHue coCcTosHMA nnoga. AmnTrorpadmio M (HeTOoCKONUK pPeko-
MEHAYIOT B KayecTBe LOMOAHUTENbHbIX METOAO0B 06CnefoBaHus, no ag-
(heKTMBHOCTb WX WCMNONb30BaHWA 3aBUCUT OT YPOBHA MNOATOTOBKM MU
onbiTa cneunanuMcToB Ha MecTax. Hawubonee noaxofawum MeTOLOM
LA MPOBEPKU MONOXUTENbHbIX pe3ynbTaToB o06cnefoBaHns 6bina 6bl
BTOpas He3aBUCMMas nepeMeHHas. BmonHe BeposiTHO, 4TO 3TOW Uenn
MOXeT CNYXWTb oOnpejeneHue YpoBHA aLeTUNIXonuMuactepasbl B am-
HUOTUYECKOM >XWAKOCTW, NOATBepPXAaloWero UCTUHHOE MNOBbILIEHUE B
neil ypoBHS ra-getonpoTenna. Apyroii noAxod OCHOBaH Ha onpejene-
HUW YBENNYEHHOW KOHLEHTPaLWyM B aMHMOTUYECKOM XUAKOCTU 6bICTPO
npuannarlwmnx knetok nnoga ¢ AHT [Gosden, Brock, 1977]. OgHako
3TOT MeTOj4 TPYAOEMKWUA U HenpumeHUM K TeM obpasuam, KoTopble
6blN TPaHCMOPTUPOBaHbl fAaxe Ha HebONblIMEe pacCTOAHUA; TakuMm
o6pa3om, OIT UMEEeT OrpaHWYEHHYI0 LEHHOCTb.

N3 Bcex peten ¢ AHT 90% 6biAM nNepBbIMU B CeMbe; CrepoBa-
TeNbHO, ecnun Obl aMNUOLEHTe3 NPOBOAUAN BCEM OEPEMEHHbLIM, Y KO-
TOpbIX NepBblil pebeHok poauncs ¢ AHT, yacTtoTta 3aboneBaHus Obl-
na 6bl CHUMXeHa Tonbko Ha 10%. B cBA3M ¢ 3TUM 60MbLIOK MHTepec
nposBnseTCAd K [MAarHoCTMYEeCKOMY TeCTy, OCHOBAaHHOMY Ha orpeje-
NneHUn ypoBna a-heTonpoTemMHa B CbIBOPOTKE MaTepu C LUenbl npo-
CneKTUBHOro o6cnefoBaHUsA Bcex 6epeMeHHbIX. lMocne Toro Kak 6bina
yCTaHOB/ieHa BO3MOXHOCTb BbiaBneHua AHT y nnoga nptT ckpniTu-
pOBaHWM MATEPUHCKOWN CbIBOPOTKMW, B BenukobputaHum B 1977 1. Obl-
N0 NpoBefeHO wuccnefgoaHue 6Gonee 18 OO0 ogumonnognsbix u 150 mMHo-
ronnogHbIXx 6epeMeHHocTeli B cpoke 16—18 Tres, Y poOBeHb CbIBOPO-
TOYHOrO a-heTonpoTeMTTa, MpeBblwarwwmii B 2'/r pasa cpegHee
3TTayeHne, paccmaTpuBann KakK OTKNOHEHWe OT HopMmbl. [lanHble ToO-
TanbHOro ob6cnegosaHus (npumepHo 80%) pawT OCHOBaHWe npeano-
naratb, YTO YUC/IO HOBOPOXAEHHbIX ¢ AHT morno 6bl 6bITh COKpalye-
Ho 6onee yem B 2 pasa Npu WUPOKOM WUCNONb30BaHWKM MeToda. Cxop-
Hble [aHHble MOMy4YeHbl W amMepuKaHCKMMMK ydeHbIMM [Marci, 1978].
MpumepHo y 4,5% OGepeMeHHbIX YpOBeHb a-heTompoTenHa 6bi B
npegenax HOPMbl WUAW HECKOJIbKO MpeBbIWan ero; BCe OMNM HYXJAanucb
B MOBTOPHOM MWCCMEeAOBAaHWN Y HUX KPOBU W YyNbTpPa3ByKOBOM o06cC/e-
foBaHUW. TIpyMepHO B MONOBMHE 3TUX CllyvyaeB MNOBTOPHbLIA aHanu3
CbIBOPOTKM HE BbIABW/T OTK/IOHEHWI OT HOpPMbl 1160 NpuM YyNbTpaco-
norpagun 6blAM BbISBAEHb MHOFOMA0AME WAW HECOCTOSBLUMECA Bbl-
KUAbIWW; B KOHEYHOM MUTOre 2 % >KeHWMNH Heo6xo4MMo 6bl10 NPOBeCcTU
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aMLWroueHTe3 AN onpegeneHus cofepXaHws n-peTonpoTeuna B am-
HuoTu4yeckom xuakoctn. B CLUA B 5—10% cny4vyaes npuM 3TOM Bbl-
ABNAT nnogbl ¢ AUNT.

Mpobnembl, NOABAAKOLWMECH NPU BbINOMHEHUN MPOrpamM CKPUHUH-
ra 6epemMeHHbIX, BKAKOYalT: 1) 00eCNOKOEHHOCTb >XEHLWWH, Y KOTO-
pbIX YpPOBEHb a-()eTONPOTEHHAa 0Ka3a/iCAd MOBbIWEHHbLIM N0 (PU3M0N0-
FMYEeCKUM MpuyMHam, Hanpumep, MNpn MHOrONAOAMU WAM HECOCTOSAB-
Wemca BblKMAbIWe; 2) MCUXONOrMYeckas TpaBMa, MNOJy4YeHHas
XEHLIMHOW B CBSI3W C pOXAeHMeM Yy Hee pebeHka ¢ OHT, oTtka3sas-
Weiics BO BpeMs GepeMeHHOCTU OT MCCMef0BaHUsA CbIBOPOTKMW; 3) MCu-
X0nornyeckas TpaBma, CBA3aHHas Cc poxjaeHuem pebeHka ¢ AHT y
XEHLWMWH C NOXHOOTPHLATeNbHbIM pe3ynbTaToOM WCCNefoBaHUA Kpo-
BM; 4) ncuxonornyeckas TpaBMa Yy JKEHLWMWH, Y KOTOpPbIX pogumnca
pebeHOK C XpPOMOCOMHOW aHOManueil, TaK KakK CKPUHUHI CbIBOPOTKU
He UCKNYaeT pucka poxpaeHus pebeHKa ¢ XpOMOCOMHOW naTofioruen;
5) cnoHTaHHbI abopT nocne nposefeHMs amnuouentesa. OTHOCU-
Te/IbHO MOC/fefHero MyHKTa cnefyeT MOAYEPKHYTb, YTO eCTb [aHHble
0 NOBbLIWEHHON YacToTe abopTOB MOCAe aMHUOLLEHTE30B, MPOBEAEHHbIX
B CBA3W C MOBbIWEHHbIM COAepXaHueM a-peTonpoTenmHa B CbIBOPOTKE
6epemeHHon [Bennett et al., 19781. OueBMAHO, YTO Heo6XOAMMO pas-
paboTaTb 06pa3oBaTenbHble MpOrpaMmmMbl AN Bpayvyeil M HaCeneHus
ONA peweHna yKasaHHbIX Mpobnem.

MPOBMIEMbI, CBASAHHBIE C AMHNOLEHTE3OM

N3 Bcex 6epeMeHHbIX, MOABepratoLLMXca npeHaTanbHOMY o6cnefosa-
HUIO, HeMHoro 6onee uyem y 1% onpegenaoT MHoronnogue. [MMpn
HeLMarHOCTMPOBAHHON MMOronNA0A4MNOA 6GepeMeHHOCTU XUAKOCTL OyaeT
nofyyeHa TOMbKO H3 OAHOr0 aMHWMOTMYECKOro MellKa, B CBA3W C 4YeMm
COCTOfIHMe pApyroro 6nu3Heua ne 6ygeT wW3BecTHO. [Npu guarHocTu-
poBaHHOW 61M3HELOBON 6GepeMeHHOCTM o0bpasubl XWUAKOCTU MOYTH
BCerga MoOryT OblTb MOAYYeHbl N3 060MX aMHUOTUYECKUX MeLIKOB
[Golbus et al.,, 1979a; Elias et al., 1980b], Mocne amnHouUEHTe3a
NOpPaXXeHHbIN NA0A MOXEeT OblTb abopTUpoBaH, a 3[40pPOBbIA COXpaHeH
[Aberg et al., 1978]. C 3Toinl TOuKM 3peHUs, NO-BNAUMOMY, Lenecoob-
pasHO npoBejeHWe ynbTpaconorpagum [0 aMHHOUenTesa, YTo, Kpome
TOro, NO3BO/UT AMArHOCTUPOBATL MECOCTOABLUHIACA BbIKUAbILW W Onpe-
LenuTb cpok 6epemeHHOCTM. K coXxaneHui, ynbTpacoHorpapua gaxe
B OMbITHBIX pyKax Me CHWXaeT HW 4acTOTy NOBTOPHOrO aMmnuoLeHTe-
3a, NW 4acToTy 3arpA3HeHus ob6pas3yoB Kposblo [Karp et al.,, 1977;
Hohler et al., 1978; Levine et al., 1978].

B HekoTOpbIX cnyyasax Heob6bxoAWMO MpoBefeHWe MOBTOPHOrO am-
nuouenTe3a M3-3a HeLOCTATOYHOrO KOJMYECTBA aMHUOTUYECKON XWUA-
KOCTW UNW OTCYTCTBUA poOCTa KNeTOoK. AHanu3 obwupHOro martepuana
nokasasn, YTO MOBTOPHOe MpOBeAeHWe amnuouenTesa TpebyeTca npu-
mepHo B 10% cnyvaes [NICHD, 1976; Simpson et al., 1976]. Mony-
YeHWe aMHUOTUYECKON >XWAKOCTW 3aBUCMT BO MHOFOM OT OMbITHOCTM
Bpaya M cpoka 6GepeMeHHOCTW, B KOTOPOW NpPOBOAMTCA amMumoLenTes;
ecnM OH npoBoauTcs na 16-i Hepene, TO yacToTa Heyday B mnojyude-
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HUW >XUAKOCTWM He npeBbllaeT 1%, a NPOUEHT OTCYTCTBMA pocTa
KNeTOK He npeBbiwaeT 2% [Golbus et al., 1979a].

OfHON “3 npobnem B MHTepnpeTauuu pe3ynbTaTOB XPOMOCOMHbIX
nccnefoBaHuin ABNSeTCA M0o3auyusmM. B 6OMbLIMHCTBE CAy4YaeB rumno- u
runepnaongHble Habopbl XpPOMOCOM BCTpevyarTCA NUWb B He60NbLIOM
yncne KNeToK aMHWOTMYECKOW >XWAKOCTW, 4TO, BEPOSiITHO, 0bycnosne-
HO Cfly4yailHOW noTepeii UM yBeMYEHMEM 4Yucna Xpomocom. OfHako
BCe XEe ONuWCaHO MeCcKO/IbKO Cny4yaeB MpeHaTalibHO AMarHOCTUPOBAH-
Horo mo3samymsma [Bloom et al., 1974; Sutherland, Dowser-Riley,
Bain, 1975; Milunsky, Atkins, 1977; Golbus et al., 1979a]. lyywum
MeTO4OM [AWAarHoCTUKW MO3auumama sABNAETCA KapuoTUNUpOBaHMe
KnoHoB [Cox et al., 1974] n KNOHMpOBaHWe napanfenbHbIX KYabTyp.
O6bl4HO B KynbType KNeTOK O06HapyXuBalTCH eAWHUYHbIE TPUCOM-
Hble KNeTKu, No TPUCOMUSA NO OAHOW WM TOW >Xe XpOMOCOMe B napan-
NefibHbIX KNOHax CBUAeTeNbCTBYeT 06 UCTUHHOM MO3auuusMme.

K ofHOA 13 cambiX BaXHbIX MPO6GMEM OTHOCUTCA MONyYeHUe u
coobLleHne npaBUibHLIX pe3ynbTaToB. Pogutenn AOMKHbI ObITh WH-
thopMupoBaHbl O TOM, 4YTO MNpeHaTanbHasa AMarHoCTMKA He Bcerfa
6e3oWnboYHA U YTO MONYYEeHHble pe3ynbTaTbl He BCerga oTpaxawT
MCTUHHOE COCTOSIHWe nnofda. Vi3BecTeH uenblil paj owmnbok, K cyacTblo,
He BbI3BABLUMX 3HAYUTENbHbIX OCMOXHEHUWA U 06YCNOBMEHHbIX KY/b-
TUBMUPOBAHUEM K/IETOK MaTEPUMHCKOro MPOUCXOXAEHUSA, a TakXe CBA-
3aHHbIX C COOOLEHNEM HeBepHbIX pe3ynbTatoB [Golbus, 1976]. Yucno
NofO6HbIX OWNOOK yMeHbllaeTcs 6narojaps COBEPLUEHCTBOBaHWUIO CO-
BPEMEHHbIX MeTOAoB uccnegosaHuin. Golbus u coasT. (1979a) nog-
YepKMBAOT NOJMb3Y ONbiTa U OTMEYaKT, YTO YMCAO0 OWMBOK CHU3WUNOCH
BABOe Mocne nposefeHMsa uMMu nepeoii 1000 aHanm3oB. [daxe ecnu
KapuoTun onpefefieH BepHO, ero KAWHWYecKoe 3HayeHue ANA Nnoga
He Bcerga M3BeCcTHO. [leMOHCTpaTuBHbLIM nNpumMepom asnawTca 47, XYY
n 47, XXX KapuoTunbl, KOTOpble He MNpeAcTaBiAlOT COO0A «HOPMY»,
HO W He BCerja CBA3aHbl C AUCMOPMUYECKUMWU MPU3HAKAMW N TaAXe-
NOW YMCTBEHHOI OTCTanocTbio. K coXaneHuto, aBTOpbl He pacnofara-
IOT TOYHbIMW AaHHbIMW 0 pucke Ana 47, XYY MyXUUH 6bITb couuanb-
HO HeafanTUPOBaHHbIMU UM Ana 47, XXX XeHWMUH OblTb YMCTBEHHO
HENOMHOLEHHbIMMW, a TakKXe He 3HalT BepoATHOCTM 06pa3oBaHMA Y
HUX rameT € aHOMalbHbIM HabopOM XPOMOCOM.

Bce wumelowmecs AaHHble O CNONTaHNbIX abopTax nocne amHUo-
LleHTe3a, NPOBeAEeHHOr0 B paHHWe CPOKW OEepeMEHHOCTU, OYEHb OTNU-
yatoTca Apyr oT gpyra. o JaHHbIM wuccnefoBaHuii HauMoHanbHOro
WHCTUTYTa 3[40pOBbs fdeTeil um pa3BuTusa 4denoseka [NICHD, 1976],
MPOLeHT CNOHTaHHbIX abopToB Mocfe amnuoLeHTesa cocTasBaseT 3,3,
a B KoHTpone —3,4. B paboTe KaHafCKWX wuccnefoBaTeneil Takxe
ne o6HapyXeHO YyBENWYEHUA 4Yucna CnonTaHnbiX abopToB BCNeACTBUE
amMmHuoueHTe3a [Simpson et al., 1976]. OpHako cornacHo pesy/nbTa-
TaMm, NOfiy4YeHHbIM B BenukobputaHuu, rmbenb NNofLoB, CBA3aHHas ¢
aMHuOLeHTe30M, cocTaBnseT Ha 1,5% 60nblle, YeM B KOHTPOAbHOM
rpynne [Medical Research Council Working Party on Amniocentesi,
1978]. OgHa u3 npobnem B 3TOM MCCNeAOBaHWW CBf3aHa C MOAGOPOM
KoHTpona. Apyrasa npobnema 3akflo4yaetcs B TOM, YTO NOKaszaHWUA K
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aMHWOLLEHTe3y B pasHblX WUCCNefoBaHUAX pasnuyHbl. W3 Bcex cnyda-
eB aMHuoueHTe3a 10% nNpoBOAAT B CBA3M C poXAeHMem pebeHKa C
OHT n 30% B CBA3W C NOBblWEHWEM COAEpPXaHWA a-heTtonpoTenmHa
B CbIBOPOTKE KPOBW MaTepu. ITO MOXET NPUBOAUTb K OTHOCUTESIbHO-
My 3aHWXKEHWI0 OLEHOK 4acTOTbl CMNOHTAHHbIX abopTOB B KOHTPOJeE
N OYeBUAHOMY 3aBbILLEHUIO OLEHKW 4acToTbl abopToB y o06cnefoBaH-
HbIX, YTO, BO3MOXHO, U OOBACHAET MONYYEHHOE YBEeNWYeHWe 4acToTbl
CMOHTaHHbIX abopToB Mocne amHuoueHTe3a. CorfacHo faHHbIM 60/b-
WwuHcTBa mccnegosatenein CLUA, yacToTa abopToB Mocne aMHUOLEWN-
Te3a He npesblwaeT 0,5%.

Camasa cnoxHas npob6nema BO3HMKAeT MPU OOHapyXeHWM aHoMma-
amn y nnoga. B aTom cnyuvae poauTenu JOMKHbI MPUATW K onpege-
NEeHHOMY peleHUto, na 4Yem cnefgyeT NoApo6HO OCTAHOBUTLCA NpwU
KOHCY/IbTUPOBaHUM CcynpyXeckoil napbl. CenekTUBHble abopTbl MO
reHeTMYeCKMM MOKa3aHMAM HepefKO Bbi3blBalOT YYBCTBO BUHbI U MO-
[aBNeHHOCTN Yy POAUTENelt, 4yTto AO/MKHO ObITb yCTpaHeHo [Blumber,
Golbus, Hanson, 1975]. HecmoTpsa Ha 3MOUMOHaNbHYl TpaBMy, 60/b-
WWHCTBO POAMTENe CYUMTalOT, YTO OHWM NPUHANK 6bl TO XEe pelleHune,
M NpeanoynTaroT npepbiBaTb 6EPEMEHHOCTb, HEXeNn pPoAuTb 6ONIbHOrO
pebeHkKa.

BMN3YANbHOE HABMOAEHWE

Ana MHOrMx MeHgenupylwmux 3ab6oneBaHWii M 6OMbLIMHCTBA MYNbTU-
(haKkTOpManbHbIX BPOXAEHMbIX TMOPOKOB pasBMTMA He 06HapyXeHo
OUOXMMUYECKUX WAN XPOMOCOMHBIX HapylweHuit. B Takmx chnydasax
npeHatasibHas [AMArHOCTMKA OCHOBbLIBAETCSA Ha MeTojax MpamMoro wu
HenpsaMoro BM3yanbHOro HabnwgeHWA nnofa, K KOTOPbIM OTHOCATCA
YNbTPacoOHO- U pPeHTreHorpagusa.

C BBeAeHMEM Cepoil LWiKanbl W ynbTpacoHorpahuu B pexume pe-
anbHOro BPEMEHMW CTafio BO3MOXHbIM AMAarHOCTUPOBaTb BHYTPUYTPO6-
HO Uenblil psp BPOXAEHHbIX paedekToB (puc. 28) [Hobbis et al.,
1979], B TOM uucne aHaHuedanuto [Campbell et al., 1972], mneno-
meHuHrouyene [Campbell et al., 1975], omdanouene [Roberts, 1978],
nonMkmcTo3 novek [Bartley et al, 1977], rugpoueganuio [Lee,
Warren, 1977] w» aTpe3uto [ABeHaguLaTUnNepcTHOW Kuwku [Loveday,
Barr, Aitken, 1975] (npunoXxeHuwe B KOHUe rnaBbl). upgpoueganms
AvarHocTupyeTcs NyTeM M3MeEpPeHUs pasMepoB >KenyAo4vykKoB, KOTOpble
MOTYT ObITb 3HAUYUTENIbHO YBE/NIMYEHbI [Jaxe Mpu HopmanibHOM 6una-
puetanbHom pauameTpe [Filly, Golbus, Heony6/inKoBaHHble AaHHbIe].
C nomouwbio ynbTpacoHorpa@uu BO3MOXHO TakXe OMNpejennTb ANUHY
6eApeHHOM M nneyeBO KOCTeN. OTa TexHMKa Oblla NMpUMeHeHa And
KOHTPONA pa3BUTMA ABYX MMOLOB C axOHApOMaasnein M npeHaTanbHOI
AVArHOCTUKU PeLeccUBHOW (hopMbl MeTaTpONHOW KapnukosocTu [Filly
et al., 1974].

MeTog npsiMmoli peHTreHorpauu O6bll UCMNOMbL30BAaH ANA AUArHO-
CTUKN KapnukosocTn Tuna CanbamHo — HyHaH [Richardson et al.,
1977] w» BbISBNEHWA aHOManNWii Ny4eBON KOCTW Yy naofa C LeNbH
MCKNOYEHUs CMHApPOMA TpoMOGOLMTONEHWW C annasveilt NyyeBOM Koc-
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Puc. 28. AHomanuu, BbiABAAEMbIE NPW YNbTPacoHOrpagmum.
a — 3aTbl104HOe 3Hu,ecpan0u,ene; 6 — KWUCTO3Has rngpoma; B, r—rm,qpaHeHuechanMﬂ.



tu [Omenn et al., 1973]. OgHako ecTb COOOLLEHUA, YTO MNPU PEHT-
reHorpacumn Ha 20-i megene 6epeMeHHOCTM MAOAbI C axOHApoNnasunein
N MH(aHTUNbHLIM OCTEONOPO30M CKefneTa He 6binn BbifABAeHbl [Golbus,
Hall, 1974; Golbus, Ivoerper, Hall.,, 1976]. Npu KOHTPacTHOW peHT-
reHorpagum ncnonb3yeTca BOAOPACTBOPMMAsA Kpacka Ans onpegene-
HWS aKTa r10TaHMa y Nnoja C UeNnbilo BbIABMEHWS aTpe3nun nuiiesoaa
naov fABeHajuaTunepcTHOM Kuwku [Ducnhoelter et al., 1976]. 37oT
MeTO4 MO3BO/MSIET MOAYYUTb K306paKkeHWe ouepTaHU naoga, 4TO
MMeeT 3Ha4YeHua ANd AMarHOCTUKM aHOMalbHbIX pasMepoB ero unu
Kap/IMKoBOCTU C KOPOTKMMU KoHeuyHocTaMu [Golbus et al., 1977].
OfHako co BpeMeHeM MeTofbl MPAMOW W KOHTPAcTHOW peHTreHorpa-
(K BCE X€e BbITECHATCA METOLOM ynbTpacoHorpadnu.

Mpamoe HabnwgeHne 3a MAOAOM OCYLeCTBAAETCA MNPU MEeCTHOM
anectesuy C nomowbio (Gubpo3HAZOCKONa. IHAOCKOM, B KOTOPOM Ha-
X0[ATCA TBepAble KPUCTanfbl, OKPYXXEHHble BOIOKHaMu, cobupato-
WUMyY npoxoasdwunii ceeT, umeetr aumametp 1,7 MM, a BHEWHUN Awna-
MeTp BBOAMMOW KaHOU paBeH 2,2 MM. JTOT MeTOj4 MO3BOMSET UHOrga
BUAeTb OTAENbHble YacTW Maoja, HO MOAHbLIA 0630p ero ygaeTca che-
NaTb O4YeHb pefKO, MOCKOMbKY (DOKYCHOE pacCcTosiHWe cocTaBaseT
1—2 cMm. TeM He MeHee MMelTCH CO06LIEHUS O 6 06CNef0BaHHbIX
METOLOM (PeTOCKOMNUM 6epeMeHHbIX C PUCKOM POXAEeHUS pebeHKa C
cuHgpomMom 3dnnuca — BaH-KpeBenbga vaM ayToCOMHO-AOMUHAHTMbIM
CUHApOMOM pacuienneHma kuctun [Golbus, Heony6/MKOBaHHblE fAaH-
Hble]. B pe3ynbTaTe BbIABAEHUA MOAUAAKTUAWM Y OAHOro nnoga 6bin
nocTaBfieH [AMarHo3 cuHgpoma 3nanuca — BaH-KpeBenbfa, KoOTOpbIi
6bln  NOATBEPXAEH nocne OKOHYaHua 6GepemeHnocTu [Mahoney,
llobbins, 1977]. BeposiTHO, YTO pPaccMOTpPeHHbIA MeTod 6GyaeT urpatb
OMnpefiefIeHHYI0 pOib B NMpeHaTalbHOW AMArHOCTUKE W B AajbHelem.

EVNOMCUA TKAHEN NMNOAA

MeTog (eTockonuy¥ MPUMEHSAOT FNaBHbIM 06pa3oM Anf MNONyYeHUs
6uonTaTa TKaHel nnofja, OT/AIMYHbIX OT MNPUCYTCTBYKOLMX B ammnuo-
TWYECKOW >XMAKOCTU. MHOrme HacneAcTBeHHble 3abo0fieBaHWA, Me Co-
NMpoBOXJaloLiMecs M3MEHEeHWSAMM COCTaBa aMHUOTWMYECKOW XUAKOCTHU,
OVNarHoCTUPYKTCA NyTeM WUCCNeA0BaHUS APYTMX TKaHel WM KNeTok
nnoga, yvawe Bcero o6pasuoB MNAOAHOW KpPoBMW. [onyvyeHWe KPOBWU MoO-
fja NpPoM3BOAAT NyTeMm 3abopa ee M3 MYMOBUMHHbLIX UAW NnalenTapHbiX
cocyaoB, BMaMMbIX npu detockonum [Hobbins, Mahoney, 1975; Ro-
deck. 1980]. WHorpa, Korga HEBO3MOXHO MCNOMAb30BaTh (eTockon,
3a60p KpOBU M3 NnaLeHTbl MPOW3BOASAT WINOA 20-ro Kanubpa mnog
NpsAMbIM YNbTpa3ByKoBbIM KOHTponem [lvan et al.,, 1974b; Golbus,
Kan, Naglich-Craig, 1976]. Mpwn o6oux wmeTogax o6pasybl MOryT
cojepxatb CMeCb KpOBM MaTepu U nnoga. lMoOCKOAbKY 3pUTPOLUTHI
nnoja MMerT 60MbWNIA 06bEM, YEM KJETKU B3pOCAOro, WX Oonpefens-
0T MUMEeHHO No 3ToMy npusHaky [Kazazian et al., 1972].

OCHOBHas aHOManusa, KOTOPYH MOXHO O06Hapy>XuTb MN0A06HbLIM
06pa3om, — 3TO HapylleHWe CTPYKTYPbl U CUHTEe3a remornobuHa. Xots
OCHOBHbIM FeMOrfiobUHOM, KOTOpbI/i CUHTE3UpyeTcs y Naoja B nepBble
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mecsaubl, asnfetca HbF, coctoAwumini M3 a- u y-uenei, ¢ 9-ii Hegenu
y njoja npoucxXoauT Takxe cuHTe3 R-ueneii. CnefoBaTeNbHO, BO3-
MOXHO BbISIBAATL Ae(eKTbl CUHTe3a remornobuHa (B-tanaccemus)
MU ero CTPYKTypbl (CepnoBUAHO-KNETOYHaA aHemus) y nnoga. lMocne
NOSIBIEHUS NepBbIX COOOULEHMI O NpeHaTanbHOW AuarHocTuke RB-Ta-
naccemun [Kan et al., 1975b; Kan, Golbus, Dozy, 1976b] u cepno-
BUAHOKNeTounoih aHemuu [Kan, Golbus, Trecartin, 1976a] 6bis0
npoBefieHO uccnefoBaHne KpoBu nnoga 6onee yem y 1500 GepemeH-
HblX, Y KOTOpbIX OTMe4ancsi puck posiefeHus pebeHKa C remornobuHo-
natneir. [Ana atoro aHanusa TpebyeTcs 10 mMn KpoBu nnofa, a npu-
MeCb MaTEPUHCKOW KPOBU He npefcTaBnfeT Hepaspewunmoli npobnemsl.
O6wWwunin ypoBeHb rNO6GMHOBOrO CUHTE3a B KNeTKax njofa 6onee 4yem
B 500 pa3 npeBblllaeT YPOBEHb €r0 B MaTePUHCKUX KNeTKax; Takum
obpasom, Jaxe nNecMoTps Ha TO 4YTO CUHTe3 R-ueneli cocTaBnser
npumepHo 50% oOT 06Lero cMHTE3a UX B K/eTKax KpPOBW MaTepu U
nvwb 5% oT o6lWero cuHTe3a B KNeTkax MNaoja, pofib MaTepUHCKUX
KNeTOK B YypOBHEe pajguMoakKTUBHOCTWM [-uenein muccnegyemoro obpasua
HeBenuka [Nathan, Alter, Frigoletto, 1975]. O6pa3ybl KpoBM M3 nNna-
LeHTapHbIX COCYAOB C ManbiM COfepXaHueM MA0AHbIX KeTok obora-
warTca UMW nyTem AudepeHUNanbHON arrnloTUHALUUM € UCNOMb-
30BaHWEM aHTUTeNn anTu-i. MOCKONbKY aHTUTEH i NPUCYTCTBYeT TO/b-
KO Ha KneTkax nnofja, nocne AuddepeHUManbHOW arrnlTUHaALUK
KOHLUEHTpaumna KneTok nnoga coctasnsetr 75—100% 6e3 ceneKTUBHON
notepu KneTok, cogepxawmx HbA [Kan et al.,, 1974a]. Heb6onbwas
noTeps KAeTOK Mjiogda B pe3ynbTaTe 3TOM mnpouefypbl MOMHOCTbIO
KOMMeHcupyeTcs oboraweHuem o6pasua. [ns o6pasyoB KpoBu, MNO-
NYYEHHOW M3 MYMOBUHbI, KOTOPble 06bLIYHO COCTOSAT M3 YUCTOW KPOBWU
nnoja, HeobxoAMMOCTb B MPOBeAEHUM MOJOOGHbLIX MEponpuATUIA oTna-
haer.

Ha HauyanbHbIX 3Tanmax MOMbITKM MNONYYEHUS KPOBW Nnoja Hepeg-
KO 3aKaH4YMBanucb ero ruébenbto. OAHAKO, KakK M BCe MOBble METOAbI,
camble NepBble 3KCMEPMMEHTbI BCerga COMNpPsXXeHbl C HenpeaBUAEH-
HbIMW TPYAHOCTAMUW, KOTOpble yaaeTcs u36exaTb C MOMOLLbO MOAW-
thukaunin  metopa, M 6GesonacHoCTb npoueaypbl YyBeauMumBaeTca Mo
Mepe HakKonjeHus onbiTa. B HacToslwee BpeMs y OMbITHOTO Bpava
BEPOSATHOCTbL rMbenn nnoga M cCnNoHTaHHOro abopTta npu geTockonuu
C MONy4YeHWEM KpOBM naofja cocTaBnseT npumeHo 5% [Mahoney,
Hobbhins, 19791. 3a6op KpoBM naoga fonseH NpoBoAMTCS Ha 18-ii He-
fene 6epeMeHHOCTM, TaK KakK Mo Mepe yBe/M4YeHus cpoka npoba Kpo-
BM OyaeT npeAcTaBnATb MenbWWin 06bem OT 06WeEro obbema KpoBU
nnoga.

BepoaTHO, B 6yaylem 3puTpouuThl nnoja 6yayT UCnonb3oBaTbecA
He TOMbKO [Ans aHanus3a remornobuHa. HekoTopble HacnefCTBEHHbIE
LetheKTbl 3pUTPOLUTAPHbLIX (PEPMEHTOB WM CTPYKTYPHbIX KOMMOHEH-
TOB MPUBOAAT K PasBUTUIO TFEMOAUTUYECKMX aHeMnii. Takue Hapy-
WeHNa TeopeTUYecKU MOTyT AMArHOCTUMPOBATLCA MpeHaTasbHO, ecnu
B apuTpoumMTax nnofa, Kak U B 3puTpouLUTax B3POCAbIX, MOXHO Bbl-
ABUTb XapaKTepHble ANA 3TUX COCTOAHWI M3MeHeHUs. Kpome TOro,
3pUTPOLUTLI MI0Aa MOFYT COAepXaTb (DepPMeHTbI, HE MPUCYTCTBYHOLLME
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B aMHMOTUYECKOW XMAKOCTU W ee KJeTKax, HO TUMUYHble Ans Apy-
rmMx TKaHel. MpUMepPoOM MOXET CAYXWUTb apruHasa, AeuunT KOTOpOW
Bbl3blBAET TMHEpPaprulilIeMunio € MNPOrpeccUpyroMMy HeBpOornye-
CKUMW HapyleHusmu. XoTa npegnonaraetcs, 4to NPUYMHOA 601e3HU
ABNAeTCA Ae@UUMT MeYeHOUYHON apruHasbl, ee MOXHO OonpeaensaTb U
B apuTpoumMTax naofa, 4TO CO3JaeT BO3MOXHOCTb MNpeHaTanb-
HOM AuarHocTukm 3abonesaHmsa  [Spector, Cererbawn, Bernard,
1977].

Mpu nonyyeHWn 3puTPOLUTOB M3 MAaLeHTbl B Npobe OJHOBpPEMEH-
HO cofepXaTcqd W LpyrMe KOMMOHEHTbl MAOAHON KpoBW. ITO 06CTOS-
TeNbCTBO ObISIO UCMNONL30BAHO AN M3Mepenus akTUBHOCTU KpeaTrnH-
tocokmHasel (K®K) B nnasme KpoBM Moja Kak MapKepa Mbllley-
Holl gucTpodmm  [roweHHa. 310  X-cuenneHHoe  3aboneBaHue
CONPOBOXAAeTCA 3HAUYMTENbHbIM MOBbIWEHWEM YPOBHS CbIBOPOTOYHOM
K®K y 60bHbIX NpeAnonoXunTenbHO BCAeACTBME BbiX0Aa (hepmeHTa
M3 MOPaXEHHbIX MblWEYHbIX BOMOKOH [Zundel, Tyler, 1965]. Mpea-
MOMOXEHWe, 4YTO NaToNOrMYECKUn MPOLECC MOXeT HauuMHaTbCH OYEeHb
paHo, BbI3blBas YBeAMYEHMEe YpPOBHA nnasmeHHoli K®K y nnoga,
NpMBENO K MOMbITKAM BHYTPUYTPOOGHON AMArHOCTUKWM AAHHOrO COCTOS-
Hua [Mahoney et al.,, 1977]. Bbinu o6cnefoBaHbl 24 Naoja MYXCKO-
ro nona c PUCKOM MHoAMCTpotuu [llowerTaa; B pesynbTaTte B Tpex
cnyyaax 6bin NOCTaBfieH NI0XHOOTPMUATENbHbIA AMAarHO3 N B Of4HOM,
BEPOATHO, MONOXUTENbHbI AunarHo3 [Golbus et al., 1979b]. Mony-
YeHHble fJaHHble YyKa3blBalOT Ha TO, YTO WUCNOMb3yeMblli MeTOoh He
BCerja Mo3BONAET BbIABAATL 3abofieBaHUe MpeHaTasbHO U, TaKUM
obpasom, yposeHb K®K y nnoga He MOXeT MMeTb OMpefenstoLwero
3HAYeHMA ANA NPUHATUA pelleHns 0 MPOAO/DKEHWUU UAN MpepbiBaHWUK
6epemMeHHOCTH.

Llenblii psfg reHeTUYeCKN BaXHbIX CbIBOPOTOYHbLIX 6€MKOB HauvyuMHa-
0T CMHTe3MpOoBaTbCsH Ha paHHWUX cTaauax pas3sutus [Gitlin, Biasucci,
1969]. Ocoboro BHMMaHMA C TOYKM 3PEHUA MpeHaTaNnbHOW [MarHo-
CTUKM 3acnyxwuBaeT (akTop cBepTbiBaHua VIII, Hapywawwuiics
npu remopuanm A. ITOT (aKTOp MOXeT 6biTb OnpefeseH Kak € no-
MOLLbIO MMMYHO/IOFMYECKUX MeTOA0B, TaK U C NOMOLWbIO aHanu3a ero
aKTUBHOCTM Yy nnogoB Ha 14—16-in Hepgene 6GepemeHHocTu [Holmber
et al.,, 1974]. K HacTofiLlemy BpemMeHW MpoBefeHa MpeHaTanbHas
AvarHocTuka 60MbWOr0 4yucna nAOAOB C PUCKOM pasBUTUS Y HUX
remopunaum A u, ecnum cTeneHb [OCTOBEPHOCTU [uarHo3a OCTaHeTcH
BbICOKOM, NOTPeBHOCTb B Takoi mnpoueaype 6yAeT YBeNMUMBATHCSA
[Firshein et al., 1979]. K Apyrum BaXXHbIM C Te€HETMYECKON TOYKMU
3peHna 6enkam, BXOASAWMM B COCTaB MJIOAHON CbIBOPOTKM, OTHOCATCA
UMMYHOTFN00yNnHbI, WHrM6uTOp C~H-3cTepasbl (KOTOpbI  AetheKTeH
WU OTCYTCTBYET MPU aHTMOMEeBPOTUMYECKOM OTeKe), uepynnonnasMmmnH
(CcHWXeH npu 60Me3HN BunbcoHa), CH-aHTUTPUNCUH (AedeKTeH wuam
OTCYTCTBYET Npu OMpefeneHHbIX HACNeACTBEHHbIX (hOpMax XpoHuye-
CKOW amdu3emMbl Nerkux M uUuMpposa neyeHu), GubpuHoreH (U3MeHeH
npyv pasfuyHbIX AUCHHOPUHOrEeHEeMUAX WAW OTCYTCTBYeT npu adub-
pyUHOreHemMun) W KomniaemeHT. lMpeHaTanbHas AWArHOCTUMKA YKa3aH-
HbIX COCTOSIHMI MOXET 6biTb BbIMOSHEHA C MOMOLLbI (eTocKonuu u

aHanmisa KpoBu nnopa.
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Kpome 3puTpouuTOB, B MpeHaTanbHOW AMArHOCTUKE FEHETUYEeCKUX
HapyweHnn MoOryT ObiTb WCMOMb30BaHbl W Apyrne (OPMEHHbIe 3fe-
MeHTbl KPOBM Mofa.

1. Tsaxenble co4yeTaHHble MMMynofepnunTHble COCTOAMMNSA — 3TO
reteporeHHas rpynna 3abofneBaHuil, XapakTepu3ylwWwUxca ¢GYyHKLMO-
Ha/llbHOM HEAO0CTAaTOYHOCTbIO T- U B-KNeTOK C HapyLlleHWeM K/eTOYHO-
ro U rymopanbHoro mmmyHuteta. MNocne 15-ii Hegenn 6GepemMeHHOCTU
AMMQOLUTLI NA0Aa YYBCTBUTENbHbI K CTUMYAAUUM (GuTOremMarrnoTn-
rntHom (PTA) [Stites, Car.,, Fudenberg, 1974]. Bbin paspaboTait
MUHU-OTJT cTUMYNUpYOLWKUIA TecT, AN MPOBeAEHWS KOTOPOro Heob6-
X0AUMO TOonbko 2500 numgouMTOB, W onpejeneHbl ONTUMaNnbHbIE
YCNOBMA TECTMPOBaHUS NMMQOLUTOB MNI0Aa.

MeToa no3BonseT OMNpefensaTb MMMYHONOTMYecKuid ctaTyc nnoga
in utero.

2. X-cuennenHbln cuHApoM BwuckoTtta — Ongpuya, Mpu3HaKamu
KOTOpPOro fIBASIOTCA 3K3emMa, TPOMOGOUUTOMEHUS, M MOBTOPHble UH(EK-
uun. CmepTb HacTynaeT OT WMHMEKUWA, KPOBOTEYEeHU WAM 3n0Kade-
CTBEHHOTO MepepoXaeHWsa nuMMGOpeTUKynapnbiX Kknetok [Rosen,
1974]. TpoMbBOUUTLI MOPAXKEHHbIX MYX4YUH W MNAOAOB MYXCKOro nofna
NPUMEPHO Ha 73 MeHblle, 4yeM B KOHTpone [Grottum et al.,, 1969],
4YTO NO3BONSAET NpeHaTaNbHO AWArHOCTUPOBATb CUMHAPOM.

3. bone3Hb HakonneHus ramkoreHa, tmn | (6onesHb Mupke), Ha-
cnepyeTcs Mo ayTOCOMMO-PELLECCUBHOMY TUMY; XapakTepusyeTca ru-
nornMkKeMuen, runepaunemuenn, runepnaktauugemueid u renatomera-
nuein. 31o 3aboneBaHue 00YCNOBMEHO CHUMXEHWEM aKTUBHOCTW TFHOKO-
30-6-pocpatasbl  (M-6-®) [Cori, Cori, 1952]. HepaBHO 6bIN0
[0Ka3aHo, 4YTo M Tpomb6ouuTbl cogepxat [-6-®, No aKTUBHOCTM KO-
TOPOl/i MOXHO OnpefennTb CTeMeHb HEeAOCTaTOYHOCTU  (hepMeHTa
[Soyama et al., 1973; Negishi et al.,, 1974]. K HacTosleMy BpemMeHU
3aBepliaeTca pa3paboTka MUKPOMETOAa, KOTOpbIA, BepoATHO, obecrne-
YNT BO3MOXHOCTb MpeHaTalibHON ANArHOCTUKMU 60Me3HW HaKonneHus
rnukoreHa tuna | (6onesHb Mupke).

Lpyroii TkaHbiO, KpOMe KpOBMW, KOTOPYK Mofayyvyanu npu 6Moncum
nnoga, fasnsietca koxa [Valenti, 1972]. VmetwTca faHHble MO WUC-
NoNb30BaHWID 6uonTaTa KOXW naofja ANs AMArHOCTUKKM ayTocomno-
pomnHanTHoro uxtuosa [Golbus et al.,, 1980], ayTocomHo-peLeccuB-
Horo mxtunosa (cuHgpom apnekuHa) [Elias et al., 1980b], 6ynne3Horo
anugepmonnsa [Rodeck, Eady, Gosden, 1980]. XoTda u cyuwecTByeT
BO3MOXHOCTb MOMYy4YUTb [OCTATOUYHOEe KO/Ju4ecTBOo (ubpobnactosB Ans
NpoBeAeHMUA KapnoTunuposanus U 6GUOXUMUYECKUX UCCefOoBaHUA,
4YTO B HEKOTOPOW CTEMeHU YCKOpSeT MOAy4YeHUe KOHEYHbIX pe3ynbTa-
TOB MO CPaBHEHWI C KyNbTYypOi KNeTOK aMHUOTUYECKOW XUAKOCTW,
06bIYHO BbLIMTPbLIW BO BPEMEHM He OKynaeT TOW OMAacHOCTM, KOTOPOW
nogsepraetca naof. Ymcno metrabonnyeckux HapyLleHWi, AMarHoCTu-
pPyeMblX B KY/NbType KOXHbIX (PM6po6NacToB U He AMarHOCTUPYEMbIX
B K/leTKaX aMHUOTMYECKOW >XUAKOCTW, CAMLIKOM Mano, 4Ttobbl MeToj
6uoncum Koxu npuobpen npemmywectBa. OpHako 6uoncus Mbiwy,
MOXET 0Ka3aTb CYLeCTBEHHYI MOMOULb B MpeHaTanlbHOW AMarHocTu-
Ke MuonaTui.
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MEPCMEKTUBbI

MpuHUMNManbHO MHOM MOAXo4 K npobieme nojy4vyeHus KNeTOK naoga
3aK/a4aeTca B TOM, 4UTO6bI MoOfy4vyaTb KAETKU €ro KpoBMW, KOTOpble
MPOHMKNAN 4epe3 NMaueHTapHbIi 6Gapbep B KPOBOTOK MaTepu. IT0
oCyuLecTBNsAETCA NyTeM pasfeneHns (PayopecueHTHO-aKTUBUPOBAHHbIX
KNeToK B COOTBETCTBMM C WX pasMepaMum U KOAMYECTBOM (ayopec-
LEeHTHOrO KpacuTens, CBA3aHHOr0 C KAeTKolW. XOTA MeToh WMCNOoNb3y-
eTcsa ANns oboraweHMa KNeTOYHOW nonynauuu knetkamu nnoga, Hu T-r
HW B-KNeTouyHble MUTOreHbl He CTUMYAMPOBaNW KNeTKW nnoja K fge-
neHuto [Schroeder et al., 1977]. W3yyeHue XpoOMOCOMHOro Hab6opa
KNeToK, He BCTYMWBLUMX B MWTO3, HEBO3MOXHO. [lpyras TpyAHOCTb
3aKfnoyaeTcs B TOM, 4TO 6enble KNETKW KPOBW OT npeabigyuieii 6e-
peMeHHOCTM 6bln 06HapyXeHbl B KPOBOTOKe MaTepu 6Gonee yeM 4yepes
rog [Schroeder, Tiilikainen, de la Cliappelle, 1974]. Toka TpyaHO
ckasaTb, OyAyT nu NpeofoneHbl 3TW TpyAHOCTM U 6ygeT Au ad-
(heKTUBEH [AaHHbIA MeTO4 B OTHOLEHWM TNpeHaTalibHON AuarHo-
CTUKMU.

BepoATHO, MHOrMe ayTOCOMHO-AOMWHAaHTHble 3ab0neBaHUs He Mo-
ryT 6biTb MAEHTUGULUPOBAHbI MO MPOAYKTY aHOManbHOro reHa. Heko-
TOpble M3 HUX, TaK Xe KakK W HekoTopble X-cuenneHnble 3abonesa-
HUA, MOTYT BbIABAATLCA Y Naoja MyTeM MCNONb30BaHMA CUENnNeHnblX
reHeTMyeckmx MapkepoB. C Bo3pacTatolieli yacToToli 0B6Hapy>XuBawT-
CA reHbl flerko onpepensieMblX OGUOXUMUYECKUX WAN UMMYHONOrMYe-
CKWX MapKepoB, KOTOpble TECHO CLenneHbl C FeHaMu HacneACTBEHHbIX
3aboneBaHnin [McKusick, Ruddle, 1977]. CyuwHOCTb MeToAa 3akK/to-
yaeTcs B BbISIBlEHMW Yy Njofa FeHeTUYeCKOro mapkepa, KOTOpbIil Tec-
HO CUen/ieH C MYTaHTHbIM TeHOM, Bbl3blBalOlW MM 3abonesaHue. B no-
TeHUManbHO WHMOPMATUBHOW CUTyauun HOCWUTENb «BPEAHOro» reHa
TakXe reTepo3nroTeH MO CUEMJIEHHOMY C HUM MapKepHOMY TeHy,,
a cynpyr(a) romosuroteH Mo peLecCUBHOMY reHYy B MapKepHOM o-
Kyce. lpu u3yyeHUW HacnefoBaHWUA 3TOF0 MAapPKEpPHOro npusHaka
MOXHO KOCBEHHO cfAefnaTb 3ak/jl4veHue 0 ToM, 6bin1 AU nepepaH
«BpeAHbIN» TreH nnoagy.

Bonblwoe 3HavyeHWe umeeT 6AM30CTb MapKepPHOro noKyca K My-
TaHTHOMY JIOKYCYy Ha XpOMOCOMeE, TakK KaK 4acToTa KpOCCUHroBepa
nponopuuoHanbHa pacCcTOAHMIO MeXAy JfoKycamum W UrHopuposaHue’
ee MOXET NPUBECTU K OLINOKaM.

BnepBble aHanu3 cuenfieHUs 6bl1 MPUMEHEH MpU ayTOCOMHO-A0-
MWHaHTHOW dopme MWUOTOHMYecKoin pguctpodum  [Schrott, Karp,.
Omenn, 1973]. IeH 3toro 3abofieBaHWS TECHO CLENJEH C FeHOM Mpu-
3Haka cekpeumn ABH [Renwick et al.,, 1971]. MockonbKy N0 amHuKO-
TUYECKOW XMAKOCTU MOXHO OLeHUTb cekpeuuto ABH y nnoga [Har-
per et al., 1971], meTof cuenfeHUs reHOB Obl NPUMeHEH Ana npe-
HaTanbHOW pAunarHocTuku [Insley et al.,, 1976]. [Apyrue ueHHble Ans
npeHaTanbHOW [AWArHOCTUKWM TFPYMMNbl CLenneHnus BKAOYalT B cebs
rnoKo3o-6-poctargerngporeHasy u remodunuio A [Edgell et al.r
1978], nokycbl HLA ¥n pasnuyHble KOMMOHEHTbl KoMniemeHTa, HLA
n gepununt 21-rmgpokcunasbl HagnovyeyHnkos [DuPont et al., 1977],
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a Takxke HLA v [JOMWHAHTHO Hacnefyemyk CNMHHOMO3XEYKOBYIO
atakcuto [Boyer, Graham, 1965; Jackson et al.,, 1977]. MocnegHsas
[OCTAaTOMHO TecHas rpynna cuenfeHus f[aeT BO3MOXHOCTb MpeHa-
TaNbHO AuarHocTupoBaTb 3abo/fieBaHMe, KOTOPOe OObIYHO NPOABAAETCH
y B3pOC/bIX.

PAA W3BECTHbIX HapyLIeHWiA 0O6MeHa BEeLLeCTB MPOSABAAETCA TOJb-
KO B OQHOM WNM [BYX BuAax TKaHeil opraHuiama, KOTOpble He MOryT
ObITb MOAYYEHbl MW M3 aMHUOTMYECKOW XMAKOCTW, HU Mpu 6Guoncum
nnoga. MoOCKONbKY Kaxpjas KneTka COAEPXMUT MOHbIA Habop reHOB,
npobnema 3akayaeTcsa B TOM, 4TOObl aKTMBMPOBaTb HE(MYHKLUOHM-
pylowme reHbl B KneTkax, KOTOpble JOCTYMHbI 418 aHanu3a. JTO MO-
XEeT 6blTb AOCTUTHYTO MPW MNOMOLWMW MeTofa CNUAHWUSA KNeTOK nnoga,
MOAYYEHHbIX M3 aMHUOTUYECKON >XMAKOCTU, C KNeTKaMU-«aKTMBaTO-
pamu», B HOpPMe MPOAYLUPYHLWUMU UHTepecyrwuin depmeHT. Takoi
nogxof 6bl1 MCNONb30BaH B 3KCMepuMeHTax no rubpuausaumm coma-
TUYECKMX KNeTOK, Korpja ypjanocb npoHa6niofgaTtb, Kak fgpa ¢ubépo-
6nactoB MAM NeWKOUMUTOB Havanu CUHTe3MpoBaTb anbbyMuH mnocne
CNNAHNUA MUX C KNeTKamu renatombl [Peterson, Weiss, 1972; Darling-
ton, Bernhard, Ruddle, 1974]. l'en anbbymnHa B HOpMe (DYHKLMWNOHW-
pyeT TONIbKO B MEYEHOYHbIX KeTKax, HO OH MOXeT 6biTb aKTUBMUPO-
BaH B (hubpobnactax M nekouumTax KneTKamu remnatombl. Y crnewHoe
pasBuTMe MeTOfa aKTUBaLWU He(PYHKLWOHUPYIOWMX FEHOB UMeNo 6bl
0COBEHHO BaXKHOe 3HauyeHWe [N MpeHaTaNbHOW AUArHOCTUKKU TaKuX
COCTOSIHWI, KaK HapyLWeHUs CUHTe3a MOYEBWUHbI, OMPefeneHHble TUMb
MyKonosucaxapugosa, MMonatun U GeHUNKeToHypua.

MpeanonaraeTcs, YTO B MepCNeKTUBE C MOMOLWLbIO MpeHaTanbHOM
OVMarHoCcTUKN OyAyT BO3MOXMbl JleYeHWe MOopaxeHHOro nnoja u Kop-
pekumsa pedekta. OAQHAKO ManoBepoATHO, 4TO Ans 3aboneBaHuit ¢
(hM3MYECKMMU aHOMaNMAMU, TakUX, Kak CUHAPOMbI aHeynnouguii, 6y-
LyT pa3paboTaHbl 3PeKTUBHbIE METOAbl KOPPeKLUW WM MPEeBEHTUB-
HOli Tepanuu. Bonee TOro, Mo KpaliHeil Mepe MpPW HEKOTOPbLIX Hapy-
WeHUax obMeHa BelecTB y nnoja MOrYT pa3BUTbLCA HeobpaTuMble
NOBPEXAEHUS YXe KO BpPeMEHW NpoBeAeHWs MNpeHaTanbHON AMArHO-
CTUKW.

B ctatbe Fox, Littlefield (1971) npousBegeHa OLEHKa BO3-
MOXHOCTEA W OTBETCTBEHHOCTW TEHHOW Tepanuu, ee OrpaHUyYeHus wu
onacHoctTu. faxe ecnum 6yayT paspaboTaHbl MeTOAbl FeHHOW KOppek-
unn, nNnog He MoXeT 6biTb MepBbiM 06bEKTOM ANA NOAO06HBLIX 3Kcne-
PUMEHTOB.

B npeHaTanbHOM [AWArHOCTUMKe YXe JAOCTUTHYTbl 3HA4YUTENbHbIe
ycnexu, ga u B OyAylwem B 3TOM OTHOLEHWW OTKpbIBaTCA 060/b-
lWne nepcnekTusbl. Yucno 3aboneBaHWil, AMAarHOCTUPYEMbIX BHYTpU-
YTPO6HO, HECOMHEHHO, 6yfeT yBenuMumBaTbCsA, U aMHUOLEHTE3 CTaHeT
06bIYHOW NpoLeAypoi ANS XEHLWWUH, NOABEPXEHHbIX PUCKY POXAEHUS
Yy HuUX pebeHKa C HacneACTBEHHONW MaTtonormein. PyTmHnoe ob6cnegoBa-
HVWe [O/MDKHO NPOBOAUTHCA COBMECTHO C aHaaM3oM MeTadasHbiX Xpo-
MOCOM W MUWKPOAHANM30M K/EeTOK AN AWNarHOCTUKM OBUOXUMMUYECKUX
HapyLeHWN.
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MpunoxeHue. MpeHaTanbHO AMArHOCTUPYEMble GUOXMMUUECKUE

HapyLeHus

BonesHb

AkaTanasus
Oeduuynt agcnosnHgeammnHa-
. bl

AfpenoreHuTansmoe CUH-
APOMbI

ApPryWW-CyKUNMMHOBAS aLH-
ypus

ACHapTUATOKO3aMUHYpUS
FOBEHUNbHA  MO3XeuKoBas
aTakcus

CuHgpom Yepmaka—XHracu

bonesHb HakonneHus agu-

poB XonectepuHa
XPOHWYECKUIA rpaHynemaTos
UntpynnnHemusa
Linctatnonuuypus
Kuctogpmnbpos

Lnctmnos

Cungpom Onepca — [laHnoca,
TIn

Cunpapom 3nepca — [laHnoca,
™n Y2

BonesHb ®abpu 2

bonesHb dapbepa
DUHCKNIA Hedpos

DyKo3n[03
Oednunt ranakToKnHasbl
[anakTo3emusa

[eHepanu3oBaHHbIA ranrauo-
31go3 (OmMrranranosngos,
mn 1)

HOBEHWUNbHBIA  FaHrNNo3ng03
(Gmi-raHrnnosmnaos,

Tin 1)
HOBeHUNbHbIA OM2-raHrAno-
31403
bonesHb lMNowe
boncanm HakonneHua rnau-
KOreHa
Tun Il (6onesHb lMomne)
Tian 1l
™mn IV
emorno6buHonatTum

146

MpeHaTanbHas
Jedpekt AuarHocTukal
KaTtanasa Bo3moxHa
AfenosnHaeaMunHasa Na
MeTtabonutbl 11-, 17- unm 21-cte- »
pOHA ruapokcnaasbl
AprunuucykunHasa Oa
B-AcnapTunrnwkosammpaasa Bo3moxHa
[ekco3amuHHpasa A n B Bo3moxHa (B
HEKOTOpPbIX
cnyyasx)

HenssecTeH (BHYTpMKIeTOUYHble BO3MOXHa
TeNbLa-BK/ 0 YEHHS)

Kucnaa nunasa To xe

OTpuuaTenbHblit HET TecT Oa

ApruwicykumnmaTeHHTeTasa »

LinctatnoHasa BeposTHa

MUGB-peakTUBHble npoTeasbl BosmoxHa (B
HEKOTOPbIX
cnyyasx)

HenssecTeH (HakonneHue uuc- fa
THHA)

HenssecteH (oTcyTcTBue Il Tn- Bo3MoXHa
na KonnareHa)
Ninsmnokcnpgasa To xe

Liepamuarpurekcosnaranakrosu- fa
fasa

Llepamunpasa »

HeunssecteH (ypoBeHb a-theto- »
npoTenHa)

a-dyko3ngasa [a

[anakToKuHa3a »

[anakTo30-1-hocatypuann- »
Tpanctepasa

B-FanakTo3npgasa »

B-ranakTo3ngasa »

YacTUYHbIA  aetmunT rekcosa- BoamoxHa

MUHMAasbl A

Inokouepebposnpasa Ja
a-1,4-rnokKosnjasa »
Awmuno-1,B-rnioko3ngasa BeposATHa

Awmuno-1,4-1,6-TpaHcrniokosnga- To xe
3a C pa3BeTB/IEHHOW LEeNbo

CuHTE3 aHoManbHOro remorno-ﬂla
6uHa



BonesHb

"emonuTuyeckas
VI
Femopunna A
Femodunus B
HacnefcTtBeHHas
thnpus
fuctnanHemns
ComouucTHHYpUA
CuHpgpom TyHTepa 2
CuHgpom Typnepa
MmnepammoHuemusa, tun Il
'vnepaprunnHemMuns
FmnepxonectepuHemus,
Tan 113
mnepnnsnHemuns
mneptnpeos

aHemus,

Konponop-

rnepanuuemns
'mnodochaTasHs

mnotupeos

M3oBanepnaHoBas auuaeMus

KeToTuueckas  runepriauuH-
Hemus

BonesHb Kpabbe

Nakrosunuepamngos
CuHpgpom Jlewa—HwuxeHa2

[Oedbnynt NM30COMHOIA  Kuc-
noin ocatasbl
blaHH031103

bonesHb «Mo4ya C 3anaxom

KNeHOBOro cupona»
CuHgpom Mapoto — Jlamu
CuHgpom Mekkens

bonesHb MeHkeca

MeTaxpomarnyeckas neliko-
anctpous
MeTunmanovnosas aunaypus
Oeduunt meTunTeTparngpo-
honneBoii  MeTUNTPaHche-
pasbl

[Jeduuunt bleTunTeTparngpo-
thonaTpeaykTasbl
CuHgpom Mopkuo

Mykonunugos 1l
| KneTok)
Mykonunugos 111

(6onesnb

Tipoi)omkenue

MpeHaTanbHas

JOedekt ,qaarHOCTVIKal
TpuosodochaTnszomepasa BeposaTHa
Oeduuynt VIII dakTopa [a
Oeduumnt IX dakTopa »
KonponopdHpuHoreHokcuiasa Bo3mo)KHa
Mmctupasa BeposTHa
Linctatmowwcunrerasa To xe

a-b-NpypoHat-2-cynbdartasa Ja
a-L-Vpyponunpgasa »
OpunTnnkapbamnnTpaHcepada BepoATHa

Apnwasa To xe
IIMG-CoA-peayKTasa JiF
Jin3nnkeTtornyTtapaTtpefykrasa Bo3amoXHa

HemnssecteH (ypoBeHb peBepcuB- To e
HOro TPUMROATUPOHMNHA)
BanuntpancamunHasa »
LLenoyHas dochaTasa [a (HekoTopble
TUNbI)
MHOXecCTBeHHbIA _ (YpOBEHb pe- Bo3sMoXHa

BEPCWUBHOIO TPUAOATUPOHUHA) I~-ir n*
WsoBanepun-CoA-germaporeHasa fla
MponunoHun-CoA-kapbokcunasa  »
ManakTouepebpo3ng-$-ranakto- fa

3ngasa
NakTo3unuepamngasa B0o3MOXHa
FmnokcanTnHryaHnHgochopu-  fa

603mnTpaHctepasa
JTH30CcOMHas kucnas gocgarasa »
a-ManHo3npgasa BeposTHa

[ekap6okcunasa KeTOKMCNOT C[fla
GOKOBbIMMW LieNsiMU

Apuncynbatasa B »

HewnssecTeH (ypoBeHb a-(eTo- »

npoTeHna)

HeusBecTeH (BKMOUeHWE MEAM) BeposTHa (B
HEKOTOPbIX
cnyyasx)

Apuncynbartaza A Ja

MeTtunmanoHun-CoA-myTasa »

MeTtuntetparngpocynbparme- B0o3MOXHa

TUNTpaHchepasa

MeTunTteTparngpotonatpeayk- To xe

Tasa

XoHgponTuHcynbat N-auetun- » »
rekcosaMuHcynbaTcynba-
Tasa

Hecneuyunduueckne nn30CoMHbIE fa
(hepMeHTbI

JIn30coMHble (hepMeHTbI B03MOXHa



MpogomkeHune

MpeHaTanbHas

BonesHb AunarHocTmkal

JedekT

Mykonunugos 1V

Mykononuneaxapugos VIl
MuoToHMYecKas AncTpodus

HeusecteH (3nekTpoHHas MUK [la
pockonus)
B-IntoKypoHmpaasa Bo3moxHa
AHanun3 cuenneHuns (B HekoTo- [la
pbIX CeMbsX)

bonesHb HumaHHa —lMukKa CiumnrommennHasa

Jepuunt  Hykneosnadocho-  Hykneosuadocghopunasa BepoaTHa
punasbl  (C UMMyHoAe(u-

LuTOM)

Lethuunt OpUUTUHHA-KeTO-

OpHUTWH-a-KeToKNUcnas  TpaHc- To xe

KMCNON TpaHcaMnHasbl aMunHasa
OpoToBas aungypus OpoTtugnHnupodoctopmnasa un Bo3moxHa
nekapbokcunasa
[Jeoununt  docorekconsome-  dochorekconsomepasa To xe
pasbl
Jedpuunt  nnaueHTapHol MnaueHTapHaa cynbdartasa Ja
cynbdarasbl 2
Mopdupunsa (octpas npexo- YponophupuHoreH-1-cnHTeTasa
aawas 3)
Topdupus  (BpOXAeHHaA YponopthumpuHoreH-LU-kocuHte-
3puTpONOo3TMYecKas) Tasa
[eduunt nupysaTaekap- MupysaTaekapbokcunasa
6oKcunasbl
Oedununt nupysatgerungpore  MupysaTgernaporeHasa Bo3moxHa
Hasbl
BonesHb Pethcyma a-fmppokcunasa (GuTaHOBONA BeposaTHa
KNCNOTbl
bonesHb CaHgxodda [ekco3amuHupgasza A n B Ja
CuHgpom CaHdunuwro A leHapuHcynbaTasa
mCuHgpom CaHgmnuuno B JrAueTtun-a-r-rnoKosaMmmnHmga-
3a
CuHgpom Llleite a-L-pypoHnpasa Bo3moxHa
Tsaxenoe KOMOMHMPOBaHHOe HecocToATENbHOCTb T-KNETOK To xe
UMMYHOAePULUUTHOE co
CTOAHUE
Jednumnt cynbutokcuaassbl CynbuTtokcmpgasa BeposTHa
bonesHb Tes — Cakca lekco3ammnHmpasa A Oa
a-Tanaccemus CHWXeHMe cuHTe3a a-uenei re-
MornobumHa
R-Tanaccemmus CHWXeHne cuHTe3a RB-uenei re-
morno6uHa
Oedekt meTtab6onusma BuTa  BuTamumHa Bj2 kohepMeHT Bo3MoxHa
MUHa B
Cungpom Buckotta — Ongpn  MUKpPOTPOMOOLUTSI To xe
ya
bonesHb BonbmaHa Kucnas nunasa Ha

MurmeHTHas Kcepoaepma

SHA0HYKMeasa

1§a — npeHaTanbHas fuarHoctuka paspaboraHa

—cuennexHne
3 AYTOCOMHO-ZLlOMWHAHTHbIe

KOCTH;

«BEépoATHa»— aKTUBHOCTb (hepMeHTa OMpeAensieTcs B KNeTKax aMHUOTUYECKON Xna-
«B03MOXHa» — aKTUBHOCTb (bepMeHTa onpegenseTca B (Gubpobnactax Koxu.



Ffnasa 7

CMOHTAHHbI ABOPT U BHYTPUYTPOBHASA TMBE/Tb MIOAA

M3BECTHbBI MHOTOYUC/IEHHbIE MPUYUHBI, NPUBOASLLME K CMOHTAHHOMY
abopTy. PaHee OCHOBHbIMM M3 HWUX CYMWTaNM TFOPMOHaNbHbIA Aucba-
NnaHc, (M3Myeckyo neperpysky matepu U BO3AEACTBME 3IK3OMEHHbIX
thakTopoB (Hampumep, Bupycuas UHGekuuns). OfHaKo B HacToflee
BpeMSA W3BECTHO, 4YTO MO KpalHeli mepe 50% cnoOHTaHHbLIX abopToB B
| TpumecTpe 6epeMeHHOCTU CBfA3aHbl C XPOMOCOMHbIMW abeppaynsiMu
[Boné, Bouné, 1974; Bowné et al., 1975a; Lauritsen, 1976]. HecoOMHeH-
HO, YTO M HereHeTu4yeckne (akTopbl 00YCNOBAUBAOT OMPEAENEHHYIO
YyaCTb CMOHTaHHbIX aboptoB [Elias, Simpson, 1980a; Glass, Golbus,
1978; Simpson, 1981b]. B HacToswel rnaeBe aBTOpPbl OrpaHuyarcs
06CY)X/AEHMEM TOMbKO LUTOreHeTUYEeCKUX (HaKTopoB, Kak Hambonee
M3y4YeHHON NpUYMHbI abOPTOB Ha Pas/IMUHbIX CTafUsAX 3MOPMOHANbHO-
ro pasBuTus.

OOKNVUHNYECKME CTAONWN

HecmoTpa Ha Manoe ynMcno paboT, MOCBALWLEHHbIX U3YYEHUIO CMOHTaH-
HbIX abopToB, MpoWCLIeAWNX A0 KAMHUYECKOro pacrno3HaBaHus 6Gepe-
MEHHOCTW, MO CYLLeCTBYKOLIMM AaHHbIM MpejnofaraeTcd, YTo vactoTa
MOP(ONOrnYecKNUX aHoManuin cpeanm HeMMnnaHTUPOBAHHbLIX U HeAaBHO
MMNNAHTUPOBaHHbLIX 3MOGPMOHOB OYEHb BbICOKA. AHOManWU Ha 3TUX
eCTagusx pa3BuTmsa (MeHee 3 Hef ambpuoreHesa) KAMHWUYECKN O6bIYHO
BE BbISIBNAKTCA.

3Tuonorus paHHMX abopToB, Kak NpaBWfio, CBfi3aHa C aHOMasb-
HbIM pa3BuTMem smbpuoHa. [encTButensHo, Hertig n coaBT. (1959,
1975) nokasanu, 4To MOp(OSOrMyeckue aHomanum oGHapyXuBarTCA
Ha caMblX paHHUX CTagusaxX pasBUTUS 3IMOPUOHOB, U3BNEYEHHbIX U3
MaTO4YHbIX TPy6, MONOCTM MaTKM WM 3IHAOMETPUSA Y XKEHLWUH, nepeHec-
WKUX TUCTEPIKTOMUID. Bpems oBynsiuum 6bI1I0 YCTAHOBIEHO HA OCHO-
BaHWM MOBbIWeHNsA 6a3anbHON Temnepatypbl. Bce >XeHWWHbl 6biin
thepTUnbHbI, CpeaHMii BO3pacT ux coctaeBnan 33 roga. Mopdonoruye-
CKMe HapylweHna 6biny BbIABAEHbl Y 4 M3 8 elle He UMMNAAHTUPOBaH-
HbiIX 3MOPHOHOB. [0 MHEHWK wuccnegoBaTtenen, 4 am6puoHa nn6o
BOBCE He OblnM 6bl MMNMaHTUPOBaNbI, NM60 Normbnm 6bl BCKOpe nocne
MMNAaHTauuMm. Y HuxX 06Hapy>XeHbl HEKPOTUYECKUE U MHOrosfepHble
6nacTomepbl, UX 4YUCNO ObINO MEHbLIE MO CPABHEHWID C HOPMaNbHO
pa3BMBalOLLENCA 3UroTON B TOT XXe CpPOK bGepemeHHOCTM (puc. 29).
Hertig n coaBT. mokasanum TakXe, 4To 9 U3 26 MMNAAHTUPOBAHHbIX
ANLEKNeTOK 6blAM HACTONbKO MOP(ONOrMYecku u3Menensl, YTO Aanb-
Heillee pa3BHTNe 3Mb6puoHa MmanoBepodaTHo (puc. 30). HopmanbHO
opraHvM3oBaHHble CTPYKTYpbl 4acTo OTCYTCTBOBanuW, WMHOrga oO6Hapy-
XUBANUCb TONMIbKO CUHUHTUOTPO(OOGNAcTbl U Habyxwmne KAETKU XO-
prvoHa. B apyrux cnyuvasx 3MOpuOHbI He BblE€NeHbl per Se.
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Puc. 29. ®oTorpadmyu Tpex 3apofbllleil Ha [OMMUNAUTALMOHMON CcTaauu,

a — HOpMaibHbIii ABYKNETOUHbIA 3apofblll B Bo3pacTe 30 4; 6 — cpe3 107-kneTOYHOM
HOpManbHOW 6nacTouincTbl B BO3pacTe 3apogbliwa 5 AHel, Korga BUAHbI BHYTPEHHAS
(ambpuoHanbHaa) U Hapy)Hasa (abambpuoHanbHas) KETOYHble MacChl; B — AE(EKTHbIE,
HEKPOTU3NPOBaHHble 6nacToOMepbl; I — TOT XXe 3apOAblll C HEKPOTW3MPOBAHHbLIMWU 61acTo-
M%pamm (cneaﬂ. |[_d)omrpacpvm «a», «b», «r» B3aTbl _ N3 _paboTbl Hertig A., Rock J.,
Adams E. G., Mulligan W. J. — Contrib. Embryol., 1954, 35, 199. ®oTtorpagmsa «s» — U3
Am. J. Obstet. Gynecol., 1949, 58. lMeuaTaeTca C paspeweHUs aBTOPOB W wuszgatene’.

Takum o06pa3oM, aHOManMn pasBUTUA Ha paHHUX CTagMax amb6puo-
reHesa OTHOCUTE/IbHO PAacnpoCTpPaHeHbl W, NO-BUAUMOMY, 6ofblle, Yem
npeagnonaranu padHee. 3TUOMOIMA 3TUX aHOMAanU HEW3BECTHA, HO B
60NbLIVMHCTBE C/My4Y4aeB OHW, BepPOATHO, 06YCMOBAEHbI HeMpaBWUIbHbLIM
LeneHueM KneTku (Hanpumep, XpOMOCOMHble abeppauumn). Tak, B 3KC-
NepUMeHTe MbllWHbIE 3MBPUOHbLI C MOHOCOMWMER TMBHYT A0 CTaguu
nmnnaHtayum [Gropp, 1975a, b].

ABOPT B | TPUMECTPE BEPEMEHHOCTW

MpumepHo 10—15% BCex [AMArHOCTUPOBAHHbIX 6GepemMeHHOCTel 3a-
KaH4YMBaeTcAd CMOHTaHHbIM abopTom B | TpumecTpe 6GepeMeHHOCTH.
Mo kpaliHelhi Mepe 50—60% ab6opTOB 06YCNOBAEHbI XPOMOCOMHbIMU
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Puc. 30. MonepeuyHblii cpe3 3HAOMETPUSA C aHOMalbHO pa3BuBaloWMMcA 14-AHeB-
HbiM (a) U HOpManbHbIM 11-gHEeBHbIM 3apogbiwem (6). Y aHOManbHOro 3apoAbilla
OTCYTCTBYeT 3MOGPMOHaNbHBIN AWCK U BbIABAAKTCA TOMbKO CUHLMTUOTpoo6na-
cTbl. [MepenevataHo no Hertig A., Rock J. — Am. J. Obstet. Gynecol., 1944, 47,
149 n Am. J. Obstet. Gynecol., 1949, 58, 968. C pa3peweHusa astopos, CV Moshy
n nabopatopun Carnegie].



aHomanusmun [Boue, Boue, 1974; Boue, Boue, Lazar, 1975a, b; Lau-
ritsen, 1976]. OTa 4acToTa MOXeET ObiTb Bbllle, HO YacTb CAy4aes
6blBaeT ynyuw,eHa 3a CYeT TOro, 4to: 1) KAeTKM abopTycoB fatoT no-
XOW pocT in vitro, ii BecbmMa BEpPOATHO, 4YTO KJ/IeTKW 3MOGPUOHOB C
XPOMOCOMHbIMW ~ aHOManuMAMM  pacTyT XYXe, 4YeM HOpMalbHble;
2) B 6OMbWMHCTBE CAy4YaeB He WCMONb30BafCcA MeToh AuddepeHuun-
anbHOr0 OKpalluBaHWSA, YTO OrpaHM4YMBaeT BO3MOXHOCTU BbISBAEHUS
CTPYKTYPHbIX MepecTpoek; 3) BO BCE Cepuy MCCNeAO0BaHMIA BK/KOYa-
NNCb W WHAYUMPOBaHHbIe abopThl, NPU KOTOPbIX 4YacToTa XPOMOCOM-
HbiX aHoOManuii Hu3kKa. YemM MeHblle BoO3pacT 3mMbpuoHa, Tem yalie
BCTPEYAKOTCA XPOMOCOMHbIe aHOMaNnuu, BbIABASEMbIe MPN KCCef0Ba-
HUAX. OTO corjacyetcs C YTBEPXAEHWEM O TOM, UYTO TFeHeTUYeckue
anoManuu npensTCTBYIOT HOPManbHOMY TeYEeHUI 3IMbOpMoreHesa u
npoueccy auddepeHynaumm. MoaTBePXKAEHUEM TUMOTE3bl CAYXaT pe-
3yNnbTaTbl 3KCMEPUMEHTOB, MPOBEAEHHbIX Ha NUHUAX Mblel, y KOTO-
pbIX TPUCOMWS CPefM XXMBOPOXAEHHbIX KpaiHe pegka. Gropp
(1975a, b), ucnonb3ya MbllWeh-HOCMTeNEN cemn cbanaHCUPOBAHHbIX
TpaHCcMoKayui, BblAeNA MOHOCOMHbIX W TPUCOMHbLIX MO Pa3IMUYHbIM
XpomocoMaMm 3M6puMoHOB. [l0 MOMEHTa WMMNAaHTauuu Habnwpaanuch
oba BMfa aHOManuu, nocfe MMNAaHTauuMM TOMbKO TPUCOMMM, a Nocne
POXAEHMNSA TO/IbKO 0CO6M C HOPMaSbHbIM KapuoTUMOM.

Cpefan cnoHTaHHbIX abopTycoB 6bIN0 0OHApY>XeHO 601bloe YMCcAo
pa3nnMyHbIX XPOMOCOMHbIX aHomanuit [Therkelsen et al.,, 1973]. WVH-
TEpPeCcHO, 4YTO OTHOCMTe/NbHas 4YacToTa aHOManuii y abopTycoB U XWu-
BOPOXJEHHbIX OT/nnyawTcA. [anee 6yayT pacCMOTPEHbl LIECTb OCHOB-
HbIX TUMOB XPOMOCOMHBIX HapyLUeHWIA.

AyTOCOMHbIE TPMCOMUU

Y abopTycOB C XPOMOCOMHbIMM abeppaunsiMn ayTOCOMHblE TPUCOMUM
BCTpeyatoTca npubausmtenbHo B 50% cnyvaes. YacTto 3TO0 TpUcomuun
13, 16, 18, 21 n 22, HO 6bIAM O0O6HAPYXXEHbl U TPUCOMUW MO BCEM OC-
TaNbHbIM XpoOMOCOMaMm, Kpome 1-ii. Yawe Bcero o6Hapy>XuBawTCH
Tpucomun 16. MHoOrue BuAbl TPUCOMWIA, OGHapY>KEHHble Yy CMOHTaH-
HblX abopTycOB, HMKOrfga He BCTpPeYanucCb Y >XUBOPOXKAEHHbIX M3-3a
HECOBMECTUMbIX C >XW3HbO (PEHOTUMMUYECKWX MNPOABAEHWUI; NUWb He-
3HaYUTenbHas 4YacTb 3MOPMOHOB C TPUCOMMEN [OXMBAOT A0 MOMEHTa
poXAaeHusa. MHorga BCTpeyaroTca ABOMHbIE TPUCOMWUKM, B TaKOM Cliyyae
NpPUCYTCTBUE OfHON M3 AOMONHUTENbHbIX XPOMOCOM He MPUBOAUT K
anMMuUHaLum ambpuroHa.

AYTOCOMHbIE TPUCOMWUM Yy CMOHTAHHbIX aboOpPTYyCOB MMEKT CBOU
cneyndmnyeckne nposeneHus. B aToli rpynne yacto HabnwgaTcs Ma-
uepauumsa wunyu nycTble 3apofbllueBble MewkKu; Takum obpasom, cy-
WecTBYeT OTHOCUTENbHO HE6OMbLLION MaTepuan, HO U3 KMEKLMXCA
[JaHHbIX W3BECTHO, YTO MPW OAHOM W TON Xe TPUCOMMUWU BCTpevarTCH
NAEHTUYHbIE MOPOKU Y XXWUBOPOXAEHHbIX W Yy CMNOHTaHHbIX abop-
TycoB. ¥ 9—10-HeAenbHbIX 3MO6PMOHOB 4alwe BCTpevatTca abeppa-
LMK, YyXXe COBMECTMMble C >XMW3Hbl. HaobopoT, TeTpannoungmsa OTHO-
CUTENbHO Yalle o6Hapy>XuBaeTca B 60nee paHHWE CPOKMW.
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AyTOCOMHbIE MOHOCOMUU

AyToCOMSible MOHOCOMMUM KpaliHe peaKo BCTpeyawTcs y abopTycoB W,
BEPOATHO, HECOBMECTUMbI C XMW3Hb. ONUCaHO O4YeHb Mano cny4yaes
ayTOCOMHbIX MOHOCOMMWIA U GOMBWMHCTBO M3 HUX He MOATBEPXAEHbI
METOAOM AndepeHUManbHOM OKpackn NS UCKAOYEHWS Hebonbwunx
TpaHCNOKalHii. B akcnepuMeHTax Ha Mbilax NOKasaHo, YTO OTCYTCT-
BUE LeNol XPOMOCOMbI 00yc/rioBnMBaeT rnbenb 3apofbilla Ha AOWUM-
nnaHTaunMoHHOW ctagmun [Gropp, 1975a, b].

MNonvnnongua

Monunnongusa coctaBnsger 20% cny4vyaeB XPOMOCOMHbIX abeppauuit y
abopTycoB. Yalle Bcero BCTpeyawTcqs TpUNaouauun, Ho Habnwganucb
n TeTpannouguun. WVIHTepecHO OTMeTUTb, 4YTO B OfHOM M3 4eTbipex
6epeMeHHOCTe, HACTyMUBLIMX B pe3yfbTaTe WCKYCCTBEHHOrO OMJo-
[OTBOpPEHMNA, Habnwpgannm TpunnougHoro abopTyca [Steptoe and Ed-
wards, 1979].

deHOTUNMYECKME MPOABAEHUS TPUMIOUAUU OYEHb BapuabesbHbI.
B 6OMbLINHCTBE CAy4yaeB TPUMIOMAHbIe 3MOGPMOHbI abopTupyrTCca B
paHHMEe CPOKM BepeMeHHOCTW; 4acTo 06HapyXMBaeTCA NycTON 3apo-
ObllWeBbli MewokK. Mpu abopTMpoBaHMM TakuxX NNoLOB B 6o0fee no3a-
HUe CPOKU Yy HUX HabnwpgalwTca peekTbl HeBpanbHOW TPy6GKM K
pacwiennHbl rybol u Heba, omdanouene u cuHgakTuausa. Mpu abop-
TMpoBannu naoga Cc TPUNAOWAMEN YacTO BbIABAAKT rugatnandopm-
Hble [ereHepaTuBHble W3MeHeHWs B nnaueHTe. OAHAKO KAeTKW ny-
3bIPHOTO 3aHOoCa 06bIYHO MMEKT AUMNNOWUAHBLIA Habop XPOMOCOM, XOTS
MHOorga BbiABASETCA Tpunaouauu. CornacHo pgaHHeiM Carr  (1971),
75% abopTycoB, WMeWLWUX TUAaTUAN(POPMHYH [ereHepauuto, Tpu-
MAOUAHBLI, HO TONbKO 50% TPMNNOMAHbLIX 3MOPUMOHOB WMEKT 3TOT
npusHak. Lawler n coaBT. (1979) nokasanu, 4TO NpW TpURaAOUAUK
B 1—3% cnyyaeB pa3BMBaeTCA MNy3blpHbIA 3aHOC. BbigenatT fase
(hopMbl MNY3bIPHOFO 3aHOCa: 1) MOMHbIA Ny3bIpHbIA 3aHOC, 06bIYNO
BbisiBNsgeMbli B | nau Il TpumecTpax 6GepeMEHHOCTU, XapaKTepusy-
eTCA MOJHbIM OTCYTCTBMEM MJiof4a WM 6GONMbLWIOW BEPOATHOCTHH Majur-
HM3aLnn; BCE KMNETKU MaTEepUHCKOro npoucxoxpgeHumsa [Kajii, Ohama,
(977; Lawler et al., 1979]; 2) 4yacTW4YHbI NYy3bIPHbI 3aHOC, MPU KO-
TOPOM Hapaay C rHAaTUAMMOPMHLIMU M3MEHEHUAMMU 06HapyXuBaeTcs
M 3apofblll, 4YacTo C Tpunaougueid mau Tpucommeid 16. 10T Tun ny-
3bIPHOrO 3aHOCa MeHee noABepXeH ManurHusaumm [Vassilakos,
Riotton, Kajii, 1977; Szulman, Surti, 1978; Lawler et al.,, 1979].

OTCyTCTBYIOT AOKa3aTeNbCTBa B OTHOLIEHUW CBA3U MEeXAYy BO3-
pacToM MaTepyu M 4acTOTON TPUNAOUAWMWU. Y >XKUBOTHbIX MPU MNO3LHEM
OMIOAOTBOPEHUN YBENWUYMBAETCSH PUCK TPUMNMOUAWUW, HO Yy 4YesoBeKa
3Ty CBfA3b MOATBEPAUTb O4YeHb CNOXHO [Simpson, 1978d]. Tpunnou-
4N MOXeT ObiTb 06ycnoBfeHa: 1) BKAOYEHUEM MOASIPHOTO Tesbla
BCNeACTBME HapylleHUs Meio3a | y maTepu; 2) BKAOYEHMEM BTOpPO-
ro NoNApPHOro Tefbua MNpW HapyweHun meiios3a Il y matepu; 3) Ha-
pylleHneM Meio3a y oTua, MPUBOAALLMM K MOABAEHUIO AUNNOULHBIX
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cnepMaTo3onioB; 4) AuUCNepMHeR, ABnAlOLLeiica caMoil 4acToll npwu-
YMHOW TpuHAomamn y uenobeka [Beatty, 19781,

TeTpannougnole 3aMOpPUOHbI, Kak MpaBuao, nepectalT pa3BMBaTb-
CA B paHHWe cpokn (2—3 nep). Y HUX He ygaeTcs OOHapyXuTb BU-
OUMBIX npoueccoB AutdepeHynanmm. TcTpannongusa KpaliHe pepko
BCTpeyvaeTca y XunsopoxgeHHbix [Golbus et al., 1976]. N3 Bcex abop-
TYCcOB C TCTpanjouguein NpMMepHO MONOBMHY COCTaBAsAOT 92,XXXX,
a octanbHble 92, XXYY cnyyan [Carr, 1971].

MoHocomusa X

MoHocomus X (45,X) BcTpevaetca y 25% abopTycoB C XpOMOCOMMOIM
aHomanuei. Takum o6pasom, 45X —camas pacnpocTpaHeHHas Mo-
nocomMus y abopTycoB, 4YTO TPYAHO OOBACHUTbL, MOCKOJIbKY Y >XXMWBO-
POXAEHHbIX € 45,X KapHOTMNOM peAKO HabnwgawTca Kakue-nn6o
HECOBMECTUMbIE C XXW3HbK HapyweHus. Simpson, LeBean (1981)
06HapY>XUNM, 4TO BpeMSA reHepauumm knetok ¢ 45,X Habopom yBenu-
YeHO W, BO3MOXHO, 3TOT (haKT MMeeT OTHOWeHUe K netanbHocT 45,X
ambpuoHoB. B 23 cnyuyaeB pa3BuTue MNoA06GHbIX 3MOPMOHOB npekpa-
waeTca K 6- Hepene ambpuoreHesa. OHWM 06bIYHO XapaKTepusylTcs
CNenbiMWU MeLlKamu, NynoYHbIM KaHaTMKOM, 3akanyusarwluMmcsa B Ma-
LLepUpOBaHHON 3MOPUMOHANbLHON KNETOYHOW Macce, U cyb6XopuoHuue-
CKUMU KpoBousnuaHuamu [Boué, Bowué, 1974]. B ¥3 cnyyaeB BuAu-
Mble U3MEHEHWA OTCYTCTBYIOT, OHAKO Yy 3MOPMOHOB OTMeYalTCa Nojg-
KoBoo6pa3Hasa noyka v AMMganruombl, B XOPUOHE YacTbl remopparuu.
B AMYHMKax BCTpeyawTCA TepMUHATUBHbLIE KIETKMW, YTO YKa3sblBaeT
Ha pasBUTUE TAXEBUAHbIX roHag y 45,X nnofos He BC/eACTBUE Ha-
pylweHna (hopMUPOBAHUA TEPMUHATMBHbLIX KNETOK, a BCneACTBUE MO-
BbILUEHHOW CKOPOCTU WX WUCTOLWEHUS. IMOpUOHbI 45X, abopTupyemble
Bo Il TpumecTpe, 4acTO XxapaKTepu3ylTca OTekamu, FNApPOMON Lieun
M NOAKOBOOGPa3HOI MOYKOI.

CTpyKTypHble aHOMa/ K

CTpPYKTYpHble aHOManuMuM XPOMOCOM COCTaBASKT OKOMo 5% oOT Bcex
XPOMOCOMHbIX HapyweHuii y abopTycoB. [lofioBUMHa npefcTaBieHa
cbanaHCMpoOBaHHbIMKU pOBGEPTCONOBCKMMN  Tpanciokaunamn (vacTas
CTPYKTYpHas aHoManus, Npu KOTOPOA ue TepsAeTcA WAM We yABawu-
BaeTCsA HacneficTBeHHbIi maTepuan). Hocutenum (reteposnrotbl) cba-
nancupoBannblX CTPYKTYPHbIX MepecTpoek O6bIYHO (PEHOTUMIUYECKU
HOpManbHbl. OfHAaKO BO3MOXHO, YTO Y HWUX BCE XE& MOTyT 6bITb «He-
BUANMbIE» TEHETUYECKME HapYLeHWs, KOTOpble W ABAAKTCA MpUYN-
Hol abopTa.

[MonmcomMnm No NosoBbLIM XPOMOCOMaM

Y XunopoxpgeHHbix 47, XXY un 47, XYY nonucomumm BCTpeyarTCa 4va-
e, 4eM MoOHocomMus X, HO y abopTycOoB NOAMNCOMMUMN MO NOJIOBbIM XPO-
MOCOMaM OYeHb pefKWu.
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ABOPT BO Il TPUMECTPE BEPEMEHHOCTU

Mo3gHue abopThl, Kak Mpasufio, 06YCNOBMEHbl He LUTOreHeTUYecKu-
MW HapylweHWAMW Yy nnoja, a AeACTBMEM MaTEPUHCKUX (aKTOpOB.
K ycTaHOBMIEHHbIM NpuuYMHam abopToB B CPOKM 12—24 Hep OTHOCAT-
CA HeAOCTaTOYHOCTb LWIEWKM MaTKU, aHOMaluu ee pasBuUTUA U CUC-
TeMHble 3abonesaHusa y maTepwm [Elias, Simpson, 1980; Simpson,
1981b1l Tem He meHee Ruzicska m Czeizel (1971) BbISSBUAM XPOMO-
COMHble abeppaunm B 20 M3 55 (34%) aboptoB BO Il TpumecTpe.
XO0TA 4YacToTa XPOMOCOMHbIX abeppauuii He TakK BblCOKa, KakK npwu
CnoHTaHHbIX a6bopTtax B | Tpumectpe (50—60%), OHa 3HAYUTENLHO
Bbllle, YeM Yy MepTBOpOXAeHHbIX (5%) [Banld, Sutherland, Bain,
1974; Machiu, 1974; Macliin, Crolla, 1974] wnn y >XWBOPOXAEHHbIX
(0,5%) [Hook, llamerlon, 1977].

CnepyeT OTMETUTb, YTO CMAEKTPbl XPOMOCOMHbIX aHOManuii y abop-
TycoB 1 n Il TpumecTpoB pa3nnyHbl. ¥ aboptycoB |l TpumecTpa vac-
TO BCTpPEYakwTCA ayTOCOMHbIE TPUCOMMWUU, MOHOCOMTW X U MO3amLU3M
NMo MNofIoBbIM XpPOMOCOMaM, NOAUNAOUAMU peaKwu. JleTaNbHble TpUCO-
MUy (Hanpumep, 16-i XpPOMOCOMbI) BCTpPEYaKrTCA pexe, yem Tpwu-
comuu, ob6HapyXuBaemble y STBOPOX[AEHHbIX (Tpucomum 13, 18
n21).

MEPTBOPOXAEHHbIE

B HekoTOpbIX MccnefoBaHUAX MOKas3aHO, YTO XPOMOCOMHbIE aHOManuu
yalle BCTPeYaKTCs Y MepPTBOPOXKAEHHBLIX MO CPaBHEMUIO C XUBOPOX-
AeHHbIMM [Banld, Sutherland, Bain, 1974; Machin, 1974; Kulesov,
19761. YactoTa XPOMOCOMHOW MaTONOMMU Yy MEPTBOPOXAEHHbIX CO-
cTaBndet npumepHo 5—10%, npuyem Tpucomms 18 —camas yacTad
thopma TpUCOMMM B 3TON rpymnne. XpPOMOCOMHblE aHOManuu BbIABASA-
I0TCH KaK Yy MEpPTBOPOXKAEHHbIX 6e3 ABHbIX aHOManuii pasBuTUA, Tak
MWy MepTBOPOXAEHHbIX C MHOXECTBEHHbIMW MNOpPOKaMu. Y MepTBO-
POXAEHHbIX C MOpoKaMy pa3BuTua Tobko LIHC xpomocomHble abep-
pauuy 06bIYHO He BbLIABAAKTCA, XOTS MHOr4a BCTpeyaeTcsa TPUMOU-
aus. Mpegnonaraetcs, 4To aHoManuu LLHC umeloT nonnreHHyw/mynb-
TU(aKTopnanbHYy0 3THOMIOTUIO, NO3TOMY XPOMOCOMHbIE aHoOManuu B
3TOW rpynne He oxupawTca. Bce ckaszaHHOe M03BOMAAET 3aKAKOUUTD,
4YTO YacToTa XPOMOCOMHbLIX aHOManuWil Bbile Y MepTBOPOXAEHHbIX,
UeM y XUBOPOX[AEHHbIX [feTeld, ecnu 0TO60p, HampaBfeHHbIA MNPOTUB
3MOPUOHOB M NNOAOB C FEHETUYECKMMU HapYLUEHWSMU, AeACTBYeT Ha
NPOTSAXEHMW BCeil 6epeMennocTu, MO camblii BbICOKWI ypoBeHb abop-
TOB MPUXOLUTCA Ma paHHUEe CPOKU ee.

MOBTOPHBLIE CMTIOHTAHHbIE ABOPTI
MOBTOpPHBIV pUCK

[o cepeguHbl 60-x rofoB 60MbWKWHCTBO Bpayel-akyllepoB pacue-
HUBaNW TPU CNOHTAHMbIX abopTa Yy XEHLWWHbl KaK COCTOAHME «Npu-
BbIYHOrO HeBblHaWIMBaHUA» [Simpson, 1980d]. B Takom cny4ae Be-
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poATbIOCTL chegytolero abopTa, Kak nosnaranM Bpauyu, cocTaBAser
80—90%. C papyroii CTOPOHbI, MOBTOPHbIA pPUCK abopTa AN XeH-
WWHBbI C O4HUM WX ABYMSA CMNOHTaHHbIMM abopTamMu B aHaMHese 6bln
Me HaMHOrOo Bblille, YeM AS XEHWMNH 6e3 CNOHTaHHbIX abopToB.

B HacTofilLLlee BpeMS M3BECTHO, YTO PUCK MOBTOPEHWUS CMOHTAMHbIX
abopToB MHOro Hwxe. B 1964 r. Warburton n Fraser obcnegosanu
XEHLWWH, ¥ KOTOpbIX B aHaMHe3e ObII0 POXAeHUEe MO KpailHeid mepe
O[JHOTO XXMBOT0O pebeHKa U OAMH CUOUTAHHBLIA abopT. Mo UX AaHHbIM,
MOBTOPHbLIA puck abopta coctaBun 25—30% HeszaBUCUMO OT uwucna
npeabiaywmx aboptos (tabn. 17). Takum o6pa3om, pasjefeHue Ha

Ta6nuuya 17. MNUPUYECKU PUCK CMOHTAHHOTO aGopTa B 3aBUCUMOCTYU
OT uncna a6opToB *

Yuncno npeablayuimx abopTos Puck abopta,
0 12,3
1 23,7
2 26,2
3 32,2
4 25,9

. MpumeuvaHuns. [aHHble Warburton D., Fraser P. S. Spontaneous abortion riska
in man: Data from reproductive histories collected in a medical genetics unit. —Hum.
Genet., 1964, 16, 1

* 3Be3704KOi OTMeueHO, 4YTO BblGOpKa BK/OYAeT nadabl MO KpaiiHeii Mepe C_O[HWUM
XUBOPOXAEHHBIM pPebeHKOM ¥ OAHWM abopToM. 3T LM@PblI NpeacTaBnalOT coboii cpef-
HWEe Be/WYMHbI, OLEeHEeHHble B pe3ynbTaTe WCCMEA0BAHUA TeTEPOreHHbIX CMELYEeHHbIX Bbl-
bopok. CnepfoBaTeslbHO, OHM AO/MKHbI ObITb PacCMOTPEHbl TOMbKO KaK NpubnnsuTeNnbHble

nonynaunoHHbIe BEPOATHOCTMU.

«KOHCTUTYLMOHANbHOE W HEKOHCTUTYLMOHaNbNoe» HeBblHAWINBaHUe
COMHUTeNbHO. OfHako pe3ynbTaTbl MOCAeAyrWux paboT no3BoAUNN
npeanonoXuTb, YTO Ha BEPOATHOCTb abopTOB B OMNpedeneHHON cTe-
neHW BAMAET KaK aKyLepcKUiA aHaMHe3, TaKk M OCOOEHHOCTM Kapuo-
Tnna aboptyca [Boue et al.,, 1973]. Poland, Miller n Jones (1977)
paccuuTanu, 4to BEpPOATHOCTbL abopTa paBna 46%, ecinm y XeHLWHbI
HeT geteil M 6bin XO0TA 6bl OAWH CMNOHTaHHbLIN abopT, MEPTBOPOXAEH-
Hblli pe6eHOK MauM pebeHOK, yMepWwnii B HeoHaTaflbHOM nepuoje; ANA
XEHLLNH, POAMBLLUMNX XMWBOro pebeHKa, puck abopTa Huxe. MOCKONb-
Ky Warburton n Fraser orpaHuunnnch B CBOEM WCCNefOBaHUU Tpyn-
MO >KEHWWH, UMEKLWMNX OAHOr0 XMBOrO pebeHKa, OHW He MOru
BblIAeNUTb NOArpynny, Kotopyt Bbigenunu Polland n coasT. (1977).
Boné un coaBT. (1973) o06HapyXunu, 4To NPOrHO3 Ana ucxoga Mo-
cnegyrouwmnx 6epeMeHHOCTed He 3aBUCMT OT KapuoTuna abopTyca.
OpHako B paboTax, OnMy6/nMKOBaHHbIX MO3jHEe, MOKa3aHO, YTO PUCK
abopTa HECKO/IbKO HWXe, eciu KapuoTun npefbigywiero abopTyca
aHomaneH [Alberman et al.,, 1975; Boué et al., 1975a]. Ha camom
fene, no yTeepxaeHuto Lauritsen (1976), y 15% >KeHLWMWH, y KOTO-
pbiX abopTyCbl MMeNW HOPManbHbIA KapuoTun, 6blAN BbISBAEHbI WH-
tdhekunn n gpyrue HebnaronpumaTHble akTopbl. [19 KOANMYECTBEHHOW
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OLEHKM B3aMMOCBS3U aKyLIEepCKOro aHamHe3a ¥ MNOBTOPHOrO puUcka
abopToB HEOOXOAMMbI fanbHeiline nccnefoBaHus.

[pyrve uccnegoBatenn 0TMeyaloT, UYTO U3MEHEHUS XPOMOCOMHOrO
Habopa y abopTycOB He CaydaiiHbl, T. €. B OA4HOI Ccembe 60fiee Bepo-
ATHO, UYTO XPOMOCOMHble Habopbl Yy [BYX CAeAyrLWMWUX OAWH 33 ApYy-
rmm abopTycoB OyayT nNM60 HOpManbHbIMU, MO0 aHOManbHbIMKU [Boue
et al., 1973; Alberman et al., 1975; Kajii, Ferrier, 1978; Hassold,
19801 (tabn. 18). BepoATHOCTb TOr0, YTO XPOMOCOMHbI Habop cne-

Tab6nuuya 18. CeBA3b MeXAy KapuoTnnamum [BYX nocnefoBaTe/lbHbIX
abopTycoB

KapuoTtun 2-ro aboptyca

KapuoTun 1-ro abopTtyca Homlaﬁnb- TPUCOMA 45X nonzugom- apyrue
HopManbHblii 55 6 2 5 0
Tpucomusa 8 24 1 1 0
MoHocomusa X 5 4 1 1 0
Monnnnonans 4 4 1 1 0
Opyrue 0 0 1 0 1

MpumeyaHue. [JaHHble, cobpaHHble Hassold (1980) M3 pasHbIX WCTOYHWKOB.
Lingpbl, NOJYEPKHYTbIe >XMPHOW NUHMWeN, yKasdblBalOT Ha HecnyyaliHble abopThl.

Aywouiero aboptyca 6ygeT HOpManbHbIM, €CAM MepBbIA abopTyc umen
HOpManbHbI KapuoTun, coctaBuna 80%. Ecnu e XpOMOCOMHBI/ Ha-
6op nepsoro abopTyca aHOManeH, BEpOATHOCTb XPOMOCOMHON aHoMa-
nmn y BTOporo paBHa 70%. bonee Toro, ecau y nepeoro abopTyca
6blna Tpucomus, y BTOPOr0 TaKXe C 6O/blueii BEpOATHOCTbIO OyaeT
oTMeyeHa Tpucomusa. [MOBTOpPHbIE CcAy4Yaum TPUCOMUU B CeMbe elle
He YyKa3blBalOT Ha CeMelHYl npeapacnonoXeHHOCTb K Hepacxoxpie-
HMK XPOMOCOM; BO3MOXHO, OHU 06YCNOBAEHbI MOBbILEHHOW 4YacTOTOM
TpUCOMUM Y NOA0B, CBA3AMMON C MOXWU/bIM BO3pacTom Matepu. Op-
Hako B /NHO60OM CcnAy4vae >XEHLWMWHbI, Y KOTOPbIX 6bIIN XPOMOCOMHO
aHOManbHble abopTyChbl, [AO/MKHbI NanpaBAATbCA Ha MpPeHaTanbHYH
AVArHOCTUKY C LeNbi WUCKAYEHWS XPOMOCOMHOW naTonoruu nocne-
aytouieli 6epeMeHHOCTH.

OCHOBHble BblIBOAbI, Hambosee 3HayYMMble, chnegytouime: 1) Bepo-
ATHOCTb NOBTOpPHOro abopTta yBenuuuBaeTcs A0 25% nocne nepBoro
CNOHTaHHOro abopTa; 2) PUCK CnonTaHWOro abopTa HECKOSIbKO Bbl-
e, ecniM B CemMbe He OblN0 >XMBOPOXAEHHOro pebeHka: 3) pucK
HEMHOr0 Bbille, ecAM Yy abopTyca Obl1 HOpPMaNbHbIA KapuoTwm;
4) XpOMOCOMHble Habopbl NA0A0B NPU ABYX CAeAYHOLMUX ApYr 3a Apy*
rom aboptax B fAaHHOW CeMbe 06bIYHO MO0 HOPMajbHbl, AM60 aHo-
MasbHbl.

O606waa npuBefeHHble faHHble, MOXHO BbIAeAUTb TPU TPYyMMbl
nap, B aHamHe3e KOTOpbIX OTMeYeHbl MOBTOPHbIE abopTbl: 1-f rpyn-
na — abopTycbl 6bIIN C XPOMOCOMHOW aHOManuein, U MOBTOPHbIE CNY-
Yam MOryT ObITb pe3y/fbTaTOM MOBTOPHbIX MEWOTUYECKUX HapylleHUin
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(HepacxoXxpeHune); 2-a rpynna —y abopTycoB OTCYTCTBOBanM Xpo-
MOCOMHble aHOManuu, U MOBTOPHble abopTbl 06YCNOBEHLI AECTBUEM
MaTepPUHCKUX (aKToOpoB (Hanmpumep, FOMOHaNbHbIN AucbanaHc, BHYT-
puyTpobHasa WHMeKUUs Wan BUpPYycChbl); 3-9 rpynna, KoTopas OygeT
paccmoTpena fganee, BK/OYAET Hapbl C XPOMOCOMHbIMW NepecTpoiika-
MU Yy OJHOTO M3 pofuTeneid, 4YTo M Bbi3biBaeT 06pa3oBaHMe rameT c
fmcbanaHCcOM FeHeTUYecKOoro martepuana.

Bo3spacTt poauteneii

Mo mepe yBenuyeHus BO3pacTa MaTepu MOBbIWAETCA YacToTa pasHo-
06pasHbIX XPOMOCOMHbIX abeppauuu, B TOM YUCNE aYyTOCOMHbIX TpW-
COMUIA Yy abopTycOB, MEPTBOPOXAEHHbLIX WA XWUBOPOXAEHHbIX AeTei.
C BO3pacToM y MaTepu MNOBbILWAeTCA 4YacToTa TPUCOMHI aKpOUeHTpu-
yeckmx xpomocom 13, 14, 15, 21 H 22. PaKTUYECKM KOoppensaums
MeHaZly PUCKOM CMOHTaHHOro abopTa M BO3pacToM Mmatepu 06ycnoB-
NeHa, BepOATHO, YBeNMYeHUEeM 06pasoBaHUs Yy 3TUX XEHLWMWUH TpUco-
MU aKpPOLEHTPUYECKUX XPOMOCOM, a He Kakmmu-nnbo gpyrumm 6umo-
NOTUYECKUMU UAN (DU3NONOTUYECKUMU NpUYMHaAMKU. [10CKONbKY npu
nccnefoBaHUM YacToTbl TPUCOMUM 21 KaK y abopTycoB, Tak U y XWu-
BOPOX/JEHHbIX B 3aBUCMMOCTM OT BO3pacTa MaTepu pacnpegefieHus
MMeNn CXOLHbIA XapakTep, BEpOATHOCTb abopTUMpoBaHWA Maoja C TPH-
comuen 21, no-BUAMMOMY, He 3aBUCUT OT BO3pacTa Matepu. Lauritsen
(1976) ob6bnapyxwun yBennyeHwe cpefHero Bo3pacTta OTUOB Npu Tpu-
comwr 16. Ans MoHocoMum X Takoi CBA3U He BbifBfAeHO [lvajii, Oha-
Ta, 1979; Warburton, Kline, Stein, 1980].

MprMeHeHWe NepopasibHbIX KOHTPALENTUBOB

Carr (1971) Habnwopgan yBennmyeHume 4acTtoTbl (MO CPaBHEHUK C KOHT-
ponem) TPNWAOUAHbLIX abopTYyCOB Y XXEHLWWH, NPUHMMABLW KX NO Kpam-
Helli Mepe B TeYeHMe 6 MeC A0 HACTynjeHWs GepeMeHHOCTM OpafbHble
KOHTpaLenTuBbl. B 6onee no3gHMX uCCNeAOBaHUAX CBA3b CHOHTaH-
HbIX abOpTOB UMM XPOMOCOMHbIX abeppaumii ¢ NpUemMOM KOHTpaLen-

4p

I XP 4 t(4; 1 Xp. U t (4. 19

Puc. 31. ®parMeHT KapuoTuna >Xewwwuunbl € MOBTOPHbIM» CMOHTaHHbIMK abopTa-
mu. MpefcTtaBneHa TpaHcnokayns mexgy 4-n n 11-i xpomocomamum [no Simp-
son .1 L. (1980d). Genes, chromosomes and reproductive failure. — Ferlil Steril,
1980, 33, 107. MeuaTaeTca ¢ paspeweHus].



13-15

13-15

Pric. 32. ®parmMeHTbl KapuoTMMNOB [BYX >XEHLWWH C MOBTOPUBLUM CMOHTAHHbIMU
abopTamMn U He UMeKWMnX AeTei.

a — PYTWHHaA OKpacka, He Mo3BonAlWas WAEHTUHULNPOBATL TPAHCOLMPOBaHHbIE XPO-
mocombl; 6 — t(13ql4q), koTOpas MOXeT NPMBOAMTb K POXAEHWUIO HOPMa/bHbIX [eTei,
eTel C NopoKamu pasBMTMA W K CMNOHTaHHbIM abopTam; B — t(15ql5q) npuBoauT K ru-
enn rametr {no Simpson J. L., Martin A. O. Cytogenetic nomenclature. — Am. J. Ob-
stet. Gynecol., 1977, 128, 167. [leyaTaeTcs C paspeweHund].

TMBOB He noaTeepaunacb [Boué et al.,, 1973, 1975b; Lauritsen, 1976;
Klinger, Glasser, 1977]. Pasnuune pe3ynbTaToB MOXeT ObiTb 00ycC-
NIOBNEHO ManbiM yuciom obenegyemblx (N=54) unm 60nee BbICOKUM
COAePXaHWEM 3CTPOreHOB B OpaibHbIX KOHTpauenTuBax, NpUMeEHse-
MbIX B TO Bpemsi. 3BEeCTHO, 4TO 6GEPEMEHHOCTU, HACTyMuBLIKWE MOC/e
WHAYUUPOBAHHOW O0BYAALMKM, ualle 3aKaHUYMBAKTCA CMOHTAHHbIMU
abopTaMu, NPUYMHOWK Yero MOXeT ObiTb He TO/bLKO MHOronnogHas 6e-
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peMEHHOCTb, MO W LUTOFeHeTUYeCKN aHoMasnbHble 3IMO6PMOHBLI. Tak,
npu 3ayaTMm nocne MHAYLMPOBAHHOW OBYNALUM WAW MNOCAe NEepBOro
CMOHTAHHOT0 LMKAa 4YacToTa XPOMOCOMHbIX aHOManuin y abopTycos
coctaBuna 84% no cpaBHeHMIO Cc 61% B KoHTpone [Bowué, Bowué,
Lasar, 1975a].

Hacnenyemble CTPYKTYPHbIE NepecTpoiikm

BONbWMHCTBO XPOMOCOMHbIX abeppaluii, BbIABASEMbIX Yy abopTycos,
HeynacnefoBaHHble. O4HaKO B HEKOTOPbIX CAyYasx poOAUTENnn ABAA-
I0TCS HOCUTEeNsIMU CTPYKTYPHON MepecTpoiiku, 4TO MNPUBOAUT Mpw
pacnpejeneHnn XpoMocom B Meio3e K 06pa3oBaHWi0 HecbanaHcupo-
BaHHbIM rameT, a 3aTeM K XPOMOCOMMNbIM aHOManusMm y naofos. Yac-
ToTa cbasaHCMPOBaHHbIX CTPYKTYPHbIX MNepecTpoek (TpaHcnokauum
W WHBEPCUM) OLHOTO0 M3 pPOAUTENel pas3nmuHa B pasHbiX MCC/ef0BaH-
HbIX Bbl6OpPKax WU 3aBUCUT OT aHaMHe3a 06Cnef0BaHHbIX CYMNPYXECKUX
nap: 6blAM TONbKO abopTbl MAM abopTbl M AeTW C NOpoKamu pasBu-
TMa. Ecnn B aHaMHe3e OTMevanucb TONbKO abopTbl, yacToTa TpaHc-
nokauui y poguteneil coctasnana 3,4% y XeHWUH N 1,6% y MyxX-
ynH. B rpynne poguTeneil, B aHaMHe3e KOTOpbIX, Kpome abopToB,
6blIN MEPTBOPOXAEHHbIE UMN XWUBOPOXAEHHbIE [eTW C Nopokamu pas-
BUTUA, 4YacToTa MnepecTpoek coctaBuna 16,4% y XeHwuH un 4,2%
y MyX4uH [Simpson, Elias, Martin, 1981]. BepoATHOCTb BbIABEHUA
Tpancnokaumii He 06A3aTeNbHO CBA3aHa C YUC/OM MpeAblgyLnx abop-
ToB [Simpson, Elias, Martin, 1981]. Ecnn y ognoro u3 poauTenei
BbIIBNSIETCA CTPYKTypHas nepecTpoiika, npu cnegytouieii 6epemMeHHO-
CTU JO/MKHa 6bITb NpPOBefeHa npeHaTanbHas AMarHoCTUKa. 3a UCKAI0-
YeHWeM pefKUX CNyYaeB, A0 CUX MOP He fACHO, WUMEKT I HOCUTENU
CTPYKTYPHbIX MEpPecTpoek MNOBbIWEHHbIA PUCK CMOHTAHHbIX abopToB;
OAHAKO €eCTb [aHHble, YKa3blBallMe Ha CHWXKEHUEe PenpofyKTUBHOM
ECMOCOBHOCTM Yy NUL C TakMMmM nepecTpoiikamu [Jacobs et al., 1975].

B 60MblUMHCTBE CAy4yaeB, Aaxe MPU CTPYKTYPHON mMepecTpoiike,
BO3MOXHO (hOopMUpOBaHMe HOpManbHbiX ramet (puc. 31). WNHorpa Ta-
Kas BO3MOXHOCTb WCK/O4YeHa NonHocTbi. Ha puc. 32 npeacTtaBfeH
KapuoTmn XeHwuHbl ¢ t (159 15q), Npy KOTOPOM HOpMasnbHble rame-
Tbl He NPOAYLMPYIOTCA, a 3UroTbl M60 TPUCOMHbIE, MG0 MOHOCOM-
Hble no 15-n xpomocome. B cBA3M C 3TUM XKeHULMHEe C NoJo6HONA
TpaHcnokKauueil peKOMeHAyeTCs OoCTeperatbCs HacTynneHus 6GepemeH-
HOCTHU.

HereHetnyeckue npuyvHbl

K HacTofileMy BpeMeHW MHOrMe HereHeTM4yeckue MNPUYUHbLI NOBTOP-
HbIX abopTOB YyXe W3BeCTHbl. K HMM OTHOCATCA aHOManuu MaTtku,
MH(pEeKUTW, ropmMoHanbHas HeAOCTaTOYHOCTb. Pe3ynbTaTbl 60/bLieit
4yacTW UCCNefOBaHWI YyKa3blBalOT Ha TO, 4YTO 3TWM MPUYUHBI He Tak
yacTbl, Kak npegnonaraetca [Glass, Golbus, 1978; Elias, Simpson,
1980a; Simpson, 1981b].



F'naBa 8

BMN3HELLOBOCTb

C [aBHUX MOpP POXAEHWE GNM3HEHLOB Bbi3biBAN0 MOBbIWEHHbLIA WH-
Tepec ecTecTBoucnbiTaTenein [Cormey, 1975a]. Mexpgy Tem (eHOMeH
61M3He0BOCT nNpeAcTaBnseT coboli TemMy He TOMbKO CXonacTuue-
CKUX NONMeMuK. Bpaum-akyllepbl XOPOLO OCO3HAKT BaXHOCTb AMa-
FHOCTUKM W MPaBU/LHOTO BEAEHUS MHOTFOMMOAHLIX GepeMeHHOCTel
M3-3a MHOFQYUC/IEHHbIX OC/IOXHEHWI. Kpome Toro, heHomMeH 61M3He-
LLOBOCTM faeT BO3MOXHOCTb M3y4MTb HEKOTOpble Mpo6nembl B o6nac-
TM TEHeTUKM YenoBeka, MNe pelaeMble ApyrMMu nogxogamu. Wccne-
[0BaHUs Ha 6nM3Helax NPOBOAMAN: 1) ANs 0GHapy>XeHUs reHeTmye-
CKOW KOMMOHEHTbl KauyeCTBEeHHbIX NMPU3HAKOB (Hanpumep, pacliennHa
He6a), HacnepaoBaHWe KOTOPbIX He MOAYMHSETCA NPOCTbIM MeHAeneB-
CKUM 3aKOHaMm; 2) ANd OLUEHKM HacnedyemMocTU KOMMUYECTBEHHbIX Xa-
paKTepuCcTUK (Hanpumep, apTepuanbHOro AaBneHus); 3) AN OLEHKW
CTEMeHN MeueTPaHTHOCTM [AOMMHAHTHbIX anneneii. bonee pAeTanbHO
npuMepbl UCNOMb30BaHWUA OGNN3HELOBbIX WCCMELOBAHUA W3N0XEHbI B
pabote Cavalli-Sforza n Bodmer (1971).

TMbl N MPONCXOXAEHWE BJTIN3HELLOB

CyuecTByeT ABa pasHbiX Tuna 6/M3HEL0B: MOHO- U AU3NTOTHble. Mo-
HO3WTOTHble 671M3HeLbl pPa3BUBAKOTCA W3 OA4HOWN AMLEKNETKW, ONNoLO-
TBOPEHHOW O4HMM cnepmMaTto30ouAoM, NyTem AefleHUs 3UroTbl UAN 3IM6-
pMOHa Ha CaMblX pPaHHWX 3Tanax ambpuoreHesa. [AU3NroTHble 6AM3He-
LUbl pasBUMBAKOTCA U3 ABYX SNLEKNETOK, KaXjas W3 KOTOpbIX OMNA040-
TBOpPEHAa OTAEeNIbHbIM CNepMaTo30UaoM.

Ecnv MoOHO3MroTHas 6MM3HELO0BOCTb pa3BMBAETCA Ha paHHWX CTa-
ousAX, npepnofiaraeTcsi, 4yto 6yAyT (OpMMPOBATLCA ABa aMHWOHA W
ABa XopuoHa (AMamnuoHHble, AUXOpUOHHbIE) TBenirschke, Driscoll,
1967; Reid, Ryan, Benirschke, 1972] (puc. 33). MNpumepHO nocne
3-ro fHS C MOMEHTa OMM0AOTBOPEHMSI MOXeT (DOPMUPOBATLCA TONbKO
OAWH XOPUOH. B CBSA3W C 3TUM MOHO3UTOTHble 6/M3HELbI, Pa3BUBatO-
umeca mnocne 3Toro BPEMeHM, BCerga MOHOXOPUOHHbIE W 06bIYHO,
HO He 06f3aTeNbHO, AMAMHWOHHbIE; 67% MOHO3UTOTHbIX 6/N3HELO0B
MOHOXOPUOHHbIE [Bulmer, 1970]. AMHWOH 00bIYHO opmuUpyeTCca K
8-My [HI0, MO3TOMY MOHO3UroTHas 6/M3HEL0BOCTb, BO3HMKaAlOLLAsA
Mexay 8-mM u 1l4-m gHem, MOXeT 6biTb TONbKO MOHOAaMHWOHHOWM, 4TO,
0[lHaKO, MPOMCXOAMT [AOBOMbLHO peaKko. [An3nroTtHas 6AM3HELO0BOCTb,
ABNAIO W AaACA pe3ynbTaTOM [ABOWHOW OBYNAULMM U ONJOLOTBOPEHMUS,
Bcerja npeacrtaBsieHa [BYMS aMHUOHaMuW W [Byms xopuoHamu. Og-
HaKoO €eCcnuM MMNAaHTauuMs [BYX CaMOCTOSITE/IbHbIX AWLEKNeTOK Mnpo-
M30ifeT B HenocpeAcTBEHHOM 6AM30CTM, TO BO3MOXHO o06pasoBaHue
eJMHON CNNTHOW NNaLEeHTHI.
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NmnnaHtaums

Puc. 33. 3Tanbl paHHero am6puMOHanbHOrO PasBUTMA WM TUN NaauvenTauun y Mo-
HO3UroTNbIX 6au3neyos. [o 3-ro AHA pasBUTUMA (QOPMUPYIOTCA ABa XOpPUOHa (au-
aMHHOHHbIW, AWXOPUOHHbIA: Aufn). TpegnonaraeTcs, yYto ¢ 3-ro Mo 8- AeHb
pa3BUTUSA KaXAbliA Nnof WMeeT CBOM amMHWOH, HO o6wWniA xopuon (AMaMWUWOH-
HbIA, MOHOXOPWOHHbIA AnMo0), a 3aTeM nosBnfeTcs 06L,a% aMHMOTUYECKAsA Mo-
noctb (OAIM) [no Benirschke K., Driscoll S. G. Tlie Pathology of the Human
Plac]:enta. — New York: Springer Verlag, 1967, p. 264. MeyaTaeTcq C paspelle-
Huns).

YACTOTA POXAEHWNA BJIN3HELLOB

O6uwan yactoTa POXAEHWI OGNN3HELOB COCTaBNAeT npumepHo 1/70—
1/100 (T. e. Ha Kaxpoe poxpaeHue 61M3HeL0B npuxogmtcs oT 70 go
100 poxpaeHuii ogHoro pebeHka; Takum o6pasom, oAnH M3 35—50 Ho-
BOPOXAEHHbIX fBAAeTcA 6aM3HeloM). DTa 4YacToTa BapbupyeT B pas-
NNYHBIX MNONYANALUSAX U B pa3HOe Bpems; NpU ee OLEHKEe BKIKYaKT
TakXe c/ay4vyaum poXAeHW 6/M3HeL0B, KOrAa >XWBbIM pOXAaeTCA Xo-
TA 6bl OAUH M3 HUX. B pesynbTaTe TOro, 4to 4acToTy 6AM3NELOBOCTU
00bIYHO OUeHMBAKOT MO WUCTOPMAM poAoB (BMTanbHas CTaTUCTUKA),
MPOUCXOAUT HeKoTOpas HefoOOLeHKa 4acToTbl MTTOrOMAOAMbIX 3aya-
TWIA, TaK Kak Npu TakoM crnocobe peructpayuy me y4yuTblBalOT CAy-
yaum npeHaTanbHO-NepMHaTanbHON rnbenu nnoAoB, CBSI3aHHOW C ca-
MUM (eHOMEHOM MHoronnoaus. MNMoATBEpPXAEHUEM 3TOMY CAYXaT pe-
3ynbTaTbhl HeAaBNO MPOBEAEHHbIX YNbTPa3BYKOBbIX WUCCNef0BaHUM,
KOTOpble NoKasanu, 4YTO 4acToTa poXAeHus 61M3NeLoB cocTaBnseT
Tonbko 30% OT 4acTOTbl MHOrOMAoAuMs, HabnwaaemMoil B nepBble
10 Hepn 6epemeHHocTu [Donald, Levi, 1975; Levi, 1976]. Kpome ToOrO,
CHUXKEeHa M BbDKMBAEMOCTb 61M3HEL0B.
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CyuwiecTByeT npubamxeHHas Gopmyna OLEHKW 4acTOTbl POXAEHUSA
Tpex, yeTbipex W 6Gonee 61M3HELOB, COOTBETCTBYHOLAA KBajpaTy, Ky-
6y M T. 4. 4acTOTbl POXAEHWA ABOWHW B fJaHHOW nonynsuuu (npa-
BUno lennunHa). N xoTs 6uonormyeckas oCHoBa NS 3TUX Npeanono-
XXEeHWN BCe elle OCTaeTCA HEACHOW, MCNonb3yeMble OLEHKMW, MO-BUAH-
MOMY, COOTBETCTBYIOT HabntofaeMoli yacToTe.

YactoTa pOXAEHUA MOHO3UTOTHbIX OGN3HELOB OTHOCUTENbHO MO-
cToAHHa (npumepHo B 1 cnyyae u3 250 pofoB) B pasHbiX Monyns-
LMSAX He3aBMCMMO OT pacoBOW npuHagnexHoctu [Bulmer, 1970], B TO
BpeMS KaK 4acToTa POXAEHWA AUSUTOTHbIX OGAU3HELOB 3HAaYUTENbHO
Bbile B HerpomaHbix nonynauyusax (1/20 poxaeHuit) [Nylander, 1971,
1975a], yem y npeacTtaBuTenein eeponeomgHoin pacbl CLUA (1/80 pox-
peHnin) [Myrianthapoulos, 1970]; npuBefeHHble LW(PPbl Bbille TeX,
KOTOpble XapaKTepnbl AN HEKOTOPbIX BOCTOYHbIX monynsuuin (1/150
poxaeHuid) [Bulmer, 1970; Nylander, 1975a]. Kpome TOro, no mepe
yBeNNYeHUs BO3pacTa XeHWWHbl (npumepHo o 40 neT) noBbiwaeT-
CA W 4yacToTa posefeHNs AUBUTOTHbIX 6/M3HELO0B, O4HAKO Y A?eHLLUH
B BO3pacTe cTapwe 40 neT 3TOT nokasaTenb ymeHbliaetca [Bulmer,
1958; Nylander, 1975]. MpWunHbl NOAOOHON WM3MEHYMBOCTU YacTOThI
POXAEHWUS [AM3UTOTHLIX 6/1M3HELO0B NOKa He YycTaHOBAeHbl. OAHAKO
npegnonaraldT, 4YTO OHa B HacToslee BpeMs CHLWKaeTca [James,
1972]. Mo-BUANMOMY, POXAEHUE MOHO3UFOTHOW 6/M3HEL0BOW NMapbl—
cnydyaiiHoe cob6bITME, MOCKOMbKY, C OfHOW CTOPOHbI, HabnwopgaeTcs
O4YeBMAHAA OLHOPOAHOCTb YacTOTbl UX POXAEHWUA B pasHbIX MONyns-
umMAx, c Apyroii — OTCYTCTBYeT BAMANMWE Ha €ee 4acToTy Bo3pacTa
maTepu. CnepoBaTenbHO, 60blas 4acTb M3MEHYUBOCTU YaCTOThbl POXK-
fLeHus 6nM3HeL0B, O4YeBMAHO, 06YyCNOBAEHA pa3MUMAMK B 4acToTe
POXAEHUA AU3UTOTHbIX 6/U3HELOB.

MoCKONbKY 4acToTa POXAeHWS MOHO3UTOTHbIX OG/IM3HELOB MOCTO-
fHHa B pasnblX MNONYNALUAX, MOXHO YCTaHOBUTb OTHOCUTE/IbHYIO NpPO-
MOPLMI0 MOHO- W AM3UTOTHbIX 6/M3HELOBbLIX Nap, BOCMO/b30BaBLINCH
npocToin dopmynoi, npegnoxeHHon Weinberg (1902), KoTopbli
yTBEpXAan, 4YT0 nponopums AUBUTOTHbIX 6NM3HeLOB BABOe 60blue
nponopuMyu pasHononbix 6aM3HeL0BbIX Nap. (ITOT MeToh npefnona-
raet, 4to COOTHOWeHWe mnonos cocTtaBnset 50%; OJHAKO pacyeTshl
MOTyT 6bITb MOAMGMULMPOBaHbLI COOTBETCTBEHHO WMCTHHMOMY OTHOLle-
HWIO NONOB B nonynauyuu, Hanpumep, 1,06 ManbymMKoB : 1,0 AeBOYEK.)
WccnepoBaHue, NpoBefieHHOE B OTHOLIEHUU AWBOPOXAEHHbIX 6/K3He-
uos B OaHuu B nepuog c¢ 1870 no 1901 rog [Harvald, Hauge, 1965],
nokasano, 4to nponopuus pasHononbix 6nuM3HeuoB coctaBuna 0,367
Takum ob6bpasom, 2X0,367, T. e. 0,734 (73,4%), [O/MKHO COOTBETCT-
BOBaTb A0M1e AM3NTOTHbIX, a 1—0,734, T. e. 0,266 (26,6%), — MOHO-
3uroTnbix nap. MonyyvyeHHble OLEHKU COOTBETCTBYIOT NPOMNOPLUAM 3U-
roT B TOW >Xe Nonynsuuu.

HACNEAYEMOCTb BJIM3HELLOBOCTU

BonbWMHCTBO uUcCCNeAOBaHMI MpefnonaraeT CyLlecTBOBaHWe Hacneg-
CTBEHHOW KOMMOHEHTbl B PasBUTUU AU3NTOTHOW 6nm3HeuoBocTM [Ny-
lander, 1975b; Wyshak, White, 1965]. Weinberg (1909) npu wun3sy-
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YEHWN MHOronAoA4HbIX 6GepemMeHHOCTel OOHapyXwun yBenuyeHue dac-
TOTbl POXAeHWA 6AU3HELOB Y POACTBEHHMWKOB S eHLMH, WMEBLUNX
6nn3HeyoB. Ha OCHOBaHUM 3TOr0 OH MPEAMOA0XUA Yy4acTue TeHeTu-
yeckux (hakTOPOB B MPefpacrnoNOXEeHHOCTU K POXAEHUIO AU3UTOTHbIX
6nun3HeyoB. Greulick (1934) coobuwmnn O MOBbIWEHHOW 4acTOTe POX-
LeHUS AM3UTOTHbIX 6/M3HEL0B Y POACTBEHHUKOB (KakK MYXUYUH, TakK
N XEHLWMNH) AW3UTOTHbIX 61M3HEL0B, OAHAKO BbiCKa3an Npenofioxe-
HME O CMelEeHWN OLEHKM B pe3ynbTaTe HeAOBbISBAEWLW Cly4aeB
POXJEHUA TONbKO OfHOr0 pebeHKa CO CTOPOHbI OTUa. MccnepnoBaHus
MOPMOHOB, MONYAAUUU, B KOTOPOW cobpaHbl 0OLWIMPHbIE reHeanormye-
CKWe [aHHble, BbIABMAO YBE/MUYEHHYK 4acTOTy AW3MTOTHON 6aM3HeLo-
BOCTW y [feTeil G6NM3HELOB W AeTeil CMBCOB 6GAM3HELOB. Y >XEHLWMWH,
Ybu MaTepu 6bIIM OAHUM K3 6U3HEL0B B pa3HOMO/NON Mnape, OTMeue-
HO 3HAUYMTeNbHOE YBe/MYEHMe YaCTOThl POXAEHUS 61M3HelLoB (B 2 pa-
3a) NO CPaBHEHWIO C AETbMMW MYXUYUH, O4HAKO abCOMOTHble pasnnuuns
He CTONb MNoOKa3aTeNbHbl. Kpome TOro, OLEHKA 4acToTbl POXAeHMWA
6MM3HEL0B Yy 3TUX XEHWWUH (1 Ha 60 poXAeHWiA) 3HA4YUTENbHO Mpe-
BbILIAET OLEHKY, MNOMYyYEHHYK [And o6weli nonynsyunu MOPMOHOB.
B HacTofAlee BpeMs He MNpeAcTaBAseTCs BO3MOXHbIM y6eAuTeNbHO
yCTaHOBUTbL TWN HacnegosaHuss MHoronnogusa. Nylander (1975b),
CYMMWpPOBaB 4acToTy POXAeHWs 6AM3HeLO0B B 6OMbliO/ BbIGOpKE U3
3anagHoii Hurepuu, rge 3TOT MokKasaTenb BbLICOK, 3aKMO4YUA, UTO:
1) oTubl He BHOCHIT CYLLECTBEHHOr0 BK/aja B NpeapacnosioXXeHHOCTb
K POXAeHWI0 6/M3HELO0B; 2) >XEHLWMWHbl, paHee poXxaBlwune 6AM3He-
LOB, UMEKT NOYTM B 2 pasa 6onblie WAHCOB HacTynjeHUs 6aM3He-
LLOBOW 6epemMeHHOCTU, YeM XXEHLLIMHbI, He poXaBlwwue 6AM3HeLOB (3TO
MOXeT ObliTb CNeACTBMEM KaK FeHeTUYeCcKUX, TakK U CcpefoBbiX (ak-
TOPOB) ; 3) VY XXEHLWMWH, KOTOpble camMu ABAAKTCA 6AM3HeuamMu wau
MaTepu KOTOPbIX MPOUCXOAAT M3 6AM3HELOBbIX MNap, Me BbISBAEHO
MOBbLILIEHUA 4YacTOTbl POXAeHWS 6MU3HELOB. YuyacTue reHeTU4ecKux
(haKTOpoB ABNSAETCA BO3MOXHbIM 06bACHENMEM LIWPOKOWA Bapuabenb-
HOCTU 4acTOTbl AU3WUTOTHOW 6/M3HELO0BOCTM B pPasHbIX PacoBbIX rpyn-
nax. bonee TOro, YyactoTta AUBUTOTHbLIX 6/IM3HELOB Y MNOTOMKOB, POX-
[LEHHbIX B MeXpacoBbliX 6Gpakax, 60/iee CX0fHa C 4acTOTOW, XapakTep-
HOW ANS pac, K KOTOPbIM MPUHaANiexXaT MaTepu, Hexenu oTubl. Ecnu
Xe camMu MaTepu pOXAEHbl B MeXpacoBoM 6pake, TO yactoTa AMU3U-
rOTHOM 6NW3HELOBOCTM Y HUX CXOAHA C TaKOBOW TOW poOAUTENbCKOW
pacbl, B OTHOLUIEHWWM KOTOPOM 06HapyxeHa 6ofee HM3Kas yacToTa.
3TN paHHble NO3BOMSAM fyMaTb O PeLEecCCMBHOM XxapakTepe Hacnefo-
BaHMA 6nm3HeyoBocTM [Morton, Chung, Mi, 1967].

PaHee mofiaranu, 4YTo MOHO3MTOTHas 6/IN3HELLOBOCTb He Hacnepy-
eTcs, OfHaKO pe3ynbTaTbl NOCNEAHUX UCCNef0BaHU CBMAETENbLCTBYIOT
0 CeMeilHOli MpeAapacnofioXXeHHOCTM K JaHHOMY GeHOoMeHy [Harvey,
Huntley, Smith, 1977; Michels, Riccardi, 1978; Shapiro, Zemek,
Shulman, 1978]. CywecTBylowune faHHble He BMOMHe yb6eAUTENbHbI
M3-3a OMpefeneHHbIX OTKIOHEHUN, HeW3B6eXHbIX B MWCCNef0BaHUAX
nogo6Horo poga. HecmoTpsi Ha TO YTO M3BECTHbl POAOC/OBHbIE, B KO-
TOPbIX BbIIBMEHbl MHOFOUYUC/EHHbIE CAyYau POXAEHUS 6M3HeLOoB,
0CTaeTCA HeAOKa3aHHbIM BbIBOA O TOM, YTO paccMaTpuBaemblil heHo-
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MeH BCTpevyaeTCsl ualle, 4YeM MO 3aKOHY cfay4yas. HanomMHuMm, 4TO
6/1M3HEL0BOCTbL He npeacTaBnseT coboil peakoe cobbiTMe M BCTpeda-
eTCA MPMMEPHO B 0AHOM cny4yae u3 70—100 6GepemeHHocTelr (1/250
TONbKO AN MOHO3MTOTHbIX 61M3Hel0B). CnefoBaTeNbHO, BEPOATHOCTb
nocnefoBaTe/lbHOrO POXAEHWA [BYX map 6/1M3HEeLOB B Clyvae, €cC/u
npegnonaraetcs, 4YTo 3TU coObLITMA He3aBUCUMbI, cocTaBnseT (1/70)X
X (1/70) = 1/4900. CemeitHOe HakonaeHue cay4yaeB MOHO3UIOTHOWA
6113HeL0BOCTM elwe 6onee BnedaTnstouwe. XOTA BbIYMCNEHUE OXMU-
faemMolii 4acTOTbl C/AMWKOM YMpOLWEHO, 0YeBMAHO, 4YTO OTOGpPaHHbIE
POLOCNOBHbIE C MHOTOYMUCNEHHBIMU C/lyYassMW POXAEHUS GNN3HEL0BbIX
nap ewe ne [OKa3blBalOT Yy4acTWs TeHETUYECKMX (haKTOPOB B peasu-
3auMu geHomeHa 6ausHeloBOCTU. WccnefoBaHuUA, [OKasblBalLlue,
4yTo yacTtoTa 6/M3HELO0BOCTM B OMPEAENEHHbIX CEMbAX Bbille, Yem B
KOHTPO/bHbIX, TaKXe HEeCcoCToATeNbHbl K3-3a OWMWGKM BbIGOPKU. Ha-
npumep, ANS UccnefoBaTens CEMbM, B KOTOPbIX pOXAakwTcAd 61U3He-
Ubl, MOTYT NpPeACTaBAATb MOBbIWEHHbIA WHTEPEC YXe B CUY CaMoro
theHomeHa 6nm3HeyosocTu. Bulmer (1970), ucnonb3ya AaHHble Hec-
KONbKWX uccnefoBaHWin (B TOM 4ucne U COBGCTBEHHOrO0), AEMOHCTPMU-
pyeT HeAOoBbISB/ISEMOCTb CNy4aeB eAMHUYHBIX POXAEHUI CO CTOPOHbI
oTua 6n1M3HeuoB. McnpaBneHUs 3TUX OTKNOHEHWA MOryT 6bITb 060C-
HOBAHHbLIMU TEM, YTO CEMbW C HEOObIYHbIM HaKONAeHWeM 6/M3HeL OB
npuMBnekawT 60nbliee BHUMaHWe uccnepoBaTens. HakoHew, ocTatoTcs
COMHEHNA OTHOCUTENbHO afleKBaTHOCTWM CMNOCOO0B perucrpayum «KOHT-
pons» U 6MM3HEL0BbIX MP06aHAOB B 60MbLWIMHCTBE NMPOBEAEMHbLIX MC-
cnefoBaHui.

Takum 06pa3oM, MOXHO CUMTaTb, YTO BOMPOC O HACAeAYyeMOCTU
MOHO- ¥ AWU3UTOTHOM 6/M3HEL,0BOCTU OCTaeTCs OTKPbITbIM. Bonee Toro,
fJaxe ecnu AOMyCTWUTb, YTO FeHeTMYeckass KOMMOHEHTa CyLiecTBeHHa
4N 3TUX ABYX TUMNOB 6G/M3HEL,0BOCTW, TUM HacnefOBaHUS UX He ycCTa-
HOBMEH W, CNefoBaTeNbHO, HENMb3S paccyMTaTb PUCK Ha OCHOBE FeHe-
TUYECKUX Mogeneil. Ecnm ke HEKOTOpble CEMbWM U OTHOCATCA K Ka-
Teropuy cemell ¢ NpPeapacrnoNoXeHHOCTbH K POXAeHUIO 61M3HeLO0B,
B HacTosllee BPEMS HEBO3MOXHO OMPefeNnuTb, Kakue W3 HUX Mpu-
Hagnexat MMeHHO K 3TOoli KaTeropuu, a B Kakux HabnwopgaeTcd Ccny-
yailHoe HakomnneHue. Ecnu 6bl mccnepoBaTenn pacrnofnaranu AaHHbIMU
0 MOBTOPHOI 6/M3HELLOBOCTM B CEMbAX MNOC/ME KOPPEeKLUU Ha pacoBylo
NPUHAANEXHOCTb, BO3pacT MaTepy U CeMelnbiii aHamMHe3, OLEHKW 3M-
NMUPUYECKOTO pucka OblAM 6bl YTOUYHeHbl. CyllecTByHOLWMNe AaHHbIE
CBUAETENLCTBYIOT O TOM, YTO YacToTa 6/M3HEL0BOCTM B OMPEAEeNeHHbIX
CEMbSIX MpeBbIWaeT MNONYASILMOHHYIO He 6Gofee 4yem B 2 pasa, uTo,
no-BMAUMOMY, HaxoAUTCA B npejenax o6uieii Bapuayum 4YacToThl
6/1M3HEL,0BOCTMW.

FTEHETUYECKWME XAPAKTEPUCTUKN MOHO- U AN3NTOTHBLIX
BZTIM3HELIOB

3a pegKMM UCKMIOYEHWEM, MOHO3UIOTHble GNM3HELbl TeHeTUYecKu
WAEHTWYHbI B pe3ynbTaTe TOrO, YTO OHW pas3BMBAlOTCH W3 efUHOI
3UTroTbl, 06pasylolleiics Npu CAWSHUWM OLHON sAKLLEKNeTKW W OfHOro
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cnepmato3ouga. [Au3nroTHele 6MM3HeLbl pa3BUBAKOTCA B pe3ynbTaTe
HEe3aBMCMMOrO OMIOAOTBOPEHUA [BYX SANLEKNETOK [ABYMSA pPasfUYHbI-
My cnepmatosongaMu. OHU FeHEeTUYECKU CXOAHbI He 6onee, Yem fto-
6ble nBa cubca; cnefoBaTeslbHO, U AU3UTOTHblIe 6/M3HEUbI, U MNebnns-
neuoBble CUOGCHI MMEKT MNOMOBUMHY 06WKUX reHoB. OXupgaeTtcd, 4TO
MOHO3UTOTHble 6aM3HeLbl (EeHOTUNUYECKU WAEHTUYHbI MO BCEM re-
HeTMYeCKN [eTepMUHUPOBAHHLIM MNpU3HaAKaM, XapakKTepusyoLlumcs
MOMHON MEHeTPAHTHOCTLIO U YCTOWYMBOCTLIO K MOAMDULMPYHOLW UM
BAUSHUAM BHellHei cpedbl. OAHAKO MOHO3UTOTHble 6/M3HeLbl He 064-
3aTeNlbHO (EHOTUMMUYECKM WMAEHTUYHbI BO BCEX cnyyasax. Hanpumep,
Yy 0fHOro M3 6/M3HELO0B MOFyT OblTb HEKOTOPble LUPKYNATOPHbIE
npeumyLiecTBa BCNeACTBME 06pPa30BaHMs XOPUOHUYECKUX COCYAUCTbIX
aHacTOMO030B, B TO BpeMs KaK Yy ero cobnmsHeua MOXET OTCYTCTBO-
BaTb gaxe cepaue (akapams) [Benirschke, Kim, 1973]. HecmoTps
Ma TO 4YTO Y MOHO3WUFOTHbIX 6G/IM3HEL0BbIX Map BbiCOKA KOHKOPAAHT-
MOCTb MO BPOXAEHHbIM MOPOKaM pa3BUTWUS, CaMW MOPOKM Heob6A3a-
TeNlbHO WAEHTUYHbI Y 4feHOB oAHOW napbl [Myrianthapoulos, 1978].
Cpocwuecs 6nM3HeLbl, KOTOpble, KakK nonaralwT, ABAAKTCA MOHO3M-
rOTHbIMUW, He pasjenuelivecs yepe3 14 fHeid pasBUTUA, 4acTo UMEKOT
OAHOCTOPOHHee HeAOopas3BMTUE, BO3MOXHO BCAeACTBME MOCT3UIOTUYe-
eTWX COObITUA. Hanpumep, onucaHbl crlyyail aH3HUehanuu y OAHOrO
6nm3Heya u pacwenuHa Heba y ero cobnmsHeya [Hamon, Dinno,
1978]. XoTs cnepgoBano 6bl 0XUAATb WAEHTUYHOCTb XPOMOCOMHbIX
HabopoOB Yy MOHO3MTOTHbIX G/M3HEL0B, MHOrga O6GHapyXWBaKTCsH pas-
ANYNS KaK CNefCTBME MOCT3UTOTMUYEEKOr0 MWUTOTUYECKOTO HEpacxoX-
penusa. Hanpumep, yTpata X-XpOMOCOMbl Y 0ANOro 61M3Hela npusena
K 06pa3oBaHWI0 pas3nonosnioi mapbl: OAHOro Manbyuka (46,XY) u oa-
Holi (heHoTMNMYecKoi peBouku (45,X) [Benirschke, Kim, 1973].

LOn3nroTHble 61M3HELbl MOrYyT pasnuyatbCs NO Mpu3Hakam, Je-
TEPMWUHUPOBAHHLIM OAHUM FeHeTUYEeCKUM NIOKYCOM, OfHaKo onT! moryT
ObITb CNyYaliHO CXOAHbIMM. O6Was cucTeMa KpoBoobGpalleHMsa in utero
Yy OV3UTOTHLIX 6/IN3HEL0B BCTpevaeTCs PefKo, OfHAaKO W3BECTHbI Ciy-
Yyan CMeLeHUs TeHOTUMOB MO AaHTUTEHHbIM CUCTEMaM 3PUTPOLMTOB
n gpyrmx Tkaneit [Benirschke, 1970]. 370 cocTosHMe paccmaTpuBa-
0T KaK SIBIEHHO XMMepn3Ma y 4enoBeka. Takum obpasom, ans onpe-
LeneHns 3UroTHOCTU MOXeT 6biTb HeoOXO0AUMBbIM uccnefoBaHWe 60/b-
woro 4ymcna nokycoB. OLEHKM MOKa3aTefneill HenpepbiBHO pacnpeje-
NEHHBbIX WM KOMMYECTBEHHbIX MPU3HaKOB (faBneHWEe KPOBM, YPOBEHb
yonectepuHa) 60nee CXOAHbI Y MOHO3UTOTHbIX G/M3HELOB MO CpaBHe-
HWKO C OLeHKaMM, MOMIYYEHHbIMU Y AU3UTOTHbLIX G/IN3HEL0B; YeM Tec-
Hee CXOACTBO, TeM 60/blle pPOSib FeHEeTUYECKNX (DaKTOPOB.

OMPEAENEHWNE 3NUTOTHOCTU

OnpepgeneHne TWUHA 3UTOTHOCTM BecbMa CYLLECTBEHHO, €CAuM napbl
6N13HeL0B MOABEPralTCsA FeHeTUYeCKUM KUccnefoBaHUaM. 3Ta UHGOp-
MaLusa nones3Ha TakXe NpuW OnpefeseHNN BO3MOXHOCTW TpaHCMIaH-
Taluu OpPraHoB, MOCKO/bKY ee ycrnex MpsMo MNpOMnopLMOHaneH reHe-
TUYECKOMY CXOACTBY MWHAMBMAOB MO NOKycaM TFUCTOCOBMECTMMOCTHU.
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Kpome Toro, onpegeneHue 3MroTHOCTM WMHOrga Heo6xoAMMO ANS YAOB-
NneTBOpPEHMUS NO6ONbLITCTBA CaMUX OIU3HELOB MAM WX POACTBEHHUKOB.
MeTofbl onpeAeneHUs 3UroTnocTu (opmanbHO 6blAM MNPeanoXeHbl
yXXe B Hayane Hawero CTONETMA, HO 3aTeM Oblin CYLLeCTBEHHO Me-
pepaboTaHbl [Vogel, Motulsky, 1979]. MOXHO NpeAnonOXMUTb, 4TO
pasHononble 6/M3HeLbl Bcerja AU3UroTHbI, 3a WCKAYEHUEM PefKuX
aHOManbHbIX cay4vaes, Hanpumep, 45X 6nusHey u ero 46,XY co-
6nusHel. Kpome Toro, 6auM3Helbl AU3UTOTNbI, €CAW OHW pasfmnyarTcs
no no60My WM3BECTHOMY MNpPM3HaKy, KOTOPbI AeTEPMUHUPOBAH OLHUM
reHeTMYeCKMM /OKYCOM W MPOABAAET MOJIHYK0 MNEeHEeTPaHTHOCTL. Ta-
KMM 06pa3oM, Heob6X0AMMOCTb B TL,aTeNbHOW OLEHKe 3MroTMOCTW OT-
nafaet, ecny uYneHbl 6/7M3HELOBON Mapbl CUALHO pasnuyarwTca (npw
yuyeTe BHELIHECPeOoBbIX MOAM(MKALMIA, TaKMX KakK OKpacka BOMOC W
pasnuuns B Macce Tena). Ecnn 3UroTnocTb OKOHYaTeNbHO He ycTa-
HOBMleHa, TO 6/M3HEL0B CpaBHMBAKOT MO rpynnam KpPoOBW, CbIBOPOTOY-
HbIM 6enkam, rannoTunam cuctemsbl ITLA v gpyruMm noavMmMopeHbIM
MeHZenupylowmm npusHakam [Race, Ranger, 1975; Smith, Penroce,
1954]. Mpn WUCKNOYEHUN OWMNOGOK TUNWPOBAHUS [aXe EAUHCTBEHHOE
pasnuune OypAeT CBUAETENbCTBOBATb O AMN3UIFOTHOCTU 61u3HeL0B. Opf-
HaKO ec/iu BCe WCCMefil0OBaHHble MPU3HAKN OKaXyTCA WAEHTUYHBIMMU,
3TO eule ne CBUAETENbCTBYeT 06 WAEHTUYHOCTU 6AM3HEL0B, NMOCKO/b-
KY W [AU3UTOTHble 6/M3HeLbl MOryT OblTb CXOAHbIMW MO [AaHHbIM
NMpPU3HaKaM 4YUCTO CAy4yaiiHO. BeposiTHOCTb MAEHTUYHOCTU AU3NTOTHBIX
6NM3HeL0B MO aHanu3MpyeMblM MNpuU3HaKam chefyeT paccuyuTbiBaTb
cnegytowum obpasom (tabn. 19). AHanm3 XPOMOCOMHbIX BapuaHTOB
TakXe MOXHO WCMONb30BaTb A1 ONpefefieHna 3urotnoctn. MoHO3M-
FrOTHble 6/M3HeLbl AOMKHbI 6biTb KOMKOPAaUTNbTMW MO BCEM WUcCChe-
ayembim BapuaHTam [Van Dyke et al.,, 1977]. OgHakoO MapKMpOBKa
XPOMOCOMHbIX BapuaHTOB He CTO/IbKO HafeXHa, KakK MCMnoJfib30BaHue
HeKOTOpbIX APYrux nokasaTenei 3MroTnocTu, MOCKONAbKY YCMELWHOCTb
MeTOola M3MEHSAeTCAa B COOTBETCTBMM C TEXHUYECKMMMW BO3MOXHOCTA-
MW, OMbITOM OLEHKU BapuaHTa W cTaHAapTu3auuelr Kputepues uX
OLLEHKMN.

[pyroii meToA onpefieneHnsa 3UroTNOCTM OCHOBAaH Ma anannse faH-
HbIX O NpMpoAe OKOMONNOAHLIX 06onouvek [Corney, 1975b]. MockonbKy
AN3UroTHas 6/M3HEL0BOCTb fABNAETCA pe3ynbTaTOM [BOMHbLIX OBYNS-
UMiA 1M onnofoTBOPEHMIA, 0bpasytoTca fABa aMHWOHA W [Ba XOPUOHa.
Ecnn >Xe TOYKM MMNANaHTaALMM OKaXyTcsd B HemnocpeACTBeHHOW 61um-
30CTM OfjHa K JApyroi, nnaueHTbl cpacTtytca. Ecnm  moHO3MroTHas
6/113NeL0BOCTb pa3BMBaeTCA Ha PaHHUX CTaguMAaX pasBUTMA, BO3MOX-
HO o6pa3oBaHMe [ABYX aMHWOHOB W [BYX XOPWOHOB (AMaMHWOHHas,
LTTXOPUOHHAsA); 0fHAaKO nocne 3-ro AHS MOXeT 06pa3oBaTbCA TO/bKO
O4MH XOpPUOH. MOHO3MroTHas 6MM3HEL0BOCTb, (POPMUPYHOLLAACA NPU-
MepHO MexAay 9-M u 14-m anem, MOXeT 6blTb TONbKO MOHOaMHMOH-
Hoin [Benirschke, 1972a, 1972b]. Ana onpefeneHuMs 3UroTnocTu Tpe-
b6yeTcs BM3yanbHOE W MWKPOCKONMWYECKOE WCCNefoBaHWe MNaTTCHTLI.
TkaHu, pasgenswowue e 3aM6pUOHaNbHbIE MOMOCTU, AOMKHbI OblTb
nccnepfoBaHbl C MOMOLWbLK TFUCTONOTMYECKNUX MeTofoB [Benirschke,
1972b], OgMH aMHWOH CBUAETENbCTBYET O MOHO3UTOTHOCTM 6/U3HE-
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Ta6nuuy a 19. Fpynnbl KPOBW Yy UY/IEHOB CeMeii, B KOTOPbIX POAUIUCH
OfiHOMO/ble 6/IM3HeLbI

YneH cembyn Mon r%g'a Fpk;lr'l\lna
MaTb X A MN
Orey, M 0 MN
Cunée X 0 MN
BnusHey A M 0 MN
bnusney b M 0 MN

3Has Tunbl HacnefoBaHMA rpynn KposBu cuctembl ABO 1 MN, MOXHO onpe-
[LeNnnUTb FeHoTunbl poguTenein. Hanpumep, y matepu reHotun AO, y otua —00.
Oxunpaemas yactota y notomkoe reHotunos AO n 00 coctaBnsetr 0,5. Matb u
oTey, umetoT reHotun MN. Oxwupgaemble 4acToTbl y ux notomctea: 0,25 gns MM,
0,50 gna MN un 0,25 gna NN. Mcnonb3ys nonyyeHHyt uHGopmauuio n 3Has OT-
HOCUTENbHYH BepoATHOCTbL (30%/70%) COOTHOWEHWUS MOHO- U AN3UTOTHbLIX 6/1K3-
HeuoB B nonynauuMu (anpuvopHas BepPOATHOCTb), PacCUMTbIBAIOT OTHOCUTENIbHYIO
BEPOATHOCTb 3UIOTHOCTU Napbl:

BnnsHeubl
XapakTepuctuka
MOHO3MIOTHbIE [V3UrOTHbIe
MonynayMoHHas yactoTa 3MroTnocTu 0,3 0,7
Mon 1 0,5
ABO Tun 1 0.5
MN Tunn 1 0,5
CoBMECTHas BEPOSATHOCTb 1 0,3 0,875

(0,7X0,5X0,5X0,5)

1Pe3ynbTaT OTAeNbHbIX BEPOATHOCTEN.
O%THOCI/ITeanaFI BEPOATHOCTb TOrO, YTO G6GAM3HEUbl  MOHO3MFOTHbI,  COCTaB/feT

03-0875=026 OTHOCUTENbHAA BEPOATHOCTb TOrO, YTO G/AM3HELbl AM3UrOTHbI, COCTaB-

0,3+0,870

Mpu yyeTe BCe 6ONbLIEr0 YMcna [ONOMAHUTENbHbIX MPU3HAKOB OTHOCUTE/NbHAsA BEPOATHOCTb
MOHO- U AWU3UTOTHOCTU MOXET JOCTUTHYTb 0,99 n 6onee.

LOB; Mpu 0O6LWEeM XOPWOHe, HO ABYX aMHMWOHax 6/M3HeLbl TakXe MO-
HO3UTOTHbI. OIHAKO ecnn OOHapyXeHbl [Ba XOpPMOHa W ABa aMHWOHa,
6/1M3HeLbl MOTYT 6bITb KaK MOHO-, TakK U AU3UTOTHBIMU. Y OAHONO/bIX
OVWAMHUOHHBIX, AUXOPUOHHbLIX 6AM3HEL0B 3MFOTHOCTb AO/KHa onpe-
JenaTbCA paHee ONMWCaHHbLIMM MeTodamu. B ofHOM wnccnefoBaHuuU npu
aHann3e 0COBeHHOCTe NNOoAHbIX 060/04eK y 668 6AM3HELO0BbLIX Map
06Hapy>eHO 20% MOHOXOPUOHHbLIX (MOHO3UrOTHbIE), 35% AUXopu-
OHHbIX pasHoONonbiX (AU3UTOTHbIE) U 45% AUXOPMOHHBLIX OLHOMOJbIX
6n113HeLo0BbIX nap. locne TOro Kak B rpynne AWXOPUOHHbLIX OAHO-
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nonblx nap 61M3HeLOB 6bIN0 NPOBEAEHO OMpefefieHUe Cepunm MOHO-
NOKYCHbIX MapKepoB, 0Ka3anocb, 4YTo 37% W3 HUX OTHOCATCA K AU-
3UrOTHbIM 671M3HeL0BbIM Hapam [Cameron, 1968].

NCMNONb30OBAHNE B/IN3HELLOBOTO METOAA ANA TEHETUYECKOTIO
AHANWN3A

MeTofbl TFeHeTMYecKoro aHanuMsa 3aBUCAT OT NPUPOAbl aHanusupye-
MOro npusHaka. B 61M3HeLOBbIX UCCAefOBaHUAX WCMOMb3YHOTCS che-
Muduyeckne TepMuHbl. Ecnm o6a uneHa 6nM3HeLOBOM napbl o06napa-
10T NM60 He 06/1afaldT paccMaTpuBaeMblM MPU3HAKOM, WX Ha3blBalT
KOHKOpAaHTNbIMM. Ecnum xe npusHak onpejensetcs TONbKO Yy OAHOrO
6nu3Hela, roBopsaT O AMCKOPAAHTHOCTU Mapbl M0 AAHHOMY MPU3HaKy.
BnnsHeuoBble uccnefoBaHWA 06bIYHO BK/OYAKT cpaBHeHMe: 1) Kou-
KOPAaHTHbIX WU AUCKOPAAWTHbIX MOHO3UFOTHbIX MNap; 2) KOHKOpAanT-
HbIX MOHO- W AMW3HTOTNbIX 61M3HeL0BbIX Map; 3) MOHO3UFOTHbIX
6nM3HeLOB B creuMuuecknx YcnoBusax cpedbl; 4) MOHO3UTOTHbIX
6n13HeL 0B, BOCMMUTaHHbIX pasgenbHo u BMmecTe [Harvald, Hauge,
1965]. B OTHOWeEHUM anbTepHaTMBHbLIX MPU3HAKOB (Hanpumep, pac-
WennHa Heba) BbICOKAA CTenMeHb KOMKOPAAHTHOCTU Y MOHO3UTIOTHbIX
6NM3HELOB MO CPaBHEHUK C AU3NTOTHbLIMW  paccmaTpuBaeTca  Kak
yKaszaHWe Ha y4yacTMe TeHeTUYeCKOW KOMNOHeHTbl. OfHako 3To
He Bcerfa OTpa)kaeT yuyacTue reHeTMyeckux akTopos. Kpome Toro,
KOppensauusa 3MroTHOCTM He yKasblBaeT HW Ha 3HayeHue reHeTuye-
CKOM KOMMOHEHTbl MO CPaBHEHWIO C CPefOBOA KOMMOHEHTOW, HW Ha
TUN HacnefoBaHWa. B cBA3W C 3TUM pa3yMHee TrOBOPWUTb TONbKO O
TOM, YTO MOHO3WUFOTHble 6AMU3HeLbl 60/Iee CXOXW, 4YeM [U3UTOTHbIE,
B OTHOLIEHWW W3y4aemMoro npu3Haka, YTO MOXeT 6biTb 06YCNOBAEHO
NAEHTUYHOCTbIO FeHOTUMNOB.

Mpu MHTepnpeTaunn [aHHbIX HEO6XOAMMO MPUHWMaTb BO BHUMA-
HWEe CMeLWeHHOCTb nosy4vyaembix oueHok [Allen, 1965; Cavali-Sforza,
Bodmer, 1971]. WcuyepnbiBatowee 06CYXAeHUE BCeX BO3IMOXHbIX MC-
KaXXeHWIA BbIXOAUT 3a paMKM KHUTU, MO HECKO/MbKO MPUMEPOB MOMO-
ryT NOHATb CYTb BO3HMKalOWMUX npobnem. Hanpumep, M3BECTHO, YTO
MOHO3WUTOTHble 6/M3HEeLbl B OTAMYMe OT AUSUTOTHbIX pa3BMBalTCA,
Kak npaBuao, B 60/7ee CXOAHbIX YCMOBUAX BHelWwHel cpefbl. OCOBEHHO
3TOT (PakT crefyeT Y4YUTbIBaTb NPU WU3YUYEHUU MNCUXMYECKUX W NOBe-
LeHYeCKMX MPU3HAKOB Yy 061M3HeL0B. Takum 06pa3oM, KOHKOpAAHT-
HOCTb B JAHHOM C/lyyae SBNAETCA pe3yNbTaTOM CpejoBbiX (haKTOPOB,
BK/OYAKOLWMNX MNpeHaTanbHble, CBONCTBEHHbIX WCKAOYUTENBHO MOHO-
XOPWOHHLIM MOHO3WFOTHbIM 61M3HelaM (Hanpumep, COCYyAMCTble aHa-
CTOMO3bl). Kpome TOro, MOHO3UTrOTHble 6/M3HELbl MOTYT OblTb BbICOKO
KOHKOPAAHTHbIMWU MO MOABEPXKEHHOCTU K WH(EKUMOHHbIM 3abosieBa-
HUAM U UX OCNOXHEHUAM, OHaKO KOHKOPAANTHOCTb MO OC/IOXHEHUAM
MOXET W He OoTpaxaTb Y4yacTWs TeHeTUYeckux (akToposB. B HekoTo-
poii cTeneHn NoAo6Hble CMELLEHNS MOTYT 6bITb MCMpPaB/ieHbl MPU CpaB-
HEHUN MOHO3UTOTHbIX 6/MW3HELO0B, BOCMNUTAHHbIX BMecTe W pas3feneH-
HbIX B paHHeM [eTCTBO. BbinonHeHMe nofobGHbIX paboT CONPSXEHO ¢
N3BECTHbIMU TPYAHOCTAMU, W UCC/efOBaTeflb MOYTU HeU3bexHo one-
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pupyeT TOMbKO He3HauyuTeNbHbIMKU Bbl6bopkamu. OfHAKO 3TWM uUccneno-
BaHUsA BCe XX MO03BONAKT OUEHUTb BKMaj CPefoBbiX (HaKTOpOB B
(hopMMpOBaHWe aHaIM3UPYeMOro npu3Haka MyTeM CPaBHEHWUS W3MEH-
YMBOCTM OfHOFO O TOFO >XXe FeHOTMMa B Pa3/IMUHbIX YCMOBUSAX Cpeabl.
3T0 0COGEHHO LEHHO MPW aHanu3e KOMUYECTBEHHbIX MPU3HAKOB, Ta-
KUX KaK apTepuanbHOe fAaBfieHUe, NMa KOTOPOEe, KakK W3BECTHO, OKa-
3bIBAlOT BAMAHME AueTa W Apyrue ¢akTopbl. Ele 0g4HUM WCTOUYHUKOM
NCKaXEHWA ABMATCA MNOCT3UrOoTUYecKMe cobbITUA (Hanpumep, Mu-
TOTUYECKOE HepacxoXieHue), KOTOpble MOFyT MPWUBECTU K [UCKOp-
LAHTHOCTM MOHO3UTOTHbIX 61M3Heu0B. Takum 06pa3oM, Heob6xoAnMmo
OYeHb OCTOPOXHO OTOXAECTBAATbH AMCKOPAAHTHOCTb Y MOHO3UTOTHbIX
6MM3HELOB C OTCYTCTBMEM TFeHETMUYECKOro KOHTPONS B Tex Chyuvasx,
Korga 6nu3HelLbl UMEHT pas3/inyHble XPOMOCOMHble Habopbl (Hanpu-
mep 45X un 46,XY).

HecmoTpsa na 3T 3aTpPyAHEHWUS, aHanu3 KOHKOPAAHTHOCTM W Auc-
KOpPAaHTUOCTU ObiN MCMOMb30BaH ANS OLEHKU TeHeTUYECKUX KOMMOo-
HEHT MpM pasnMyHbIX 3ab0neBaHMAX, B TOM 4uUCAe WHMEKLUOHHbLIX
npoueccax, Mogo6bnbix Tybepkynesy. BbisiBNeHMe yBeNMYEHHOW KOH-
KOpAaHTHOCTU Yy 6/M3HEeL0BbIX Hap B Bo3pacTe cTapwe 40 net npu-
BENO K MNpPeAnosioXKeHU O TOM, 4YTO B MOABEPXEHHOCTU Aunabety
B3POC/bIX FeHeTMyeckne (akTopbl MMEKT 6O0Nbliee 3Ha4YeHWe, YeM B
NoABEPXXEHNOCTU K peTckomy pAauabety [Pyke, Nelson, 1976]. Bbinn
paccuyMTaHbl OLEHKW HacnefyemocTu (rnaea 1) ANS 3TUX AUCKPETHbIX
KauyeCTBEHHbIX MPW3HAKOB MyTeM MPUMEHEHWS [OMNOMIHUTENbHbIX MO-
feneil, BKAKOYAKOLWMX NOpPManbno pacnpefefieHHY MNOABEPXEHHOCTb
(Hanpumep, noporoeas Mofenb, o6cyxgaemas B rnase 1). Kpome
BbIABNEHUSA TEHETUYECKON KOMMOHEHTbl KaYeCTBEHHbIX MPU3HAKOB AN
COCTOAHUIA, KOHTPONMPYEMbIX OAHUM JIOKYCOM, MOXeT ObiTb paccyu-
TaHa MEeHeTPAHTHOCTb MYTEM OLEHKU KOHKOPAAHTHOCTW MOHO3UTOTHbIX
6/M3HEeL0BbIX Nap, B KOTOPbIX €CTb MO KpailHeld Mepe OAMH mnopa-
XEHHbIA. OTUM OLUEHMBAETCH 4acToTa WAW BEPOATHOCTb NPOSABAEHUS
reHa.

B 3aknuyeHUM cnefyer OTMETUTb, YTO K HacTOALWEMY BpemMeHU
3aTpa4yeHO MHOro ycunumii Ha 6nu3HeuoBble uccnegosaHus [Nance,
1978a, 1978b]. B pesynbTaTte MUCCMefOBaHW COCTaBNEHbl G/N3HELO-
Bble peructpbl [Christian, 1978]. K coxaneHuto, nMHHOOPMaTUBHOCTb
pe3ynbTaTOB FEHETMYECKOr0 aHanm3a [JaHHbIX O/N3HEL0BbIX UCChe-
LOBaHWA OrpaHMYyeHa, B 4acTHOCTU, M3-3a UCKaXEHWN, BO3HMKAKLLNX
NpyM UX MHTepnpeTauunu.



Ffnasa 9

PACMPOCTPAHEHHBIE TMHEKOJIOTMYECKME 3ABOJIEBAHUSA

leHeTMKa pacnpocTpaHeHHbIX TWHEKONOrnvyeckux 3aboneBaHUin un3y-
YyeHa HefoCTaTO4YHO. Hawwm 3HaHuA B 3TOW 06MacTU 3HAYUTENbHO OT-
CTalOT OT 3HAHWIA HACNefCTBEHHbIX 3aKOHOMEPHOCTER B OTHOLIEHWUWU
APYrux OpraHoB U cucTtem (Hanpumep, KoXa WAKM rnasa), 4to MOXHO
B KaKol-TO Mepe O06BLACHUTb ChAeayllwumu npuynHamu. Bo-nepsbix,
Npu TMHEKONOTUYeCcKMX 3a60neBaHMAX B MPOLECC BOBNEKAKTCA BHYT-
peHHMe MNONOBble OpraHbl, Menee AOCTYMHble AN HabAAEeHWA U Bbl-
ABNeHUs 3aboneBaHUs, 4YTO 3aTPyAHSAET M3YyUYeHMEe pOU TFeHeTuyve-
CKMX (akTopoB. Bo-BTOpbIX, reHeanormyeckas WHGpopMauusa, UMet0-
was 60fblloe 3HaYeHWe ANA U3YUYEHUA HacieACTBEHHbIX 3aKOHOMep-
HOCTell, He Bcerfa MoOXeT 6biTb TO4YHOW. K npumepy, ManoBeposATHO,
yTo fgBa cmbca co CXO0AHOM MOPMONOrMYecKol aHomanuein 3HawT 06
3TOM, eciM B NaTONOTMYECKUI mpolecc BOBAeYeHA LWelika MaTKu,
a He pyka. B-TpeTbux, ruHekonormyeckue 3aboneBaHus BCTpeyakoTCs
TO/IbKO Y XKEHWMWH, MO3TOMY [aHHbIX O CeMelHOM HaKOMnneHuu 3a-
6oneBaHuii 3TOW rpynnbl MeHblle, YeM Npu 3aboneBaHUsAX, BCTpeya-
IOLWMXCA Y NpescTaBUTENel M XKEHCKOro, U MYXCKOro nona. W, Hako-
Hel, nocnefHee 06CTOATENbCTBO — 3TO HELOCTATOUYHbIA MHTEpPec reHe-
TUKOB K M3YYEHUID TMHEKONOrMYeckmux 3aboneBaHui.

HecMoTpsi Ha OTMeuYeHHble TPYAHOCTU, B HACTOflLee Bpemsa U3-
BECTHO, 4YTO HEKOTOpble TFMHeKonoruyeckme 3abonesaHus ob6ycnosne-
Hbl [elCTBMEM MYTaHTHbIX FEHOB WU UMEKT MYNbTU(HAKTOPUaNbHYO
npMpogy C OMpefeneHHbIM y4yacTUEM FeHeTUYeCKUX (PakTopoB. B Ha-
cToslleil rnaBe 6yAyT pPacCMOTPEHbl MMEHHO 3TWM COCTOSHWA.

HOPMA/IbHbIE AHATOMO-®UN3NONOTNYECKNE U3SMEHEHWA

XO0TA [aHHbIX O HacneayemMocTU 0COGEHHOCTeli CTpPOeHMs Ta3a Hepo-
CTaTOYHO, eCTb BCE OCHOBaHWA MpeAnofnaraTb y4yacTue B HUX TeHETU-
yeckumx (HakTOpOB. Y 6OMbLWIMWHCTBA BMAOB XMBOTHbIX (hopMa U pas-
Mepbl KOCTel HacnegywTcsi, 4TO, BEPOSiITHO, CBOWCTBEHHO U Ana de-
noBeka. JTO NpeanonoXeHwe MOATBepXAaeTcs TeM, YTO y npefcTa-
BUTeNel HerpouaHoli pacbl 60/ee pacnpocTpaHeHa aHTponougHas it
aHgponpHaa ¢opma Tasa. Naylor m Warburton (1974) nokasanu,
4yTO [ANMHA AWaroHanbHOW KOHBKOTATbl Hac/iefyeTcs TONMbKO y npej-
CTaBUTeneli eBpoMeouaHOM pachl.

B uccnefoBaHuAX, MPOBEAEHHbIX Ha WHOPeAHbIX JUHUAX MblLen,
OblN0 BbISBNEHO BMWAHWE HACNeACTBEHHbIX (AKTOPOB Ha pasBuTHe
ANYHMKOB. Macca SIMYHWMKOB, 4MCNO ONJUKYNOB B OAHOM SUYHUKE,
BpeMs Hayana Te4yku, peakums SIMYHWKOB Ha TOHafOTPOMWH U CKO-
poCcTb MCTOWEHUA (PONAMKYOB C BO3PAaCTOM pas/MyalTcs Yy XMBOT-
HbIX pas3HbiX BUAOB W Hax0AATCsl, BUAMMO, MOJ TFEHETUYECKUM KOHT-
poneM. B OTHOWEHMM YenoBeKa Takue AaHHble OTCYTCTBYHOT.
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M3yyeHHbIM NpPU3HAKOM £ABAAETCA /MWb BO3pPacT Havyana MeH-
cTpyauuii. MpoBefeHne nccnefoBaHUini y 4venoBeka OCNOXHSETCHA cpe-
LOBBIMU M cOLManbHbIMW (haKTOpaMu, HO BCE XXE& MNOAy4YeHbl [aHHble
0 TOM, YTO BO3pacT Hayana MeHCTpyauuidi y MOHO3UTOTHbIX 6/M3HELOB
pasnnyaetca MeHee, YeM y AM3UTOTHbIX [Petri, 1934; Tisserant-Perri-
er, 1953], a y cecTep MeHblUe, YeM Yy XXEHLUH, He CBA3aHHbIX KPOB-
HbIM poacTBoM. KonebaHuss HabnwojaemblXx pasnnyuii 06yCnoBeHbI
CKOopee BCEro MOJINTEHHOW WA MyNbTU(aKTOpManbHOW NpUpPOJOH M3y-
YyaemMoro npusHaka. 3HaHuWe BO3pacTa HAaCTYNAeHUs MeHCTpyauuii y
pPOACTBEHHUL, 06CnefyemMOili MOXeT MO3BOMIUTb Bpauvy OMpefennTb Yy
Hee BO3pacT Hayana MeHCTpyauuii.

0 MHEHWI0O HEKOTOpbIX wuccnegoBaTeneit, KONMYeCTBO KpPOBU, Te-
psemMoil BO BpemMs MEeHCTpyauuu, TakXe HaxoauTcs Mo BAUAHUEM
reHetmyeckux dakrtopos [Rybo, Hallberg, 1966]. OgHako 3To eAuH-
CTBEHHOE uccnefoBaHue, MOCBsWEHHOe AaHHOMY Bonpocy. EcTb pa-
60Tbl, B KOTOPbIX yAanocb nokasaTb, YTO KOppenauus no Takum npu-
3HaKaM, KakK ANWHa UUKna, perynspHocTb MeHCTpyauwuii, gucMeHopes
N nNpefMeHCTpyanbHOe HanpsXKeHue B nape MaTb — A0Yb BbiLIE, YEM
y HepofcTBeHHbIX uHausupos [Widholm, Kantero, 1971]. Kpome TO-
ro, HapyLlWweHa MEeHCTpPyasbHOr0 LWMKAa BCTPevYarTCca W MNpu Hacneg-
CTBEHHO 00YC/IOBMIEHHbIX remaTofiormyecknx 3aboneBaHusx. MeHo- nam
bleTpopparuy MoryT 6biTb CBA3aHbl C AePULUTOM CBEPTbIBAOLWNUX (Pak-
TopoB I, V, VII n X, ayTOCOMHO-4OMWHaHTHON 60ne3Hbld Bunne-
6paHfa, A4NA KOTOPOM HayanbHbIM CMMNTOMOM HepeAKo GbiBaeT 06Mb-
HOe KPOBOTEYEHMEe NpuU XUPYpPruyeckom BMmelwaTenbcTBe. MeTpo- uau
MeHopparMy OTMeuyalTCa U MpuM TpomMbOMIacTUyeckon TpomMb6OUUTO-
neHnun (TpombacTteHusa), a npu remopunun (gepuumnt VIl ¢akTopa)
Takne SBNEHWS HEOYeBUAHbI. MOXHO MO aHanoruym npeanonoXuThb,
4YTO U BO3pacT HacTymaeHMa MeHOoMmay3bl MeHee pasnuyaeTca y Ccub-
COB U 61M3KNX POACTBEHHWMKOB, YeM B obwel nonynsauuu. OfHaKo aB-
TOPbl He pacnonarakT faHHbLIMW NO 3TOMY BOMpOCY.

HAPYXHbBIE MOJ/IOBbLIE OPTAHbI

B HacTosAwem pasgene 6yAyT pacCMOTPEHbl ABa OTHOCMTENbHO 4acTo
BCTPEYal LW UXCA COCTOAHUSA, C KOTOPbIMM CTasKWBAKTCA TMHEKONMOTW:
HenepdopupoBaHnas [AeBCTBEHHas NfeBa W CpaweHWe ManbiX MoM0-
BbIX ry6. [pyrve HapyweHus nonoBoi AudgepeHUMpoBKH C Nopo-
KamMy PasBUTWSA MapyXHbIX MOMOBbLIX OPraHOB OMMCaHbl B rnaBe 10.

HenepdoprpoBaHHas AeBCTBEHHAs N/eBa

B HOpme B LEHTpanbHON 4acTW [eBCTBEHHOW M/ieBbl UMeeTCAa OTBep-
CTWe, 4Yepe3 KOTOpPOe MPOUCXOAUT OTTOK CAW3M U KPOBU M3 MaTKW.
B NpoTMBHOM cflyyae CAU3b W KPOBb CKanIMBalwTCA B MaTKe U Bfa-
ranuwe (rMapoKonbnoc WAW TMAPOMETPOoKonbnoc). HenepdpopuposaH-
Has [eBCTBEHHAas MNneBa BCTPEYAeTCA HepefKO, HO 3Ta aHomanus
Nerko ucnpaengeTcs KpecToo6pasHbIM BCKpbITMEM nneBbl. Mcllroy un
Ward (1930) onucanm pAByx cubcoB, Y KOTOPbIX Habnwpganacb 3Tta
aHoOManus, 0 APYrMX e CeMelHbIX Cnyyasx Heus3BecTHO.
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CpalleHne MasibiX NOMoBbIX ry6

JT0T petekT yYaulle BCEro fBAAETCSH pe3ynbTaTOM BOCMNANUTENbHbIX
npoueccoB, a He HapyweHus 3mb6puoHanbHOro passuTmMa. Onuca-
Hbl Clyyan MopoKa B YeTbipeX MOKONEHUSIX B «MOPTYranbCKOW» pOAo-
CNOBHOW [Sueiro, Piloto, 1904] n y aByx cubcoB [Simpson, 1972].

BNATANTNLE

Annasmna Mronnepa nny oTcyTcTBUe Bnaraniumia

Bnaranuuwe 6biBaeT MeHbLWMWM NO pasMepy MWAW OTCYTCTBYeT Y MHO-
FMX XXEHWMWH C ABOWCTBEHHbIM CTPOEHWEM HaPY>XXHbIX MOAOBLIX Opra-
HOB (mceBgorepmacgpoanTudm). B HacToAuwein rnaee 6yayT paccMoT-
peHbl TOMbKO CAy4vyau anfiasuyM BAaranuiia C NpaBUAbHO CHOPMUPO-
BaHHbIMW HapYXHbIMW MONOBbLIMW OpraHamu: 1) OTCYTCTBUE Bnara-
AnWa v BCE MAM No4YTWM BCel mMaTku (annasua MIONNEpPOBbIX KaHa-
NOB); 2) OTCYTCTBME yacTU BAaranMuia NpuM HOPManbHO pasBUTON
MaTKe (aTpe3us Bfnaranuuia). 370 ABa 3IMOPUONOTMYECKU pas3fnYHble
coctoaHua. ¥ 80—90% wWHAMBMAOB C OTCYTCTBMEM Baranuwa Ha-
6ntofaeTcs annasua MIONEPOBLIX MPOW3BOAHBIX; B OCTalbHbIX CAYy-
yaax BCTpevaeTcs atpes3ua Bnaranumwa [Bryan, Nigro, Counseller,
1949; Turunen, Unncrus, 1967; Cali, Pratt, 1968; Leduc, Van Cam-
penhout, Simard, 1968; Jones, Wheeless, 1969; Jones, Scott, 1971].

ATpe3usi Bnaranmua

Mpu aTpe3nu Bnaranuuia yporeHWTanbHbIli CUMHYC He o6pa3yeT Kay-
JanbHOW vacTu Bnaranuuia. HwxkHAs )3 mam Vs yacTb Bnaranuua
3aMellaetcs 2—3 CM (MOPO3HON TKaHW; Bblle 3TOr0 y4yacTka pac-
MOMOXEHbI MPaBUIbHO CHOPMUPOBAHHbIE BEPXHAS YacTb Bharanuuia,
Wwelika U TeNo MaTKW M MaTo4yHble Tpy6bl. ATpe3ns Braranuuia BcTpe-
yaetcs B 10—20% cnyyaeB npu oTtcytcTBum ero [Bryan, Nigro,
Counseller, 1949; Turunen, Unnerus, 1967; Leduc, Van Campenhout,
Simard, 1968; Jones, Wheeles, 1969]. CeMeiiHbIXx Ccny4yaeB MoOpoKa
He onucaHo, U BOO6LWEe AaHHbIX 006 3TOM MOPOKe MeHblle, 4YeM 06
annasuu MIJINEPOBbIX KaHanoB. YacTto B uucno obcnegyembix C OT-
CYTCTBMEM Bflaranuiya nonagaroT fnLa ¢ aTpesveit ero.

Winter n coaBT. (1968) onucanu 4eTbipex CUBCOB C paHee Heus-
BECTHbIM ayTOCOMHO-pPELLeCCUBHbIM CUHAPOMOM aTpesuyu Bharanmuya,
rmnonnasMy WAM arenesMy no4vek WM gedektamum pasBUTUA CPeAHEro
yXa: HakKoBasbHW, (UKCaLUM MOJOTOYKA W HakKoBanbHWU. ATpe3us
Bnaranuiwia BXoauT M B cuHapom ®pasepa [Fraser, 1962], xapakTe-
pusywwninca kpuntohTanbMom U cnenoToi (tabn. 20).

MonepeyHasn neperopoaka Braraimwa

MonepeuyHas neperopoaka Bfaranuuia MOXET 6biTb pasHO nokanu-
3auuMM, a Tak ke MNOMHOW WAM HenonHoi. TonuiuHa ee o6GbIYMO CO-
CTaBNsieT MPUMEPHO 1 CM N NIOKANU3YeTCs Ha HUKHeWR rpaHuue Bepx-
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Ta6nuuya 20. CUHAPOMbI MHOXECTBEHHbIX MOPOKOB PasBUTUA C aHOMa/usm!»
MaTK1 1 Braranuiia

CuHapom OCHOBHble NpU3HaKW AHoManus HacneposaHue

Annasusa mionne-  opoku pasButMa  Annasua Mwonne  HensBecTHO
POBbIX KaHanoB, MOMOTOYKa, HaKOBa/b- POBbIX Kananos
aHOManuu cpefHe- HMW W CTPeMeHu, 06o-
ro yxa, 00fe3Hb Ne3Hb Knunnens —
Knunnena—®eitna deins
[Park, Jones, 1971;
Nager, Chen, Mus-

sels, 1971]

CuHapom BuHTe-  AHOManuu cpegHero  ATpesud Bfnara  AyTocomno-
pa [Winter et al., yxa, areHe3us noyek uwa peueccrnBHoe
1968]

CuHgpom ®pase-  Kpunrogranbm, aHo- ATpesusa Bnara-  BO3MOXHO
pa [Fraser, 1962] Masun Hapy>XHOro yxa /nuLia, [iByporas ayToCOMHO-pe-

maTKa LleCCMBHOE

CuHgpom Kuctb—  AHomanuu meTakap- [lByporasg maTka  AyToeomno-
ctona—wmatka [Poz- nanbHbIX W MeTaTap- [OMUHaHTNoe

nanski et al., 1975] 3anbHbIX KocTeil. [Me-
thopmauus 601bLINX
nanbues pyk
CuHgpom Mekke- lMonuaaktunus, aHoma- [Byporas maTka, AyTOCOMHO-
ns  [Opitz, Howe, nuu rnas, pacuienuHa ABOWICTBEHHOE CTPO- PeLecCUBHOC

1969] He6a, MOMMKUCTO3 MO- EHWNE HapY>HbIX Mo-
UeK, 3aTblfIOYHAs Tpbl- I0BbIX OpraHos Yy
xa Mafnb4ynMKoB
CuHgpom  Pyam- mnonnasus auc-  [lByporasa matka B03MOXHO.
repa [Ridiger etal., TanbHbix uacTell Ko- ayTOCOMHO-pe
1971] HEYHOCTell, areHesms Leccnenoe

YWHbIX XpAawen, 6pa-
XUAAKTUANS, 06CTPyK-
LM MoYeucnyckaTenb-
HOro Kamana B MeCTO
COEfMHEHNsA C Moue
BbIW My3bIpeEM

W3: Simpson J. L. Disorders of sexual Differentiation. Etiology and Clinical Deli-
neation. — New York: Academic Press, 1976.
[MeyaTaetrca c paspeLueHuns.

Heli TpeTu Bnaranuwa [Joness, Scott, 1971; Lodi, 1951], HO MoOXxeT
pacnonaratbCcs B cpefHeli M HUXHeli Tpetax ero [Lodi, 1951]. O6blu-
HO B LEHTpe Meperopogkum Haxoautca oTeBepcTue [Bowman, Scott,.
1954; Deppisch, 1972], HO MHOrga OHO MOXEeT pacnofnaraTbCcA 3KC-
ueHTpnyHo [Kanagasuntheram, Dassanayake, 1958; White, 1966]..
OTCyTCTBME OTBEPCTMI NPUBOAMT K PasBUTUIO TUAPO- UAW TUAPOMET-
pokofnbnoca BCNeACTBME CKOMAEHUS CAU3UCTbIX U MEHCTPYanbHbIX Bbl-
feneHuwii. [pyrue opraHbl Masoro tasa O6bIYHO He WM3MEHEHbl, XOTS
MHoOrga BCTpevyaeTcs [Byporas MmaTka.

Meperopoaka Bfaranuuia pasBMBaeTCA CKopee BCero nub6o Bcnea-
CTBME HapylWeHUs CNusaHWa, nnbo obpa3oBaHUsA NPOU3BOAHbLIX ypore-
HUTaNbHOIO CUHYCa W MIONINEPOBLIX KaHanoB. JTO 06bACHEHUE OCHO-
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BaHO, BO-MepBbIX, Na foKanu3aumn neperopogkn (06bIYHO B npegno-
naraemMbiX y4yacTKax CAWSHUA) W, BO-BTOPbIX, Ha TUCTONOTMYECKOMN
KapTuHe neperopofku [Simpson, 1976]. B HeKOTOpbIX CAy4Yasax onu-
CaHO ayTOCOMHO-peLleCCMBHOE Hac/lefiloBaHWe MOpPOoKa, O0CO6eHHO Yy
amwnen [McKusick, Weilbaecher, Gragg, 1968]. Dungy, Aptekar
n Cann (1971) onucanu 60MbHYI C MOMNEpPeYHOl MeperopoaKoil Bna-
raaviia, NoAMAaakTUAMeR M BPOXAEHHbIM NOPOKOM cepgua. Mocnepg-
HUI cnydait nopgTBepXxpgaeT npeanonoxeHue Pinsky (1974) o Tom,
YTO MYTAHTHbIA reH o06najaeT NAeAOTPOMHLIM AeliCTBUEM.

MpofonbHasi neperopoaka

MeperopoAka BO Bfaranuwe MOXeT ObiTb He TO/MbKO MNOMEPEYHO, HO
W NpOLONbLHON: caruTTanbHOW WM BeHeuyHol. [MpojonbHas nepero-
pogka NOABAAeTCA B pe3ynbTaTe HapylweHus nponudgepayum meso-
LEpMbl UM NEPCUCTEHLUU 3NUTENMS WU PeAKOo MPOSBASETCA KAWHMYe-
CKU. WNHorpa oHa 3afepXuBaeT 2-10 CTaguio pofoB. HacnepcTBeHHas
npupoga fetekta He ycTaHOBneHa, XoTd Edwards u Gale (1972)
onucannm ayTOCOMHO-AOMMWHAHTHbIA CUHAPOM, KOMMOHEHTOM KOTOPOro
ABNSieTCS MPOJO/SbHAas Meperopofka Bnaranulia B COYETaHUM C MOPO-
KaMy KUCTel U HejepXaHUeM MouM BCAeACTBME aHOManuu LWenku
MOYEBOro My3blpsa.

weMka MaTKu

OTcyTCTBME WM aTPe3Us LLIEMKU MaTKn

OTCcyTCTBME WAWM TUNONAAa3nA LWENRKN MATKM KakK W301MPOBaHHbIN Mo-
pok BcTpeyaetcs pefko. Ony6/MKOBaHO OYeHb HEMHOI0 MOA06GHbIX
coobweHnin [Geary, Weed, 1973] u OTCYyTCTBYIOT ONMUCaHUA CeMeil-
HbIX cny4daeB. JTOT AedeKT pa3BuTUs 0OYCNOBMEH HapyLeHuWem MNpo-
LleCCOB KaHaNnuM3alLuy MIOAJEPOBbIX KaHan0B WM NOKanbHOW MNponn-
thepaumeli anuTennus yxxe nocne GpopmmpoBaHus kaHana. KnuHuuyecku
nposBnseTcs B BuAe TMApPOMeTpoKosibrnoca. LlleeyHblli KaHan MOXeT
OTCYTCTBOBaTb H MpU WCTUHHOM repmadpogmnTmsame [Van Niekerk,
1974; Simpson, 1978b],

HepocTtaToyHOCTbL LUeiKn MaTKun

HacnefCcTBEHHOr0  MpeapacrnonoXeHWs K MNOPOKY He  BbISBAEHO
[Naylor, Warburton, 1974]. OAHako MOXHO npegnonaratb, 4T0 Yy
ANL C Matonorveid COeAWHUTENbHOW TKaHU MOXET OTMeyaTbCs Mpeg-
pacnofioXXeHHOCTb K PasBUTMIO 3TOr0 MOpoKa (CM. rnasy 2).

MATKA
Mpegnaraemble BHUMAHWUIO YuUTaTensa napylweHnMa onucaHbl 6onee
feTanbHO B ApYyruMx WCTOYHMKax [Simpson, 1976; Sarto, Simpson,
1978].
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Annasusa MIJIIEPOBbIX KaHaI0B

Annasua MIJNepoBbIX KaHaloB MNPUBOAUT K OTCYTCTBUIO Tena B
WekKN MaTKuW, a TakXe BEpXHel yacTu Bnaranuuia. Bnaranuuie nme-
eT ANINHY 1—2 CM U (DOPMUPYETCH UCKIOYUTENIbHO MYTEM WHBAarumHa-
UMW YPOreHWTanbHOro cuHyca. OCHOBHOM Xano6oi 60MAbHbIX C anna-
3Meil MIONMEPOBLIX XOLOB ABAAETCS MepBUMYHAs amMeHopes. BTopuuHble
NnosioBble MPU3HAKW Pa3BWTbl HOPMasibHO, HO MaTKa He nanbnupyetcs.
deHOMEH pyauMMeTapHO MaTKM HEKOTOpble McCCefoBaTeNu HasblBakT
cuHgpomoM PokuTaHckoro — Kyctepa — Xayuepa.

Annasvma MIONNEPOBbIX KaHanoB 4alle, YeM MOXHO OXWAaTb, CO-
yeTtaeTcs ¢ aHomanuamu noyvek (38%) [Phelan, Counseller, Greene,
1953; Thompson, Wharton, Te Linde, 1957; Leduc, Van Compen-
hout, Simard, 1968], Takumu KakK Ta3oBas MO4YKa, IKTOMUA U O[HO-
CTOPOHHASA annasus Mo4Yyku. YactoTa CKeNeTHbIX aHOManui, 0cobeHHO
MO3BOHOYHOro cTON6a, TakXe MoBbllweHa. CnepgosaTenbHo, npu 06-
cnefoBaHMKM 60NbHLIX C annasveil MIONNEPOBbIX KaHanoB HeobxoAumo
NPOBOAUTbL 3KCKPETOPHYH Yyporpaguio uM peHTreHorpaguio no3BOHOY-
HUKa.

MimeloTCcs efMHUYHbIE COO6LWEHMA O cayyasax anjasuum MInepo-
BbIX KaHanoB y cubcoB [Sarto, Simpson, 1978]. Pe3ynbTaTbl Habnto-
LEHWA COOTBETCTBYKT MOAENN MONUFEHHOTO UAM MynbTU(QAKTOpPUanb-
HOr0 HacnefoBaHWA, W, LeACTBMTENbHO, (POPManbHOE WCCMeA0BaHue.,
BbINO/MIHEHHOE aBTOPaMW HacTOSLWLeli KHWUTW, BbISSBUAO 3aMeTHble OT-
KNOHEHWUS CcerperayuMoHHbIX 4acTOT OT O0XMWAaeMblX NPU MOHOTFEHHOM
HacnefoBaHWU. T[1oNy4YeHHble faHHble He cOorfacylTcsd € AaHHbIMU
Carson u coaBT. (1978a), cumTalOWmUX, 4YTO B HEKOTOPbLIX Caydasax
annasus MIONNepoBbIX MPOTOKOB Hacnegyetcs KakK ayTOCOMHO-LOMU-
HauTHbIA MPU3HaK, OFPaHWYeHHbIA NOJSIOM.

EAVWHCTBEHHbIM HapylleHWeM, C KOTOPbIM Chegyer MpoBOAMTH
anddepeHLnanbHy0  LUArHOCTUKY, SABNAETCA CUHAPOM TECTUKYynap-
HOM (emMuHM3auMu (aHAPOreHHas HEeYYBCTBUTENbHOCTb). JTOT CUH-
OPOM MCKOYaeTcqd MyTeM MCCNef0BaHWS KapuoTuna W CTPOEHUs no-
NOBbIX OpraHoB. Kpome TOro, y 601bHbIX C annasvmein MHNNEPOBbIX
KaHanoB B ny6epTaTHOM nepuoje MNOSABAAETCHA OBOJIOCEHME 06nacTu;
nobka, B TO BpeMs KaK MpW TeCTUKYNSPHOU (eMuHM3aumm oBonoce-
HWe OTCYTCTBYET.

Annasus MIONIEPOBbLIX KaHa/I0B, aHOMa/Inn cpefHero yxa
1 aHoMmanua Knunnensa — ®eiins

Y [BYX >KEHWMWH, He COCTOSABLWIWX B POACTBe, OblNM O6HapyXeHbl'
annasvMsa MIONNepPoBbIX KaHanos, F1yxoTa Mo MNPOBOAAWEMY TUNYy K
aHomanua Knunnens — deitna [Nager, Chen, Mussels, 1971; Parky
Jones, 1971]. AnuvHa BRaranuwa y HUX He npesblwana 1—2 cwm,,
mMaTKa oTcyTcTBoBana. [nyxoTa nposoAsLliero Tuna obycnoBneHa aHo-
ManuMAMM pPas3BUTWUA HAKOBalbHW, MOMOTOYKA U CTPEMEHU U CAUSHUEM-
MOSIOTOYKA C aTTMKOM. WM3BECTHbI M gpyrue cnydam cumHgpoma [Baird,.
Lowry, 1974; Mecklenburg, Krueger, 1974], HO AaHHble O CeMeiHOM;
HaKoOMIeHUN OTCYTCTBYIOT.
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cTnHHOe yaBOeHe MHO1NEePOoBbIX KaHa0B

VICTUHHOe ypaBOeHME MaTKuW BCTpeyaeTcs peAko M 06YCNnoBneHo, Be-
pOSATHO, pa3feneHWeM OAHOr0 uAM 060MX MIOINEPOBLIX KaHaloB Hal
paHHUX cTaguax 3MmbpuoreHesa. Mpu 3Tom o06pasylTcA ABe MaTKw,,
Kaxfjas M3 KOTOpPbIX MMeeT MO [ABe MaTO4YHbiX Tpy6bl. OaHa unm obe
MaTKu MOryT 6biTb PYAUMEHTApHbIMU WAM ABYporumu. CemeliHble-
cnyyan He onucaHbl. VICTUHHYHO AynankKauui cnegyeTt OTAuyatb OT
HEMOMHOTO CAWAHMA MIOINEPOBbIX KaHanoB, NPWM KOTOPOM Kaxgjas:
MaTKa CBsi3aHa TO/IbKO C OAHON MaTOYHOWN TPy6OI.

HenonHoe cnnsHve MrANepPoBbIX KaHa/10B

B npouecce amb6puoreHesa MIONMEPOBbI KaHanbl — M3Ha4YanbHO nap-
Hble 06pa3oBaHNa — CAMBAKOTCA, a 3aTeM U3 HUX GopmupyroTca Bep”
HAA YacTb Bfnaranuwa, Matka U matouHble Tpybbl. O6pasoBaHue MION-
NepoBbIX KaHanoB MPOUCXOAUT Yy 8-MUNNUMETPOBOrO 3apofblLia; npo-
Leccbl  cnuAHUA KM ob6pasoBaHUA  KaHanoB  3aKaHYMBalwTCA Yy
3MOPUOHOB, AOCTUTWNX AAUHBI 150—200 mMM. HapylieHue CAnAHUSA
nNpuBOAMT K 06pa3oBaHMI0 ABYX MaTOK, Kaxpjas W3 KOTOPbIX COeAu-
HeHa TONIbKO C OAHOW MaTO4YHOW TpyboWk B OTAMYME OT MCTUHHOrO'
YABOEHUA MIONepoOBbIX KaHanoB. MHOrga OA4MH M3 MHIO/NIEPOBbIX Ka-
HafioB He CAMBaeTcs C ApyruMm pi o6pasyeTca pyAMMEHTapHbIA por.

onncanbl CcNyyYan HENOMIHOrO CAUAHWUSA MIONNEPOBbLIX KaHanosB Yy
cmbcoB, a TakXe Yy wmaTepu M poyepu [Sarto, Simpson, 19781
(puc. 34). XoTs opmanbHble TFeHeTUYeCcKue MUCCNefoBaHWS He npo-
BOAWMNCL, OTHOCWUTENbHO pefKue clyyaun anomanuu B CeMbe Mpegno-
naralT MOAUTEHHBbIA WAW MYNbTU(GAKTOPUANbHbIA MexaHW3M Hache-
fLOBaHUS.

CVHAPOMbI MHOXXECTBEHHbIX MOPOKOB, BK/IHOUAOLLMX
HEMoJsIHoe CMsIHME MIO/NIEPOBbLIX KaHA/IOB

HenonHoe cnusiHKue MIONIEPOBbLIX KaHano0B MOXET ObiTb KOMMOHEH-
TOM HEKOTOPbIX FEHEeTUYECKW [eTEPMUHUPOBAHHbLIX CUMNAPOMOB, Ha-
npumep, cuHgpomoB Mekkens [Mecke, Passarge, 1971], ®pasepa
[Fraser, 1962] n Pypgurepa [Rudiger ct al., 1971]. Ocobblii nHTepec
npescTaBnsieT CUHAPOM KWUCTb — CTOHA — MaTKa, Hacnegyemblil Kak
ayTOCOMHO-AOMMWHAHTNbLIA MpPU3HAaK, NpuM KOTOPOM Y MNOPaXeHHbIX
XEHLWMH OTMEeYalTCca ABYyporas mMaTtka M XapakTepHble MOPOKKU pas-
BUTUS KucTel u cTtoH [Poznanski et- al., 1975].

JlelioM1OMblI

Ha ponb reHeTnuyeckux (aKToOpoB B 3TMOMIOTMM NIEAOMMOM MaTKM
YyKasblBalOT pasnMuyusa B 4acToTe 3TOro 3abonesaHua y npejcrasuTe-
neil pasHbix pac. HekoTopble mccnefoBatenn, B TOM YuC/e W aBTOPb
HacTosAWeln KHWUTKU, BbIABUAM CeMeliHble cnydanm neliomuom. Winkler
i Hoffman (1933), ucnonb3ys aHKeTHbIA MeTOA, NPOBENU CPaBHEHUE
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‘Niktforuk (1938) Tyler (1939) Drescher (1966) Jones, Wheeless (1969)

[M ) O xO Qn-O 0T1-0
Poliehuk. Ron (1974) Polishuk, Ron (1974)

Jones. Wheeless (1969) (cembs 1) (cembs 2)

o- O Q- -0

m n e .

Pohshuk, Ron (1974)
(cembs 3) Holmes (1956) Stevenson u coasT. (1959)

O'TO o-r-*

O T *
MP MP M °

Puc. 34. ®parmeHTbl POAOCHOBHbIX 10 cemeld, B KOTOPbIX HaGMOAAOTCS MOBTOP-
Hble Cy4ay HEMosHOro CUSHWS MIONIEPOBbLIX KaHa/OB.

UepHble KPYXXKW — MOPaXEHHAs )KEHWWHA; YepHble KpyXKu C cumsonomMm MP — mepT-
BOPOX/EHHbIE MOpPaXKeHHbIe [EBOYKW; CBET/IbIE TPEYrofibHUKM — CMNOHTaHHble aGopThl;
CBET/IbIE POMGbI — MO0/ HEM3BECTEH; CBET/ble KPYXKW C CMMBOAOM MP — MepTBODOX-

€HHble {no Sarto G. E., Simpson J. L. Abnormalities of the Mullerian and Wolffian
uct systems—Birth Defects, 1978, 14(6c), p. 47. [euaTaeTca ¢ paspelleHus).

4yacToTbl 3a60/1eBaHUA y pPoACTBEHHWKOB 356 nNpob6aHAOB C KOHTPO/b-
Holi rpynnoiti. B 1-ii rpynne 6bin0 BbISIBAEHO 62 60/bHbIX, BO BTO-
poii — Tonbko 19. Y 61M3KMX POACTBEHHWMKOB npobaHAa c neinommno-
mamun (cubebl, maTepu, gouvepu, 6abkn n BHY4YKW) 3aboneBaHune BCTpe-
yanocb B 4 pasa vaule Mo CpPaBHEHUK C 06CNeAyeMbIMWU KOHTPO/bHOW
TPynnbl; y POACTBEHHUKOB 6onee fanbHeli CTeMeHW poacTBa —B 2 pa-
3a ydawe. lMonydyennble faHHble COOTBETCTBYIOT MO/IUIFEHNO-MYNbTU-
(hakTOpManbHOW Mogenu HacnefoBaHua. OJHAKO WCMNOMb30BaHHbI
aHKEeTHbIA MeToj HeLOCTAaTOYHO HafeXeH W TpebyeTcsa npoBejeHue
cMcTeMaTUYeCcKUx uccnefoBaHuin, Tem 6onee 4To pe3ynbTaTbl uccre-
posaHua Naylor 1 Warburton (1974) Boob6uie He MO3BONAKT cAenatb
BbiBOAA 06 y4yacTuuM reHeTMUeckKMx (aKTOpoB B 3Tumonoruu 3abone-
BaHUA.

Knoth n Knoth-Born (1964) onwucanu cny4yain acmommomartosa
MaTKU M KOXW y maTepu n goyepu. Tyson u coaBT. (1970) coobu-
A 0 neilomuomaTose y 7 u3 33 XKEHWMWH C axongponnasneii, cnon-
AMnoannudu3apHoin gucnnasnein NaM KapankKoBOCTbIO.
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3HAOMETPMO3

PaHee yXe BblCKa3blBafCb MNPeAnon0XeHUS O ceMeliHOW npegpac-
NMOMOXEHHOCTM K 3HgomeTpuody [Gardner, Greene, Ranney, 1953;
Frey, 1957; Ranney, 1971; Simpson, 1972], uto nogtBepxpgaetcs'
[JaHHbIMW, COBCEM HeAAaBHO MONYy4YeHHbIMM Simpson u coasT. (1980)
n Malinak n coaeT. (1980), obcnefoBaBWKUX POACTBEHHMKOB 123 npo-
6aHA0B C rMCTONOFMYECKM MOATBEPXAEHHBLIM 3HAOMETPUO3OM. Y 9 n3'
153 (5,9%) cecTep B BO3pacTe crtapwe 18 net ny 10 us 123 (8,1%)
maTepeii 6bl10 BbIABNEHO Takoe e 3abofeBaHWe, B TO BpeMs Kak
cpeau poACTBEHHMKOB | CcTemeHM €O CTOPOHbI MYyXel npobaHios
3HAOMeTpMO3 o6HapyxeH B 1% cnydaeB. XXeHLWUHbI, ¥ KOTOPbIX Obl-
nn 60MbHbI CecTpbl MAM MaTb, cTpaganu 6onee Tsxenon Gopmoi
aHgomeTpHo3a. o aaHHbIM Malinak n coasT. (1980), 3HgOMeTpno3
6bin 6onee BbipaxeH y WM u3 18 npobaHgos (61%), poACTBEHHUKM
| cTenmeHW y KOTOpbIX TakXe cTpajanu 3HAOMETPMO30OM, MO CpaBHe-
HMO ¢ 23% npo6aHAOB, POACTBEHHUKM KOTOPbIX OblIM 340POBbI.
Simpson u coaBT. (1980a) npegnonaratoT Hambonee BePOATHOW Mo-
NUTENHO-MYNbTUDAKTOPUANbNy 3TUoNorut 3aboneBaHus, XoTs 3TO»
NpeAnonoXeHNe HeNMb3s cYMTaTb MOMHOCTbIO [JOKa3aHHbIM.

N30/TIMPOBAHHOE OTCYTCTBME MATOYHbLIX TPYB

OTcyTcTBME MaTO4YHbIX Tpy6 BCTpevaeTcs peako [Kent, 1956]. U peii-
CTBUTENbHO, OHW COXPAHAKTCA faxe MPW annasmym BCEX OCTaNibHbIX
MPOU3BOAHbLIX MIOJIIEPOBLIX KaHanoB (MaTKa, ee lWelika U BepxHAS
yacTb Bnaranuwa). B HekoTopbIX cfly4vyasx OAHOCTOPOHHEe OTCYTCT-
BME AWYHMKA MOXET co4veTaTbCAd C OTCYTCTBMEM MATOYHON Tpyb6bl Ha
TOol Xe cTopoHe [Georgy, Viechnicki, 1974]. 370 ykasblBaeT Ha-
CXOACTBO NaTOreHeTMYecKOro MexaHusMa (BKIOYAKLWLEro cocyjucTble’
HapyweHus nocne guddepeHumMaLmm nofoBbIX Xenes3 U NPOTOKOB)
[JaHHOro nopoka u anopxTw [Simpson et al.,, 1971a] (rnasa 10).

ANYHNKA

[JHcrenesns MonoBbIX >Kene3 OTHOCMTCA K W3BECTHbIM TEeHETWYECKM-
LEeTEPMUHUPOBAHHBIM HapylleHWsM (YHKLUM SUYHUKOB. B TO Xe
BPEMs 3TUOMOMMS TaKUX COCTOSIHUIA, KaK HeYyBCTBUTENbHOCTb SWY-
MWKOB K FOHAafOTPONWHY, cuHApom LU Telina — fleBeHTans U HOBOOG-
pa3oBaHUs SIMYHWKOB, [0 KOHLA HesiCHA.

HeuyBCTBUTENBHOCTb ANYHUKOB K rOHaOTPOMNUHY

HeBOCMPUUMUYMBOCTL KOHEYHOrO OpraHa K pas3fiIudHbIM CTUMYIUPYIO-
WKUM ropMoHam runo@usa xopowo ussectHa [Rimoin, Schimke, 1971].
Takum 06pa3om, He 6ObII0 HEOXMAAHHbIM coobuieHue Jones u Moraes-
Ruebsen (1969) o Tpex XeHWMWUHax C MepPBMYHON ameHOpeei, MOBbI-
LWEeHHbIM YPOBHEM TFOHAAOTPOMMHA WU TFUCTONOTMYECKM HOPManbHbIMU
ANYHUKAMU. Y BCeX TpexX XeHWWH 6biAx HOPManbHO pas3BUTbl BTO-
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[)U4YHble NOMOBble MPU3HaKW. B panbHeliwem 6biAM onucaHbl U ApYy-
TWe CcAy4dyaum C aHaloruyHbIMWU NPOABAEHUAMU. [lpu 3TOM Yy 3TUX
EKEHWMH AUYHUKW ANIMHHEE W TOHblWe, 4YeM B HOpMe («XKUPOBble
Tsbku») [Jones, Moraes-Ruebsen, 1969].

MexaHn3M PEe3UCTEHTHOCTU SUYHWKOB K FOHafOTPOMWUHY HeusBec-
TE€H, HO BO3MOXHO, YTO OH CBf3aH C (DYHKLMOHANBbHO aHOMaNibHbIMU
wPClT mam N1 mnan ayToMMMYHHbIM npoueccoM. OfHaKo Npu UMMMY-
HONOTUYECKUX U OBUOXMMUYECKUX WCCNefoBaHMAX ne Obino obHapy-
)XEHO aHOManuin yKasaHHbIX ropmoHoB, a Glass u lIvase (1970) no-
Kasanu, 4to ayTOMMMYHHbI npouecc He SABAAETCA OCHOBHbIM 3TWO-

NOTNYEeCKMM (haKTOPOM [AAHHOTo coCTosHMUA. Chnydyanm ceMeliHOro Ha-
KOMNNEHUS| HEeN3BECTHBI.

CUHAPOM NOAUKUCTO3a AUYHUKOB (CUHLPOM
WreitHa — JleBeHTans)

'CuHgpom L TeliHa — JleBeHTans — pacnpocTpaHeHHOe TUHeKonornye-
ckoe 3abofieBaHMe, XapakTepusylolieecs MOAMKUCTO30M AUYHUKOB,
0XWpeHneM, rupcyTusMom u 6Gecnnofuem BCeACTBME aHOBYNALUWN.
[eTanbHoe onucaHWe CUHAPOMa W €ro fie4eHWe nNpUBOAMTCA B Che-
LUmnanbHbiX pykoBoAcTBax. CMHAPOM XapaKTepu3yeTcs pas3MyHON CcTe-
MEeHbI0 BbIPAXEHHOCTM W B [AEeACTBUTENbHOCTU MOXeT MNpeAcTaBnATb
reteporeHHyt rpynny. OO6bIY4HO Yy 6ONbHLIX MPU 3TOM OTMevaeTcs
rMpcyTMsm u nnbo BTOPUYHAA ameHopesd, NM60 onuromenopes, Ho
MHOrga MOXeT OblTb W MepBUYHAs ameHopes. BeposTHo, y 1—2%
60/MbHbIX C MEPBUYHON ameHopeeid oTMedvaeTca cuHapom LTeiiHa —
NeseHTana. Cekpeuus JII HapylueHa, HO OCTaeTCA HEACHbIM, SABNA-
eTca NN 3TO MepBUYHBLIM [eeKTOM WAW pe3ynbTaToOM runepcekpeLmm
aHAPOreHoB.

WwmetoTcs flaHHble O HacnefCTBEHHOW OOYCNOBMEHHOCTU cuUnpoMa.
Cooper n coaBT. (1968), obcneays poACTBEHHMKOB 060ero nona npo-
paHAoB ¢ cuHapomoMm Ll TeliHa — JleBeHTans, MPULIIN K 3aKHOYEHWUIO,
4YTO 3TO AyTOCOMHO-AOMHHAHTHOe 3aboneBaHWe C HEMOMHOW neHe-
TpaHTHOCTbIO. Cohen u coasT. (1975) n Wilroy n coaBt. (1975)
npegnonaratoT X-CUeMieHHOe LOMWHAHTHOE HacnefoBaHue.

3NOKAYECTBEHHbIE 3ABOJIEBAHMS OPFAHOB MA/IOFO TA3A
By/nibBa 1 Braraivie

Ponb HacneAcTBEHHbIX (AKTOPOB MU NPepPacnonoXeHne K PakoBbIM
3aboneBaHNAM BYNbBbl W Bnaranuwia y 4YenoBeKa elle He YCTaHOB/e-
Hbl, YTO CBA3aHO C OTCYTCTBMEM (JOPMasbHbIX WCCNEAOBaHWI B faH-
HoW o6nactu. OfHaKo ecTb COOOGLEHUS O TOM, YTO Yy HEKOTOPbIX BU-
[OB MbllUeil OTMeYaeTcs BbICOKAas 4acToTa KapuWHOM BYy/bBbl, a Y
OpYrMX BUAOB — BbICOKAas 4acToTa KapuuHom Bnaranuuia [Murphy,
1966]. 9Tn faHHble B OMpefefeHHON Mepe MOryT yKasblBaTb Ha ne-
necoobpa3HOCTb MOUCKA TEHEeTUYEeCKUX (aKTOpOB A8 paccmaTpuBae-
MbIX 3a6071€BaHUI M Yy 4YeNnoBeka.
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LLielika maTku

CeMeliHble cnyvyan paka WeWKM MaTKy BCTPevaroTCs OYEHb Pefko.
Hun Rotkin (1966), Hu Albert n Child (1977) He oGHapyXwau noBbl-
IUEHHOM YacTOTbl paka LWelKn W Tena MaTKM WAM paka SUYHUKOB Yy
61N3KNX pPoACTBEHHUKOB. Rotkin onucan HeckoNbKO nap MOHO3WUIOT-
HbIX 6MM3HEL0B, AUCKOPAAHTHLIX NO paKy LIeiKW MaTKW, XOTA onwuca-
Hbl M Cly4vyaum KOHKOpPAAHTMOCTM 6/M3HEL0B MO 3TOMY 3aboneBaHUI0.
M3BECTHO, 4YTO CYyLWecTBEHHOe 3HayeHMe B pasBUTUM paka LWelKu
MaTKU UMEKT 3NUAEMUONOrMYECKMEe U onpefeneHHble COoLManbHO-3KO-
HOMUYeckne (aKTOpbl W, BO3SMOXHO, POfb HACNeACTBEHHbIX (haKTOPOB
HeBenmka.

Martka

MoMMMO 3nNMAaeMmnonornyecknx akTopos (Hanpumep, 3CTPOreHbI),
XOpOLWO M3BECTHbIX FMHEKOoNoram, B 3TUOMIOTUMM KapuWHOM 3HAOMeT-
pua onpefeneHHY ponb UrpalwT U HacneacTBeHHble akTopbl [Albert,
Child, 1977]. Lynch u coaBT. (1966) nposenu o6cnegoBaHne 154 npo-
6aHOoOB C KapuumHoMOi 3HpoMmeTpus. Okasanocb, uto y 17% pogct-
BEHHNKOB | cTeneHn npobaHpoB 6bina 06HApyXXeHa afjeHoKapuuHoma
3HAOMETPUA WAW TONACTOW KULWIKKU. ABTOPbI CUMTAKOT, YTO afeHoKap-
LMHOMA MaTKy — ayTOCOMHO-AOMWHAaHTHOe 3aboneBaHMe C HEMOMHOM
MeHeTPaHTHOCTLIO.

CemMeilHOe npefpacnofioXXeHWe K paky MaTKW He Bbl3blBaeT COMHe-
HUI, HO afileHOKapLuMHOMa 3HAOMETPUS MOXeT 6biTb 06ycnoBneHa fAen-
CTBMEM He TONbKO OAHOr0 reHa. Kpome TOoro, pak 3HAOMETpuUs coue-
TaeTcA C rUNepTeH3nell U OXMUPEHWEM, KOTOpble OTHOCATCA K Mpu-
3HaKaM C HacfnefCTBeHHbIM MpefpacnonoxeHuweM. CapKoMbl Unn rete-
ponornyeckue mMesofepManbHble KapLuWHOMbI euie He Oblan NpejMeToM
reHeTUYeCKUX MccnegoBaHui.

ANUHNKN

B 90% cny4yasx BCe 3/10KAYECTBEHHbIE OMYyX0/N AUYHWKOB pa3BuBa-
I0TCA M3 TePMMUHATUBHOIO 3MWUTENNSA, B OCTaNbHbIX CAy4YyasxX — M3 no-
NOBbIX K/METOK WUAW K/IeTOK CTpoMbl. O4eBMAHO, YTO B pPasBUTUMU 3a-
6oneBaHUA y4yacTBYKOT KaK TreHeTW4yeckue, Tak W CpefoBble (ak-
TOPbI.

Anngemunonorunsa

ANMAEeMUONOrMYecKre acnekTbl ONyX0NeBbIX 3aboneBaHUii  AUYHU-
KOB HeJOCTAaTOMHO M3YyYeHbl, MOCKO/IbKY MHOIMe WuccaefoBaTenu
He BbIAENAT pasHble TuUMbl 3a6oneBaHWin. TeM He MEHee HEeKOoTopble
LaHHble 3acnyxwusaloT BHMMaHua [Falthalla, 1972; Simpson, Photo-
pulos, 1976a, b]. Hanpumep, 4acTtoTa HOBOOOpa3oBaHWii SUYHWUKOB
HUXe B $SnoHUM, yem B GONMbLWIMHCTBE 3anafHbiX cTpaH. Opnako y
MepBOro MOKONIEHUs fAMoHUueB, XuBywux B CLUA, oTmeuaeTcs npu-
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MEPHO Ta >Xe 4YacToTa MNaTonormu, YTo M y amepuKaHLeB eBponeounj-
HOM pacbl, NO3TOMY OLHW NUWb TFeHeTUYeckme (akTopbl He MOryT
06BACHUTL 3THWYECKME pas3inyms B YacToTe 3abonesaHus. bonee-
BbICOKAs 4acToTa O6HapyXeHa Yy eBpeeB-allKeHasuW, 4eM cegappos,.
Yy H0XHOA(pPUKAHCKMX 6GaHTy, YeM Yy aMepuKaHLeB, U Yy amMepuKaHLeB:
€BPOMeNCcKOro MpPoOUCXOX/AEHUsA, YeM Yy aMepuKaHCKuUX uHAaeliues [Fal-
thalla, 1972; Simpson, Photopulos, 1976b], B Benuko6putaHum 60/b-
Wwas vactoTa 3aboneeaHWa BbisiB/ieHa Yy npeacTaBuTeneil 6onee BbICO-
KNX COLMaNbHO-3KOHOMMYECKUX rpynn. OnyXxonum SUYHUKOB uvalle-
BCTPEYAlTCA Y XKeHWWUH M3 6AM3HELO0BbIX PasHONOAbIX MNap, Yem y
XEHLWMH 13 ogHononbiX 6nM3HeunoBbix nap [Nance, 1975].

AnuTennanbHbIi paK An4YHMKa

B nuTepaType uMmeloTCA COOGLWEHNA O CEMEWHbIX Cay4yasx 3nuTenu-
anbHbIX onyxonei snvyHuka [Fraumeni et al.,, 1975; Simpson, Photo-
pulos, 1976b], O6bIYHO 3TO ManuANApHas cepo3Has afeHOKapLMHOMa,
XOTS He BCerga NpUBOAATCA [AaHHble TUCTONOTMYECKMX UCCNefoBa-
Huii. OnucaHbl cny4yan 3a6oneBaHWS B OJHOM WKW HECKONbKUX MOKO-
neHuax [Fraumeni et al., 1975; Li et al., 1970; Lurian, Piver, 1979],
a Takxe y cubcoB. Onyxonn SAMYHUKOB B 3TUX POAOCNOBHbLIX, MO-BU-
OUMOMY, KJUHWYECKW Ne OTIMYalTCA OT CMOopaguMyeckux Onyxonei.
OfHaKo B OfHOW CeMbe OMMUCcaHbl TpWM 6GONMbHLIX CTTOGCA B BO3pacTe [0
20 net [McCrann, Marchant, Bardawil, 1974]. Bo3pacT Hauvana 3a-
6oneBaHna M yvacToTa ABYCTOPOHHEro npouecca, BepOATHO, CXOXW B
cemeinbiX M HeceMelHbix cny4vasx. (CemeiiHble cnydyan 06bIYHO Xa-
pacTepu3ytTcs [BYCTOPOHHMM MPOLECCOM U paHNMM BO3PacTOM Ha-
yana 3abonesaHua) [Knudson, Strong, Anderson, 1973]. OpHako»
MMerLecs faHHble HeAOCTaTOYHbl ANS YTBEPXAEHUS, YTO HEKOTO-
pble TWUMbl afeHOKAPLUUHOM SIMMHWKOB 00YCNOB/EHbl LEeACTBUEM [OMU-
HaHTHOro reHa (reHOB) WM UMEKT MNOMAUTEHHO-MYNbTU(AKTOPUaib-
Hyl aTuonoruto. eHeTUveckue ucClefOBaHUA, NpoBeAennbie B K30-
NATe, YKa3blBalOT, UTO U pPeLEeCCMBHbIE TeHbl He WMEKT peLlalLero
3HAYeHMsa B 3TUONOTMW 3NUTENNANbHOW OMYyX0NM AUYHUKOB [Simpson
et al., 1981].

B oTHOoweHUKN onyxonu BpeHHepa cemeiHble cay4vyanm He OMMCaHbI.
Lynch n Krush (1971) n Fraumeni u coasT. (1975) onwucanu po-
[OC/I0OBHYI0, B KOTOPOW BCTpeyanucb cnyyan paka MOMOYHBIX Xenes
M 3NUTENNANbHON ONYyX0NU AUYHUKOB.

3MBPUOHASTBHO-K/ETOUYHbIE OMyX0sn

K 3mM6pMOHaNbHO-KNETOUYHbIM ONYX0AsSiM SIMYHWKOB OTHOCATCS L06pO-
KauyeCcTBeHHas KHeToTepaTOMa, 3MOpMOHaNbHble KapuMHOMbI (OMyXo-
NN KeNTOYHOro MelKa, 3HAO0LEepManbHOro CUMHyca, AMCrepMMHOMa, ro-
Hagobnactoma M XxopuokapuuHoma). CemeliHble HakONNeHWs cny4vaes
3MOPMOHANbHbLIX KapLWHOM He OMucaHbl, HO €CTb [aHHbleé O BO3MOX-
HOM y4YaCTUU TFeHeTMYeCcKMx (akTOpOB B pasBUTUM APYrUX BULOB OMy-
Xonei aM6PUOHANbHbIX TKaHeMn.
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[Jo6pokayecTBeHHbIe KUCTOTEpPaToOMbl

TepaToma (gepMouaHas OMyX0nb) MOXeT pa3BMBAThHCA KakK B MO/o-
BbIX >Keje3ax, Tak M BHe uX. ONyxonu, pasBUBLUMECA BHe MONOBbIX
Xenes, MOryT ObiTb CBA3aHbl C CeKBecTpauueil 3MOPMOHANbHbLIX Kie-
TOK A0 cTaguum auddepeHumaumnm, Korga KneTku TepsrT CBOU MNOMAM-
NMOTEHTHblEe CBOWCTBa. B NMpPOTUBOMOMOXHOCTL 3TOMY TepaToMbl NO/O-
BbIX )Xefne3, BEPOATHO, pa3BMBAlOTCSA B pe3yNnbTaTe MapTeHOreHesa
[Linder, McGraw, Hecht, 1975]. MNMpegnonoxeHne 06 yyacTuum reHe-
TUYECKMX (DAKTOPOB B 3TMOMOTMU AUYHUKOBLIX AEPMOUAHbLIX ONyXO0fei
BO3HUK/I0O B CBfA3M C BbICOKOW 4acTOTOW ABYCTOPOHHEro mnpouecca u
MO/SIOfbIM BO3pPacTOM Hauyana 3aboneeaHus. [BYCTOPOHHWMIA npouecc U
paHHWA BO3pacT Hauvana 3aboneBanHs — XapakKTepHble MPU3HAKW Ha-
CneacTBeHHbIX onyxoneil [Knudson, Strong, Anderson, 1973]. Tepa-
TOMbl AMYHWKOB ONUCaHbl y CecTep, MaTepu W Jouyepeil, a Takxe y
TpoitHn [Simpson, Photopulos, 1976]. EcnmM natoreHe3 TepaTOMAHbIX
onyxoneil SINYHWKOB [AENCTBUTENbHO CBfi3aH C HapylleHWeM Melio3a,
TO NIOFMYHO NPEANOMIOKUTb, YTO MYTaHTHbIA FeH «TepaTOMbl» BO3feii-
CTBYeT Ha MpoLEecC AeNleHus KeToK.

OvcrepmMmuHoOMbl Yy MHAMBULOB 46, X X

CemeliHble cnyvyan OWCTepMUHOM MNepefku y MHAUMBMAOB € 46,XY pauc-
renesveil roHaj, HO OTHOCUTENbHO peAKO BCTpeyawTcs npu 46,X X
ancreHesumn. OpHako Jadkson u coaBT. (1967) coobwmnu o 46,X X
OUCTEepMUHOME B ABYX WM, BO3MOXHO, Tpex MOKOJienusxX poAoc/ioB-
HOW sIMaliCKOM cembMu.

foHogo6nacTtomMbl ¥ 46, XY -AUCTEPMUHOMbI

MpumepHo y 25% nuu ¢ XY p[Hcremesmeid MonoBbIX Xenes u 15%
nny ¢ 45,X/46,XY KapuoTMnom pasBumBalTCA NMO60 roHagobnacTombl,
nnéo pgncrepmumomel [Simpson, Photopulos, 1976a]. AucrepmuHOMBI
MOTyT 6blTb 3/10Ka4eCTBEHHbIMMW, 06bIYHO YYBCTBUTENbHLIMU K 006/y-
YeHUto onyxonamu. [oHagobnactombl 06bIMHO [0OPOKAYECTBEHHbIE,
xoTa B 10% cnyyaeB npoucxogumt ux Mmanurnnsaymsa. Oba Tuna ony-
X0Me MOryT pa3BMBaTbCA YXXe Ha 2-m 10-neTum Xu3Hu. Takum 06-
pasom, 46,XY pAucreHesms MNonOBbIX Xefnes3, Hacnegyemas no X-cuen-
NEeHHOMY peLeccMBHOMY Tuny, U 45X/46,XY Mo3anumsm SBAAKOTCA
nokasaHueMm ANA HEMeA/IEHHOro yjanenus >Xenes.

Onyxonm CTPOMbI ANYHUKOB

Onyxonn CTPOMbI BKHOYAOT TpaHy/Ne30KNeToUYHble, TeKaK/MeTouUHble
onyxonu, onyxonu knetok Ceptonu u fleiigura. Hepegko BCTpeyaroT-
Cs CMellaHHble OMyXosu.

FpaHyne3oKIeTOUYHbIe OMyXO0/u

CeMeliHble cnyyau rpanmyne3okneTOUHbIX OMNyxXofei BcTpevaoTcs peg-
Ko. CneflyeT OTMETUTb, YTO OMYXONM SNYHUKOB, OCOBEHHO TpaHyne3o-
KNeTOYHbIO, YacTo coYeTaloTcs ¢ cuHapomMom MeliTua — Erepca (nonu-
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TIO3 KULWIEYHWKA, NUrMeHTauua CcAu3ncToin 060M04KM ry6 M MONOCTM
pTa). B uccnegoeaHuu, npoeegeHHoMm Dozois, Kempers, Dabhlin
(1970), y 16 u3 115 60/bHbIX C cuHApomMoM [leiiTua — Erepca 6biu
onNyxonu sAnYHuKa. WMnTepeceH TOT (akT, 4YTO rpanyne3okfeToyHas
ONyX0Nb OTHOCWUTENbHO 4YacTO BCTPevyaeTcs Yy MHOIMMX >KUBOTHbIX.
3TNONOrns rpaHyne3oKNeTOYHON ONYyXONW Y >XUBOTHbIX, NO BCEA BU-
OUMOCTU, CBA3aHA C NIETKOCTbIO 3MMUHALUN OOTFOHWEB; €C/M 0Oronnu
OTCYTCTBYIOT, TO B OTBET Ha MOBbIWEHHbLIA YpPOBEHb FOHAAOTPOMNUHA
NPOUCXOANT nponudepaynsa rpaHynesHblx knetok [Falthalla, 1972].
Pa3BuTMe rpaHyne3oKNEeTOYHbIX OMyX0ne y rpbI3yHOB MOXEeT OblTb
Bbl3BAHO 06/1y4YyeHnem unu BBefeHuem 9,10-gnmeTunn-1,2-6eH3aHTpa-
ueHa unn nporectepoHoB [Krarup, 1970]. UyBCTBUTENbHOCTb K HO-
BoO6pa3oBaHUAM 3aBMCUT OT reHoTuna >XuBoTHoro [Marchant, 1959].

Onyxonu u3 knetok Ceptonu u Neiigura

3Tn onyxonu, XOTS W PeaKo BCTpevarlmecs, Habnwoganm y cmbeos,
[BOIOPOAHbLIX cM6COB, B ABYX Mnn 60nee nokoneHuax [Simpson, Pho-
topulos, 1976b], 4uTO MOXeT onpegeneHHbIM 06pa3oM yKasblBaTb Ha
BAUAHNE TEHETUYECKNX (PAKTOPOB B UX 3TMONOTUN.

DdnbépoMbl N hrnbpocapKoMbl

®nbpocapkoMbl AUUYHMKA OMWUCAHbl Y AU3NTOTHbIX GMU3HELO0B; APYrMx
NPpUMepoOB HaKonneHus Hew3BeCTHO [Simpson, Photopulos, 1976b].
®ubpoMbl SUYHMKA MOTYT BCTpeYaTbCs MpPU CMHAPOME 6asanbHO-Kne-
TOYHOro HeByca U uenpoubpomatose (601e3Hb PekaMHIrxayseHa)
[Glendenning, Herdit, Block, 1963].

Tpothobnactnueckas 601e3Hb

[MoBTOPHbLIA puck TpoobnacTmyeckoin 601e3HM COCTaBASeT NPUMEPHO
1—2%. 370 3HAYUTENbHO BbIlEe MNONYAALUOHHON YacTOTbl, PaBHOWA
1/2000. Kpome ToOro, yactoTa TpoobnacTmyeckoin 60Mne3HN pasnmyHa
B pa3HbiX reorpaguyeckmx panoHax. XoTd 3TU (akTbl M MOTFYyT yKa-
3blBaTb Ma pOfib HacNefCTBEHHbIX (DAKTOPOB B pas3BuTuM Tpodobnac-
TWYecKoi 60ne3HM, HO TWM HacnefoBaHUA TOYHO HeusBecTeH. bonee
TOro, Habnwfjaemas CBA3b MeXAy nuTaHueM U TpodobnacTuyeckoi
60ne3Hbl0  [O/DKMa HacTopaxuBaTb WccnefoBaTeneil, U MOBTOPHbIE
cnyyam MoryT ObiTb 06YCNOBNAEHbl AeACTBMEM BpefHbIX (aKTOpPOB
BHeWHel cpedbl. Ecnn reHeTuveckne (akTopbl U UrpalOT 3HAUYUTENb-
HYl0 pofnb B 3TuMOnorMyM TpodobnacTmyeckol 60Me3HU, TO, BEPOATHO,
X fAecTBME MNPOSIBNASETCA 4Yepe3 MMMYHOOTMYECKY cuctemy. AB-
TOpbl pacnonaralT TONbKO KOCBEHHbIMW [O0Ka3aTe/bCTBaAMU Yy4acTus
UMMYHONIOFMYECKMX (aKTOpoB B pa3BUTUKM TpodhobnacTuyeckoin 60-
Ne3HW; y HUX OTCYTCTBYHOT MpsiMble AOKa3aTeNbCTBa TOro, 4TO Cne-
uuduyeckne poauTeNbCKUE anfenn rncTocoBmMecTUMocTH (HLA)
06yCNOBANBAKOT MOBLIWEHHY WM MOHUXEHHYK YYBCTBUTENbHOCTb K
TpothobnacTuyeckoin 6onesHn. C gpyroii CTOPOHbLI, Y XXEHUMH C Tpo-
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thobnacTmyeckoii 60Me3HbI0 KOXHbI/A TPaHCMAAHTAHT, MOYYEHHbIA OT
cynpyra, OTTOpraeTcsi MefjieHHee, YeM Y WHAWBUAOB KOHTPOMbHOIA
rpynnbl, 4YTO YKasblBaeT Ha BaXHOCTb WMMMYHONOrMYECKOW peakTUB-
HOCTU OpraHu3ma, HaxoAsilleics Moj reHeTUYeCKUM KOHTPO/eM.
VHTepecHble faHHble MOJy4YeHbl NPW LUTOreHeTUYeCKOM uccneno-
BaHUN TpodobnacTnyeckoin 60ne3Hn. KneTKuM nNysblpHOro 3aHoca MO-
rytT uMeTb gunaoungHole (46,XX; 46,XY) wuaun TpuHiongHole (69,XXX;
69,XXY) xpomocomHble Habopbl. (MnaueHTbl TPUNAOUAHLIX abOPTY-
COB MNPOSBASAIOT TEHAEHUWI0O K pasBUTUIO TUAPOMUYECKOR pfereHepa-
umn) [Carr, 19681. Vassilakos, Riotton, Kajii (1977) BbigensdioT nABa
LMTOTEHETUYECKMX Kjacca MNy3bIPHbIX 3aHOCOB: 1) «KNACCMUYECKUN»
Ny3bIpHbI/A 3aHOC, YaCcTO MalUrHWU3UPYKOLWMNIACA, 0ObIYHO AUNAOUAHbLIN
M He MMEeKLWMniA 4vacTel nnoga, M 2) HEKNACCUMYECKMA 3aHOC, peako
ManuUrHU3MPYLWNUAca, 06bIYHO TPWUMAOMANLIA, NPM KOTOPOM 4acTo
obHapyxuBatoTcs vacTu nnoga. MpM MCNONb30BaHUM pasHbIX Bapu-
aHTOB XPOMOCOM [N YCTaHOB/JEHWUS MpoUcXoxpeHus knetok Kajii
n Ohama (1977) wn Jacobs u coaBT. (1978) ypanocb nokasaTb, YTO B
AVNNOMAHOM MNY3bIPHOM 3aHOoCe o06a ranjougHblX Habopa MOryT ObiThb
OTLOBCKME (aHApOreHeTuyeckme). AnNAporeHes BCTpeyaeTcs B Tex
cnyyasx, Korfa OTCYTCTBYeT MAaTEpPUMHCKWIA MNPOHYK/Ieyc MNpu CUHra-
MWW UM MaTepUHCKWIA rannongHblii Habop TepseTca MoOcfie CAuramu u.
3T0 BO3MOXHO NGO NpKU ONNOLOTBOPEHUN AMUMNOUAHBLIM CMEpMaTo30ou-
fom, nubo npu nonucnepmuu. Ecnu BepoATHOCTb TpaHchopMauuu B
MHBa3WBHbIe (OPMbl UM XOPUOKAPLMHOMY [ANA AUNJIOWLHOTO 3aHoca
6onblie, 4yeM AN TPUMIOUAHOTO My3bIPHOTO 3aHOCA, 0GHapyXeHwue
aHpOreHeTUYeCKOro AUMNAOMAHOIO0 MY3bIPHOFO 3aHOCa YAWBUTENLHO,
MOTOMY 4YTO TONbKO OTLOBCKME NOKYCbl FMCTOCOBMECTUMOCTU AO/KHbI
obneryatb OTTOPXEHWE W, CNeLOBaTe/IbHO, YMEHbLIaTb BEPOATHOCTb
ManuramMsauum. lMpexae 4YeM UCNONb30BaTb MOJyYEeHHble fAaHHble B
KNIMHWYECKOW MpaKTUKe, HeO6XOAMMO MNPOBECTWM [OMNOMHUTE/bHbIE MUC-
cnefoBaHUA, HO pe3yNnbTaTbl LUTOTeHETUUYECKUX UCCNEA0BAHNA OKaXyT
60MblWIYI0 NOMOLWb B AMAFHOCTUKE W BeLEHUU YKAa3aHHbIX COCTOSHWNA.



FfnaBa 10

HAPYLUEHNA B CUCTEME MNMOJ/IOBbIX XPOMOCOM
M MONOBAA ANPPEPEHLIMPOBKA

HapylweHuns nonosoii auddepeHUMpPOBKM MOTyT 6biTb KnacCcupuumpo-
BaHbl Mo-pasHOMYy. [0 HefaBHero BpeMeHW Knaccudpukauus aHoManui
MONOBOr0 Pa3BUTUA OCHOBbIBasaCb Ha aHaTOMWYECKMX pasnmunsx,
HanpuMMep, MYXCKOR, >XXEHCKUI ncesgorepMapoanuTu3M U UCTUHHbIN
repmapoamTuam. bnarogaps ycnexam, AOCTUTHYTbIM B o6aacTu 3n-
OOKPUHONOTUU U TEHEeTUKKU, CTano 04YeBMAHO, 4YTO MOAO6GHbLIX Hapylle-
HWIA cylecTByeT MHOro 60nblle, YeM MOXHO Obl10 Mpeanonaratb,
M 4YTO Knaccugpukaums Mx nNo aHaTOMUYECKOMY MPUHLUNY SBHO Heco-
BepLUeHHa.

XoTa 6bIIM  NpeanoXeHbl MHOTFOYMC/AEHHble Knaccudukaumm, ¢
KIUHWYECKOW TOYKWM 3pPEeHUs MpeanouvTUTesbHEe BHayane OTHECTM Mo-
paXEeHHOro MHAMBMAA B OAHY U3 GONbLWIMX KaTeropuin, KOTopble Nerko
onpejenaTca Ha OCHOBE XPOMOCOMHOrO aHanmM3a W COCTOAHMA Mo-
NOBbIX OpPraHoB. 3TU KaTeropuy BKAOYAKT AUCTEHe3WO0 MOA0BbIX Xe-
ne3, UCTUHHBIA repMagpoanuTN3M, XXEHCKUIA U MYXXCKOW ncesporepma-
thpoanTnsm, cmHagpom KnaHndenbTepa M runoroHagusm. B npepgenax
KaXXA0N KaTeropuu pasfnmyHbie HapyLlWeHus nydle BCero pasfenathb
Ha OCHOBe WX 3TWMOMOTMU: XPOMOCOMHbIE aHOManuW, PeLEecCUBHbIE UK
LOMVHaHTHble MyTaluun, TepaToreHHble PaKTopbl.

B HacTofiwein rnaBe 6yAyT KOPOTKO OMWcCaHbl TONbKO naH6onee
pacnpocTpaHeHHble HapylweHWs B CUCTeMe MONOBbIX XPOMOCOM W MO-
noBoi AnddpepeHUNpPOBKN; NOAPOOHOE ONMCaHWE WX MOXHO HalTu B
APYrux uctoyHmkax [Simpson, 1976; Simpson, 1980b]. Ocoboe BHM-
MaHue O6yaeT yAeneHO 3TUMOAOFMW W [AUArHOCTUKE, MCUXONOTMYecKue
acneKTbl, BOMPOCHI XMPYPruU4ecKoro n TepaneBTUUYECKOro NeYeHunsa pac-
cmaTpuBalTCs B APYrux pykKoBoAcTBax. AmNomManuu pasBuTUA MIOS-
NepoBbIX NPOM3BOAHbLIX 06CYyXAaanuch B rnase 9.

OCHOBblI 3MBPNOTIOTNWN MOTOBLIX OPFTAHOB
N AHTUTEH H-Y

Ecnn HopmanbHas sAluekneTka, Hecyuwas X-XpoMocomy, OMNA0A0-
TBOpsAeTCcs ChnepmMaTo3oMAoM C Y-XpOMOCOMOI, o6pasyeTca 3urorta ¢
MYXCKUM KapuoTunom 46,XY. Ecnm dAiueknetka onnogoTeopseTcs
cnepmarto3oMaomM c X-XpoMocomoi, To o6pasyetcs 3urota 46,XX
(keHCKUI KapuoTun). dakTop, AETEPMUHUPYIOLULMIA Pa3BUTUE CEMEH-
MUKOB, NOKAaNnu3yeTcs, BEPOATHO, Ha KOPOTKOM nJieye Y -XpPOMOCOMbY
[German, Simpson, Lemore, 1973; Simpson, 1975, 1976]. 3T10T yu4ac-
TOK Y-XpOMOCOMbI He chnyopecunpyeT. MexaHu3Mm feiicTBuil dakTopa,
LeTepMUNUpYOLLero pasBuTue sAMYeK, HeusBecTeH, Ho Wachtel
n coasT. (1975, 1977) nokasanu, 4To B npouecc UX AUpdHepeHLnpoBs-
KW BOB/NEYEH MOBEPXHOCTHbIA aHTUreH H-Y.
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0 TOM, 4YTO aHTureH H-Y MoXeT HanpaBnaTb AuddepeHLnpoBKy
ANYEeK, CBUAETENbCTBYIOT KOCBEHHble M MpsiMble foKa3aTenbcTea. Koc-
BEHHble A0Ka3aTe/bCTBa OCHOBaHbl Ha CNeAylLWUX AaHHbIX [Simpson,
1980a; Wachtel, 1977, 1979]:

1) aHTureH Il-Y 3BONOUMOHHO KOHCepBaTUBEH, OH OOHapyXeH Yy
BCeX 00CNefoBaHHbIX BWUAOB MAEKONUTAWWUX, MUMeKLWUxX Y-Xpo-
MOCOMY;

2) no KpaliHeiln mepe OAWH NOKYC aHTMreHa W-Y pacnonoxeH 61M3KO
WA WAEHTWYEeH NOKYycy (akTopa, AeTEPMUHUPYIOLLEr0 pa3BuTUe
ANYeK;

3) 48,XXYY MYyXUUHbl MMeKT BABOe 60/blIMA TUTP aHTUreHa H-Y,
yeMm 46,XX MYXUYUHbI;

4) aHTuMreH H-Y o06HapyXeH y 4efioBeKa U y Mbllleid C HEYYBCTBU-
TEeIbHOCTbIO K aHApOoreHaMm, YTO yKa3blBaeT Ha WHAYLMUPOBaHue ero
He TO/IbKO aHApOreHamu;

5) akcnpeccusa aHTureHa 11-Y Ha XY-KneTkax MPOUCXOAMT mocne ne-
peHoca UX B XXEHCKWIA OpraHm3w;

6) aHTureH H-Y o6HapyxeH npumepHo B 50% 61acToUMCT Yy Mbl-
wein [Kreo, Goldberg, 1976], T. e. Ha cTaguu, npeALlecTBYOLLEN
opraHoreHesy u, cfiefoBaTefibHO, AU (EPEHLUPOBKE SUYEK;

7) aHTureH H-Y o6HapyXeH y WCTUHHbIX repmappoanTtoB ¢ 46,XX
KapuoTUHOM,;

8) aHTureH N Y npucyTcTBYyeT TO/MbKO B AWYKOBOW, HO Me ANYHUKO-
BON yacTu oBoTectuc [Winters et al, 1979]. Takum o6pasom,
aHTureH H Y BbifBNAeTCA TO/MbKO B TOM Cly4yae, ec/in UMeeTcH
TKaHb Anvek [Wachtel, 1977, 1979].

CyLiecTBYIOT M NpsMble JOKa3aTeNbCTBa y4yacTus aHTureHa H-Y
B AuddepeHunpoBKe sAnYeK. B 3kcnepumeHTe AMCCOLUMPOBAHHASA
TKaHb SINYEK HOBOPOXAEHHbIX Mblllel N Kpbic MOXeT pearperupoBatb
B TybynsipHble cTpykTypbl [Ohno, Negain, Ciccarse, 1978; Zenzes,
Wolf, Gunther, 1978]. OgHako npu pobasneHuu H-Y aHTUCLIBOPOT-
KW AUCCOLUMPOBAHHbIE KNETKW ANYEK pearupyroT yxe ¢ obpa3oBaHu-
eM (ONNHKYNONoAOOHBIX CTPYKTYp. HekoTopble uccnefosaTenu npej-
cTaBunu 6onee AeMOHCTpPaTWMBHblE AaHHble 06 MHAYLUWPOBAHHOM H-Y
aHTUTEHOM MpeBpaweHUn ANYHUKOBbLIX FePMUHATUBHbLIX KNEeTOK B TYy-
6ynsapHonofo6Hble cTpyKTypbl [Zenzes, Wolf, Engel, 1978].

EcTecTBeHHO, 3Ta runotesa TpebyeT AanbHeliweld NpoBepKu, Tem
6onee 4YTO eCTb [JaHHble, KOTOpble TPYAHO O06BACHUTbL C €e MO3ULWUIA.
Hanpumep, 45,X uHAMBUAbLI WMeOT aHTUreH H-Y, XOTA TUTPbI €ro
Hu3ku. Mpegnonaraetcs, 4to Ha X-XPOMOCOMe eCTb reHbl, MOAABMAI-
Wwue npoasneHne H-Y. Kpome TOro, BepoATHO, UTO CTPYKTYPHbIA reH
H-Y nokanusoBaH ne Ha Y-, a Ha X-XpoMOCOME MUAM Ha ayTocome
[Wolf, 1981]. Tem He MeHee y4yacTume aHTureHa H-Y B guddepeHymn-
pPOBKe AAMYEK HECOMHEHHO.

He3aBucuMo OT aHTUreHa H-Y npumopamanbHble repMUHATUBHbIE
KNeTKN NPOUCXOANAT M3 3HAOLEPMbI XENTOUYHOro Mewka. K 8-l Hepene
3MO6PUOHANbLHOI0 Pa3BUTUS OHW MWUTPUPYIOT B 06/1acTb MOMOBbLIX 6Y-
ropkoB, KOTOpPble B CBOK O4epeflb 06pasyloTcAd M3 YTONLWEHUSA Leno-
MUyeckoro anutenus. Ha 3Toli cTaguu nonoeble >enesbl 46,XX wu
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46,XY 3M6pMOHOB Hepas3nuyumbl. Ecnm npumoppmnancHbie repMuHa-
TUBHbIE K/IeTKW UMeloT 46,XY XPOMOCOMHbIA Habop, NOMOBbIe Xenesbl
augdepeHunpytoTca B AMuku. B oTcyTcTBUM Y -Xpomocombl (46,XX
nnn 45,X), unu, ToyHee, B OTCYTCTBMM AOCTATOYHOIO KO/MIMYECTBA aH-
TureHa H-Y, nonosble >Xenesbl AuddepeHUnpytoTca B ANYHUKK. Ec-
NN OTCYTCTBYIOT [BE WHTaKTHble X-XpPOMOCOMbl, 60MbLWIMHCTBO (ON-
NINKYNOB [EereHepupyer K MOMEHTY POXAEHUA.

Mocne OKOHYaHUA AUDHEPEHUUPOBKM SUYKM HAUYUHAKOT eeKkpeTu-
poBaTb [Ba ropmoHa. KneTku Jleiigura y nnoga MpoayuMpYOT aH-
[LpOreH, BEPOATHO TECTOCTEPOH. JTOT FOPMOH CMNOCOGCTBYET coXpaHe-
HUIO BONbJOBLIX U Pa3sBUTUIO CEMEHOBLIHOCALMX NPOTOKOB, Mpupaat-
KOB fiIM4KA W CEMEHHbIX My3blpbKOB. Bupunusauma Hapy>XHbIX MO0-
JIOBbIX OpPraHoB MPOUCXOAWUT Moc/ie MpeBpalleHns TecToCTepoHa B Au-
rMapoTeCTOCTEPOH C Nomolblo 5a-peaykTtasbl [Siiteri, Wilson, 1974],
3TOT npouecc MOXeT OblTb BOCNPOWU3BEAEH B 3KCMEepUMeEHTalbHbIX
YC/IOBMAX MYTEM BBELEHUS TECTOCTEPOHA >XEHCKMM MAN KacTPpUpPOBaH-
HbIM MYXCKUM 3amMb6puoHam. KneTku CepTonu y nnoga NpoayuupyoT
LpYroi ropmon — rAMKONPOTEWNH, BbI3bIBAIOWMWIA pPerpeccuo  Mronne-
pPOBbIX MNPOM3BOAHLIX (MaTKa M MaTo4yHble TPy6bl). [elicTBue 3TOro
ropmona He MOXEeT OblTb BOCNPOWU3BEAEHO HUKaKMM W3 WU3BECTHbIX
COefMHEHUA. B OTCYTCTBUM 3TUX [BYX FOPMOHOB Hapy>Hble MO0BbLIE
opraHbl pasBUMBAKOTCHA MO XEHCKOMY TUMY, MIOINEPOBbl KaHabl Aug-
thepeHUmMpyloTCca ¢ obpaszoBaHMEM MaTKW M MaTOYHbIX Tpy6, a BO/b-
(h0oBbl KaHanbl nojaBepralTcad 06paTHOMY pa3BUTUO. ONUCaHHblE W3-
MeHeHMUs HabnwpawTca B HopMme Y 46,XX 3MOpPUMOHOB, a TakKxe Yy
KacTpupoBaHHbIX 46,XX © 46,XY 3M6puOHOB.

XXEHCKWNY NCEBAOTMEPMA®POAUTNIM

YXKeHckuii ncesgorepmadpoinT3M — aHOManus MOMOBOro pasBUTMS,
He CBfi3aHHaf C HapylleHWeM B CMCTEME MOJIOBbIX XPOMOCOM M 06yc-
NOBNEHHaa NMb0 reHHbIMU, NM60 TepaToOreHHbIMKU hakTopamu. B 60nb-
WMHCTBE CflyvyaeB aHOManuMu pasBUTUS 3aTparnBatoT TOMbKO HapyX-
Hble MOMIOBble OpraHbl, HO MHOFAA 3TV aHOManuu MOryT 6biTb CBA3aHbI
C aHOManusMK pasBUTUSA KayAanbHOW 4YacTuM Kuweuynon TpyobKwM,
KNoaKanbHOW WMAW YPOreHUTanbHOW MembpaH.

eHHble hopmbl

FeHHble (OPMblI >XEHCKOro ncesgorepMadpoamMTnamMa pasfensrT Ha
hopMbl C HapylWeHMeM OMOCMHTE3a TFOPMOHOB KOPbl HafMOYeYHUKOB
N 6e3 HapylleHNa ux 6mocmnHTesa.

MMnepnnasus Kopbl HaANOYEYHUKOB
(agpeHOreHUTaNbHbIA CUHAPOM):
o6 e NonoXKeHus

AfpeHOreHUTanbHbIA CUHAPOM pa3BMBaETCA B pe3ynbTaTe Aeduuuta
pasnnMyHbIX PEepMeHTOB, Y4acTBYHOLWMUX B BMOCUHTE3E CTEPOUAHbLIX Fop-
mMoHOoB (puc. 35). Hanpumep, gepwuunt 21-rugpokcunasbl, IR -rug-

188



MperHeHonoH *17a OH-nperHeHoNOH»- [ernapo3nnaHapPOCTEepPOH
o~

}B B
MporectepoH 170c-OH-nporecTepoH-»- AHAPOCTEHEANOH -*-TecToCcTennH
Iy \
N-Ne30HcKOpTMKOCTEPOH |l lesoHcuKkopTu3on
MopTuHocTepoH Keptusen
AnbpgocTepoH

Puc. 35. KpaTkas cxema 6GMOCKHHTE3a FOPMOHOB KOPbl HaAMNO4eYHUKOB.

BykBamy 0603HayeHbl (epMeHTbI, y4yacTBylOLMe B npeBpalieHuax: A — 20a-rugpokcun--
nasa, 22K-rugpokcunasa n 20, 22-gecmonasa; — 339-on-gerngporeHasa; C — 17a-rugpo-~
Kcunasa; D — 17, 20-gecmonasa; — 17-keTocTeponfpefykrasa; F — 21-rugpokcunasa;
G — |l -rmgpokcunasa [Ho Simpson J. L. Disorders of Sexual Differentiation. Etiology?
and Clinical Delineation. — New York: Academic Press, 1976, p. 158. lepeneyaTaHo ¢
N3MEHEHMSAMU C paspeLleHus).

pokcunasbl U 3p-0n-4erngporeHasbl BeLeT K pPasBUTUIO XKEHCKOro Mnces-
porepmadpoantnusma. O6WMUM And BCeX (OPM afpeHOreHNTanbHOro
cuHgpoma (AlC) sABnseTcAa HapylleHWe CUMHTEe3a KopTu3ona, perynu-
pyrouwero cekpeynto AKTI no Tuny MexaHu3ma o06paTHON CBSi3W.
MN36biTouHOe BbigeneHne AKTI nNpuBOAUT K YBENUYEHUIO CUHTE3a
CTepOUAHbIX MpPefLwecTBEHHWKOB, U3 KOTOPbIX CUHTE3MPYHTCA aHApo-
redsl (cMm. puc. 35). T1OCKONbKY HafMmO4YeuyHUKU Yy naofa HadyMHalT
(hYHKLUMOHMPOBATb Ma 3-M Mecsle BHYTPUYTPOOHOro pasBUTUA, W3-
NNWHAA NPOAYKUUA aHAPOreHOB Bbi3biBAET BUPUIN3ALUIO HAPYXHbIX,
nosioBbIX opraHos (puc. 36). PasBuTue BHYTPEHHUX MOMIOBbIX OPraHoB
He HapylwaeTtcd, MNOCKO/MIbKY OHO He 3aBUCUT OT aHAPOreHoB.

CvHApOMbl runepnaasum HagnovyeyHWKOB — Hambosiee pacnpocTtpa-
HeHHas MpuWYMHa [BOWCTBEHHOCTW CTPOEHMA MOMOBLIX OpraHos. [pw
obcnefoBaHUM WHAMBMAOB C MpU3HakaMu ncesjgorepmappoamTusMa B
nepByl ouepedb cnefyeT WCKAOUYWUTL 3TW 3aboneBaHus, MOCKO/bKY
neuunT KOpTM30na M KOPTMKOCTEpOHa NPMBOAUT K MNOTepe HaTpus,
B oTcyTcTBMe nevyeHUsa pasBUBaeTCA TMMOHaTPUEMUA, TUMEPKATMEMHSA,
perngpartauma v BO3MOXEH CMepTeNbHbI UCXO0A BCAeACTBUE MOYEUHONA
HeJ0CTaTouHOCTH.

Y XeHWwuH c gepuuntom 21- uam IR -rugpokcmnnasbl oTMeyaeTcs
runepTpomns KnuTopa, cpactaHume ry6HO-MOLWOHOYHbLIX CKMafoK, aHo-
Ma/ibHOe PpacnonoXeHue OTBEPCTUA MOYEUCMYCKATeNbHOro KaHana
(cm. puc. 38). CTeneHb BUpMUAM3aALUU BapbupyeT Yy WHAUBWAOB C Of-
HUM 1 Tem xe Tunom ATlC. lMpousBogHble Bonb(oBa KaHana (ceme-
BbIHOCALLME MPOTOKU, CEMEHHble MNY3blpbKU, MNPUAATOK AWYKA) MpU-
CYTCTBYIOT pefKo, YTO, BEPOATHO, CBA3aHO C MO34HUM ANA pasBuTuUA
BOMb(OBbIX KaHan0B HayaloM (YHKLMOHWPOBaHUA HaAMNOYeYHUKOB B
ambpuoreHese. [1pon3BOAHbIE MIONNEPOBLIX KaHanoB pas3BuBaroTCA
HOpManbHO, KakK W B OTCYTCTBME HEaHAPOTeHHbIX WHIMOUPYIOLLUX
(hakTopoB. AUYHUKU pPa3BUTbl HOPMasbHO. B HEKOTOPbIX cliyyasx OT-



Puc. 36. Hapyswble nonoBble OpraHbl y ABYX CUOGCOB XXEHCKOro mona c gedu-
umTom 21-ruapokcunasbl [mo Summit R. L. Differential diagnosis of genital am-
biguity in the newborn. — Clin. Obstet. Gynecol., 1972, 15, 112. lNMeyaTaeTcs C
paspelueHus].

MeTaeTcs rmmepumrmenTauma B 0671aCTM MOLIOHKA W BOKPYr COCKOB
BC/IeACTBME MENaHOUMTCTUMYNupytowmx ceoiicte AKTI. Tunepnur-
MeHTaums obneryaet AWArHOCTUKY HegocTaTtouyHocTM 21- uam |IB-
<TWAPOKCWUNA3bl Yy /ML, MYXCKOrO nona, y KOTOPbIX MNOJIOBble OpraHbl
UMEKT HOpManbHOe CTpPOeHWe npu poxgeHun. Ecnu 3abonesaHue y
Mafnb4YMKOB He pacrno3HaHO Mpu POXAeHWU, OHO AMarHocTupyeTcs noc-
ne 2 neT XWU3HW, KOrga OTMeYaeTCqd YCKOPEHHbI POCT WU MOABAEHMe
BOMIOC Ha nobke. Ecnm non yctaHaBnuBaeTcs 0 18 MeC >XU3HU U
-onepaumsa no noBOAY KOPPeKLMW MONOBbIX OPraHoOB MPOM3BOAUTCH B
Bo3pacTe 2—4 net, pebeHOK B NCUXOPU3NYECKOM W MONOBOM OTHO-
WeHWM pa3BMBAETCA MO XXEHCKOMY Tuny.

Ocoboe BHMMaHWe [AO/MKHO 6biTb YAENeHO BBeAEHWID KOPTU30Na,
YCTPAHEHUIO TUMEpPKaMeMUN U BOCCTAHOB/IEHUIO BOAHO-3/M1EKTPOSHT-
HOro paBHOBECUA; HeOOXOAMMO TaKXe MPUMEHeHUEe YAepPXMUBALLNX
CO/Mlb FTOPMOHOB, Hanpumep, ¢gTopuia rMAPOKOPTM3OHA. JleueHMe Kop-
TU30/10M LOMKHO 6biTb NMPOAO/HIKEHO U Yy B3POC/AbIX, XOTA B MEHbLUIUX
po3ax. MpUMeHATb MUHEpPanoKopTUKOMAbl B Bo3pacTe mnocne 5 ner
00bIYHO Heo653aTeNbHO.

[axe npu neyeHnn KOpTU30/0M, HAYaTOM cpasy Mnocfie PoXAeHUs,
pocT 60/bHLIX C runepnnasvein Kopbl HAAMOYEYHWKOB OObLIYHO Haxo-
antca mexagy 3—15 nepueHTUNASMU Ha KPUBOW HOPManbHOro pacrnpe-
peneHns [Riddick, Hammond, 1975]. Be3 nevyeHns 60/abHble ObLICTPO
pacTyT B [AeTCTBe, HO BCMeACTBME paHHEro 3aKpbiTUA 30H pocTa 3nwu-
(h130B UX POCT HUMXe 3 MepueHTUe.

Oednunt 21-ruapokcunassl 6e3 notepmn HaTpus

Hanbonee yacTtoin npuumHoit AIC sengetca geuuynt 21-rngpokcuna-
3bl, Heob6xoaumoW pAna npespauieHus 17a-rMAPOKCUMNPOrecTepoHa B
11-pe3okcmkoptnszon (cm. puc. 35). Mpu HegocTatoyHocTn 21-rug
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pOKCUNasbl CHUXKaeTCA YPOBEHb KOPTM30/Ma WM [e30KCMKOPTU30/Ma, 4TO
npuBOAUT K U30ObITOYHOMY BbigeneHnio AKTI u Bbi3biBaeT ycuieHue
CMHTe3a 17a-rmgpokKcUnporecTepoHa, aHApPoOCTengmoHa, 3CTpoHa WU
TECTOCTEPOHa; nocnefHUin o6ycnoBnnMBaeT MAaCKY/IMHU3ALUIO MON0BbIX
opraHoB. OTmevaeTcs YyBe/NMW4YeHHOe BblfeneHWe € Mo4yol 17-keTocTe-
ponjos, MpernaHTpuona W MPerHaHTPuosioHa, a B NJasme YBE/MYEeHO -
cofepXaHue 17a-rmapokcunporecTepoHa W TecTocTepoHa. [pu 3Toit
thopme nosbiweHHas cekpeuna AKTI npuBoguT K obpasoBaHuio [o-
CTATOYHOrO KONIMYecTBa anbfoCcTepoTTa M KOPTWM30Ma, 4TO6bl NpeaoT-
BpatnTb MnoTept HaTpua. Aeduumt 21-rTTapoKcmMnasbl — ayTOCOMHO-
peneccneuoe 3aboneBaHue, TeCHO cuenneHHoe ¢ HLA, uTo no3Bonset-
MAEHTU(GULMPOBATL FETEPO3UroT U NPOBOAUTL MpPeHaTaNbHY AMarHo-
cTuky [Levine et al., 1978].

Oednunt 21-rmapokcunnasbl U NoTeps Hatpus

Mpwn 3Toin opme BMOXMMMYECKOTO AeeKTa HeAOoCTaTOUYHOCTb (DepMeH-
Ta 60nee BbipakeHa, B CBA3M C 4YeM cekpeuns AKTIE He KOMMeHcu-
pyeT umetouimiica geuuut. MexaHW3M MOTEPH COAM elle A0 KOHNa
Me M3y4yeH, No, BO3MOXHO, CBA3aH C YMeHbLIEHHOW NpoayKuuein Kop-
TMKOCTEpona MW anbjocTepona. XoTa (eHOTMNUYeckn obe Qopmbl
HefOCTAaTOYHOCTM 21-FNAPOKCLITA3bl CXOAHbI, UMET OAMHAKOBbLIA TWN
HacnepoBaHua n cuenneHbl ¢ HLA, reHeTnmyecku OTW, NO-BUAUMOMY,
pasnuyHbl. Kak u3BecTHO, B OAMOA POLOCMOBHON BCTpeyaeTcs TONbKO
ogHa ¢opma 3abonesaHnsa. MOMMMO OMMUCAHHbLIX (OPM, CYLL,ECTBYIOT
ele U opMbl C NO3LHMM HayanoM 3ab0/eBaHUA, TakXe CLensieHnble
c HLA [Levine et al., 1981].

Aedpunyunt 11 B-ruapokcmnassbl

HepoctatoyHocTb 11R-ruapokcunasbl — CpaBHUTENbHO peakas gopma
nopaXeHusa, Npu KOTOPOM napyHTaeTcs mnpeBpalieHue 11-Ae30KCUKOpP-
Tusona B Koptu3on. O6pa3oBaHue [e30KCMKOPTM30Ma, [e30KCUKOPTHU-
KOCTEpOHa W TecToCTepoHa Mnpu 3TOM MoBbiNTeno. Kpome TOro, noBsbl-
leH YpOBEHb OCHOBHOro MeTtabonuta 11-4e30KCMKOPTU30Na — TeTpa-
rngpokopTusona. Tun HacnefoBaHWs ayTOCOMHO-peLecCcuMBHbIi, ¢ HLA
3Ta dopma He cuenneHa.

[e30KcMKopTn3o M [e30KCUMKOPTUKOCTEPOH Y4YacTBYHOT B coneBOoNg
obMeHe, Bbi3biBas peabcopbuUMIO CONKM, MO3ITOMY MOBbILIEHUE WX YPOB*
HA NPUBOAUT K TUNEPBOSIEMUM W COCYAUCTOM runepTeH3un. Takum
ob6pa3oM, KAMHMYeckyu 3ToT TUn AIC nposiBNseTcs ne TONbKO BUPU-
nnsauuneit, M0 U FMMNEePTEH3NMOHHbIM CMHAPOMOM BCNeACTBME TUMEPBO-
nemMuun. FloTepn conn He NMPOUCXOAUT.

Oedununt 3p-on-gernaporeHassbl

Mpu HejocTaTOYHOCTM 3p-0n-AerngporeHasbl (cMm. puc. 35) cuHTE3U-
pyeTcsi TONbKO Of4MH OTHOCWTENbHO Cnabblii aHAPOreH — fermapoanu-
aHapoctepoH (ATM3A), He cnocobHbLI K npeBpalieHU0 B aHApocTe-
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HAWOH i TecTocTepoH. CnefoBaTeNnbHO, Y J>KeHWMWH ¢  [JeduynuToM
3p-on-gerngporeHasbl BUPUNU3ALUSA BblpaXeHa MeHbLUe, YeM Y XKEeH-
WuH ¢ geduyntom 21- nam IR -rugpokcmnasel, a y MYXUYWH C 3TUM
HapylweHUeM MNPOUCXOAUT HenonHas MackKyaumHusaums (MY>XCKOMN
ncesgorepmapoanTmsm). HegoctatouHocTb 3p-on-gerngporenasbl —
«eJMHCTBEHHasa opma runepnnasMy HagnoOYeYHUKOB, MPU KOTOPON
HenpaBuabHOEe (OPMUPOBAHME HAPYXHbIX MOMIOBLIX OpPraHOB BCTpedya-
eTCS KakK Yy MYXUYMH, TaK M Y XeHWWH. B ambpuoreHese Makcmmanb-
Has aKTUMBHOCTb SR-0n-gernaporeHassl JOCTUTraeTcs paHblle B AMYKaXx
(3-n mecsiy), 4yem B HagnoyvyeyHUKax WU AUYHMKax (4-ii mecday), no-
3TOMY MOXHO nNpefnofaraTb, YTO HApy>XHble MO/MOBble OpraHbl 6yayT
WAEHTUYHbI Y NOpPaXeHHbIX nuL 060ero nona.

MonHbll 6N10K Ha YpoBHe SR-0n-germaporeHasbl NPUBOAWUT K MoO-
Tepe conu u3-3a geduumTa rOpMOHOB, 3afepXMUBakwLWWX ee B opra-
HU3Me. Hepegko noTeps conu SIBASETCA NPUYUHOA rnbenm 60nbHOrO
pebeHka. Apu MeHee BbIpaXX€HHOW HEAOCTaTOYHOCTU BO3MOXHO Bbl-
XuBaHue fo 6onee ctapwero Bo3pacta [Bongiovanni, 1979]. 3a6one-
BaHWe HacfefyeTcs NO ayTOCOMHO-PELECCUBHOMY TUNY W [UAarHOCTU-
pyeTcs Ha OCHOBaHWW MOBbLIWEHHOrO COAEPXaHWA B MOYe MNperHaH-
Tpuona [Bongiovanni, 1979].

XXunposasa runepnsasvsa Hagno4Ye4YHUKOB

B '1955 r. Prader m Gurtner onucanM Manb4yumKa C HenpaBUNbHbIM
«TPOEHWEM MOJIOBbIX OPraHOB, BbIpaXEeHHOI MnoTepel COMW; B KneTkKax
HafAMOYeYHUKOB Y Hero Obln 06Hapy>KeHbl OTNOXEHWUA XO0NecTepuHa.
FopMOHanbHbIN NpoUAbL M OTNOXEHUA XOfecTepuHa y 60MbHOrO Mno-
3BONUAN NPEAnoNoXWUTb, YTO B HaAMOYeUYNMKax HapylweHO npespa-
LleHne XxofiecTepuHa B NPErmneHosoH. [Ana 3Toro npespalieHns Tpe-
6yloTca Tpu QepmeHTa: 20a-ruppokcunasa, 22B-rupgpokcunasa u
20,22K-gecmonasa. MHeHua wuccnegosaTeneil 0 TOM, KakoOid WMEHHO
(bepmeHT OTCYTCTBYET, NMPOTMBOPEUYUBLI M He MNO3BONAIT chenaTb Of4-
HO3HayHOro BbiBofa. MNpu 3Tom Tune AIC Habnwpgaetcs TsaXxenasa no-
Tepsa conu, npueoasawas K ruéenn, a BbDKMBAHWE BO3MOXHO TONbKO
npu 4YacTuyHoMm Jeduuute epmeHTa. MopaxatTca oba nona, Tvn
HacnefoBaHWsA MPeAnONOXMTENbHO ayTOCOMHO-PELLEeCCUBHbIA.

Y KeHWMWH C XWPOBOWN runepnnasvuein HagnNOUYeYHUKOB MNPaBUIbHO
»*C(HOPMUPOBaHbI HAPYXXHble MOJIOBbIE OpraHbl, B pe3y/nbTaTe Yero no
(heHOTUMMYECKUM MPOSBAEHUAM UX HENb3S OTHECTU K XXEHCKOMY MCeB-
,AorepmapoanTunsmy.

JAednunt 17<x-rmgpokcmnnassbl

Mpu HepgocTtaTouHOCTM 17CC-TUAPOKCMNA3bl MPErHeHONIOH He npespa-
waertcsa B 17a-rujpoOKCUNPErHEHONION, B pe3ynbTaTe 4yero npu MosHOM
6n0Ke HapylwaeTcs CUHTe3 KOpTW30na, aHAPOCTEHAMOHa, TecTocTepo-
Ha u acTtporeHoB. CuHTe3 11-0e30KCUKOPTUKOCTEPOHA M KOPTUKOCTe-
poHa He HapyweH W MOXeT O6biTb MOBbIWEH MNPU KOMMEHCATOPHOW
»cekpeumn AKTI. 3T0 NpUMBOAMT K TUMEPHATPUEMUN, TUMNOKATUEMUN,
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rMnepBoNieMMn L, TMMepTen3Mn. Y poBeHb anbAoCTepoHa CHWXEH, Be-
pPOATHO, MOTOMY, 4YTO rMNepBONEMUS MNOAABASET aKTUBHOCTb CUCTEMbI
PEHUH — aHTMOTEH3VUH.

Y 60nbHbIX XEHCKOro fnona ¢ HeAoCTaTOUYHOCTbH 17a-ruapokcuna-
3bl HOPMaNbHO Pa3BUTbl Hapy>XHble NMOMIOBLIE OpraHbl, HO B Ny6epTaT-
HOM Mepuofe y HUX He pa3BMBaOTCA BTOPUYHbIE NOJIOBble MPU3HAKU
(nepBuYHas ameHopest). Y MYXUWMH Xe Habnwpgaetcs HenpaBuIbHOe
CTPOEHMe MOMOBLIX OpraHoB (MyXcX?0i ncesgorepmadpposmTusm). 3a-
6onesaHne HacneAyeTca Mo ayTOCOMHO-PELLeCCUBHOMY TuUMy.

fMnepnnasna HagnoO4Ye4yHUKOB, pa3BuBatoLLascs
nocne nepunoga HOBOPOXXAEHHOCTU

M3BecTHO, 4TO CcyliecTBYHOT (OpMbl runepnaasMyM HaAnoOYeYHWKOB C
No34HMNM Havanom unu npuobpeteHHble [Riddick, Hammond, 1975].
B TakuMx cny4yasx nocfie ne4eHUs MPefHU30/I0HOM WM APYTUMU KOp-
TUKOCTEpOMAamMmn BO3MOXHO HacTynneHue 6GepemeHHOCTU. [eduuyunt
21-rnapoKcmnasbl, NPOABUBLUKNIACA Y B3POCAOr0 MHAWBMAA, BEPOATHO,
FreHeTMYEeCKN OTANYAETCA OT APYFMX BPOXAEHHbLIX (HOpM.

HeHaanoyeuyHNKOBblE (DAKTOpPbI

Jones n Park (1971) u Park, Jones, Melhan (1972) onucanu pAByX
cnbcoB ¢ runeptpodumeid knmMTopa, OAHUM OTBEpPCTUEM BeAyLiMM B
MOYencnyckaTeNbHbIi KaHan W Baaraauuie, HOPManbHO CHOPMUPO-
BaHHbIMU AAMYHMUKaMU U MPOU3BOLHBbIMU MIONNEPOBbLIX KaHanoB, a Tak-
€ C MHOTOYMCMEHHbIMWU CKEefleTHbIMW aHoOManuamu  (rmnonnasus
BEPXHEWA M HUXHeR yentctu, bpaxmuedanns, y3kue Tena MNO3BOHKOB,
ONVUHHbIE TOHKWE KOCTWU, BbIBUX WAW CAUAHWE TONOBKW NYYEBOWN KOCTU
C Ae(hOpMMPOBAHHLIM JIOKTEBbIM CyCTaBOM, coxa valga, cnusaHue ¢a-
NaHr nanbueB Hor). Poautenn 6bIAM KPOBHbIMU POACTBEHHUKAMU,
MOSTOMY BeCbMa BEPOSITHO ayTOCOMHO-PELeCCHBHOE HacnefjoBaHue.

XeHckuii ncesgorepmadpoanT3M MOXeT ObiTb CBSi3aH CO clefy-
IOWUMN aHOMaNUAMKU: OTCYTCTBME WM YABOEHWE MATKW, OTCYTCTBMUE,
YABOEHME MOYeK WUAU ruapoHedpo3; HemephopmpoBaHHbIA aHyc [Park
et al., 1972; Lubinsky, 1980]. WHorga HabnwpgaroTcs 3ajep)Xka poc-
Ta, YMCTBEHHad OTCTanoCTb, FAyxoTa, aHOMaiuM HOCa U YLWHbIX pa-
KOBWH, C/femo 3akaH4yuBawlasacs ToacTas KUWKa. AWMYHUKKA OObIYHO
pa3BUTbl HOPManbHO. DTUONOTNA HEWU3BECTHaA.

YBennyeHne KAUTOpa B HEKOTOPbLIX CAydasx MOXeT ObiTb 06yc-
NOBMEHO FeMaHrMoMamu, HeilpodmnbpomamMyu UM APYTUMU OMYyXONAMM.

TepaTtoreHHble hakTopbl

FOpPMOHBI

YKeHcKkuii nceBporepMadpoAnTH3IM MOXET Pa3BUBATLCS WM B Pe3y/ib-
TaTe BBeAeHUS aHAPOreHOB WU onpedeneHHbIX WPOrecTUMOB BO Bpe-
Msi GepeMeHHOCTW. Y>Xe [aBHO W3BecTeH TOT (aKT, 4YTO BBefJeHue
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TecTOCTepOHa W APYrux aHApOreHoB 6epeMeHHbIM XWBOTHbIM Bbl3bl-
BaeT MacKy/NuHM3auuo Mnao40B XeHcKoro nona. Mpu 3Tom BCTpeyaeT-
CA YBeNMYeHUe NnonoBoro 6yropka, CnusHue ry6HoO-MOLIOHOYHbIX CKia-
[OK, HapylleHue WMHBArMHauuMuM yporeHWTaNbHOro CUHYyca U pasBuTUE
NPOM3BOAHbLIX BOJIb()OBA KaHana. AHAPOreHbl He BAMAKT Ha Audde-
peHUMPOBKY MPOU3BOAHbLIX MHO/epoBa KaHana U SSIMHHUKOB.

XoTs coobuweHns 06 aHAPOreHWHAYLUPOBAHHOM >KEHCKOM MNCeBAOo-
repmapoanTuime 6biIN U3BECTHbI, 6OMbLIOE KIWMHUYECKOE 3HauvyeHue
3TOT peHOMEH npuobpen nocne Ny6aAUKaLMKU LaHHbIX O POXAeW LW Je-
BOYEK C MpPU3HAKaMW BUPUAM3ALUWU OT >KenuinH, MNPUHUMABLLUUX B
nepuof 6epeMeHHOCTM CUHTeTUYeckue nporecTuHbol [Grumbach, Du-
charme, Moloshak, 1959]. B Te rogbl gaHHble npenapaTbl Ha3Hayanu
6epeMeHHbIM >KEHL MHAM, B aHaMHe3e Yy KOTOpPbIX OblnM BbIIBAEHbI
CNOHTaHHble abopTbl: npeanonaranocb, 4YTO MNPUYUHON CAOHTAHHbIX
abopToB ABNAETCA HapylleHWe CUHTe3a MaaleHTapHOro MporecTtepoHa.
OpHako nopo6bHoe nedvenue Hea(MEKTUBHO, MOCKOMbKY, KakK CTano
N3BECTHO, CMOHTAHHble abopTbl 4YacTo CBfA3aHbl HE TOMbKO C 3HAO-
KPUHHbIMWU HapylWeHUAMM, a C FeHeTUYeCKMMU (hakTopaMu W, Kpome
TOro, AN Heo6XO4MMOro MNOBbLIWEHUA YPOBHA MNporecTepoHa B MMO-
MeTpumn TpebyeTcs BBefeHMe OFPOMHbLIX [03 MporectepoHa. B HacTos-
Lee Bpemsa npenapaTbl MPOrecTUNoB BO BpemMs 6GepemMeHNoOCTN Ha3Ha-
YyaloT KpaitHe pefko.

ECTeCTBEHHO, YTO MacKy/MHMU3aLNSA >XEHCKUX NA0AOB npn AelicT-
BMW Ha HWUX NPOrecTUHOB MPOUCXOAMUT He Bcerga. ATO CBA3aHO C TeM,
uTO AeiCTBME TepaTOTreHHOro (akTopa 3aBUCUT OT [03bl U chneunduny-
HOCTW €ro, BpeMeHW BBEefeHMUs, a TakXe OT reHoTuna MaTepu u njo-
fja. Y 4enoseyeckoro aM6puoHa 3aknafku MOMOBbIX OPraHoB MOsABAA-
toTca Ha 5—7- Hefene GEPEMEHHOCTM, yXe K 10—12-i Hegene 3amo6-
PUOHbI MYXCKOFO W )KEHCKOro HOjAa aHaTOMUYECKW pasnnyuMmbl.
K 14-ii Hegene amb6puoreHesa y MA0AOB MYXCKOro nona gpopmupyer-
CA ronoBKa MOJIOBOr0 YjaeHa C OTBEPCTMEM MOYEUCMYCKATEeNIbHOro Ka-
Hana, a y NAOAOB XXEHCKOro nosna nososas guddepeHUUpOBKa 3aBep-
lWaeTca paHble. Takum o6pa3omM, 4TOoObl MOBAMATH Ha npouecc no-
NnoBON AudepeHUUPOBKN, TepaToOreH AOMKEH AeACTBOBaTb UMEHHO B
LaHHblA nepuog 6epemeHHocTW. CnefoBaTeNlbHO, cpacTaHWe ry6HO-MoO-
LWIOHOYNbIX CKMafOK NpOWM30MAeT TOMbKO B Cliyyae, eclim TepaToreH
OKaXKeT CBOe [eiiCTBMe B CPOK A0 12-i Hepenu. Mocne 12-i Hegenwu
TepaToreH MOXET Bbl3blBaTb YBEe/WYEHWe KAUTOPa, HO He cpalieHue
ry6HO-MOLIOHOYHbIX CKafoK.

OueBMAHO, YTO TepaTOreHHas akTUBHOCTb OTHOCUTE/IbHO Pas3BUTMA
EHCKOro ncesgorepmapoguTu3ma y pasHblX TFOPMOHOB pas3fnyHa.
[Simpson, 1976]. Tak, TecTOCTepOH, 3TWHWN TecToCTepoHa, aueTar
HOpP3TUHApOMa M HOp3Tumapon obnagatoT 6ofiee BLICOKOW TepaToreH-
HOM aKTUBHOCTbHI HO CPABHEHUI C HOP3TUHOALPESOM W MeCTpaHon-
MegpoKcwTporectepoHom u 17a-OH-nporectepoHomM. Bce nporectuHbl
MOTyT Bbl3blBaTb pa3BUTUE MOPOKOB cepaua y nnoga [Heinoen et al.,
1977].

MacKynuHU3aLmno XeHCKUX MNJ040B MOTYT Bbi3blBaTb W aHAPOreH-
CeKpeTupytoUiMe Oonyxonu y 6epeMeHHbIX, XOTS Mpu TakKux CcOcTos-
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HUAX BoOOLle peaKO HacTynaeT 6epeMeHHOCTb. MacKynmHu3auma nno-
[0B onucaHa y 6epeMeHHbIX C appeH06/1acTOMON, ONyX0/blo U3 KIETOK
Neigura, nTEOMON W onpefeseHHbIMU BUAAMW afeHOKApLUUHOM C
meTacTazamu B sMuHuUK (onyxonb KprokeHb6epra). Verhoeven u coasT.
(1973) npusenn o0630p 45 cnydvaeB, Korga 6epemMeHHOCTb MpoTekana
Ha (hOHe BUPUNN3UPYIOLWMX onyxoneid. N3 18 poauBLINXCA [EeBOYEK
y 9 Habnwganu runepTpo@uio KAMTopa MAM MOMOBbIX Y6 W TOMNbKO
y 0fHON — cpauieHue ry6Ho-MOLWOHOYHbIX CKNafoK.

LApyrve npuunHbi

AHOManMM nONOBbIX OPraHOB MOTYT BCTPeYaTbCA MPWU HaPYLIEHWN
pasBUTUS MOMOBbLIX GYropkoB, KnoakanbHOW MemGpaHbl, YPOreHUTanb-
HOV MeMGpaHbl NAM NPU CMHAPOME KayAanbHOW perpeccun. Mpu Heko-
TOPbIX M3 3TUX aHOManuii pasBUTUA CTPOEHME HAaPYXHbIX MOM0BbIX
OpraHoB W3MEHEHO HAcTONbKO, 4YTO oOnpejeneHue nona 6biBaeT 3a-
TPYAHWUTENbHBIM WM MOXHO FOBOPUTb O XXEHCKOM TnceBAorepMmadposm-
TM3Me. K TakMM Mopokam OTHOCATCS 3KCTPOUS MOYEBOro Ny3bips W
KNoakM W CUPEHOMENUSA, OMUCaHWe KOTOPbIX MOXHO HaTu B KHUTre
Simpson (1976).

MY>CKOW MCEBAOTEPMA®POAUTNIM

My>CKne MCeBAOrepMatpoanTbl — 3TO NMLA, UMelowWwMe Y-XpoMOCo-
My, no guddepeHLNpoBKa HapyXHbIX MOMOBbIX OPraHOB Y HUX Ha-
pyweHa. HekoTopble aBTOpPbl WCMOMb3YIOT 3TOT TEPMUH TOMbKO MO
OTHOLIEHUIO K WHAMBUAAM, MMeEKLW UM [BOCTBEHHOE CTpOeHWe nono-
BbIX OpraHoB, 3aTpyAHAIOULMM onpejeneHue nona, HO, MO-BUAMMOMY,
TEPMUH MOXHO NMPUMEHATb Gonee WUPOKO.

DOpMbl C XPOMOCOMHBIMW HapyLUEHUAMN
45 X/46.XY heHOTUNBI

deHOTUNMYECKOE NPOSABAEHME MO3aWYHOTO XPOMOCOMHOro Habopa
45,X/46,XY BapbupyeT OT MUHUMaSIbHbIX OTKAOHEHUI (KPUNTOPXMU3M
MAM rmnocnagns) [0 BbIPpaXEHHbIX HapyweHuid ((peHOTUN cuHApOMa
TepHepa). CunTaeTcda, 4TO pas/inyHbie (EHOTUNblI 3aBUCAT OT pac-
NpefefieHUs MO3aHUYHbIX JIMHWIA B pasHbiX TKaHAX, HO 3TO MpeAno-
NoXeHue ele ue AoKaszaHO. Bce uHamsmpabl ¢ 45,X/46,XY kapuoTn-
MOM MOryT O6bITb pas3fefieHbl Ha TpW TPynnbl: 1) C XEHCKUMMW Ha-
PY>XHbIMW MNOMOBLIMW OpraHamu; 2) C [BOWCTBEHHbIM CTPOEHUEM
MONMOBLIX OPraHos; 3) MOYTU C HOPMAaNbHbIMU MYXCKUMW HaPYXHbl-
MU MONOBbLIMW OpraHamu.

JKeHcKne HapyXHble MNo0noBble opraHbl. [pumepHo y 5% nuy T
OUCreHe3nell NOMOBbIX XXE€Me3 M XEHCKUMW HapPYXHbIMU MO0BbIMU
opraHamu BbigBnAeTca Mo3anumsm  (45,X/46,XY). 3TM WHAUBUALI
MMEKT NPU3HAKM CUMHAPOMa TepHepa M KJAMHWYECKU MOryT He OT/u-
yatbca oT 45X nHAMBMAOB. POCT y HMUX 06bLIYHO HOPMasbHbIA, CO-
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MaTuyeckue aHoMannum He xapakTepHbl. Kak u npu nwo6om Agpyrom
TWMEe AUCTeHe3WWn TMOJIOBbIX XXefie3, Hapy>XHbl€ MOJIOBble OpraHbl, Bha-
raavwe u npou3BOLHbIE MIOJIIEPOBbIX KaHanoB HeaopasBuUTbl M3-3a
HefocCTaTKa MOMOBbLIX CTEPOUAHLIX TOPMOHOB. MOJIOYHbIE >Xefne3bl He-
[OpasBUThbl, NOAMbILLIEYHOE U NO0OKOBOE OBOMOCEHWEe CKyAHoe. Pa3Bu-
Tble MONOYHbIE Xenedbl y nuy ¢ 45 X/46,XY KapuoTunom 3acTaBfisi-
I0T npegnonaratb 3CTPOreHNPOAYLMPYOLWYK O0ONyXofib, T. €. roHago-
61acTOMbl MAN OUCTEPMUHOMBI.

FncTonornyeckn TAXKEBUAHbIE TMOM0OBble >Xenesbl y 45 X/46,XY
WHOVWBULO0B HEOT/IMYMMbI OT TakoBbIX Y 45X WHAWBWAOB, HO FOHAaA0-
6nactoMbl MAW gucrepMnHOMbI  BCcTpeyawoTcd B 15—20% cnyvaes
45,X/46,XY mosamuymsma [Scully, 1970; Simpson, Pliotopulos, 1976a]
N pa3BuMBalOTCA B MepBble ABa [AeCATUNETUA XW3HWM B OTINYMe OT
MYXUYUH C KPUNTOPXU3MOM Npu HopManbHOM (46,XY) KapuoTtune.
Kak npasuno, roHago6nactoMbl J06pOKavyecTBEHHblE, HO B HEKOTO-
pbIX cay4yafgx MOTyT COYeTaTbCA C AUCTEPMUHOMaMW WKW LPYTUMMN
3/10KAYEeCTBEHHbIMM  OMYXONAMMW, COCTOAWMMU U3 TepMmunaTnBHbIX
Knetok. B cBA3nm ¢ atum nmuam ¢ 45 X/46,XY KapuoTMnom HesaBu-
CMMO OT WX BO3pacTa MoKasaHO YyjJaJieHue TMOJIoBbIX >Kene3. Takum
o6pa3om, M3-3a BbICOKOrO puUCKa pa3BMTMA HOBOOOpPa3oBaHWii HeobXo-
aumo guddepeHunposatb 60MbHbIX ¢ 45X/46,XY KapuoTunom OT
60MbHbIX, He MMewWwux Y-xpomocomy. WccnegosaHne MnONOBOrO0 XPO-
MaTMHa Yy WHAWBUAOB C AUCTeHe3Mei MOMOBbIX >Xefe3 HefoCTaTO4YHO,
TaK KakK MNoJIoBO/ XpOMaTWMH B COCKOGE CMM3MCTON 060104KM pTa UB
o6Hapyxwusaetcs HU y nuy ¢ 45X, HKU y auy ¢ 45,X/46,XY Kapuotu-
namm.

[BOMCTBEHHOE CTPOEHME reHUuTanmii. TepMUH acUMMETPUYHOI Auc-
reHe3nmn MO/oBbIX XeNe3 UM CMEeLaHHON AWCTeHe3Mn MPUMEHSAT no
OTHOLWEHUI K NuuUaM C OAHUM Hefud(epeHLMPOBAHHBIM 3a4aTKOBbIM
TAXEM W OAHUM [UCTENETUYHbIM AUYKOM. Takue WHAMBUAbI OObIYHO
UMelT [BOWCTBEHHOE CTPOEHWE HAPYXHbIX MOM0BbLIX OPraHoB W
45,X/46,XY KapuoTun, XOTA WHOrga obHapyxwuBakwTcsa Tonbko 45X
nnn 46,XY knetku. Mo MHeWNo MHOTUX uccnefoBaTeneil, AaHHbIN
theHoTUN BCe Xe cBA3aH ¢ 45,X/46,XY Mo3aumyn3mom, a B «HeEMO3aunu-
HbIX» Cly4asax Mo3amuu3M MNpoCcTO HO Oblal BbISIB/EH M3-32 HEBO3MOX-
HoCcTU 06cnefoBaTh pasHble BUAbl TKaHew.

Y 60nblWwKHCTBA nuny, ¢ 45,X/46,XY Kapnotunom MMeKTCA Mpouns-
BOAHbLIE MIONINEPOBbLIX CTPYKTYp (MarTka), 4YTO MNpejcTaBnsieT coboit
LeHHbIA ANArHOCTUYECKWUIA NPU3HAK, MOCKOMbKY MPU MHOTMX TFEHHbIX
thopmax MYXCKOro nmncesgorepmagpoantnama maTka OTCYTCTBYET.
Y vy Cc ABOWCTBEHHbIM CTPOEHMEM HAPYXHbIX MOAOBLIX OPraHos,
ANYKAMMW U MATKOI Pe30HHO MpeAnonoXxutb 45 X/46,XY XpOMOCOMHbI
Habop, HEe3aBMCMMO OT TOro, BblSIBMEHbl 1M 06e NMHUM KNEeTOK npu
LMTOreHeTM4yeckoMm obcnefoBaHuMK. Mnorga Ha CTOPOHe PacnosioXeHus
ANYKa MOXeT NpUCYTCTBOBATb HejOpa3BuMTas martouHas Tpyba U Bbl-
ABNAETCA PYAMMEHTApHas maTka.

MpenMyLLeCTBEHHO MYXCKWE HapyXHble MOJIOBble OpraHbl. Mmnor-
pa 45,X/46,XY KapuoTun BbIABAAETCA Y /UL C MY>XCKUM CTPOEHUEM
Hapy>XHbIX MONOBbLIX OpraHoB. B Takom cny4yae mMeHee BEpOATHbI Npu-
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CYTCTBME MaTKWM U pa3BUTMe HOBOOGpa3oBaHuWiA, yem y 45,X/46,XY

NWHANBNAOB C XXEHCKUMU " ABOVICTBEHHbIMM Hapy>XHbIMW MNOJTIOBbIMA
opraHammu.

45,X/47, XYY wn 45,X/46,XY /47, XYY ¢eHOTuNbI

3TN XPOMOCOMHble Habopbl BCTpeyalTCs ropasfo pexe, yem 45X/
/46, XY Mo03anmumnsM, HO (EeHOTUNWUYECKM OHM Mano oTAnYMmbl. Onn-
caHa ceMbfl, B KOTOpPOiA [Boe wu3 Tpex cumbcoB umenu 45X/46,XY,

47, XYY kapuotun [Hsu et al., 1970]. Pogutenn ux 6binn TPOKOPOA-
HbIMU cmbcamu.

FEHHBIE ®OPMbI
M3onmpoBaHHas runocnagus

Mpu HeKOTOpbIX 3a60/IeBaHNAX CTPOEHWE HAPYXHbIX MOMOBbLIX Opra-
HOB M3MEHEHO, OfHAKO omfpejefienve rnona nNpu 3TOM He NpeacTaBs-
eT C/I0XXHOCTM, MO3TOMY HEKOTOpble McCNnefoBaTeNin He paccMaTpuBa-
0T AaHHble COCTOSIHUS KaK OTHOCSLMecs K MYXCKOMY MceBforepma-
(hpoanTM3My. Wcnonb3oBaHUe 3TOro TepMuHa o6Gnerdyaet BblfeneHue
NoAoGHbIX NUL, W3 BCEX WHAMBWAOB C POACTBEHHbIMW 3a60MeBaHUAMU.
MpuMepoM MOXeT CAYXWTb FUnocrnagus, MOPOK, NpU KOTOPOM Ha-
PYXHOe OTBEPCTUE MOUEUCNYCKATENbHOr0 KaHaja 3akanuyuBaeTcs Ha
BEHTpanbHO CTOPOHEe MOMOBOTO YjeHa, MPOKCMMasbHee ee O06bIYHOI
nokanusaumu. B 3aBUCMMOCTM OT PacmonoXeHus OTBEpCTUSA pasfin-
yaloT cnegyouine QopmMbl FUMOCNAAMM: Ha TONOBKe MOMIOBOTO UY/EHA,
Ha MOMI0OBOM ufene, MOLIOHOYHYIO U MPOMEXHOCTHYIO.

Onucanbl cnyyanm U30NMPOBAHHON TMMOCNAAUMN Y HECKONMbKUX CUB-
COB, a TakKXe B HECKONIbKUX TMOKOMEHUAX POAOC/NOBHON. [ocne pox-
AeHus pebenka ¢ runocnagueit NoOBTOPHbIA pUCK cocTaBnsieT 6—10 %,
UTO COOTBETCTBYET MYy/NbTU(AKTOPMANbLHOW 3TMONOrMKM TNopoka. Bo
MAOTMX cfyvasx runocnagus couvyetaetcs C APYrUMM Mopokamu pas-
BUTUS, nanpumMep X-CLUenfenHblii CUHAPOM FUMnocnagum — runepTeno-
pusma. Mpu KOHCYNbTUPOBaHWM NS ONpefAeneHUs pucka cnegyeT uc-
KNOUNTb BO3MOXHbIe CUHAPOMbI C runocnaguei.

MepcrcTMpoBaHMe NPOU3BOAHbLIX MIO/IEPOBbLIX KaHa/I0B
Y My>KUUH

B HekoTopbiX cAyvyasax Yy (EeHOTUMUYECKUM HOPMajbHbIX MYXUYUH 06-
HapyXnBalT MaTKy W MaTo4yHble Tpy6bl (MPOU3BOAHbIE MIONEPOBbLIX
KaHanoB). HapyXHble NOf0OBble OpraHbl, NMPOU3BOAHbIE BOMb(OBA Ka-
Hana, ANYKN N BTOPUYHbIE MOMOBbIe MPU3HAKW Pas3BUTbl B 3TUX CAYy-
yasix nopmanbHO. YacTo MOpOK BLIABASETCH TOAbKO MOTOMY, 4YTO B
NaxoBOW rpbiXKe onNpefenstoT MaTkKy M Tpybbl. CoxpaHeHWe MIONNepo-
BbIX MPOWM3BOAHbIX MOXET OblTb BbI3BaHO NMG0 HEUYYBCTBUTENbHOCTHIO
KOHeYHOoro opraHa (mMatka) K uHrubupyrouwemy haktopy, nmbo Hecno-
COBGHOCTbIO KNeToK Jlefgmura CUMHTE3WpOBaTb WM CEKPeTMPOBaTb €ro.
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M3BECTHbI Cfy4vyan MOpaXeHUs Heckonbkux cubcos [Brook et al.,
1973] n nonycmbcoB No MaTepuHCcKoi nuHum [Sloan, Walsh, 1976].
Vo-Bnagnmomy, HapyweHue o06ycnoBfeHO feicTBMeM X-CLenseHHOro
peueccuMBHOro reHa. Moutn y 5% nuy ob6Hapy>XuBanu CemMUNOMY WU
4pyrve BuAbl OMyxo/fei, NPOUCXOAAWMNX M3 MOMOBLIX KNETOK.

HapyLueHns ¢ MHOYKeCTBEHHBLIMU NMOPOKaMU Pa3BUTUS

Hepeako HapylweHuWs C/TpOEHHS MOJSIOBbIX OpPraHoOB BCTpevarwTcs npu
MHOXECTBEHHbIX MOPOKax pa3BuTusa [Simpson, 1976].

HapyLLeHWs ¢ U3BECTHbIM (DePMEHTHbLIM AeULMTOM

Oedbunuunt depmeHTa MOXHO npeanonaratb MO CHWXKEHUIO CeKpeuuun
TECTOCTEPOHAa M ero metabonuToB. Yalle Bcero runepnnasus Kopbl
HafMoOYe4YHUKOB, CBfizanmHasf C HapyweHuem 21- mam IR -ruapokcH-
NMPOBaHUA, He COMPOBOXAaeTCA MpPM3HaKaMW MYXCKOro nceBaorep-
MapoAnTM3Ma, TaK KakK CekpeLuss aHApPOTreHOB He CHMXeHa. Manb-
YMKM C 3TMM 3aboneBaHUEM PpOXAAKTCH C HOPMaibHO pa3BUTbIMU
Hapy>XHbIMW NOMOBbIMM OpraHamu. B [eTcKoM Bo3pacTe MOABAAOTCS
CMMMTOMbI paHHEro MonoBoro cospeBaHus. MNpu geduunte 21-rnapok-
cunasbl TepsaeTcs conb, a npu geduumnte IR -rngpokcunassT pa3BuBa-
eTca rnnepBOfieMUs M TUNepTeH3usi, Takum 06pa3om, BCe HOBOPOX-
fLeHHble cubebl HpobGaHAOB C AeULMTOM 3TUX (EPMEHTOB [O/MKHbI
6bITb 06CNef0BaHbl C LEeblo BbIABAEHUA HapYLWeHWUs 3M1eKTPOUTHOIO
6anaHca.

BpoxaeHHas XupoBas runepnaasus HagnoyYeuyHUKOB. Y 6OMbHbIX
C 3TUM TUNOM MYXCKOFo mnceBaorepmagppoauTusMa HabnwopaeTcs co-
MHUTeNbHOE CTPOEHWE UM HeKoTopas CTemneHb (heMUHM3aLUM Hapyx-
HbIX MOMOBLIX OPraHOB, Bblpa)XeHHas MOTeps COMW, B HaAMOYeYHUKax
(6napyXuBalOT TMEHUCTbIe KAETKU C OTNOXEHUAMMU XOjecTepuHa
[Prader, Gurtner, 1955]. Cneuyugunyecknin hepmeHTaTUBHbIN AedeKT
npu 3Toli (opMe HEW3BECTEH, HO NO HaKOMMEeHUI XOonecTepuHa B
KneTkax MOXHO npeanonaratb, YTO HapyleHWe MPOMCXOAUT Ha cTa-
LU MpeBpalleHnNs ero B NperneHosnon.

Oedpnuynt SB-on-pgerngporeHasbl. LeduumT 3Toro gepmeHTa npu-
BOAUT K CHWXXEHWI0O CUHTe3a aHAPOreHoB W 3CTporeHoB (cMm. puc. 35).
OCHOBHOW npogyuupyemsblii npu JaHHON (opme aHApOreH — Aeruwapo-
OMMaHAPOCTEPOH — Menee akKTUBHbIA, YeM TeCTOCTEePOH. IOTOT BU[ Ha-
pPYLWEHUA XapaKTepu3yeTcs BbIPSAXEHHOW noTepei conM B CBA3U C
HU3KMM YpOBHeM anbgocTepoHa M KopTu3ona, Kak yxe 6bino OTMe-
YeHo.

Hepopa3BuTbie HapyXHble MONOBbIE OPraTThl Y MYXUYUH CXOAHbI C
TakKoBbIMWU Npu APYyrux (opmax MYXCKOro ncesgorepmagpogutusma:
ManeHbKWA MOM0BOK YNeH, AMCTONUSA OTBEPCTUS MOYEUCNyCKaTelbHO-
ro Kanana v HenosiHoe cpacTaHue ry6HO-MOLUIOHOYHbIX CKNaAoK. Auny-
KW 1 BONb(OBbLI KaHanbl AuddepeHUUpyoTCs HOpMmanbHO. lpu uvac-
TUYHOM JeduumnTte PepMeHTa 3TO ayTOCOMHO-peLecCuBHOe 3aboneBa-
HMe MOXeT OblTb BbISBJIEHO He C pOXAeHUsi, a B 6onee MNo3gHEM
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BOBpacTe. JTO e4MHCTBEHHAaA (hopma HapylleHUs cTepouaoreHesa, npu
KOTOpOi 06a nona MMEKT MpPU3HaKU nceBgorepmappoanTmsMa.

Oepnunt 17a-rmgpokcmnasbl. Y UL MYXCKOFo nona Cc 3TUM Ha-
pylweHMeM OTMevalTcs [ABONCTBEHHOE CTPOEHME Hapy>XHbIX MOM0BbIX
OpraHoB, HOpManbHO pa3BUTble BOMbLMOBbLI KaHalbl U AWYKWU, UHOrAa
HabntofaeTcAd CTPOEHMe MOJIOBbIX OPraHoB MO XXeHCKomy Tuny [Hcre-
mans, Moolenaar, Van Gelderen, 1976]. ApTepuanbHoe pfaBneHue
HOpMa/ibHOe B OT/IMYME OT apTepuasbHOro [aBfeHUA MPU XKEHCKOM
ncesgorepMapoanMTusMe MNpuM  HEJOCTATOMHOCTWM 17a-rmpgpokcunasbl
[New, 1970].

Dedvunt 17,20-gecmonasbl. Zachman u coaBT. (1972) onucanu
CemMblo, y 3 uneHOB KOTOpOI OTMeuyanacb HefocTaTouHocTb 17,20-gec-
Monasbl. Y [BYX [BOKPOAHbIX CUOGCOB MO MATEPUHCKON AMHWUKU 6binn
[BONCTBEHHbIE Hapy>Hble MOM0BbIe OpraHbl, ABYCTOPOHHWE SUYKM,
NMPON3BOAHbIE MIO/INEPOBLIX KaHano0B He OOHapyXeHbl. Y «TeTu» no
NWHUWN MaTepu 6biAN HenpaBWAbHO CHOPMUPOBaHHbIE HAPYXXHble MO-
NOBble OpraHbl U ABYCTOPOHHME AMYKW. Y [BOIOPOAHLIX CUBCOB Bbl-
SBNEH HWU3KWIA ypoBenb B Mnasme TecTocTepoHa u AF3A, HO 3KCKpe-
una nperHaHauona, nperHeHTpuona wn 17-rMAPOKCUKOPTUKONAOB C
MO4YOil 6blna B npegenax nopmbl. [py MHKyb6auum TKaHW SUYEK C
npejwecTBeHHUKaMMW KOpTU3ofia OblI0 BbISBNEHO, 4YTO TECTOCTEPOH
CUHTEe3npyeTca M3 aHApocTeHAHOHa unm AF3A (ucknwouvas 17-keTo-
cTepomapofyKTasy); Takum obpasom BbisiBnseTcs geduumnt 17,20-gec-
mMonasbl. OnucaHbl WU Apyrue cnydam 3toro coctosaHma [Goebelsmann
et al., 1976]. HacnegyeTca OHO MO ayTOCOMMO-PELECCUBHOMY WK
X-CUenienHoMy peLeccuBHOMY Tumy.

HepocTaTouHOCTb 17-KeTocTepouapefyKTasbl. Saez un coasT. (1971)
NMepebIMY OMMcann HapyweHue npespaweHus y MyXuuHol OF3A B
TECTOCTEPON. B KOTOPOM yuacTByeT (hepMeHT 17-keTocTepoumppepykra-
3a (cM. pnc. 35). YpoBeHb B Mja3Me TeCTOCTepOHa CHUXEH, a angpo-
cronguoHa u [OF3A nosbiwen. 3T0 COCTOSAHWE XapaKTepusyetcH
[LBOWCTBEHHbIM CTPOEHWEM HapyXHbIX MOMOBLIX OPraHoB, NPUCYTCT-
BMEM 060MX AMYEK U OTCYTCTBMEM MIO/EPOBbLIX NPOU3BOAHbLIX, MHOT-
[a O0TMeuyalTCA pa3BUTble MONIOYHbIe >Xene3bl. 3aboneBaHue Hacnegpy-
eTca nnbo no ayTOCOMHO-peLecCMBHOMY, NM60 X-CLenneHHOMY pe-
LLeCCUBHOMY TUMY.

MonHas TecTukynsipHasa heMnHu3aums (HeHyBCTBUTENBHOCTb
K aHAgporeHam)

Mpu cuHApOMe TeCcTUKYNAPHOW (PeMMHM3auunM y uHamBuaoB ¢ 46,XY
KapnoTunoMm OnpejenstoT AUYKW, XXEeHCKWe HapyXHble MofioBble 0Op-
raHbl, Cfieno OKaH4YuMBaloLWeeca Bnaranuiie; BHYTPEHHWE XEHCKUe Mo-
NOBble OpraHbl OTCYTCTBYHOT. MOJIOUHbIE Xefne3bl pa3BUTbl, UMEKTCH
npu3Haku pemMuHu3aunmm. Y HEeKOTOPbIX WHAWBUAOB C TeCTUKYNAPHOW
(heMuHM3aLmneli oTMeyvaloTCca runepTpoPuma KamtTopa U cpactaHue ry6-
HO-MOMTOHOYHbIX CKNafOK, TaK Ha3blBaeMas HenosiHafd TeCTUKynap-
Haa (emuHmu3auma (cm. cnegyrowuin pasgen). Obe Gopmbl TECTUKY-
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NAPHOW (eMuHu3aunmM Hacneay-
I0TCA MO ayTOCOMHO-peLeccnemno-
MY TWUMY, HO FTEHETUYECKN pPasnmny-
HbI.

WMHAMBUALI C MOMHOW TECTUKY-
NApHO/ (eMMHU3aLMeil BHelWHe
BbITNAAAT KaK >KeHWMWHbl (puc.
37), Y HUX HOPManbHO pPa3BUTHI
MONOYHbIe >Kenesbl € guddepeH-
LMPOBAHHOW >Kene3ncToli TKaHbHo
n npotokamu. OQHAKO COCKM 4vac-
TO 671e4HOOKpALUEHHbIE U «HOBe-
HUNbHbIe». TenocnoXxeHune N poct
HOpManbHble. B HekoTopbIX cny-
yasgx OTMeuyalTCHs Hemponopuuo-
HaNbHO [A/IMHHblE KOHEYHOCTU C
KPYMHbIMW KUCTAMU W CcTONamu.
OBo/lOCEHME B MOAMbILLEYHOW K
nobKoBOI 06n1acTaX CKyaHoe, pocT
BOMIOC Ha rosoBe HOPMasibHbIA.
McuxocekcyanbHOe MOBEAEHNE CO-
OTBETCTBYET XXEHCKOMY.

Bnaranuuie OKaH4uBaeTCs
cneno, 06bIYHO MeHbLUEN ANUHBbI,
4yeM B HOpPMe, BEpOATHO, 3a cueT
Hefopa3BMTMA MIONIepoBa  KaHa-
na. WHorpga Bnaranvuie uMmeer
OAVMHY 1—2 CM unun npeacTaBnseT
coboil  Hebonbwoe yrnybneHue.
MaTka u MaTouYHble TPy6bl OTCYT-
CTBYIOT, XOTA B HEKOTOpbIX CAy-

Puc. 37. BHewWwHNn BUA 601bHOIO CMOA-  yagx o06HapyxusawT (HnU6po3-

HOW  TECTUKYNAPHOW  (heMUHM3AUMENR o MbllLeUHbl TaTKU  UX WUAN
[no Simpson J. L. Male pseudoherma- 0 € € ocra n

phroditism. Genetics and clinical de- PYAWUMEHTAapHbIE MaTOYHbIE TPY-
lineation. — Hum. Genet., 1978, 44, 1. 6bl; Takum o06pa3om, perpeccus

MeyaTaeTcs ¢ paspelleHus]. Ml0NepoBa kKaHana B 3mb6puore-

He3e MPOUCXOAWUT Kak B HOpPME:
3a CYeT [eicTBUS MHTMOGMPYIOLLEro (hakTopa, CEKPeTUPYEMOro finyka-
MW nnoja. AWYKM HOpPMalbHbIX pPasMepoB WM MOFYT pacnonaraTbCes
BHYTPMOPIOLWMHHO, B MaxoBOM KaHane W B MOMOBbIX ry6ax, T. €. Mo
X0[y WX onyckaHusi. PacnonoxeHHble B Max0BOM KaHane SUYKU MoO-
ryT hopMuUpoBaTh MaxoBble FPbDKM, YTO 06HapyXwusaetcs y 50% nuy,
C TECTUKYNAPHOU (heMUHM3aLUe.

Mpu NONMHOW TeCTUKYyNspnoi geMmmHusaymumM A0 nepuoga MONOBOFO
CO3peBaHNA TUCTONMOTUYECKM SUYKU CXOAHbI C HEOMYLLEHHbIMU SWUY-
KaMu Yy HOPMasbHbIX MYXUYUH; Y B3POC/bIX CEMEHHble KaHafblbl Ma-
NeHbKME W COCTOST B OCHOBHOM M3 KneTok CepTonu. BbisBNAOTCS
runepnnasus Knetok Jleigura, He6ONbLIOE KOMMYECTBO CMNEpPMaToro-
HWEB W OTCYTCTBYIOT CNepMaTo30oufbl. Y pOBeHb TecTocTepona B Mfas-
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Me B npejenax HOPMbl, MPOAYKLMWA TecTOCTEpPOHa W aHApOCTenAMOHa
He M3MEeHeHa WAW Ccnerka nosblleHa. Y poseHb B nnasme ®CI B npe-
Jenax Hopwmbl, a JI1T nosbiweH. B nocnegHee Bpems npepnonaraercs,
4YTO HapylleH mMexXxaHW3M 06paTHON roOHafHO-TMMOTaNnaMUYecKol CBA3W.

YacToTa HOBOOOpa3oBaHWiA AMYeK MOBbilWeHa, HO A0 25—30 et
PUCK Pa3BUTWUS ONYXONU HU3KUIA. CuuTaeTcs LenecoobpasHbiM Mpous-
BOAUTb YyAaneHWe AMYeK TONbKO nocne nyb6epTatHOro nepuoga, no-
CKONbKY C BO3pacTOM puCK HOBOOGpa3oBaHW ysenuyusaetca. B noct-
nybeptaTHOM nepuofe Haubonee pacnpocTpaHeHbl TyOynapHble afe-
HoMmbl (agenombl [uka), BepOATHO, B pe3ynbTaTe MOBbILEHHOW CeK-
peumn J1I'. ToUHble 3HAYeHUA puUCKA PasBUTUA KapLWUHOMATO3HbIX
U3MEHEHWA Yy WHAMBULOB 60nee CTapllero BO3pacTa HEW3BECTHbI.
Mo paHHbIM Morris, Mahesli (1963), y 22% nuu € TeCTUKYIAPHOW
theMmHmM3aumen Habnwgann HeonnasMbl AWYEK, HO AEWCTBUTENbHLIN
PUCK, MO BCe BEPOATHOCTM, He npeBbiwaeT 5% [Simpson, Photopulos,
1976].

MaToreHes TeCTUKYNAPHON (eMUHM3aLMM CBA3aH C HEYyBCTBU-
Te/IbHOCTbHIO KOHEYHOro opraHa K aHjporeHam. PaHee cuuTanu, 4to
3T0 06yCNnoBAEHO aHOMaNueil KNeTOYHbIX PeLenTopoB ANA aHAPOreHOB;
ofgHako Amrhein un coaBT. (1976) nokasanu, 4YTO CyLLeCTBYIT #”
Apyrne mexaHW3Mbl HeYyBCTBUTENIbHOCTM K aHAporeHam, Hanpumep
HapyweHue peuenTopos, cBAsbiBaowmx AHK ana Hayana TpaHc-
KpUMuum.

HenonHasa TecTukynspHas eMmnHmU3aumns 1 CMHAPOM
PelideHwTenHa

Y HeKOoTOpbIX UNANBUAOB B Mepuoj MONOBOr0 CO3peBaHMA MOABAKOT-
cA NpuU3HaKy emuHu3aumm (pasBuTue MOOYHBLIX Xefne3) BCNeACTBUE
HEeYyBCTBUTENbHOCTU K aHApOreHam, B TO >XX€ BPeMS WX HapyXHble
MONOBble OpraHbl XapakTepu3ylTcAd YBeJUYEHWEeM MO0NOBOr0 UYjeHa
N YaCTUYHbIM cpacTaHMem TryB6HO-MOLIOHOYHbIX CKnafok (puc. 38).
B TakoM cny4ae roBOpAT O HeMOMHOW HeYyBCTBUTENbHOCTW K aHApo-
reHaMm WM HenosIHoN TeCcTUKYNAPHON (eMuHu3auum. Ona HenonHow
U NOMHON TEeCTUKYNSPHOW (eMUHM3aUUM XapaKTepHbl Ccreaylolue
MPU3HAKWU: SAHYKM C ABYX CTOPOH CO CXOAHbIM TUCTOJIOTUYECKUM
CTPOEHMEM, OTCYTCTBME MPOM3BOAHbLIX MIONNEPOBbLIX KaHafoB, pasBu-
TWE MOJMIOYHbLIX >Xefe3, OTCYTCTBME BUPUAM3aLMKU B nybepTaTHOM ne-
prnofe, HOpManbHblA YPOBEHb TECTOCTEPOHA B MAa3Me KpOBMW, HOP-
ManbHbI oTBeT Ha AKTI M HefgocTaTO4YHOe yjAep>XaHue a3oTa Mnocne
BBeZenua TeCcToCTepoHa.

VHAVBMALI C HEMONHOW TeCcTUKYNSAPHOW (PeMuHusauuen, Kak oOT-
MeUeHOo, OT/MYaKTCA pas3/IMUYHON CcTeneHblo AuddepeHynaLnm BOSb-
(hOBbIX KaHafioB, X0TA Y HUX 06bIYHO 06HapyxXmBaeTcs NPUAATOK ANY-
Ka M oAaMH nau oba ceMABbIMOCAWMX MpOTOKa. HenonHas TeCTUKY-
napHas ¢geMmuHusauns — X-CUEHeHHbI peLecCUBHbIA MPU3HAK, Kak
M nonHas TecTUKynspHas (emuHmsaumns. B npegenax OAHON pofgo-
CNOBHOWM BCTpevyaeTcAa TONMbKO ofHa ¢opma; Takum o6pasom, oba 3a-
60neBaHNSA HO30/M10TMYECKN Pa3NNYHBI.
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Puc. 38. BOMbHOW C HEMO/THOW TeCTUKYNSPHON emuHM3aumneil. HecmoTpa Ha
YBE/IMYEHHbI MOMI0BOI YfeH U cpacTaHue ry6HO-MOLIOHOYHbLIX CKMagok (a), y
HEero OTMe4arTCa pa3BUTble MOSOYHbIEe XXenesbl (6) [mo Park J. I., Jones H. W.
Familial male hermaphroditism with ambiguous external genitalia. — Am.
J. Obstet. Gynecol., 1970, 108, 1197. NeyaTaeTca ¢ paspeLLeHuns].

CuHpapom PelidheHwTeliHa BnepBble onucaH B 1947 r. [Reifenstein,
1947], no on He OblA TULaTeNbHO MCCNEA0BAaH B TEYEHME MHOTUX JeT.
BONbWMHCTBO UL C AaHHbIM X-CLENnAeHHbIM peLeccCUBHbIM CUHAPO-
MOM CYLLEeCTBEHHO He OT/MYyalTCs OT 60/bHbIX C HEMOMHOW TecTu-
KynspHOW ¢emuHusaymeit. OgHako cuHApomM PelieHWw TelHa Xapak-
TepusyeTcs runonnasvein sinuek, MOBbILEHHbIM YPOBHEM [OHAAOTPO-
NMUHOB, 60/€€ HOPManbHbLIM MO CPaBHEHWIO C HenosHON (opMoil Tec-
TUKYNAPHON (eMWHU3aLMM pa3BUTUEM MOMOBOr0 YjaeHa, OTCYTCTBUEM
BMpUAM3auuMmM B nyb6epTaTHOM nepuoge. OTCYTCTBME BUPUAN3ALUM
CBSI3aHO He C HEYYBCTBUTENbLHOCTbK K aHApPOreHam, a C HapyLleHWeM
CeKpeLumn TecTocTepoHa. B monb3y 3Toro npefnonoXeHus cBuaeTeNb-
CTBYeT M TOT (PakT, 4To y npobaHga C cuMHApPOMOM PeideHwTenHa
NOSBUANCL NPU3HaKU BUpUAM3aLUM U NMOBMAO MOCNe NeYvYeHUs TecTo-
cTepoHom [Bowen et al., 1965].

CornacHo nocnegHWM fAaHHbIM, pasnuunsa cuHgpoma PendeHuwTei-
lla 1 HemoNHOW TEeCTUKYNAPHOW (emMuUHM3auum MoryT 6biTb Heoboc-
HOBAaHHbLIMU, T. €. Y MYXUYUH C runonnasvein SIM4eK W MOBbILIEHHbIM
YPOBHEM TFOHaf0TPONUHA B CbIBOPOTKE MMEETCA 4acTU4Has HEeYyBCT-
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BUTENbHOCTb K aHgporeHam [Amrhein et al., 1977]. HekoTopblie wuc-
cnefoBaTeny CYUTAKOT, UTO CUHAPOM PelieHwTeliHa M HenonHas
TeCTUKyNsipHas (peMuHu3aumnsa npeacTaBnsaOT coboil ofgHO X-CLEeneH-
Hoe peueccuBHoe 3aboneBaHume [Wilson et al.,, 1974; Wilson, 1977].
OpHako npu cHnapome PelidheHWw T TeilHa He Bcerga OTMeYaeTcs aHo-
ManuMa peLenTopoB K aHAporeHy. CnegyeT oTmMeTuTb, 4to Wilson u
Mac Donald (1978) ncnonb3oBannm TEPMUH «CUHAPOM PeideHWw TenHa»
Mo OTHOLWIEHWIO K MauueHTaM, YNOMSAHYTbIM B HacTofleM pasjene,
a TEPMUH «HEMOJIHaA TeCTUKyNspHas QeMUHU3aumna» MPUMEHSOT Mo
OTHOLWEHNI0 K HEYYBCTBUTENbHbIM K aHApPOreHy MauuMeHTaM C XKeH-
CKMMU HApPYXHbIMU MOMIOBLIMU OpPraHaMu, XOTSl B HEKOTOPbIX Clyyasx
HabnogaeTca YaCTMUHOE cpalleHue ry6HO-MOLIOHOYHbIX CKnafok. Mo-
cnefHee COCTOSIHME MOXET OblTb FeHETUYECKU TFeTepOreHHbIM, CeMeid-
Hble Cly4Yau pefKu WU BOBCE HE OMucaHbl. Mbl MpeanovynTaem He uc-
Nonb30BaTb TEPMUH «HEMOSHON TEeCTUKYNSIPHOW (eMUHM3auumM» B Ta-
KOW hopme, TaK KakK TpaguLMOHHOE ero NMpuMMeHeHue WHoe.

MceBaoBarMHasibHask NMPOMEXXHOCTHO-MOLLIOHOYHAS
runocnagusi 1 aenumnT Sa-peaykrassbi

Y nauny ¢ nceBAOBarvHanbHOW MNPOMEXHOCTHO-MOLWOHOYHON runocna-
aved (MMAMTI) oTmevaeTcss A4BOWCTBEHHOE CTPOEHME HAPYXHbIX No-
JIOBbIX OPraHoB, B OCTa/bHOM pPa3BUTWE Y HUX MPOUCXOAUT MO MYX-

Puc. 39. Hapy>Hble nonoBble OpraHbl 60MbHOr0 C MCeBAOBAarMHanbHOM npomesa
MOCTHO MOLLOHOYHOIM runocnagueid. B ny6eptaTHOM neprofe OTMe4yanocb YBenu-
YeHWe MOSIOBOMO YsieHa, MOJIOYUHbIE XKee3bl He pasBMBA/INCb. Y HEKOTOPbIX WH-
OVBUAOB C TakUM (PEHOTUMNOM BbISIBAsETCA fethmumT 5a-pegykTasbl [No Opitz et
al. Pseudovaginal perineoscrotal hypospadias. — Clin. Genet.,, 1972, 3, 1. [Me-
YyaTaeTcs ¢ paspeLueHus].
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CKOMYy Tuny. B nyb6epTtaTtHOM nepuoge MNOABAAOTCA NPU3HaKU BUPKU-
nn3auunn:  yBeJiIMYeHWe TMOJIOBOr0 4YjeHa, POCT BOMOC Ha fuue,
YBE/INYEHMNE MACChbl MblLWL, FON0C CTAHOBUTCHA HU3KUM, MO/IOYHbIE Xe-
nesbl He pasBuTbl. HapyXXHble nonosble opraHel npu MIMMI npeg-
CTaB/IeHbl MOMOBbLIM YNEHOM, HAMOMMWHAKOLWWNM CKOPEe KIAUTOpP, OTBEP-
CTWEe MOYEenCnyCcKaTeNbHOro KaHana HaxoAuTCA B NMPOMEXHOCTHU, & TakK-
)Xe O0TMeyaeTcsa OT[eflbHOe C/leno 3aKaH4yuBalLlWeecs OTBEPCTHE,
HanomuHawwee Bnaranuuie (ncesgosnaranuuie) (puc. 39) [Simpson
et al., 1971a; Opitz et al., 1972].

lMcesgoBarnHanbmas NPOMEXXHOCTHO-MOLWOHOYHAA rMnocnagnsa pas-
BMBaeTCA B pe3ynbTate geduuuta S5a-pefykTasbl, Heobxogumol Ans
npespalleHUs TecToCTepoHa B [AWUTMAPOTECTOCTEPOH U ob6nagatoLleit
BHYTPUKNETOYHON aKTMBHOCTbIO [Imperato-McGinley et al., 1974;
Walsii et al., 1974; Peterson et al., 1977]. Ecnn y wuHaguBmpga
MMOMT oTmevaeTcs fgeduunt 5a-pefyKTasbl, OHW [JOMKHbI 6GbiTb Bbl-
AB/IeHbl MO 3TOMY fedeKTy, HO onucaHbl Takxe cnydam MMM 6e3
HegocTaToOYHOCTM b5a-pefgykTasbl. Siiteri, Wilson (1974) nonyunnnm
ambpuronornyeckune fLOKazaTenbCTBa  y4yacTusi  BHYTPUKIIETOUYHOMN
5cc-pefykTtasbl B nartoreHese TMMI. ABTopbl nokasanu, 4To ANA
BUPMUAMN3ALUN HAPYXHBIX MOMOBbIX OPraHoB B ambpuoreHese TpebyerT-
CA BHYTPUKNETOYHOE npeBpalleHne TEeCTOCTepOHa B AWUTUAPOTECTOCTe-

pOH, B TO BpeMs Kak AuddepeHuMauus BonbdpoBa KaHana 3aBUCUT
TONMbKO OT MPUCYTCTBUSA TECTOCTEPOHA.

AHOpPXUA

Y MyX4uH (46,XY) c aHOpXMeil HOPManbHO Pa3BUTbl HapyXHble MNo-
NOBble OpraHbl, NPOU3BOAHbLIE BONb(OBa KaHasa, OTCYTCTBYHOT MPOMU3-
BOAHbIE MION/1EPOBa KaHana M AWYKW. HecmoTpa Ha OTCYyTCTBME
AnYdek, MonoBoi uYneH AuddepeHunposaH. CemsaBbIMOCALLNE MPOTOKU
3aKaHuyuMBaloOTCA CNeno, 4acto COefMHEHbl C CEMeHHbIMU KaHalbL,aMu.
ComaTtnyeckne aHoManuMu HexapakTepHbl. Yalie BCTpeyaeTcsa OfHO-
CTOPOHHAA, YeM [BYCTOPOHHAA aHOPXuA. [AnMarHo3 MOXET cyuTaTtbCs
[OKasaHHbIM JINLb NPU TUCTONOTMYECKN NMOATBEPXAEHHOM OTCYTCTBUM
OCTATKOB >e/ie3bl B MOLIOHKE, Max0BOM KaHajle WAW Ha NyTU OnyckKa-
HUA An4Yek B ambpuoreHese. HacnefcTBeHHas NpPefpacrnonoXeHHOCTb
CYyLLecTBYeT, OfjHaKO [AUCKOPAAHTHOCTb MOHO3WUIOTHbIX 6/M3HELO0B Mo
aHOPXWW YKa3blBAaeT Ha TO, YTO FeHeTUYeckne (MakTopbl He urpakoT
rnaBHOW ponuM BO Bcex cnydasax [Simpson et al., 1971]. Ecnm xe
CyLlecTBYeT MpejpacrnosioXXeHHOCTb K MepeKpyyYnBaHU0 ANYKOBLIX ap-
Tepuit y nnoga, TO MOXHO 6bIn0 6bl 0XWAaTb CEMENHOr0 HaKOMMeHUs
Cny4aeB aHOpXuw.

CYHAPOM pyAUMEHTapPHbIX SiUUeK

Bergada u coaBT. (1962) onmucanu 4 MY>XYUH, Y KOTOPbIX, HECMOTPA
na Hebonbwoi pasmep sinyek (MeHee 1 CcM B AnMameTpe), NOMOBOWA
YyneH Obll YMEHbLIEH, HO NpaBWbHO copmupoBaH. lMpu rucTonoru-
YeCKOM WCCNefoBaHWU BbiiBNEHbl He60MbLIOe KOMNYECTBO KNETOK
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Nenpgura, HebonbliMe KaHanblbl C KneTkamu CepTonum M OTAeNbHble
cnepmaTtoroHuun. Mmenucb Npou3BofHble BONb(OBa KaHana, MKANEpo-
Bbl NPOM3BOAHbIE OTCYTCTBOBanM. K HacToAlWEeMYy BPEMEHU YMCNO ONWU-
CaHHbIX CNy4YaeB CUHApPOMA PyAUMEHTApPHbIX AANUYEK HEBENNKO, OfHAKO
Najjar, Takla u Nassar (1974) onucanm 5 MNOpaXeHHbIX CU6GCOB.
MatoreHe3 3a60neBaHNA He U3Yy4YeH, HO, YYUTbIBAA HOPManbHbI MYX-
CKOM (heHOTMN Yy NOpaxeHHbIX, Npegnofnaraetcs, 4To B MNepuoj 3mb6-
puoreHesa SINMKW pa3BMBAlOTCA HOPManbHO W TONIbKO MO3XE YMEHb-
WwarTcs B pa3mepax. Bo3MOXHO, 3TMoNOrMa aHanornyHa 3TUONOTUK
aHOPXWW, HO MPU 3TOM CUMHAPOME YaCTb TKAHW COXpaHsaeTcs.

AreHe3uns nonoBbIX Xenes3

Mpwn areHesny NONOBbLIX Xene3 HapyXHble MONOBble OpPraHbl UMEKT
HenpaBu/bHOEe CTPOEHME, MNPOW3BOAHbIE MIOMEPOBLIX W BOMb(OBbIX
KaHanoB OTCYTCTBYKT. HapyXHble MOJIOBble OpraHbl MpPeLCTaB/eHbI
NMOMOBbLIM YNEHOM pasMepoM C KAUTOP, HEeLOPa3BUTbIMKU 6ONbLINMMK
NonoBbIMKU ry6aMm M MOYTU MOMHOCTbID CPOCWMUMUCA TYOGHO-MOLOHOY-
HbIMW CKNlagkamu. YacTto Habntopgaetcs nepcMcTMpoOBaHWE YPOreHu-
TanbHOr0 CMHyca. ANYKM O06bIYHO OTCYTCTBYIOT, HO MHOrga onpege-
NAKTCA pyAUMEHTapHble MaTO4Hble TPyO6bl, MPUAATOK AUYHUKA WK
AMYKa Ha fnaTepanbHOli CTOpPOHe CTeHKM Tasza. CoCTofHMEe Hepeako
*COYETAeTCAd C COMATMYECKUMUN aHOMasMAMWU: YeoCTHO-INLEBLIMU, MNO-
3BOHOYHMKA W [AepMaTOrIUNKKN, a TaKXe YMCTBEHHOW OTCTaNoCTbiO
(Sarto, Opitz, 1978]. Bcero onucaHo okKono 20 cny4vyaeB MNopoka
[Simpson, 1978a]. OTHOCUTENbHO MexaHM3Ma MNaToreHes3a YyKasaHHO-
ro HapyLlweHns CYLeCTBYHOT Cleayrowmne npegnonoxeHnsa: 1) sSiU4ku
nnoga MYHKUMOHUPYKT AOCTATOYHO AONF0 AN NOAaBMEHMA pa3BUTUA
MPOW3BOAHbLIX MIONNEPOBbLIX KaHafoB, HO HeAOCTaTOYHO ANA MOJIHOTO
3aBepweHns AndhepeHUUPOBKN MO MYXCKOMY TuUny; 2) aHomanus
pasBUTUA BHYTPEHHUX W HapPY>XHbIX MOJIOBbIX OPraHoB MOABNAETCA
B pe3ynbTaTe aHOManuii 3avyaTka, COEAMHUTENbHON TKaHW WAN [eNcT-
BUSA TepaTorema. Yactoe couyetaHume nopoka C cOMaTUYeCKUMMU aHOMa-
NNSIMWU TOBOPWUT B MOMb3Y BTOPOM rmnoTes3bl. OnucaHbl [4Be POAOCNOB-
Hble, rge O6bIMM nopaxeHbl M CUMOCbI, YTO MOXET yKa3blBaTb Ha BO3-
MOXHYI pOSib FEHEeTUYEeCKMX (aKTOpPOB B 3TMONOrMM nopoka. Kak
npasuio, areHe3ns Mos0OBbIX Xene3 BcTpeyaetcs y nuy ¢ 46,XY Ka-
puoTMUMOM, HO M3BECTHbLI Clyyau areHesuun roHag npum 46,XX kKapuo-
TuHe [Duck et al., 1975].

WCTUHHBLIA TEPMA®POANTNAIM

Mo WCTUHHBLIM TepMagpoAUTM3IMOM MOHUMAKT COCTOSIHME, KOrja B
OfHOM OpraHuM3Me MMEKTCH OAHOBPEMEHHO MYXCKWE U XXeHCKMe Mo-
noBble >enesbl. VICTUHHbIE repMapoAuTbl MOTYT WMETb SUYHUK U
ANYKO, HO Yauie BCcero fgea umnm oamH ovotestis (puc. 40). B 60nb-
IWIMHCTBE CcNyyaeB repmMadpoAuTbl umerdT 46,XX Habop XpoMOCOM,
HO BcTpevalTca M 46,XX/46,XY; 46,XX/47,XXY; 46,XY XpOMOCOM-
Hble Habopbl [Simpson, 1978b]. MouTm Bcerga Habnwpgaetcs runo-
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Puc. 40. MukpodoTorpatua ovotestis, npegcrtaBneHHas Van Niekerk (1974).
KapnoTtun npobaHga 46, XX. B neBoi 4acTu BUAHbI MHOTOYUC/EHHbIE NPUMOP-
OnanbHble ONNWKYNbI, B NPaBoii — Hefopa3BuTas TKaHb ANUKa.

cnagua u Apyrve aHoManuMu pasBUTMA MOJIOBbIX opraHos. OKoMo
23 WCTUHHbLIX repmMapoAMTOB BOCMMUTLIBAOTCA KakK Manb4YuMKu, XOTH
WX Hapy>XHble MOMOBble OpPraHbl MOFyT WMeTb [ABOWCTBEHHOE WM Aa-
Ke MPeMMyLLecTBEHHO >XeHCcKoe cTpoeHue [Jones, Scott, 1971; Van
Niekerk, 1974; Simpson, 1978b]. B ny6epTaTHOM nepuoje MOryT
NOSABNATLCA BTOPUYHbLIE MOJIOBble MPU3HAKW MO XEHCKOMY Tuny (pas-
BUTUE MONOYHbIX Xenes).

ANYKM MOTryT 6bITb NOKaNM30BaHbl BHYTPUOPHOLWMHHO, B MaxoBOM
KaHane uan rybHo-mOLWOHOYHbIX CKnagkax. Yem 6onblie Aona TKaHu
Anyek B ovotestis, Tem 60nblle BEPOATHOCTb WX OMNYCKaHUA B MO-
WwoHKy. B 80% B ovotestis AMykoBas U AUYHMKOBAA TKaHW crpyn-
nMpoBaHbl BMecTe, ON O0ObIYHO BbiABAAETCA Npu 06CnefoBaHUM U fa-
Xe npu nanbnauum, Tak Kak TKaHb fiInYeK MArye SIMYHWKOBON. Yauie
ANYKN wanw OVOtestis pacnonoxeHbl cneea. Cnepmato3oubl 00bIYHO
He 06Hapy>XXMBaKTCA, a HOpMaslbHble OBOMUTLI BCTpPeYawTCH Aaxe B
ovotestis. B AuMykax y WCTUHHbIX repMapoAnMTOB MHOr4Aa pasBuMBalOT-
CA 3/0Ka4yeCTBEHHble 0Nyxoiu (CEMWHOMbI WAM TOHAAR06/1aCcTOMbI),
HO yacToTa MX MeHbWwe, yem npu 46,XY [AUCTeHe3nn roHag wunun npu
45,X/46,XY mo3anynsame. Y UCTUHHbIX repmappoguTtoB 06bIYHO UMe-
eTca MaTKa, 4acTo fABY- WX oAHOoporasd, npuyeM ojJHoporas MaTka
4acTo COYeTaeTca C NPUCYTCTBUEM AMYKA WUAKU ovotestis Ha NpPOTMBO-
MONOXHOW CTOpPOHe. Y nofaBnstolero 60/MbWMHCTBA UCTUHHbLIX rep-
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MahpoANTOB MOABASETCA MeHCTpyauusi. MaTouyHass Tpy6a Ha CTOPOHE
ovotestis MOXeT 3aKaHUYMBaTbCA CNeno, B 3HAOLEPBUKANbHOW 06/1acTu
0TMeuYaeTcsl CKBamMO3Has MeTannasus.

aTmonorus

WM CTUHHBIA repMadpoanTM3M MOXET ObiTb PasNMYHOW 3TUONOTUN,
yCTaHOBJ/IeHWe KOTOPOM B KaX[OM KOHKPETHOM Cflyyae He Bcerfa
BO3MOXHO. 46,XX/46,XY cayyam MOryT ObiTb pe3ynbTaTtoM XWMeEpus-
Ma. XHMepn3m — 37O MNPUCYTCTBME ABYX WAW 60Mee KAeTOYHbIX Nu-
HWIA, KaxpJas W3 KOTOPbIX MPOWCXOAWT OT pasHbIX 3UrOT B OLHOM
nHamenge. B 6 n3 28 cnyvyaeB 6bina ycTaHOBJ/IeHa MMEHNO 3Ta 3TUO-
noruna 46,XX/46,XY wncTuHHOro repmapogmutmsma [Simpson, 1978b].
OfHako B 3KCMNEpUMeHTe Ha Mblwax ¢ Xxumepusmom (XX/XY) 06bly-
HO He HabnwpjaeTcs MCTUHHOrO repmapoauTvM3Ma, Ja My ngen c
46,XX/46,XY KapnoTUNOM He BCerga OTMeYaeTCs WUCTWUHHbIA repma-
thpoanuTU3M. WHorpa o6HapyXusaroT MO3auYUHbIN KapuoTnn
46, XX/47,XXY, 4uTo ABNsieTCcA pe3ynbTaTOM XuMepuama WU Hepac-
X0X[JEeHNa XPpOMOCOM B MUTO3E.

3THONOTMA WMCTUHHOTO repmadpoauTusmMa ¢ 46,XX KapuoTunom,
no-BMANMoOMy, pasHoobpasHa. BO3MOXHO, 4YacTb cflyvyaeB o6ycnosfe-
Ha HEeBbIABAEHNbIM XuUMepuaMom [Simpson, 1978b]. C papyroin cTo-
POHbI, NPUCYTCTBUE TECTUKYNAPHON TKaHW y nuy ¢ 46,XX KapHOTHU-
MOM HeOo6bIYHO, TakK KaK reHbl, AeTEPMUHUPYIOLLINE pa3BUTUE SAUYEK,
NOKanu3ylTcad Ha KOPOTKOM njeye Y-XPOMOCOMbl. B0O3MOXHble 06b-
ACHEHMA 3TOMYy (akTy cnegylowue: 1) TpaHcnokauusa ydacTka Xpo-
MOCOMbl C reHamu, [LeTepMUHUPYIOLWUMKU pa3BuTue fAnM4Yek, ¢ Y- Ha
X-XpoMOCOMYy; 2) TpaHC/A0KaLuusg 3Toro yyacTka C Y-XpOMOCOMbl Ha
ayTocomy; 3) MeBbIABAENNbIA MO3aULU3M UAN XUMePU3M; 4) NpucyT-
CTBME TEHOB, U3MEHAKLWMX non. MoATBepXAeHUEM MepBOW TMMOTE3b
ABNSeTCA BbiABNEeHMe aHTUreHa H-Y noutm y Bcex 46,XX repmadpo-
antoB [Wachtel et al., 1076; Wachtel, 1979].

3tnonorna 46,XY WCTUHHOrO repmagpogMTu3Ma TakXe He BCerja
n3BecTHa. BONbWMWHCTBO TaKMX 60/IbHbIX BOCMUTLIBAKOTCA KaK Mafib-
YMKW; MONOBUHA MMEET OHOBPEMEHHO AUYKO U AUYHUK. DEHOTUNU-
Yyeckue nNpoOABMieHUA 3acTaBAAT npegnonaraTb CKPbITbIA XUMeEPU3M

WM MO3aULM3M, HO 3TO MPeAMnoNOXeHWe elle He AoKasaHo [Simpson,
1978b].

46, XX MYXYWNHblI (PEBEPCUSA MOJIA)

My>XuunHbl ¢ 46,XX KapuoTUNOM WMMeET MYXCKOW (heHOTUM, XOTHA Ka-
pUoOTMN COOTBETCTBYET >XXEHCKOMY. HAMYKM MMerTCAa C 006enx CTOPOH,
Mo OHM YMEeHbLIEHbl B pa3mepax, OTMeyarTCAd NPU3HAKU aHAPOreHHOW
HeLOCTATOYHOCTHU.

IM0NoBOM YNeH U MOLIOHKA XOPOLWO AnUphepeHLMPOBaHbl, HO YMEHb-
WeHbl B pa3Mmepax, MPOW3BOAHble BONb(OBaA KaHana pa3BUTbl HOP-
manbHo. B 0630pe, caenaHHom de la Chapelle (1972), nokasaHo, 4TO
y 9% 46,XX MYX4YUH OoTMe4yanacb rmrnocnagusa, Ho onpejeneHue nona
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He BbI3blBaN0o TPYAHOCTEW. YUNUTbiBaA U TakUX OOMbHbLIX, HEMpaBu/b-
HO C(OpPMUPOBaHHbLIE HapyXHble MNOS0OBble OpraHbl BCTpeYakwTCca y
15—20% 46,XX MYyWCTUH.

CTpoeHMe AMYEK CXOLHO CO CTPYKTYpOl SMYeK npu CUHAPOME
KnaiiHentepa: ceMeHHble KaHafblibl YBEAWYEHbl B 4YMC/e H pasme-
pax, Habnwpaetca nNepuTybYNApHbIA M MHTepcTULMaNbHbIA (U6pOo3,
rmnepnnasusa Knetok Jleidgura, B OTAENbHbIX Cayvasax O06OHapyxXwuBa-
lOTCA Hes3penble cnepmaToroHun. B 3akynaTe wHorfja BCTpevalTCa
cnepmaTto3omngbl. Y 46,XX Manb4YMKOB HapyleH MpoLuecc MofoBoOro
CO3peBaHNs, OTMeYaeTCAa YMEHbLIEHHbI POCT BOMOC Na AuLe U Tene,
0BO/IOCEHME Ha N106Ke MO XEHCKOMY Tuny, B /3 cnyyaeB — FMHEKO-
MacTus.

Mpun 46,XX Kapuotune y MYXUWH, KakK WU MPU UCTUHHOM repma-
thpoanTU3MeE, TKaHb sUYeK 06HapyXmBaeTcsa B OTCYTCTBME Y-XPOMO-
combl. CnefyeT NOAYEpKHYTb, 4TO MOYTM BCe o06cnefoBaHHble 46,XX
MY>XUUHbl umenn aHTured H-Y [Wachtel et al.,, 1976; Wachtel,.
1979], uTo TakXe MOXHO OOBACHWTb TpaHcnokauuein Y-XPOMOCOMbI
Ha X-XpOMOCOMY unAuM aytocomy. C Apyroil CTOPOHbI, W3BECTHble Cce-
MeiHble cnydam 46,XX Kapuotuna y MYX4YMH, a Takxe cnyyam 46,XX
MYXUYUH W 46,XX WUCTUHHLIX FepMapoanTOB B OLHOW POAOC/TOBHOW
He WCKNKYaKT TreHHyl npupody 3abonesaHus [Simpson, 1978b]»
OpgHako, no MHeHuto de la Chapelle, Koo, Wachtel (1978). atu cny-
yan MOryT OblTb OO6BSACHEHbI W Tpancnokauuei 4vactu Y-XpOMOCOMBbI,
cogepxaleir H-Y-reHbl, Ha X-XpOMOCOMY WAW ayTOCOMY; B HEKOTO-
pbiX CeMbAX TPaHCNOLMPOBaHHbLIA Y4YacTOK CAUWKOM Man Ans ¢op-
MWUPOBAHWUA HOPMANbHOrO0 MY>XCKOro (heHOoTuMa, HO JOoCTaTouveH Ans
TOro, 4To6bl MMWTUPOBATbL PeLEeCcCUBHOE HacnefoBaHWe peBepcuun nona.
MoaTBepXaeHWeM TruUnoTe3bl ABJIAIOTCA [faHHble LUTOTeHeTUYeCKnX
nccnefoBaHU, BbIABMBLUME TeTepoMopdr3M MeXAy ABYyMs X-Xpomo-
comamn y 8 n3 15 46,XX myxuuH [Evans et al., 1979].

AOVCTEHE3WA MOJTOBbIX XENE3

Y WHAMBWAOB C AUCTEHe3Weil MOMOBbIX Xefne3 BMecTo AMYHWKOB onpe-
penseTca HeaudhepeHUMPOBAHHbLIA 3a4aTKOBbLIA TAX, OTCYTCTBYHOT
repMMHaTUBHbIE KNEeTKM M OTMeyaeTcs THMNOroHagH3m. Yauwe BCero
naTtofiorns cBsA3aHa € Monooomuein no X-xpomocome (45,X) wnm
CTPYKTYPHbIMU MNepecTpoiikamm MONOBbIX XPOMOCOM, HO WHOrga Auc-
reHe3Ws NOMOBbLIX >Xene3 BbIABAAETCA Y AWUL C HOPManbnbiM Kapuo-

TUNOM.

CooTHoLWeHuA Pa3IMYHbIX XPOMOCOMHbIX HapyLIJeHI/II7I

Yalle BCero npu cuHgpome [JUCreHe3MU MOMOBbIX >Kene3 BCTpeyaeTcd
45,X kapuoTtun (B 80% cnyuyaes, BbIABNEHHbLIX MegnaTpamun), B TO
e BpemMs B rpynne 60MbHbIX C MepBNYNOi ameHopeeir 45X kapwuo-
TMn BbigBNeH B 40% cnydyaes, B 20% BbiABAEHbI pasnuyHble CTPYK-
TYpHble anomanann X-XpoMocombl unu mosanmuynmsm un B 40 % —46,XX
unu 46,XY XpomMocoMmHble Habopbl [Simpson, 1976].
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[MaTonornyeckas KapTnHa
[MonoBble »enesbl N Hapy>XHble NOJI0OBbIE OpraHbl

Y B3pocnbiX C fuUcreHesneld NOMOBbIX XXeje3 HOPMalbHble >e/esbl
3aMel,eHbl Hegu(dhepeHUMPOBAHHBIMKU TAXamMu B Buae 6enblx Guob-
PO3HbIX MONOCOK AnuHoii 2—3 cm u wupuuoit 0,5 cm, nokanmsoBaH-
HblX Ma MecTe pacnonoXeHwus aumuyHukos (puc. 41). Mpu ructonoru-
4eCKOM MCCAefOBaHMU TsXeW BbIABNAKTCSA MepenneTar W mnecs BONOK-
Ha NNOTHOW COEAWHWTENbHOTKAHHOW CTPOMbLI, He OTAMYat LW elica OT
HopMbl (puc. 42). Y am6puoros ¢ 45X KapmoTunom repMumHaTUBHbBIE-
KNeTKW pa3BMBAlOTCHA, HO OYEBUAHO [EreHepupyw T nocne cTaguu o06-
pa3oBaHWs NepBUYHbIX (Gonnukynos. Mocne nyGepTaTHOro nepuoja B
AMYHUKAX OGHapysWBalTCA CeTb AWYHMKA (Mpom3BogHoe NM6O Ka-
HanblueB Me3oHedpoca, NM6O MefYNAAPHOW MONOBOW XOpAbl), a TakXe
XunapHble KneTku. Y B3pocnbix ¢ 45X kapuoTunom 0BOLUTHI 06bIYHO'
OTCYTCTBYIOT. ¥ nny ¢ Y-XpOMOCOMOW B HeAW( (HEepeHLMPOBaAHHbIX TA-
Xax MOM0BbIX Xefe3 MOryT pa3BUBaATbCS AUCTEPMUHOMbI U TOHafAoO-
6nactombl. YacTtoTa Heonnasuii coctaBnsetr 15—20% Y nwuy ¢
45,X/46,XY kapuotunom n 25—30% Y 60nbHbix ¢ 46,XY kapuotu-
noM n AucreHesueit nonosbix Xenesz [Simpson, Photopoulos, 1976b].

Puc. 41. TaxeBuaHas nonosas >kenesa (ykasaHa CTPenKoi), 06Hapy>KeHHas BO
BPEMS NanapoToMun. 3aXum NpuUnofHMMaeT MaTOuHyto Tpy6y. Y 60/bHOr0 OT-
Meyanacb XY-AUCreHesmsi MOMOBLIX XXeNe3, HO TsHXKEBUAHAA NO CTPYKType Xe-
nesa WAEHTUYHA Xenese, BCTpevatouleiica y 45, X nHanengos [no Simpson J. L.
Disorders of Sexual Differentiation. Etiology and Clinical Delineation. — New
York: Academic Press, 1976, p. 268. [NeuyaTaeTcs ¢ paspeweHus].
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Puc. 42. T'uctonornyeckaa KaptTuHa TAXKEBUAHbLIX MONOBbLIX Xene3 y 45, X nHau-
BMAa. B xeneszax OTCYTCTBYIOT OBOLMTbI. OKpacka remMaTtOKCUIMHOM W 3031HOM
[no Simpson J. L. Disorders of Sexual Differentiation. Etiology and Clinical
Delineation. — New York: Academic Press, 1976, p. 269. MNeuataeTca ¢ paspe-
weHmnal.

HapyXHble nofoBble opraHbl y 45X WHAMBMAOB 06bIYHO Hefo-
pa3BUTbl B CBSI3U CO CHWXEHHON CeKpeuueln MNOMOBbIX CTEPOUAHbLIX
ropMoHoB. 10 TOW e NpuYMHE HOPManbHO CHOPMMPOBAHHbIE BHYT-
peHHWe nonoBble OpraHbl (MaTka, WeiKa MaTKW, MaTOYHble TpyObl
W BRaranuile) MMewT MeHbLIMe, YeM B HOpMe, pasmepbl. OBoOCEHUE
B MOAMbILIEYHON U /I06KOBOW 06MacTX CKyJHOE, MOJIOYHbIE >Xefe3bl
cnabo pa3BuUTbl, COCKM GnefHble.

Y 45,X 601bHbIX, NE€YNBLINXCA 3CTPOreHamu, OTMEYEHO pa3BUTHeE
3HAOMETPMaNbHbIX KapuWHOM, HO 4yacTtoTa WX HMU3Ka M MO3TOMY Mpo-
TWBOMOKAa3aHWA K 3aMeCcTUTEeNbHON Tepanuum 3CTPOreHamu OTCYTCTBY-
toT. Cnegyet NofyYepKHYTb, YTO HapALY C 3CTPOreHaMu [LOJ/DKHbI MpPu-
MEHATHLCA U MPOTrecTUHbI.

MNpun3Hakn cuHgpoma TepHepa

OnpegeneHHble comMaTU4yeckMe aHOManuu, CBA3aHHble C MOHOCOMMU-
el X, popMUpYyOT TepHepoBCKWIA teHoTun (Tabn. 21). CnekTp 3Tux
aHOManuii [OBOMbHO LUIMPOK, HO MOYTW HU OAHA M3 HWUX He ABASETCH
HU 06MUTaTHOM, HW NAaTOFHOMOHWUYHOW ANns 46,X UHAMBWUAOB. TepMWH
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Ta6nunua 21. HekoTopble (eHOTUMNMYECKME MpPU3HAKK, CBA3aHHble C 45X
XPOMOCOMHbIM Habopom

XapakTepmucTuKn pocTa
Hu3kas macca Tena npu poXxaeHun
Hwuskunit pocT y B3pocnbiX (B cpeaHeM 141+ 0,62 cm)
WHTennekr
Bep6anbHbiii 1Q > HeBepbanbHoro 1Q
CHUXeHWe no3HaBaTeNbHOW CNoco6HOCTYH
VH®haHTUNbHOCTb (BEPOATHO, BTOpPMYHAsA)
UepenHo-nunuesble NpU3HaKu
MpexX/aeBpeMeHHOe cpacTaHWe YepernHbIX LWBOB C pa3BUTUeM OGpaxuuedanmm
[ethopMnpoBaHHble YLIHbIE PAKOBUHbI
Mpornatuns
anukaHT (35%) 1
Bbicokoe apkoBufgHoe Hebo (36%)
AHOManuu npukyca
AHOManumn 3peHuns, 06bIYHO Kocornasme (22%)
CHUXeHWe cnyxa HelipoCencopHoOro Tuna WAW BCMeACTBME MHGEKUUU cpel-
Hero yxa
[py6ble BONOCHI
LLles
KpbinoBnaHblie cknagku (46 %)
KopoTkasa wupokas wes (74%)
Hwusknii poct Bonoc na wee (71%)
pyaHas Knetka
LnToBngHas wupokas (53%)
LLInpoko paccTaBieHHble COCKMU
3a0CTpeHHbIV NaTepanbHbll KOHeL KNHUnLbI
CeppeyHo-cocyncTble HapylleHuns
KoapkTauuns aopTbl unn fedekT Mexkenyf0oukoBoi neperopogkn (10—16%.)
AHomanumn noyek (38%)
MoakoBoo6pa3Has Mnouka
OJHOCTOPOHHAS annasna MoYku
YnBoenue MoO4YeTOYHUKOB
YKenyaouHo-KnLeYHblli TpakT
Teneanrmokrasumn
Bocna. inTenbuble 3a6onesaHus
Koxa n numdaTtnyeckas cucrema
MurmeHTHbIR neByc (63%)
Nnmdeaema (38%) BcneacTBMe rMnonaasMm MOBEPXHOCTHLIX COCYAO0B
Hortu
Munonnasuna unu gedopmauyns (66%)
CK'efnleTHble HapyLleHus
BanbrycHasa gedopmaums nokteBoro cycrtaBa (54%)
M3MeHeHne cycTaBHOW MOBEPXHOCTU NMyYeBO KOCTU
KnuHogaktnava V nanbua
KopoTkne meTakapnanbHble KOCTW, 06bl4HO IV nmanbua (48%)
YMeHblUeHe Ayru 3ansictba (B cpegHem yron 117°)
[edopmaumns megnanbHOW YacTW ron0BKM 60/blie6epLoBoii KOCTU
[epmatornudnka
MoBblIWeH 06WWA rpe6HeBO cyeT na manbuax (B cpegHem 166,1 + 8,02)
YBeNnYeHHOe pacCcTosHUe MeXAy NafoHHbIMW Tpnpagnycamn a u 1
[uncTanbHblii akCManbHbIA ToMpaguyc B NoN0XeHun t'

M3: Simpson, Disorders of Sexual Differentiation. Etiology and Delineation. --
New York, Academic Press, 1976. .
1MpoueHT 45, X MHAMBUAOB, UMEIOLWMNX AaHHbLIA MPU3HaK.



-«CUHApoM TepHepa» [OMKEH MPUMEHATLCA TONbKO K NNULAM C HU3KUM
pOCTOM, AWCreHe3Weil MOMOBbIX Xene3 W OnpeAeNeHHbIMKU comMaTuye-
CKUMU aHOManusmum,

HapylweHuns metabonmsama m npmobpeTeHHble 3ab60/1eBaHNS

BOHAOKPVHHbIE M3MEHEHUS CBA3aHbl C OTCYTCTBMEM MOJIOBbIX Xenes u

NPOABNAKTCA CHUXEHWEM YPOBHSA 3CTPOreHOB W MOBbIWEHUEM YPOB-

He ®CI n JIF BCcneAcTBMe HapylleHMs MexaHu3Ma 06paTHON CBA3W.
Engel, Forbes (1965) o6Hapyxunu
Anabet y 8 m3 42 4yenoBek C gucre-
He3uelk NOMOBbLIX >Xenes, B ApYyrux
COo06UWEeHNAX UMEKTCA AaHHble O
CHVXEHHON NpOoAYKLUM WHCYNUHA
nocne BBefeHUs TNOKO3bl. C gpyroii
CTOPOHbI, €CTb [faHHble O TOM, 4TO
yactoTa fAuabeTa He MNOBblWEHA HU
y B3pOCAbIX, HU Yy [eTeli c AUCreHe-
3neli  NOMOBbIX Xefes. YacToTa
ayTOMMMYHHOro Tupeomguta m 60-
nesHn IpeliBca He npeBbilWaeT 0XWU-
paemoi  [Doniach, Roitt, Polani,
1968; Rrooks, Meek, Schimke
1977]. OnwucaHbl cny4vanm KOCTHbIX
nMepenoMoB W ChAaBMEHUA MO3BOHKOB
y 60/bHbIX C AUCreHe3nei MonoBbIX
enes, O[JHAKO OCTEONopo3 jJaxe Yy
HeneyeHblX 6OMbHLIX BCTpeyaeTcs
peako. lMoBblWeHa 4YacToTa 3CCeH-
UManbHOW TFUNEPTOHUN.

AHOMa/IMM MNOJI0BbIX XPOMOCOM

[vcreHesns MNONOBLIX Xenes 4acTo

cBA3aHa C PasHOOGpPasHbIMU XPOMO-

COMHbIMW  HapyweHusaMu. AHanus

Pa3NNUYHbIX XPOMOCOMHbIX Ha6opoB

no3BoNAeT cAenaTth BbIBOJ O BO3-

MOXHOI nokanusauum Ha X-Xpomo-

COMe TeHOB, AETEPMUHUPYIOLWNX pa3-

BMTUE MOMOBbLIX >Xefe3 W onpege-

25”‘05(.4%030”1’2'8‘3?“/" (;To';ampl:":;'g”ﬁg"_ NEHHbIX COMATUYECKUX MPU3HAKOB.

NoBble MPU3HAKM OTCyTCTBYHOT. Co-
MaTWdyecke aHoManuu xapaktep- Habop xpomocom 45X

Hbl 419 cuHApoma TepHepa U BKIO-
YalOT KpbINOBMAHbIE CKNagkn Ha [104TW BCe MHAMBUMABI ¢ 45X Ha6o-

lwee, HU3KWIA POCT BOMOC HA 3aTbifi- POM XPOMOCOM (pHC. 43)  HU3KOrO

Keé W MUTMEHTHbIE HEBYChI [nepen(-?- pocTa C npu3HakamMu cuHapoma Tep_
yataHo u3 Sutton’s An Introducti-

on to Human Genetics. — Holt. Hepa. XoTs MartorHoOMOHUYHbIE NpU-
Rhinehart, Winston, 1975]. 3HaKu OTCYTCTBYIOT, CHEKTpP aHo-
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Manuy y nuy ¢ 45X KapuoTUMOM OYEHb XapaKTepeH, 4YTO MO3BONfAeT
OT/INYNTL UX OT NUL, C APYTUMWN XPOMOCOMHBLIMU HapyLleHNnAMKN. Y UH-
anBnaos ¢ 45,X KapnoTMHOM BMECTO MOJIOBbIX Xefies onpejenakwTcs
HegndhepeHUMPOBaHHbIE TSXU, HO TeM He MeHee 3% W3 HUX MEHCT-
pyvpyrloT 1 noutn y 5% pa3BuTbl MOMIOYHbIE Xenesbl (Tabn. 22). N3-
BECTHbI (hepTU/bHbIE XEHWMWHbI ¢ 45X kapuoTunom [Dewhurst, 1978;
Simpson, 198la], HO nmpuM 3TOM MNpeAnonaraeTcs HeBbIABAEHHbIA MO-
3anuH3m 45,X/46,XX. C Apyroil CTOpOHbI, B NpuHuMne epTUNbLHOCTb
Yy XeHWKuH ¢ 45X Kapnotunom BO3MOXHA, TaK KaK FrepMUHATUBHbLIE
KneTku yr 45X amM6pMOHOB ecTb, HO OHM 6bICTpee MOruMbalwT, yem Yy
46,XX ambpunoHoB [Singh, Carr, 1967]. YunTbiBasgd Manblii NpPOLEHT
hepTUALHOCTU Y 60MbHLIX C 45X KapMoTUnom, NpuM KOHCYNbTMPOBa-
HUW UX cnegyeT npeaynpexaatb 0 60/blWON BEPOATHOCTU MepBUYHOM
ameHopen u becnnoguun. Ona Tex, y KOro Hactynuna 6GepeMeHHOCTb,
pekomeHAyeTCA npeHaTanbHaa AWArHOCTUKA C Lenblo  UCKIHYEHUA
XPOMOCOMHOW aHOManuun y pebeHka.

Ta6nnua 22 Koppensuus sHAOKPUHHbLIX HapyLUeHWi ¢ onpeaeneHHbIMU
aHOMaIAMU X-XPOMOCOMBbI

He,qopasBMTme MO-
AHomanuns MepBuyHaa ameHopes NOYHbIX Xenes

45, X 173/178 (97%) 169/170 (95%)
45, X/46, XX 56/64 (88%) 50/61 (82%)
[eneuna KopoTKoro nseya X-Xpomo-
COMbI

46, X, del. (X) (pH) 23/38 23/38

46, X, del (p21, p22) 111 11

46, X, i (Xq) 23/23 21/23
[eneunsa ANMHHOIO nneva X-XPOMOCO-
Mbl

46, X, del (X) (ql3) 16/18 13/18

46, X, del (X) (q22 nnun q24) 10/12 9/12

46, X, i (Xp) 6/6 5/6

MpumevaHune. [faHHble u3 Simpson (1979a, 1979b, 1980b); Simpson, LeBeau

Ana TOoro 4ytobbl CBECTM K MUHUMYMY OWMUOKM OT6Opa, oueHku ans 45X, 45X/46,
XX 1 46,X,i(Xq) BblBefeHbl 13 0630pOB” N0 BOMPOCY AWUCTEHE3NW MONOBbLIX Xene3 (C npu-
AHaKamMy CcuUHApOMa TecPHe a_unn_6e3 HWX), NEepPBAYHON aMeHOpeu WaW aHoManuil nono-
BbIX XpomocoM. 46,X,del(Xp); 46,X,deUXq) wn 46,X,del(Xp) BKnualT BCE OMNUeaHHble
cnyyan. Qsa cnydasn, pacueHeHHble paHee kak 46,X,i,(Xp), Ha camOM jaene oOkKasanucb
46,X,del(Xq); Takum obpasom, 46,X,I,(Xp) cnyyanm TakXe MOryT ObiTb NPeAMETOM ab-
TepHaTWBHOWM WHTepnpeTauuu. [log ameHopeeli NOHWMANUCb OTCYTCTBME MEHCTpyaLui,
a TaKxe c/ly4yanm O[HOKPATHOro KpOBOTeYeHWs Yy nul, B Bo3pacTe 14 neT n craplie, BKIO-
yas CKyfHble BblAeneHus. HepgopasBuTue MOMOYHBLIX XXefe3 onpefensnm Kak Hejopassu-
TUe NapeHXMMaTo3HOW TKaHU.

Mo3zanunam 6e3 CTPYKTYPHbIX NepecTpoek

Y WHAUBUAOB C Kapuotunom 45,X/46,XX MeHee BblpaXXeHbl (JeHOTU-
MMYeckne NPOABMEHUSA MO CPABHEHUIO C «4YUCTbIMU» opmamu 45,X.
MeHcTpyauun HabnopgatoTcd B 12% cnydaes (Bmecto 3% y 45X
nuu), pasBuUTble MOMOYHbIe Xenesbl —B 18% (Bmecto 5% y 45,X
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nuuy), cpegHnin poct uHanenaos c 45,X/46,XX Bbille, YeM WUHAMBMAOB
¢ 45X kapuotunom (pocT 153 cM M HWXe BCTpevaetca y 75% nuy
Cc mo3aumuymsmom u 95% y nAuy npu OTCYTCTBUMM Mo3amumsma). Coma-
TUYyecknme aHoManuu HabnwpatTcs pexe, yem npu 45X dopme auc-
reHes3nun MoJioBbIX >Kenes.

KapunoTtunbl 45,X/47, XXX un 45,X/46,XX/47, XXX BCcTpeyaroTCA
pexe, uem 45,X/46,XX. 3aBUCUMOCTb (DEHOTUMUYECKUX MNPOSBEHMWI
OT COOTHOLIEHMA pPas3fIMYHbIX KNEeTOYHbIX KNOHOB He foKa3aHa. Cny-
yam 45X/45XY un 45 X/47, XYY wmo3anuymsma paccmaTpuBainch pa-
Hee B pasgenie «MyXCKOW ncesgorepMapognTmam».

[eneumnna KOpoTKOro naeva X-XxpoMOCOMbI

46,X, del (Xp) wunun 45,X/46,X, del (Xp). Aeneymnsa KOpoTKOro naeva
X-xpomocombl (puc. 44) deHOTMNMUYECKN MNPOSIBASIETCH [AUCTeHe3nel
MOMOBbLIX Xefes, 3aflepP>XXKOoW pocTa M APYrUMM NpusHakamu CUHApPOMA
TepHepa.

HecmoTps Ha fgucreHesuto nofioBbiX Xene3 y 46,X, del (Xp) uH-
LVBUAOB MeHCTpyauun HabnwgatoTes y 40% nuy, y KOTOpbIX X-Xpo-
MOCOMbI N0 BUAY OblN TENOLEHTPUYECKUMU WU aKPOLEUTPUYECKUMU
46,X, del X (pll), m y 10 m3 W wnHAUMBMAOB, Y KOTOPbIX TOYKa

(Xg>

del (Xq)

Puc. -IM. CxemaTuyeckoe unzobpaxeHune angdepeHLManbHO OKpaleHHbIX XPOMO
CoM.

a — HopmanbHas X-xpomocoma; 6— xpomocombl o del(Xp), i(Xq), del(Xq) wn i(Xpb,
BonbwunHcTBo xpomocom ¢ del(Xp) asnsoTcs agm- NN TeNOLEHTPUYECKUMUN, HO WHOTY i
TOYKM pa3pbiBOB pacnonaraloTcs Ha ydacTke Xp2l wmnu guctanbHee. TMpu del(Xq) Toukm
pa3pblBOB Yallle BCEro NOKanu3ylTcs Ha yuyacTkax Xql3 wnam Xq22, nam 24, Ho ONMCaHbI
cnyvyan u 6onee AucTanbHOro pacnonoxxeHus ux [mo Simpson J. L. Gonadal dysgenesis
and sex chromosome abnormalities. — In: Genetic Mechanisms of Sexual "‘Develop-
ment/Eds. H. Vallet, J. H. Porter. — New York: Academic, 1979a, 365. MMeyaTaeTca C
paspeLueHus].
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paspbiBa BOBMeKaeT TOMbKO [AWCTaNibHbI Y4acTOK KOPOTKOro mnieva
xpomocombl ¢ 46,X, del (X) (p21 wnn p22) (tabn. 22) [Simpson,
LeBeau, 1981]. Hepegko OTMeuvalTCsi pa3BUTbie MONOYHbIE >KENesbl.
OuyeBUAHO, YTO BbIPaXEHHOCTb HapyLIeHWU NOMOBbIX >Xene3 3aBUCUT
OT CTeneHW pgeneuun. Tak, ameHopes 6onee BepoATHa y NuL C Aene-
LUMein NPoOKCMManbHOW U AUCTaNbHON YacTeil XPOMOCOMbI, YeM Y NuUL, C
fAeneyHein TONbKO AUCTaNbHOW YacTu.

CpegHuii pocTt 46,X, del (X) p(11) u p(21 wnm 22) UHAUBWUAOB
coctasnfer 152 mnm 154 cm COOTBETCTBEHHO. CnefyeT MOAYEPKHYTb,
yto uHgusugbl ¢ 46,X, del (X) (p21) kapMoTMNOM HWU3KOro pocTa ¢
TEepPHEPOBCKUMW CTUTMaMU, HO O6bIYHO MEHCTPYUPYIOT.

46,X, i (Xq); 45X/46,X, i (Xq). PasgeneHue ueHTpoOMepbl B No-
nepe4yHoM HanmpaBfeHWW MPUBOAUT K 06pa3oBaHUI0 WN30XPOMOCOMBI,
npeactasnstolLeli coboil MeTaLeHTPHUYECKYID XPOMOCOMY C M3010runy-
HbIMN nfevyamun. O6a nfevya WAEHTUYHbI MO CTPYKType U cogepxart
OfHWM U TC Xe reHbl. M3oxpomocoma X no agnuHHomy nneuy [i (Xq)],
Takum obpa3om, npepcTaBnsetr coboil Agynamkauuio Xq WM MNOAHYHO
[eneumno BCero KOpoTKOro neya.

M3oxpomocoMa X No AAMHHOMY MN04Yy — [OBO/MIBHO YacTad CTPYK-
TypHasa aHoManma X-XpOMOCOMbI, NO3TOMY 0COObI WHTEpec npeacTas-
NAeT He MpoCTOe OnucaHue cnyyaes, a NOUCK (PEeHOKAPUOTUMMUYECKUX
Koppensuunii. AHanu3 OTHOCUTE/IbHO Me CMeLLeHHbIX BbIGOPOK yKas3bl-
BaeT, 4YTo 6onbHble ¢ 46,X, i (Xg) kKapuoTunom oTaAuvarTCa MNpu-
3HaKamu cuHApoMa TepHepa, HW3KUM POCTOM, MEPBUYHON ameHopeei
M HeLOCTaTOYHO PasBUTbLIMU MOMOYHBIMU Xenes3amu. OfHaKo onucaHbl
60nbHblE, Y KOTOPbIX Habnwganucb MeHCTpyauuum M faxe HacTynuna
6epemeHHOCTb. CpeaHuii pocT 60MbHbLIX — 136 cM. CnekTp aHoManuii
npu 46,X, i (Xq) He oTAMYyaeTcs OT CMeKTpa aHoManuii npu 45 X-
XPOMOCOMHOW KOHCTUTYLUU.

Jeneuna gnnHHOro naeva X-XpomMoCOMblI

46.X, del (Xq) wan 45,X/46/4, del (Xqg). OnucaHo okono 50 cnyua-
eB fAeneumyu AAMHHOrO njeya X-XpOMOCOMbl, TOYKa paspbiBa 06bI4MO
HaxoauTca Ha yyacTke Xql3 mnam Xq22 (cm. puc. 44).

Y 60MblWINHCTBA 60/bHLIX OTMeYalTCA NepBUYHAA aMeHopes, He-
pa3BuUTble TSXXEBUAHble MOMOBbIE Xefe3bl, MEHCTPyaLUn BCTpevatTCs
B 20% cnyvaeB. CTeneHb AUCHYHKLUM MOMOBbIX >XXE€Ne3 He CcBA3aHa
¢ pasmepom fgeneyumn [Simpson, LeBeau, 1981]. CpegHuit pocTt 152 cm
ana nuny c 46,X, del (X) (q13) kapuotunom u 151 cm gns 46,X,
del (X) (q22) [Simpson, LeBeau, 1981]. B npoTMBOMNOMIOXHOCTbL pa-
Hee cAenaHHbIM 3aknto4veHuam [Simpson, 1975, 1976, 1979a, 1979b,
1980b] npegnonaraeTcd, 4TO B [AAMHHOM nJjiedye X-XPOMOCOMbl pac-
MO/IOXKEHbI FeHbl, AeTePMUHUPYIOLLME POCT.

46.X, i (Xp). OnucaHo Bcero 8 WMHAWBWUAOB C AAHHOW XPOMOCOM-
HOV MmaTofnoruen, ogHako B ABYX caydasax nosgHee 6bina obHapyXeHa
geneuns LAWHHOTO nnevya X-XpPOMOCOMbI, a Ho i (Xp). HekoTopble
nccnegoBaTenn CUYMTalOT, YTO XPOMOCOMHas aHomanusa 46,X, i (Xp)
HecoBMeCTMMa C XMW3HbK W Bce cnyyau 46,X, i (Xp) Ha camom pene
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npeacTaBnAT coboin peneynto 46,X, del (Xq). PeHoTMnmyeckue
nposasneHnsa 46,X, i (Xp) BKAKOYAOT MNEPBUYHYIO aMeHOpew, HOop-
ManbHbIA POCT UM HEKOTOpble MpU3HaxW cuHAapoma TepHepa.

deHoTMNNYECKME N KapUoTUMMUECKME KOpPensaumm

Ha ocHOBaHUM MpuBefEeHHbIX AaHHbIX MOryT OblTb CAefnaHbl Cneayto-
Lne BbIBOAbI OTHOCUTENIbHO (heHO- M KapuoTuna.

1. MoHocomma X (45,X) nposBnsaeTca HU3KMM pPOCTOM, Hegopas-
BUTUEM MOJIOBbIX Xene3 W Npu3Hakamu cuHgpoma TepHepa. PeHOTU-
nuyeckne NposABNEHUS KpaiiHe BapuabenbHbl H B HEKOTOPbIX CAyua-
AX y 45X MHAMBMAOB HabnofarTCAa MeEHCTpyauum.

2. [deneums KOpOTKOro nnevya X-XpPOMOCOMbl W KM30XpOmMOCOMa Mo
annHHomy nneyy [del (Xp)] wam [i (Xq) | nposBnsetrca HU3KUM
pocToM W APYrMMW Mpu3HakaMu cuHgpoma TepHepa. ComaTumyeckue
aHoMannuu cxofHbl C aHoManuamu npu 45X kapuoTune. BTopuYHble
NonoBble NpuU3Hakn (MeHCTpyauun H pas3BuUTble MONOYHbLIE XKefesbl)
BcTpevatoTcs y 40% 46,X, del (Xp) un 45,X/46,X, del (Xp) uHamBmaos
n ropasgo pence y 46,X,i (Xq) wHaMBngoB. MeHee BCero (yHKUuS
ANYHUKOB CTpajaetT npu fAeneunmsax TONbKO AWCTalbHOW 4acTu Xpo-
MOCOMBbI.

3. [Jdeneuynmn yactTu nnAM BCero AAMHHOIO nnevya X-XPOMOCOMbI
del (Xq) wunm i (Xp) 4acTto NpoABAAKTCA AUCreHe3nell NONOBbIX XKe-

ne3. MeHcTpyaumn BCTpedyaroTcd Y
20% 46,X, del (Xq) wuHgmemgos. Mpwu
JleTepMuHaHTel pocta HemMo3aumyHoin opme del (Xp) wuHAWK-
BUAbl  0Obl4HOrO  pocta  [Simpson,

[leTepMuHaHTbI LeBeau, 1981].
Pa3BUTUS SUYHUKOB

h. TeHbl, feTepMUHUPYIOLLME pa3Bu-
TWe MOJIOBbIX >Xenes, No-BHAHMOMY, /0-
Kanum3oBaHbl Ha Xp n na Xq (puc. 45).
feTepMuHaHThI
PasBUTUA ANUHMHOB YaBoeHue ofHOro nneva (T. €. U30XPO-
[l6TepMUHAHTH pocTa MOCOMa) He KOMMeHCUpyeT yTpaTy Apy-
roro, NO3ToMy npeAnonaraetca, 4To fe-
TepMUHAHTBl MOMIOBbIX Xene3 na Xp n
XQ HecyT pasnuuHble PYHKLUW, Heob-
X0AWMble ANS HOPMaNbHOro pasBuTUA
gggﬁ(eﬁe%ﬁ”&m‘éiiﬁ%ﬁo F")';g: ANYHUKOB. [Ma nneye, BO3MOXHO, Ha-
NONOXEHUS na X-XpOMOCOMe re-  XOAUTCA 6O/ee OAHOrO reHa, KOHTPO/u-

HOB, [ETEPMUHUPYIOWMX PasBu-  pYIOLEro pa3BUTME MOJOBbLIX Xenes.
TWE MOJOBbIX Xenes W pocT [no

SimPson J. L., LeBeau M. M 5. Ha KopoTKoM nneye X-XpOMO-

Gonadal and statural determi-  compl nokannsoBaHbl reHbl, feTepMu-
nants on the X chromosome and

their relationship to in vitro HWPYHOLWMKNE pOCT, 1 A€neyns sToro y4a-
studies showing prolonged cell CTKa 00YCNOBMWBAET HU3KOPOCNOCTb W
cycles in 45, X; 46, X, del(X) pgpyrue aHOmManuu, CXOfHble C CUHAPO-
((pzlé));f?t?r'o{)(iagtil(X) Afﬂnmg ‘g‘g_ MoM TepHepa. CUMTAIOT, YTO U ANUHHOE
s?et. Gynecol. 1981, 141, 6o, /1640 X-XPOMOCOMbI HECET TeHbl, KOHT-

MeuaTaeTca c paspelleHus]. ponvpylowmne poct y 4esoBeKa.
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XX-AncreHe3sna NonoBbIX >XKenes

[vcreHe3nsa nonoBbiX Xenes, rMCTONOMMYECKN CXOAHAA C AUCTeHe3neil
0puM XPOMOCOMHbIX HapyleHUsX, MOXeT BCTpeyatbca U y 46,XX
nugmempgos [Simpson et al., 1971c]. K HacToAwWwemMy BpeMeHM W3-
BECTHO 6onee '150 ycTaHOBAEHHbIX C/My4YaeB TakKOW AUCFeHE3UU, BKIHO-
Yyaruwmx u ceMmeitHble cnyyam [Simpson, 1979a, 1979b].

Kak » npu AgucreHesmu MosoBbIX Xenes3 ¢ XPOMOCOMHbIMW aHOoMa-
nmamn, npu 46,XX AuCreHesnn nNOJOBble >Kenesbl MNpeAcTaBfieHbl
HeAn((epeHUMPOBAHHBIMUK TAXaMU, OTMeYarTCA Hefopa3sBUTUE BTO~
PUYHbBIX MOMIOBbIX MPU3HAKOB W 3HAOKPUHHbIE HapyweHus. bonbWnH-
CTBO ULy € 46,XX pgucreHesneil HopmanbHOro pocta (B cpefHeM
165 cm), XOTf onucaHbl WHAWBMAbI, POCT KOTOPbIX He MpeBblllaeT
150 cm. ComaTuyeckue aHoManuu, XapakTepHble /19 TEPHEPOBCKOro
theHoTUNa, 06LIYHO OTCYTCTBYIOT.

OnucaHo npumepHo 20 cemeil, B KOTOPbIX AUCTEHE3NS MOMOBbIX
Xene3 Habnwpanacb 6onee 4yem y ogHoro cmbeca [Simpson, 1979].
B HekoTOpbIX cnyyasax POAWTENN COCTOANN B KPOBHOM pPOACTBE. 3TO
flaeT BO3MOXHOCTb MpejnosiaraTb ayTOCOMHO-PEL,eCCMBHOE Hacneno-
BaHWe 3aboneBaHuWs. B 0AHOW CemMbe Yy OAHOIO0 MOPaXeHHOro cubca
66N HegupepeHLUPOBaHHbIE TAXM MOMOBLIX Xenes, y Apyroro oT-
Meyanacb nepBMYHAA aMeEHOpes W pe3kas runonnaasms ANYHUKOB,
B KOTOPbIX 6bl/I0 BbISIBIEHO BCEro HECKO/MbKO SILEeKNeToK. AHanoruu-
Hble cnyyan onucaHbl W aBTOpaMW HacToAwel KHuru. Takum obpa-
30M, MCMNo/nb30BaHWe TepMuHa 46,XX roHagHON AuCreHe3Mn TO/bKO
MO OTHOWEHUIO K NMLLAM C NOJIHbIM OTCYTCTBMEM OBOLWMTOB OrpaHuyuT
BO3MOXHOCTMW BbISABNEHUSA NINL, C MYTAHTHbIM TE€HOM.

B naty cembsiXx y MNOpPaXeHHbIX CUOCOB Hapsgy C AUCTeHe3Mnei
roHaj oTmevanacb neiipoceHcopHas rnyxorta. CouyeTaHue 3TUX [ABYX
MPU3HAKOB MOXeT OblTb 06BACHEHO: 1) MAEAOTPONHbIM [eliCTBUEM
reHa B OT/INYME OT reHa, Bbl3bIBAlOLWEro W30/MPOBAHHYIO AUCTEHE3NI0
roHag [Pallister, Opitz, 1979]; 2) romo3uWroTHbIM COCTOSIHMEM MO
[LBYM peLecCMBHbIM TFeHaM Y MOTOMKOB poAuTefnei, COCTOSABLWINX B
KPOBHOM pPOfCTBE; 0) pPasMYHON 3KCNPECCUMBHOCTbIO reHa, Bbi3blBat0-
wero XX-AUCreHe3nto MOMOBbIX >Kene3. HekoTopble wuccnegosatenu
CUMTAOT, YTO XX-AUCTeHe3ns MOJIOBbIX >Xefie3 B COYETaHWU C HU3KO-
pocnocTbio npeAcTaBnser coboii Apyroe 3abofieBaHWe, HO B Halem uC-
CNefjoBaHUM He MONY4YeHO CTPOrMX [OKas3aTenbCTB 6MMOAaNbHOr0O pac-
npejeneHns pocta y 60nbHbIX € XX-gucreHesmell roHag [Simpson,
1979a].

XY gwucreHe3smsa NnosoBbIX XKenes

[vcreHe3nsa MNofOBbIX >Xene3 BCTpevyaeTcs M Yy AUL C HOPManbHbIM
MYXCKkuUM (46,XY) kapuotmnom (cuHgpom Csuepa). B 3Ty KkaTtero-
puvt0 MOryT ObITb BKAKOUYEHbl U 46,XY XEHLWMWHbl C roHago6nactoma-
MU UKW AUCTEPMUHOMAMMW, flaxe ecnu He Bcerfja ygaeTcsa OnNpefenuthb,
pa3BuBaeTCA OMyXO0/b W3 TAXEBUAHbLIX MOMOBLIX XE€fe3 UAn U3 Auc-
reHeTM4yecknx smuyek. Moyt Bce 60MAbHble ¢ XY-AucreHesnein nono-
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BbIX )X€ene3 HOpPMa/ibHOro pocTta*
M comMaTMyeckue aHomanuu pAng
HUX HexapaKTepHHbI.

Moutn y 20—30% 60MbHbLIX
pasBuMBaeTca [AUCrepMUHOMA WAN
roHago6nactoma [Simpson, Pho-
topulos, 1976a], vawe Bcero no-
ABnALWanca Ha 1-M UM 2-m fJe-
cATUNETUN XU3HU. W3-3a 60/b-
IO BEPOATHOCTU MEPEpPOXAeHMns
peKkoMeHAyeTCcs NpoBOAUTL yfaane-
Hue nonoBbiXx $Nenes y nuy c
XY-gucreHesmein. Matka u Ma-
TOYHble TpyObl MOTYT ObITb OCTaB-
NEHbI.

OnucaHbl cemeliHble cny4au
XY-gucreHesum [German et al.,
1978; Simpson, 1979a; Simpson,
Blagowidow, Martin, 1981], a B
Tpex ceMbAX 3aboneBaHue cerpe-
rmposano no Tuny X-cuenjeHHOo-
ro peLeccrBHOro MAM ayToCOMMO-
LOMWHAHTHOrO, OrpaHWYEHHOTO
nosoM, npusHaka. ¥ 60MbWMNHCT-
Ba MOPaXXEHHbIX BbIABNEH aHTU-
reH IlI-Y [Wolf, 1979], u4t0o no-
3BONISIET NPEANnONOXUTbL BOBNEYe-
HMWe B npouecc AeeKTHbIX Kie-
TOYHbIX peuentoB. Kpome ToOTroO,
OYeBUAHA reTeporeHHoOCTb [AaHHOo-
ro 3abonesaHma [Simpson, Bla-
gowidow, Martin, 1981].

CUHAPOM KNAWH®ENBLTEPA

Puc. 46. MysxuuHa ¢ 47, XXY Ka- CuHapom KnaiHgpentepa BCTpe-
punotunom wn _FVIHeKOMaCTVIeVI_ [FIO yaeTca y nuy C MYXCKUM (heHo_
intersexuality, - Ih: " Sorsby A TUMOM, 3 B Kapworune Hapagy
(Ed): Clinical Genetics/Ed. A. Sor- Y-XpOMOCOMOMN BbIABNAOTCA [Be
sby. — Ed. 2. London: Butterwortli, n 6onee X-xpomocombl (puc. 46).
p. 517. Meuataercs ¢ paspeLueHns]. YacToTa 47,XXY cuHapoma Cco-

cTaBnfer 1 :1000 >KMBOPOX/AEH-
HbIX Manb4MKOB. Opyrue BapuaHThI CUHApPOMA  BKAKOYaKT
46, XY /47, XXY; 4SXXYY 1 49, XXXXY XpoMoCcOMHble Habopbl. Han-
6onee XapaKTepHbIMW MPU3HaKaMW SBAAIOTCA LUCTEHE3Us CEeMEHHbIX
KaHanbLeB M HefOCTAaTOYHOCTb aHAPOreHOB, COMaTM4YeCKMe aHoMaaunu
HexapaKTepHbl. B oTnnume oOT pasHbIX (GOPM MYXCKOro nceBaorep-
mMadgpoanuTnama npu cuHapome KnaliH(enTepa oTMevalTCcad aHOManums
MOJIOBbIX XPOMOCOM W NpaBWUIbHO CHOPMUPOBAHHbIE HapyXHble NOMO-
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Bble OpraHbl, a OT FMWOTOHAAOTPOHHOIO TMHOrOHafgW3Ma CUHAPOM OT-
NNYaeTcs XPOMOCOMHOW aHOManueil U MOBbILEHWEM YPOBHEM FOHaAo-
TpOMuHa.

47, XXY kapuotun

Y 47, XXY uHanBupoB knetku Ceptonn nponudepupyroT nepep ny-
6epTaTHbIM MepuofoM. [MCTONOrMYECKOe CTPOEHWE SAUMYEK XapaKTepu-
3yeTcs AereHepauueinn ceMABbIHOCALLMX KaHanblLeB W UX TMalMHO30M,
runepnnasvein knetok Jleigura BCNeACTBME HeAOPaA3BUTMA APYrux
31EMEHTOB fINYEK, 0AHaKO abCoMOTHbIE 06beM KneToK Jledgura He
npesblWaeT HOpMYy. B kneTkax Jleigura OTCYTCTBYIOT KpPUCTannoupbl
PeliHKe W CHMXeHa MNpPOAYKUMUSA CTepouAoB. HAMUYKM YMEeHbLIEHbl B
pasmepax (0K0n0 2 cM B AunameTpe), 60/7ee NAOTHON KOHCUCTEHLMW,
XOTS MHOrga MoOryT 6bITb U MSATKUE, 4YTO, MO-BMAMMOMY, CBS3aHO CO
CTeMeHbl0 rManMHU3aLUN CeMeHHbIX KaHanbleB. 3penble crnepmarto-
30MAbl HaxofgAT AWWb B peAKUX caydasx, B 4acTHocTu npu 46,XY/
147, XXY mo3anynsme.

Hapy>Hble nofoBble opraHbl CPOPMUPOBAHbLI MPaBUIbHO, HO Y
HOBOPOX/AEHHbIX MWHOr4a OTMe4YaeTCas MUKPOMEHUC, Y B3pOCAbIX B
80—90% cny4aeB MOMOBOA 4YfeH MMEET NOYTU HOPMasnbHbIA pasmep,
a npu BBefeHWW aHApPOreHoB yBenmMumBaetcsd Ha 1—3 cm. MowoHKa
M CeMABbIHOCALWLME NPOTOKM O6LIYHO pas3BUTbl HOPManbHO, MNpeacTa-
TenbHas >enesa O6bIYHO MEHbLIEro pasMepa 3a CYeT CHUXEHHOrO
YPOBHSA aHApOreHoB. 'mnocnagusa M KPHNTOPXMU3M BCTpeYaroTCA Peako.

CHMXXEeHHaa NpoAyKuusa aHApOreHoB BefeT K HeAOpa3BUTUIO BTO-
PUYHbBIX MONOBbLIX MPU3HAKOB. Y POBEHb TECTOCTEPOHA 06bLIYHO B MOJIO-
BMHY HMWXe HOPMbl; B HEKOTOPbIX CAyyasax MOBbIWEH YpoBeHb J1T
Jaxe npu HOpMalbHOM YPOBHe TecTtocTepoHa. OBoJsioceHMe na nobke
U B MNOAMbIWEYHbIX BMagMHaX MOXET 6biTb B HOpMe, HO pacTUTESlb-
HOCTb Ma fuue O0ObIYHO CKYyAHas, HHOLWeCKWe MPbIWLK OYeHb PefKMu.
TemOp ronoca He CHWXaeTcs, Koxa MOXeT OblTb 6nefHas U MopLiu-
HUCTasA, OTMeYaeTCs OT/IOXKEHME XMpa Mo XeHCKoMY Tuny. Laxe npu
HOpManbHOM (heHOTUNe 60MbHble 6biBAOT 6ECNA0AMbI.

Y 50—75% 47.XXY WHAUBMAOB NpuW nanbnaluumn BblABNAETCA yBe-
NNYEHNE NapeHXWMbl MOSIOYHON Xenedbl, HO TMHEKOMacTus Habno-
faeTca Heuyacto. Mpu cuHgpome KnaliHgpentepa BepoATHOCTb pasBu-
TUA KapLMHOMbI MOMIOYHON Xenesbl B 20 pa3 Bbille, YeM Y 340POBbIX
My>uunH [Scheike, Visfield, Peterson, 1973]. OkasbiBaeTcsi, 410 Yy
3—"% MYX4YUH, 3a60NEBLINX PaKOM MONOUYHbIX >Kene3, OTMeyaeTcs
cuHgpom KnaliHtenTepa, B CBSi3M C 4YeM HEKOTOpble uUcCCnefoBaTenu
cuMTalT LuUenecoobpasHbIM MNpoBeAeHWe MACTIKTOMWUM NPU  TUHEKO-
MacTuu.

Mugusugbl ¢ 47,XXY 06bl4HO 6bIBalOT 60/Mee BbICOKOTO poCTa,
yemM B HOpMe, MpW 3TOM Y HUX [LAUCNPONOPLUOHANLHO YBEAMUYenbl
HUXHUE KOHEYHOCTW NPWU HOPManbHOW A/IMHE TYyNnoBULLA WU BEPXHUX
KOHeyHocTel. YacTo BCTpeyaeTcsd aHOManus ckeneta (CKOAMO3, KU-
(03, BOpOHKOOGpa3Haa rpyfHas Knetka WM KaumHogakTunus V). Kpo-
Me TOro, 4alwie BCTpeyalTCs aHOManuu 3y60B, CHUXKeHWe cnyxa, 3a-
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6onesaHMa ceppua, Nerknux, BapuKo3Hoe paclivpeHWe BEH U runocTa-
Tnyeckne s3Bbl [Simpson, 1976; Ferguson-Smith, 1969]. ¥ 47 ,XXY
WHOVBUAOB OTMeYaeTCAa YMCTBEHHAA OTCTa/OCTb MM couuanbHasd He-
NPUCNOCO6/EHHOCTb, HO TOYHbIA PUCK 3TUX COCTOSHWUIA OLEHUTbL TPYA-
Ho. MpeanonaraeTtcs, 4to 1% YMCTBEHHO OTCTa/ibiX MYXYUH UMEKOT
47,XXY XpOMOCOMHbIA Habop, Mpuyem AONA WX Bbile cpean Tex,
y koro 1Q cocTtaBnsetr 50—85.

bonbHble ¢ 47,XXY KapuoTUMOM 4acTo MacCUBHbI, BANbl U He cno-
COOHbl BbINOMHUTL 3afjaHWe [0 KOHLUa, OHW M0XO0 ajanTUpylTCca B
MOBON 06CTAHOBKE W ObIBAOT arpecCUBHbI B CTPECCOBLIX CUTyaLuaX,
HO nNpu 3TOM peAKO OblBAOT MNCUXONATUYHbI. ST OCOBEHHOCTM Xa-
pakTepa MOryT 6biTb BTOPUYHbLIMWU KaK CNefCTBUE HapylleHWs nono-
BOro pa3BuTusa B nybeptaTHoM nepuofge. WHorga Ha 33 BbIABAAKOT-
cA aHomanuu, oTpaxaklmne opraHnyeckue msmeHeHua. Ana 47, XXY
WHOVBWAOB MOBbIWEH PUCK acouuanbHOro NnoBefeHus.

46,XY/47,XXY Kapunotun

Okono 10% cnyyaeB cuHApoma Knaindgentepa 06YycnoBneHbl
46,XY /47, XXY MO03anyuM3MoM, HO BO3MOXHO, 4YTO 3TO COCTOAHMeE
BCTpeyaeTcs vawe. Tak, Paulsen u coasT. (1968) nposenn obcnepno-
BaHue wectn 46,XY/47,XXY WHAMBUAOB, Y KOTOPbIX MO3anuusm 6bin
BbIIBfIEH B TECTUKYNSAPHON TKaHW. TOMbKO y Tpex M3 HUX MO3anLusm
BbIABAANCA U B AUMpoLnTaX.

B KnuMHMYeckoi KapTuHe y 46,XY/47,XXY pexe, yem y 47,XXY
WHOVWBULOB, BCTPEYaeTCA TMHEKOMAacTus, asoocrnepMmus, HepgopassBuTue
ANYEeK, CKyJHOe OBOMIOCEHME Ha N06Ke M NAOXOW POCT BOMOC Ha NuLe.
YpoBeHb TecTocTepoHa Bbiwe y 46,XY/47,XXY nauneHToB, a B 6HON-
TaTe AMYEK OOHaApY>XMBAKTCA 3pefible (JOpMbl CNepmMaTo30MA0B.

48 XXXY kapnotun

B nuTepatype BCcTpeyaeTcs onucaHue npumepHo 50 cnyuaeB 48 ,XXXY
BapuaHToB cuHapoma KnaiH(entepa [Simpson et al., 1974; Simpson,
1976]. Bo Bcex cnyvaax Habnwpanucb HepopasBuTME AMYEK, aHLPO-
reHHas HeLOCTATOYHOCTb M YMCTBEHHas OTCTanoCTb, a TakKXe coma-
TWYEeCcKMe aHoManuu. Y MNONOBUHbI 60/bHbIX OblINM O06HApPYXeHbl Ta-
Kve Npu3HaKW, KakK KopoTKas Les, anuKaHT, geopmaumnsa NOKTEBOrO
cycTaBa MU KAWHOAAKTUNUA.

49 XXXX KapuoTtun

49 XXXXY UHAMBUAbLI BbIABAAKTCA 00bIMHO Npu 06CNef0BaHUN YMCT-
BEHHO OTCTanblX NuW. And Takux 60MbHbIX XapaKTepHbl AUCreHesus
CeMABbLIHOCALWMX KaHa/bLeB, HeAOCTaTOYHOCTb AHAPOreHOB U TsXe-
nas cTeneHb YMCTBEHHON otcTanoctn (IQ cocTaBnser 20—25).
N3 gpyrux aHoMmanuii 4alie BCEro BCTpPeYaeTCcAa rMnepTesiopusM, 3nu-
KaHT, NporHatus, KOpoTKas wWed, KauHogaktunuma V, coxa valga,
naockocTonue.
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48, XXYY n 49 XXXYY kapunotunsl

deHoTMNMYecKne npoasneHns 48,XXYY KapuoTnna CXOA4Hbl C Mpo-
agneHunamm npu 47,XXY un 47, XYY kKapuotune. 'mnonnasmsa fAnYyek
NpuUBOAUT K HELOPa3BUTUIO BTOPUYHBLIX MOMNOBbLIX NPU3HaKoB. MHorue
48, XXYY WHAMBMAbI OTCTalOT B YMCTBEHHOM pasBUTUWU, HO 3TO MO-
XXeT OblTb CBA3aHO C O0T6opoM o6¢cnefyembix nuy. 48, XXYY MyXuu-
Hbl arpeccuBHbl, Ha O3 y HUX BbIABAAKTCA PasfiHUMble OTKIOHEHWUA?
OT Hopmbl. ComaTuMyeckume aHoOManMM  aHanorMyHbl  TaKOBbIM NPT
48 XXXY 1 49, XXXXY BapuaHTtax CUHAPOMA.

nonmcomMma X y XeEHWMH

47 XXX kapuotun

Y XeHwuH ¢ 47, XXX KapuoTMNOM 4yalie, 4yem B HOpMeE, BCTpe4varoTCcs)
YMCTBEHHAas OTCTaN0CTb M Mcuxuyeckue 3aboneBaHus. OANako Bepo-
ATHOCTb 3TUX HapyLWeHWn OUEeHUTb TPYAHO, MOCKOMbKY 60/bLIMHCTBO-
47, XXX nnaueuaoB BbifiBAsieTcs npu ob6cnegoBaHWM YMCTBEHHO OT-
CTanbiX 60nbHbIX. [pOCNeKTUBHOE MCCnefoBaHWe He6O0NblOoN cnyYai-
HON BbI6OpKM 47,XXX 60MbHbIX MOKas3ano, 4yto IQ y HuMX Ha 16 egwu-
HUL MeHblle, 4Yem y HX cumbcoB [Robinson, Lubs, Borgsma, 1979].
B Vs cnyyaeB Habnwpanu cnaboymume U HapylleHue nosefeHus. lMpu
KOHCY/NbTUPOBAHUW  C/liefyeT OPUEHTUPOBATHCA HA MUHUMANbHYIO-
OLUeHKYy pucka (mpumepHO 5%) pa3BUTMA YMCTBEHHON OTCTaNoOCTU
(1Q 45—70) y XeHwUH c 47,XXX KapuoTunom. Y HeEKOTOpPbIX
47, XXX XeHLWWH BCcTpeyalTCca onpefeneHHble YenlCTHO-NULEBbIE-
aHomanuu, KoTopble HabnwgaT v npun 484XXX, n npn 494XXXX
XPOMOCOMHbIX Habopax; comaTMyeckume aHOMasuuU HexapaKTepHbl.

Y HekoTopbiX nuy ¢ 47,XXX Kapuotunom oTMeyalTca 3ajepxKa-
MeHCTpyauuii N AUCPYHKUUSA AUYHWUKOB, MPUUYMHA KOTOPbIX HE ycTa-
HOB/leHa; OAMaKo ecTb MPEAMNOJIOXKEHUE, YTO MU3NULIHee yucno X-xpo-
MOCOM HapyllaeT MeMOTMYECKYyK cerperayuilo M BefeT K 0OCTaHOBKE
oBOreHesa. HecmMoTps Ha TeopeTUYeCKM OXMAaeMblii PTTCK XPOMOCOM-
HOl aHOManuu y pebeHkKa, paBHbI 50%, NOTOMCTBO 47,XXX XEHLUH,
B OCHOBHOM 340poBoe. OAHaKO OMNMcaHbl Cay4vyaun POXAeHUA [eTeill C
XPOMOCOMHOI aHomanueh y 47, XXX wnam 45,X/47. XXX XKeHWuH
[Dewhurst, 1978; Simpson, 1981a], noatomy 47,XXX XenwnHam BO
BpeMs 6epeMeHHOCTW BCe >Xe cnefyeT PEeKOMEeHAOBaTb MpeHaTanbHYo
LNArHOCTUKY.

48,XXXX kapuotun

Bce, 3a uckntoyeHmem opHol, 48,XXXX >»eHWMWHbl ObIN CO CHUXKEH-
HbIM WHTEN/IEKTOM. HeKoTopble MauMeHTKM UMeNn CXofsaleecs KoOCo-
rnasve, npusHakym cuHgpoma [ayHa u aHomanum 33I. B pgpyrux
cnyyadax COMaTUYeCKUX aHOManuWii He OTMEYEeHO, HO uMMenacb pAuc-
DYHKUNA ANYHWNKOB.
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49 AX XXX KapunoTun

49 XXXXX MHAMBUAbI OTCTAalOT B YMCTBEHHOM pasBMTWUK, 4acToTa CO-
MaTU4YeCKUX aHOManuii y HUX Bbllle N0 cpaBHeHU Cc 47 XXX #u
48, XXXX XpPOMOCOMHbIMW HapylweHWaMu. Yawe BCero BCTPeYarTCH
Takue aHomanuu, Kak TUMNepTenopusM, Kocas rnasHas LWenb, Wupo-
Kas nepeHocuua, BbIBEPHYTble Try6bl, CXopslieecqd Kocornasue, Ma-
NeHbKWNE «kuctu u CTOMbl, aHOManuum 3y60B, KAWHOAAKTHAWS V, KO-
poTKas Les, CHUXeHne o6Lero rpedbHeBOro cyera.

NnoONNCOMUA Y Y MYXUYNH

XpoMoCcOMHbI  Habop 47,XYY BCcTpeyaeTcs npumepHo y 1 wu3
1000 XMBOPOXAEHHbIX Manb4ynmkoB. B 1965—1966 rr. 6biam ony6nu-
KOBaHbl faHHble 0 TOM, 4TO 47,XYY KapuoTun mMoXeT 6biTb BbifBAEN
Cc 6onblueli BEpPOATHOCTbI Yy /ML, BbICOKOTO POCTa, YMCTBEHHO OTCTa-
NbIX, @ TakXe Y MYXUYUH, LA KOTOPbIX XapakTepHO aHTucouumanbHoe
nosegeHune [Price et al.,, 1966; Jacobs, Price, Wliatmore, 1967].
HecmoTps Ha 60/blIOE YMCNO UCCNefAOBAHWUIA, NPOBELEHHbLIX C TeX MNop,
OKOHYaTe/bHOr0 OTBETA OTHOCWUTENbHO (PEHOTUMUYECKUX MPOABAEHUI
nonucommn Y HeT. O4YeBUAHO, YTO B MEpPBbIX WMCCMEf0OBAHUAX Mepe-
OLEHMBANCA PUCK HEHOPMAanbHOro MoBeAeHuUs, 006YCNOBMEHHOro Xpo-
MOCOMHbIMW HapyLIeHUAMMU.

Ana 47 XYY MyXUYUH XapaKTepHbl YBENWYEHHble ANYKW W HOp-
MaJibHO pasBUTble Hapy>XHble MOJI0Bble opraHbl. OfHAKo MPW rUCTo-
norunyeckom wuccnegosaHnun B 50% cnyyaeB o06Hapy>XuBaeTcAa Hapy-
WweHue crnepmartoreHesa, a B 30% cnyyaeB BbISBAAKTCA KaHa/blbl,
cocTosle B OCHOBHOM U3 Knetok Ceptonu [Shakkobaek et al.. 1973].
YpoBeHb TeCcTOCTepoHa B Mna3me B CpejHeM He OT/INYaeTCAa OT HOPMbI.
bonbwwuHcteo nuy ¢ 47,XYY KapuoTUnom WMeElT HOpMaibHbIX pfe-
Tell, XOTS TeOpeTUYeCKM PUCK MNosABNeHMS noTtomcTBa c 47,XXY unu
47.XYY Habopamu paBeH 50%, 1 no3aToMy HeobxofAuma npenaTanbHas
AvnarHoctuka, ecnu kKapuortun otua 47,XYY.

Bce onucaHHble 48, XYYY WHAUBWAbLI OT/MYANUCh MHOXECTBEH-
HbIMW COMaTMYeCKMMM aHomanmamu. Kpome TOro, M3BeCcTnbl cnyvau
49. XXYYY KapuoTuna W pasfiMuHblie Tunbl Mo3auuymsma. PaccmoT-
peHHble XPOMOCOMHblIe HapyleHWd pas3BuBalTCA NPeANONOXUTENbHO
B pe3yfibTaTe HepacxoXfeHWs XPOMOCOM B Mei03e Y OAHOro0 U3 po-
OVTeNeil NAu HepacxoXeHWd Ha cTaguuM 3uUroTel NAu y 3M6puOHa.

TMNOTOHALOTPOMHbLIVA TMMOTOHALN3M

M301MpoOBaHHbIA AeduunT roHagoTPONNHOB

M3onmpoBaHHas HeAOCTaTOYHOCTb roHagotponuHoB (®CI w JIIN) 6Ges
Kakux-nn6o ApYyrux HapyweHwuii — fOBOMbHO peAKas npuyuMHa runo-
roHagmMsma. Y nNopaXeHHbIX XEeHWMWH 3T0 HapylweHue npoaBndeTcs
MepBUYHOWA ameHOpeeid M OTCYTCTBMEM BTOPMNYMbIX MOMOBLIX MpU3Ha-
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KOB. Y MOPaXeHHbIX MYXYMH TakKXe OTMe4yarTcs HefocTaTOYHOe pas-
BUTME BTOPWUYHBLIX MOMOBLIX MPU3HAKOB W FUMOMAasus MojioBOro une-
Ha M AnYeK, BbICOKWIA ronoc, CKYAHbIA PocT BONOC Ha nuue. Mpn ruc-
TOMIOTMYECKOM UCCNef0BaHUM TEeCTUKYNSPHOW TKaHW BbISBNsAeTCA
rmnonnasvs Knetok Jleiigura v 3afepxka cnepmaTtoreHesa; npu uc-
CnefloBaHUM SMUYHUKOB BbISIBNSETCA A0OCTaTOYHOE KOMMYECTBO MPUMOP-
ANanbHbIX QONNUKYNOB, HO OTCYTCTBYIOT OBOUWTLI. Ecnu, nomumo ne-
PEUYMCNEHHbIX HapYyLeHWi, UMeTCS M coOMaTUYecKue aHOManuu, crne-
AyeT AymaTb O gpyrom 3a6ofieBaHuu.

MN3onvpoBaHHas HeA0CTAaTOYHOCTb FOHAJOTPOMWUHOB HacneayeTcs
Mo ayTOCOMHO-peLeccuBHoMy Tuny. latoreHe3 3ab6oneBaHWs, MNO-BU-
AMMOMY, CBfi3aH C HapylweHWem (YHKLMW runoTanamyca WAuM runo-
(m3a. Y Mbllieli aHanorMyHoe COCTOsIHWE pPa3BMBaeTCs MpU HepgocTa-
TOYHOCTU FOHAAOTPONMUN-PErYNSTOPHOIO FOPMOHA.

CnHgpom KannbmaHa

Y MHAMBUAOB C CMHAPOMOM KannbMaHa oTMeuaeTcs, Kpome Aeduuu-
Ta rOHagOTPONMMUHOB, CHUXEHWE WK OTCYTCTBME 0O6OHAHUS (TUMO- UMK
aHOCMUs), CBsf3aHHOE C annasveil 0GOHATENbHbIX NyKoBMLU. OTMeya-
l0OTCA OfHOCTOPOHHAS aremesns MOYKMW, paclennHa Heba u fpyrue
MopoKn pasBuTus. ITO 3aboneBanue fBAseTCA Haubosee yacToii npu-
UMHOI TMMOroHagoTPONHOro rnnoroHaguMsMa [Santen, Paulsen, 197.3].

MockoNbKy cuHApoM KannbmaHa 6bll OMUCAH TONMBKO Y MYXXUYUH,
npegnonaranocb, 4To OH Hac/edyeTcs MO X-CLeneHnoMy peLeccus-
HoMy Tuny. Ofnako B HacTosliee BPemMs M3BECTHbI Clyyau 3abonesa-
HUS Yy OKenW KM, XOTS THNOCMMS Yy MHX BCTpPeYaeTcs pexe, UYem vy
MY>XXUMH. B 3Toii cBA3M npegnonaraetcs, 4TO CUMHAPOM HacneayeTcs
Mo ayToCcOMMO-AOMNNANTAOMY TUMNY C 60/blieil BbipaXEHHOCTbIO NpU-
3HAaKOB (HapylleHune 06OHSHMSA) y Myxunn. OnucaHa pPoAoCnoBHas C
nepegaveit 3aboneBaHWUs OT MYXUNnbl K MYXYUHE, 4TO (HOPMasbHO'
nckntoyaeT X-cuUensieHHOe HacnefoBaHue.

MN3onnpoBaHHbIi gednuynt NI

HepoctaTtouHasa cekpeuus JIT NposiBNAeTCs Yy MYXUYWMH OTCTaBa-
HMEM B MONOBOM pa3BUTUM («PepTUNbHbIE EBHYXU»), HEfOpa3BUTUEM
MYCKynaTypbl, CKYAHbIM POCTOM BO/IOC Ha /fuLe, BbICOKMM FO/0COM.
Mpy rMCTONOrMYECKOM UCCeLOBAHUWN AWMYEK BbIABASETCA MOpManbHOe
YMNCNO FTePMUHATUBHbLIX K/ETOK, HO MPakTU4YeCKM OTCYTCTBYHT KNETKM
Neiigura. Yucno cnepmaTto3onfoB B cnepme 06bIYHO B npefenax Hop-
Mbl. Mocne nevyeHUss XOPUOHUYECKMM TOHaJOTPOMMHOM W TeCTOCTEPO-
HOM MY>XYUHbI MOFYT WMeTb MOTOMCTBO. BOMbWWHCTBO W3BECTHbIX
cny4yaeB cnopajuuyeckue, XOTsS OonucaHbl NOpaxXeHHble cubCbl. Cnyvaun
3a60M1eBaHNA Yy XPruwMH TOYHO He YyCTaHOBMeHbl. Park u coaBT.
(1976) onucanu Xeuwuny, y KOTOpoil 6biN 06GHapy>Xem MMMYHOMO-
FMYECKH aKTUBHBbIA, MO GMOMOrMYECKU HeaKTUBHbIA J1T.
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MN3onupoBaHHbIN agedpununt ®Cr

Rabin n coaBt. (1972), a no3gHee Bell u coast. (1975) onwucanu
22-N1eTHIOK XEHWWHY C NepBUYHON amMeHopeeli M OTCYTCTBUEM BTO-
PUYHBIX MOMIOBbIX MPU3HAKOB. AWYHUKKN BbIAN TUNOMAACTUYHBI, B HUX
BbIABNANOCH AOCTATOYHOE UWUCNO0 MNpPUMOpAUanbHbIX  (ONJUKYNOB,
HO 3pefible 0BOUMTBLI oOTcyTcTBOBanu. ®CI He BbIABNANCA (MeHee
3 MEA/Mn), B TO H<e BpeMs ypoBeHb JII' 6bl 3HAYUTENbHO MOBbIWEH
(40—90 mMEA/mn). Ecnn roHagOTPOMHbLIA PUAM3UHI-TOPMOH MPUCYT-
CTBYeT, TO, OYEBWUAHO, AaHHOe HapylleHWe CKOpee CBA3aHO C MaTono-
rvein runodusa, a He runoTtanamyca; B MOMb3y 3TOr0 MPeAnosoXeHUA

CBUJETENbLCTBYET TOT (PaKT, uyTo CTPYKTypa R-cy6beaumHuy ®CI uns-
MeHeHa.

f'mnonutyntapHasa Kap/IMKOBOCTb

HefocTaTOYHOCTb ABYX WM 6Gofee CTUMYNUPYHOLWKUX FOPMOHOB Tumno-
(hn3a, B TOM 4ucfie rOHaAOTPONUHA, ABMAETCA W3BECTHOW NPUYUHON
KapnumkosocTu. Tpu runonuTyuTapHOM KapsnMKoBOCTM C AeduuuToM
ropMoHa pocTa MOXeT BCTPETUTbHCA W Jed@UUUT TUPEeoTPOMNHOro rop-
MoHa, AKTI wnn roHagoTponuHa. FvnonuTyuTapnblii FNNOroHazo-
TPOMHbIA TMNOroHagn3M Nlerko AMarHoCTUPYETCA Ha OCHOBAHWW COYe-
TaHMA 3afep>XXKW pocTa, rMNOTMpPO3a W HefOCTATOYHOCTM (YHKLMUN
HafinoYeyHNKOB. 3aboseBaHMe MOXeT ObITb 06YCNOBMIEHO pasHbIMU
MPUYMHaMW: ayTOCOMHO-peLecCBHOM uan X-CLUENNeHHOW peLeccus-

HOll MyTauuel, MH(peKuned, HoBoobpasoBaHMEM B runoguse uUan ru-
notanamyce.

APYTME HAPYLWEHWA

Annasns repMmMHaTUBHbLIX KNeTOK (CMHAPOM KreTok CepTosnn)

B 1947 r. Del Castillo, Trabucco, Dela Balze onucanun HeckonbKux
(heHOTUNNYECKN HOPMasibHbIX, N0 6ecniofHbIX MYX4YWUH. BbiNno BbIAB-
JIeHO OTCYTCTBME CMEPMATOrOHWEB B CEMEHHbIX KaHalblLax HEeCcKO/IbKO
YMEHbLIEHHbIX B pasmepe fnuvek. DyHKUMA KNeTok Jledgura He Ha-
pyweHa, TakuMm 06pa3om, BTOPUYHbIE MOMOBble NMPU3HaKW ObiIU pas-
BUTbl HOPManbHO. [Manunu3aumsa M CKNepo3 KaHanbLeB O0ObIYHO He
BCTpeyalTca. YpoeeHb ®CI B nnasme nosbiweH, a JIF —B npege-
nax HoOpMmbl. WMHOrga B cnepme BbIABAKTCA OTAe/ibHbIe Cnepmarto-
somabl. becnnogne Heusneuynmmo, BBefeHWE aAHLPOrEHOB He MOKasaHo,
TaK KakK BTOpPWYHbIE MOJIOBbIE NMPU3HAKN pPasBuTbl HOpManbHO. 'nCTO-
NOTUYECKNE W3MEHEHUA AMYEK CXOLHbl C W3MEHEHUAMW NPU OpXuUTe

BCNeACTBME NapoTuTa, 06MYYeHWUS, MPU KPUNTOPXMU3ME W CUHAPOME
KnaiHgenTepa.

CUHAPOMbI PYAMMEHTAPHbIX U O4HOCTOPOHHErO
TAXEBULHOTO SIMYHMKOB

CUHAPOM PYLWMEHTapHbIX SUUYHUKOB XapaKTepusyeTcs YMeHbLIeHUeM
unucna oNnuKynoB. AHaTOMUYECKW aHanoOrMuyeH CUHAPOMY PYAUMEH-
TapHbIX AWYEK. DTUONOTUS HEM3BECTHa.



FnaBa 1

PACIMPOCTPAHEHHBIE HETMIHEKOJTIOTMUYECKUE
3ABOJIEBAHNA

TeHAeHUMSA K HaKOMIeHWo onpefeneHHbIX 3a601eBaHUN B CEMbSX MO-
XeT ObiTb pe3ynbTaToM BAMAHUA KaK TFEHETUYECKUX, TaK M HereHe-
TUYECKUX (haKTopoB. MeHeTMyeckne (akTOpbl YacTO elle HegocTaTou-
HO W3YYeHbl ii MOTYT HE MMeTb OMpejensiolero 3HauyeHUs B pas3Bu-
TUU TOrO WM MHOro 3a6oneeanus. Mpu WMPOKOM pPacrnpoCTpaHeHUN
3a6oseBaHNs B MOMYNALUN CEMEHHbIE Clydyan ero sIBAATCA pe3yib-
TaTOM BbICOKO 4acToTbl 3a6oneBaHus. Kpome TOro, HeKOTOpble CO-
CTOAHWSA, 06YC/IOB/EHHbIE [eliCTBMEM CPeAoBbIX (HaKTOPOB, MOTYT ObITb
CXOfiHbl C HacneAcTBeHHbIMW 3a6oneBaHWAMM. TeM He MeHee TreHe-
TUUYeckMe (aKTopbl HemManoBaXMNbl B Pa3BUTUM Lenoro psga Gones-
Heil. HacToswas rnaBa mocBsujeHa KpaTkomy o0630py HauGonee pac-
MPOCTPaHEHHbIX 3a60/MeBaHWii, MPeACTaBNAWMNX WHTEpec ANA aKy-
WepoB ¥ FMMNeKonoros.

TMMNEPTEH3NA

HecmoTpsi Ha TO 4TO MpUpoja apTepuanbHON FMMEePTeH3UM pa3Hoo06-
pasHa, MMerTCA faHHble O CEMeliHOM HaKOMJeHWW Cly4yaeB 3CCEHLU-
afNbHOW rUNepTOHUU, XOTA XapakTep HacnefoBaHWS He YCTAHOBJEH.
Hanpumep, Pickering (1968) nokasan, 4To apTepuanbHOe JAaBieHue
C KOppekuwneid Ha Non y B3pOC/AbIX POACTBEHHMKOB | CTemeHU umeeT
TEHAEHUMI K CeMeiHOMY CXOACTBY ero YpOBHel, M Mpeanonoxun,
4YTO KpPOBSAHOE [aBNeHUe — KONMYECTBEHHbIA NpU3HaK C MNOIUTEHHO-
MYnbTU(AKTOPUanbHbIM HacnegoBaHueMm  (KO3hULMEHT perpeccum
0,2—0,3). C pgpyroi cTopoHbl, Morrison n Morris (1960), a Takxe
Platt (1963) oTgatoT npefnoyTeHWe AeNCTBUIO FNaBHOrO reHa. Bepo-
ATHee BCero, rmnepTeH3ns — reTeporeHHoe COCTOSIHWE, KOTOpOe B 0Of-
HUX CcNydvasX MOXET OblTb 06YCNOBMEHO O4HUM TEHOM, a B APYrux
BefleT ce6a Kak My/nbTH(AKTOPHaNbHbI/ NPU3HaK.

Kass H coaBT. (1975) nokasanu, 4TO 3MaynmMble CemeliHble Koppe-
NAULMKN NO apTepuanbHOMY [aBNeHWIO HabNAAlTCA YXe K 2 rogam
XWU3HU. BAn3HeL0Bble UccnefoBaHUsa NOATBEPXAAOT rMNoTesy O BAMUA-
HUN TeHeTUYeCcKUX (HakTOpOB Ha apTepmanbHoe [faBneHUe U runep-
TeH3uto [Feinleib et ai., 1975]; y MOHO3MIOTHbIX 6/M3HELOB KOppens-
LMa Bbllle, YeM Y APYTrMX pPoACTBEHHWKOB. Bbonee BbICOKME 3HAUYeHUA
Koath(pnumeHTa KOppensumm nonyyeHbl U A0S LU3NTOTHbIX 61M3HELOB
Mo CpaBHEHMWIO C HeGAH3MeLOoBbIMH cnbcamn UAW PoaUTENs MU U AeTb-
MW. 3TW pe3ynbTaTbl COrNacylTCca C rMnoTe3on 0 TOM, YTO B JeTep-
MWUHaLWUW apTepuanbHOro faBneHUs WUrpawT poNib U cpefoBble (akTo-
pbl [Feinleib et al., 1975]. X0Ts He BbISBNEHO BblpaXKeHHOI Koppens-
LUN YPOBHA apTepuanbHOro AaBfeHUs y poaUTeNeidl u NpueMHbIX
petein [Biron, Mongeau, Bertrand, 1975; Biron, Mongeau, 1978],
O[HAKO He3HauuTeNnbHas NONOXKUTENbHas Koppenauua Habnwgaetcs
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y MPUEMHbIX [JeTel, XUBYWMUX BMecTe. ITW KOPPEeNAuMM CBA3aHbl C
MPOMEXYTKOM BpPEMEHM, MPOLUEALEro C MOMEHTa YCbIHOBEHMWA, a Tak-
e C Maccoil Tena, MpPU3HAKOM, KOTOpbI Hacnegyetcs MynbTUdakTo-
puanbHo. (OnpeAeneHHY ponb MOFYT uUrpaTb W Takue QakTopsbl,
Kak noTtpebneHne conu, cTpecc n hmsnyeckas akTUBHOCTbL.)

Takum o6pa3om, cemeiinas arperayusi apTepuanbHOro [aBneHus,
no-BugMMOMY, 06yCnoBfeHa reHeTuvyeckumm gaktopamu. CTeneHb Ha-
cnegyeMmocTn He onpepgeneHa, xota Feinleib n coaBT. (1975) npea-
MONOXWUAN, 4TO NpumepHO 60% WM3MEHUYMBOCTWM apTepuanbHOro AaB-
NeHUs MOXeT OblTb 06YC/MOBAEHO FEHETUYECKUM KOMMOHeHTOM. OfHa-
KO 3Ta OLeHKa MOXeT OblTb 3aBbllIeHa M3-3a HeAOCTaTKOB 6/1M3HeLo-
BOro metoja uccnegosaHuda. Perera, Gearing, Schweitzer (1972) 06-
HapyXWny NpPUMEPHO [BYKPAaTHOE YBENWYEHWE pUCKa TUMEPTEH3NU Y
cubcoB upobanfoH € runepTeH3unel, 4YTo, BEpPOATHO, NpUeMaemMo ANf
MCMONb30BaHNA MPU FTEHETUYECKOM KOHCY/NbTUPOBaHUN.

KOPOHAPHAA BOJIE3Hb

B uenom psage uccnefoBaHWin NOKasaHO YBeAMYeHUEe 4acToTbl (B 2—
3 pasa) KOpOHapHoi 60ne3HN cepaua y POACTBEHHUKOB | CTeneHm
nNpo6aHAOB MO CPaBHEHWI0O C KOHTPOMbHOW rpynnoi o6cnefyembix
[Rose, 1954; Rose, Thomas, 1955; Slack, Evans, 1966; Phillips
et al., 1974; Rissanen, Nikkila, 1977]. OgHako npu BbINOMHEHWNNU
TakMX WccnefoBaHU BO3HUKaeT pAfL MeTOLONOrMYecKUX mnpobnem,
CBA3aHHbIX rnaBHbIM 06pa3om C OT60POM M YCTaHOBJ/IEHWEM MPUYUHbI
cmepTu. Yacto obcnegyemble U nua KOHTPOAbHOW FPynnbl He OTHO-
CATCA K OfHOoW nonynauuu. Kpome TOro, cemeiiHasa arperauus cama
no cebe He onpefensier PoauM reHeTUMYECKMX W CpefoBbiX (akTopos.

Tem He MeHee GOMbLWIMHCTBO (DaKTOPOB pucKa 3aboneBaHUs COCy-
[OB cepfua HacnefyeTcs KaK MOMWUTEeHHbIA MpusHak. 3TW (akTopbl
0COOEHHO BaXKHbl ANna nwofeid monogoro BospacTa [Rissanen, 1979].
Yem MONoxe 60/bHON C Natonorueli KOPOHapHbIX COCYAO0B, TEM Bbille
puUCK ANns ero poautenein u cmbcoB. Ecnm uHMapKT MMoKapga npo-
n3owen y My>X4uHbl B BO3pacTe A0 46 neT, pUCK CMEPTU OT KOPOHap-
HOM 6one3Hn Ana ero otua coctaBngetr 50%, yto B 3—5 pa3 npeBbl-
WaeT NONYNALUOHHbLIA YypOBeHb, a PUCK AN CUMOBCOB MYXCKOro nona
coctaBnser 45—50% (B 6—11 pa3 Bbllwe MNONYNSALMOHHOIO 3Haue-
Hua). CoOoTBeTCTBYlOWME 3HAYEHUS puUcCKa ANA POACTBEHHWKOB 60/b-
HbiIX C WH(papkTom B Bo3pacTe 45—50 noT cocTaBnawT 32% Ans
oTuoB (B 3,8 pasa Bbiwe), 35—45% (B 3,8 pasa Bbile) And cubCoOB
n 20—25% (B 3—4 pasa Bblwe) Ana cectep [Rissanen, 1979]. 31u
LaHHble NOATBEPXAAKT TMNOTE3y 0 MynbTU(akTOpuanbHOW 3TUONO-
rmm MHMapkTa mMuokapga y monogbix nuuy. BeposTHo, uTo 3abonesa-
HWe cocyfoB cepjua y nuy 6onee cTapwero Bo3pacTa 06YyC/l0BEHO
B 60nblWel CTENEHN BAUAHUAMMU BHELIHER cpegbl.

K uH(papkTy Muokapfa MOryT npegpacnofaraTb W HeKOTOpble
MOHOTeHHble 3aboneBaHus. MNMpumepHo y 20% MYXUUH B Bo3pacTe [0
60 neT, cTpajaloWMX CTeHOKapAuei, 0TMe4YaeTcs MOHOTeHHO 06YyCc/oB-
NeHHas natonorus obmeHa AHNMAOB, T. €. TMUEPXONeCTeEPUHEMUS, TU-
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NepTPUrAMLEPUAEMHA AN KOMOBUHUpPOBaHHAasA runepnunemms [Mo-
tulsky, 1976, 1978]. 9TM HapyweHUs HacneaywTca N0 ayTOCOMHO-A0-
MUHaHTHOMY Tuny. KcaHTOMbl NOATBEPXAAldT MOHOTeHHoe 3abone-
BaHue.

A3BEHHAA BOJIE3Hb

Ba)XXHOCTb reHeTUYeCcKMX (HaKTOpoB B pasBUTUM HA3BEHHON 60/1e3HU
oyeBMAHa, MpUYeM CYLLECTBYHT pasHble (OpMbl 3TOW naTonoruu
[Rotter, 1980]. CemeliHble MCCNeAOBaHWS MOKasann, YTO f3Ba XeNnyp-
Ka W [ABeHajguaTUNepcTHOW KWUWKW CYTb pasHble (OpMbl; B OAHOIN
ceMbe HabnwojaeTcs TONbKO 0fHa opma 3aboneeaHus. [eHeTuyeckue
nccnefoBaHNs CBUMAETENLCTBYIOT O TOM, YTO 4acToTa S3BEHHOW 60nes-
HM B 2—3 pasa Bbllle Yy POACTBEHHWKOB | cTeneHW npobaHAOB C
A3BEMNHOM 60/1€3HbI0 MO CPaBHEHUK C MOMYAALMOHHON 4acToToir. Mo-
BTOPHbI/i PUCK Bbile, ecnn npobaHi MONOLOro Bo3pacTa, W Bbile ANd
POACTBEHHUKOB MYXckoro nona [Cowan, 1973]. Bnau3HeuoBble uC-
cnefoBaHUA BbIABMAU 60fee BbICOKYKD KOHKOPAAHTHOCTb Y MOHO3M-
FOTHbIX MO CPaBHEHWIO C AWM3UTOTHbIMU 6au3Heuamun [Eberhard, 1968;
Gotlieb-Jensen, 1972].

Y nuy ¢ rpynnoii kpoBu 0 yacTtoTa Si3BeHHOW 60ne3HM Ha 30—
40% BbiWe, Yem y nuy ¢ gpyroii rpynnoit kposu [McConnell, 1966;
Mourant, Kopek, Domanlewska-Subczak, 1978]. Accounayusa rpynnbl
KpoBM 0 BbifiBNEHA TONIbKO NpU A3BEHHON 60Me3HW ABeHajLaTUnepcT-
HOM KWLWIKK, KOMOMHauMW $3BEHHOW 607e3HN [BeHafLaTUMNepCcTHOW
KUWKN U Xenyaka H A3Be MPMBPaTHUKA, HO He Mpu $3Be Tena xe-
nypka. Y 601bHbIX € rpynnoi kpoBu 0 Takxe uvawe HabnogaroTcs
KpoBOTeuyeHMsa n nepdopauma a3sbl [Langman, 1973; Langraan, Dahl,
1965]. A3BeHHad 60/7e3Hb COYETaeTcsas C NPU3HAKOM OTCYTCTBUA CeK-
peuun ABO: y 60MbHbIX C A3BEHHON 00Me3HbIO XeNnyaKa HOCEKPeTopsbl
BcTpevatoTcs na 40—50% udauie, YeM Yy MWL KOHTPONbHOW rpynnbl
[Langman, 1973; Mourrant, Kopek, Dowanlewska-Subczak, 1978].
HecekpeTopbl ¢ rpynnoii kpoBu 0 oTamyakoTca B 27/r pasa 60nbwnm
pPYCKOM pa3BUTUSA S3Bbl [BEHAALATUMEPCTHON KWUWKW. Y Auy c rpyn-
noii kpoBm A unmMeeTcs 60nblwas BEpPOSATHOCTb 3aboneTb pakoM Xe-
nypka [Aird et al., 1954].

XoTa Ana 06bSACHEHUA CceMeliHbIX CnyyaeB Hambonee 4yacTo Wuc-
nofb3yeTcsd MynbTU(aKTOpuanbHas MOAenb, W3BECTHO COYeTaHue f3-
BEHHOWN 60/1€3HN C HEKOTOPbIMU MOHOTeHHbIMK 3aboneBaHmaMmu [Rotter,
1980; Rotter, Rimoin, 1977: Rotter, Rimoin, Samloff, 1978]. 310
elle pa3 MOATBEPXAAET FeHeTUYECKYl FeTeporeHHoCTb A3BEHHOl 60-
ne3Hn. MoOHOrenHble CMHAPOMbI, COYeTallWMecs C S3BOW, BKAOYAKOT
| TN MHOXECTBEHHOrO 3HAOKPUHHOrO afjeHoMaTo3a, CUHAPOM C Tpe-
MOPOM, BPOXAEHHbIM HUCTarMoM, f3BO ABeHAALATUMEPCTHON KULLIKK
H HapylweHWeM cHa Mo Tuny Hapkonencuu [Neuhauser et al., 1976].
f13BeHHas 00ne3Hb BCTpevaeTCAa TakXe MNpW runepnapaTnpeose, My-
KOBMCLMA03e M HeaocTaToyHoCcTM a-l-aHTuTpuncHna. Kpome Toro,
Rotter (1980) ypanocb nokas3aTb, 4YTO CYL,ECTBYIT pasHble TuUMbl
A3BEHHOW 60Me3HN.
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PETMUIOHANBHBIA 3HTEPUT N A3BEHHbLIN KONUT

MmeroTcs coobleHns 0 MOBTOPHbIX CAyvasx B ceMbsix 6onesHun Kpo-
Ha, OA4HAKO OO6LIMPHLIX MCCNEA0BAaHWWM CEMENHBbIX W NOMNYNALUOHHbLIX
4yacToT He npoBofunoch. [MOCKONbKY BEPOATHOCTb MOPaXeHus poa-
CTBEHHWKOB | cTeneHu, cCOrNacHO 3MMNUPUYECKUM JAaHHbIM, COCTaBAAA-
eT 5%, TO Hambonee BepoOATHbLIM ABAAETCSA MYyNbTH(haKTOpManbmnoe
HacnefoBaHue 3aboneBaHus. NS A3BEHHOr0 KOMAMTA TakXe OMUCaHbI
ceMeliHble cnyyan. YactoTa MopaxeHUs pOACTBEHHWKOB pasfMyHa no
pasHbIM [aHHbIM, MO PUCK AN POACTBEHHMKOB | CTeneHU Takxe Co-
ctaBnser 5% [McConnell, 1966]. Ecnu y npobaHga permoHanbHbIi
3HTEpUT, TO Y POACTBEHHWKOB MOXET HabnoaaTbCs KakK 3HTEpPUT, Tak
N I3BEHHbI KOMWUT, HO ecnn y npobaHfa S3BEHHbIWi KOAUT, TO Yy Apy-
FMX YNeHOB CeMbW HabnfaeTca TONbKO 3Ta HO3on0rM4veckas dopma
[Passarge, 1979].

CAXAPHbIV AUABET

[JaBHo HabnwopgatTcs  CeMeilHble  cnayyaum  caxapHoro  aumabera,
HO TWN WAW TUNbl HacnefoBaHUA ero Hew3BeCTHbl. He3aBucumo oOT
BO3pacTa Hayana u TSXecTu TeyeHUs 4—8% pPOACTBEHHUKOB NpobaH-
fa Takxe 0601bHbl caxapHbiM AnabeToM MO CpaBHEHWD € 2% nuy,
KOHTpOnbHOW rpynnbl [Simpson, 1980c]. N3 cnbécoB npo6aHAoB, 60/b-
HbIX AunabeTtom, 6onbnbl 4—6%, Torga Kak B KOHTPO/MbHOW rpynne
3Ta yudgpa He npe.biwaeT 1%. Okono 80% MOHO3UTOTHbLIX GM3HE-
LLOB KOHKOpAaHTNbl No AuabeTty, cpean AM3HTOTHbIX Nap KOWKOPAAHT-
HOCTb cocTaBnsieT MeHee 20%. [laHHble, BbISIBAAKOLWNE CEMEAHYIO
npeApacnoNoXeHHOCTb K CcaxapHOMY AnabeTy, 06bACHANUCL C Mo-
MOLLbI FTMNOTe3 O JOMWHAHTHOM, PELEecCUBHOM U MynbTU(aKTOpUab-
HOM HacnefoBaHuWu 60ne3Hn. OfHaKO caxapHblii guabeT npepcraBnser
co60i pa3Hble TeHeTu4yeckue (GOpMbl, M MO3TOMY MpPeAnonoXe-
HUWe O TOM, YTO 3TO OAHa HO30/70rMyYeckas efumHMLa, HEBEpHO, U 0a-
Ha TreHeTW4YeckKas MOJAENb He MOXeT O0O6BACHUTbL CyLllecTBYHOLIME
LaHHbIE.

CyLLecTBYHOT KOCBEHHble [OKa3aTeNbCTBa FEHETUYECKON reTeporeH-
HOCTM caxapHoro fuabeta. Hanpumep, oH fBNAE€TCA MOCTOAHHbLIM KOM-
noHeHtom 30 HacneACTBEHHbIX CUHAPOMOB, 4YTO YKa3biBaeT Ha BO3-
MOXHOCTb pa3BuTWA AuabeTa B pe3ynbraTe MyTauuil reHOB pasHbIX
nokycoB [Rotter, Rimoiu, 1980]. CaxapHblii guabeT nposBAseTcs
No-pasHOMY B pa3HbIX 3THUYECKUX TPyMmax, YTO He Bcerja 06BbACHW-
MO TONbKO pasuy4uemM YCNoBUi BHeWHen cpeabl. FeHeTuveckas rete-
pPOreHHOCTb AuMabeTa MoKaszaHa y Mbllieil, Yy pasHbiX BMWAOB KOTOPbIX
NAeHTUGULMPOBaHbl pasHble TreHbl «Aamnabeta» [Coleman, Hummerl,
1967]. Bce nepeuucneHHble (akTopbl MO3BOAAT MpefnonaraTb, 4ToO
caxapHblil guabeT ABNsieTCA pe3ynbTaTOM MyTauWuii B pasHbiX NIOKycax
[Rotter, Rimoin, 1981].

B 60nblWIMHCTBE Knaccuukauuil BbIfeNnsaOT TpW Tuna caxapHOro
AvnabeTa: 1) HOBEHWUNbHbIA WHCYNWH3ABUCUMbIA ANABET; 2) HHCY/HH-
He3aBUCMMbI/A anabeT B3pocnbiX; 3) AnabeT B3POC/AbIX C HayaloM B
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MOM040M BO3pacTe, AMArHOCTUPYEMbI OTHOCUTENBHO paHo (B BO3pacTe
[o 25 neT), NO KAMHWKe nanomuHaeT [B, HO TeueHue ero 6Gonee
nerkoe, MefneHHo nporjieccupyeT U 06bIYHO He TpebyeT NeyYeHUs WH-

CY/INHOM.

FOBeHWbHLIN anabet

B HacToslee BpeMs MNPUHATO CYMTaTb, YTO HBEHWU/bHbIA AnabeT u
LnabeT B3pOCAbIX MPeACTaBAAT COO0M fABa Pas/MUHbIX COCTOSIHMA,
npuMyem Npu NepBOM H3 HUX 6G0nee BaHa poOnb (HaKTOPOB BHELIHEN
cpedbl. X0TA KOHKOPAAHTHOCTb ANn18 060uX TUNOB 601€3HU Yy MOHO3WN’
FOTHbIX 6AM3HELOB Bbile, 4YeM Yy He6AM3HEeLOBbIX CUOCOB, KOHKOP-
[anTnocTb AN HOBEHWULHOW (OPMbl  HUXE, YeM [Ans  B3POC/Oi
[Tattersall, Pyke, 1972; Pyke, Nelson, 1976]. Lpyrum aprymeHTom
B NONb3y 3TUONIOFMYECKOro pasnuuua AByx Qopm guabeta aBnsercs
BbIMB/EMMasA accoumauns Mexay HBEHWbHbIM AuabeToM W onpeje-
neHHbiMu HLA aHTureHamu [Rotter, Riraoin, 1980]. AHanoruyHble
accoumauun Habnwganucb U Npu APYrux natofiornyeckux COCTOAHM-
AX, MPEAMNONOXNUTENbHO ayTOMMMYHHbIX MO MPOUCXOXAeHuo. Cylie-
CTBYIOT pas3nyHble 06bACHeHUS HabnogaeMblx accouuauunin; 1) ac-
couymauma HLA aHTurena ¢ caxapHblM fguabeTom 06ycnoBieHa BbICO-
KO/ 4acTOTOW 3TWX NIPM3MakoB B NONynsauuu; 2) npsMas NpUYUHHaS
cBA3b 06ycnoBneHa MPUCYTCTBMEM MAM oTcyTcTBMeM HLA aHTurena,
3) nokyc IILA aHTureHa cuennen C APYrMM TeHOM, KOTOpbIA n1nbo
Bbl3blBaeT pa3BuTMe AmabeTa, NM60 06ycnoBAMBaeT MPeApPacnosioXeH-
HOCTb K Hemy. Nerup wu coasT. (1976) u Cndworth n Woodrow
(1976) nepBbIMKW MoOKasanuM [OCTOBEpPHYK accouyuauymiwo HLA-B8 un
HLA-BwI5 c toBeHWNbHbIM AnabeTom. B gpyrux ucciefoBaHusx no-
KasaHo, 4yTo HLA-B18 Tak)xe 4acTo BCTpeyaeTcAa Mpu HBEHUIbHOM
avnabete. Accouynaumnm DRw3 un DRw4 c 1OBEHUNbHbIM Aunabetom,
o4eBMAHO, ewe 6onee cunbHble. DRw3 06bI4HO cBsizaH ¢ B8, a DRw4
c B15 [Rotter, Rimoin, 1980, 1981]. Co B3pocnbiM guabetom nopoo6-
Hble accoumnauum He 06Hapy>XeHbl.

Nuuya ¢ B8, DRw3 nnn B15, DRw4 nmetoT B 2—3 pasa 60/blyto
BEPOATHOCTbL 3ab60/ieTb HOBEHU/bHbIM AMabeTOM, YeM nuua, y KOTOpbIX
3TOT aHTuUreH otcyTcTByeT [Rotter, Rimoin, 1980, 1981]. Ans nuu,
retepo3urotHelx no HLA-B8, DRw3 nu HLA-R15, DRw4, BeposTHOCTb
pa3BuTus auabeta B 5—6 pa3 6onblle, YeM ANA UL C KaKOW-1n60
ofHoi rpynnoii. Kom6uHauuas DRw3 n DRw4 o6HapyXxuBaeTca 6onee
yem y 50% mnOTOMKOB CKUOBCOB, O6O0NbHLIX OBEHWU/IbHLIM AnabeToMm,
n TOoNbKO y 870 cmbcoB 6e3 guabeta B 3TUX Xe CeMbAX. OTHOCUTESIb-
HbIi PUCK pa3BUTUSA HOBEHUNTbHOrO AuabeTa COCTaBASAeT MNPUMEPHO
40% pns nuy, retepo3nrotHblx no DRw3 n DRw4. Kpome Toro, ¢op-
Mbl HOBEHWNbHOTO AuabeTa, accouyumpoBaHHble ¢ B8, DRw3 wu B15,
DRw4, nmeloT pas3nuMuHy npupofy. ®opma, accoummposaHHasa c B8,
DRw3, MOXeT 6ObiTb ayTOMMMYHHOI, B TO Bpems, Kak (opma, acco-
umuposaHHaa ¢ B15 DRw4, obycnoBneHa HeAOCTATOYHOCTbK CUHTe-

3a N 3KCKpeuunn MHCYyInHa.
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[OnabeT B3pOC/bIX

Mpu anabeTe B3POC/AbIX HE BbIABAEHO accoumaumin ¢ HLA Tunamm,
KaKk npu lOBEHUIbHOM AunabeTe, 4YTO npejnonaraetT WX pasnUHYIo
sTuonormio. OfHakKo pe3ynbTaTbl 6AM3HELOBbIX UCCNeLOBaHWA CBUAe-
TeNbCTBYIOT O BaXHOW pPOAM TFEeHETUYEeCKUX (AKTOpPOB B pasBuUTUK
AvnabeTta B3pocnbiX. KOHKOPAAHTHOCTb MOHO3UTOTHbIX 6GAM3HELOB MO
aToli dopme auabeta cocTaBnser 70%. Ecnm puarHo3 ycTaHOBEH Yy
nHavMBMfa B Bo3pacTe nocne 45 ner, KOHKOPAAHTHOCTb 6/M3Ka K
100%. O6blYHO AmabeT y Takux 6GAM3HELOB MPOSABAAETCA C MHTepBa-
noM B npegenax 3 ner.

[ua6eT B3poc/nbiX ¢ HaYa/loM B MOJIOOM BO3pacTe

Tattersall n Fajaus (1975) BbiiBMAM 26 60/1bHbLIX AnMabeTom, Hauvas-
wumcs B Bo3pacTe Ao 25 neT. HWM 0QHOro M3 HUX He NEYUIN UHCY-
AMHOM MO KpaliHeil mepe 4yepe3 2 roja nocne NOCTAHOBKM AMarHosa.
Y 22 (85%) u3 nnx 6bin 6onen pogutens uy 25 u3 47 (53%)
cnbCoB Takxe Obln AuabeT. B 12 cnydyasix OTMeYanucCb MOPaXKEHHbIE
POACTBEHHUKU B TpexX MOKONEHUAX, YTO MpeAnosaraet ayTOCOMHO-A0-
MWHaHTHOE HacnefoBaHue. B cBS3M C 3TUM BEPOATHOCTb nepejauu
reHa gna pofcTBeHHWKoB | cTeneHu (cmbebl, AeTn) coctasnsietr 50%,
X0TS He Bce OyAyT 60MbHbI, €CAU MEeHeTpaHTMOCTb Me paBHa 100%.

[eHeTMUeCcKOe KOHCY/bTUPOBaHUeE

Kak yXe roBopunocb, BEPOSITHOCTb MNepefaynm MYTaHTHOrO reHa npw
fmabeTe B3pOCMbIX C HavyaloOM B MONOAOM Bo3pacTe cocTaBnsieT 50%.
lMocKoMbKY TWUM HacnefoBaHUs ANS HOBEHWIbHON W B3pOCNOA Gopm
LvnabeTa He yCTaHOBNEH, KOHCY/NbTWpPOBAHWE OCHOBbLIBAETCA Ha 3MMu-
pUYecKMX JAaHHbIX. BepoAaTHOCTb, 4YTO pebeHOK 60/bHOr0 C HBEHUb-
HoWi ¢opmoit aumabeTa 3aboneeT, cocTaBnsieT nNpumepHo 2%. BeposT-
HOCTb HOBEHUNbHOro Auabeta Ans cubcoB npobaHpa coctasnsieT 10 %.
Mpu B3pocnoin topme pfmuabeta BepoATHOCTb 3aboneBaHWa ANA poa-
CTBEHHUKOB | cTeneHn kone6nerca or 5 fgo 10%, a BepoOATHOCTb
OBEHWNILHOW (opMbl anabeTa A4S HUX HE3HAYUTENbHO Bbile 06Lye-
nonynsauMOHHOW.

PEBMATOWAHbIA APTPUT U AHKUIO3UPYIOLW MK CROHAUNNT

BcTpeyaloTca cemeliHble cay4vyanm peBMaTOMAHOro apTpMTa W aHKuNo-
3HPYIOLWEro CNOHAWAUTA, HO TOYHbIA PUCK ANS POACTBEHHUKOB NpoO-
6aHfoOB Heu3BecTeH. B ogHoM wuccnefoBaHMM 6bINO MOKas3aHO, 4TO
BEPOSAITHOCTb PEBMATOMAHOro apTpuTa ANS POACTBEHHMKOB npobaHAaa
B 2,8 pasa Bbllle, YeM Yy /N, KOHTPONbLHOW rpynnbl, a 4yacToTa an-
KWNo3upylowero cnoHAuMnuMTa y POACTBEHHUKOB B 22,6 pasa MNpeBbl-
wana nonynsunmoHHyt [DeBlecourt, Polman, DeBlecourt-Meinderas-
ma, 1961]. Vobecky Lussier u Munan (1974) nokasanu, 4To peBMa-
Tnyeckas 60ne3Hb B 2 pasa ualle BCTpeyaeTca y poauTenein npobas-
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OB C aHKUMO3MPYKOLWNUM CMNOHAMAUTOM, YeM y pofuTeneii npobaHpoB
C peBMaTtoOMAHbLIM apTPUTOM WAM UL, KOHTPONbHOW rpynmnbl. XOTH
aTmonorna 3Tux 3aboneBaHWn HeW3BeCTHa, accouumauus aHKUI03Mpy-
owero cnoHgunuta ¢ HLA-B27 anTureHom ykasblBaeT Ha ydyacTtue
reHeTMYeCKUX MexaHW3MOB B pa3suTuu 3aboneBaHus. bosnee uyem y
90% 60NbHLIX C aHKUIO3UPYHOLWMM CNOHAWANTOM BCTpeyaeTcss HLA-
B27 aHTUreH no cpaBHeHU ¢ 6—8% B nonynauum [Calin, Fries,
1975].

WMN30PPEHUA U MAHUNAKANBHO-AEMPECCUBHbLIV MCUXO3

O6uwenonynaunoHHbIA pUCK 3abofieBaHMA WKU3o(PpeHnein coctaBnseT
meHee 1% [Kety et al.,, 1978], a puck MaHWakKaabHO-AEMNPECCUBHbBIX
UNN LenpeccuMBHbIX COCTOAHMIA — 2—3% [Gershon et al., 1977].

FeHeTMYeckne (PakToOpbl UrpaldT 6OMbLIYID POb B 3TUONOFUM NCU-
X030B. BnepBble Ao0Ka3aTeNbCTBa 3TOM0 YTBEPXAEHUA OblAM monyue-
Nbl i’pii 6/1M3HELOBLIX MCCNEf0BAHMAX. Y MOHO3WUIOTHbIX 6/1M3HeL0B
KOHKOPAAHTHOCTb MO wWun3oppeHnn cocTtaBnser 40—50%, a y Ausu-
rotTHbiIx—9—15% [Kringlen, 1967; Allen, Cohen, Pollin, 1972;
Gottesman, Shields, 1972]. Ons adpdeKTUBHbIX MNCMUX030B KOHKOP-
LaHTHOCTb cocTaBnsetr 70% Y MOHO3UTOTHbIX U TONbKO 13% y AuU3K-
rotHolx 6nm3HeyoB [Gershon et al., 1977]. BbliCOKMIA ypOBEHb KoOM-
KOPLaHTHOCTH HabnopfgaeTcs M y MOHO3UIOTHbIX 6/1M3HeLO0B, BOCMU-
TbIBaBWKXCA pa3fenbHo. IJTO CBMAETENbCTBYET O TOM, 4YTO 60/bliee
3Ha4yeHMe KOHKOpPAanTnocTu 00YCNOBMEHO Tie TONMbKO BAUSNUEM (akK-
TopoB cpeabl [Price, 1968]. Heston (1966) u Rosenthal ir coasT.
(1971) Hawnu, 4to YacToTa wusodpeHnn (8—10%) Y pgeTeir, po-
OVBLUMXCA OT MaTepeil, cTpajalwWwmnx 3TMM 3ab60neBaHWEM, HO BOCMU-
ThIBaBLWUXCA OTAENbHO OT HUX, Bbile MO CPaBHEHUIO C NMLAMWU KOHT-
POMbHOM TPYMMbl, YTO BHOBb CBUAETENbCTBYET 06 yuyacTunm reHeTuye-
CKMUX (haKTOPOB B 3TUOMIOTMU LUN30GPEHNN.

Bce ckasaHHOe NOATBEPXAAETCA M LaHHbIMW O MOBBLILEHHOW Yac-
TOTe WKU30(PEHNU W [APYTUX NCUXMYECKMX 3aboneBaHuii cpeaun pof-
CTBEHHWKOB T cTenmeHM npobaHAOB MO CpaBHeHWIO C 06LWeil nonyns-
unen. Mpu 3TOM POACTBEHHWKWM NpobGaHAOB C Maumakanbno-genpec-
CUBHbIMM  COCTOAHMAMMW WMEKT paBHble LaHCbl pPa3BUTUA  Kak
[LenpeccuBHbIX, TaK W MaHWakKanbHO-AEMNPecCUBHbLIX COCTOSHWIA. Poga-
CTBEHHWUKWU 6OMbHbIX C AEMPECCUBHbIMU COCTOAHUAMU 06bIYHO 3abone-
BalOT TOM e ¢opmoint [Gershon et al.,, 1977]. PopgcTBeHHWKM Mpo-
6aTTA0B, 60/bHbLIX WN30(PEHNEN, TaKXKe UMET 60blIYI0 BEPOSATHOCTb
3a60NeTb WKN30(PEHNEN.

Ecnn otey 6oneH wwn3ogpeHuelr, TO PUCK POXAEHUSA MOPaXEHHO-
ro pebeHka coctaBnfer 8—10% [Heston, 1966; Rosenthal et al.,
1971]. Puck pna cmbcoB 6onbHoro pasen 5—12%- Ecnm 60MbHbI
oAnn W3 poauTeneii u eHbe, pUCK MoBbiwaeTcs. ABTOPbl HacToALLEWH
KHUTU npuBenn 0600LeHHble 3NayeTwls pUCKa, HO ero BenuyuHa u3-
MeHsieTCAa C BO3pacToM. Tak, B Bo3pacTe 30 neT puUCK pa3BUTUA LWIK-
30(hpenmn ymeHbwaetcs BaBoe (2,5—6%), a B Bo3pacTe nocne 45 net
OH eule Humxe. Moao6HbIe 3HAYEHUS pucka NOAXOAAT U AN MaHua-
KanbHO-AEeNpPecCUBHbIX COCTOSHUIA.
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Cnepyet otMeTuTb, UT0 20—30% >XEHLWMWUH C MOCNEPOLOBbLIM MCU-
X030M CTpajanu NCcMxXuyeckmmm HapyweHuamun [Fondeur et al., 1957;
Martin, 1958; Targum, Gershon, 1981]. YacToTa NCUXMYECKUX Hapy-
WeHWA y pOACTBEHHWKOB | cTeneHW 3TMX 6ONbHLIX cocTaBnseT 10 %
[Herzog. Detre, 1976], 4TO COOTBETCTBYET 3HA4YeHWUSIM COOTBETCTBYIO-
WKMX 4yacToT AN 60/bLIMX MCUXO30B.

PAK MOTOYHOWM XENE3bI

HacnefcTBeHHas NpeapacnonOXeHHOCTb CYLWecTBYeT AN Lenoro ps-
[a 3710KayecTBEHHbIX 3aboneBaHW: paka Xenyaka, TONCTOr0 Kuuiey-
HUKa, a Takxe neikemunin [Schimke, 1980]. Ana paka MONOYHON Xe-
nesbl yyacTue reHeTU4ecKMX (akTOpOB HECOMHEHHO, XOTS 3TUOMOrU-
YeCKMA MexaHWU3M ero C/A0XEeH W BK/KYAeT yyacTue reHOB, BUPYCOB,
FOPMOHOB M Pa3MYHbIX XMMU4YeCKUX BewecTB. OfHAKO B 6OJbLINH-
CTBE CAy4YaeB 3TW [AaHHble MONAY4YeHbl B 3KCMEPUMEHTaNbHbIX UCChe-
LOBaHUAX, W MOMHAaA 3KCTpanonsfuus WX Ha YesOBeKa HepjonycTuma.

Prck paka MOSOYHOW >ene3bl MOBbIWEH A5 XEHUWUH, ¥ KOTOPbIX
nepeas GepeMeHHOCTb HacTynuaa B Bo3pacTe nocne 35 net [Mac Ma-
hon, Cole, Brown, 1973]. W Hao60poT, ANA XXEHLWMWH, POAMBLLUNX
nepeoro pebeHka B Bo3pacTe f0 18 neT, puck B 3 pasa MeHblle NO-
NynsynoHHOro. Jlaktayus, no-BUAMMOMY, Me OKa3blBaeT CYLLECTBEH-
HOro BAWAHUS Ha PUCK pPas3BUTMA paka MOMOYHOW >Kenesbl. PaHO Ha-
CTYNMUBLUME MEHCTpyauunm 1 No3gHAA MeHonay3a, BO3MOXHO, NOBbILLA-
I0T pUCK pas3BuTMa paka. MeHonay3a nocine XMpYypruvyeckoro
BMellaTeNbCTBa, KaK YTBEPXAANT, CHUXXAET PUCK paka MO0YMbIX
xenes.

HecMmoTpa Ha nepeyucneHHble akKToOpbl pUCKa, Pak MOOYHOW Xe-
nes3bl NposABAseT TEHAEHUUI K CeMeiiHOMY nakonneHuto. lMpegnona-
raetcs, uto y 15—30% Bcex 60/bHbIX pakK MOJIOYHON Xefnesbl FeHe-
Tnyeckn petepmumHupoBaH [Knudson, Strong, Anderson, 1973]. Mpn
CpaBHeHUN YpPOBHSA 3a60/1eBaeMOCTU M CMEPTHOCTU OT paka MOOYHOMN
Xenesbl cpean poACTBEHHWKOB Npo6angoB W NUL KOHTPOAbHbIX Fpynn
B CTpaHax C HW3KOM W BbLICOKOW 4acToTol 3abonesanus pakom noka-
3aHO 2—3-KpaTHOe YBeNM4eHWe 4acTOTbl Pa3BUTUSA KapUUHOMbI MO-
NOYHOWN SiKenBsibl Y MaTepeil, cecTep U goyepeit npobaHaoB. Mpu 3TOM
Be/IMYMHA pUCKa NpubGAM3NTENIbHO paBHa AN POACTBEHHWKOB KakK Mo
MaTepUHCKON, TaK U MO OTLOBCKOW NWHUW. PUCK AN POACTBEHHUKOB
| cTemeHW >XeHWMWH [eTOPOLHOro BO3pacTa C [BYCTOPOHHUM pakoMm
MO/IOUMbIX Xefne3 B 10 pa3 MpeBblllaeT KOHTPOJibHble [aHHble B TOH
K& BO3pacTHOl rpynne. B To ke BpeMs 415 POACTBEHHWKOB XXEHLLWH
C OAHOCTOPOHHUM MoOpaxeHWeM MOJIOYHON enesbl, N0 3abo0neBLINX
B Mepuoj MeHonaysbl, PUCK MOBbLILEH TOMbLKO B 2 pasa.

YyacTne reHeTuyeckux (hakTopoB B 3Tuonoruyu 3aboneBaHus Mog-
TBEpXAaeTcs reHeanormyeckumm paHHbiMum [Anderson, 1974. 1976,
1977]. Puck pAna XeHWwWHbl, y KOTOpoi 601bHbI MaTb M 6GabylKa,
cocTaBngetr okono 40% no cpaBHEHWIO C 8% B 06LWeil nonynauuu.
Ecnn 6oneH cube, puck gnsa cnepyroliero cHoca Konebnercs B npefe-
nax 12—16%. Ecnu 3aboneBaHue BCTpevaeTCs TONbKO Y POACTBEH-
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HUKOB |l cTeneHW, pUCcK HE3HAYNTENbHO OTAINYAETCA OT KOHTPOJbHbIX
fLaHHbIX. CeMeHHble HAKOM/JEHWS Yalle OTMEYEeHbl MpWM panmneMm Hava-
ne 6onesHn (B0 HACTYNNIeHWA MeHonay3bl) U MpWU LBYCTOPOHHEM MNpo-
Liecce.

Pa3nnMualdT HECKONbKO HacneACTBEHHbIX TWUMOB paka MOJI0YHOW
Xenesbl: 1) CUHAPOM paka MOJSIOYHOI Xenesbl, NeikeMuun, CapKOMbl
MArKUX TKaHeil u onyxonu mosra [Lynch et al., 1973]; 2) cuHapom
paka MOJ/IOYHbIX >Kefe3 M afeHOKapLUMHOMbI TOACTOrO KWLIEYHUKA
[Lynch, Krush, Guirgis, 1973]; 3) cCUMHAPOM pakKa MOJIOYHOW >Kene3bl
N 3anNuTennManbHOro paka smyHuka [Fraumeni et al., 1975; Lynch,
Krush, 1971]; 4) 6one3Hb KoypgeHa, xapakTepusyrowasacs Kapuuno
MO MONOYHOW >Kenesbl, agenoMON LWMTOBUAHON >Xenesbl U MOSIHMNO30M
TONCTOrO0 KULWeYHUKa. Tpu 3TUX COCTOSAHUAX PUCK paka MONOYHOM
Xenesbl ANa poACTBeHHWMKOB | cteneHu coctaBnaetr 30—50%; Bepo-
ATHO, OHW Hac/efylTCcs MO ayTOCOMHO-AOMHHaNTHOMY Tuny. Jomu-
HaHTHOe Hac/nefoOBaHMe npejnonaraeTcs W AN paka MOJSIOYHON Xe-
nesbl, XapaKTepn3yloLWwerocs paHHUM BO3pacTOM Hayana W [BYCTOPOH-
HOCTbIO npouecca [Simpson et al., 1974]. Ha ocHOBaHMW pe3ynbTaToB
HEeKOTOPbIX WCCNeAOBaHWiA npejnonaraldT M ayTOCOMHO-PeLLecCUMBOe
HacnegosaHune [Simpson et al.,, 1981].

Takum o06pa3om, pak MOOYHOW Xenesbl npefcTaBnseT co6oi re-
TEpPOreHHyw rpynny 3aboneBaHuil. HECOMHEHHO, >XXEHLLWHbl, Cpeau
POACTBEHHWKOB KOTOPbIX BCTpeyanucb 60/bHble paHHe U ABYCTOPOH-
Heil dopmoli 60Me3HU, [OMKHBI 6biITb MPOKOHCY/NbTUPOBAHbI OTHOCHK-
TeNbHO BbLICOKOrO pucka 3abofneBaHMA, a TakXe [O0MKHbl OblTb 06Y-
YyeHbl camoo06cnefoBallio MOMOYHbLIX ene3. Heob6bxognmocTb fonon-
HUTENbHbIX LNarHoCTNYeCKnX npMemMoB Anf nauueHToB  6e3s
CMMNTOMOB 3ab0/seBaHUA elle He [OKa3zaHa OKOHYaTenbHO. >XeHWu-
Hbl, Yy KOTOPbIX OMyXO0flb MOSIBUAACb B OAHOW MOMOYHOW Kenese,
JOMKHBI 6bITb MpegynpexaeHbl 0 BO3MOXHOCTU [BYCTOPOHHEro npo-
Lecca, 0CO6EHHO eCc/M B POAOCNOBHON Y HUX eCTb yKasaHWsA Ha cay4au
[BYCTOPOHHER KapLUWHOMbI MOJIOYHOMN XXefe3bl.



FfnaeBa 12

OCHOBbI SMBPUNONOTNIN YEJTOBEKA N TEPATOTEHES

3HaHWe HOpPManbHOW 3MOBpuonorMM YenoBeka HeEOOGXOAUMO ANA MOHMU-
MaHWS MpOLeccoB, MPUBOASLLMX K HapyWeHW pa3BuTusa. JaHHas
rnaBa MnOCBALLEHa OMUCAaHWI0O OCHOBHbLIX 3TamoB 3MOpMoreHesa 4eno-
Beka, a TakKXe 06CYX[AeHWo 06WMX NpUHUMNOB Tepatonoruun. bonee
AeTanbHO C 3TUMKU MNpo6iemMaMy MOXHO MO3HAaKOMWUTLCA B Cheuuab-
HblX pykosoacTBax [Tuclimann-Duplessis, David, Haegol, 1972,
Moore, 1973; Crowley, 1974].

AMBPNONTIOTNA

JovimnniaHtayMoHHasa crtagus

MepBble 3 AHA pa3BUTME MNPOUCXOAMT B MaTOUHbIX Tpybax. B npo-
Lecce onnoAOTBOPEHUA fAfpa fALeKNeTKW M cnepmaTto3omia B TeyeHue
HEKOTOpPOro BPEMEHW He C/AMBAKTCA; 3TO Tak HasblBaemas cTajus
npoHykneycos [Noyes et al., 1965; Zambony et al., 1966]. Mocne
cnusHua agep (eHnramnsa) ONJOLOTBOPeHHas fAiLekneTKa HauyuHaeT
penutbcsa (npouecc ApobneHusd), Nnpuyem nepBoe fAefleHWe OKaH4uMBa-
etca yepes 30 u nocne onnopgoTsopeHus [Hertig et al.,, 1954]. Kax-
foe nocnepytoliee feneHue MpoUCXOAUT ObICTpee M B KOHLE KOHLO0B
[OCTUraeT NOCTOAHHOM ckopocTu geneHust [Rugh, Shettles, Einhorn,
1971]. B pesynbTaTe pfpob6neHus povepHue Knetkm  (6nactomepbl)
06pa3yloT MNNOTHbLIN Wap, HasbiBaeMblli MOPY/IOA, KOTOPbIA Monagaet
B MONOCTb MaTKWM Ha 3- AeHb Mocne onnofoTesopeHus. B npegenax
CKONMeHNa KNeTOK o6pa3yeTcsa 3anofiHEHHAas >XUAKOCTbLK MOM0CTb
(6nactouene) (cm. puc. 29). Obuiee YMCNO KNETOK K KOHLY 3-T0 fHSA
npnénn3nTenbsHO coctaBnsdetr 12—32, a K 6-My agHto — 250.

Lo 3-ro gna pa3sutua ntob6as kneTka 3apofbilia MOAHMNOTEHTNA,
T. €. MOXET faTb Hayano n6oi opraHHoW cucTeme. PasgeneHune kne-
TOK Ha 3TOW CTagMyM MOXET MPUBECTU K pPasBUTUI0O MOHO3UTOTHbIX
6nm3HeuoB. K KOHUY AgoMmnnaHTauHonmoro nepuoga (cTagusa 6nacto-
UMCTbl)  KNETKM HauuHawT auddepeHumpoBatbcs. MmnnaHTayumsa
6nactoumctbl (cMm. pHc. 30) nmpomcxoauT Ha 6—9-i Aenb nocne onno-
[OTBOpeHMA. Ha 3aToi cTagum rpynna KaeTok, fexawmX LeHTpanbHo,
o6pa3yeT 3amOpuoHanbHbIA AUCK, WAM 6GhacTogepmy, M3 KOTOpPOro B
KOHEYHOM CcYeTe MpPoOMCXOAMT pa3BuTMe 3aMb6puoHa. B 3to Bpems 3mb6-
puUOHanbHbIA AWCK COCTOUT W3 [ABYX CM0EB KeTOK (3KTogepma M
3HTOfepMma), TpeTuin cnoin (mesogepma) opmupyetcsa nosxe. M3 atux
Tpex 3apoAbllleBblX JIMCTKOB B OHTOreHe3e pa3BMBAKOTCA pas/iuUHbIe
TWNbl TKaHed. Hanpumep, MO3r, HepBbl M KOXa pa3BMBalOTCA M3 3K-
TOLEPMbl; CNM3ncTas 060104YKa XeNyJOUYHO-KULLEYHOro TpakTa sABNf-
eTCA MPOM3BOAHLIM 3HTOAEPMbl. MOBEPXHOCTHbIE KNETKWM 61acTOLUCTbI
HOCAT HasBaHue Tpogobnacta, M3 KOTOPOr0 pasBMBalOTCH NNOAHbIE
060/104KMN.



HapyweHune pa3BUTUS 3apofbilla Ha [JONMraraHTalnoHHOW cTa-
AUN MAET MO MPUHLUMNY «BCE WAM HWYero». Ha paHHUX CTagusax pas-
BUTUA HeoGpaTMMble W3MEHEHUS faXe 4YacTW KNeTOK MOFryT MpuBecTu
K ruéenn BCEro 3apofbilia. Ecnum e 3apofblll BbDKWBAeT, TO OpraH»
cneuugpunyeckne aHoManMm ne pasBMBalOTCs, Tak Kak pernapauus nau
3aMmelleHne MOBPEeXAEHHbIX KNeToK obecrneunBaeT fAafibHeliliee HOp-
ManbHoe pasBuTUe. lla 6Gonee MO3AHUX CTAAUAX «3aMECTUTENbHbIE>
MeXaHW3Mbl He [eACTBYIOT, NO3TOMy nto60e HapylleHue pasBUTUS
NPUBOAMT K NOSBNEHUIO opranocrneynduuyecknx AeteKToB.

ViMnnaHTaumst n nepeble 3 HeAeNn pasBUTUS

C MOMeHTa uMnnaaHTauuyu 61acTOUUCTbBI B 3HAOMETPUM HaYMHAETCHA
3MOpMOHanbHbIA NepuoA, KOTOpbl npogo/mkaeTca Ao 7- Hegenwu.
C camoro Havana 3Toro nepuofa YcTaHaBNUBAETCA TECHbI KOHTaKT
MexXxay MaTepUHCKUM OpraHM3MoM K 3apofbllem. MiMnnaHTauua npo-
MCXOAUT B noTeunoBoil dase UWKNa, Korga cnmsuctas obonoyka mat-
KW TuUnepeMnpoBaHa, runepTpoupoBaHa WU COAEPXMWT 3HAUYUTENbHOE
KONIMYeCTBO TIMKOreHa.

Ha 6—7-i1 geHb pa3BuTUA 6GnacTouucTa MMMAAHTUPYeETCA B CNu-
3UCTYI0 060/104KY MaTKW W cnagaeTcsa. MMpoTeonHTUYeCKUe (DEepMeHTHI,
BblgensemMble CHULHTUOTPO(O6acTOM, PpacTBOPAKT MOBEPXHOCTHbIE
KNeTKN CcAu3ncToin obonoyku. 3axusneHne pedekta B 3nuUTeNUM na
MeCTe BHeApeHUs 3apojbilia MPOMCXOAUT MO3Xe NyTeM pereHepauuu
anutenusa. NMpuUMepHO B 3TO >Xe BpeMs (DOPMUPYETCA aMHUOH W Xen-
TOYHbIA MewoK. B npouecce pa3Butnsa Tpodobnacta B €noe, KOTOPbIN
COCTOMUT M3 MMOroffepHbiX KeTOoK, 06pa3ytoTcsa NakKyHbl, SBAAOLW Me-
CA nepBOli 3aKNagKON MEXBOPCUHYATbIX MPOCTPAHCTB. TeM BpPEMEHEM
umtoTpoobnact (KneTouyHas 4yacTb Tpodobnacta) ¢opmupyeT Khe-
TOYHblE BbIMSYMBAHWSA, O6pasylouiMe B fanbHellleM BOPCUHKM XO-
puoHa (10—14-i1 peHb). Bce onucaHHble MpoLeccbl MNPeAcTaBAAldT
aTanbl popMUpOBaHUA NaLeHTbl. MaTo4YHO-NNaLeHTapHoe KpoBoobpa-
WweHne HauynmHaeTca K 14—15-my AHIO, B 3TO BpemMA AAMHA 3M6puoHa
cocTaBnfgetr okosio 1,5 mm.

C 3-1 no 8-10 Hefenw 3mM6pUOHaNbHbIA AMCK NpeTeprneBaeT 3Ha-
YnTenbHble U3MEHEHUs, CBA3aHHble C 3aKNajKol BCeX OCHOBHbIX Op-
raHHbIX CMCTEM. JTOT Nepuoj XapakKTepusyeTcsa MHTEHCUBHOW KieTou-
HOM mwurpayueii. Bo Bpems 3-i1 Hedenu MOABAAETCS MNepBUYHAs MNo-
nocka, obosHavawlas Havyano racTpynsynu. Ha ypoBHe MnepBMYHONA
MONOCKW MyTeM WHBarMHauum 3KTOAEpPMabHbIX KAETOK MPOUCXOAUT
obpasoBaHue 3-ro 3apoAbllleBOro AUCTKa — Me3odepMbl. Knetkn Me-
304epMbl 06pasylOT UeHTpaNbHYK 4acTb BOPCMHOK XOPWOHA H Aud-
(hepeHUnpyoTCad B COEAMHUTENIbHYIO TKaHb W KPOBEHOCHble COCY.bl.
B palioHe nepBMYHO MONOCKM B Mpouecce pa3BUTWMA obpasyeTca 3a-
Knafika MO3BOHOYHMKA. XOTA BCe OpraHbl pa3BUBalOTCH OLHOBPEMEH-
HO, nepuoj c 18-ro no 28-i AeHb HasblBAlOT CTaguell Heilpynbl, Tak
KaKk B 3TO BpeMf NPOUCXOAWUT 3akfajka HepBHOW cucTembl. Bponb
NepBMYHON MONOCKU (HOPMUPYETCA HepBHAA NiacTUHKAa, Kpas KOTO-
poii cMblKalTcs, 06pa3ys HepBHYK TpybKy. Y[BOeHWe T[OMI0BHOIO
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KoHua 3mbpuoHa Ha 15—20-i geHb MOXeT NpUBECTU K pPasBUTULO
onpeAeneHHbIX NULEBbIX aHOMaiuii, B 3TO BpPeMs BO3HMKAKT Takue
NMOPOKM pa3BUTWMS NuLa, KakK CpefiuHHas pacwennHa rybel. Ha 17—
20-i1 feHb pasBMTMA NPOMCXOAMT (OPMUPOBAHME XOpAbl — NPOM3BOA-
HOro 3KTOoAepMbl. XopAa BbINOMHSAET poO/ib MNEPBUYHOrO CcKeneta Yy
IMO6pMOHa, B fJanbHeillleM OHa MOABepraeTcs perpeccum u 3ameuia-
eTCA CMCTEMOMN KOCTHbIX MO3BOHKOB. B TeuyeHue 4-ii Hegenu ¢opmu-
pytTCA NepBMYHble CermMeHTbl (COMWUTHI), M3 KOTOPbIX pa3BMBaeTcs
CKeneTHas U MblleYyHas CUCTEMbI.

Takum o06pa3om, yepe3 Mecsl, Mocie OMJOAOTBOPEHUS U3 OLHOW
ALeKNeTKM 06pas3yoTCad MUANNOHBI KETOK. Y CcTaHaB/MBaeTCa cUCTe-
Ma UWPKYNAULUKU MeXAy OpraHu3mMoM matepu U 3M6PUMOHOM, NPOMUCXO-
OWT 3aKnagblBaHWe H pas3BMWTUE BCEX OCHOBHbIX CUCTeM (HepBHas,
MblLLEYHas, nuleBapuTeNnbHas, CKefleTHas M CepAeyvHO-cocyaucTas).
3mMb6pnon npuobpetaeT GopMy M3OrHYTON TPyOKWM M JOCTUraeT ANUHBI
6 MM, OH YXe M30/MpOBaH OT 3KCTpPaaMbpnoHanbnbix o6onoyek. Ha-
UnHaeTca cepauebueHne, XoTa ceppue ewe He CHOPMUPOBAHO OKOH-
yaTenbHO. MepBblii MecAl pasBUTUS ABASAETCA pewwlarlwuMm B ambpuo-
reHese n HapylweHue nwo6oro npowuecca B 3TOT MNepuoS MOXET MNpu-
BeCTU Nubo K rubenn smb6puoHa, NMOGO K BpPeaHOMY BO3AeNCTBUIO Ha
MHOTUEe CUCTEMBI.

BTopoii mecsiy, pa3BuTUs

BTopoii MecsAL TakXe SBAAETCA KPUTUYECKUM B OTHOLWIEHWU pasBu-
TWS MOPOKOB, TaK KakK B TeyeHMe 3TOro Mecaua npoposmxkaerca qop-
MWUPOBaHME BCEX OPraHHbIX CUCTEM U3 UX 3aKnajok.

OMOpPMOH MO BHEWHEMY BMAY HayMHaeT MOXOAWTb Ha B3POC/bIA
opraHusm, GpopMuMpyrTCA MU0, 3aKNafgKu rnas, Hoca N yWMWoOn pako-
BWHbI. B 3TOT nepuog npomcxoauT cpaleHne HeB6HbIX OTPOCTKOB,
thopMupytoTca 3y6bl, A3blK W BKYCOBble COCOYKU. [pu HapylleHuu
npouecca cpaweHna HebHbIX NNacTUHOK MOryT obpas3oBaTbCs paclye-
NWHbI TY6bl N Heba. POPMUPYIOTCA KOHEYHOCTM, Ha KOTOPbIX pasiu-
YyalTCcA 3a4aTKM Majbles; pa3BMBalOTCA XpAlWeBas U MblleYyHas cu-
cTembl. [Monywapusa Mo3ra yBenuumparoTcs B 0b6beme, guddepeHumn-
pyeTca 3puUTeNibHbIA TpakT M o06pa3yeTcs CBA3b MeXJAY CEeTYaTKOM
rnasa u mosra. B 370 e Bpems npoucxogut oOpMMpoBaHWe U AUG-
thepeHumayma a”ene3 BHYTPeHHER cekpeuun: runodusa, LWMTOBUAHOM
M BUIOYKOBOM >Xenes.

Teno ambproHa [AennTcA Ha OTAeNbHble nonocTu. Mpoponkaercs
pasBuTMe cepAala, M3 KULWEeYHOW TpybkKm ¢opmupyeTca MuLLEBOS W
Xenypok. lMevyeHb HauyuMHaeT MNPOU3BOAWUTHL KJETKU KPOBU H >KEeNub,
XOTS MnocnegHas ewe He yTunausmpyetcsa. [MogxenygouHas xenesa
HauyMHaeT NpPoOAyLUpPOBaTb MHCYNWH. Ha HWXHel rpaHuue rnoTOYHON
KAWKKN nosBnseTcs 3aknagka Tpaxeum W OpoHXOB. B KoHue 3TOro
nepuoja nerkue npuobpeTardT [ONEBOE CTPOeHUEe M (opMmupyoTCs
6poHxuonsbl. K KoHUYy 8- Hefenu nouyTM 3aKaHYMBAETCH pa3BUTME
cepaua, nosBnseTca Auadparma, oTAensolwas cepjue M nerkue oT
KnweyHuka. ®opMmupyeTcs OKOHuYaTelbHasi CTPyKTypa nouyek (meTa-
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HepocC). YporeHuTanbHblil M peKTanbHbIl MPOTOKU pasfensitoTcsa ne-
peropoAkoil, oBanbHas Memb6paHa nepdopupyetcsi, 06pa3ys aHanb-
Hoe oTBepcTWe. [epMUHaTUBHbIE KJIeTKW MNepemewialoTca B 061acTb
MOMOBLIX CKNafoK, rae B fafibHellleM pa3BMBAKOTCA SAUYHUKU WK
ANYKKN, KOTOpble HauyMHalT ONyckaTbCs B KOHUe 2-ro mecaua. Aud-
(hepeHUMPYIOTCA BHYTPEHHME MPOTOKM C COXPAHEHMEM KaK MIONnepo-
BbIX, TaK M BOMb(OBbIX KaHan0B, HaYMHaeTcad (hOPMUPOBaHUE HapyX-
HbIX MYXCKWX MOMOBbIX OPraHos.

Takum o06pa3om, 2-ii mecsal pa3BUTMA XapaKTepu3yeTcsi WHTEH-
CUBHOW AuddepeHLMaLmein opraHoB ii pocToM 3amb6puoHa. Ero gnuHa
yBennumeaetcs ¢ 6 go 33 mm, a macca —B 50 pas. B atoT nepuop
3MOPMOH KpailHe YYBCTBUTENEH K LeACTBUI TepaTOreHHbIX ()akTopoB,
TakMX KakK pajuauus, nekapcTBEHHble BellecTBa W Bupycbl. Hapy-
WeHns pa3sBUTUA B 3TOM Nepuofe NPUBOAAT K TAXENbIM NOCNELCTBU-

AM, MOCKO/IbKY BCE OpraHHble CUCTEMbl Pa3BMBAKITCA OJHOBPEMEHHO
N 04eHb ObICTPO.

TpeTnii MecsiL, pasBUTUS

C 3-ro Mecsdua OTAeNbHble CUCTEMbl 3MOpMOHA, pasBuBaroLLMecs
He3aBWCMMO, HayMHaloT B3aMMOAENCTBOBaTb. Y CTaHaB/MBaeTCs HeEpPB-
HO-MblLeYyHass B3aMMOCBA3b, 06ycnoBnMBalLWas aKTMBHOCTb MJ0Aa,
NOSIBNSIIOTCA OTBETHble peakuun Ha pasgpaxKeHue.

Ha 3-m mecsue pa3BuBaeTcs MoueBasi cuctema. MOYKM HauyMHAKOT
(DYHKUMOHMPOBATb W BbipabaTbiBalOT MO4YY, KOTOpas 4Yepe3 MO4YeBOl
ny3blpb BbIBOAMTCA B aMHMWOTUYECKYK XXWAKOCTb. HekoTopble 4vactu
MOYEBOI CMUCTEMbI MoAa MoOABepralTca 06paTHOMY pa3BUTUIO, a ApY-
rme [alwT Havyano NONMOBON cucTeme (Hanpumep, TKaHb Me30Hedpoca
coefMHAeTCA C BONb(OBbIM KaHanoM, WrpawWwum poab B PasBUTUM
XXEHCKNX UM MYXCKUX MONOBbIX OpraHoB). B koHue 3-ro mecaua gud-
(hepeHLMpPYOTCA HapyXHble MOMOBble OpraHbl, TaK 4YTO CTaHOBMWTCS
BO3MOXHbIM OMpefeseHne nona nnoga. ANYKM CHOPMUPOBAHBI, HO elle
He (PYHKLUMOHMPYIOT, pasBuMBaeTca npefctaTenbHas >kenesa. M3 XeH-
CKWX MOMOBbIX OpPraHOB B 3TOT MEpPUOA Pa3BUTbl TONbKO SIUYHUKMK,
a Apyrve opraHbl CUCTEMbl AuUddepeHUUpyOTCS Ha 4-m Mmecsaue.

KoHgurypaums nnoga Bce 60nblie HanoMWHaeT B3pPOC/NbI opra-
HWU3M, HEpPBHbIA Kanan 3anoNHAeTCSs HEPBHbIMM KneTkamu. [nasa
COEAMHATCSA C FNasHbIMWM AUCKaMW, YWHble PaKOBUHbI HW3KO pac-
NOM0XEHbI, HOPMUPYOTCA 3yBbl H MPOMCXOAUT OKOHYaTENbHOE CAUA-
HMe HeOHbIX NAaCTUHOK NO cpeAHei nuHuKU. LLuToBMAHAsA, MOAXe-
NyfoYHas Xenesbl U NIETKWE YXe MOMHOCTbIO CPOPMUPOBAHbBI, XENY-
HbIi Ny3blpb CEKPeTMPYeT >Xenuyb. Pa3BnMBalOTCA KOCTM, HO KPOBETBO-
peHue BCe elle MPONCXOAUT B MEYEHU.

Takum o06pa3om, K KOHUY 3-ro Mecsua 3akaH4yuMBaeTcs (Qopmupo-
BaHWE OCHOBHbIX CMCTEM OpraHu3ma N WX WHTerpaumsa. Mnog craHo-
BUTCA OTHOCUTENbHO YCTOWYMB K TepaToreHam, Mo OH elle He MOXeT

CYW ecTBOBaTb CaMOCTOATENIbHO W3-3a ManblX pa3mepoB (ANWHA ero
0KO0M0 75 MM).
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BTopoin n TpeTnii TpUMecTpbl

XapaKTepHas uyepTa Mo3gHero nepuoga 6epeMeHHOCTW — 3TO 6bICT-
pbiii pocT nnoja. Kak yKasbiBanocb, MA04 B OCHOBHOM YXe YCTOWYMB
K TepaToreHam N HapyWweHWs pa3BUTUS MOTYT BO3HUKHYTb B oOpra-
Hax, ele ne OKOHYMBLIMX CBOe pasBUTUe (MO3r, rnasa, MosioBble Xe-
nesbl). Ha nekapcTBeHHble CpeAcTBa MA04 B 3TOT MEPUOL pearmpyer,
KaK M HOBOPOX/EHHHbIIA.

TEPATOTEHES3

TepaToreHes — BO3HWKHOBEHMWE MOPOKOB pa3BUTWUS y Moda Mof Aen-
CTBMEM TepaToreHHbIX areHToB. K TepaTorenam OTHOCATCA pajuaumg,
XUMUUeckne (nekapcTBeHHble) BeW,ecTBAa M MHMEKLUMOHHbIE areHThI.
Kpome aHaTOMu4yeckux AeekToB, TepaTOreHbl MOTYT Bbl3blBaTb FEH-
Hble M UMTOrFeHeTMYeCKMe HapyLleHUs, MOCKONbKY CpPeaoBbli (akTop
MOXeT OblTb MPUYMHOM MNEepPBUYHON FEHMOW MyTauuy NAM XPOMOCOM-
Holi abeppauunun. TepMUH «TepaToreH» cnegyet MPUMEHSATb TOMbKO K
TeM areHTam, KOTOopble OKa3biBalOT BPeAHOe BO3AelicTBME HAa 3MOPUOH,
pasBMBaBLIMACS A0 3TOr0 HOPManbHO. TepaTOreH MOXET BbI3blBaTb
HapyleHne pas3BUTUSA BCNeACTBME XPOMOCOMHO aHOManuu, reHHOW
MyTaLunM UAN MeXaHW4YeCcKOoro BO3[eiACTBUS, OAHAKO TOYHbIN Mexann3m
06bIYHO HEN3BECTEH.

TepaToreHHas akTUBHOCTb areHTa 3aBWCMT OT LeNoro paga gak-
TOPOB: CNELMPUYHOCTU NEeKapCTBEHHOrO NAH MH(PEKLMOHHOrO areHTa,
[03bl U BpeMeHW AelCTBUS B 3aMOpuoreHese, reHotTuna mMaTepu U nno-
[a, a TakXe OT COYeTaHWUs C APYTMMMU CpefoBbIMN (haKTopaMu.

CneundunyHOCTb areHTa

OueBMAHO, TepaToreHHas aKTUBHOCTb pasHbIX (aKTOPOB HEOAMHaKo-
Ba. Kpome TOro, oHM MOryT ObITb TepaTOreHHbIMW TONbKO Ans Onpe-
[eNleHHbIX BUAOB >XMWBbIX OpraHn3mos. OfHaKo B Mpejenax [aHHOrO
BMAa TepaTtoreH 06bIYHO MoOpaXKaeT MHOrMe cucTembl. XapakTep BO3-
HMKaLWNX aHOManuin 3aBUCUT OT BPeMEeHW [AeNCTBUA areHTa, Hanpwu-
Mep, Mpu BBEAEHUW TanupomHAa mexpny 35—37-M AgHemM MoABNAKTCA
MOPOKW PasBUTUA YLIHbIX PaKOBWH; Mpn BBefeHWU Ha 41—A44-i feHb
passuBaeTcs amenna unm pokomenna [Knapp et al., 1962].

Jo3a

Ha nio6om 3tane amb6puoreHesa feiicTBue TepaToreHa 3aBUCUT OT ero
[03bl: OTCYTCTBMe 3(dhekTa Npm MUHMMANbHOW A03e, pasBUTUe Opra-
Hocneunduyecknx MNOPOKOB NpW cpefHeli fo3e U rubenb sMb6puoHa
npu BbICOKON [03e. Y XWBOTHbIX TepaToreH OKasblBaeT CBOE MOBPEX-
fawlee pAeicTsMe, NO-BNANMOMY, B OYEHb Y3KOM WHTepBane [o03,
06bl4HO OT [, 4O Y2 OT cpeAHeil fo3bl (n1450), KOTopas yb6uBaeT Ma-
TepuHcKknin opranusm [Wilson, 1973]. KoHeuHbIli ahheKT 3aBUCUT WU
OT TOro, Ha Kakoi cTagun pasBuTus 3MOpPMOHA BELLECTBO 6blN0 BBE-
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LeHO, T. €. areHT MOXeT OblTb TepaTOreHHbIM B JaHHOW [03e B OfHOW
CTaguu pasBUTMA, a B APYroi cTagum TOT Xe 3(PeKT [ocTUraercs
npu 60nee BbLICOKUX NAKW, HA0BOPOT, HU3KUX [03axX. AHaNOTMYHbLIM
06pa3oM nNpy OAHON [03e areHT MOXET BbI3blBaTb Ne€TajibHbI, HO He
TepaToOreHHbli 3eKkT, B TO XXe BpemMa MpU APYroin [03e OH MOXeT
oKasbiBaTb WM TO, WMAM Apyroe feiicTBue. BaXHbIM MOMEHTOM £AB-
nseTca uM cnocob BBefeHWS BELLECTBa, MOCKOMbKY HEKOTOpble areHTbl
TepaToreHnbl TOMbKO MpW ONpefefieHHOM cnocobe BBeAEHUS, 4TO, Be-
POSATHO. CBA3aHO C ABAeHWeM agcopb6buuun. Tak, BBeAeHME ONpefeneH-
HOW [03bl BelecTBa MalbiMy MOPLUAMMU B TEYEHWE HECKONbKUX [HEl
MOXEeT MPWBECTM K MHOMY pe3yfbTaTy, YeM npu OAHOPA3OBOM BBefe-
HUM TOM >Xe p[o3bl. [ocnefoBaTeNbHOe BBEAEHME MasblX [03 MOXET
MHAYUMpOBaTb (hepMEHTHbIe CUCTEMbl, paspyllakouine TepaToren, W,
cnefoBaTe/lbHO, OH BbI3bIBAET MEHbLUME MOBPEXAEHUS, YeM MPU OAHO-
KpaTHOM BBefeHWM BCei Ao3bl. M HaobopoT, mocnefoBaTeflbHOE BBeE-
LeHne nekapcTBa MOXET MNpUBOAUTL K MOBPEXAEHUI TexX KNeToK,
KOTOpble KaTabonM3upylT [aHHOE BelwecTBo, 4YTO BefeT K 6onee
Cepbe3HbIM MOCMeLCTBUSAM, YEM MOXHO 6biN0 6bl 0XMAATh.

CTaansi SMO6PUOHA/ILHOTO Pa3BUTUS

Mepvopd, Korja nnof MOABEPXeH MOBpexaallWwemMy [eACTBUIO Te-
patoreHa, Has3blBaeTCA KpUTUYECKMM. B ambpuoreHese MOXHO Bbife-
ANTb TpWM CTaguyM pasIMYHON UYYyBCTBUTENbHOCTM K TepaTorenam
(puc. 47). 3HaHue npoueccoB AgutdepeHunaLum YenoBe4YecKoro 3am6-

peHumnaumns

Mepuoabl 6epemMeHHOCTH

Puc. 47. YyBCTBUTENbHOCTb K BO3AEWCTBUIO TepaTOreHOB B pasHble MNepuopbl
ambpuoreHesa. [eiicTBMe TcpaToreHa B MepBble Nefenyn 3MGpuoreHesa MOXeT
nNpuBOAUTL K rMbenn am6puoHa, MO B CAyyae ero BbIXXUBaHWA JanbHeliwee pas-
BUTWE MOXeT ObiTb HOpManbHbIM. Bcrneg 3a mepuogoM MakcMManbHOW 4yBCTBMU-
TENLHOCTW TepaToren MOXeT BAUATb Ha POCT Naoda, ne BO3AeACTBYS Ha opra-
HoreHes. Takum 06pa3om, aHOManuWW pPa3BUTUS MOTYT OblTb pPe3ynbTaTOM BTO-
puYHbIX 3ekToB (Hanpumep, cocyguctas okkn3ma) [no Simpson J. TN, Disor-
ders of Sexual Differentiation. Etiology and Clinical Delineation. — New York:
Academic Press, 1970, p. 46. MevaTtaeTca c paspewieHuns].
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piioiia no3sonseTr Npu6AM3UTENbHO ONPeAennuTb YyBCTBUTE/bHbIN ne-
puoa ANA KOHKPeTHOW OpraHHoOM CcucTembl, MNPUYEM dtii NEpuogbl
pasnuyHbl An8 pasHbiX OpraHoH. Boobuwe nepBble 2 Hej pasBuTUA
3MOPMOH OTHOCMTENbHO YCTOWYMB K [AeicTBUO TepatoreHoB [Wilson,
1973]. XapakTepHOil 0COGEHHOCTbLH 3TOro nepuoga ABAAETCA TO, YTO
npu CUAbHOM BO3AeACTBUM TepaTorena 3MOPUOH MOXET MNOrUGHYTH,
HO ecnu OH BbDXMWBaeT, TO, Kak NpaBuMn0, HUKAKUX aHOManuii pasBu-
TUS He BO3HMKaeT. IMOCKOMbKY Ha Takol paHHel cTaguuM pasBuUTUSA
3MOpMOHanbHble KAeTKKU ele nefHpdepeHHMpOBaHNbI, NpeanonaraeT-
€A, 4TO Jaxe B cnydyae rnbennm OAHOM WM 4YacTW KNeTOK OCTaBLUIMECH
HEMOBPEXAEHHbIE KMETKW BbINOAHAT WX GYHKUWW, €CAU, KOHEYHO,
TepaToreH He Bbl3Ba/l XPOMOCOMHbLIX WAW TFEHHbIX aHOManuii, Hapy-
waruwmx Metabonmyeckne npoweccbl B KNeTke.

Mpouecc opmupoBaHUs opraHoB (OpraHoreHes) y 4Yenoseka Npo-
ncxoauTt Ha 3—8-i Hepene, XOTA LN HEKOTOPbIX cucTem (Mo3r, no-
NOBblE Xefe3bl) nepuog guddepeHunaumm HacTynaeT nos3xe. B ne-
pvog opraHoreHesa 4YyBCTBUTENbHOCTb K TepaToreHaMm MaKCcuUManbHas,
npuyem feiicTBMe UX opraHocneuHpUYno: TepaToreH MOXeT mopaxarTb
Ha OAHON CTajuu OfLHY OPraHHyK CUCTEMY, a Ha [APYroin — Apyryto.
Bpems BO34elicTBUSA TepaTorena onpejensieT He TOMbKO MOPOKW, HO K
XapaKTepHbll cnekTp aHoManuii. Hanpumep, obnyyeHne B fo3e 1 I
Ha 8- unn 11-ii geHb 6epeMeHHOCTM He BbI3blBAeT pas3BUTUA aHOMa-
AWy Nnoga, HO Bbl3blBaeT MX pas3BuTMe Mpn 06/7y4vYeHUU Ha 9-i AeHb
(rnasa, ronoBHOW H CMWHHOW MO3r, ceppaue, Ayra aopTbl N MO4eBas
cuctema) m Ha 10-ii geHb (rnasa, roONOBHOW MO3r H MOYeBas CucTe-
ma) [Wilson, 1954].

Mocne opraHoreHesa (And 60MbLWIMHCTBA CUCTEM OH 3aKanyuBaeT-
cA Ha 4-M Mecsue) 3aMb6puMOHanbHOE pas3BUTME XapaKTepu3yeTca rnas-
HblM 06pa3oM pOCTOM W YBeNMYEHWEeM pasMepoB oOpraHos. B aToT
nepuoj TepaTtoreH MOXEeT Bbl3BaTb HapyLlleHWe NpoLeccoB pocTa BCEro
3M6puMoOHa WAW ero OTAeNIbHbIX OpPraHoB, MO O06bIYHO He BbI3biBaET
BUAMMbIX MOPOKOB (32 WCKAOYEHWEM TFONOBHOrO MO3ra N MOM0BbIX
Xenes, pasBMTME KOTOPbIX elle MpofomkaeTrcda). Hanpumep, BBege-
HWe aHApOreHoB O6epeMeHHOW >kenwumHe nocne 12-i Hegenu MoXeT
npuBeCTM K runeptpoum KAuTopa y NNOAAa >XKEHCKOro nona, Ho He
BbI30BET MepeMelleHns OTBEPCTUS MOYENCNYCKATeNbHOro KaHana wuau
cpaweHuMs ryb6uo-MoLONOYHbIX CKNafoK. JleKapCTBEHHbIE BelecTBa
(Hanpumep, xnopaM(peHHKON), BpeAHO BO3AENCTBYIOLLME HAa HOBOPOX-
[OEHHbIX, TaKUM >Xe 06pa3oM [elCTBYIOT U Ha NA0A4 B NO3f4HENR cTaguu
pa3BuTus. Kpome TOro, HEKOTOpPble aHOMajauW MOryT BO3HUKaTb BTO-
pvyHO. Hanmpumep, M36bITOUYHBLIA POCT WUHTUMbI apTepuyu MNPUBOAUT K
COCYAMCTOW OKKAK3MKW, 4YTO B CBOK O0Yepefb BbI3biBaeT aTpotuto
LHeTanbno pacnosioXXKeHHOro oprana.

feHoTUN

A heKTbl AeiiCTBUA TepaTOreHOB BO MHOIOM OMNPEeAeNstTCs FeHOTU-
namu maTepu W nnoja. Tak, BblCOKas 4actoTa pacliennH Heba, WH-
AYLMNPOBAHHbLIX KOPTU30/IOM, Y HEKOTOPbIX MHOGPEAHbIX NUHUIA Mbl-

240



ek, BO3MOXHO, CBA3aHAa C UX FeHeTUYEeCKOW npefpacnonoXeHHOCTbIO.,
06ycnoBnMBaKLeii UYyBCTBUTENbHOCTb K TepaTOreHHOMY [elCTBUIO
Koptusona [Fraser, Fainstat, 1951]. E)efjHeBHOe BBejeHWe KOPTU-
3ona Ha 1J—14-ii peHb 06ycnoBnMBaeT pacliennMHy Heba Yy BCEro
notomcrtea nuHuu J1-Jax, y 08% notomctea C31l u TonbkKo y 12%
Mblwed nuHum CBA [Fraser, Fainstat, 1951; Kalter, 1965]. Pa3nu-
4ynma B YacToTe aHOManuii y pasHbIX NIMHUIA, BepoATHO, OnNpejensTcs
reHeTMYeCcKOn npefpacnonoXennocTelo BuAa. W3BeCTHO, 4TO TO/bKO
y 18% >KeHWMWH, NPUHUMAaBLINX HOP3TMHAPON B ONpPeAeNneHHON [030
W onpefefnieHHble CPOKU GepemMeHNOCTU, POXAAnUChb LeBOYKM C runep-
Tpothmein knutopa [Jacobson, 1962].

UyBCTBMTENbHOCTb K BO3JEMCTBMUIO TepaTOreHHbIX areHToB, Bepo-
ATHO, UMEEeT MOMUTeNnHy Npupoay, a ee pasnyms Moryt OblTb 06b-
ACHeHbl: 1) pa3nuMumMaMu B CNOCOOGHOCTWM OpraHM3Ma matepu abcopbu-
poBaTb WAW YTWUAN3UPOBaTb TEPATOreH; 2) YPOBHEM MPOHMLAEMOCTU
nnaueHTol; 3) Metabonusmom nnoga. CrnefyeT HanoOMHUTb, 4YTO peak-
LM Ha pasHble NleKapCTBEHHble BeLleCTBA Pa3HblX WHAWBUAOB pas-
nnyHa [Vessel, 1972]. KpuBasi pacnpegeneHuss MHAUBUAOB NO peak-
UUU na NleKapCTBEHHOE BELLeCTBO COOTBETCTBYET KPMBON HOPMasbHO-
ro pacnpefefieHus, 4YTo CBUAETENbCTBYeT O MOAMIEHHOM HacnefoBa-
HUM npusHaka. Kpome TOro, y MOHO3WUIOTHbIX O6/IN3HELOB peakuunu
Ha feKapCcTBEHHOE BelLecTBO 601ee CXOAHbI MO CPaBHEHUIO C AH3UTOT-
HbiMn [Vessell, 1972]. OueBUAHO, M YYBCTBMUTENbHOCTb K TepaToreHam
reHeTMyeckn fetepMuHupoBaHa. C Apyroil CTOPOHbI, BCTpeYalTCA Nun-
a, HeoObIYHO YYBCTBUTENbHbIE WAW HEOObIYHO YCTOMYMBLIE K OnNpe-
[JefNeHHbIM NleKapCTBEHHbIM BeLLeCTBAM, YTO, BEPOATHO, CBA3AHO C
MyTauusmu. B Takom cnyyae roBopAaT O (DapMakoreHeTMYeckomMm 3a-
6oneBaHuM,  Hanpumep, HeJoCTaTOYHOCTb MNCEBAOXO0NMNNAcTepasbl,
YCTOMYUBOCTb K Bap(hapuHy, renapuHy wam napylieHue katabonusma
(nekapbokcunmpoBaHMe) TaKWX NpenapatoB, KakK ruapanasnH uau
n3oHnasng. Ecnu myrtaumsa Bbi3biBAeT Yy M104Aa HapyleHWe WHaKTU-
BaLWM TepaToreHa, TO BBefeHMWe TepaTOoreHa OKaXeT BpejHOe BO34ei-
CTBME MWMEHHO Ha 3TOT NA04, MO Me Ha 3[40poBblA. KnnHuueckoe
3HaYeHWe pacCMOTPEHHOro ABMEHMA 3aKnvaeTca B TOM, YTO HEKO-
Topble MHAMBMAbLI (NAoAbl) MOryT 6biTb KpaillHE 4YYBCTBUTENbHbI K
onpefefieHHbL TepaToreHam.

B3aI/IMO,lJ'eI7ICTBVIe JNIEKapCTBEHHbLIX BELLECTB

OfHOBpEMEHHOE BBEfeHWEe ABYX TepaTOreHOB MOXET OKa3blBaTb MHOe-
[EHCTBME, YeM pa3fenbHOe BBeAeHWEe MX. Y MbllWein, Hanpumep, ®o-
NnneBas KWCNOTa CHMXXAeT 4YacTOTy KOPTU3ONUHAYLUMPOBAHHbLIX MOPO-
koB [Peer et al., 1958], uyTo, MO BCeli BEPOATHOCTMW, CBSA3aHO C aKTU-
BaLMeihn (DEPMEHTHbIX CUCTEM, KaTabonM3MpyrwLWUX TepaToreH, uam c
HacCblLULeHWEM Y4aCTKOB CBfi3biBaHUA, C Apyroi CTOPOHbI, O4HO Be-
uecTBo (HeobA3aTenbHO NeKapCTBEHHOE) MOXET yCcunmeBaTb TepaTo-
reHHoe feiicTeume fpyroro. Hanpumep, 6eH30nHOBas kucnota (nuue-
BO/W KOHCEpBAHT) YCUNMWBaeT TepaTOreHHoe [AeiiCTBUE aueTucanuuu-
noBoi kKucnotel y Kpbic [Kimmel, Wilson, Schumaker, 1971],
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.BO3MOXHO, 33 CYeT UHrMGUpPOBaHWUS (HEPMEHTOB, PaspylleHUs K/eToK,
NpoayuMpyoWnx (epMeHT, HAM 3a CYET HacbIlUeHUs CBA3bIBalOLWNX
YyYacTKOB na GenKe-HepeHOCUYHKE, YMEHbLUAlOWEM YPOBEHb HECBS3aH-
HOro, aKTMBHOTO, TepaToreHa.

Apyrne dakTopbl

Pasnuuma B OTBET Ha BO3felCTBME TepaToreHa WMHOrga Moryt 6biTb
CBfi3aHbl C APYrMMU CcpefoBbIMM (haKTOpamMu UAu Mopgonoruyeckumm
0cob6eHHOCTAMM, TaKMMW, KakK Macca Tefna njofga W matepu, Mosoxe-
HMe nnoja, OCOGEHHOCTM MATOYHOrO KPOBOOGPALLEHUS WU PEXUM
nutaHua [Kalter, 1965; Kei'nis, 1971]. Opnako, KaK 3amMe4yeHO MuC-
cnepgoBaTensiMu, fLeicTBue 3TUX (AKTOPOB oOnocpefoBaHo. Hanpumep,
obpaTHO NponopuMOHanbHas 3aBUCUMOCTb MeXAY Maccoi Tena maTte-
pu i pa3BMTMEM KOPTU3OAMHAYLMPOBAHHON pacliennHbl Heba y nnoga
06ycnoBneHa He Maccoil Tena KakK TaKOBOW, a [030i TepaToreHa na
eanHnuy maccel Tena [Kalter, 1965].

[JelicTBue TepaToreHa Ha KneTKy

TepaToreHbl MOryT BbI3blBaTb FeHHble MyTaLuW, HepacxoXJeHue Xpo-
MOCOM WMAW WX MNOMOMKW, UCTOLEHWE UAW WMHrubupoBaHue npepfliecT-
BEHHWKOB WAuM cy6cTpaTa, MCTOWEHUE 3HEepPreTMYecKMX WUCTOUHWUKOB,
MHrMbupoBaHne (epMeHTOB MAM W3MEHEHWEe BHYTPUKNETOUYHOW OCMO-
NAPHOCTWU BCNEACTBME HapYLIeHUA LeNocTHoCcTM mMembpanbl [Wilson,
1973]. Mopdonornyeckne nposABNEHUA [eACTBMA TepaTOreHa BK/O-
YalT rnbenb KNeTOK M3-3a HapyWeHUs UX AeNeHUs, HapylleHne Mex-
KNeTOYHOro B3aMMOAEWCTBUA, MUTpaLuu KAeTOK WM MexaHW4yeckKoe
NnoBpeXaeHue ux.

He3aBUCMMO OT MexaHM3ma OObIYHO MOpa)kaeTcsa opraH C MasblM
YMCNOM KNeTOK, TaK KakK He AO0CTUTraeTcs OMNpefeneHHON «KpuTude-
CKOW» Maccbl, HeO6XOAUMON AN Hayana UAM NPOSOMKEHUs npouec-
coB AugdepeHumnaumn [Saxen, 1970]. HekoTopble aHomanuu (nonu-
LaKTUNA Wnm cpaweHue ryb6HO-MOLWOHOYHbIX CKNaZoK) MNpoucxoasaT
nn6o B pesynbTaTe YCUNEHHON nponudepaunnm KNetok, nmbo wn3-3a
HapyLlWeHNa OorpaHWYeHHONW KNeTOYHOWN JereHepaumu.

JoKa3aTenocTBO TeparoreHHoCcTu

MonyuyeHue [0Ka3aTeNbCTB TEpPaTOreHHOCTM HEKOTOPbIX BELECTB Y
yenoBeka COMPSYKEHO C OnpefeneHHbIMU TPYAHOCTAMU. Bo-nepsbiX,
Heo6X0AMMOCTb GOMbWOro Yncna o6cregyeMbiX ANs NPOBeAEHUS KOp-
PEKTHOro aHanus3a. BO-BTOpPbIX, 4YacTO B PacrnopsXKeHWU UMerTCs
TONbKO PEeTPOCMEKTUBHbIE [aHHble. B-TPeTbUX, CXOAHble BPOXAEHHbIe
aHoOManuu MoryT HabngaTbCa Y NA0A0B, KOTOPbie IBHO He NoaBepra-
NUCb BO3JENCTBUIO TepaToreHa. B-yeTBepTbiX, MMeeT 3HauyeHWe reHe-
TMYeckas reTeporeHHoOCTb YenoBeka.
0 BO3MOXHOI TepaToreHHoW aKTWBHOCTW BeL|eCTBAa MOryT CBupe-

TeNbCTBOBATb CheAytoline HaGNOAEHUS.
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1. Cneungunyeckas aHomanmsa 06GHapPyXMBaeTCA 4Yalle BCEro wupra
BO3/JeNCTBMMN ONpefefieHHOro BellecTBa.

2. AHomanusa MOCTOSIHHO CBfi3aHa C BO3felicTBMEM npepjnonarae-
MOro TepaTorewua.

3. BelyecTBO feicTBYeT Ha TOW cTaguuM opraHoreHesa, Korfga Hau-
60nee BEPOATHO pa3BUTUe JAHHOW aHOManuu.

4. o nosiBNeHMa BO3MOXHOrO TepaToreMa aHomanusa BCTpeyanachb
pexe (Hanpumep, (OKOMenus, cBA3aHHas C NPUMEHeHWeM Tanngo-
Munaa).

5. BocnpoussefeHue aHoManuM B IKCMNEPUMEHTE Ha >KUBOTHbIX
nyTeM BBEAEHWS BELLeCTBA Ha ONpefefeHHON CTaguu OpraHoreHesa
C 3KCTpanonsuuein p[aHHbIX nNa 4venoseka (O4HAKO OTpuLaTeNbHble
3KCNepuMMeHTaNbHble AaHHble elle He [0Ka3blBalOT, YTO NIeKAPCTBEHHOE
BellecTBO 6e3BpefHO AN YenoBeKa).

MeToabl HabnaeHNUs, a TakXe 3KCNepuUMeHTalbHble MeToAbl ANf
o6Hapy)XXeHUs TepaTOreHHbIX areHToB o6cyxpatoTcs B pabote Wilson
(1973). 3gecb fOCTAaTOYHO CKa3aTb, YTO HET eAMHOr0 YHWBepPCanbHOTO
N HajeXHoro mertofa. B yacTHOCTU, Henb3s AenaTb 3ak/AOUYeHUe O Te-
paToreHHOCTU BelLecTBa TOMbKO MO [JaHHbIM, MOAYYEHHbIM MPU KU3Yy-
YeHUU ofHoro 6uonoruvyeckoro smga. Yalie BCero AnA TecTUpoBaHuMA
TepaToreHHbIX CBOMCTB BellecTBa MCNOMb3YIOT KPbIC, MOCKOMbKY Y HMX
YPOBEHb CMOHTAHHbIX MOPOKOB HMXE, YeM Yy Mbllleid N KPOSUKOB.
K coxaneHuto, Kpbicbl 60/ee YCTONUYMBLI, YEM YeNOBEK, K HEKOTOPbIM
yXXe M3BecTnbiM TepatoreHam (Ttanungomung). CneposaTens™, B upea-
ne Heo6xo4MMO TeCcTMpPOBaTb U MpuMaToB. Ecnm e B akcnepuMeHTe
MCNONb3YIOT KPbIC M MbllWel, TO NpefnoYTuTeNnsHee 6path MHOpPeaHble
NNHUN.
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F'nasBa 13

PAOVNALINGA, YNBbTPA3BYK U APYTUNE ®UN3NYECKUE PAKTOPbI

K nospexgjalowum @usnyeckum GakTopaM OTHOCATCA 3neKTpomar-
HUTHOE W3NyYeHWe, YNbTpasBYK, FUNOTEPMUA U MUKPOBOJIHbLI, KOTO-
pble MOryT OKa3blBaTb TepaTOreHHoe, MyTareHHOe W KaHLeporeHHoe
felicteue. VX BO3[AeCTBMIO YeNOBEK MOfBepraeTcs B pe3ynbTaTe:
1) neyebHbIX WAW AMArHOCTMYECKUX Mpoueayp: 2) npodeccroHanb-
HbIX 3aHATWIA; 3) COOTBETCTBYKOLLUX YCNOBUIA cpefbl; 4) HecuacTHbIX
cnyvaeB (4aw,e BCero Ha MNpPoOWM3BOACTBE); 5) BO BpeMs BOWHbI. Buo-
NOTUYECKME M3MEHEHUS MOTYT BCTPETUTbCA KaK y NuL, HEenocpeacT-
BEHHO MOABeprwnxcs [eicTBUIO 3TUX (PaKTOpoB, TaKk W Yy MX Mo-
TOMCTBa, HeKoTopble OCMOXHeHWA (Hanpumep, nyyeBas 60/7e3Hb UK
MCMNOHTaHHbIA abopT) NPOABASAKOTCA BCKOpPe nocfie LeACTBMA TOro WM
MHOro (hakTopa, Apyrue, TakuMe KakK TepaTOreHHbI 3hdeKT, a Takxe
BPEMEHHOe MU MOCTOSAHHOe 6ecnnogune, MOryT NpPOsABAATLCSA HE cpa-
3y. OTpaneHHble 3pdekTbl (Hanpumep, pa3BUTME 310KAYECTBEHHbIX
onyxoneit) MOryT ObiTb 00YC/IOB/IEHbl TEHETUYECKUMMU WNU LUTOreHe-
TUYECKMMU  HAapYLWEHUAMU B TEPMUHATUBHBLIX U COMaTUYECKMX
KneTKax.

OBWWME MPUHLUWNMbI KOHCYNbTUPOBAHWUA

Bce u3myeckne hakTopbl, paccMaTpuBaemble B MacTosWel rnase,
npu onpefeneHHbIX YCMOBUAX Bbl3blBAOT OUMONOTMYECKME WU3MEHEHUSA.
B KaXAOM KOHKpPeTHOM cnyyae [ANS ONpefeneHus MOBPeXAalLero
feicTBma ¢akTopa cnefyeT yuuTbiBaTb [03y U BpeMs ero AeicTBus,
COCTOSIHME W WHAMBUAYaNbHble CBONCTBa opraHusma. Hanpumep, pe-
aKLUMs Ha HUX B3pOCNOro 4YenoBeka, pebeHka U Mioga pasfMyHa, Kpo-
Me TOro, peakuus naoja BO MHOIOM 3aBWCUT U OT CTaguuM BHYTpU-
YTPOGHOrO pasBMTUS, HAa KOTOPOW MPOMCXOLWUT BO3AENCTBUE MOBPEX-
pawuero aktopa. 3 aKcnepuMMeHTaNlbHbIX AaHHbIX, MOMYYeHHbIX Ha
Apo3ognie, Mbllax N APYTUX XXUBOTHbIX, MOXHO BMAETb, YTO peak-
uMs opraHu3sMa 3aBMCUT TakXe OT BO3pacTa, Mona, reHoTuna H ¢u-
3M0NOTMYECKOT0 COCTOAHUA. [na onpefeneHns KOHEYHOro 3ddekTa
feicTBUA (u3myeckoro ¢aktopa Heob6xogmmo 6bi0 6bl 3HATb Mpu-
poAy W MEexXaHW3M BO34eWCTBUA, [J03Y U BpPeMs ee [AeWCTBUS, BUA
TKaHW W cTaguio pasBuMTUA, 4TO, K COXaleHWlo, He Bcerga ygaetcs
YCTaHOBUTb. Cref0BaTeNbHO, 3KCTPanoNMpoBaTh pPe3ynbTaTbl 3Kcne-
pUMeHTaNbHbIX MUCCNeA0BaHUM Na YenoBekKa MOXHO C O4YeHb 60/bLION
OCTOPOXHOCTbI. O4YEeBUAHO, UTO faXKe NpPU OTCYTCTBUMM [0Ka3aTeNnbCTB
pasyMHO OrpaHW4YMTb BO3feiACTBUE NOOOr0 MNOTEHUMANbHO MOBPEX-
fjalolero areHta Ha 4enoseka. [axe ecau OTCYTCTBYKT MNPUYMUnbI
ANA TpeBOru, ycrnokauMBaHWe He Bcerfja onpaegaHo. Tawra o6pasom,
B FeHeTUYEeCKOM KOHCYNbTMPOBAaHUU CYLLIECTBYET MHOI0 C/I0XHOCTEl
W npobnem, He MNO3BONSAKLWNX [aBaTb KaKOW-nnbo COBET, KpoMe ca-
mMoro obuiero.
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CyuwecTBYOT pasHble TUMNbl M3NYUYEHWUIA: 3NeKTPOMArHUTHble (PeHT-
reHOBCKME U YNbTPaUONeTOBbIE NyUYN), XapaKTepusyrowmnecs AANHON
BO/IHbl M 4acCTOTOM, a TakXe KOpPMNyCKynspHble (a-4acTuubl, HERTpPO-
Hbl) (Tabn. 23) [Hutchinsen, Pollard, 1961; Lea, 1962; Adey, 1981].

Tabnwuua 23 Tunbl M3nyyYeHUin

Tvn n3ny4veHuna [ANVHa BONHbI, HM Buonornyeckoe feincteme
HeunoHunsnpytouliee
J/IeKTpoMarHuT-
Hoe
Kopotkue Bon- 109 MpoayuupyeT Tenno; NPOHWKaeT BO
Hbl BHYTPEHHWE OpraHbl W TKaHu nnoja
MWKpOBO/IHbI 10e- 109 Mpoayunpyet Tenno; NaoXo MPOHU-
KaeT B TKanu
YnbTpatunone- 300-380 Yo MNoXo nNpoHWKaeT B TKaHW; [eicT-
TOBbIE Ny4K CONMHEYHOro CBeTa), BYET Ha onpejeneHHble MOMeKy/bl npu
5—300 OonpeAeneHHON [AAUHe BO/HbI; MOro-

Waetca TKaHSAMW Mpu  ANIMHE BOMHbI
300 HM, BbI3blBas MyTareHHoOe W KaH-
LeporeHHoe feincTeme

MoHusupyowee
J/IeKTpoMarHuT-
Hoe
Y-Nyum Bbicokas cTeneHb MPOHWKHOBEHUA
X-nyun Yyepe3 TKaHW; 3hdekT 3aBUCUT OT [Jo-
3bl; MyTareHHoe, KaHLeporeHHoe u Te-
patoreHHoe fAeiicTBue
KopnyckynsapHoe
a YacTtuupbl MMonoxunTensHo KpaiiHe HW3KOe MPOHWKHOBEHWE Ye-
3apsXeHHble  (A4- pe3 TKaHu
po renms)
RB-Yactunybl OTpuuaTensHo Hwu3kasa npoHnKatoLlwas cnoco6HOCTb;
3apsHKeHHble (3neKk- M3nyvaeTca paguousoTonamu, WUCMOSb-
TPOHbI) 3yeMbIMU B K/IMHWUKE
HelTpoHbI HesapsXeHHble Bbicokas cTeneHb MNPOHWKHOBEHUA

yepes TKaHu

JNeKTPOMarHMTHOE W3Ny4YeHWe MOXeT OblTb WMOHU3UPYHOLWMUM U He-
MOHU3NPYOWIUM. VOHU3UpYIOLLEe WU3NYyUYEHWNE «BbIPbIBAET» 3MEKTPOHbI
“3 Ux opbuT, B pesynbTaTe 4Yero M3 HeliTpanbHOro atoma 06pasyeTcs
napa MOHOB, 3aTeM MPOUCXOAAT XMMMUUECKUe peakuuu, npuBoAsLIne B
KOHEYHOM cueTe K GUOMOrMYECKUM M3MeHeHUsM. TMpu MenoHM3npylo-
WeM W3NYYEHUU MeXaHWU3Mbl GUMONOTMYECKUX W3MEHEHU WHbIe.

YnbTpagroneToBoe nsydeHme

YnbTpathnoneToBoe M3ny4veHue MNPOMCXOAMT B pesynbTaTe BO36Yxfe-
HUS aToMa, MPW KOTOPOM 3/1EKTPOHbLI NepexoAsT Ha 6onee yfganeHHble
opbuTbl, No 6e3 obpa3oBaHUA MOHHbLIX Nap. buonoruvyeckoe fencrTeue
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YNbTPatnoneToBbiX Nyyel 3aBUCUT OT ASIMHbI BOJMIHbI, MOCKO/bKY MO-
rNoweHne BOJIH M3MEHSAETCA B 3aBMCUMOCTU OT MOJEKYNSPHON CTPYK-
Typbl 06/1yyaemMoro BeuwiecTBa. Hampumep, nornoweHue ynbTpaguone-
TOBbIX Jly4ell XpOMOCOMaMW 3aBUCWUT KaK OT pacnpejeneHus HyKneu-
MOBbIX KWUCMOT, TakK W OT CTaguum KAEeTOUYHOro uukna. B obuwem
ynbTpauoneToBble Ayyn AnmHoit meHee 300 HM fIerko MOraowarTcs
6nonormyeckMMmn o6bvekTamun. BofiHbI C Takol ANWHOW He XapakTepHbl
LN COMHEYHOro cBeTa; AJIMHA YNbTPauONeTOBbIX CO/HEYHbIX BOJIH
oT 300 go 380 HM. AHanu3 rpaMkKoB, LEMOHCTPUPYHOLUX FeHeTuUYe-
CKMWe W3MeHeHMs B OTBET Ha YyNnbTpatnonetoBoe 06/y4YeHUe, CBUAe-
TeNbCTBYET O TOM, YTO OHWM COOTBETCTBYHT KPWUBON MOrNOLLEHUS Ny-
Yeil HYKNEeWHOBLIMM KucaoTaMyu ¢ nukom ero 256,3 HM [Lea, 1062].
OAVMH M3 MeXaHU3MOB ynbTpatnoneToBOro NopaxeHus cBA3aH c obpa-
30BaHWEM TUMUWHOBbLIX AUMMEPOB, MPUBOAAWMUX K MEPeKPecTHbIM CBfi-
3amM  Mexay Hutamu AHK, HO penapauuoHHble MeXaHU3Mbl MOTyT
YMEHbLWMNTbL 3TOT BpeAHbI addekT [cMm. Jagger, 1973]. dkcnepumeH-
TaNbHble [aHHble MO3BONAKT NPEANONOXKUTb, YTO YNbTpatnoneToBoe
N3ly4yeHune Bbl3blBAET CKOpee «TOYEUHble» MyTaluun, Yem CTPYKTYpHble
abeppaumy XpomMoCoM.

Y nbTpaduoneToBble y4YU MAOXO0 MPOHUKAKT B TKaHMW, 06bIYHO Ha
rnyébuHy 10 mkm. CnefoBaTefnbHO, OHU He MOryT BO3[eiiCTBOBaTb Ha
o4 UAN AUYHUKK, NO3TOMY WX TepaTOreHHOe WM. MyTareHHoe [eii-
CTBMEe ManoBepoATHO. OfAHAKO ynbTpaduonetoBoe 06/ay4veHMe Cnocob-
CTBYeT Ppa3BUTMIO 3/10Ka4YeCTBEHHbIX 06pasoBaHuii Koxu [Jablon,
1975]. 9TOT puUCK yBenuymBaeTcs Yy WHAUBUAOB, YYBCTBUTENbHbIX K
ynbTpanoneToBOMy 0061y4YeHUIO, U3-3a HapyleHWs penapaymoHHbIX
cUCTeM, Hanpumep, y AuL C MUTMEHTHOW KCeponepMoii.

HenoHu3npytolee 3/1eKTPOMarHUTHoe M3nydeHne
1 rmnepTepMns

BonHbl, N0 AgnnHe 6onbwne ynbTpanMonetoBbiXx (MWUKPO- MNAH KOPOT-
Kue BOMHbI), pasfnuyaroTca MNo 4ucny KonebaHuii B cekyHay [Dal-
rymple, 1973; Adcy, 1981]. 3TM HU3KO3HepPreTU4eckne BOJIHbI M€ Bbl-
3blBalOT MOHM3auuio [Michaelson, 1969]; OCHOBHOIW MexaHW3M 6MO-
NOTNYECKOT0 [eiCTBUS HEMOHH3HPYIOLLEr0 WU3NyYeHUs CBfi3aH C
runepTepMuent.

Kak 6blf0 cKa3aHO, MPOrHO3MpoBaHWe 6GMOMOrMYECKOro AencTeus
W3NYyYEHUA 3aBUCUT OT MHOIMX napameTpoB. N8 MUKPO- U KOpOT-
KOBO/IHOBOI0 M3N1yYeHUA BaXHbl Y4acTOTa M MHTEHCUBHOCTb €ro, a Tak-
Xe pasmepbl 06n1y4aemMoro opraHmsma. Yem 6onblie yacToTa M Kopoue
LNVHA BOJIHbI, TEM MeHblle ee NpoHUKakuas crnocobHocTb. Hu3ko-
YaCTOTHbIE BOJIHbI MOTYT NMPOHWKATb BO BHYTPEHHWE OpraHbl M MJOA.
TaK, M3ny4yeHue Cc AAUHON BOAHbI 27,5 MIL MOXET Bbl3blBaTb MNpO-
rpeBaHve TKaHell y MaekonuTawWwmx Ha rayéuHy 10—12 cm, a B
3KCMEPUMEHTaNIbHbIX YCNOBUAX Ha XWBOTHbIX H MOBpeXfAeHue nioga
[Brent, 1977]. 3T pesynbTaTbl AO0MKHblI HacTOpaXuBaTb KAMHMWLW-
CTOB B OTHOLIEHMW BO3MOXHOI OMAaCHOCTM MOBPEXAEHUS BHYTPEHHMUX
OpraHos Nau naofga nNpu HU3KOYACTOTHOM M3YUYEHUU.
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Mpun vactoTe HuXe 1000 mIy m3nyyeHue nornowiaeTca rny6oku-
-M/ TKaHamu (B TOM 4ucne NNOAOM), Torja KakK KOXHble Tepmope-
LenTopbl K 3TUM 4YacToTaM He4YyBCTBUTENbHbl. MWKPOBO/HbLI C 4acTo-
Toli 6onee 1000 mIy o6najaldT OYeHb HU3KOW NPOHMKaKLWen cnocob-
HOCTbO W, CNefoBaTeslbHO, MUHUMaNbHbIM GUOMOTMYECKUM [eiACTBUEM.
Tak, BOMHbI € YacToToin 2450 My (4acToTa 60/bLWIMHCTBA MWKPOBOS-
HOBbIX Me4yeil M AuatepMuUyYecKMX NpPuGOpPOB) He OKa3blBalOT 3aMETHO-
ro TepmosddekTa Ha TKaHW, PacnonoXeHHble Ha rnybuHe 6onee
3—4 cM, 1 He NpeacTaBAAlOT OMNacHOCTM AN pa3BuBaloLLerocs opra-
HU3Ma.

Mpu onpefeneHny BO3MOXHOIO 6GMOMOrMYECKOro AeNWCTBUA W3NY-
YeHUs cnefyeT YUYMUTbIBaTb TaKXe €ro MHTEeHCUBHOCTb, pasMmep W fo-
Kanusauu obnyvyaemoi TkaHu [Sekins, Emery, 1982]. 3ddekT 3a-
BWCUT ii OT COAepXaHus BOAbl B TKaAHW: KOXa M MbiWLUbl 60nee 4yB-
CTBUTE/IbHbI, YeM KOCTW, & MOYEBOW Ny3bipb, MO3r U ANUYKK ele 6Gonee
MYYBCTBUTE/IbHbI, YEM KOXa W MblWLbl. Apyrum BaXHbIM (HakTopoMm
ABNSETCA CNOCOOGHOCTb TKaHeli paccemBaTb Tenno. MMUWKPOBONHOBOE
06/yyeHne BbI3biBaeT KofebaHWe MOJfieKyn, npeBpaliarolieecs B Ten-
NOBYIO 3HEPTrUto, YTO MOXET MPUBOAUTbL K NOKANbHOMY MOBPEXAEHUIO
TKaHel B oTcyTcTBMe 3dpdekTa paccemBaHus. PakTuuyecku Bce no-
BpeAcAeHNs, Bbl3BaHHbIe MWUKPO- UAW KOPOTKOBOSIHOBLIM W3NYYEHUEM,
obycnosneHbl runeptepmueli. Opyroid mexaHusM 6MONOTrMYecKOro no-
BPEXAEHUS NPU MUKPOBONHOBOM W3YYEHWU MOKA HEU3BECTEH.

WccnefoBaHna runeptepMuyM HEMUKPOBO/IMOBOW NPUPOAbl B 3KCMe-
PUMEHTE Ha >XMBOTHbIX MoKasann: 1) 3MOBPUOTOKCUMUYHOCTb OCOBEHHO
B fAoumMmnnaHTaumoHnblin nepuop [Cliang, 1957; Fernandez-Cavo,
19581; 2) dwmsnyeckue apdekTbl B BUAe TeNnnoBOro ygapa unm nepe-
rpesaHus; 3) pasBuTMe KaTapakTbl npu uactote 1000—3000 mIy
[Michaelson, 1969]. N36bITOK Tenna He pacceuBaeTcs Npu ANUTENb-
HOM [elCTBUM HM3KOYACTOTHbIX BOMH Ha pa3BUBAKOLLUACA OpPraHu3m,
MOCKO/bKY Yy Hero eule He (PYHKLMOHUPYIOT OCHOBHbIE OpraHbl, y4a-
CTBYlOLWME B TennoobmeHe (KoXxa W nerkue). Takad «TepMuyeckas
n3onaumsa» xapaktepHa 418 ambpuoHa M XpycTanuka rnasa, Kotopble
OKPYXEHbl XWAKOW cpefoil, 4yeM 06BACHAETCS WX YYyBCTBUTENbHOCTb

.MUKPOBOJSIHOBbIM M3/1y4eHUsM. Kpome TOro, 6epemMeHHble OTHOCHU-
Te/IbHO HEeYYBCTBUTENbHbI K W3MEHEHUAM TemmepaTypbl B MaTKe.

OTCYTCTBYIOT TOUYHble [OKa3aTenbCTBa, YTO rMMepTepMus cama no
cebe [Edwards, Wanner, 1977] nnum MWKpPOBOSIHOBOE WM HU3KOYaC-
TOTHOE M3Ny4YeHMe onacHo Ansd denoseka [Brent, 1977; Adey, 1981;
Michaelson, 1982]. OpgHako B 3KCMepUMEHTAX Ha >XWBOTHbLIX 3TH
areHTbl BbI3bIBAOT TepaTOreHHbIn 3agekT. Pasnnuma Mexpay akcne-
PUMEHTaNbHbLIMW [aHHbIMW W pe3ynbTaTaMu MCCAeAOBaHW 4enoBeka
06yCnoBfeHbl, BO-MepPBbIX, MafOYUCNEHHOCTb0 NOAO06GHLIX paboT u,
BO-BTOPbIX, BO3AENCTBMEM Ha Ye/ioBeKa Nyyell MeHbLIEen NpOHUKatoLLENR
cnocobHocTu (4TO 6Gonee BepoATHO). O6Ay4YeHMe YelOBEKA MWKPOBON-
HaMy MPOMCXOAUT B OCHOBHOM B pe3yfibTaTte pacceMBaHWs WX U3 MUK-
POBO/IHOBbLIX Meyeil ¢ NpoHMKatoLleld cnocobHocTbio Ha 3—4 cM. PaHee
rMnepTepMusa Ta3oBbiX OPranos Bbi3blBanacb MNP N€YEHUU HEKOTOPbIX
FMHEKONOrMYecKux 3aboneBaHwii, HO MCNONb3yeMble BOMHbI (C YacTo-
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Toin 2450 51MyY), Kak nonaratT, He MOFyT Bbi3blBaTb MOBPEXAEHUI
BHYTPEHHWX OPraHoB HNAH MNaoAa.

Takum o6pa3om, Henonuampytouias 3neKTpoOMarHuTHas paguaums,,
Mo BCeil BEPOATHOCTU, He ABNSETCS TepaTOreHHbIM (DaKTOPOM, BO BCSi-
KOM cflyyae Npu TOM AnanasoHe AJUHbI BOMH, C KOTOPbIM MMeEeT Aen»
yenoeek. OAHaKo cnyyaun anutensHoro (6onee 10 MWH) HU3KOYacToT-
HOro o6n1yyeHnss MOTyT GbITb NPUYMHOA GecrnokoiicTBa. Bcerga cnegyet
YUNTbIBATb BEPOATHOCTb MPOHWKHOBEHMWSA, BPEMS 0O6Ny4YeHUs U BUA
06nyyaemoli TKaHW, XOTA [03y onpeaennTb TPyAno. [aHHble Mo My-
TareHHOMY AeiCTBUIO MWKPO- WU KOPOTKOBOMHOBOIO M3y4YyeHUs elle-
He MO3BONAKT CAenaTb OMpeAeneHHbIX BbIBOAOB. AKTYaNbHOCTb MC-
cnefoBaHWiA 6MONOTNYECKOro AelCTBUSA HEMOHN3HPYHOLWEro U3y4YeHus
obycnoBneHa TeM, YTO WX pe3ynbTaTbl NOMOTYT ONpeAenuTb TOYHbIE
OLEHKWN pUCKa, HEOOX0AMMble AN KOHCYNbTUPOBAHMUS.

MOHN3NPYHO WL AA PAOVNALINA

Bce BuAbl MOHU3UPYIOLWERA paguaumu, BKAYaKWme a-, B-, y- U peHT-
reHOBCKME Ny4n, a TakXXe NPOTOHbl M neiTpoHbl [Hutchinson, Pollard,
1961; Lea, 1962], BbI3biBalOT 0Opa3oBaHWe WOHHbLIX nap. [pocTble
XUMUYECKNe peakuumym MOryT OblTb Bbl3BaHbl AM60 BO36YXAEHUEM,
nm6o wunoHu3aumeid Bewectsa. OAHAKO BO36YX[eHMe ropasfo MeHee
3h(PeKTUBHO, YeM WOHM3aLUMUA, B OTHOLIEHUM OUONOTNYECKOro [eicT-
BMWA, Hanpumep, pasnoXeHus 60AbWINX MOAEKYN WAN LeCTPYKUMK
knetok. Mpu [eACTBUM WMOHU3NPYHOLLETO M3YyYeHWUS Mocae nepBuy-
HOM peakLMW MNPOUCXOAAT elle HEKOTOpble MPOLecChl, BKAWYarouime’
BTOPUYHYIO MWOHU3aLUIO, paspbiB  MONEKYNAPHbIX CBA3el, 06pa3o-
BaHMWe CBO6GOAHbLIX pajanKanoB, KonebaHue MOMEKYN W BblgeneHue
Tenna.

Kak paHee yKa3blBanoCb, BCE BMAbl MOHU3UPYIOLWEro WU3NYy4YeHUS
0Ka3blBalT CBOe [eiiCTBME yepe3 MOHM3aLMIo BeulecTBa. KanHuyeckue
NposiBfieHNs [elCTBUA WMOHM3MPYIOLLE pajgmauun rnaBHbIM 06pasom
CBfi3aHbl C pas3/IMYHON CTeNeHbI0O NOrNOWEHUS UX TKaHAMKU. Hanpu-
Mep, 3apsXeHHble a-4acTuubl, COCTOfLLME U3 [ABYX MPOTOHOB M ABYX
HeATpoHOB, 061a4aldT CMNOCOGHOCTLID K OYenb KOPOTKOMY npobery B
TKaHu. Takum o6pas3om, a-yacTuubl 06pa3ytoT 60nee MNAOTHbIE CKOM-
NEeHNs WMOHOB, YeM Ta >XXe [03a He3apsaXKeHHbIX 4acTtuy nubo usnyde-
HUA C 60MblIel MPOHMKaKLWeR CNOCOGHOCTLIO, HAaNpMMep, PeHTreHoB-
CKue nyyun. B obwem 3apsXeHHble 4acTWLbl OKa3blBalOT MeHbLUIee
BO3JelicTBME Ha 6Guonorunveckme 06bEKTbI M3-3a WX MECTHOT0 feicT-
BMA, XOTHA 3TO He Bcerga Tak. Bo3Hmkatouwme npu pacnaje pagmouso-
Tonoe (3-yactuybl (Hanpumep, 134) wmoryT oka3biBaTb BpegHOe fei-
CTBME Ha OpraH-MULIEHb, MO He Ha Apyrue opradbl. Y-JIy4H, UCTOY-
HUKOM KOTOpbIX SIBASIETCA pafuil, UMEKT KOPOTKYK AJWHY BOJHbI U
60NbLIYID MPOHUKAKLWYO CNOCO6HOCTb. Ha KAeTOYHOM YpPOBHE WOHU-
3upylollee U3fNyvyeHUe Bbi3biBaeT HapPYLIeHUS MEXKNeTOUYHOro B3aumo-
fencTBusA, rubenb KNeTok, WHrMOGMpOBaHWE MWUTO3a, XPOMOCOMHbIE
abeppauum v reHHble MyTauuu.
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Jos3a — apdekT

[o3a H MOWHOCTb pajguauny ABAAKOTCA BaXHbIMW napameTpamu B
onpeaeneHUn 6MONOTMYECKOrO AEWCTBUS MOHU3UPYIOLLETN0 WU3NYUYEeHUS.
[os3a 06nyyeHns u3MepseTca B pPeHTreHax — eAuMHMLA CTaHAApPTHO-
ro kKonuyectsa WoHm3aumm B 1 cm3 Bosgyxa (1LR=83 apr/r BO3-
Ayxa)™.

O6ny4YeHN0 B OnpeAeneHHOW CTeneHW MOABepraeTca KaXAablli 4e-
nosek. B CLUA o6uasa cpegHas pfosa o6/ny4vyeHUs oueHMBaeTCcA B
2 mCn B rog [Brent, 1977, 1979; BEIR, 1980]. U3 Hux 1—1,25 Ml
NPUXOANTCA Ha ecTecTBEHHbIH ¢oH u 0,55—1,0 MmIi cocTaBnsoT
PEHTIFeHOBCKME fy4u, NPUMEHSeMble N0 MeAULMHCKUM MNOoKa3aHUAaM.
PaccunTaHo, 4to K 1990 r. go3a 061y4YeHMs MO MELULUHCKUM MNOKa-
3aHUAM B 2—4 pasa MPEeBbICUT ecTecTBeHHbI oH [Gaulden, 1973].
[03bl 0671y4eHMa ANS pasnuMyYHbIX reorpauuecknx panoHoB, npodgec-
CUiA, a TakXe N0 MeAMLUHCKUM nokKasaHusm npusoasTca B BEIR
(1980). [Oo3a ecTecTBeHHOro o06nyyeHus f[na nnoja cocTaBnser
01@ mIn.

[o3a, KoTopyto nonydaeT naoj Bo Bpema 06/7y4vyeHMA maTepu, 3a-
BUCUT OT cpoka 6epeMeHHOCTM (pa3Mepa naoga) M 06ay4YeHHON 4vacTu
Tena >XeHWwWHbl. Hanpumep, npu xoneyuctorpapum  (0b6aydeHue
BEPXHeN 4acTu XWBOTA) NpuMepHas Ao3a 06/1yvyeHWs naoja cocTa.-
nsaet 0,06 mIiA, a npu npamom o06nyyYyeHUn opraHoB Tasa — 3,5 mIiA.
PaccesHHoe 06/1y4YeHue, CBA3aHHOe C fleYeHMEM paka, OLEeHWBAeTcs ¢
MOMOLbI (AHTOMOB, NpefHasHaYeHHbIX [ANA OonpejeneHUs noro-
WEHHON 3HepruM M3ayvyeHWs MAOLOM B YCNOBUSAX, UMUTUPYIOLLUX
o6nyyeHne LGaulden, Murry, 1980]. Hanpumep, paccuyuTaHo, 4TO
wiog nonyyaet fosy B 0.09 I'ii npyu Ny4yeBOM fleYeHUU OMYXONIM MO3ra
WX OLHOCTOPOHHEN ONYXO0AM MOMOYHON >enesbl U o3y B 0,2 i
npu nevyeHUM paka Nerkux.

Brnonornyeckoe pgeincteue cBsfizaHo (Kpome obuiein [03bl) €O CKO-
POCTbIO MOTNOLWEHNA 3HEeprum, T. C. C pacnpefeneHuem fo3bl BO Bpe-
MeHW. Tpu (PakLMOHUPOBAHWWU [03bl MOBPeXeHWA OblBalOT MeHb-
WMMKW, YeM npu TOM XXe [03e, BBEAEHHOW OfHOKpaTHO. OjJHako B
onpefeneHHbIX YCNOBUAX, HanpuMmep npu 06Ay4YeHUU MYXCKUX MO0-
BbIX Xenes3, pakuMoHUpoBaHHOe 06/7y4vyeHMe Bbi3biBaeT 60/blIMe MO-
BPEXAEHUA, MOCKONbKY [eACTBYET Ha HECKONbKO YYBCTBUTENbHbIX K
06nyyeHuto nepuogos. [ApyruM BaXHbIM (akTopoM ABAfeTCH BUj
TKaHW, MOCKONIbKY YYBCTBUTENbHOCTb K W3NYYEHUID pasHbiX TKaHel
pas3nuyHa. TKaHW, B KOTOPbIX MPOUCXOAAT WMHTEHCUBHbIE MpPOLECChHI
fLeneHna Knetok, 6onee 4YyBCTBUTENbHbI K 06/1y4yeHuto. bonee Toro,
npu KCnonb3oBaHUM Pafnon30TONOB AN 06/yYeHUA onpefeneHHblX
OpraHoB-MULLEHEWH, KOHLEHTpauuMa n norfaoweHHas Aosa M3oTona B
pa3HblX TKaHAX [aieko He OAWHaKoBa, 4YTO faeT BO3MOXHOCTb WC-
nonb3oBaTb MX [ANA fe4eHUs onyrxonesBbix 3aboneBaHuil. Tak, BBefe-
Hue 5 mKn 1311 obecneynBaeT BbICOKYH MNOrnoweHHyt gosy (100 i)
B LWMTOBMAHONM >efne3e Mpu CPaBHUTENbHO Manol [03e B APYrux op-
raHax (B nonosbix Xenesax 0,01—0,02 i) [Gaulden, 1973]; npwu
ncnonb3oBaHuyn 3P B fo3e 4 MKW KOCTHbI/i MO3r, MeyeHb W cene-
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3eHka nonyuvat 1 'il, a gpyrue opraHbl — T0nbKO 0,1 T [Witcofski,.
197.41.

Takum 06pa3om, 04YeBMAHO, 4TO ANs 6onee MPaBUNLHOTO KOHCY/b-
TUPOBAHMNA HeO6XOAMMO MONYyYUTb  OMNPefeneHHy MHGopMauuto,
B YaCTHOCTW O BWAe WU3NYYEHUHA, MYTU ero «BBELEHUSA», [03€ U MOLL-
HOCTW. 3Has 37O, Bpay MOXeT paccyuTaTb A03Y 00Ay4YeHUs LN KOH-
KpeTHON TKaHuW. Mpu OTCYTCTBUU 3TUX AAHHBLIX CAeAyeT MOAb30BaTbCA
Tabnuuamun [Brent, 1977; BEIK, 1980; Gaulden, Murry, 1980].

PAHHWE 9® ®EKThlI OBJTYHEHNA

NyyeBas 601e3Hb (TOWHOTA, PBOTA, HapylweHue (YHKLUM MOYEBOro
nNy3blps WAM KULWIEeYHWKa) pasBuBaeTcqd npu 06ay4vYeHUM [030i 6Gonee
yem 100 P. Mpn 6onbWNX A03aX HapyLEHWe WMMYHHOW CUCTEMbI
MOXET BECTU K pa3Hoo6pasHbIM MH(PEKLMOHHbIM MpoleccaMm; nopa-
)KaeTca TakXe HepBHas cucTtema. [pm obnyvyeHunm B pfose 450 P
nornbaetr 50% 60nbHbIX. Ecnm 60NbHOW BbIXKWBAET, TO Haubonee
Cepbe3HbIM OTAANeHHbIM MocneAcTBYEM 06NyYeHUA ABNSeTCA pa3BuUTuUe
3/10Ka4eCTBEHHbIX ONYXOMeN.

TEPATOTEHHbBIA 3®®EKT OBJIYYEHNSA

PasBuBaroWwmninca sMO6pMOH O0COBEHHO YYBCTBUTENEH K AEACTBMIO WOHU-
3MpYOLWEero u3nyyeHus. 3T0 CBA3AHO C TeM, YTO PEHTreHOBCKUE nyuu
YrHeTalT MPOLECcChl KAETOYHOro AefeHus. [Apyrum yacTbiM 3pHeKToM
MOXeT ObiTb HapylweHWe npoueccoB AuddepeHumaymn TKaHelh 3Im6-
priOHa.

BHYTpPEHHNE MCTOUHWUKN 061yUeHus]

K BHYTPEHHUM UCTOYHMKAM 06/MyYeHUs OTHOCATCA M30TONbl, 06najako-
Wwue m3bupaTenbHOM CMOCOOGHOCTHIO HaKOMMAEHUA B pasHbIX TKaHAX N
OAUTENbHOW u3nyvarllweli cnocobHocTblio. Pagnon3oTonbl MOryT Mo-
BpeX4aTb He TONbKO TKaHW-MWLLENM, HO W pasBUBAKOLIMIACA Nnog
[Rugh, 1965]. PagnoakTnBubliil CTPOHUWIA, NAYyTOHWIA, ¢ocdop, nog un
TPUTUIA CcNOCOBHLI MPOHWKATb Yepe3 nnaueHTy. [eicTBue pagmomnso-
TOMOB Ha Nfoj 3aBUCUT OT CTajuu ero pasBuTMA, CMOCO6HOCTU U30-
Tona NMPOHMKaTb Yepe3 MialeHTapHblli 6apbep, CPOACTBA K AaHHOMY
BMAY TKaHH M Tuna wM3aydvyaemoi 3Heprus. [o mocnefHero BpeMeHu
OAHUM M3 CcaMblX PacrnpoCcTpaHeHHbIX B MEAULWHCKON npakThkKe M30-
TOMNOB ABAAETCA paguoakTUBHbIA #og ('] HAH 1251). Ecnm fosa
175 MKu, nonyyeHHas XeHLWMWHON A0 3a4aTus, He Bbl3blBajsia NOPOKOB
pasBuTUS WAM XPOMOCOMHbIX abeppauunii y noTtomcTtBa [Einhorn
et al.,, 1972], 1o BBeAeHMe TOMN >Xe [03bl GEPEMEHHON NpMBOAUT K
NOBPEXAEHUIO LWMUTOBMAHON >Xenesbl y nnoga [Sternberg, 1970].
dakTnueckn yxe npu 5 MKu nornoweHHas pfosa B LWWUTOBUAHOW
Xenese nnofia cocTtaenser 65 [, 4TO [OCTATOYHO fN1A ee paspylle-
Hua. B Tabn. 24 npuBefeHbl MOrMOLWEHHble A03bl ANA njofja M ero
WMTOBUAHON >Kefe3bl OTHOCUTENbHO KOAMYeCcTBa BBELEHHOr0 pafuo-
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Ta6nuuya 24 CpegHsis NOr/olleHHas WUTOBMAHONA Xene3oi matepu v nnoga
[03a PafMoaKTUBHbIX W30TOMOB NPWU MPOBEAEHUN PA3NUUHBLIX AUNATHOCTUUECKMX
MeTOf0B

[o3a, npu-
xopaawan-
O6uwas pos3a (B MUANMPEHTreHax), CA Ha LWu-

npuxopsauiancs Ha TOBUAHYtO
"nnoga
Paguousoron MeTtog
MaTb
MH:d na Mr*;;p Ha
na OAHO nnoa ncenepo-
BBEAEHHAA ncenepno- BaHue
BaHue
[134] N all CKaHnpoBaHue ujun-
TOBUAHOW Kene-
. 0,45 27.0 15,0 5000
[134] RISA 1 O6beM nnasmbl 1,70 17,0 10,0 5000
py]-onc‘wrasas Ab6copbuuna aunu-
Kucnota : [10B 0,05 32,5 17,0 5000
PU]-BeHransckas CkaHUpOBaHue
posa 1 (hyHKUMM neye-
HI 0,30 30,0 19,0 5000
P4]-TwwypaH CkaHupoBaHue
(hYHKLMN noyek 0,04 0,0 0,3 100
[T c]-MepTexHe-  CkaHMpOBaHWE MO3-
TaT ra 0,01 100,0 — —a
[99uiT c]-Konnona- CkaHupoBaHue ue-
Hasa cepa yenn 0,015 30,0 — -
P ‘] RISA 1 MnaueHTorpagums > 15,0 7,0 4900
TexHeynin-99w 1 To xe —= 9,0 2,0 10
6ICr (umcno apuTpo- » » 4-12 3—4 3—4

LMTOB)

1B HacTosllee BpeMs 3TU COeAMHEHUS WUCMOMb3YOTCA pefKo M 3aMeHsaTcs 181 unu
wTTcO1 (Tnpeoupnbii TecT), Y (npu uccnefosadum obbema nnasmbl) u "TTcC-rai0-

KorenTuHan (nNpu ckaHupoBaHuu Mmoasra). [W3: Tabuchi A. Fetal disorders due to io-
nizing radiation.—Hiroshima,J. Med. Sei., 1977, 13, 125 ¢ nusmeHeHuamMH].

nsoTona. UWintoBnpaHaa >xenesa 3ambpuoHa crnocobHa nornowaTb iog
K 10-n Hepene ambpuoreHesa, npuyeM akTUBHEe, 4YeM MaTepUHCKas
[Sternberg, 1970J. B cBsisu ¢ 3tum BBegeHune 1311 6GepeMeHHbIM B
OVAarHOCTMYECKMX Lenax [O/MKHO MNpoBOAWUTbCA A0 6—7-Ii Hegenwu,
T. €. Npexge, Y4eM npousowna gugdepeHumayns LWMTOBUAHOW Xene-
3bl. /I x0TA OTCYTCTBYIOT UYeTKMe [aHHble, CBULETENbCTBYOLWNE B
nonb3y BPEAHOr0 BAHAWNA HeBONbWKUX [03 Wofa Ha NaoAd, cneayer
nsberatb ero BBeAeHWS 6GepemMeHHbIM K3-3a PUCKa 3/10KAYECTBEHHbIX
onyxonein wwurtosmpHoli >xenesbl [BEIR, 1980]. MNMpu BBefeHun 6epe-
MeHHOn 1311 B pgo3e nopagka 0,1 il n 6Gonee cnefyeT pacCMOTPETH
BONPOC O Heob6XoAMMOCTWM npepbiBaHMa GepemeHHOCTU. BmecTo iofa
MOXHO B [AWArHOCTUYECKMX LeAAX MUcnonb3oBaTb [APYroin wusoton
91TC, n3nyyarwwmuii ynyuym m UMEKLWNA KOPOTKMIA nepuofd nonypac-
naga, Tak 4to 6epemeHHas H nNaof nofyyat He6O/bLIYH [0O3Y U3NY-
yeHuns. Kpome Toro, “ITc 6bICTPO BbIBOAMUTCA M3 OpraHu3ma (B Teue-
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Hue 24—A48 4), NO3TOMY €ro MOXHO BBOAWUTb KOPMALMUM MaTepsiM.

B akcnepumeHTax Ha >XWUBOTHbIX MOKAa3aHO BpefHOe AelicTBue Le-
noro psafga m3otonoB. Tak, 60nbliMe [03bl PafMOaKTUBHOIO CTPOHLUYU
nnn ¢octopa NpMBoaAT K rnbenn smbpmoHoB [Sikov, Noonan, 1958;
Frolen, 1970]. ®ocdop, paguit n CTPOHUMWI HakannMBarTCA B KOCT-
HOW TKaHW nnoja c 4-ro Mecsaua pasBUTMA, KOrga HavymHawTCcA Mpo-
ueccbl occugumkaumm. TPUTUIA MOXET BbI3bIBATb BHYTPUYTPOOHYHO
annasuo AUYHUKOB.

B 3aknoueHue cnefyet ele pa3 NoAYepKHYTb, 4TO nNpu obnyde-
HUW PUCK aHOManbHOro pasBMTWA Nnoja 3aBUCUT OT BuUAa pajMoak-
TUBHOTO BeLlecTBa, NyTU €ro BBEAEHWS B OPraHu3Mm, A03bl M APYrux
XapakKTepUCTUK, a Takxe cpoka 6GepeMeHHOCTW. Puck 6ypaer pocta-
TOYHO BbICOKWIA, ecnn fo3a obnyyvyeHus nnopa npesbiwaetr 0,1 A,

BHellHVe UCTOUYHUKN o6nyqu|/|;|

BHelwHee ob6nyyeHne nNpoM3BOAMTCA KaK C AMArHOCTUYECKOW, TakK W
C neyebHOW uenbto. Mpu nyyeBoi Tepanuu y amMbpumoHa HabnwaakoT-
ca aekTbl, NoJo6HbIe TeM, KOTOPble BbISBAEHbl B 3KCMNEPUMEHTE:
rmbenb, oTcTaBaHMe B pocTe M Nopoku passutua [Goldstein, Murphy,
1929; Murphy, 1929; Dekaban, 1968; Kucerova, 1970]. K aHanoruu-
HbIM MOCNefcTBUAM npuBeno obnyyeHune 6epemMeHHbIX (gosa 0,1—
0,19 ') npn B3pbiBe aToMHON 60M6bLI B Xwupocume [BEIR, 1980].
Mpu posax meHee 0,1 'l appekTbl He cTONb o4veBUAHbI [Oppenheim,
Griem, Meier, 1975; Neumeister, 1976; Granroth, 1979; Gaulden,
Murry, 1980]. Ha Mblwax nokasaHo, 4TO KpynHble MOPOKW pa3BuBa-
toTCa npu obnyyeHun pAos3oil 25 P u 6Gonee, ocobeHHO B nepuog op-
raHoreHesa [Russell, 1957], uto cooTBeTcTBYyeT 3—6-ii Hepene Gepe-
MEHHOCTU Yy 4enoseka. [pu HenpsMom 061y4YeHUM nnoja, Hanpumep
nydyeBas Tepanus rpygHOW KNeTKWM C 3alyuTON ApYyrux vactein Tena,
He OTMeuyaeTCsa TepaTOreHHOro feincteus. OCHOBHYK ONacHOCTb npef-
cTaBnsieT 061y4yeHMe BCEro MaTepUHCKOr0 opraHusMa uam obnyyeHue
maTtku (nnoga). OfHako B 3TOM Cc/ly4vae MOBPEXAEHUs 3aBUCAT OT TU-
na u Jo3bl 06M1y4YeHUs, KOTOpble He BCerga yhaeTcs OLEeHUTb, 0COOeH-
HO MpW peTpPOCNeKTUBHOM aHanu3e. TeM He MeHee OCHOBHble MPUH-
LUNbl KOHCY/NbTUPOBaHWA MOryT 6bITb pa3paboTaHbl Ha OCHOBE 3KC-
nepumeHTanbHbiX AaHHbIX [United Nations, 1977; BEIR, 1980].

O6nyyeHMe MONH3UPYIOLWMM W3NYYEHUEM B BbICOKMX [03axX Ha
LOVMNNAHTALWOHHOW WAW paHHel cTaguuM MMNNaHTauuu y Mblilwen u
KpbiC NPUBOAUT K rmbenn am6puoHa, BO3IMOXHO, BCMeACTBME fieTallb-
HbIX XPOMOCOMHbIX abeppaumii, Hapylwarwmnx npoLecchl KaeTO4YHOro
peneHna. Ecnu ke 3MO6PMOH COXPaHUT >XU3HECNOCO6HOCTb, To [anb-
Hellllee pa3BUTUE MPOTEKAET HOPManbHO, TaK KakK (YHKUWW NOrmé-
WNX KNeTOK MOTYT BbINOAHATbL Apyrue KAeTKu [o nepuoja gudde-
peHuuaumn. Takasa peakuuma y 4efloBeKa MO MNPUHUMNY «BCe WU
HUYEero» BO3MOXHa TO/MbKO NpU HU3KUX fo3ax (meHee 0,1 id) u npo-
fonkaetca B TedeHue 10— 14 gHel nocne 0BYyNsuum.

Ha nto6oli nocnegytouleid ctagum obnyyeHue nnoga B gose 100 P
n 6onee NPMBOAMT K 3afepXXKe pa3BuTMA U nopokam. [pum 3ToM 06-
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NyYeHUe Ha paHHel CTaguu OpraHoreHesa BbI3blBaeT 60/ee BbIpaXKeH-
HOoe OTCTaBaHWe pasBUTUA K MOMEHTY POXAEHWUSA; OA4HAKO YeM MNo3xe'
npoucxoauT o6nyyeHue nnoga, TeM MEeHee BepoATHA MNOCTHaTajbHas
KOMMeHcaumnsa BHYTPUYPOBHOWA 3afepXKu pa3Butusa. LieHTpanbHas-
HepBHas cucTema 0CO6EHHO YYBCTBUTENbHA Ha BCEX CTaAauAxX 3aMbpuo-
reHesa N OCHOBHbIMW MOCNEACTBUAMM 06nyyYeHUs B fo3e 6onee 25 P'
ABNAOTCA MUKpouedanua m ymcTBeHHasi oTcTanocTb [Brent, 1977;
BEIR, 1980]. YUucno peteil, poaMBLUMXCA C MUKpouedannelh n ymcr-
BEHHOW OTCTanocTbio, 3aBUCUT OT MOJSYYEHHOIW [03bl 06/1yyYeHus. N3y-
YeHWe CBA3WM [03bl 06/yYeHUs MaTepu M 4YacToTbl MUKpouedanum u
YMCTBEHHOW OTCTaNoCTM Yy JAeTell 6blN0 MNpoBeAeno nocse aToOMHOro
B3pbiBa B Xupocume. OkKaszanocb, 4To 25% pfeTeil, poAaMBLUUXCS Y
maTepei, NonyymBWINX NO KpailnHeid mepe 25 P HEWTPOHHOro u3nyye-
Hus (nornouwieHHas gosa ana nnoga 0,35) m y nYuei (0,053 TIi1),
6blnn nopaxeHbl. Jaxe o6nydyeHne B pfose 10—19 P npuseno K
3HAUYMTENbHON YacToTe MuKpouedanum (17%), xoTa rnybokoe oTcTa-
BaHMWEe He ObINO CBA3AHO C obnydyenvem MmaTepu B fo3e MeHee 50 P.
O6nyuyeHve TONbKO yny4vyamu B fo3e MeHee 150 P He oka3sblBasno-
BpefHoro Bo3geicTBma [Yamazaki, Wright, Wright, 1954; Miller,
1956, 1969, 1970; Wood, Johnson, Omori, 1967; Wood et al,
1967a, b]. Cnyvan 3ajep>XKu pocTa Habnwganu Takxe y nuy, noa-
Beprwmxca o6nyyeHuto in utero BO BpemMs aTOMHOro B3pbiBa. HecmoT-
psA Ha HefoCTaTOK AaHHbIX, CNefyeT Yy4YuTbiBaTb BO3MOXHOCTb pa3Bu-
TWA KaTapakTbl Mpu 06/y4YeHUM BbICOKMMM fo3amu (6onee 1 TiA)
Ha 4-n Hepene passutua [Brent, 1977].

VIHTEpecHo, 4YTO MOPOKW pasBUTUA LPYTMX CUCTEM, KPOME HepB-
HOl, HabnfalTCca Aaneko He Bcerfja. M3 atoro cnegyeTt, YTO PE30HHO
MCKNIOYUTL TepaToreHnoe fAeictsve o061yvyeHUs B TOM Cnyyae, eciu
LIHC pa3suTa HOpPManbHO, HECMOTPA Ha aHOManuu [APYTrUX CUCTEM.
OfHako B pe3ynbTaTe 3KCMEPUMEHTOB Ha >XWMBOTHbIX YyAanocb ycTa-
HOBUTb CBA3b MEXAY PasBUTMEM CheunpuyeckKux aHoManuin u Mmo-
MEHTOM 06ny4yeHna B nepuop OGepemeHHocTu [Russell, 1957]. 397n
M3MEHEHUA BbICOKO BOCMPOWU3BOAWUMbI. Tak, 06/yyYeHne MbIWUHbIX
3MOpPMOHOB Ha 7-i, 8- n 9-n gHM B po3e 200 P npuBOAUT K pas-
BUTUIO pacuiennH Heba [Rugh, 1961].

OfHVMM M3 BO3MOXHbIX OOBACHEHWI pas3HOrnacuii B pesynbTartax,
MONMYYEHHbIX Npu 06CnefoBaHUM 4YesloBeKa M B 3KCMEepUMeHTe, ABNSA-
eTca TO 06CTOATENbCTBO, UYTO Y UenoBeKa UYYBCTBUTENbHbIA MNepuog
LHC ropa3go npofo/DKMTeNnbHee, 4YeM ApYrux OpraHoB W CUCTEM
nnopa.

LOna KAMHWUMCTOB BaXHO 3NaTb, YTO OTCYTCTBYKT 4YeTKMe [OKa-
3aTenbCTBa pa3BMTWS MOPOKOB y Mjoja Mpu BO3AEUCTBUM [03bl Me-
Hee 5 P [Oppenheim, Griem, Meier, 1974] u, cneposaTenbHO, f03a
0,05 Tii n MeHee MOXeT paccmaTpuBaTbCs Kak 6e3BpefHas. Amepu-
KaHCKasf akagemus paguonoros (1975) npepnaraet cyuTatb [03y
n3nydyeHus 10 P ypoBHeM, Bbille KOTOPOro MOXHO YXe Bbl3BaTb MNO-
paxeHue nnofga. HeBO3MOXHO, OAHAKO, OMpeAennTb MOPOroBYK A0O3Y
006/1y4YeHNAa, HUXE KOTOPON rapaHTupyeTtca abconoTHas 6e3BpefHOCTb.
M3 HEMHOrOYMCNEHHbIX [AaHHbIX MOXHO MNpPeanonoXutb, 4To 06nyYye-
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Hue B po3e 25 P u 6onee CBA3aHO C 3aMETHbIM PWCKOM pas3BUTUA
aHomanuin y nnoga. BpegHoe Bo3deiicTBMe 061y4vyeHMs B fo3e 5 P
He [0Ka3aHO, XOTA 3TO MOXET OblTb CBA3aHO C TEM, YTO M3MEHeHuA
Mano 3aMeTHbl A4/i11 HEeNnoCPeACTBEHHOrO BbIABNEHUA (He3HA4YUTeNbHOe
eCHMXeHMe 1Q Mau yKopouyeHMe NPOAO/KUTENbHOCTU XMU3HWK). OpfHa-
KO BO3MOXHO, YTO BpefHbI ahheKT 0bnyyeHus B fo3e 5 P n meHee
BCE Xe eCTb, HO CTaTUCTUYEeCKU He [oKasaH. Puck npu obnyyvyeHuwu
B WHTepBane ao3 5—25 P TpygHo ouenuTb. [pon3BonbHO BblibpaHa
noporosass gosa 0,10 A, HO AN TOYHOrO OMpefEeneHUs NpefencHo
[ONYCTUMOr0 YpoBHA 06nyyYeHUs nnofa Heo6XoAMMO fdafbHeilliee Ha-
KonneHue fgaHHbIX [Brent, 1979].

Mpn KOHCYNbTMPOBAHWM MO MNOBOAY MPOrHO3a B OTHOLWEHWW nO-
TOMCTBa B pe3ynbTate 06Ny4YeHUs cnefyeT yuuTbiBaTb U Apyrue gak-
TOopbl. Hanpumep, 4yem B 60/ee no3gume CpokuM 6GepeMeHHOCTU Mpo-
n3owno o6nyyeHune, Tem 6osee ycToWYMB nnog M Tem 6Gonbluas fosa
Heobxogmma pAna TOro, 4tobbl BbI3BaTb HapyLlleHWe ero pasBUTUSA
[Brent, 1977]. Kpome TOro, ¢pakymoHupoBaHHOe 06/1y4vYeHMe MPUBO-
OUT K MEHbLIUM MNOBPEXAEeHUAM, YeM OAHOKpaTHOe 06/yyeHue ToW
e [030li; UCKAOUYEHNEe COCTaBAAT MOMOBble KMETKW, A1 KOTOPbIX
60/iee OoMacHO MNpPOLO/HKUTENbHOE WKW (paKuMOHMPOBaHHOe 06nyye-
Hue. OnpefeneHHy0 ponb uUrpaeT WHAMBMAYaNbHasas YyBCTBUTENb-
HOCTb, B CBAA3W C 4YeM 06/yyYyeHMe OAMHAKOBOM [030i Ha OAHOW W ToW
Xe CTajuu pasBUTUS He Bbl3blBaeT MOBPEXAEHUI Y OLHUX MNOAOB,
HO OMacHo ANA Apyrux.

HEMPAMbIE U OTAANEHHBIE 30 ®EKTHlI OB/IYYEHUSA
[eHHble MmyTauun

Pe3ynbTaToM 06/y4YeHWS B3POCAbIX MOFYT OblTb Pas3fMyHble U3MEHe-
HWA B HacneAcTBeHHOM maTepuane. Miller B 1927 r., a nosgHee wu
Lpyrve wuccnefoBaTenu Mnokasanu, UTO WOHWU3MPYHOLLEe W3NYy4YeHue
Bbi3blBaeT MyTaluuW Yy BCeX BUAOB pAacTeHUA U XMBOTHbIX [Woolf,
1961]. Mog pfeicTBMEM pagvauuy y Mbllleld MOABAAKOTCA MyTauuu,
obycnosnusalwoliMe nM3MeHeHMa uBeTa wepctn [Russell, Major, 1957:
Russell, 1978]. Selby (1979) ypanocb nokas3aTb, YTO (PpakyMOHMpPO-
BaHHOe o06ny4yeHune (100 P+500 P) cnepmaToroHneB y-ny4yaMu Bbl-
3bIBAa€T [OMWHAHTHbIE CKeNleTHble MyTauuu y Mbiweid. B pe3ynbTaTe
LeWCTBUA MOHU3MPYHOLWeERA pajunalum MOryT NOABAATLCA PeLeCCUBHbIE
netanu M PpeuMnpoKHbie TpaHcnokaww. B obuwem pgna pgeicteus
MOHM3MpYHOLLEl pagnalun XapakKTepHbl Clefyrouime 3aKOHOMEpPHOCTH:
1) yucno MyTauuin MponopuMoHanbHO f03e 06Ay4YeHUs; 2) OTCYyTCT-
BME MNOPOra, HWXEe KOTOPOro WOHU3MpYHLee W3yYeHUE He 0Kasbl-
Bafio 6Obl noBpexpawlero geicrtsna; 3) (pakLUUMOHWPOBAHHOe 06y-
YyeHWe BedeT K MeHbLIMM Jly4yeBbiM MOPAXEHWsIM, YeM OAHOKpaTHoe
obnyyeHue B TOW >Xe fAo3e; 4) WMHAYLWPOBaHHble MyTauuu He OTNU-
4alTCA OT CMOHTaHHbIX. MO-BNAMMOMY, Te e MPUHLMUNbI XapaKTepHbl
B OTHOLEHUN YenoBeKa, HO MyTareHHoe [elCTBME pajvauun Ha Mero
u3yyaTb TpPyAHEe MO CPaBMeHU C U3YYEHWEM ee TepaTOreHHOro wu
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KaHLEpPOreHHOro [AeicTBMA, TMOCKOMAbKY T[EHETUYEeCKNe HapyLlleHUs
NposABNAKTCSA TOMbKO B cnejywoliem nokoneHun. Kpome TOro, uccne-
[OBaHWe OC/MOXHAETCS B pe3ynbTaTe BO3MOXHOIO MyTareHHOro fei-
CTBMA APYruX (DaKTOpPOB BHeELIHEl cpefbl.

MyTauuyM MOryT MNOSBUTHLCA KakK B MOJMIOBbIX KneTKaxX B3pOCNOro
opraHusMa ¥ 3MOpPMOHOB, TaK U B [pYyrnx kKnetkax (comaTuyeckue'
MyTauuu). bonee Toro, npegnonaraeTcsd, YTO COMaTMyYeckme MyTauuu
MOTYT BbI3blBaTb HapyleHWe 3MbpuoreHesa, a TakXe y4yacTBOBaTb
B OMKoreHese. B npepenax fo03, He Bbi3blBalOWMUX rubenb opraHusma
WA CTEPWSIBHOCTb, MeXAY 4YUCAoM MyTauuid v [030ih 061y4veHUsa OT-
MeyaeTcs MpocTas AMHelHas 3aBUCMMOCTb, COF/laCHO KOTOPOW Aaxe
HU3KUEe [03bl, XOTS M HeyacTto, MOFyT Bbi3blBaTb MyTauuu, TakK 4TO
NMOporoBoi A03bl, NO-BUAMMOMY, He cyulecTByeT. Oanako nMpakTU4YecKu
OYEeHb HW3KMEe [03bl Me YBENWYMBAKT YUCO CMNOHTAHHLIX MYyTauui.
B 601blWMHCTBE CNy4YaeB MyTauuu peLecCUMBHbI, MO3TOMY OHU 06bIYHO
He NPoABNAIOTCA B NEPBOM MOKONEHMU nocne o0b6nyyeHus. OHM BOOOLLe
MOTYT He MPOSIBUTLCA, MOCKOMbKY MHOIMe MyTauuu 3AUMUHUPYHOTCS.
MyTauma coxpaHUTCA B TOM Ccay4yae, ecnim oHa: 1) He npuBefeT K
rnéenn knetku; 2) 6ypeT BKAK4YeHa B rameTy (BEpPOSATHOCTb Yero
npubnmxaerca K 0, 0CO6EHHO B MYXCKMX rametax); 3) peLeccuBHa,
TO PeHOTUNMUYEeCKU MPOABUTCA TONbKO MPU COEAUHEHUU C TaKUM Xe
annenem. Cyabba Takoi MyTauuu MOYTM HO OT/MYaeTCa OT yXe Cy-
WecTBYIOWEA. YBeAMYeHne rOMO3UTOTAOCTN NONYAALUN MOXET U He
NMPUBOAMTL K 3aMETHOMY TT3METTETMITIO FEHHbIX 4acToT. B KoneyHom
cyeTe HOBOE paBHOBECWME TEHHbIX YacTOT OyAeT BO3MOXHO TONbKO B
cnyvae pgenctems oT6opa. K Tomy e ppakuMoHMpoBaHHOe 061yyeHue
NPUBOAUT K MEHbLIUM MOCNeACTBUSAM, 4YeM OATTOKpatnoe ob6ayyeHue
TOW e f[030/, 4YTo npeAnonaraeT cylecTBoBaHWEe penapaunoHHbIX
MeXaHU3MOB.

XPOMOCOMHbIE HapyLUEHUsI

Pe3ynbTaTbl MCCNefOBaHWA, MPOBEAEHHbIX Ha >XWBOTHbIX, CBUAETENb-
CTBYHOT O TOM, YTO MOHWU3MPYKOLLAs pajvalna Bbi3biBaeT XPOMOCOM-
Hbole abeppauun [Lea, 1962; Bloom, 1972]. ¥ u4enoBeka MOsABMeHMWE
LMTOreHeTUYECKUX HapyLlleHWn 6biN0 nMokasaHo in vitro nocne o6ny-
yeHus pos3oli 3 P. 3Ta A03a Bbi3biBaeT pa3BuUTWe MoO3auuusma no
KpaliHeii mepe y amb6punoHoB Kpbic [Soukup, Takacs, Warkany, 1965]
ny yenoseka [Lejeime et al., 1964]. CTeneHb (PEHOTUNUYECKUX MpPO-
ABNEHUI MoO3amuu3ma 3aBUCUT OT pacnpefefieHUs pasHbiX NUHWIA
KNeTOK B TKaHAX W COOTHOLWIEHWS HOPMajbHbIX U aHOMaNbHbIX
KNeToK.

CxofHble TuUMbl MoO3amuusMa ObliM O6HaApyXeHbl Yy (eHOTUNMYe-
CKM HOPManbHbIX WHAMBWAOB; TakuM 06pa3om, WMHAYLUPOBAHHbLIA MO-
3aMLM3M He BCerga OKasblBaeT BpefHOe BNSHMUE.

YactoTa CTPYKTYpHbIX abeppaunii, WHAYLWPOBAHHbLIX PasHbIMU
TUNamMn W3Ny4YeHUd y B3POCAbIX, CAYXWUT B KayecTBe napameTpa pa-
OVALMOHHON fo3uMeTpuu. B yacTHOCTWM, nNajexHbIM MoKasaTenem
[03bl  06NyyYeHMs ABAAeTCA uacToTa Auuentpuueckux  (puc. 48)
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Puc.. 48. YuacToK MeTaha3HOM NnacTuHKW. CTPenkamu ykasaHbl AULEHTpUUYECKne
XPOMOCOMbI (NMUM(OLUTBLI, OKpacka Kpacutenem uM3bl). B NEBOM HUXKHEM yray
KpecToo6pasHas (urypa, o6pa3oBaHHas XpOMOCOMaMU.

1 KO/bLEBbIX XPOMOCOM B JAuM@OUMTAX Nepuepuyeckoin Kposu
[Lloyd, Dolphin, 1977]. WHorga XpomocoMHble abeppauyuu o6Hapy-
XXWUBANUCL Y nnoaos, 0B/YUYEHHbIX TOMbKO C AMarHOCTUYECKON Lenbio
[Gaulden, Murry, 1980], xoTs B APYr“X aHanoruMyHbIX MccrefoBaHU-
AX AaHHbIA ahheKT He ob6HapyXeH [Sato, 1966].

YacTble XpOMOCOMHble abeppauuu, Takue Kak pgeneyuu, obHapy-
XWUBAKT JIMHERHYH 3aBUCMMOCTb OT [03bl, YTO CXOAHO C MHAYLMPO-
BaHHbIMW TEHHbIMW MyTauuamu, W, NO-BUAMMOMY, B 3TOM cfyvae
TakKXe OTCYTCTBYET MOPOroBbli YpOBeHb. W peicTBUTeNbHO, Aeneuuu
swasnsnnce MPU A03e 06nydyeHmsa 0,025 i [Gaulden, Read, 1978].
Mpu gpyrux Buaax abeppauuii (TpaHcnokauuu, AULEHTPUYECKUE XPO-
MOCOMbI) Heob6XoAMMbl [Be TOYKM paspbiBa. YacToTbl 3TUX BWAOB
mabeppaymnii 06HapyXMBaKOT 3KCMOHEHLMANbHYO 3aBUCMMOCTb OT A03bl,
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M ANnd MX nosiBneHuMs TpebyeTca fABa M 6onblle «ypapa». ®pakuyuo-
HUPOBaHHOe 006/y4YeHMe BbI3blBaeT MeHbLIWe MNOBPEXAEHUS, 4YeM Of-
HOKpaTHoe 06/yYyeHWe TOW >Ke [030/, UYTO KOCBEHHO MNOATBEpXAaeT
CylLecTBOBaHMWE penapayMoHHbIX MEXaHW3MOB.

HecMoTpsi Ha yBenuMuyeHMe 4acTOTbl KOJMYECTBEHHbIX (aHeynaou-
AUN) N CTPYKTYpPHbIX abeppauuii nocne MOHM3MpYyloWero o6ay4veHuns,
KOHKpPETHble peKoMeHAaunu AN  KOHCYNbTUPOBAHWUA OTCYTCTBYHOT.
Kak n3BecTno, Ha KOHeYHbl 3(pGeKT AeNCTBMA U3NYYEHUS BAUAKOT
MHOrMe (akTopbl: 033, MOWHOCTb, BUA W3Ny4YeHUs, cTagusa Knetou-
HOro LuKna, Temnepatypa, UHTEHCUMBHOCTbL MeTabo/u3Ma, KOHLUEHTpa-
uma kmcnopoga. Kpome Toro, 6uonormyeckoe 3HavyeHue CTPYKTYPHbIX
aHoManuii 3aBUCMT OT XapakTepa aHomanuu (yBenuyeHue MM noTe-
pa HacnefCTBEHHOrO MaTepuana) M BAUSHMA ee Ha XWU3HeCnoCO6HOCTb
KNeToK. Y Mbllell CTPYKTYpHble abeppauun B repMUHaTUBHBLIX KAeT-
Kax noaBnstwTcAa npu o6nydeHum posoii B 5 P; yactoTa abeppauuii
npu ob6nyyeHnn posoil 1 P oyenb HWM3Kas. bBonee TOro, 4tobbl ahdexT
abeppauumn Obin oueBUAeH, Heobxof4MMa He TONbKO Nepefavya ee 3u-
rote, HO U BO3MOXHOCTb Pa3BUTUA OpraHusMa [0 nepuoja KAWHU-
Yyeckoro npossfeHnsa abeppauuu. Takum o06pa3om, MHOrMe Hapyle-
HUS ocTalTca HeBbiABAeHHbIMKU [Ford et al.,, 1969]. OTHOCUTeNbHO
yesoBeka TaKWX WUCCNefOBaHWA 0YeHb Mano, OAHaKO B HEKOTOPbIX
paboTax nokasaHo, 4To npu 06ny4vyeHun cnepmatoronueB 80 P uac-
TOTa PCUMMNPOKHbIX TpPaHCNOKaLuii B TKaHW sMyeKk cocTaBnseT 3—5%
[Brewen et al.,, 1973; Brewen, Preston, 1975]. C 0OCTOPOXHOCTbIO
3KCTPanonupys aTu pe3ynbTaTbl Ha XEHCKWUI OpraHu3M, MOXHO npega-
MOMAOXWTb, YTO 06/yYEHME OOLMTOB U OOFOHWEB C GMONOTMYECKOl TOU-
KW 3peHNsi MeHee OMacHO, YeM CMepmMaTOroHWeB WM CNEepMaToLMTOB,
MOCKONIbKY MeWOTMYecKue U MOCTMENOTUYECKUEe CTagun y >KEHLWUH
OTHOCUTENbHO KOPOTKME MO CpaBHEHUK CO BCEM LMKNOM ramerore-
Hesa.

B HEKOTOpPbIX KAMHUYECKUX UCCNEA0BAHUAX BbISIBNEH MOBbILIEHHbIA
pPUCK aHeynnoHAUW, 0COBEHHO TPMCOMMIA, y MOTOMCTBa MaTepeii, 0bny-
YeHHbIX C AmarHocTuyeckoi uensto [Uchida, Holunga, Lawler, 1968;
Alberman et al.,, 1972]. [osa, yjBauBawol,as pUCK TPUCOMUIA, CO-
cTaBnsetr 2 P. OAHAaKO B peTPOCNEKTUBHbIX MCCMef0BaHNAX, HECMOTPS
Ha NpaBWNbHO MOAOGPaHHbLIA KOMTPOAb, BO3MOXHbl HenpeABUAEHHbIE
OTK/NIOHeHMA. B 3Toli CcBSA3M cnefyeT HamOMHWTb, 4TO Yy MOTOMCTBA
maTepeii, OKasaBLIMXCA B 30He AeiiCTBMA aTOMHOro B3pbiBa, He O06Ha-
py>XeHo yBennyeHnsa yactoTbl aHeynnomauii [Neel, 1963]. Pa3nuuHbie
pe3ynbTaTbl MOTyT ObliTb 00YCNOBAEHbl W BHYTPEHHUMU (aKTOpamu,
HanpuMep, BAUSIHUEM TeHOTUNA. Hanpumep, MMHUSA MbIlLeR C BbICOKOM
CMOHTAHHOW YacTOTON aHeynaoOMAWIA MO WMHOMY pearupyer Ha o06ny-
YyeHMe, YeM NNNUA Mbllled C HWM3KON yYacToTo aHeynnmoumauin. Oue-
BWAHO, Npu OTCYTCTBUW ONPELENeHHOro 3ak/l4YeHWs O BAUAHUM pa-
Avauny pekoMeHAoBaTb XXEHLMHaMm, 06/1y4YeHHbIM TONbKO C AuarHo-
CTMYECKON  Lenblo, MNpeHaTaNbHY  AWArHOCTUKY  cnegyetr ¢
OCTOPOXHOCTbIO, 32 MCK/OYEHMEM Takux cuTyauuil, Kak, Hanpumep,
TepaneBTMYecKas peHTreHoTepanua npu 6one3Hn XopgxXkuHa [Simp-
son, 1980c].
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BnnaHve O6I'IyLIeHI/IFI Ha cCNOCOBGHOCTbL K 3a4aTuio

Kak u3BecTHO, pajguauuoHHoe 06/y4yeHUe MOXeT 6biTb NPUYMHOI
6ecnnogusa. OfHaKo [03bl, NPUBOAALWME K 3TOMY, pPasfiMyHbl A4ns pas-
HbIX BWAOB, MOfMa W MNEPUOLOB XXU3HU. Y KpbiC 06/yyYeHUe [030/
100 P BbI3bIBAET MNOBpPeXAeHME TKaHU fUYEeK C YMEHbLIEHUEM UX
pasmepoB, a B 3% cnyvyaeB pa3BuMBaeTCsa CTepunbHOCTb [Brent, 1960]:
nosiHas CTepuamn3auma y HOBOPOXKAEHHbIX KpbIC HacTynaeT npu obny-
yeHun gosoii 300 P. Y CBWHbM, KO3bl WM MbIlUM Hanbo/blLIEMY BO3-
LeliCTBMIO MOHM3MPYOLWKUX Nydeli noABepxeH nnod. Bmecte ¢ Tem
4Nna cTepunusauny nnofa TpebytoTcs 60nee BbICOKME [03bl, YeM As
MOSIBNEeHWA APYrUX HapylweHuWid, Hanpumep, mMukpouedanum. BHyTpu-
yTpo6HOe 06NyyeHne NN0JO0B KPbIC MPUBOAUT K UCTOLLEHWUIO OBOLMTOB.
CaMKN Mbllwel TepsAlOT CNOCOOGHOCTb K PenpofyKumu npu 06/1yyYeHum
posoli 100 P, a makak pe3ycoB — Tofibko npu 2000 P.

[aHHble 0 BAUAHUU 06/y4YeHUA Na CNoCO6HOCTb K LEeTOPOXAEHUH
Yy 4efioBeKa OYeHb MafioYMC/IEHHbI, 3a MWCK/OYeHMeM HabnogeHuii 3a
XUtenaMmum Xupocumbl M Haracaku, y KOTOPbIX He 06HapyXeHOo SIBHO-
ro cHmxkeHuns ee [Blot, Sawada, 1972]. [,03bl, nony4yaemble pebeHKOM
B pe3ynbTarte (Ayopockonuyeckmx wuccnegosaHuii (ot 1 go 5 P)T
TaKXe He CHMXalT 3Toih cnocobHocTu uyenoseka [Mondorf, Faber,
1968]. Mo-Buagmmomy, cTolikoe 6ecniofue MOXET HacTynuUTb TOMbKO
B pe3yfnbTaTe NpAMOro 061ny4YeHWs MNOMOBbIX Xefne3 BbICOKMMM [03a-
MKW, WUCMOMb3YEMbIMWU C fe4YebHbIMU LensMu nAnbo cnydainHo. UHTe-
PecHo, 4YTO HeOAHOKpaTHOe (pakLMOHMPOBaAHHOE 06/yYeHMe Bbi3biBaeT
60Nblive MNOBPEXAeHUA, 4YeM OfHOKpaTHOe: MoOsHaf CcTepunansayuns
npu OJHOKpPAaTHOM 06MYyYEHWU [OCTUTAeTCH B Cllyyae MCNOMb30BaHMA
posbl 20 T'il, a npu (pakuMOHUPOBAHHOM 06/y4YeHUM AOCTaTOYHA
2 ' [American College of Radiology, 1975]. Bonee HU3Kue pA03bl
BbI3bIBAOT BPEMEHHbIE HApYLWeEeHUs MonoBoi yHKuuu. YyBCTBUTEND-
HOCTb MOMIOBbIX KJ/IETOK K 06/yYEHWUIO 3aBUCUT TakXe OT CTajuum ux
passuTtma [Clemendson, Nelson, 1961; Rugh, 1961; BEIR, 1980].
Haunbonee YyBCTBUTENIbHBIMU K WU3NYUYEHUID ABNAKOTCA CNEepMaTOroHMH
Tuna B, a Haubonee ycToinuymBbIMU — cnepmatuibl. [pu 3TOM OfHO-
KpaTHOe 06/y4yeHMe B YCTOWYMBOW CTafuuM pasBUTUS KNETOK MOXET
He BbI3BaTb WX MOBPeXAeHUs BoO6LLe, B TO Xe BPeEMS NPOAOMKUTENb-
HOE WAN MHOroKpaTHoe 06nyyeHue TOW e A030/W MPUBOAUT K MUCTO-
WEHNIO BCEX CTBOMOBbLIX KNeTOK. BenuumHa [o3bl, MpuBOAALLER K
6ecnnoguio, 3aBUCUT M OT BO3pacTa: Y MONOAbIX XEHLWWH OHa cocTaB-
naet 20 TiA, a y XeHWWH neped mMeHonaysolh — 2 i [AMepuKaHCKKI
Konnemx paguonorumn, 1975]. MwuHumanbHas noporosas fos3a Ans
XEHCKUX MNONoBbIX Xenes coctaBnger 20—30 i, a gna samuyek —
10 .

Mocne o6nyyeHns A[030#, NpuBOAsAWel K 6GeCnnoAuto, y MYXUUH
NPONCX0AAT chnefywouime usmeHeHus: 1) npekpawenne crnepmartore-
He3a, YMeHblleHWe pa3MepoB AMYeK; 2) MNepcucTenuusa yxe CO3pes-
WNX K MOMEHTY 061y4YeHUs cnepMaTo30MOB, KOTOPble MOryT HEeCTU B
cebe reHHble wnu XPOMOCOMMbIE aHOManuW; 3) MNOAHAA asoocnepmus
yepes 3—6 nen. NS >XEHWMWH XapakTepHbl OCTaHOBKA CO3peBaHUS
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HOBbIX rpaadoBbIX My3bIpbKOB U MpeKpalleHue MeHCTpyauuin uvepes
4—8 Hep nocne 06nyyYeHUs.

OTHOCUTENbHO HEMHOFO M3BECTHO O PUCKe Mepefayu FeHHol MyTa-
UMM NAM XPOMOCOMHOI abeppauuu B cay4vae HEMOSHOW CTepuamsauuu
y yenoseka [Searle, 1975]. CuuTaeTcs, 4YTO XEHLWWNHbI, NOABEPrLiMecs
001YYEHUIO OpraHoB Manoro Tas3a, JO/KHbI BO3fAepXaTbCA OT 3a4atns
B TeyeHMe HecKoNbkux Mecqaues [Brent, 1979]; cpok Bo3fepxaHus
AN 06MyYEHHbIX MYXUYWH COCTaBnfeT He MeHee rofa [AMepuKaHCKuUi
KonnegX Ho paguonorum, 1975]. MOCKONbKY 3KCMEPUMEHTbI Ha XWU-
BOTHbIX CBWUAETE/NIbCTBYIOT O MOBbILWEHNUN MYTaLMOHHOTO YPOBHA B
MOCTrOMHanbIWX KneTKkax Mo CPaBHEHWIO C TeHUaJbHbIMW, [aHHbIE
peKOMeHAaLMM MOryT YyMeHbWMWTb 4acToTy MyTauuid uamM XpoMOCOM-
HbIX abeppauum y NoTOMKOB 061YYEHHbIX UHAUBUAOB.

MpeapacnonoXXeHHOCTb K PasBUTUIO 3/10KAYECTBEHHbIX
onyxonein

MocnegctBmem 067yyYeHUs Aaxke Heb6ONbWWMKU [J03aMU MOXET ObiTb
pasBuTUE 3/10Ka4YecTBeHHbIX onyxonei [United Nations, 1977; BEIR,
1980]. ¥ AnoHueB, NocTpajaBWMX B pe3ynbTaTe aTOMHOro B3pbliBa,
3HAUYMTENbHO MOBbILIEHa YacToTa felikeMuUn W Apyrux ¢Gopm paka.
Hanpumep, y o06ny4yeHHbIX fgeTeil B Bo3pacTe 10 net yactoTa neike-
MUK yBenmuunacb B 6 pa3 [Brent, 1977]. MNoBbiwWeHMe 4acTOTbl Apy-
rMX 3/10Ka4YeCTBEHHbIX 06pa3oBaHuii  (0CO6EHHO NErkux, MOMOYHbIX
Xenes u Xenyaka) CTanoBUTCA OYEBMAHLIM MO Mepe [OCTUXENUs
AOAbMU, MNOoABEPrwMMUca 06Ny4YeHUIO, BO3pacTa Hayana 3TuxX Qopm
paka [Jablon, 1975; Schull, 1980]. ToBblWEHHbIA PUCK NeAKeMuUu
OTMeYeH N y feTei, noaseprwmxcsa nyvyesomy nedveHmio [Kitabatake,
1966; Simpson, Hemplemann, Fuller, 1955], a HekoTopble WUcCnego-
BaTesiM OTMETUNU MNOBbILIEHWE pUCKA NeliKeMuu npu o0bnyyYeHUU nnao-
pa. Tak, pgosa 1—2 P yBenuumBaeT 3Ty u4acToTy BABoe [Stewart,
Webb, llewetl, 1958; Mac.Malion, 1902; Stewart, 1973; Brent, 1979].
OpHako abCoNTHBLIA PUCK, HO BCeli BepOATHOCTU, HEBBLICOK; 6onee
TOro, ecTb faHHble, NO3BONANOLLME YCOMHWUTHLCA B WUCTUHHOCTU 3TOW
accoumaLmmn: MoOBblWEHHAA YacToTa flekeMun y HeobBNyYeHHbIX Ccn6-
coB npobaHgoB [Stewart, 1973], oTCyTCTBME TMOBbILIEHUA YACTOTh
nelikemumn y fetei, in utero nNoABeprwinmxca AelicTBMIO aTOMHOU 60M-
66l [Burrow, Hamilton, llrubec, 1965; Kalo, 1971; Schul], 1980].
Mo mHeHunto Oppenheim, Griem, Meier (1975), HeKoTOpble KAWHUYE-
CKUe cOoCTOsfiHWMSA, Tpebytolime iy4eBOro nevyeHus, camu no cebe npep-
pacnonaraloT K pa3BuTUIO nelikeMuu. Takum o06pa3om, MOCKObKY
prcK BpeAHOro BO34elCTBMA Ny4Yell HEBLICOK, PEHTreHO/I0rn4yeckoe 06-
cnegoBaHMe 6epeMeHHbIX C LUeNbl BefeHWs pPoLOB e MPOTMBOMNOKA-
3aHo.

MoBbIWeHHas YacToTa paka 3aperncrtpuposaHa y nuu, nogsepraro-
WMXCA WMOHU3UPYIOLWEMY M3NYYEHUIO Ha MNPOU3BOACTBE, U 061y4YeH-
HbIX N0 MEAUUMHCKMM nNoKa3aHWsiM 60/bHbIX; CMEPTHOCTb OT felike-
MUKW, pakKa >Xenyaka, roptaHu, MOAXenyLo4YHOW Xefe3bl M OGPOHXOB
y 061y4YeHHbIX 60/bHbIX CO CNOHAUAUTOM B '10 pas npesblWaeT 0XWU-
4AeMyl 4acToTy; MOBbIWEHHaA 4acToTa KapuWHOM LWWTOBUAHON Xe-
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nesbl U OMYyXO/ei CMAIOHHBLIX Xene3 ob6HapyXeHa y AeTeil mocne o6ny-
YEeHUA BWUIOYKOBOWM >Kenesbl, y LIAxXTepoB, BAbIXalWMX BO3JYX, CO-
fepxXawunii pafoH, NOBbIWEH PUCK pa3BUTMA paka Nerkux. MNpumepom
KaHLeporeHHoro adekta BHYTPEHHEr0 W3NYy4YeHUA ABAAETCH pas3Bu-
TWEe pakKa MeyYeHn y nuL, KOTOPbIM MPOBOAWUIOCL CKaHMpOBaHue neve-
HW C npumeHeHuem TopatpacTta [Jablon, 1975]. B 3akniouyenve MOX-
HO CKas3aTb, YTO [AeANCTBME WOHWU3UPYIOLLEr0 M3Ny4YeHUs (BHELWHee U
BHYTPEHHEEe) MOBbIWaeT BEPOATHOCTb Pa3BUTUA 3/10Ka4eCTBEHHbIX
onyxonei. Ewe HeT eAMHOro MHEHWS O CTEMEHW PKUCKa, CBA3AHHOMO C
OCTPbIM WAN XPOHUYECKMM 061yyeHMeM HU3KOro YypoBHS [BEIRT
1980]. OueHKM pucKa CMEPTHOCTM OT paka npu 06/y4vyeHUs OpraHums-
ma B gose 0,1 I'ih BapbmpytoT oT 0,5 g0 1,4% OT CMOHTAHHOrO YPOBHA
[BEIR, 1980].

YNbTPA3BYK

MoBpexpatowee p[eiAcTBUE YynNbTpa3Byka 0O0YCNOBNEHO ONOCPEAOBaH-
HbIM feiicTBMeM ero (MOBblWEHWe TemnepaTypbl, 06pa3oBaHWe Mo-
nocteit) un npambimu adcektamu [Baker, Dalrymple, 1978]. Temne-
paTypHble adekTbl 06CyXAanucb B pasjene, NMOCBALWEHHOM HEWOHU-
3npytoLei 3NeKTPOMArHUTHO pagnayuu n runepTepMunm.
Tepmuyeckas peakums ynbTpas3ByKa 3aBUCUT He TO/JbKO OT €ro na-
paMeTpoB, HO TakXe OT cpefbl W TEeNj0BbIX CBOWCTB TKaHW. M3meHe-
Hus Temnepatypbl Ha 10°C B CeKYHAY Bbl3blBAlOTCA CUAbHbIM [elCT-
BMEM (hOKYCMPOBAHHOTO fiyda Ha Manyt nnaowagb TkaHu [Hill, 1968].
O6pa3oBaHue MOMOCTEN KaK pe3ynbTaT MexXxaHMYeckoro pes3oHaHca B
KneTkax, MpM KOTOPOM MNPOUCXOAUT paspylueHne Ccy6KNeTOYHbIX
CTPYKTYpP, MOXEeT BCTPeTUTbLCA W Mpu AeACTBUM ynbTpasByka. ps-
MOe [felicTBMe ynbTpa3ByKa CBfi3aHO C 06pa3oBaHMEM CBOGOAHbIX pa-
OVKanoB, Kak npu uoHu3Mpyrouieid paguauuun. OfHAKO 3TU MOBPEX-
JeHna HabnwgalTca TONbKO NpW AeWCTBMM YNbTpasByKa BbICOKON
4yacToTbl, KOTOpbIA Me wucnonb3yetcs B KAMHuMKe (oT 900 kly m>
6 mIry).

Takum o6pa3om, Npu onpejefieHHbIX YCMAOBUAX W ONpefefieHHbIX
[03ax ynbTpasBYK MOXeT O0KasblBaTb MOBpexjaloliee [JeicTBue,
HO NS Bpauveli Hambonbllee 3HayeHWe MMeeT npobiemMa O BO3MOX-
HOM BpPeAHOM [AeACTBMM HU3KOAMMAUTYLHOrO0 Yy/AbTpa3ByKa, MpuMe-
HAeMOro B [AMarHocTMYyeckux uensx. K cuyacTblo, Cepbe3HbiX nocnej-
CTBUI YNbTPa3BYKOBOW AMarHOCTUKM He 06HapyXXeHO, XOTA aBTopbl
He pacnonaralT 3anuAeMuonornyeckuMmmn gaHHoeimm [Baker, Dalrymple,
1978; Scheidt, Stanely, Bryla, 1978; Elias, Simpson, 1980] u no-
3TOMY He MOryT cfefnaTb OKOH4YaTeNbHOro BbIBOAA. B onbiTax Ha
KpbiCax MoKa3aHo, 4YTO nocfe ynbTpa3BykoBOoro Bo3geictema (0,5—
6,9 My Ha 25—50 cm2) y XWBOTHbIX HabnwAann CnuHanbHyK na-
panfernto u remopparun. Camble HWU3KME 4acTOTbl Bbl3blBann 6onee
BblpaXeHHble 3 deKTbl. Bonee TOro, HEKOTOPble CUCTEMbl OKa3anuchb
He cnocobHbl K camopenapauun. CnegoBaTenbHO, MOBTOPHbIE BO3AENA-
CTBMA YyNbTPa3ByKOM MOrAM 6bl NPUBOAUTL K aKKyMynauuu [03, OKa-
3blBalOWNX BpeaHOe BO3AeicTBME. Bonpoc 0 NOBPEXAEHUU XPOMOCOM
npu LeicTBUU yNbTpa3ByKa elie HeAoCTaTOUYHO SICEH.
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Pe3stoMunpys ckaszaHHOe, MOXHO CUMTaTb, YTO YyNbTpasByK, Npume-
HAeMblli B AuMarHocTuuyeckmx uensax, 6esonaceH [Baker, Dalrymple,
1978; Scheidt, Stanely, Bryla, 1978; Elias, Simpson, 1980], Ho gns
NOATBEPXAEHMA 3TOro Heo6GXOAMMO MNpPOBeAeHMEe KPYMHbIX MNpOCNekK-
TUBHbIX MecnegoBaHuii.

KNNHWYECKWME MEPCMEKTUBBI

AKTYyanbHOCTb M3y4YeHUs OUONOrMYecKUX MOCneAcTBUi, 06YCNOB-
NEHHbIX paguauyunen U LpyruMu Gu3MyecKUMn (GakTopamu, He BbI3bl-
BaeT COMHEHWI, MOCKOMbKY MpU OnNpefeneHHbIX YCNOBUAX 3TU (PakTo-
pbl MOTYT BbI3blBaTb NaTtonormyeckme mMaMeHeHus. Cpeam Bcex (hakTo-
pOB Hambonbluee 3HaYeHUEe MMEET MOHU3MpYylolee M3nydyeHue. Heno-
CpPeACTBEHHbIM MOCNEACTBMEM 06/yYeHUs, C/ly4allHOro MWAM WUCNOJb-
3yemMoro c fne4ye6HON LEeNb, MOXET O6biTb ny4veBas 60/€3Hb, 3aTEM
MOXeT pa3BMBaTbCA BPEMEHHOE WAKM cToiikoe Gecnnogue. Ecnum 6ec-
nnogve He pasBUBAETCH, BCTAeT BOMPOC O PUCKE POXAEHUS 60MbHOMO
pebeHKa, 06 OTAaNeHHbIX MOCNeACTBUAX 06/yyYeHus. ABTOpPbI, K CO-
XaneHuw, He pacnojaraldT [aHHbIMW O TOYHOM 3HAYEHWUW PUCKA,
HO Ha OCHOBaHWM pe3ynbTaTOB 3KCMEPUMEHTOB W HabnA4eHUI 3a
noABepriwmMMnca AeicTBUIO aTOMHOrO B3pblBa BeNWYMHA pUCKA HEBbI-
cCoKa. [ns WUCKAYEeHUA WHAYLUPOBAHHLIX XPOMOCOMHbIX abeppauui
y naofja MOXHO MPOBECTWM MpeHaTalbHYK AUArHOCTUKY, HO 3TOT Me-
TOL He BbIABASET TFEHHbIX MyTauuii. [JOMWHAHTHbIe neTanu MOryT
NMPMBECTU K CMOHTaHHbIM abopTam, B TO >Xe BpeMs peLecCUMBUbIe ne-
Tann MOryT MPOSIBUTLCA TOMbKO B ByAyliMX NOKOAeHWsX. HeCcKonbKo
YMeHbllaeT PWUCK nepefayMm aHOMajbHbIX rameT BO3jepXXaHue OT 3a-
yaTus B TeyeHMe oOnpefeneHHOro cpoka. M3-3a BO3MOXHOCTM KaHLue-
POTreHHOr0 AeNCTBUS MOHU3NPYIOLWeA paguayun 06/1yUYeHHbIX 60/bHbIX
cnepyeT nofBepratb perynsgpHbIM MeAULUHCKUM OCMOTpam.

O6nyuyeHne Hebe3omacHO W ANna njofa, MNO3TOMY Ha OCHOBaHWUU
umerLwnxea AaHHbix npu gose 0,1 T cnegyeT paccmMoTpeTb BOMPOC
0 HEe06XOAMMOCTU MpepbiBaHUS GepeMeHHOCTU, KOHEYHOo, ¢ ydyeTom €2
cpoka. lMpu o6ayyvyeHUM Ha JoMMnMNanTaLuMOHHOW WAM paHHeRd WM-
naaHTaLHOMHOM CTaguM BO3MOXEH CMOHTaHHbIA abopT, nNo ecnu bepe-
MEHHOCTb COXPaHWUTCH, PUCK POXAEHWS pebGeHKa C MOPOKaAMU nnwu
OTCTaBaHWEM B pa3BWTUI He npeBbiwaeT obwenonynsayuoHHoro. OT-
MeuYeHbl ClyyYan MajUrHuW3auHn y nuuy, 06ny4eHHbIX in utero, HO XOTS
BE/IMYMHA pUCKA He onpefefneHa, OHa, MO-BUAMMOMY, HeBbicOKa. Mpo-
rHO3 MOCMeACTBUIA pafuon30TONHOrO0 06NYyYEeHUS AO/MKEH OnpenenaThb-
CA B KaXJ0M KOHKPETHOM cfy4yae C y4eTOM [03bl, OpraHa-MULIEHUN K
CTaguu asmbpuoreHesa. Kak npaBuno, mpu NyyeBol Tepanuum paguo-
M30TONMamMu pUCK NOpaxeHWs nNjofa BbICOKMIA, a Mpu BBedennu B
OpraHu3M K30TOMNOB C AMAarHOCTUMYECKOW LEenbld OH MWUHUMAaNEH.

Opyrve Buabl nM3nyuvyeHuin (ynbTpaunonieToBbie ay4nM, MUKPOBOS-
Hbl), a TakXe yNnbTpa3BYK MeHee onacHbl And naofa. OANako Kax-
Ablli cnydyalh nx BO3A4eiCTBMA TpebyeT chneunanbHOro pacCcCMOTPEHMUS
H ne cnepyeT 3abbiBaTb O PUCKE Pa3BUTUA KOXHbIX 3/10KAYeCTBEHHbIX
3aboneBaHWii Npu AelicTBUN YNbTPapuONeTOBbLIX Ny4yel.



FfnaBa 14

BVPYCHbIE 1 BAKTEPUAJIbHbIE NH®PEKLIMU

[JelicTBMeM WH(EKLMOHHbIX areHToB 006YCNOBMEHO npuMepHo 4—9%
Cny4yaeB YMCTBEHHOIW OTCTanocTu y AeTeil, NpuBOAsAWEd WX K HABa-
nvugmsauHu. Mpu obcnefoBaHWM, MPOBELEHHOM B COOTBETCTBUM C CO-
BMECTHOI MporpaMmoil neplitaTanbiWX KMccnefgoBaHuii, n3 58 828 6Ge-
pPEMEHHbIX NHGpeKunonnble 3abonesanns BbifBAeHbl y 8180 (13,9%:):
BUPYCHble MHMekumn y 3401 xouwwunsl (5,8%), 6akTepuanbHble Yy
4539 (7,7%), rpubkoBble 3aboneBaHus y 102 (0,2%), napasuTap-
Hble y 138 (0,2%). Fpunnom 6biAn 60nbHbI 1400 '.kmwunt (2,4%),
repnecom — 900 (1,5%), BMpPYCHbIM racTposaHTeputom — 350 (0,8%).
B TO Xe Bpema B ApYyromM npocnekTMBHOM o6cnepgosaHun 23 000 6e-
peMeHHbIX Yy 25% n3 HUX 6bln 06HapyXeH BbLICOKWUIA TUTP aHTUTeN
no kpainneir mepe Kk 1 n3 10 TecTUPyeMbliX BUPYCHbIX aHTUIEHOB [Se-
ver. 1968].

Pasznuuusa Mexpgy pesynbTaTaMu NpTTBefennbiX UCCNef0BaHUA CBU-
[LeTenbCTBYOT O TOM, YTO MaTepuMHCKas MHMeKLMsa 4acTo ocTaeTtcs
HeANarHOCTMPOBAWHOIA.

B cBA3M C 3TMUM MCTUHHAA 4acToTa BRNYTPNYTPO6GMbIX WHMDeEKL U
MOXeT OblTb OMnpeAeneHa TOAbKO C MOMOLLbIO CEPONOrUMYECKUX Me-
TOLOB.

MpumMeHeHue 'sSTUX METOLOB MNOMOI/N0 BbIABUTbL 4acToTy 3abone-
BaHMA UnNToMeranuein npumepHo ot 1:400 [Alford, 1971] mo 1:150
6epemeHHocTein [Desmonds, Couvreur, 1974], kpacHyxoin 1:950 [Al-
ford, 1971], repnecom npoctbiM 1*4000 [Hansliaw, 1973], cudunn-
com ot 1:1250 [Alford, 1971! go 1:300, Tokconnasmo3om ot 1:700
[Alford, 1971! no 1:400 [Desmonts, Couvreur, 1974].

Y nnoja passutve MMMYNUON CUCTEMbl HauyMHaeTca B | TpuMecT-
pe OepemMenHOCTH, W WH(EKLWOHHble BO3AeWCTBUA in utero B 3TO
BpeM$s BbI3blBalOT MOBbiWennoc o6pasoBaHue IgM. B cBf3u ¢ aTum y
HOBOPOXXAEHHbIX C BHYTPUYTPOOGHON WHMeKuneli yBenn4veH YpPOBEHb
cbiBopoTouHOoro IgM B Teuelllto Bcero neonatanbHOro nepuoga. Oue-
BMAHO, YTO onpegeneHuwe ypoBHA IgM B nynoBnnnoil KpoBu Mos’eT
6bITb MENMbIM CKPNMMAPYHLWNM METOLOM BbIAIBAEHUA BUPYCOB KpPacCHY-
XW, HHTOMeranun, repneca, cuguaMca u Tokconnasmosa. Ecnm ypo-
BeHb IgM Bbiwe 20 Au/MA. MOXHO AymMaTb O BHYTPUYTPOOGHOW WH-
tekunn. [ManbHewas AnarHOCTUKA KOHKPETHbIX 3aboneBaHuii ocy-
WecTBNAETCA C NOMOLLLIO cneunpuruyecknx TecToB (HOpecLmpytoLwmnx
anTnTen.

MoMMMo  onucaHHOro crnocoba, wundekynsa AuarHocTupyertcs
M B pe3ynbTaTe HeMoCpPeCTBEHHOr0 BbifeNeHNS UHGEKLMOHHOTO areH-
Ta M3 opraHusma pebeHka, a Takxe HabnwgeHus 3a Tutpom IgM
aHTWTEN B NeoHaTafbHOM nepuoje.
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B/PYChbI

MexaHn3M aercTeuma

[LelictBne BMpYyCcOB 3aBMCUT OT: 1) MUX BAWAHUA Ha NPOLECCbl OPraHo-
reHesa; 2) cTagum 3MOpMOHAnNbLHOro pasBuTMA; 3) oprana-munTte-
HU; 4) NPOJOMKUTENbHOCTM BO34eiCTBMA BUpyca. lMaToreHeTMUecKuii
MeXaHW3M, BEpOSATHO, CBfA3aH C rnbenbil0 KNeToK.

Ona penpogykuunm Bupyca Heo6X0oAMMO MPOHWKHOBEHME €ro B
KNeTKy X035MHa W WCMONMb30BaHWE FeHOMa KNeTKW AN CMHTe3a KOM-
MOHEHTOB BMpyCa C MOMOLLbK MPOLECCOB TPAHCKPUNLUUM U TPaHCAfA-
uMn. 3atem npoucxoauT cbOpKa LenbiX BUPYCHLIX 4YacTul, U BbICBO-
60XaeHne MUX M3 KNeTKW, 4YTO 4YacTO COMPOBOXAAETCA rubenbio Kne-
TOK. Bwupychl, Kak W3BECTHO, MOFyT  Bbi3blBaTb  XPOMOCOMHbIE
HapyleHnsa, B YaCTHOCTM MOMOMKMU, HO WMX 3HAYEHWE eLle HEesCHO.
HekoTopble BMpyCbl (Hanpumep, KpPacHyxu) MOryT yrHetaTb MUTO3
[Plotkin, BoHe, Boué, 1965], 4TO MOXeT ABNATbLCA MNPUUYUHON Hapy-
IUeHUS MPOLECCOB K/ETOUYHOr0 poOCTa M CO3peBaHUs, a B KOHEYHOM
nTore MNPUYMHOW HEAOCTAaTOYHOro pa3BuTMs opraHosB. K dakTopawm,
MOBbILIAKLIMM YYBCTBUTENbLHOCTb MM04A K OMpPeLeNeHHbIM BUpYyCaM,
OTHOCATCH, BO-MEPBbIX, CAVXKEHUE MPOAYKUUM aHTUTeNn y nnoga, 4vto
cnocobcTByeT AMCCEMHNauun BUpyca, W, BO-BTOPbIX, WHTEHCUBHOE
feneHne KNeTok nnaofa, 4To co3faeT 6GnaronpusaTHble YCNOBWUS ANA
pasMHOXEeHMA BUPYCHbIX 4YacTul. B HacTosillee BpemMs WM3BECTHO, 4TO
Takume BUPYChl, KaK BUPYCbl KpacHyxu, LUTOMeranuu u BeTPSHON oOcC-
Mbl, BbI3bIBAIOT pa3BUTME MOPOKOB y uyenoBeka. UTo KacaeTca Apyrux
BMPYCOB, TO elle HeAOCTaTOYHO fAaHHbIX A8 YTBEPXAEHUA MNPUUMN-
HON CBA3M WX C MOPOKaMMU pa3BUTHUS.

KpacHyxa

Ewe Gregg (1941) coobwwun, 4To Npu KpacHyxe B paHHWE CPOKMU
6epeMeHHOCTM y Miofa 4acTo NOABAAKTCA MOPOKM Pa3BUTUA pasnny-
HbiIX cucTeM (OpraHbl Cnyxa W 3peHud, ceppaue, mMo3r). Kpome ToOro,
npu 3aboneBaHWM KpacHyXxol HabnwpalwTcs HeBblHaWIMBaHuWe 6epe-
MEHHOCTU W cayvyan MepTBOPOXAEHUS.

3HayeHMe WHpeKUMM Ans 6epeMeHHOCTU OLEeHMBAeTCA MNO0-pasHo-
Mmy. Mo pesynbTaTaM MepBbIX PETPOCMEKTWBHbIX WCCAeA0BaHWIA Yac-
TOTa BPOX/JEHHbIX MOPOKOB Y XXWBOPOXAEHHbIX, MOABEPrLIUXCS LeWd-
CTBUIO BUpPYCa KpacHyxu BHYTpuyTpob6HO, Konebnetca oT 50 go 90%
[Swan et al., 1943; Aycock, Ingalls, 1946; Wessellioeft, 1947; Swan,
1949], ogHako 3Ta OLEHKA 3aBblllena, YTO XapakKTepHO WUMEHHO ANd
peTpocnekTusnoro ananusa. [lpu NPOCNEKTUBHOM UCCNELOBaHUYU
[Sallomi, 1966] 6bIN0 MOKas3aHO, YTO MaKCUMalbHbI PUCK Pa3BUTUSA
aHoManuii y nnoja cyuiectByeT B MepBble 4 Hen 6GEpPeMEHHOCTM U
cocTaBnsieT 61%, na 5—8-i Heagene puckK coctaBnsetr 26%, a Ha 9—
12-i1 Hepene Tonbko 8%. B cBow ouepefb 3TU 3HAYEHWUSA pUCKa, MNO-
BNAMNMOMY, 3aHWXEHbl, MOCKO/bKY HEKOTOPble aHOMa/luu, Bbl3BaHHbIE
BMPYCOM KpacHyXW, AMarHoCTUpYylTCA Me cpasy nocfie poxXAaeHus
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(Hanpumep, rnyxota). B wuccnegosaHun Jackson u Fisch (1958)
nokKasaHo, 4YTO MpuW feACTBMM 3TOro BMpyca B nepsble 16 Hen 6epe-
MeHHoCcTM y 30% peTeil Habnwofanacb rayxoTa; npu 3atom B 23 cny-
4yaeB noTeps cnyxa AgmarHoctupoBsaniacb y pebeHKa TONbKO B BO3pacTe
nocne 4 net. Jeiictene Bupyca Bo Il TpumecTpe 6epeMeHHOCTU Takxke
Bbl3blBaeT rNyxoTy y peTeli [Forrest, Menser, 1975]. HegaBHO 6bino
nokasaHo, 4YTO BHYTPUYTpPOOGHOE MOpaXxeHWe BUPYCOM KpacHyxum Mo-
KeT OblTb MPUYMHOIN paHHero caxapHoro guabeta [Menser, Forrest,
Bransby, 1978], a npumepHo 16—18% 6epeMeHHOCTEN, OCMOXHEHHbIX
KpacHyXoi, 3akaH4YuBalTCA cnontannbiMn abopTamu NAM MepTBOPOX-
peHHom [Warkany, Kalter, 1961; Siegel, Fuerst, Peress, 1966].

Matonornyeckas mM3MOﬂOFMﬂ

Cogepxawunihi PHK Bupyc KpacHyxu nonagaer B 3MOGPUOH remarto-
FeHHbLIM NyTeM 4epe3 MNAaLeHTY U MepcucTMpyeT B OpraHusMe njaofa
BNAOTb A0 Mepuoja pofLOB M [aXe B TEYEHWEe MHOrMX MecsiLeB nocne
poxpgeHna pebeHka [Alford, Neva, Weller, 1964]. lMospexpgatouiee
LelicTBMe BMpyCa CBS3aHO C HapyLeHWeM MPOLEeCCOB KNETOYHOro je-
NeHNs WA [ecTpyKuMel KNeToK, B pe3ynbTaTe 4ero npoucxogut
BHYTPUYTpPOOHOe oTcTaBaHue B pa3BuTuu [Singer et al., 1967]. B He-
KOTOPbIX MCCef0BaHNAX O6GHapy>XeHbl XPOMOCOMHbIE MONMOMKM KakK B
knetkax nnoga [Nusbacher, Hirschhorn, Cooper, 1967; Heggie, 1977],
Tak U B KynbType TkaHu [Plotkin, Bouné, Boué, 1965].

KnnHunyeckmne nposasneHuns

MaTb. Bupyc KpacHyxu nepefaetcs Mpu KOHTaKTe C 60/bHbIM 4eno-
BEKOM; WHKy6auWOHHbI/i nepuop coctaBnsetr 10—18 AHeil. Ye Ha
4-i peHb nocne nonajgaHus Bupyca B OpraHM3M 4esoBeK BblgenseT
ero 4yepes BO3AYXOHOCHble MYTW W camM CTAHOBUTCA UCTOUYHUKOM WH-
thekumun. 3abonesaHWe MOXET NPOTEKaTb OTHOCWUTE/NIbHO NErko W xa-
pakTepusyeTca HefOMOTraHWeM, HAaCMOPKOM, He6ONbNM MNOBbILLEHNEM
TemnepaTypbl, yBeAMYEHWEM 3aTbINOYHLIX W 3afHELeeyHbIX NuMdpa-
TUYeCKUX Y3/M0B, BOCManeHWeM CAU3UCTOW 060104KM rnas. 3aTeM Ha
nnue, TYNoBUILE M pyKax MOABAAKTCA nanyfe3Hble BbICbiNaHMUA,;
Mo cpokam 3T0 cooTBeTcTBYeT 10—14 [HAM TMOC/e 3apaxeHus w
npogonkaerca 2—3 pgHA. K 6o0nee cepbe3HbIM MNPOSBAEHUAM OTHO-
cATCA TpoMbouMTONEHUs, apTpanrus, apTpuTbl U 3HUEMANUT, MO OHMU
BCTPeYalTCcAa [A0BOMbHO pefko. COOTHOWeHWe 6eCCUMNTOMHBLIX (OpM
KpacHyXuW K KAMHUYECKWU BbIpaXeHHbIM ()opMam y B3POCAbIX XEHLLUH
coctasnsetr 1:1 [Alford, Stagno, Reynolds, 1974].

HoBopoXaeHHbI. B pe3ynbTaTe BUPYCHOroO MopaxeHus nnofa
pa3BMBalOTCA MOPOKU OPraHoB 3peHUs, cnyxa, CepAaua, a TakXe Mo-
ryT pasBuTbCA 3HUedhanuT, MHEBMOHWUA, MWOKapAWT, renatuT, TPOM-
boumTOnNeHNYeckas nypnypa M nopaxeHue KocTeil. [1porHo3 npwu
TpoM6OLNTONEHNN HebNaronpuAaTHbIW, Yy AeTel OTMedvaloTCqd Aeduuunt
Maccbl Tefa M pa3fnyHble OCNOXHEHWSA, KOTOpble B 73 C/ly4vyaeB npwu-
BOAAT K CMepTW B TeyeHue nepBoro roga xusumm [Cooper, Ziring,
Ockerse, 1969].
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Moutn B 50% cnyyaeB npu BHYTPUYTPOOHOM WHGPULUPOBAHUM
BMPYCOM KpacHyxu Habnwpgaetcd Mukpouedanus, LeTu OTCTalOT B
YMCTBEHHOM pa3suTun; 10% p[eTeil HYXAAKTCA B MOMELLEHUM UX B
uHBanugHole poma, a 30% He oceaumBalT nporpammy 1-ro knacca
WKOMbl. DHUeanuTbl NpPU KpacHyxe, KOTOpble MOFyT 6bITb Npexogs-
WMMKN, HEepesKOo COMPOBOXAAKTCSA HEBPONOTMYECKMMU paccTpoiicTBa-
My (Cyfoporun); oTMeyaeTcqd HapylueHue peyvyeBOro H MOTOPHOro pas-
BUTUA, OTCTaBaHWe B POCTe.

Bonee yemM B MONIOBMHE CNy4yaeB BCTpeyaeTcs pa3Hoob6pasHas rnas-
Has naTonorusa: peTMHoOnaTvA, ffepuas KatapakTta, rnaykoma, Muk-
podTanbmus n mMuonus. PeTumHonaTtmsi 06bIYHO [LOOpOKayecTBeHHas,
Hemporpeccupyrowas n xapakTepusyeTcs HapylleHWeM MUTMEHTHOM
roMmoreHHoctTn. KartapakTa pa3BuBaeTcs B 6OMbLUMHCTBE CAy4yaeB Ha
MepBOM FOAY >XU3HMW, XOTA MPU POXAEHWU XPYCTaj MK HOPMasbHBbIN.
B 23 cnyuyaeB nopaxeHue 6biBaeT 4BYCTOPOHHUM.

MoTepsa cnyxa, TPYAHO AuMarHoctupyemas npu pPOXAEHWMU, BCTpe-
yaetca B 30—50% cny4yaeB M cBf3aHa C AereHepaTUBHbIMWU U aTpo-
(DUYHBIMU U3IMEHEHUAMMN BO BHYTpeHHeM yxe. 'nyxoTa 6blBaeT 0fno-
WY ABYCTOPOHHAA, & B HEKOTOPbIX Cly4yadx, KOrga 3apaxeHue 6e-
pemeHHOl npousowno nocne | TpumecTpa, OblBae€T €4UHCTBEHHBIM
BPOXAEHHbIM [edeKTOM Yy pebeHka. VMHOraa BpPOXAEHHOE COCTOsHUE
yCcyrybnsaetrca XpoHUYECKUM OTUTOM.

Mpu BHYTPUYTPOOGHOM 3apaXKeHuUu Mnoja KpaCHyxol uvauie nopa-
XarTcs KpynHble cocyfbl, yem cepaue. W3 nopokos cepaua B 60Mb-
LWUMHCTBE C/yyaeB BCTPeYaldTCA OTKPbITbIA apTepuanbHblil NPOTOK U
CTEHO3 YCTbAl NEroO4YHON apTepun, AeeKT MEeX>KenyaouyKoBoOl nepero-
POAKMW, a TakXe CTeHO3bl aopTasbHOro M NErovyHoro KianaHoB.

Hepeagko BCcTpeyaeTcs HapylleHWe Xpsweobpas3oBaHHA ANUHHbLIX
Tpy6uyaTbiX KOCTe, 0CO6EHHO AUCTaNbHON 4YacTu 6GeApPeHHON KocTu M
NpoKCUManbHOW 4acTu 6onbliebepuoBoin koctu [Cooper, Ziring,
Ockerse, 1969; lleggic, 1977].

OwnarHoctuka

MaTb. B TUAMYHBIX cayyasax AuarHo3 MOXeT O6biTb MOCTaBAeH Ha
OCHOBaHWW KJMHUYECKOW CUMNTOMATUKMK, HO Hepeako 3aboneBaHue
npotekaeT 6eCCMMNTOMHO W OCTaeTcs "~AMarHOCTUpPOBaHHbIM. B co-
MHWUTE/IbHBbIX Clyyaax cnefyer HeMmMeA/leHHO OnNpefennuTb TUTP aHTu-
TeNn, 3afepxuBarwwux remarrniotunayuo (HI1), n NoBTOpUTL aHanus
yepes 2—3 Hep. TwuTp Huxe 1:8 cBupeTenbcTByeT 06 OTCYTCTBUM
KpacHyxu, a 4-kpaTHoe U 60nee yBeNUYeHWe TUTpa aHTUTEN 4Yepes
2—3 Hep nocfie 3apaxXeHWsd ykKasblBaeT na 3apaxeHue et. [na us-
6exaHns OWNBOK M3MEpPeHUs TUTPbl HE0BX0AMMO OMNpeaenaTb B ABYX
npo6ax napannenbHo. YpoBeHb HI-aHTUTen AOCTMraeT MaKCUMaNbHOM
BENMUUHbI Ma 6—12-i geHb. Takum 06pa3om, ecnm GepeMeHHas Bhep-
Bble o6cnefyetcs B NEpPUOA BbICbIMAHWUA, TUTP aHTUTEN Yyxe Mos’er
OblTb MOBbIWEH W €ro NOBbLILEHHO OyAeT He 3aMevyeHo. [Ans AwnarHo-
CTUKW KPacHyXu MOXET MWCNo/ib30BaTbCA W peakuus CBA3bIBAHUA
KOMMJieMeHTa. B cnyvyae nosiBNeHUS COMHEHWI HeO6XOAMMO BbISBAATH
crneyugunyeckne ana KpacHyxum IgM.
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HoBopoXaeHHbIl. TMpu BHYTPUYTPOGHOM 3apaXeHWU KpacHyxoi
y nnoga npogyuumpytTtca lgM-aHTWTena, NO3TOMY BbICOKUI YpPOBEHb
MPOTMBOBUPYCHLIX aHTUTEN B KPOBU HOBOPOXAEHHOTO MMeeT 60/bluoe
3HayeHWe ANA AuArHocTMkm 3aboneBaHusa. B 50% cnyuyaeB Bupyc
KpacHyXu MOXeT O6biTb BblA€NeH U3 njofa WAW MialLeHTbl, a nocne
pOXAeHUs OH O6HapyXMWBaeTcs MNPakKTUYECKU BO BCEX XXMAKOCTHbIX
cpepax opraHusma. Bupyc BbifensieTcsi U3 HOCOM/IOTKU B TeueHue roga
nocne poXfAeHwus, a M3 XpycTanuka rnasa Ao 3 net xusHu. lpeHa-
Tanbno BHYTPUYTPOOHaa MHMeKuMa onpegenserca nyTeMm aMHUOLEH-
Te3a Ha 12-ii Hegene n BbIJeNeHUs BUpYyca M3 KyNbTypbl KneTok [Le-
vin et al.,, 1974], IgM- n HIl-aHTuTena B aMHMOTUYECKON >KNAKOCTK
e BbLIABAAITCA faxe npu uHpekuun y nnoga [Cederqvist et al.,
1977].

NeuyeHne n npogunakTmka

Cneun@uyeckoro nevyeHUs KpacHyXu He CyLLeCTBYeT, XOTS BO3MOSALIO,
4yTo pa3pabaTbiBaemasi B HacTosilee BpeMs BakuuHa OypeT Crnoco6-
CTBOBaTb CHWXXEHUK 4YacTOTbl BPOXAEHHbIX AetheKTOB. TeopeTuyecku
mMaccoBas MMMYHM3aLMA MOLPOCTKOB YMEHbLWMWUT BEPOATHOCTb Nepe-
Jayn Bupyca XeHu,MHaM petopogHoro Bo3spacta. C 1969 r., korga
6blna BBefeHa MporpaMma MaccoBOi BakuuHauuu B CLUA, 6onee
55 MnH. 003 BaKLMHbI BBEAEHO AeTAM B Bo3pacTte oT 1 roga go 12 ner
M YacToTa KpPacHYxu, B TOM 4uc/ie BPOXAEHHOM, 3HAYUTENbHO CHU3U-
nacb [Cooper, 1975; Modlin et al., 1975]. OdaHHaa nporpamma OTBe-
Thna U Ha gpyrue Bonpocbl. Hanpumep, cTano OYEBUAHO, YTO «rpyn-
noBas UMMYHM3aLMA» TOMIbKO 4YacTMYHO 3aliuuiaeT 0OLLECTBO BO Bpe-
ma anugemuin [Hirstmann et al., 1970; Ivlock, Rachelefsky, 1973].
Cnyyan noBTOpHOro 3abofeBaHWA Mocfie BakuMHauuu HabnwgawTcs
HECKO/NIbKO uYalle, YeM MOoCne NepeHeceHHON KpacHyxu. OpfHako npu
pevH(peKLnNn ne oTMe4yaeTca BUPeMUU, 4YTO fenaeT BHYTpUyTpobHOe
3apakeHuMe ManoBepOoATHbIM. [10Ka3aHO, 4YTO ONTMManbHbIA BO3pacT
ANns BakuuHauum coctasnset 12 net [Schoenbaum et al., 1976]. Oc-
HOBHas npobnema 3ak/al4aeTcs B TOM, NpeAynpexjaet M BaKLWHa-
LW BHPEMUIO, ecin peuH(eKLHS NpoM30NAeT 4vepe3 HECKONIbKO feT
nocne BakuuMHaumu.

BaKunHa KpacHyxu — 3TO XXWBOW, aTTeHYWpoOBaHHbIA (ocnabneH-
HbI) BMPYC, KOTOPbIA, KakK YyXe OTMeyanocb, NpOXOAMT uyepe3 nna-
LeHTy. B HekoTOpbIX cny4yasx npu cay4yainHoOM BBEAEHWWM BaKLUWHbI
6epemMeHHbIM BUpYC Obl BblgeneH U3 NnogHbiXx o06onoyek [Bolognese
et al., 1973; Wyll, Hermann, 1973; Ebbin et al., 1973; Fleet et al.,,
1974]. B LleHTpe no KOHTpoAt 3a 60ne3HAMKU 6Gbina cobpaHa MHGOp-
Mauusa o 343 6epeMeHHbIX, MONYYUBLIMX BaKLUHY Cly4YallHO He3afosi-
ro Ao 3ayatus unuM nocne. PUCK WMHOMUMPOBAHUA nNnoja B TakoMm
cnyyae coctaBnfer 5—10% [Modlin et al., 1976]. ¥ >eHLWMWH, pe-
WUBLWKNX COXPaHWUTb 6epeMeHHOCTb, poAMNuChL AeTu 6e3 NOpoKOoB pas-
BUTUA. Bce Xe XeHWMWHaM, NONYYUBLUUM BaKLWHY, pPeKOMeHAyeTcs
BO3fepXaTbCA OT 3a4yaTus MO KpaliHeid Mepe B TeueHue 3 Mec.
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Lintomeranosupyc

Lintomeranosupyc (LLMB) oTHocuTCS K rpynne BUPYCOB reprneca wu
4acTo BbI3bIBAET BHYTPUYTPOO6HOE W nNepuHaTaNbHOe 3apaxeHue.
[0 BbifeneHuns Bupyca BPOXAeHHasa LUTOMeranus guarHoctuposanachb
TOMbKO PEeTPOCMNEKTUBHO, & B OCHOBE /ieXxanu natofioroaHaTOMUYyeckue
faHHble. 13 1956—1957 rr. LUMB 6bin BbigeneH Mo4YTu OAHOBPEMEHHO
B Tpex pasHbiXx nabopatopuax [Smith M. G., 1956; Weller et al.,
1957]. Ycnexu, AOCTUTHYTble B 061acTy UMTONOTMKW, BUPYCONOTUK W
WMMYHO/IOTUW, Aann BO3MOXXHOCTb MPOBECTU MPOCMEKTUBHbIE WCCe-
[LOBaHWA, MNO03BONAKOWME TOYHEE OLEenUTb 4acToTy BHYTPUYTPOGHOrO
MHUUMpoBaHusa LLMB.

LinTomeranHa — o4yenb pacnpocTpaHeHHas wWH@ekyuns. LIMB-aH-
TnTena obHapyxwusaT y 20—30% pgeteit B Bo3pacTte Ao 10 net my
50—80% B3pocnbix B Bo3pacTe cTapwe 25 net [Leinikki, Heinonen,
Pettay, 1972]. bonbwunHCTBO Auy 3apaxatrTcs LUMB B nocTHaTanb-
HOM nepuoge. Mpn Takoil BbLICOKOW 4YacToTe BCTpe4aemMoCTu BUpyca
HeYAUBUTENbHO, YTO MHOrMe 6epeMeHHble SABAAKTCA HOCUTENAMMW ero
elle A0 HacTynfieHWs 6epeMeHHOCTU WUAW WHPULUPYIOTCA BO BpeEMS
6epemeHHOCTU. B rpynne, cocTtosiuieid n3 198 xeHuwwuH [Sever, Hueb-
ner, Castellana, 1963], y 6% 13 HUX BO BpemMs 6epeMeHHOCTW pe3yib-
TaTbl CepoO/IOrMYecKOro WUCCMefoBaHUA WU3MEHWUIUCb C OTPUUATeNbHbIX
Ha NonoXutenbHble. Mo pasHbIM AaHHbIM, LIMB Bbigensetcs u3 mouu
y 2—6% 6epemeHHbiXx [Alexander, 1967; Hildebrandt et al., 1967;
Shmefield, Eichenwald, 1968; Montgomery, Youngblood, Medearis,
1972; Reynolds et al., 1973; Stern, Tucker, 1973], a y 2—18%
XeHwuH LUMB BbigeneH u3 cekpeta Bnaranuwa [Alexander, 1967,
Foy et al., 1970; Montgomery, Youngblood, Medearis, 1972: Rey-
nolds et al., 1973]. Lwutomeranosupyc 6bin BbifeneH TakXe U3 ce-
MEHHOIW XMWAKOCTU MOMOALIX 340POBbLIX MYXUYUH; BblfeNeHUe Bupyca
M3 CrMepMbl MOJIOAOTO MY>XUWUHBLI W W3 BRaranuuia ero napTHepWwwu
CBUETeNbCTBYET O BO3MOXHOCTWM MNepejaym Bupyca MOJMOBbIM MyTeM
[Lang, Dummer, Hartley, 1974]. BpoxaeHHaa LMB wuHpekuns
BCTpeyvaeTcd y 1% HoBOpoXfAeHHbIX [Hanshaw, 1971] u npumepHo
y 10% M3 HUX NPOABAAETCA 3HAUYMTENbHLIMU HEWPOCEHCOPHLIMKU pac-
cTpoiictBaMmu. OTMeuveH 6onee BbICOKUIA ypoBeHb LIMB y nuy Herpo-
WOHOW pacbl M UL C HU3KMM COLMANbHO-3KOHOMUYECKUM YPOBHEM
[Li, Hanshaw, 1967].

MaTtonornyeckasa CbVI3I/IOl'IOFVIﬂ

Ons uHTOMeranoBupyca XapakTepHbl BWAOBas CrneyupUUHOCTb, fa-
TEHTHOE TeuyeHWe BbI3bIBAEMOro UM 3ab60/ieBaHWs M CBOeo6pasHas Lu-
Tonatonorus. laTtonormyeckme W3MeHeHUs BKKOYAKOT N0KaNM30BaH-
Hble MHTePCTULMANbHbIE BOCNAnUTeNbHbIE MPOLECCHl C TeHAeHLUMel K
HeKpo3y, (Gu6posy M Kanbuudukauuu. MopakKeHHble KNETKU YBEeIu-
yeHbl B 06beMe W COAepXaT BHYTpUsAepHble M BNYTPHUMTOMNa3ma-
TUUYeCKMe BKOUYEHUS. BnyTpHagepublie Tefnblia NAOTHblE, OKpalluBa-
lOTCS B NypPNypHbI/A UBET reMaTOKCUIMHOM W 303MHOM U OKPY>XXEHbI
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CBET/MbIM OpPeosoM. BHyTpuumTOnnasMaTuyecKue BKAKOYEHUS rpaHy-
NApHble M OKpaWMBarTCA OCHOBHbIMW KpacuTenamu. WHhuumuposaH-
Hble KMIeTKW HaxoAAaT BO Bcex opraHax. WHduuuposaHue nnoga Mo-
XeT Mpon3oiTn B Nob6oe BPeMs M MepeiTu B XPOHMYECKYK Qopmy.
Mpn UMB uHGpekunn B | TpumecTpe 6GepeMeHHOCTM MOXET NPOU30ii-
TW NpepbliBaHue ee.

PaHee yTBepxjanocb, YTO ANA MOpPaXeHua nnoga nepBuyHoe 3a-
paXeHnWe maTepu AO/HKHO MPOU30KTW B Mepuoj GepeMeHHOCTM, no no-
cnefjHve uccnefoBaHWMA nokasanu, 4To 3TO Me Bcerga Tak. Hecmotps
na 3Ha4YUTeNbHbIA YPOBEHb aHTUTEN Y XEHWMWH [0 HacTynneHus 6e-
pPEMEHHOCTU, BHYTPUYTpoOHas WHMeKuMa y Ma040B BCTpedvaeTcsa B
3,1% cnyyaeB (y 7 u3 208) [Stagno et al., 1977], a ypoBeHb BPOX-
geHHoN LUMB uHdeKuMn y HOBOPOXAEHHbLIX B 3TOW rpynne cOCTaBui
2,4%. Bce geTu poaunucb ¢ cybknunumyecknmu npossaeHuamu LIMB
MH(pekumMn. Y 7 peTeil, pOAMBLUMXCA TMOCAE MOBTOPHOr0 WHMULMPO-
BaHUs MmaTepeir LUMB, He BbISIBIEHO OTK/IOHEHWI/ B PasBUTUU MpK
HabnwogeHun 3a HUMM B Bo3pacTe oT 12 pgo 51 mec (B cpefHem
26 Mmec). To Xe camoe OTMeyaeTCcd U B OTHOLIEHWW [eTeil, poawB-
Wmnxcs nocne MNepBMYHON MHGpeKunn y matepu (HabnwogeHue nposo-
aunocb Yepes 6, 12 mu 15 mec nocne poxpgeHus). Ha OCHOBaHuMM
aToro n Apyrux uccnegosaHuii [Monif, Souards, Eitzman, 1972; Stern,
Tucker, 1973] Henb3a yTBepXfjaTb, 4YTO MEpPBMYHAA UHPeKLMA MmaTe-
py 4acto MNpUBOAUT K 3MOBPMO- M (heTOHATUAM, a TakKXe, YTO MarTe-
PUHCKWIA TyMoOpanbHbii WMMYHUTET SBAAETCA HAaLeXHOW 3awuToi
nnoga oT MHGeKLnn.

Y XKeHLWMWH, Y KOTOPbIX POAWUAUCH AEeTU C BPOXAEHHOW UuTOMera-
nnen, 6biNM 06HapPYXeHbl crneyudpuueckme HapyLeHUs KIeTOYHOro
UMMYHUTETA MO CPABHEHUID C XEHLWMWHAMWU KOHTPONAbHOW rpynnbl [Ru-
la-Plesczynski, 1975]. Mogo6HOro poga MMMYMNHbIM AeheKTOM MOXHO
06BACNHTD M XPOHUYECKYHD MWH(EKUUI Yy HOBOPOXAEHHbIX. Gehrz
n coaBT. (1977), mcnonb3ys MeToh nponudepayum AUMEOLUTOB in
vitro, yganocb nokasatb LLMB-cneyH(pununbliii geekT KNeTOYHOro UM-
MyHuUTeTa y 4 peTeil ¢ ynTomeranneil. HecMoTps Ha NpuUcyTCTBUE
aHTuTen Kk LUMB, y aTux peTeii TeM He MeHee BUPYC Bbifensncs c
MOYoli. AHanorn4yHoe coobuieHne 6bI10 cgenaHo B 1977 r. Starr
M coaBT. TakuM 06pa3oM, UMMYHHbIA fedeKT B OpraHuM3Me maTepu
obneryaet nepefgavy Bupyca naofy, a UMMYHHbIA AedekT y nnoja B
CBOK Ouepefb BeAeT K mepcncTenyuum Bupyca B OpraHusme, MocTo-
AHHOW BHYTPUKNETOYHON penankauum ero MU B KOHEYHOM CBETe no-
BpeXAeHW0 opraHoB. N8 BbIACHEHWS POAM KAETOYHOrO0 MMMYHHOTO
oTBeTa na LIMB u ero cBA3u ¢ natoreHeTU4eCKMM MeXaHU3MOM WH-
thekunm TpebytoTca panbHelllne nccnesoBaHus.

KnuHuyeckne npossneHus

MaTtb. Y MaTepeil WH(eKUuus B GOMbLIMHCTBE CAy4yaeB npoTeKaeT
6eCCUMNTOMHO, XOTSl MEepBUYHOE 3apaXKeHWe WHOrJa MOXEeT COMpo-
BOXJaTbCA reTepodnaneraTnBHbIM CUHAPOMOM WH(EKLUOHHOTO MO-
HOHyKneo3a. TakuM o06pa3oM, HET BO3MOXHOCTU ONpeAenuTb Bpems
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3apaxeHua nnoga. Tem ne MeHee, KakK W3BeCTHO, BUMPYC BblAensercs
C MO4Yoll y 2—6% >KeHWWUH M ewe B 6ONbLIEM MPOLEHTE CAy4vaes
BMPYC HaxOoAAT B OTAENAEMOM U3 LWEWKM MaTKW, a TakXe B MOJOKE.
Y aWBUTENbHO MO3TOMY, 4YTO TOMbLKO Y 1% HOBOPOXAEHHbLIX OTMeva-
eTcs BHYTPMYTpo6HOe 3apaxeHue LIMB.

HoBOpPOXAeHHbIA. B MNpOTMBOMONOXHOCTb paHee pacnpoCcTPaHeH-
HOMY MHEHWIO O ry6uTenbHOM BAUSHUM LUMB uHMekuun Ha nnog mnm
HOBOPOXEHHOr0 B HacTosillee BPeMs MOMYyYeHbl fOKa3aTeNbCTBa TOrO,
yto y feTell C BHYTpUYTPOOGHOW WHGEKLMed MOXeT OTCYTCTBOBaTb
Kakas-nu6o cumntomatuka. Mpu 3Ttom cnabas (opma 3abonesaHus
BCTpeYaeTCca ropasfo valie U MPOSBAAETCA CHMXKEHWEM cnyxa u 3a-
TPYAHEHUSIMW, CBA3aHHbIMW C o06yuyeHuem pgeteii [Reynolds et al.,
1974; Hanshaw ot al.,, 1976]. Y pgeTeli ¢ Tsbkenoin copmoin 3abone-
BaHWA OTMe4yalTCsa BHYTpUYyTpoOHas 3ajepXxka passutus (Macca Tena
npyu poxaeHun meHee 2500 r), renaTut, NHEBMOHMUSA, HEKPOTU3UPYIO-
WNUA MEHWHTroaHuedannuT, NPUBOAAWNIA K AereHepaumm TKaHW Mo3ra
n Mukpoueganun. OnucaHbl cayvyam O6GCTPYKTUBHONW rugpouedannn,
M NOYTW BCerga npu PeHTreHoNornyeckom o6cnefoBaHUM BbISBAAKOTCS
oyarn nNepHBEHTPUKYNAPHOro o6bI3BecTBAeHUA. [lpexogauime wusme-
HEHUSA BKAKOYAKT TPOMOOLMTOMEHUYECKYID Nypnypy, aHemuw, rena-
TOCNAEHOMErann u XenTtyxy. B pe3synbTaTe ONUCaHHbIX U3MEHEHW
y [feTeli pa3BMBAlOTCA YMCTBEHHas OTCTanoCTb, CYLOPOru, FayxoTa,
MbILIEYHbIA TUMEePTOHYC, aTpodusa 3pUTENbHOr0 HepBa U XOPUOPEeTH-
HUT. AHaTOMWYeCKMe aHOManuu BCTPeYatTCs HeyacTo, 3a MCKIYe-
HUEM KOCbIX MaxO0BbIX FPbIX Y Manb4yuMkoB. Mo gaHHbIM Lang (1966),
y 11 n3 14 manbuukoB (79%) o6HapyXeHa naxoBas rpbiXa, B TO
BPEMA KaK Yy [eBOYEK rpbXU He BCTpeYanucs.

[AvarHoctuka

[vnarHos uuTtomMeranum MOXHO npegnofiaratb Ha OCHOBaHWW MOBbI-
WeHHOro ypoBHs IgM, a uHorga un IgA y HoBopoXAeHHbIX [Mc Cra-
ken, Shinefield, :1965]. OCHOBHbIM CepoO/OrMYECKMM METOAOM ANS
BbISAB/IENHA CNeUuMOUUYECKNX aHTUTeN SABNAETCA peakuus CBA3bIBAHUA
KOMMfeMeHTa. [lMarHo3 cTaBuUTCA TakXe MNpuU BblgeneHUN BO3OyauTe-
N8 WAW NpU ONpejeneHUun XapakTepHbIX LUTOMOPKHONOrMYECKUX W3-
MEHEHWUI (XapaKTepHble BKAKOYeLW LW ).

NeyeHne N npogunakTuka

NleyeHne cumnTomMaTmyeckoe, 3GPeKTUBHOCTb MPUMEHEHUS >KUBOMN
BaKLuMHbI ewe ne wu3BecTHa [Elek, Stern, 1974]. OnucaHbl cnyvau
NMOBTOPHOrO MNMULMPOBaHMA Naoja MNpu nocnefyrwmnx 6GepemMeHHo-
CTAX; MO3TOMY, €CAM XEeHUMHA MMeeT Mopaxemnnoro pebeHKa, He uc-
KMl0YeHa BO3MOXHOCTb 3apaxeHus wu cnegywouiero cubeca [Embil,
Ozere, Haldane, 1970; Stagno ot al., 1973].
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BeTpaHaa ocna

Bupyc BeTpsAHOW oOcCMbl MPUHAANEXWT K rFpymnne BUPYCOB repneca.
[na BeTpsAHON ocnbl XapakTepHa Bupemusi, Habnwpaemas B TeyeHue
BCEro nepuoja 6epeMeHHOCTU, HO OCOGEHHO omacHa B nepBble 16 Hepn
M nocnegHve 4 aoHA 6epeMEHHOCTM.

BpoxpaeHHble fethekTobl y nnoga npu 3abonesaHnn 6GepemMeHHbIX
BETPAHOM OCMOW OnucaHbl, HO BCTPeYyarTCA OHM peako. B o063ope nu-
TepaTypsbl, npeagctasneHHom Williamson (1975), coobuwaetcs o 9 cny-
yasix BPOXAEHHbIX AeeKTOB pa3BUTWUS y feTeil. [lokasaTenbcTBa BU-
PyCHOI 3TMONMOrMU MOPOKOB y BCeX 9 pAeTeil OCHOBLIBAOTCH Ma CXOf-
HO KNWHWYECKOl KapTWHe Yy npobaHAoB M Ha (akTe 3aboneBaHuUs
MaTepoil BeTPSHON ocnoi B | TpumecTpe 6GepeMeHHOCTW. AHOManuu
BK/MKOYANM MOPOKM pa3BMTUSA rna3 (kKaTapakTa, MHKpoTanbMmus U
aTpous 3pUTENbHOrO HepBa), MO3ra, FMNOMNMas3nuit0 KOHEUYHOCTEW u
py6LOoBble M3MeHeHUS KOXMW. K coxaneHuWt, M3-3a HefocTaTka AaH-
HbIX OTCYTCTBYIOT TOYHble OLEHKU pucKa pa3BUTMA aHOManuWii y nno-
fa npu BeTpAHOW ocne y Mmatepu. He 06HapyXeHO CBfi3U MexXAy
MHeKLMen n cnoHTaHHbIMKW abopTamu, MpexAeBpeMeHHbIMU poAamu
n rnbenbio nnoga.

MHpurumpoBaHne nnoja B NO3LHUE CPOKM 6GepemMeHHOCTW MpuUBO-
OUT K XapakTepHbIM KOXHbIM WU3MEHEHUAM W TAXeAbiM MHEBMOHUSM.
MHpeKyns HeonacHa, ecnn 3apaxeHue npoumcxoant 3a 5—15 gHeld go
pogoB. OpHako npu 3ab6oneBanuu >XEHWMWH 3a 4 [HA U MeHblWe A0
pogoB B 20% cny4yaeB OTMeuyaeTcda BHYTpuyTpobHasa rubenb nnoga.
N3 umeowmxca HabnwgeHUin cAenaHo 3aklu4eHWe, 4YTO ecln ChbiMb
y pebeHKa NoABNAeTCA B NepBble 4 AMSA XU3HU, 3apaXeHUE XEHLMHBI
npou3oLWNO 3a TakoW CPOK [0 POAOB, KOTOPbIA NO3BONAET MaTepuH-
CKUM aHTWTenam MNPOHWKHYTb B OpraHusm nnoga. B atoil rpynne
feTeil He ObINO NeTanbHbIX UCX04oB. C APYroil CTOPOHbI, NpU NOAB-
NneHuUn cbinn Ha 5—10- genb XW3HuM 4 3 19 (21%) HOBOPOXAEH-
HbiX mornénu [Meyers, 1974].

O6bIYHO MOCTaHOBKA fAMarHo3a Ha OCHOBAHUM KAUHWYECKUX Mpo-
ABNEeHUI He npeAcTaBnseT 3aTpyAHeHWin. B nabopaTopHOl AuarHo-
CTMKE WCMONMb3YKT METOAbl BbISIBAEHUS CNeunpruyeckux aHTuTen u
onpejeneHne ypoBHA cbiBopoToynoro IgM, a Takxe BbljefieHUe BO3-
oyautens. OM(PeKTUBHOro nevyeHWs He cylecTByeT. EcTb fgaHnblie 06
ycrnewHoM npumeHeHun IgM ana npegynpesefeHns 3abonesaHus npu
BBEAEHUN [eTAM B Teyenue 72 4 nocne 3apaxeHus [Brunell et al.
1969]. K coxaneHunto, HUYEro HEeW3BeCTHO O BO3MOXHOCTU MpPUMeHe-
HUS MX B LENAX NpodunakTUKU BETPSHOW OCMbl HOBOPOXAEHHbLIX NpU
3apaXKeHuMn matepu 3a 4 Ans 40 POLOB.

OnucaHbl fBa C/ayvas OMNOSCbIBAKOLWEr0 nulas, BbI3BAHHOIO fa-
TEHTHOW WA BTOPUYHON UHPeKLMel BMPYCOM BeTPSAHON OcCnbl, B CO-
yeTaHUM C KaTapakToil HOBOpPOXAeHHbIXx [Duebr, 1955]. OpHako B
6onee No3gHUX COOOLEHMAX €CTb YKa3aHMA Ha OTCYTCTBME pUCKA WH-
tuympoBaHnMa nnoga npu 3aboneBaHWM MaTepu OMOACHIBAIOLLUM NN-
lwaem.
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lepnec npocToii

BrepBble reprnetnyeckas UHPEKLWA Y HOBOPOXAEHHbIX onucaHa 6o-
nee 40 net Haszag [Batignani, 1934]. B CLLUA exerogHo perucrpupy-
eTcs Kak MUHUMYM 120 nofgo6Hbix cnydaeB [Nahmias et al., 1971];
yacToTa FeHUTanbHOro reprneca y 6epeMeHHbIX cocTaBnser 2% y nuy
C HW3KMM COLManbHO-3KOHOMWYECKMM YpOBHeM, u4To B 10—50 pas3
Bblle YacTOTbl repneca y nuy c 60fee BbICOKUM COLMANbHO-3KOHO-
Muyeckum yposHeMm [Hanshaw, 1973]. Bonee nonoBWHbLI cly4vaeB re-
HUTaNbHOro reprneca npoTtekaeT 6eCCUMMNTOMHO.

MaTtonornyeckas (bI/I3I/IOI'IOI'I/I$’|

Bupyc npocToro repneca nogpasgensierca Ha ABa tuna. Bupyc | Tuna
Bbi3blBAaeT MOpaXKeHWs nonoctu prta, rnas, LUIHC, koxu B o6nactu
NMosiCHULbI, BUPYC |l TuWna Bbi3biBaeT MopaxeHWs U 3ab60/seBaHWs Mo-
NOBbIX OPraHoB Yy HOBOPOXAEHHbIX. C MOMOLLbIO CEPONOrUUYECKUX Me-
TO/I0B BbIAENSAOT 06a TWMNa BMPYCOB M COOTBETCTBYHOLME cneunduye-
ckue aHTUTena. CnegyeT MoOA4YepKHYTb, YTO BUPYC MPOCTOro repneca
He 3/IMMWHUPYETCH, a COXPaHsAeTcs B OpPraHM3Me B CKPbITO dopme,
HECMOTPS Ha MPUCYTCTBME CNeundpUYecKUX aHTUTeN.

MaTtoreHe3 MOBTOPHOrO repneca HeAoCTaTOYHO M3yyeH. Mpu nep-
BMYHOM MOPaXeHUM BUPYC MPOHMKAeT MO XOAY YYBCTBUTENbHbIX Hep-
BOB B UYBCTBUTE/IbHbIE FAHIIMW W MePCUCTUPYeT B CKPbITOM BuUie B
TEUYEHNE HEKOTOPOro BpeMeHW. B 3ToM cfiyyae KAWHMYEcKuWe MposiB-
NneHusa 3aboneBaHMs NPOBOLMPYHTCA (hakTOopamu, 3amnyckalwWwumu pe-
nnvkaynto smpycos [Kibrick, Gooding, 1965; Roizman, 1965]. OcHoB-
Hble NaTofiorMyeckne WM3MEHeHWs NpU reprnece — 3TO HEKPO3 TKaHeil.
B nopaXeHHbIX TKaHAX BbISBMASKTCS XapaKTePHbIE TMFAHTCKWE MHO-
rosfepHble KNeTKW C BHYTPUAAEPHbIMW BKIOUYEHUSMU — NAaTOrHOMO-
HUYHBI/ MPU3HaK 3a60/ieBaHNS.

KnnHuyeckue nposBrieHuUsA

MHKY6GaLMOHHbIA nepnog npu NepBUYHOM MHGPULMPOBaAHMU KonebneT-
cd oT 2 po 10 pgHeil. bone3Hb xapakTepu3yeTcs MNOABAEHUAMMW Ha
KOXEe 3puTeMbl, 3aTeM Ny3blpbKOB, MYCTY/, 3aXxuBawlwumx c obpaso-
BaHWEM KOpoYeK. Yepe3 HECKONMbKO AHe KOpOYKWM OTnajakwT, He oc-
TaBnasa cnefos. KoXHble MPOSAB/IEHUS COMPOBOXAAlOTCA NMXOPafKoil,
rof0BHO 60NblO, HefoOMOraHuem, o3Ho60M M NUMGpageHUTomM. HecmoT-
ps Ha NPUCYTCTBME HEWTPanu3ylLlWmnx aHTUTen, Nog BAMAHUEM MPOBO-
uMpyowmx ¢aktopoB (nmMxopagka, conHe4yHoe ob6ay4veHue, MHGpekyus,
3MOLMOHaNbLHbIA cTpecc, 06/yyeHne) BO3HUKAKT pPeLunBbl B TeYeHUe
1—2 pHeii. PeuHekynsa xapakTepn3yeTcs aHaNolrM4YHbIMKU NposB/e-
HUAMMW, HO BUpPEMMUA OTMedyaeTcAa He Bcerfja. B Taxenbix caydasx
MOXeT OblTb TpaH3UTOpHas BMPeEMUS C pacrnpocTpaHeHWeM Bupyca B
4pyrve opraHbl. HefaBHO 6b110 MOKa3aHO, YTO pas3MyHble BUAbl MPO-
CTOro repneca MOTYT BbI3blBaTb HOBble 3MWU30A4bl «MEPBUYHON» WH-
hekumnu.
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Bupyc repneca Il Tunma nokanusyeTcd B LIeiike MaTKU N Bfara-
nuvwe. TMopaxeHWe Bfaranuuia MOXET COMPOBOXAATbCA THOWHbIMU
BblAENEHUAMMN W GOME3HEHHbIMU OWLYLUEHWAMU, a MHPEeKLNs LWehkn
MaTKU uJalle NposABAAeTCA Hecrneuumpu4eckum BOCMaNEHWEM, YeM Xa-
pakTepHbIMWU [ANA repneca BbliCbiNaHUAMMU. XapakTepHbIM LUTONOrU-
YeCKUM NPU3HAKOM ABASAIOTCA MMNOrOSifepHble TUraHTCKuUe KAeTKU uau
BHYTpuaaepHble BKAO4YeHUs. bonee 90% Bupyca repneca, BblAeNeH-
HOro M3 MOMIOBbLIX OpPraHoB, OTHOcUTCA Ko Il Tuny, M ceponoruyeckue
nccnefoBaHMs HOBOPOXAEHHbIX MOKa3blBaOT, YTO OCHOBHbIM MCTOY-
HUKOM TeprneTUYecKoh WHPEKUUN Yy HOBOPOXKAEHHbIX SABAAKTCA WH-
(hMLMPOBAHHbIE XXEHCKWE TMO0M0Bble OpraHbl. B 60nblUMHCTBE Chny4vaes
3apaxeHune MNPOUCXOAUT NyTeM MPAMOro KOHTakTa C BUPYCOM BO
Bpems pofoB. MNpu 3apaxeHuu 6GepeMeHHON nocne 32-ii Hegenu Ge-
peMEHHOCTU PUCK MH(pULMPOBaHWS nNnoda cocTaBnseT NPUBAU3UTENb-
HO 10% [Nahmias et al., 1971] u B 2 pasa MNOBbIWAETCA PUCK
npexAeBpeMeHHbIX poaoB. Ecnu 3apaxeHue MaTepy MNPOUCXOAUT K
Havany nepuoja pPoOAOB, BEPOATHOCTb (heTasbHOW WHMEKLUU paBHa
40%. EcTb [faHHble O TOM, 4YTO WHGUUMpoBaHWe B nepBble 20 Hep
6epemMeHHOCTU CBA3aHO CO 3HAYUTE/bHbIM YBE/IMYEHUEM YaCTOTbl CMOH-
TaHHbIX abopToB [Nahmias et al., 1971].

KnnHnyeckne nposiBAeHWUS repneTuyecKoin MHMEKLUU Yy HOBOPOX-
LEHHbIX 04YeHb BapbUpylT. KOXHble BbICbIMAaHUA MOrYT NPUCYTCTBO-
BaTb Y)XXe MPU POXAEHUW WUAU MOABAAKTCA B MEPBble 2 HeA XU3HWU.
OTmevaeTcqd TemnepaTypHas HecTabUNbHOCTb, MJIOXOW anmeTuT, Xen-
Tyxa, a MHOTAa Pa3BMBAKTCA TSHKENble reMopparmyeckue MnposBAeHUS
BCNeACTBME TPOMOOUUTOMEHHU. Y MONOBUHbI AeTeil, poAMBLUMXCH
TONbKO C KOXHbIMW MPOSIBAEHWSMMW, pa3BMBaeTCca CuUcTeMHoe 3abone-
BaHue. MpumepHo B 50% cnyvyaeB BO3MOXEH JeTaNibHbli MCX04 OT
cuctemHoro 3aboneeanus uau nopaxeHus LINC. CwmepTb HacTynaet
Ha 2—4-ii Hepene B cnyyvyae pa3BUTWA remopparwid, COCYAncToro Kos-
nanca v NHeBMOHUU. MpK NaTonoroamaTtoMM4yeckKoOM MCCNefOBaHWUU Bbl-
ABNAETCA OOWMUPHBLIA HEKPO3 MeYeHW M HaAMOYEYHUKOB. Y BbDKUBLUUX
feTeli 6onee yeM B MOMOBMHE CAy4vyaeB HabnwAalTCAa HeBponoruye-
CKUEe W rna3Hble HapyleHWs, HO MOPOKU pa3BUTUA HexapaKTepHbl.

AvarHoctuka
[JnarHoctuka npocToro repneca y HOBOPOXAEHHbIX He MNpeacTasfiseT
TpyAHocTel. Bupyc reprneca MOXeT OblTb BbifesieH U3 KYyNbTypbl TKa-
Heli B npegenax 24—48 uy. B KneTKax, BblAeNeHHbIX W3 MY3bipPbKOB,
06Hapy>XMBaT XapakTepHble 303UMHOGUNbHbIE BHYTPUALEPHbIE BK/HO-
YyeHus. BHyTpuyTpobHOe MH(pULMPOBAHWE, €CAN OHO fpou3owno 6onee
yem 3a 2 Hed A0 POAOB, CONPOBOXAAETCH MPUCYTCTBMEM cheuuduye-
ckux aHTuTen [Nahmias et al., 1969].

NleyeHve n npodunakTnka

MpuUHUMas BO BHUMaHWe GOMblUYI0 BEPOSTHOCTb 3apaXXeHWs BUPYCOM
reprneca nnoja, NPoxXoAsulero uyepes pofAoBble NyTW MaTepu, cTpafa-
toweil aTum 3abonesaHMeM, pPeKOMeHAyeTcs npuberatb K onepayuu

272



KecapeBa ceuyeHMs. B 3Tux cnyuvasix ucxof poAoOB 3aBUCUT OT Mpo-
LOMKNTENbHOCTM Mepuoja, MpoLeAlwero ¢ MOMeHTa pa3pbiBa 0KOMO-
nnofgHbIX 060n04eKk Ao pogoB. Hanpumep, u3 16 peTeil, pogmelunxcs
C NOMOLLLIDO onepauuy KecapeBa CevyeHUs B npegenax 4 4 nocne us-
NnTas BOA, HW Yy OLHOrO He OblNO MPU3HAKOB WMHMEKLWUKU, XOTA 3aTeM
1 pebeHOK yMep OT nO34HO nposBuBWeica uHpekuunm [Nahmias
et al.,, 1975]. N3 10 HOBOPOX[AEHHbIX, POAMBLUUXCA Yepe3 4 4 nocne
paspbiBa NNOAHbIX 000/104eK, 5 MOrM6GAN OT TSHKENoh MHGpekuumn, y 3
OTMEYEHbl Cepbe3Hble O0OCTaTOYHble SBAEHUSA, Yy OLHOr0 ObIMM NUWB
KOXHble NpOABNEHUS W OfAMH pebeHOK 6bin 340poB. B 3Toli cBAA3M
onepauus KecapeBa Ce4yeHUs MoKasaHa TOMbKO B TOM c/yyae, eciu
nocne paspbiBa MJIOAHOTO MNy3bipsi He npowno 4 4. Ecnm repnetuye-
ckas WHMeKuusa y matepu Oblifa BbisiBleHa 6o0nee yYem 3a Mecsl Ao
pofoB, TO POAbl cneflyeT NPOBOAUTbL €CTECTBEHHbLIM MYTEM.

Cneynguyeckas Tepanns 3aknwyaetcs B NPUMeHeHWU 1HOALEOK-
cuypmamnHa, umtosnHapabuHosmpga M agenunageHosHaa, Ho 06 addek-
TUBHOCTU €e ele TPYAHO CYAWUTb, MOCKONbKY YKa3aHHble CpeAcTBa
npumeHsnuce pegko [Nalimias et al., 1975].

Mpunn

[aHHble 0 CBA3W rPUNMNO3HON WMHMEKLMM BO BpemMs OepeMeHHOCTU C
BPOXAEHHbIMW NOPOKaMM KpaiHe npoTMBOpPeuMBbl. Tak, BO Bpems
camoi TaXenoi naHgemum rpunna B 1918 r. oTMeyeHa BbICOKas
yacToTa CMOHTaHHbIX abopTOB M MpeXAeBPeMeHHbIX POAOB, B TO XXe
BpeMs COO6LeHN A O 4acTOTe BPOXAEHHbIX aHOManuii nocne anupe-
MUK asmaTtckoro rpunna B 1957 r. He BcTpeyaetcda. Umcno npocnek-
TUBHbIX MWCCNeA0BaHUN O4YeHb OrpaHnyeHo, 4To6bl fAOKaszaTb CBA3b
rpUNMNO3HOA MHMEKUMM U BPOXAEHHbIX MOPOKOB pa3BuTMA. Ha pan-
Hble PeTPOCMEKTUBHbIX UCCNEA0BaHWIA Henb3a MOMHOCTbIO MofaratbCes,
TakK KakK MHGpopmauus 0 AuarHose nonyyeHa M3 pasHbiX UCTOYHWKOB
(ncTtopun 60ne3nH, BpayebHbIe 3anUCU M OMPOC MaLUEHTOB).

KnnHunueckue nposBneHus

Matb. Bcnefcteue 3anMAemMMUYecKoro xapakTepa rpUNMNO3HOW MWHGeK-
UMM BO BpeMS KaxAon anuagemMuy 60MbLIOE YUCNO OGEpeMeHHbIX 3a-
6oneBaloT rpunnom. Ha OCHOBaHWWM KAMHUYECKUX AMarHO30B 3TO 4YuUC-
no cocrtaenser 25—50%. B 1957 r. BO Bpemsa 3NWAEMUN a3nMaTCKOro
rpunna B Hulo-Viopke norn6am 216 uenosek, U3 HUX 22 6epeMmenHble.
Bcero npu6nu3nTenbHO MNOMOBUHA BCEX >XEHWMWH [AeTOPOAHOro BO3-
pacta, norumbwmue oT rpunna, 6binn 6epeMeHHbIMUN.

HoBopoxaeHHbIA. [epBoe yKaszaHWe Na BO3MOXHYH CBA3b rpun-
na ¢ BpPOXAeHHbIMU nopokamu LIHC BcTpeyaeTcs B peTPOCNEKTUBHOM
nccnegosaHun Coffey n Jessop (1955), nposefgeHHom B [Ay6nuHe B
1953 r. B npocneKTMBHOM WCCNefOBaHWW BO BPeMs 3nuiemuun asmart-
ckoro rpunna B 1957 r. nokasaHO 3Ha4YMUTeNbHOE YBE/NIMYEHME YacTOoThl
nopokoB LUHC y peteid, ecnu maTb nepeHecna rpunn B | TpumecTpe
6epemeHHocTU. K coxaneHuto, rpynna o6cneayembix 6blna HeBenu-
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Ka, a yacToTa nopokoB LIHC B KOHTpONbHOW Trpynne mMpeBbillana
0XMWAaeMyl, YTO OC/IOXKHSAET WHTepnpeTauuio AaHHbIX. B Apyrom Hc-
sCflefoBaHuK, nposefeHHOM B HO>XXHOM Yanbce Laurence. Carter n Da-
vid (1968), He BbISIBNEHO YBE/MYEHMA YacTOTbl MOPOKOB Pa3BUTUSA
LLHC nocne anugemuii rpunna B 1956—1962 rr. o Bceil BUAMMOCTH,
HeT NpAMON CBA3W MeXAy MepeHeceHHbIM 6GepemMeHHOW rpunnom u
BPOXAEHHbIMU MopokaMmu y nnofa. OTpuuaTenbHoe BAMAHWE FTPUNMO3-
HOM WH(eKuUn Ha nnod, BO3MOXHO, 06YCNOBNEHO YynoTpebieHuem
JIeKapCTBEHHbIX CPEACTB XKeHUWWHON B nepuos 6onesHn [Karkinen-
Jadskeldinen, Saxen, 1974]. Ana OKOHYaTeNnbLHOro pelleHWs Bonpoca
B 6yaywem Heo6XogMMO MPOBECTM WCCNEL0BAHUA C MPUMEHEHUEM
EMCEpPO/NOrNYecKUX  MeTOAO0B AN OOHapy>XeHus  MHMEeKUUOHHOro
.Hclyona.

NeueHne n npopunakTnka

MoCKONMbKY FPUMN MOXET Bbi3blBaTb Y OGEPEMEHHbIX OYeHb TSKeNble
nocneacTBMA, HEKOTOPbIE UCCNEfOBATENN CYUTAKOT HEOO6XOAMMbIM Bak-
UMHUpoBaTb BCeX 6epeMeHHbIXx. OAMNAKo 3TO CMOPHbIA BOMPOC, Tak
KakK 3((eKT 3aBUCUT OT BuAa BUpyca, BbI3BaBLUErO 3NUAEMMUIO, U OT
KayecTBa BakuuHbl. B CLUA, Kak npasBuno, LLeHTp MO KOHTPOIO
6one3Hel nepes OXWAAEMON anuaemuein paeT HeOOGXOAMMble PEKOMEH-

aauuu.

MapoTtut

WccnepoBaHuii, NOCBALLEHHbIX BOMpPOCaM BAUAHWA BUpyca MapoTuTa
B nepuoj 6GepemMeHHOCTW Ha pa3BUTWMe N04a, NPOBEAEHO HEMHOrO.
OfHako M3 MMerLlmnxcs HabnwaeHuidi cnegyeT, 4TO NpuU MHOULMpPO-
BaHUM XEHWWHbl B | TpumecTpe 6GepeMeHHOCTUM HepefKo OTMevaeTcs
BHYTpMyTpo6Hasa rubens nnofa. B npocnekTUBHOM wuccnefoBaHUU
501 cnyvas napoTuTa y OGepemeHHbIX [Manson, Logan, Lou, 1960]
yacToTa YPOACTB y MX NOTOMKOB He Obina yBenuueHa. Noren, Adams
n Anderson (1963) ykasann Ha BO3MOXHYI CBfA3b (ubpoanacTosa
3HJOKapAa C NapoTUTOM, MOKasaB CBfi3b (PMOPO3NAcTo3a C FHMEpPYyB-
CTBHTE/NIbHOCTbIO K aHTUTreHy Bupyca mapotuTa. OfHaKO 3TO coobuie-
HVe eAMHCTBEHHOe. B apyrom coobuieHWn onucaHbl 3 cCliyyas CTeHO3a
BOAOMpPOBOAa MO3ra W rugpouedanuum npu BAYTPUYTPOOHOM MHOULM-
poBaHuW naofja BupycoMm napotuta [Johnson, 1972].

Pos3eona

Po3eona BcTpeyaeTcqd y 6epeMeHHbIX pexe Mo CPaBHEHUIO C HEKOTOo-
pbIMU  APYTUMU BUPYCHbIMW WHpeKLUaMU. Hanbonee MHOroYMcieH-
Hble AaHHble MOMYYeHbl B CepuM UCCNefOBaHWiA, NPOBELEHHbLIX B Me-
puog 10 anuaemuin poseonbl B peHnaHgum B 1951—1962 rr. [Jes-
person, Littauer, Sagild, 1977]. W3 77 GepeMeHHOCTel, B KOTOPbIX
MHUuMposaHue npomsowno B | TpumecTpe, 16 3aKOHYMAUCHL CMOH-
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TallHbIMU abopTamu, 6 MepTBOPOXAEHWEM M 55 poXAEHUEM XXWBbIX
fneTell, U3 KOTOpPbIX Yy 5 6blM BPOXAEHHble MOPOKM pa3sutusa. U3
120 GepemeHHOCTe ¢ WHpUuMpoBaHuem BO |l TpMMecTpe CMNOHTaH-
HbIMU abopTamMu 3aKOHYMIUCb TONbKO 3 6GepemMeHHOCTW, MepTBOPOX-
feHnem 3 1 114 3aKOHUYMNUCH POXAEHWEM >XMUBbIX AETei, U3 KOTOPbIX
TONMbKO Yy 2 6blNM BpOXAeHHble ypoacTtBa v 10 geTeil ymepnum B BO3-
pacTe o roga. B 133 cnyvasx nHpuumpoBaHune npousowsno B Il Tpu-
MecTpe 6GepemeHHOCTU. B 3Toll rpynne 6bi10 2 MepPTBOPOXAEHHbIX
L 131 >XXMBOPOXAEHHbIN, N3 KOTOPbLIX Y OAHOr0 6blN1 MOPOK PasBUTUSA
n 16 peteil ymepnu B Bo3pacTe A0 roga. N3 ummewowmxcsd [aHHbIX
cnefyet, 4To MNpuUUMpoOBaMMe BUPYCOM PO3e0/bl B nepuoj 6epemeH-
MOCTW MPUBOAUT K MOBbILWEHWUIO YaCcTOTbl CMOHTAHHbIX abopTOB, MepT-
BOPOXAEHNI W paHHel CMepTu AeTei, a Npu MHGUUMpoBaHumM B | Tpu-
MECTpe OTMeyaeTCs YBE/IMYEHMEe YacTOTbl BPOXAEHMbIX MOPOKOB pas-
BuTUA. OfHaKo, BO3MOXHO, OTpuULATeNbHble WUCXOAbl GepeMeHHOCTEN,
OCMIOXXHEHHBIX PO03€0JI0i, 06YC/NOBNEHbI He CTOMbLKO MPSIMbIM AelCTBU-
€M BUPYCHOW WMH(EKUWUU, CKONbKO PasBUTUEM TSAXENON nuxopagku y
martepu.

AOPYTVNE MHPEKLLMOHHBIE ATEHTbI

Tokconnasmos

Toxoplasma gondii — npocTelilwne opraHM3Mbl, BCTpedyarolmecs Yy
TPaBOAAHbIX, BCEAAHbIX W NNOTOAAHbIX XMWBOTHbIX, B TOM uucne y
BCEX BUAOB MekonuTawlwmx. BeposTHO, 3aTo Haubonee pacnpocTpa-
HEeHHas WHGeKuns y uenoBeka. BO3MOXHOCTb BHYTPUYTPOGHOro 3a-
paxeHna T. gondii BnepBble nokaszaHa Wolf, Cowe, Paige (1939),
BbIAENUBLUNX TOKCOMNasmMy y pebeHKa C XOPEOpPeTUHUTOM, ruapole-
thanvein n BNYTPMMO3roBbIMKU MeTpuukaTamun. YactoTa TOKCONNasMo-
3a y OepeMeHHbIX (W, cnepoBaTenbHO, y NAOAOB), 3aBUCMT OT 4ac-
TOTbl ero B nonynauuu. CyuWecTBYHOT BblpaXeHHble KonebaHusd 4vac-
TOTbl 3a60N1eBaHUsA B Pas/IMUHbIX CTpaHaxX W pasiMyHbIX NOMNYyNAunax
0f4HO cTpaHbl. B JloHgoHe y 32% 6GepeMeHHbIX OblIN BbISBAEHDI
NONOXWUTeNbHbIE pe3ynbTaTbl NpWM npoBejeHUU npobbl CeilbnHa —
®denbamaHa [Desmonts, Couvreur, 1974]. B Mano Anbto (Kanudop-
HUA) B cnydyaliHOW BbIGOpKe M3 442 6GepeMennbiX MNONOXUTE/bHbIe
pesynbTaTbl Npobbl BbifBAEHbl ¥y 27% un3 HUX [Remington, Newell,
Cavanaugh, 1964]. B coBmecTHOM o6cnegosaHun 23 000 >KeHLWUH
[eTopoaHOro Bo3pacTa N3 pasnuyHbix palioHoB CLUA y 38% un3 HuxX
BbISIBNEHbl MOMOXUTENbHbIE pe3ynbTaTbl MPM MNOCTAHOBKE peakuuu
remarrnoTuHaumm. Cpean HoBobpaHueB (B 95% cnyyaeB BO3pacT WX
6bln He 6oniee 23 f1IeT) BbIPAXEHHYI peakUMo OTMETUAN Y XUTenein
BOCTOYHOrO pahoHa Muccucunu. YacToTa TOKCOMNNasMo3a pesko
yMeHblanacb B 3anafgHoOM LUeHTpasbHOM palioHe U FOopHbIX 06nacTax
CoefMHeHHbIX LTartos.

YacToTa BpOXAeHHOro Tokconnasmosa B CLUA konebnetca ot 0,25
fo 1 Ha 1000 xwuBopoXAeHHbIX [Sever, 1977]. 3apaxeHue nnojga
He Habnwganu B TOM C/ly4vae, eciin 3apaKeHUe XEeHLWUHbl Npou3oLWwno
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L0 6EpeMEeHHOCTM, HO MpU 3apaXeHuu B nepuoj 6epemMeHHOCTU BPOXK-
[LeHHbIi Tokconnasmo3 oTmevaeTcd B 40% cnydaes [Desmonts, Couv-
l'eur, 1974]. Desmonts u Couvreur (1974) nokasanu, 4TO NpuM 3a-
paxeHuu maTtepu B | TpumecTpe MHPMLMPOBAHME M0Aa BCTpevaeTcs
B 20% cny4yaeB M COMPOBOXAAETCHA TAXENbIMW KAWHUYECKUMU MpPO-
ABNEHUAMMW, a NPU 3apaXeHuu B NOCNefHEeM TPUMeECTPe BPOXAEHHbIA
ToKconnasmo3 Habnwogaercd B 33% cnyvyaeB M 06bIY4HO OTAMYaeTCH
CYOKIUHUYECKUM TeYeHUeM.

MaTtonornyeckas (1)VI3I/IO]'IOFVIF|

T. gondii cywecTtByeT B Tpex opmax: Tpogo3ouTa, TKAHEBOW
LMcTbl 1 oouuta. Tpodo3oMThbl MMeET opMy Monymecaua C 3aKkpyr-
NEeHHbIM KOHLOM C OfHON CTOPOHbI, pasMep WX cocTaBaseT 2—4 MKM
B WMWPUHY U 4—7 MKM B ANWHY. Tpodo3ouTbl 06HapyXuBaloTCA B
OCTpoOil cTaguu 3aboneBaHUs U MOTyT mopaxaTb N06ble KAeTKU MIe-
KonuTalwlwmx, KpoMme 3putpounToB. OHM paspylialoTcsa npu 3amopa-
XWBaAHUU W nocnegylowem oTTaMBaHuM U Npu LEeACTBUM MNuULLeBapu-
TeNbHbIX (JepMeHTOB u4enoBeka. BTopas ¢opma cyuiecTBoBaHuA na-
pasuta — TKaHeBas uucTa pasmepom o 100 MKM — 06Hapy>XuBaeTcs
B KNeTKax X03iMHa U npepcTasfeHa 60/MbLWNM YUCNOM AOYEPHUX Kie-
TOK. JTa (opma oTnuyaetcad LN K-nonoxunTenbHOn peakuuen u ner-
KO 06HapyXuBaeTcs B pa3HblX TKaHAX. Pa3pywaetcd npu 3amopa-
XMWBaHUM © nocnepyouem oTTamBaHuM U  HarpesaHuu po 60 °C.
TpeTba (opma — oouMCTa — BbISIBIEHA TONbKO Y KOLWEK W BblAens-
eTCs C 3KCKpeMeHTaMMu; OHa naToreHHa AN 4YenoBeka WM AOMALIHUX
XUBOTHbIX. B cpegHeM MOMOBMHA KOLWEK WMeeT aHTuTena K TOKCO-
nnasme [Sever, 1977]. EcTb [aHHble 0 3apaxeHWM 4YenoBeka OT KO-
WeK, HO 3TOT NYTb 3apaXeHua ewe ne gokaszaH. OCHOBHOW MCTOYHUK
3apaXKeHus — cbipoe WAM HefoXapeHHOoe wMaco. Ha ocHoBaHuu pe-
3yNbTaTOB MO BbIAENEHUIO TOKCOMAa3M W3 MbIWEYHOW TKAHW >XUBOT-
HbIX MOKa3aHo, YTO TOKcoNnasMbl UMelTca y 1% KpymHOro poraTtoro
ckoTa, 20% cBuHeit n 30% oBey [Sever, 1977].

3apaxeHue W napasuTemMus y OepemMeHHbIX MOryT MpUBECTU K
MHOULUPOBAHMIO NNaLEeHTbl C NOCNeAylLWUM pacnpocTpaHeEHUEM TOK-
confasm Ha nnof. Tokconnasma SiBNSeTCA 06AMraTHbIM BHYTpUK/e-
TOYHbLIM MapasuTom M, HO MHeHuto Feldman (1963), gna nnaueHTap-
HON MHMEKUMN K MnepeHoca Oro Heobxogmma XOpowo CHOPMUpPOBaAH-
Has nnaueHTa; Cc/lefoBaTeNbHO, WHGPULMPOBAHWE BO3MOXHO TO/bKO
nocfie opraHoreHesa, YTo yMeHbLUaeT BEPOATHOCTb CTPYKTYPHbIX aHO-
manuin. Eichenwald, McCracken n Kindberg (1967) cuuTatloT, u4TO
3apaXeHue nnofa BO3MOXHO TOJIbKO MPW MepBUYHOM MNGULUPOBAHHM
matepu. OgHako Remington, Melton n Jacobs (1960) nonaratT, 4TO
TOKCONMasMbl MOFyT CYylLlecTBOBaTb B MaTKe B (hoOpMmMe LMUCT; B 3TOM
Ccflyyae XpOHMYecKM HHpNunpoBannas MaTKa MOXeT OblTb WUCTOYHU-
KOM WH(eKLUM 1 npyu nocnegyowmx 6epeMeHHOCTAX. ITO MOATBEPXK-
faeTcAd Tem, UYTO TOKCOMAa3Mbl OOHApYXWBAKTCA B MeHCTpyanbHOMN
KpPOBM, NOCNEepPOAOBbLIX BblAENEHUAX WU MAOAHLIX 060M104KaX Y >KewwlnH
C XpOHMYecKoin ¢opmoii Tokcomnasmosa [Langer, 1963].
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KnnHnueckn npoasneHus

MaTb. HecMoTpa na WMpoKoe pacnpocTpaHeHwe, TOKCOMIa3mMo3 06bly-
HO He3HauyuTeNbHO MNPOABNAETCA KAUHUYECKU, WU TONbKO B PefKuxX
cnyvasx npuobpeTteHHas WHPEKUMA MOXET BbI3blBaTb 3JHUEMANMUT,
MHEBMOHMIO U KOXHble BbiCbiNaHusa. 3apas’eHue nnofga, Kak npasu-
N0, NPOUCXOAUT NpU CYBKAMHNYECKOM MPOTEKAHUU WMHMEeKUUM y Ma-
Tepn. B cnyyae KAMNMNYECKUX MPOABAEHWA KapTUHAa HanOMMWHaeT WH-
(hekLnonnbiii MOMOHYK/E03.

HoBOpPOXAeHHbIN. BONbWWHCTBO UN(OULMPOBANHbLIX LeTel He ume-
I0T HUKaKUX KAMHUYECKUX CMMMTOMOB 3abofieBaHWS HU MpU poxge-
HUU, NN nocne Hero. Tonbko y 10% HOBOPOXAEHHbLIX OTMeYalTCH
Taa{enbl6 HapyweHus, nNpuyemM B MONOBMHE CAy4YaeB B NpoLecc BO-
BNEKAKTCA TONIbKO oOpraHbl 3peHud. pu reHepanusaunmy UHDeKLUK
y pebeHka 06HapyulBalOT LMaHO3, MHEBMOHMWIO, renartocniaenomMera-
N0, XenTyxy, TPOMOOUNTOHEHMYECKYD nypnypy u oTteku. Knaccu-
yeckas Tpuajga CUMNTOMOB BPOSACAEHMOro ToKcomnnasmosa (xopeope-
TUHUT, rugpouedanua ” MO3roBble nNeTpudukaTbl) BCTpevaeTcs B
OYeHb HebonMbWOM uucne cnyyaeB. [pu 37Ol MHPpeKuUM ymupaeT
10—15% peteii. MeHee yem B 10% cnyyaeB HacTynaeT Bbl3g0poB/e-
Hue 6e3 OCMOXHEHWU €O CTOpPOHbI LLHC u opraHoB 3peHus.

MOCKONMbKY NpU BPOXAEHHOM TOKcOMnasmose Toibko y 10—15%
LeTeli MMerTCa KAMHUYEeCKUe NPOABAEHUS U CMMMTOMbI FeHepanuso-
BAHHON WH(eKUUM, B OCTaNbHbIX CAyyasax OHa MOXET OblTb He Bbl-
SIBNEHA, ecnu He MUCNoNb30BaTb nabopaTopHble MeToAbl AUArHOCTUKMU.
Alford, Stagna, Reynolds (1974) coob6uiatoT, 4To gaxe B 6Geccumn-
TOMHbIX cny4yasix 3abofeBaHUs NpuW OTCYTCTBUU SIBHbIX W3MEHEHWUN B
CMUHHOMO3roBOW Xugkoctn (CMXK) BbISBAAKTCA pas3fMyHble OTKNO-
HEHWA OT HOpMbl (NAMGOLWUTO3, MNOBbIWEHME coaepXxaHua 6enka),
yKasblBalolW e Ha BOBJsieyeHue B npouecc LUHC. Mo MHeHUO aBTOpPOB,
onpefefieHNe HavyanbHOro ypoBHs 6enka B CMXX ¢ nporHocTuyeckoi
Lenblo ABNSAETCA eAMHCTBEHHbIM peasbHbIM MeTOAOM KOHTpons. Ha-
npumep, y OLHOr0O HOBOPOXAEHHOro 6e3 NMpuM3HaKoB 3aboneBaHMa 6bin
06Hapy>XeH U3MEHEHHbIN ypoBeHb 6enka B CMXX, B Bo3pacTe 2'/2 mec
y pebeHka OoTMeyanucb MuUKpouedanus, MHOXECTBEHHbIe BHYTPHMO3-
roBble 04Yaru 0O6bI3BECTB/IEHUS, XOPHOPETUHWUT U YyMepeHHas renaTo-
cnneHomeranHsa. B BospacTte 4 neT pa3Buthe pebeHKa COOTBETCTBO-
Bano 2-netnemy Bo3pacty. Desinonts, Couvreur (1967) Habnwopganu
3a 24 HOBOPOX[AEHHbIMU C BHYTPUYTPOOHbLIM 3apaxeHWeM TOKcoMnas-
MO30M. M3 Hux y 16 He OTMEYEHO CUMNTOMOB 3aboneBaHud, y 5
ObINN NPU3HAKW TAXENOro NopaxeHWs mMo3ra U rnas U ofuH pebeHoK
ymep. K coxaneHuto, pganbHeiiwee pasBuTue '16 geTeit ¢ naTeHTHOWM
(hOpMOI MH(MEKLUN He OMUCaHO.

OvarHoctnka

MaTb. [lnarHocTMKa OCTpPOro TOKCOM/a3M03a MOXeT OblTb OCHOBaHa
Ha OGHapysAlWLWH TOKCONAa3M B TKAHAX WAM XWAKOCTAX OpraHusma,
HO NpU CYOKAHHWYECKOM TeyeHWU OONe3HN MOP(ONOrMYECKUiA METOA
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He WMeeT MpaKTUYecKOro 3HayeHus. B cBA3M € 3TUM [MArHOCTUKaA
CBOAMTCA K OMNpefefieHNto TUTpa auTUTOKCONNasMenmnbiX aHTuTen.
B CLUA wWKMpOKO MCNONb3YKT CEpPONOrMYeckne TecTbl C KpacuTesnem
Cenbuna — ®denbimaHa, peakuuy CBA3bIBAHWSA KOMMJEMeHTa U remar-
rATUHALKUKM, a TakXe HenpsMol MeTo4 UMMyHodnyopecuenuiw. Pe-
akuma Ceitbuna — ®enbgmaHa OCHoBaHa Ha ToMm, yTo T. gondii, UH-
Ky6upyemble C CbIBOPOTKOI 340pOBOr0 4enoBeka B TeyeHWe vaca, Ha-
OyxaldT M OKpalMBalOTCH METUNEHOBOW CUHbI. MMpu MHKyb6auuu c
CbIBOPOTKOM, copgepaleli aHTMTena, KNeTKU napasuTta gedopmupy-
I0TCS M He oOKpawwuBawTca KpacuTenem. MNpu peakuum CBA3bIBAHUSA
KOMMAeMeHTa anTuTena BbISBASKOTCA B 60/see MO34HUI MepuoA, Yem
npu npobe ¢ oOKpawuBaHWeM; cnefoBaTeNbHO, akKTUBHAaA WHGpeKuma
BbISAB/IAETCSA B C/yyae, ecniM OTpuLaTeNnbHas peakuus CBA3bIBaHMA
KOMMIEMeHTa 3aTeM MeHSeTCA Ha MOMIOXUTE/bHY WA eciu OTMe-
yaeTca 4-KpaTHOe YyBeNMYEHWEe TUTpa B peakumun CBA3bIBAHUA KOM-
nnemMeHTa B COYeTaHMW CO CTabUIbHO BbLICOKMM TUTPOM peakuuu ¢
KpacuTenem.

HenpsmMoii meTof NMMMYHO(IYOpecueuyT, N0 MHEHUK 60nbLIVH-
CTBa uccnefoBaTeneil, BbiCOKOCMEUM(pNYEH U He yCTynmaeT TecTy C
KpacuTenem npu LUArHOCTUKe BPOXAEHHOr0 M NPUOBPETEHHOro TOK-
connasmo3a. Ero npemMmyuiectBOM $BAfeTCA TO, 4TO ANA peakyuu
He TpebylTCA XUBble KNeTKW. Peakuus cuUMTaeTcs MOMOXMTENbHON
npu passegeHun 1:512.

HoBopoXaeHHbI. Henpamoi meTon (nyopecuupyrowmx aHTuTen,
paspaboTaHHbIi Remington, Miller n Brownlee (1968), saBnsetcs
NPOCTbIM M ObICTPbIM B OTHOLWEHWW AUAFHOCTUKU BPOXAEHHOrO TOK-
connasmo3a. lonoXuTenbHas peakuus BbIIBASETCA KakK Yy feTeid C
nNpU3HakaMmu WHQpeKUUn, Tak W y [eTeidl, He MMEeKLWUx CMMNTOMOB
3abonesanua. OfAHaKo MeTof [JaeT HebONbLWON MPOLEHT I0XHOMNOMO-
XWUTeNbHbIX pe3ynbTaToOB y [feTell, Y KOTOPbIX B fafibHelllemM He mpo-
ABNSOTCA HWKaKMe MPU3HaKM Tokconnasmosa. M HaobopoT, y Heko-
TOPbIX HOBOPOXAEHHbIX, Y KOTOPbIX 3aTeM MOABAAKTCA TUMUYHbIE
M3MeHeHNs, 3TUM MeTOAOM aHTWTena He BbiABAAWOTCA. CnepoBaTenb-
HO, OTCyTCTBMEe (ayopecuupylowWwmUx aHTUTEN B MNepuof MNOBOPOXKAEH-
HOCTU MU [aXe B MepBble Mecsilbl XWU3HW Me MCKKYAT MOAMNOCThIO
BO3MOXHOCTW BPOXAEMHON MHMEKLUN.

NleyeHne n npogunakiuka

B uenax npeaynpexpieHus TOKCOMMa3Mo3a ONTUManbHbIM 6bi10 6Obl
NMpoBefileHMe CeposIorMYecKMX peakuuii B pasHble CPOKW 6GepeMeHHOo-
cTU. TOCKONbKY 3TO Ne BbIMNOMIHAETCA, CUMTaeTCcs LenecoobpasHbiM
TecTMpOBaTb MaTepPUHCKYK CbIBOPOTKY BO BpeMs poaoB [Remington,
Miller, Brownlee, 1968]. ¥ maTtepeil C NONOXWTENbHbIMW peakunsiMu
CepoSIorMYecKoro, UMMYHOMOrMYECKOrO0 METOAOB U CBA3bIBANMA KOM-
nnemMeHTa BbICOKAa BEPOSATHOCTb HeLaBHEro 3apaXeHus TOKCOMmniasmo-
30M. WX petu [omkHbl 6bITh TWaTenbHO 06CnefoBaHbl Ma TOKCO-

nnasmos.
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NleyeHne 6GepemMeHHbIX C MPUOOGPETEHHbLIM TOKCOMAa3M0O30M CcChupa-
MUUMHOM B f03e 2 r/'cyT B TeyeHWe 3 Hef YMeHbluaeT BEPOSITHOCTb
poxpaeHnsa pebeHka ¢ nopaxeHnem LLHC [Desmonts, Couvreur, 1974].
Mo mHeHuto Couvreur, paHO HayaTOe JfleYeHWe HOBOPOX/AEHHbIX CNU-
PaMULUMHOM WAN XNOPUAMHOM BMeCTe C cynbaHUNaMUAHLIMK Mpe-
napatamy MOXET MNpPeaoTBpPaTUTb pPa3BUTWE HEBPONOTMYECKUX Hapy-
WeHNN; cnepoBaTeNlbHO, OH CYMTAaeT XUMWOTEpPanuk OnpaBganubim
MeTo4oM npodunakTuku. OAHAKO BOMPOC fleyeHUsa TpebyeT palibHeir-
wero nsyyeHunsa. NMupumeTaMuH (XNOpUANH) SABNAETCS aHTAaroHWCTOM
h0NMeBO KUCNOTbl U €ro NpUMeHeHWe B Nnepuog 6epeMeHHOCTM He pe-
KOMeHayeTcs.

Cudpmnuc

YactoTa nepBMYHOro u BTOpuUYHOro cupunuca B CLUA yBenuuwusa-
etcd. C 3TMM CBf3aHO W YBENWYEHWE 4Yucna CnyyvyaeB BPOXAEHHOTO
cugpunnca [exerogHole coobuieHnsa LleHTpa no KoHTpont 3a 60ne3s-
HaMu, 1979]. MouTM BCe HOBOPOXAEHHble, MaTepu KOTOpbIX 3abonenu
B nepBble Mecslbl 6epeMEHHOCTW, O0Ka3anucb TOXe 60/bHbIMWU. B cny-
Yyae Hene4yeHoro cugunmca 25% nnogoB NorumbawT BHYTPUYTPOOHO
n 25—35% HOBOPOXAEHHbIX YMUPAOT B NepBble HEAENUN >XU3HWU.

MaTtonornyeckas ¢M3MOHOFMH

bnefHas TpenoHemMa — BO36yAuUTeNb cuduamca — NPOHUKaeT B KpoO-
SBOICK nnofa 4vepes nnaueHTy. XOTA M3BECTHbl 2 Cay4vas BbIABAEHUA
ECMMPOXeT M3 TKaHel nnojga npubAM3nMTenbHO Ha 3-M Mecsue pas3Bu-
Tua [Harter, Benirschke, 1976], ouyeHb pefKo WHGeEKLUA O0BHapy>Xu-
BaeTca y nnopa B nepBble 4 Mec 6GepemeHHocTW. [pepnonaraervcs,
4yTO MPOXOXAeHue 6aefHON Tpenomembl OT MaTepu K MI0AY MNpeaoT-
BpalwiaeT Cnoil knetok JlaHraHca. locne 16-ii Hepenu 6GepemMeHHOCTHU
3TOT CNOil nopBepraetcs 06paTHOMY pa3BUTUIO U MHGeKLus cBoboa-
HO MpoHMKaeT K nnogy. CornacHo Apyroi runoTese, yTBepXxpjaeTtcs,
4YTO MOBPEeXAeHWs, 06yCcnoBneHHble WHGeEKLMeln, CBA3aHbI C BOCNanu-
TEeNIbHOW peaKkuuen nnoga, a peakuus He pa3BuBaeTca Ao 2-ii mosno-
BUHbI 6GepemeHHOCTW. Takum o06pa3om, MaTonornmyeckme MU3MeHeHUA
He nposAsndtTCcA L0 16-i Hepenu 6GepeMeHHOCTW, Korfa y nnoja Ha-
YnHaeT (PYHKLMOHMPOBATb MMMYHOMOrMYeCcKUii annapat M noABAseT-
cA CNOCOBHOCTbL K pa3BUTUI0O BOcnanuTenbHoW peakuum [Silverstein,
1962; Harter, Benirschke, 1976]. B maTke npoucxoguT ObICTpoe pas-
MHOX€EHUEe TpernoHeM, U WUH(EeKUNUs pacnpocTpaHAeTcqd B pa3Hble TKa-
HW nnoja.

KnuHunyeckue npoasneHus

MaTb. Cudunuc —3to cucTeMHoe 3aboneBaHUMe C MHOTFo06pasHbIMM
KNMHWYECKUMU MposBReHUsMU. WHKYBaUWOHHbLI nepuof AAMTCA OT
10 go 90 AHell, HO 06bIYHO MepBble CUMMTOMbI 60M1€3HM MOSBNATCA
yepe3 21 feHb. MNepBas CTagus xapakTepusyeTcs pasBUTUEM LLUAHK-
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pa — TBEpAOW W MMOTHON A3Bbl; WAaHKP OblBaeT OAWH W Yalie BCero
nokanusyetcsd na 60nbWMX M ManblX MNOMIOBbIX rybax unu B o6nactu
3afHeil cnailku. [lepBUYHbIE MOPAXEHUS COXPaHAKTCA B TeyeHue
1—6 Hef, a 3aTeM ucuyesalT 6e3 fieyeHus.

O6blYHO 4epe3 6—S Hed, a MHOrga 4epes 3 MeCc Mocfe Hadvana
60/Me3HN HayuHaeTca BTOpas cTagusa. B ato Bpemsa MOryt nopaxarthb-
cA nob6ble y4acTKU CNU3MCTON 060104KM M NMobble opraHbl. KoXHble
NpPoOSBNEHNA XapaKTepu3ytTcsd CUMMETPUUYHbIMU OKpaleHHbIMU na-
nyne3HbIMW BbICbiNaHUAMU, OObIYHO Ha NafOHHOW MOBEPXHOCTU PYK
n cronax. B o6nactu BynbBblI, B Ncpuananbiioii 1 nepuopanbliol
o6nacTax NOABNAKTCA MOKHYLMe OOWMPHbIE NOPaXXeHUs KOXWu, ¢op-
MUpYHOLW e WNPOKYD KOHAMAOMY. OTMeYalTcs BbiCbiNaHMA Na CAu-
3UCTbIX 060f0YKax ryb, uUiek, A3blka W MNOMOBbIX opraHoB. Ham6onb-
Wyl onacHocTb 3abofieBaHMe nMpefcTaBnNfeT BO BPeMA MYKO3MbIX
BbICbIMAHMI N KOHAWMOM, Tak Kak 3Tu obpa3oBaHus cogepxat 60Mb-
Wwoe yucno cnupoxer. B ato Bpems HabnwopjalTCA reHepann3oBaHHOe
yBeNMUYeHne NnUM@PaTuyeckux Yy3n0B, a TakXe MepuocTuTbl, NpnT wu
MEHUHTUT.

Cnepytolwas cTagus naTeHTHas, BO BPeMs KOTOPOWA KAUHMYECKUe
NPOSABNEHUA MOrYyT OTCYTCTBOBaTb, XOTA CEPOSIOrMYECKME peakuun no-
NOXUTeNbHble. J1aTeHTHbI nepuoj AenuTcA na pawwii (MeHee Yem
4 ropga nocne 3apaxeHus) u nos3gHuin  (nocne 4 neT). Bo Bpewms
paHHein naTeHTHOM cTaguu B 25% cnyyaeB HacTynaetr 060CTpeHue
3a60n1eBaHNA, XapaKTepU3yrLWeroca KOXHO-CAU3UCTbIMU BbiCbiNaHUA-
MW M BbICOKOW KOHTarmo3HocThlo. B mo3gHeil naTeHTHOW ¢ase 60/b-
HOM He nMpeAcTaBAsfeT OMACHOCTU, HO y 6epeMeHHbIX U B 3TOT Mepuopg
NPOMCXOANT MPOHUKHOBEHME CMUPOXeT Yepe3 MaaLeHTy K nnogy.

Be3 neyeHna nateHTHas (asa cuduauca MOXeT NPOLOMKATLCA B
TeyeHMe HeonpefdeneHHO [ANUTENbHOro BpeMeHu. B /3 cnyuyaes 3a-
6o0neBaHMe MepexoAuT B TpPeTbl CTafuio, OTPaXalwlWy WMMYHOMO-
rMYecKylo peakuuio opraHusma. B atoil cTagum BCTpevarTca nopa-
XEHUA HEpPBHON, CepAeYHO-COCYAUCTON CUCTEM, MOPaXeHUs KOCTel u
KOXMW ii BHYTPeHHWX opraHoB. C Hayana NpUMEHeHUs nennuuannHa
4Yucno crnyyvyaes TPETUYHOTO CUGUAMNCA YMEHbLUIWUIOCH.

HoBOpoXAeHHbI. UemM MO34HEe HAyaTo /IeYEHWE JKEHLUHbI, TEM
ryéutenbHee WHGpeKUMa [eiAcTBYeT Ha nnof. HeneuyeHblit cugunuc,
npuobpeTeHHbI 3a 6—12 mec A0 6epeMEeHHOCTU, MPUBOAUT K BbIKU-
ablwy Bo Il TpumecTpe wmam BnyTpHyTpobnon rmbenu nnoga. bepe-
MEHHOCTb, HAaCTYNuBLUAA B PaHLWIO NATEHTHYI (a3y, MOXeT 3aKOH-
YNTbCA BHYTPUYTPOOGHON rmnbenbto nnoga nNaM poxpgeHnem pebeHka ¢
npu3Hakamu BPOXAEHHOro cudunmca. bepemeHHOCTb B Mo3gHel na-
TEHTHON (Dase MOXET 3aKOHUYMTLCA POXAEeHUEeM pebeHKa C NaTeHTHOW
thopmMoin MH(eKLUKn, NpoaBasoLLeiics B no3gHem fgetctee. CnupoxeTsbl
nopaxakwT BCE OpraHbl U CUCTEMbl, HO Yallie BCEro naToformyeckue
M3MEHEHWS pa3BUBAKOTCA B MEYEHU, KOXe W CAU3UCTbIX 060/10UKaX,
kKoctax u LUHC.

PasznuyaloT ABe (OpMbl BPOXAEHHOro cugunuca. PaHHWIA BpoXx-
LEeHHbI cuduauc nposBnseTcs B BO3pacTe O 2 neT, HO Yalie BCero
Ha 2—A4-Ii Hepene XM3HW. OH XapakKTepu3yeTcsa NOPaXeHUs MU KOXMU
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MW CAU3BNCTbIX 060JI0YEK, renaTocnieHOMerannei, reHepain3oBaHHbIM
NMMGpafeHUToOM, aHeMuel, MOpPaXeHWAMU KOCTHOW CcUCTeMbl B Buge
OCTEOXOHApWUTa M NepuocTuTa C pasBuTMem rncesgonapanunya [lappo,
TpombouuTOonennen, xentyxoi u nopaxeHuem LHC. Koxnble npo-
ABMEHNS BapbUPYIOT OT Namyfne3HbiX BbICbINAHWA, aHAaNOTMYHbIX Ha-
6n04aeMbIM Yy B3POCAbIX, 40 MaTOrTHOMOHUYHbIX OOGLIMPHBLIX BE3UKY-
NAPHbIX BbICbINAHW Ha MOBEPXHOCTWU NajoHel u nogows. BcnepcTsume
MpuTa MNOBbILWAeTCA Cle30TeveHMe, a MNopaxeHue CAM3UCTON 060M0UKM
HOCOrNOTKW BefeT K O0OWbHbIM CAM3UCTBIM BblLeNEHUAM W «cone-
HUO». B MNopaXeHHbIX yyacTKax KOXH W CAU3NCTOW 060104KM Co-
LepXUTCA OrPOMHOE YMUCNO CAUPOXET. MopaXeHUsa KOXWU MU CAU3UCTON
060/104YKM pTa M HOCA OC/IOXKHAKTCA HA3BEHHbLIM MPOLECCOM, B HUX
MOABMAKOTCA TPeLWUHbl, MOCAe KOTOPbIX OCTalTcs pybubl. [Mo3gHUi
BPOXAEHHbIN cuunnc, pasBuBalOLLMnCA B BO3pacTe cTaplie 2 feT,
XapakTepusyeTtcd CcleAylwWwmMMy npu3HakamMu: TeTYMHCOHOBCKUE 3y-
6bl, NapeHXMMaTO3HbIl KepaTWT, rAyxoTa 3a cyeT nopaxeHus VIl na-
pbl YepenHbIX HEpBOB, CEANOBUAHbIA HOC, pybubl W cabneBumpHas ro-
NleHb.

AvarHoctuka

[JvarHoctuka OCHOBbIBAeTCA Ha AHAMHECTUYECKUX AAHHBIX H AAHHbIX
KNMHUYecKoro obcnepgosaHms, a TakxXe nabopaToOpHOro mccnefoBaHua
maTtepn u pebeHka. [AuarHo3 BPOXAEHHOro cuduanca y HOBOPOX-
[LeHHbIX MOXEeT OblTb MOCTaB/eH MeTo4OM McCnefoBaHWA CNUPOXeT B
TEMHOM TMoJfe.

Kaxpasa 6epemeHHas [LO/HKHA NOABepPratbCs CEpPONOrnMvyeckomy 06-
cnegosaHuto (VDRL, peakyusa KaHa u BaccepmaHa) npu nepBom
BU3NTe K Bpauvy. B 6GONbWMHCTBE CKPUHUPYIOLWMUX TECTOB MCNOMb3Y-
I0TCA Hecneuuuyeckne aHTUreHbl (Kapguonunupg). MNepeyuncneHHble
peakuun 6bIBAOT MONOXUTENbHbIMU 4Yepe3 1—3 Hej nocne 3apaxe-
Hua 1 B 90% cnyyaeB CTAHOBATCA OTpuULUATENbHLIMU B Mpefenax ro-
pa nocne neyeHus. VDRL MoXeT 6biTb oTpuuaTenbHON npu nepBuUY-
HOM cuduauce, U NOATBEPAUTbL AMarHO3 MOXHO McCnefoBaHUMEM MaTe-
puana w”3 NOAO03PUTENbHLIX MOpaxenHin B TeMHOM none. Cnegyet
NOMHUTL, 4T0 VDRL MOXeT O6bITb JIOXXHOMOMOXMWTENbHOW, MO3TOMY
Mpu KaX40M COMWHTENIbHOM C/iyyae crefyeT MNPOBECTU TeCcTbl C CU-
DUANTUYECKUM aHTUreHoM. Peakuua nmmyHodnyopecueHunn (PND)
OCHOBaHa Ha MpPUMeHeHUW (ayopecuupyOWnUX Kpacuteneih ANS Bbl-
ABNEHUA aHTUTeNn. TecT BbIABASET cneunduyeckne aHTUTPENOHEMHbIe
aHTuTena y 60NbHbIX C Npuo6peTeHHbIM cudunmcom. PU® un ee mo-
ancukauma ¢ abcopbumeit (PUd-abc) CTaHOBATCA MONOXMUTENbHLIMMU
B TeyeHune 1—3 Hej Moc/ie 3apaXXeHUs U 0CTAKTCHA MOMOXUTENbHbIMU
B TeYeHMe XU3HU. JIOXKHOMONOXUTeNbHble pe3ynbTaTbl KpallHe pefg-
Kn. bepemeHHbIM € nonoxutensHeimn VDRL n PU®-abc pekomeH-
pyetca npoBoauTb o6cneposaHne CMMXX [Jones, Harris, 1979].

Ceponoruyeckue TecTbl MPUMEHAKOTCA ANA LMAFHOCTUKMW cugunmnca
Yy HOBOPOX/AEHHbIX. 3HaYUTeNbHO 60nee BbiICOKOe (4-KpaTHOe) yBenu-
YeHne TUTpa Yy HOBOPOXKAEHHbLIX MO CPaBHEHWIO C MaTepbio MOLTBEPX-
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fLaeT BHYTpMYTpOoOHOe 3apaXeHue. YBenuyeHuWe TUTpa B MNepBble Me-
CALbI XXM3HM TaKXe YKa3biBaeT Ha BPOXAEHHY MHpekuuto. P d-abe
TEeCT TakXe [aeT MONMIOXKMWTENbHYIO peakuu Mpu BPOXAEHHOM CU-
tunuce [Alford et al., 1969]. OaHako 3TO MOXeT ObITb BCMeACTBUE
TOro, 4to (peTanbHbili IgM HanpaBfeH NpoTMB MaTepuHckoro IgG.

NleyeHue u npodunakTmka

CBoeBpeMeHHOe BbIiBNEHWE WU fedyeHUe cuguimnca y 6epeMeHHbIX
npegynpexgaet passuTume 60ne3Hn y ux notomctea. Taber m Huber
(1975) o6cnepoBanu 23 6epeMeHHbIX, Y KOTOPbIX nevyeHue cuguimca
6bIN0 HayaTo B cpok 21—30 Hea. OAnH pebGeHOK poaunca ¢ manoin
maccoin Tena (meHee 2500 r), y 8 pgeTeil 6bl1 MOBbIWEH YPOBEHb
6unnpybuHa (6onee 100 mr/mn). Y Tpex pAeteit 6binm cnepyrowue
HapyweHuUsa: y 2 nepuocTanbHas peakuus AAMHHbIX TpybuaTbiX KoOC-
Teil, a y 3-ro HapyweHue MpoLeccoB co3peBaHus. B papyroi rpynne,
cocToswed M3 22 6GepeMeHHbIX, AMarHo3 Obll MOCTaBAeH TOAbKO BO-
BpeMS pOLOB WM BCKOpe MOCAe HUX. Y 8 >KeHWMWH 3ToW rpynnbl
poAMANCL AETWU C Pa3INYHbIMW OTKNOHEHUAMMW OT HOPMbl, Bapbupylo-
WMUMWU OT YMEPEHHbIX KAWHUYECKUX NPOSABNEHUNA [0 WU3MEHEeHWA B
CMX. Mpu 3tom 11 pgeTeil Hayanu nonyyaTb JfleyeHuMe cpasy Xxe
nocne poxgeHusa, a 11 6biAM BbiNucaHbl 6e3 neveHus. Bce pgetu
2-ii rpynnbl no3gHee 6blAX NOMeleHbl B 60MbHULY C ABHbIMU MpWU-
3HakaMu 3aboneBaHus. Takum o06pa3oM, BCe HOBOPOX[AEHHble, po-
OVBLIMECS OT GOMbHBIX U HeMeYeHHbIX NEHULUNNMHOM MaTepeid, JOMK-
Hbl MOflyyaTb /Sle4eHWe He3aBMCUMO OT TOro, Ha Kakom cpoke OGepe-
MEHHOCTW MPOU30LLNO 3apaxKeHue.

B uenax npounakTukyn Kaxpgaa 6GepeMeHHas [OMKHA NoABep-
raTbCf Ceposornvyeckomy o6cfiefloBaHUIO, a ANS XEHWMWH C MOBbILWeH-
HbIM PUCKOM CcfiefyeT NMpPOBOAUTL MOBTOPHble o06cnefoBaHns Ha 6onee
No34HUX CpoKax 6epeMeHHOCTW. bepeMeHHble, NonyyaBline MPOTUBO-
CUPUANTUYECKOE NeYeHUne, LO/DKHbl eXEeMeCcsA4YHO MNpoXoAMTb Ceposio-
rmyeckoe ob6cnegosaHne (VDRL) pgo kKoHua 6epemMeHHOCTU. Bce Ho-
BOPOXAEHHbIe OT MaTepeil ¢ peakTneBnbiM VDRL nognexar Tuw,atesb-
HOMY 06CnefloBaHMIO M fIEYEHUIO W OCTalTCA Mo HabnogeHueM,
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XVMNYECKWME TEPATOTIEHbI

B 40-x rogax ctanu nofABnATbCcA paboTbl, KOTOpPble Aanu Havano 3Kc-
nepuMmeHTanbHoin Tepatonorum. Gregg (1941) BnepBble ykasan na
CBSi3b MEXAY KpacHyxOoi, nepeHeceHHOW MaTepbid BO Bpems bGepe-
MEHHOCTUW, N pa3BuTMem aHoMmanuii y nnoga. Warkany u Nelson
(1940), Warkany wu Sclirai'fenbcrger (1947) onyb6nmkoBanu ceputo
cTaTeH, B KOTOpbIX coobwann O BpeAHOM BO3AelcTBMU (HaKTOPOB
BHEWHeN cpefbl Na BHYTPUYTPOOHOE pasBuTME MAEKOMUTAKLLUX.
B nocnegytowme 13—20 neT nNpojonxanu HakannauMBaTbCA fAaHHble O
BNNAHUWN CpefoBblX (hakKTOpPOB Ha 3amMbpuoreHes, no 3HayeHue Tepa-
TONMOrMM ANA aKylwepcTBa CTano W3BECTHO MOC/e paspasuBlueiics «Jie-
KapcTBeHHOlM KaTacTpodbi». B 1961 r. Lenz (1961) H McBride
(1961) ofHOBPeMEHHO COO6LWIMAM O TOM, YTO pe3K0e YKOpPO4YeHue u
pedopmaLma KOHEYHOCTER y HOBOPOXAEHHbIX 06YCMOBAEHbI MPUEMOM
XEHLWWHOW B paHHWe CPOKM 6GepeMeHHOCTW CcefaTMBHOrO mnpenapaTa
TanHgomnga. B cBA3M C 3TUM CO CTOPOHbI MeAULMHCKUX W rocyfgap-
CTBEHHbIX YyuYpexAeHuii 6biAn NpUHATLI onpedeneHHble Mepbl. Cnepy-
eT NOAYEepPKHYTb, YTO KaX[Ablii Bpay [O/HKeH ObiTb BeECbMa OCTOPOXEH
NpY Ha3HAYeHUW NIeKApCTBEHHbIX NpenapaTtoB 6epeMeHHbIM.

B coOTBeTCTBMM C [JaHHbLIMW COBMECTHOW MporpaMmbl MepuHa-
TaNbHbIX WCCNef0BaHUI CNUCOK NeKapcTB, MNPUHUMAeMbIX 6GepemMeH-
HbiMW, HacuuTbiBaeT 900 HammeHoBaHuii [lleinonen, Sloan, Shapiro,
1977]. B cpegHem 6epeMeHHble MpUHMMalOT no 4 npenapata (UCKAKO-
YyeHMe COCTaABAAKT nuulesBble fo6aBkM), U ToNbkKo 20% W3 HWX BO3-
LepXuBarTca OT ynoTpeb6neHus nekapcTBeHHbIX cpeacTs [Forfar,
Nelson, 10731. B 40% cny4YaeB >XEHLWHbl NPUHUMAKOT JIeKAPCTBEH-
Hble BeuwiecTBa B | TpumecTpe 6GepeMeHHOCTM U NpUBAN3UTENbHO B
NoNOBUHE cny4vyaeB noTpebneHWe NeKaApCTBEHHbIX CPEACTB NPUXOAUT-
cs ma nepuog opraHoreHe3a nnoga [Forfar, Nelson, 1973; Schenkel.
Vorherr, 1974]. Pe3ynbTaTbl, MOAYYEHHble NPU CPaBHEHWW MPUHU-
MaembIX OepemMeHHbIMU neKapcTBeHHbIX cpefcTB Peckliam un King B
1960 r. n Ilill B 1963 n 1973 rr., HeyTewnTenbHbl. B nccnefoBaHusax,
NPOBEeAEHHbIX MO34Hee, 6bINO0 MOKa3aHOo, YTO yBenuumnocb notpebne-
HWe aHaNbreTMkKoB, aHTMOBMOTUMKOB, MPOTUBOPBOTHLIX, aHTaTWAHbIX,
.AHTUTHCTaMUUHBIX WU AUYPETUYECKUX CpeAcTB, a ynoTtpebneHue npe-
napaToB Xefie3a U BUTAMUHOB YMEHbLUIUIOCH.

Wilson (1972) noguyepkuBaeT, 4To B 65—70% cny4yaeB AetheKToB
pasBUTUA UX 3THONOTUA HEWU3BECTHA N TONbKO B 2—3% OHM CBfA3a-
Hbl C JeNCTBMEM JIEKApPCTBEHHbIX CPEACTB WAW APYTUX XUMUYECKMX
BellecTB, UTO COCTaBAseT Manyw [0 OT BCel rpynnbl MOPOKOB
HEeW3BECTHOIM 3THOMOrMW. [IpakTUYeCKU O4YeHb TPYAHO YCTAHOBUTH
3TMONOTNYECKYI0 CBfA3b OMNpefdesieHHOro JieKkapCTBEHHOrO BellecTBa C
pasBUTMEM OMNpejeneHHbIX MNOPOKOB WMAM Tpynnbl WX, MNOCKOJbKY:
1) nekapcTBeHHOe BELLECTBO MOXET MPUMEHATHCA ANA NevyeHUsa 3a-
6oneBaHunsA, KOTOPOE CamO Bbl3blBAET pPa3BUTWE MOPOKOB; 2) aHOMasb-
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Tab6nuuya 25 XumMnyeckne TepaToreHbl

OnpefeneHHasa CBA3b C NMOPOKaMU pasBUTUSA

AnKoronb

OndennnrugaHtonn
AHTaroHMCTbl (hOANEBOI KUCNOThI
Heoprannyeckue nogungbl

Nntui

OpraHuyeckne CoefiIMHEHUA PTYTH
[Monosble cTeponpbl
CTpenToMuLUKH

TeTpaynknunH

Tanungomnpg,

CoeanHeHnsa Tuoypatmna
TpumeTtagnoH

Bapthapuu

BeposaTHas cBA3b C nopokamu

ANKUNNPYIOLLME areHTbl
XnopbuteHnn
Ownaszenam

KaHamuuuH

CoMHUTeNbHasa CBA3b C NOPOKaMu

AmpeTamnH

Xnopanasenokcug

Knomugen

MenuynnnamuH

OndennnrugpammH

ATnoHamumg,

AHecTeTMKN (4NNTeNbHOTO AeiicTBUA)
TOHafoTPONMUHbI

[anonepugon

Anatunamung nNu3eprnHOBOH KUCNOTbI
Menpob6amaT

MeTpoHugason

OpanbHble TMNOrINKEMUYECKMUE Npenaparhbl
XVHUH

deHoTHasNN

CurapeTHblli ablM

OTcyTCcTBME CBA3WM C NMOPOKaAMU pasBUTUA

BeHaeKTuH

KopTtukocTepongb

AHecTeTUKN (KOPOTKOe AeiicTBue)
enapuH

M3onnasHg

Meknunsun

MeHnumnNnH

Cynbthovamngbl

HO paSBMBaIOU.I'VIVICﬂ nnon MOXXeT Bbl3blBaTb W3MEHEHWA B OpraHun3sme

mMatepu, TpebylouiMe NPUMEHEHUS NeKapCTBEHHbIX CPeAcTs;

KapCTBEHHOE BeWecTBO MOXeT MPensTCTBOBaTb aGopPTMPOBaNuio aHo-
MaNlbHO pasBMBaloOLLerocs nnoga; 4) B3aMMOAeACTBUE OLHOBPEMEHHO
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MPUHUMAEMbIX JIEKAPCTBEHHbIX CPEACTB MOXET BbI3biBaTb MOPOKM pas-
BUTUA Y nnoga.

BTopas npo6nema, C KOTOpPOA NPUXOAUTCA CTalKUMBATbCA MNpU
M3y4YeHUU STUONOTMM BPOXAEHHLIX [e(eKTOB, 3aK/K4aeTcsd B TOM,
UyTO pasHble UcCnefoBaTen B TPYNny BPOXAEHHbIX MOPOKOB BKJHO-
4yalT NM60 TOMbKO CTPYKTYpPHble aHoManuu, nnMbo BCe BPOXAEHHble-
nedekTbl, NM60 BCe HapYLWeEHUA C MNpeAnofnaraeMoii npeHaTanbHOM
sTuonorueil. MocKoNbKY rpynna CTPYKTYPHbIX aHOManauii MOCTOSHHO-
YBENIMYMBAETCA, BEPOATHOCTb BbLISIB/IEHUA WX MNPUUYUH YMEHbLUAEeTCS
[Klemetti, 1977]. Kpome TOro, BO MHOrMX KAMHWYECKUX TepaTonoru-
YecKMX McCnefoBaHMAX OTCYTCTBYET COOTBETCTBYHOLLMIA KOHTPOSb, 4TO-
YMeHbLIaeT UX 3HauyeHue. OfHAKO BCe XXe MOXHO pa3feinTb MHOrMe
NneKapcTBeHHble cpefcTBa Ha oOnpefenieHHO TepaTOreHHble, BO3MOXHO»
TepaToreHHble U He BAMAKOWME Ha pa3BuTue nnoga (tabn. 25, 26)..

Tab6nuuya 26. HekoTopble NeKapCcTBEHHbIE BELLECTBA, OKasblBatolMe,
BO3MOXHO, Bpe[lHOe BO3AEiCTBME HA HOBOPOXKAEHHbIX

JleKapCTBEHHOe BeLLecTBO

BpegHblii addexT

A3zatnonpuH Cnu/Kenne MMMYHONOTNYECKO peakTUBHOCTH
XnopamgpeHnKos «Cepblii» CMHAPOM
FekcameTOHUNH KuweyHas HenpoxogumocTb (nNapanutuyeckas)
HadtanuH Femonus (HegoctatoyHocTb M-6-®[)
HapKkoTukm CUHLPOM «OTMEHbI»
HuTpodypaHTOMH Femonuns (HegoctatoyHocTb 6P )
OKCUTOLMH mnepbunupybuHemuns
deHobapbuTan (nepego- KpoBoTeUeHNS HOBOPOXAEHHbIX

olipuillxaj
MponpaxHonon Funornukemnsa n 6pagukapama
XUHUH TpomboAgHTONENMUS
PesepnuH mnepemus cnmM3ncTon 060104k HOca
Canuuwunatsbl HapyweHne yHKUMN TPOM6OLMTOB
CurapeTHblii gbiM OTcTaBanHe B pa3BuUTUM
Cynbhonamugsl FmnepbunnpybrnHemmns
Tuasung TpomM6OLMTOHENNA N 3NEKTPONUTHLIA fucbanaHc

NMPOTUBOBOOTNYXO/EBbBIE MPEMAPATHI

MpoTnBoonyxoneBble npenapaTbl y6MUBAKOT KAeTKU, 0CO6EHHO ObicTpo
fenswecs, nopaxas TakuMm 06pa3oM TKaHU OMyxofM, a TakKXe Mno-
fa. MpoTuMBoonyxoneBble Mpenapatbl BKAYAKT aNKUIUPYHOLHE CO-
eAVHEHNA, aHTHMEeTabonuTbl M pasNMyHble LWTOTOKCUYECKME CPefcT-
Ba. B KauyecTBe MpOTMBOOMYXONEBbIX MpenapaTtoB MCMOMAb3YIOT TakXe
FOPMOHbI M @aHTUOGUOTKKMK, HO OHM ByAYyT PacCMOTPEHbI fasee.
ANKWAMPYIOLLHE COEAMHEHWUS pearvpyrT ¢ 6enkaMu U HYKeu-
HOBbIMU KMUCIOTaMu, B yacTHOCTM ¢ AHK, Bbi3biBas ee MHaKTUBaLWIO.
K 3Toil rpynne npenapaTtoB OTHOCATCSA 6ycynbgaH (MwuenocaH), xnop~
aMmbyuHn (xnopbyTuH), uuknodoctamug (LHkHodocdhaH), aIMOUXUH,
TpHaTUNeH MenamuHa (TEM) wun Ttnodochamnga (TEPA). B HacToA-
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mue BpeMsi Hanbonbluiee YMCNO KAMHUYECKUX Habnwaenuin o BAUS-
HUM Npenapata Ha NNOJ4 OTHOCUTCA K MMesocaHy, NpUMeHseMoMy ANs
JleyeHNs XPOHWYECKOI rpaHynouuTapHoi neiikemuin. OnucaHo 35 cny-
yaeB fleyeHUs 6GepeMeHHbIX Muegocamom, Npu 3Tom B 4 caydasax 06-
Hapy>XeHbl aHomanuum y nnoga. Diamond, Anderson, McCreadie
(1960) onucanu pebeHka C OTCTaBaHWeM B poeTe, paclennHoi Heba,
bIMKpOpTanbMueil, HOMYHauyTeM pOroBULbl, TMMOMNAasmeldi SUYHUKOB
M HapysilWblX MOMOBLIX OpPraHoB, MaTb KOTOPOro BO BpeMs OGepemMeH-
HOCTM MNpolia Kypc Ny4yeBO Tepanuum u nony4vana 6-mepkKanTomypuH
¢ muenocanom. de Rezen.de, Coslovsky n de Aguiar (1965) coobuim-
NN O MHOTFOYMUC/EHHbIX aHOManuax y abopTyca Y >XEHLWMWHbl, NPUHU-
maBwei Mmuenocan. Boros u Reynolds (1977) o6HapyXunm oTcTaBa-
HWe B pasBUTWUK, anfiasvio MNpaBol MOYKW, TMAPOHe(HPO3 NeBON MOUYKU
M BHYTpNMeyenounble KanbUupukatel y pebeHka, MaTb KOTOPOro BO
BpeMs 6GepeMeHHOCTM MpuHMMana MHenocaH N annonypnHon. Y pe-
6eHKa, MaTb KOTOPOro Hayana NnpuHMMaTb npenapat nocnae | Tpumect-
pa, 6bl1 06HapyXeH MuaopocTeTro3. M3 12 HOBOPOXAEHHbIX, MOABEPT-
WnXca [feicTBUMIO Mnenocana BHYTPUYTPOOHO, 8 poaunnce ¢ Bbipa-
XEHHbIM MpeHaTalibHbIM OTCTaBaHWeM pocTa. lpu Manom uucne Ha-
6nofeHnii U OTCYTCTBUM peructpa 6epemMeHHbIX, MPUHUMaBLUINX pej-
Kue neKapCTBeHHbIe Mpenaparthbl, CAy4Yan aHOManbHbIX UCX0LOB 6Gepe-
MeHHOCTel, o4yeBUAHO, ByAyT npuBaekatb 60/blliee BHUMaHMe H vauie
ony6/MKOBbIBATLCA, YTO MOXET MpuBecTU K HeoO6beKTUBHOW OLeHKe
MCTUHHON cuTyauum. Tem He MeHee, YUYMTbiBas HaKOMMEHHble K Ha-
CTOSILleMY BpeMeHMW (akTbl, cnefyeT OTHOCUTb MHENIOCAH K TepaTore-
Ham, BbI3blBAKOW MM KaK MOPOKU pas3BuTUA, TakK U BHYTpPUyTpobHOE
O0TCTaBaHWe B pa3BUTUM.

Mpu npueme xnopbyTWHa BO BpeMs GepeMEHHOCTM B OAHOM CAy-
yae M3 6 6bina 06HapyXeHa OLHOCTOPOHHAA arenes3ns HOYKU U Moue-
ToyHuKa Yy nnoga ISbotlon, Monie, 1963]. ¥ aByx peTeil (ofuH
MEPTBOPOXAEHHbINA) M3 5, NoABeprwinxcs AeicTBUIO LHKN0pOoCHaMH-
fa in utero, Habnwpganu aHomanuu pasBuTUA KoueyTTocTeli [Green-
berg, Tanaka, 1964; Toledo, Harper, Moses, 1971]. Nicbolson (1968)
nposen aHanui3 11 6epemMeHHOCTe, BO BPEMS KOTOPbIX XXEHL{UHbI
NPUHUMANU 3MOHXHH: 7 6GepeMeHHOCTeN 3aKOHUYMINCb POXAEHUEM
300pPOBbIX [eTeil, TpU — CNOHTaHHbIMK abopTamMu U oaHa 6bina npe-
pBaHa. 3aTem B /uMTepaType MOSABMIOCH COOGLLEHME O ABYX Clyyasx
pOXAeHUa [eTeil C MOpoKaMu, MaTepu KOTOPbIX NPUHUMANM cpeam
ApYyrMx npenapatoB W 3amb6uxHH [Garrett, 1974; Mennnti, Shepard,
Mellman, 1975]. ¥ 9 »entunn [Mpu npueme npenapatoB TEM nu
TEPA pogunucb fetn 6e3 aHomanuii passuTtua [Pushimura. Taniinn-
ra, 1976].

AHTUMeTabonnTbl NpPefCcTaBAAT CO60M CTPYKTYpPHble aHanoru
NPUPOAHbIX COEAMHEHUIA N AeACTBYIOT MO MPUHUUNY KOHKYPEHTHOrO
aHTaroHmsma. CambiM ONacHbIM C TOYKW 3pEHUs TepaToreHesa fBAA-
eTCA aHTaroHWcT (OAMEeBON KWUCNOTbl — aMWHOMTEPMH, MCMNO/b30BaB-
wuiica B 50-e rofgbl B KayecTBe CpeAcTBa, Bbi3biBatolero a6opt
[Thiorisch, 1952, 1956; Goetscb, 1962]. MNpn npueme amnnonTepnHa
70% nnogoB abopTUpoBanUCb, H Yy MHOrMX abopTycoB o6uapy>XHBa-
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Nncb aHoManuu paseutusa. MNMpu coxpaHeHUn GepemeHHOCTU (B OAHOM
cnydvae nnof nogsepranca TakXke [AeACTBMIO Tanugommaa) y HOBO-
POX/AEHHbIX ObINU BbIABAEHbI MOPOKWM PasBUTWA KOCTel, yepena, Tpe-
yronbHasa opma nuua, Manoro pasmepa YWHble pakOBUHbI W 3HAYWU-
Te/lbHOe OTCTaBaHWe B pa3BUTUKU. ECTb CO06LWEHMA O CBA3M APYroro
WMPOKO NPUMEHAEMOro aHTaroHucta (ONMeBON KWUCAOTbl MeTOTpek-
caTa C pa3BUTUEM MHOXECTBEHHbIX CKeleTHbIX aHoManuii y ABYX
HOBOpOXfAeHHbIX [Milunsky, Graef, Gaynor, 1968; Powell, Ekert,
1971]. 9Tn gBa cny4vas OblAM BbiABAEHbI nNpu o6c¢nefoBaHnn 40 Ho-
BOPOXAEHHbIX, NOABepraBlINXCA [AeiACTBUIO npenapaTa in utero.
YBneyeHNe MeTOTpPeKcaTOM Mpu fieyeHUM ncopuasa, BEPOATHO, Mpuse-
[LeT K YBeNWYEeHU 4ymucna cnyyaeB BO3AeWCTBMS npenapata Ha nog..

Mo pesynbTaTam [JOBOMbHO 3HAYUTENbHOrO u4ucna HabnwAeHU
NneyeHne OepeMeHHbIX aHTaroHMcTamu nypuna He Bbl3blBaNO BPefHO-
ro Bo3feicTBnMa Ha nnoa: u3 50 geTeil TONbKO y OAHOrO, MofBepriie-
rocs TakXe [eWCTBUIO MuenocaHa, o6Hapy>XXeHbl aHoManuu. W3 gpy-
FMX aHTaroHUCTOB NypuHa 60/bLIOE 3HAYEHUE MMeeT a3aTUonpuH —
UMMYHOAENPeCcCcaHT, WCNOMb3yeMbIA AN NevyeHWs 60/bHbIX C TpaHCc-
nnaHTayuMen novek. M3 125 6GepeMeHHbIX C MOPaXeHHOW MNOYKOW
TO/IbKO B OfHOM Cfly4yae pofusca pebGeHOK CO CTEHO30M JIerOYHOl ap-
Tepun [Penn et al.,, 1971]. OauH pebeHOK, OTel, KOTOPOro MpuUHUMan
a3aTMOMPWUH, poaunca ¢ MHenoMennurowuene, ABYCTOPOHHUM BbIBUXOM
6egpa n koconanoctbto [Tallent, Simmons, Najarian, 1970]. Takum
06pa3om, 4acToTa BPOXAEHHbIX aHOManuin He npeBblllaeT O0Xupae-
MYl B nonynfuuu. Hapagy ¢ aTUM BCTpevyaloTCcs [aHHble 0 cliydasx
NHM@oONeHNN, HeAOCTAaTOYHOCTU HAaAMOYEYHUKOB, OTCTaBaHWA B pas-
BUTUM W YBENWYEHUS 4YaCTOTbl XPOMOCOMHbIX MOJIOMOK Yy feTeil, noj-
BEpraBLIMXCA AeiCTBUIO asaTmonpuHa in utero [Nolan et al., 1974].
Mo-engumomy, Ans OKOHYaTeNbHOro BbiBOAa O 6e30nacHOCTU asaTuo-
NMpHHa TpebylTCcA fanbHelline mccnefoBaHus.

OTHOCWUTENbHO BAUAHUA [APYIrUX LNTOTOKCUYECKUX MpenapaTos
na BHYTPUYTpPOOHOe pa3BUTWe Maoja UMElTCA NUllb OTAeNbHble CO-
o6l eHnsa, HanpuMep, 0 PoXAeHUM pebeHKa C BPOXAEHHbIMW MOpOKa-
MW Yy MaTepu, NeYeHHOW BMNHO6NACTUHOM, UpoKap6asMHOM W 3IMOHXIM-
HOM. HepocTaTouyHoe u4ucno HabnwAeHWA Me No3BoNseT caenatb Ka-
Kne-nm6o BbIBOAbI O TepaTOreHHOMW aKTUMBHOCTW 3TUX MpenapaTtos.

NMPOTUBOMWUKPOBHbLIE MPEMAPATHI

CynbhaHunamMmuabl MoryT 6biTb He6e30nacHbIMU A5 HOBOPOX/EHHbIX,,
MOCKONbKY OHW KOHKYPUPYIT C 6UnMpy6buMHOM 3a anbbymumcsasbiBa-
olMe yYacTKN; OfHAKO KaK TepaToreHbl OHW He MpeAcTaBNAT 60/b-
Lo onacHocTu. XoTa B coobweHun Nelson n Forfar (1971) ykasbl-
BaeTCsA, YTO MaTepu, Yy KOTOPbIX POAMAUCL AETU C aHOMalusAMKU pas-
BUTUA, yawie, 4Yem B KOHTPO/bHOM rpynne, ynoTtpe6nsanu
cynbthaHMnaMmmnaHble npenapatbl. OfHakKo B [APYrUX MCCefOBaHUAX
aToT (akT He noaTBepaguncs [Pap, Tarakhovsky, 1967; Richards,
1972]. OnpepeneHHblli NHTEpeC NpeAcTaBnseT TpnmeTonpnm/cynbda-
MeToKcason (6akTpuMm), UCMNONb3yeMbI ANA NleYEHUA UHGPEKUUin Mmo-
YyeBbIX MyTel, Tak Kak 06a KOMMOHeHTa 06nafal0T TepaTOreHHOW ak-
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TusnocTbto y Kpbic [Urlall, 1969]. OaHako Williams n coasT. (1969)
coobwwalwT, 4to npu obcnegosaHuyu 10 OGepeMeHHbIX, MPUHUMABLLUX
3TOoT npenapat B | TpumecTpe, aHoOManuii pasBuTMA Yy uUX [AeTei
He 6blI0 BbIABAEHO. TeM Me MeHee, yYUTbiBas NPOTUBOPEYUs pesyfib-
TaToOB 3KCMNEPUMEHTaNbHbIX W KAWHWUYECKUX WCCnefoBaHuil, cnepyet
n3beratb NMPUMEHeEHWA 3TOro npenapara 6epeMennbTMU.

MeHUUMAANH WKUPOKO WUCMONb3YeTCca B nocnegHue 20 neT npu
NnevyeHUn WHMeEKUNIn y OGEpeMeHHbIX M ero MOXMNOo cyuTaTb 6Gesonac-
HbIM Ana nnoga. Uto kacaetca 60/ee HOBbIX aHTUOMOTUKOB, XWMU-
YeCKW POACTBEHHbIX NMEHUUWNIMHY, aBTOPbl Me pacnonaralwT AaHHbI-
MW 00 MX TepaTOreHHON aKTUBHOCTW. LApyruM 4acTto MPUMEHSEMbIM
BO BpeMsi 6epeMeHHOCTU aHTMOBMOTUKOM 6e3 Kakux-nmbo oTpuuaTtesb-
HblX BO3f4eNCTBMI na nnofg fABNAeTcAa XaopamgeHwnkon (nesomnue-
TUH). OAHAKO OH TOKCUYEH [ANA MOBOPOXAEHMbIX, TaK KaK Bbl3blBaeT
pa3BuTME TaK Ha3biBaeMOro Ceporo CUHApoma, XapakTepusyrolierocs
B34YyTWEM >KWMBOTa, LMAHO30M MW CcOCYAMCTbIM Kosnnancom. Cnefosa-
Te/lbHO, NMPUMEHEHMWEe €ero B MO34NHe CPOKM GepeMeHHOCTU U B Mnepuog
poAoB [LOMKHO OblTb O4YeNb OrpaHWYEHO, TaK KaK 3TO MOXET MnpuBo-
OWTb K TOKCMYECKOW KOHUeHTpauuu anTubrnoTnka B KpOBWM MJoja.
Liban n Abramovici (1972) coobuwalwT o0 cnyyae 3k3zauuedannu u
LPYTruX MNOPOKOB pa3BuTUs Yy pebeHKa, MaTb KOTOPOro neymnacb BO
BpemMsa 6epeMeHHOCTU 3pUTpPOMULUHOM. OJHAKO, MO MHENMNTO aBTOPOB
KHUTKW, MOPOKW pa3BuTus y npobanga o6ycnoBneHbl aMHUOTUYECKUMU
nepeTsHKkamMmmu, a ne AerdcTBUEM 3PUTPOMULUHA.

AHTUOMOTUKMN TeTPaLMKIMHOBOrO psafa 06pas3ytoT XenaTnble KOMM-
NeKcbl ¢ opTodocdhaTtomM KanbLMA W BKIKOYAKOTCA B COCTaB KoOCTel u
3y60B B Mepuof npouecca Kanbuugpukauum. Monounble (HO He no-
CTOSHHbIE) 3y6bl KanbUMUUUPYOTCA Ha 5-M Mecsue BHYTpUYyTpPoO-
HOrO pa3BUTWA, WM B C/aydyae npuema OepeMeHMNoW TeTpauukIMHa B
3TOT nepuog 3y6bl y fgeTel 6yAyT XXentoro uBeTa, a TAXeCTb nopa-
XeHua 6ypet nponopumoHanbHa fose npenapata [Wallman, Hilton,
1962]. B panbHeilwem 3y6bl euie 60nee TeMHeKT, npuobpeTas Ko-
pUYHEBbI OTTenoK. MOMUMO 3TOF0 YUCTO KOCMETUYECKOro fAetekTa,
K oTpuuaTenbHOMY a3(¢ekTy TeTpauuk/inHa OTNOCUTCA runonnasms
3ManM MU MHOXECTBEHHbIi kKapuec 3y60B. lMpu ynoTpebneHum TeTpa-
UMKNMHA Na 2-M Mecsie 6epeMeHHOCTM MOXeT NPOUCXOAUTb BKO-
YeHWe ero B KOCTHYH TKaHb Mn04a, M0 NIOMKOCTb KOCTeli mpu 3TOM
He noBblWwaetca [Totterman, Saxen, 1969]. MpeanonoxeHne o TOM,
YTO TEeTpauuMKAMH MOXET Bbl3blBaTb MOPOKWM pPa3BUTUA KOHEYHOCTEWN,
He NOATBEPAUIOCH.

Mpou3BoaHble CTPENTOMULMHA MCMONL3YIOTCA B KayecTBe MpOTTT-
-BOTy6epKyne3Hbix npenapaToB. OueBMAHO, YTO OTOTOKCMYECKOEe [eil-
CTBME 3TUX MpenapaTtoB pacnpocTpaHAeTcs He TOAbKO Ha B3pOChbIX,
HO ¥ Ha nnogd. W3secTHo 6onee Al cnydyaeB HapylweHWs cnyxa u
nospexgeHns VIl napbl YyepenHbIX HEpPBOB Yy [AeTeil, MOABEPrwmnxcs
BO3JENCTBMIO CTpenTOMULMHA in utero. PuCK nopaxeHus cnyxa Ko-
neébnetca ot 3% [Rasmussen, 1969] po 11% [Gauguin, Rempt.
1970]. Apyrue aHTUOGMOTWUKW rpynnbl aMUHOTANKO3NAOB (MEOMULUH,
KaHaMWULUWH W FeHTaMULUH) TakXe NOTeHLMaNbHO OTOTOKCUYHLI: Yy 9
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n3 391 pebeHKa, MOABEPrlIerocs AeiCTBMIO KaHamuuuHa in utero,
oTMe4yeHa noTtepa cnyxa [Fujimori, 1967]. Apyrux TepaTOreHHbIX
3 (PEeKTOB aHTUOMOTUKM 3TOW TPYNMbl HE Bbi3bIBAIOT.

K cTaHgapTHbIM NpoTUBOTYOepKyne3HbiM MpenapataMm OTHOCATCSA
H30HMa3ng ¥ napaaMuHocanuMumaoBas kKucnota. WMccnepgoBaHue 60/b-
Wworo u4ucna 6epeMeHHbIX, NeuyuBlIMXCS N0 noBody Tybepkynesa,
He BbISSBUNO YBEAWYEHWUS 4acTOTbl aHOManuini y ux notomcrtea [Ma-
rynowski, Sianozecke, 1972; Jentgens, 1973]. Potworowska, Siano-
zecke u Szulladowicz (1966) o6Hapyxwunu y 7 us 23 aetein, matepu
KOTOPbIX NEeYUANCb 3TUOHAMWAOM, MOPOKM PpasBMTMA 4valle BCErO
LLIHC. HecmoTps ma TO 4TO B APYrux MuccCiefoBaHWAX 3TO He noj-
TBepagunocb [Lignall, 1965; Zierski, 1966], uenecoobpa3Ho oTKa3aTb-
€S OT Ha3HayeHUs 3TOro npenapata 6epemeHHbiM. HoBedwumm npo-
TUBOTYOEpPKYNe3HbIMM npenapataMmn pupamnuumHom (puaMmumnH)
N 3TaMOyTONIOM YXe JieYnnmucb COTHM OepemMeHHbIX 6e3 Kakux-nn6o
BpeAHbIX nocnefacteuii gns nnoga [Jentgens, 1973]. Steen, Stainton-
Eilis (1977) cobpanu paHHble 0 229 OGepeMeHHOCTAX, MPU KOTOPbIX
MPUMEHANNCHL 3TN NIEKAPCTBEHHbIE BelwecTsa; ¥y 6 M3 202 pogusinxcs
peteid (3%) OblM 06HAPYXEeHbl MOPOKM Pa3BUTMA, HO 3Ta BeNMYMHA
He npeBbilWaeT 06WENONYNALMNOHUbLIA YPOBEHb BPOXAEHHbIX MOPOKOB.

TepaToreHHoe fAeicTBME NMPOTUBOMANAPUIAHBLIX MpenapaToB MOXHO
TOMbKO MpeAnonaratb Ha OCHOBAaHWUM OTAeNIbHbIX KAWHUYECKUX Ha-
6M04eHNA, MOCKONbKY OO6LIMPHbIE CUCTEMATUYECKMEe WAWM 3NULEeMUO-
NOrMYecKue uccnefoBaHWs Mo 3TOM npobnemMe OTCYTCTBYHT. bonee
100 NIeT Ha3ag 6biN0 cLenaHo cooOLWeHWe O TOM, YTO xuwuuw Bbl3bIBAET
rNyxoTy y HOBOpOXAeHHbIX [Roberts, 1870]. Winckel (1948) BbigBun
17 cnyyaeB nopaxeHWs OpraHoB 3peHWs M cnyxa y nnoja BCNeACT-
BMe npuema 6GepemMeHHOMW XWHWHA, HO, Y4YUTbiBas LIMPOKOe pacnpo-
CTpaHeHWe 3TOro npenapaTta, aBTOp ne 6epeTcs YTBEpPXAaTb CBA3b
[JaHHOro cpeAcTBa C pa3BUTMEM TMOPOKOB. KakK W3BECTHO, XWHWUH B
60/bWINX [03aX MCMNOMb3YKT C LUenbl W3rHaHua nnoga. Tanimura
(1972), obobwmMBLLINIA faHHble NUTepaTypbl, coobuwaet o 20 cayyasx
poXaeHus fAeTeli ¢ NMOpokaMyu pa3BUTUA NpPU BHYTPUYTPOOHOM BO3-
[JefCTBMM Ha HUX XWHUHA, OAHAKO obliee yucno ob6cnefoBaHHbIX Npu
3TOM He yKasblBaeTcd. B HacTofliee BpeMs B KayecTBe MPOTUBOMA-
NAPUIAHOrO npenapaTa BMECTO XWHWHA MPUMEHAETCA XNOPOXUH, KO-
TOPbIA TakKXe WCMONb3yeTCsa MPU NEeYEHUU CUCTEMHOW KpaCHOW BON-
YaHku. EAMHCTBEHHOe cO006leHMe OTHOCUTE/IbHO BO3MOXHOFO Tepa-
TOreHHOro felicTBusA npenapata noctynuno ot Hart u Nauton (1964):
Y JKEHLWWHbl, NPUHMMAaBLUEA XNOPOXUH B nepuos 4 OGepemMeHHOCTEN,
OflHa 3aKOH4YMNacCb CMNOHTaHHbLIM abopTOM, a TpU ApYyrue — poXAeHUem
feTeil ¢ BPOXAEHHbIMU fedekTammum (0AgWH pebGEHOK C OMNyXo/blo
Bunbmca n remurunepTpodueir; Apyroin ¢ HelipoCencopHOW rayxoToi
N TPETUN C HeMpoCcencopHOW FNyXOTOW M HapyleHWem ncuxodusnye-
CKOro pa3suTms). Ta Xe XeHWMHa poanna 3 340pOBbIX AeTeil, Korga
BO BpeMs OepeMEeHHOCTW He NpuHMMana xnopoxmHa. O TpeTbem Mpo-
TVBOMaNApPUAHOM  Mnpenapate — rMAPOXA0pUAe  XMHAKpPUHa — eCTb
VWb OfHO coobuieHWe, Korga areHnMsnt noyek, spina bifida wn
MErako/floH y HOBOPOX[JEHHOro CBA3bIBaNW C NPUEMOM 3TOro upenapa-
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Ta [Vevera, Zatloukal, 1964]. CnepgyeT NOAYEPKHYTb, 4TO Npu OT-
CYTCTBMW CUCTEMATUYECKUX WUCCNefOBaHUN TPYAHO MPUATM K OKOHYa-
Te/bHOMY 3aK/HOYEHWI0O B OTHOWEHWW MPOTMBOMANSPUIAHBIX MNpena-
paToB; Takum o06pa3oMm, Kaxpgas 6epeMeHHas, MpPUHMMaBLIAA 3TW
cpefcTBa, A0/MKHA ObiTb MHDOpMMpPOBaHa 06 3TOW HeOMNpeae/leHHOCTH.

MeTpoHMAa301 WUPOKO MCNOMb3YeTCHs NPU JIEYEHUU TPUXOMOHO3a
n amebuasa, a TakXe MpuU NIeYeHUU aHa3po6bHON MHbekynu. OfHaKo
MoKasaHo, 4YTO 3TO COEfMHEHWe U ero MeTabonuTbl MPOABAST My-
TareHHyK aKTUMBHOCTb B cucTeMe b6akTepuanbHbiX TecToB [Legator,
Connor, Stockei, 1975]. Mpn neyeHMN MeTPOHWAA30/IOM OOGHAPYXEHO
3HaYUTENbHOE YBENMYEHME 4acTOThl XPOMOCOMHbIX abeppauuit B num-
thouynTax yenoseka [Mitelman, Hartley-Asp, Ursing, 1976]. Peterson,
Staunsh, Ryder (1966) npoBenu aHanu3 ncxonoB 206 GepeMeHHOCTEN,
BO BpEMS KOTOPbIX >XEHLWMWHbI MPUHUMANM MeTPOHMAa30n. ABTOpbI
He BbIIBUNW YBENWYEHUs 06LWell YacTOTbl BPOXAEHHbLIX MOPOKOB, HO B
rpynne o6cnefoBaHHbIX feTeid n3 55 okasanuch 4 pebeHka C nopoka-
MW pa3BUTUS, MaTepu KOTopbiX B | TpumecTpe 6GepemMeHHOCTU fleuun-
NNCb 3TUM npenapaTom. 3HayeHWe 3TOro (pakTa elie HeACHO, Of4HaKo
B LeNIIX OCTOPOXHOCTU Ha3HayaTb MeTPOHWNa30/1 GepeMeHHbIM He cre-
ayer.

MHorne aHTMONOTUKN UHTMOMPYOT cnHTes AHK uam PHK un no-
3TOMY WCMONbL3YHTCA B KayecTBe MPOTMBOBUPYCHLIX WM MNPOTMBOOMY-
XONEBbIX MpenapaTtoB. OKCMepMMeHTbl, MPOBEAEHHbIE Ha PasINYHbIX
BMAaX TrPbI3yHOB, MOKasanuW, 4YTO aKTUHOMUUMH D, MHTOMMUuMH C,
afeHnHapabuHo3ng, (TOPAEOKCUYPUAWH W WLOKCUYPUAWUH 06nagalT
TepaToreHHbIM fAelicTBMeM. [0 cUX MOpP OTCYTCTBYIOT COOOLWEHUS O
CBA3WM JNe4vyeHUs 3TUMM Mpenapatamyu C pasBUTUEM MOPOKOB Yy Yeno-
BeKa.

FTOPMOHbI N MPOTUBOTOPMOHA/IbHbIE MPEMAPATDI

M3BECTHO, 4YTO KOPTUKOCTEPOMAbl HaAMOYEYHWUKOB ABAKOTCA TMOTEH-
uuanbHbIMW TepaTtoremamu [AAs TPbi3yHOB, Bbl3biBas pa3BuTME pac-
wennmH Heba. Mo gaHHbIM nuTepaTypbl, M3 688 cnyvyaeB, Korga nnog
YyesioBeKa nofjseprancs BO34eACTBUIO KOpTUKocTepoupoB unm AKTI,
20 peteli (3%) poamnuchb C NOpoKamu pa3BUTUS, YTO He MpeBbllaeT
KOHTPONbHYI 4YacToTy [Bongiovanni, McFadden, 1960; Serment, Ruf,
1968]. HecmoTpsa Ha TO 4TO OMMUCaHO BCEro NuWb 6 cny4yaeB OCTPOK
HEeJOCTATOYHOCTN HAaAMOYEYHUKOB Y HOBOPOXAEHHbIX, 3TW [JaHHble
cnefyetr npuHuMMaTb BO BHMMaHuWe Bpadvam-nepnarpam. BepoaTHocTb
MepTBOPOXAEHUA WAM NNaLeHTapHOW HefOCTAaTOYHOCTM C OTCTaBaHU-
€M BHYTPUYTPOOBHOrO pasBUTMA OLEHUTb TPYLHO M3-3a OTCYTCTBUA
KOHTpoNndA. Becbma BEpOATHO, YTO BCe M3BECTHbIE OC/OXXHEHWA CKOpee
cBfA3aHbl C 3aboneBaHMeM MaTepu, Mo MNOBOAY KOTOPOro OHa MNPUHWU-
MaeT KOPTUKOCTEpOoufbl, YeM cCaMUMW MpenapaTamu.

AHApOreHbl, B TOM 4uMcne NPoM3BOLHbIe 19-nopTecTocTepoHa, MO-
ryT NpUBOAUTL K MACKYyNWHU3aLWUKN XEHCKUX nnogos (cm. rnasy 10).
Mpu npumeHeHumn npenapata fo 12-i Hepenu 6epeMeHNOCTU MOXET
NPoM30oATH cpacTaHWe rybrno-MOLWOMNOYHbIX CKNafOK, a MpuU BBEAEHMWM
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opemnapata XeHwuHe Bo Il uam 11l TpumecTpe 6epeMeHHOCTU Yy MAO-
fa oTMmedvaeTca runepTpoduma KAMTopa M 60NbLWKX MOMOBbLIX Ty6 6e3
ry6HO-MOLOHOYHOI0 CAMAHUA. BepoATHOCTb MacKynuHu3auuy nnoga
3aBUCUT OT BMAa npenapata W ero Aosbl. Moj BAWAHWEM HOPITUH-
ApOHa aueTaTa MacKynuHuU3aumsa y HOBOPOXAEHHbIX AEBOYEK OTMeue-
Ha B 18% cnyyaes [Jacobson, 1962], a nof BAWAHMEM MeLpPOKCHU-
nporectepona auertarta Tonbko B 1% cnydaes [Bursterin, Wasserman,
19641. Ha nnodbl MYXXCKOro nmnosna a3TW CpeAcTea, MO-BUAUMOMY,
ee OKa3blBalT BPEAHOro BO34eNCTBUSA, XOTA MOXET OTMeyaTbCs YCKO-
peHHOe pa3BMTME MONIOBbIX OPraHoB, He COOTBETCTBYIOLLee CPOKy be-
peMeHHOCTU. B akcnepMmeHTax Ma >XUBOTHbIX OOHAPYXEHO, YTO aH-
THaHAPOreH KunpoTepona aueTaT MOXeT BbI3blBaTb (eMUHU3ALMNIO
MYXCKUX nnogos [Steinbeck, Neumann, 1972].

B 1971 r. Herbst n coaBT. coobwunn 06 ageHoKapymHome Bnara-
avwa y 8 MOMOAbIX XEHWWH, CeEMb U3 KOTOPbIX MOABEPrNCL AeNRCT-
BUIO Aunatuactuns6actpona (A3C) in utero. OTW AaHHble CBUAETENb-
CTBYIOT O BO3MOXHOCTU pas3BUTMA paka, WHAYLWPOBAHHOrO TpaHcnna-
LEeHTapHbIM NEepexoaoM XUMMNYEeCKUX areHToB. OAHAKO XOTS OMMCaHO
6onee 200 cnydvyaeB ajeHOKAapUMHOMbI, O6YCNOBMEHHOW [eNCTBMEM
O3C B npeHaTanbHOM nepuoge, 06liee YUCNO XEHLWWUH, UMEBLUMX Ta-
KO (hakTOp pucka, Kak O3C, coctaBuno npumepHo 500 OOO. B cBs-
31 C 3TUM BEPOATHOCTb Pas3BMTUA paka BO 2-M U 3-M [AecATUNEeTUU
XWU3HW HM3Ka. YacToTa KapuWHOMBI in Situ y 3TWX >XEHWMWH CcocTaB-
naet 1,4% [Mattingly, Stall, 1976]. ¥ 30—90% >KeHLWWH, MaTepu
KOTOpbiX nofyyanu A3C BO Bpems 6OGepeMeHHOCTW, pa3BuBancsd afe-
HOMaT03 Bnaranuuia, HO €ro 3HauyeHWe B KaHLEpPOreHe3e HEU3BECTHO
[Cunning, 1976]. ¥ MmanbumkoB nop BnusHuem [A3C BO Bpema UX
BHYTpUyTpo6HOro pas3sutus B 25% c/yyvyaeB pas3BMBAKOTCA KUCThI
npujgatka fuyka, runoTpomsa AMYek, KancynsapHole YNAOTHEHUA WX
n B 32% cnydvaes oTMeyaeTca aHomanua cnepmbl [Gill, Schumacher,
Bibbo, 1977].

N3 3CcTpOreHoB BO3MOXHbIM TepaTOreHHbIM feiicTBUMEM o06nagaet
KnomudeHa umtpat. N3BecTHO 60siee 10 ciydvyaeB poXAeHUA f[eTeil c
ypoacteamu (B 50% pgedekTbl HeBpanbHOW Tpy6KW) nocne 3advatus,
CTUMY/NMPOBAHHOTO KnoMmugeHom. OfHAaKO B [BYX MUCCNef0BaHMAX,
B KoTopble Bowna 321 GepemeHHasi, TONbKO 4 feTeli poAMNIuCh € Mo-
poKamMu pa3BuUTUSA, YTO He MpeBblllaeT KOHTPONbHbLIA ypoBeHb [Hack
et al., 1972; llarlap, 1976]. Ocoboro BHMMaHWs 3acny>XmBaeT BOMpPOC
0 B/UAHUU K/IOMU(EHA MAM TOHALOTPONMHA Ha MPOLECC pacxoXfeHus
xpomocom B Meiose. Oakley u Flynt (1972) BbIiBUNM ABYKpaTHOE
Mo CPaBHEHMIO C OXuAaemol YyBenW4veHWe 4acToTbl TpUcomMuin 21 y
MoTOMCTBA MaTepel, Y KOTOpbIX 6epeMeHHOCTb HacTynuna Mocfne WH-
OYUHpOBalW O/ oBynAuuK. [MOBbIWEHHAs YacToTa aHeynnouaui o06-
Hapy>eHa M y CNOHTaHHbIX abopTycoB, ecin O6epeMeHHOCTb NPOn30-
Wwna B TeyeHWe Mecaua Mocne SeYeHUA KIOMUKDEHOM MAM MeHOTPO-
nuHom [Bowné, Boué, Lazar, 1975b], MpuHMMas BO BHUMaHUE 3TK
(haKThbl, XEHLWMNH, Y KOTOpbIX GepeMeHHOCTb HacTynuna Ha (oHe Ta-
KOro nevyeHus, cnefgyet npeaynpeauts O BO3MOXHOCTU NPOBeAeHUS
aMHUOUEeHTe3a AN WCKAKYEHUS XPOMOCOMHbIX aHoManuini y nnoja.

19* 291



MporectareHbl WAM KOMOGWHaLWA 3CTPOreHOB C rnporectareHamu
(npoTnBO3ayaTOYHbIE MUIOAN) WKWPOKO UCMOJBb3YOTCA B paHHWe Cpo-
Kn OepemMeHHOCTM C Uenbl ee MnpepbiBaHUA. Kpome TOro, MHorume
XEeHLWWHbI NPOAO0/MKAIT MPUHMMaTb 3TW CPefcTBa, He Mojo3peBas o
HacTynneHnn 6epemMeHHOCTU. Pe3ynbTaTbl OTHOCUTENbHO TepaToreH-
HOro fAeicTBMS 3TUX MpenapaTtoB npoTuBopeynBbl. Tak, Gal, Kirman
n Steen B 1967 r. coo6WMAN, YTO Y XKEHLLUH, NbiTaBWIUXCA NpepBaTb
6epeMeHHOCTU B paHHWE CPOKU C NMOMOLLbI 3TMX MpenapaTos, MOBbI-
leHa 4yacToTa POXAEHWS feTeid C MEHNHroMuenouene unu rugpote-
thanneitl. OfHako B ApPYromM peTpOCNeKTUBHOM WCCAefOBaHWWU, B KOTO-
poe 6bina BkAOYEHA 271 XEeHLWWHa, He BbIABAEHO CBA3WM MeXAy Npu-
MEHEHVEM TFOPMOHaNbHbIX MpenapatoB W POXAEHWEM peTel ¢
pedekTamn HeBpanbHOW TPyO6KW; npepnonaraeTcs, YTO NpoTUBOpeywne
JaHHbIX CBf3aHO C HenpaBUAbHbIM (opMupoBaHnem B paboTte Gal
KOHTPONIbHOW rpynnbl, B3ATOW M3 [pYyroro reorpanyeckoro painoHa
[Laurence et al., 19711.

B 1973 r. 6bina onyb6nukoBaHa pab6oTta Levy, Cohen un Fraser
(1973) o TOM, YTO y 6 M3 76 peTeil € Tpancno3mumeln KpynHbIX
COCY[l0B MAaTepy MPUHUMANM CTEPOUAHbIE MONOBble FOPMOMbl A8 Npe-
pbiBaHMA 6epeMeHHOCTU B nepBble 6 Hep ee. OfHako B 60nee No3gHeM
nccnegosaHuun, nposegeHHoMm Mulvihill, Mulvihill n Neill (1974),
3TW [aHHble He noATBepAunucb. B Wepycanume npu ob6cnefoBaHUm
11 468 HOBOPOXJEHHbIX TMOBbIWEHHAA YacToTa MOPOKOB cepAua u
KPYMHbIX COCYZOB 6blfia BbiiBNeHa Y [eTeil, NOABeprwinxcs AencTBuio
nporectarenoB BHyTpuyTpo6Ho [Harlap, Prywes, Davies, 1975]. EguH-
CTBEHHOE MPOCMNEKTUBHOE wuccnefoBaHne BkAouvaeT 100 peteil, nog-
BEPrLINXCA LeiCTBMIO MporectarenoB B Mepuof paHHero BHYTpUYyTpPoO-
HOro pas3BuTusa; y 6 w3 AUMX ObIAN  KPYMHble MNOPOKWM pas-
BUTUA, UYeTbipe U3  KOTOPbIX npeacTaBnanm cobol MopoKu
cepaua [Nora et al., 1976]. B gpyrom uccnegoBaHum 6bi10 BbISBEHO,
4yTo 70 HOBOPOXAEHHbLIX C MOPOKOM cepfua nojsepranucb AencTsuio
MONOBbIX FOPMOHOB in utero B 67r pa3 uvalie, 4emM B KOHTPONbHOW
rpynne [Janorich et al., 1977]. Mo fanHbiM COBMECTHOI NporpamMmmbi
nepuHaTanbHbIX MccnegoBaHuin 50 282 6epeMeHHOCTEN, 4vacToTa Cep-
[LeYHO-COCYAMCTbIX MOPOKOB B rpynne AeTeld, NoABeprwnxcs fenct-
BMIO MporecTarenos B nepsBble 4 Mec pa3BuTuA, coctaBuna 18,2 Ha
1000; B rpynne pfeteid, MaTepu KOTOPbIX MPUHMMANN OpaibHble KOH-
TpauenTuBbl CNeunanbHO B paHHWE CPOKW 6GepeMeHHOCTH, 4YacToTa
3TUX MNOPOKOB cocTaBuna 21,5 Ha 1000; y peTeld, He MNOABEPrLIMXCSH
[elicTBMIO npenapaTtos, 4acToTa MNOpPokoB 6bina paBHa 7,8 Ha 1000
[Heinonen et al., 1977]. YacTtoTa MOPOKOB CEpAEYHO-COCYAMCTON CuU-
CTeMbl He YBENWYMBAETCH, ec FOPMOHbI MPUMEHATL nocne 4-ro Me-
caua 6epemeHHoOCTU. CTaTUCTUYECKU [LOCTOBEPHble pe3ynbTaTbl O CBA-
31 FOPMOHAaNbHbIX MpenapaTtoB C pa3BUTMEM MNOPOKOB cepgua nonay-
YeHbl TONbKO B OTHOLIEHWN MeAPOKCUMPOrecTepoHa. VIHTepecHo, 4To
MOPOKW APYruxX OpraHoB W CUCTEM NpW BO3AEACTBMM MNporectarenos
He 06HapyXeHbl. MOXHO caenatb BbiBOA O TOM, YTO MPUMEHeHMe Npo-
rectareHoB B | TpumecTpe 6epeMeHHOCTM CBfA3aHO C YBE/NMYEHUEM
4acToTbl Pa3BUTUSA CepLeYHO-COCYAMCTbIX aHOManuii y nnoja.
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Nora A. H. n Nora J. J. (1973, 1975) nokasanu, 4To nporecrares
BbI3biBaeT passutne VACTERL-cuHgpoma y nnoga (BeptebpasnbHble,
aHanbHble, KapAuanbHble, TPaxeonuiwieBOfHble, MOYEYHble aHOManuu
M aHOManuu KoHeyHocTel). OfHaKO B ApYrux MccnefoBaHUsX nofob-
Hoil accoumauum me obHapyxeno [David, O’Callaghan, 1974; Heino-
nen et al., 1977].

B nutepatype BCTpeyaloTCs OTAeNlbHble COOOLWEHUA O 3HAYUTENb-
HOM YBEIMYEHUMN 4acTOTbl Ae(EKTOB Pa3BUTUA KOHEYHOCTER nop Bnus-
HWEM MporecTtareHOB TONbLKO Yy MJOAOB MYXCKOro nona [Janerich,
Piper, Glebatis, 1974; Hellstrom, Lindstem, Nillson, 1976]. OgHako
0N OKOHYaTeNbHbIX BbIBOLOB TpebyeTcs fafibHelillee NMPOBeAEeHUE UC-
cnefoBaHWiA.

FoBops O [AelicTBUW MpoOrectareHoB, cnefyet MNOAYEPKHYTb, YTO,
HeCcMOTpA Ha NPOTUBOPeYMBOCTb AaHHbiX [Oakley, Flynt, 1973; Har-
lap, Prywes, Davies, 1975; Goujard, Rumeau-Rouquette, 1977],
Henb3n OCTaBUTb 6e3 BHUMaHUA paboTbl, MNOATBepXAallme CBA3b
NeyeHUs nporectareHamMn co cneyngpuyeckMmm aHomanuamun. Bepo-
ATHO, 4YTO abCOMIOTHBLIA PUCK POXAeHMA pebeHKa C Nopokamu pasBu-
TWA Nof BO34eACTBMEM MpOrecTareHoB Mal, a BAWSHWE Apyrux dak-
TOPOB WAM TOPMOHa/IbHbIX MpenapaTtoB euie A0 KOHLA He W3BECTHO.
Mo-BMAMMOMY, ATPOreHHbIe BO34ENCTBUA MpOrectareHoB Ha nnofg 6yayT
elle BCTPeyaTbCs, MOCKO/bKY OTCYTCTBYKT [OKa3aTeNnbCTBa 3a(dek-
TUBHOCTM NPUMEHEHUA UX ANA npepbiBaHua 6GepemeHHocTn [Glass,
Golbus, 1978].

3a WUCKNUYEHWEM TFOHafOTPOMMHOB, OTpULATeNbHOE [AeiCTBME Ha
nao4 v3 rpynnsl rMnogu3apHbIX FOPMOHOB MOXET O0Ka3blBaTb OKCU-
TOUMH. BnepBble Mast n coaBT. (1971), a 3aTem W Jpyrue uccnego-
BaTenn [Davies et al.,, 1973; Chalmers, Campbell, Turnbull, 1975]
ony6nmkoBanu faHHble, CBUAETEeNbCTBYHOLWME O CBA3U MexXay npu-
EMOM OKCUTOLMHa W pas3BUTUEM runNepbunnupybuHeMmun y HOBOPOX-
OeHHbIX. TunepbunupybuHemunsa, Bbl3BaHHasA OKCUTOLMHOM, He 3aBW-
CUT OT Cpoka O6epeMeHHOCTM, MacCbl Tena NpuM POXAEHWUU W yucna
6annos no wkane Anrap, U HeM3BeCTHO, CBfA3aHa /M OHa C nepepac-
npefeneHMeM KpPoBM MeXAy MA04OM W MAaueHToil, pacnafgoMm 3puTpo-
LMTOB UM CO3PEBAHMEM MEYEHOYHbIX (DEPMEHTOB.

[OpPMOHbI LWWUTOBUAHOM >Kene3bl O4YEeHb YacTo MO MeLULMUHCKUM
NOKa3aHUAM MPUMEHSAIOTCA BO BpeMs 6GepeMeHHOCTU, HO OHW, Bepo-
ATHO, NJI0OX0 NPOXOAAT yepe3 nnaueHTapHbln 6apbep. B 3Toli cBA3M,
HECMOTPA Ha MX LUIMPOKOE WMCNOMb30BaHWe, UMETCA NUWb OTAe/bHbIe
COOOLEHNS O pPOXAEHWN JeTeil ¢ MOpOKamMu pasBUTUS MpuU ynoTpeo-
NeHWW MaTepblo 3TUX ropMoHOB. C ApYroi CTOPOHbI, MPUMEHEHUe
aHTUTUPOUAHBIX MpenapaToB, KaK W3BECTHO, MOXET MPMBECTM K pas-
BUTWUIO BPOXAEHHOro 306a MAM TUNOTUPO3Y. AHTUTUPOUAHbIE Mpe-
napatbl, 610KMpylOLWMe MpoLecchl MOAMPOBaHMA TMPO3MHa M MNpeBpa-
WweHne AMIAOATUMPO3MHA B TUPOKCWUH, MPUMEHSAIOTCSA NPU JIEYEHUU TH-
neptTuposa y maTtepu. ITU npenapaTbl Jerko MNPOHUKAKT 4Yepes
nnaweHTy M MOTYyT Bbi3blBaTb pas3BUTUE BPOXAEHHOrO rMNOTUPO3a
WA TUNepTPOMYECKOr0 KOMMeHCaTOpHOro 306a. 306 HOBOPOXAEH-
HblX, 0OYCNOBMEHHbI AeWCTBMEM 3TWX MpenapaToB, 06bIYHO He npn-
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BOAMT K paccTpoiicTBam fblXaHuUs. Pa3BUTUA KPeTUHU3MA MOXHO
n3bexatb BBeAEHWEM MUHUMANbHbIX MOALEPXMUBAKOLWMX A03, U NPU-
3HaKW HeoHaTaNbHOro rMNOTMpO3a ucuyesawT yepes 2—6 Hed. Ecnwm
MaTb MNpOAOJ/DKAeT JleYeHWe, FpPyjHOe BCKapMiuBaHue pebenka npo-
TuBonokasaHo. Burrow wu coaBT. (1968) npoBenu cpaBHeHWe feTeil,
NOABepPrwIMxca BO34ENCTBMIO NMPONMATHOYpauuna in utero, ¢ ux cub-
caMmn, KOTOpble He noABepranucb AeACTBUIO 3TOr0 Bel,ecTsBa, W ne
NanTiM 3HAYUTENbHbLIX Pa3NNYMiAi B UX YMCTBEUNOM pasBUTUK, Macce
Tefla M KOCTHOM BoO3pacTe. Hapsay C€ 3TUM ecTb cooOLWeHus o 5 cay-
yafx PpOXAeHUS [eTell C A3BEHHbBIMU MOPaXenuaMu KOXMW T[ONI0BbI:
mMaTepu MX BO BpemMs GepeMeHHOCTW npuHumanu metmmason [Milham,
Elledge, 1972: Mnitnba, Burrow, 19751.

Lna neyeHns ruHepTMposa, a TakXKe B KauyeCcTBe MYKOAUTUYECKNX
CpeAcTB Npn acTMe UCMNOMb3YT HeopraHnyeckume noanabt. OHU Nerko
NMPOMNMKalT Yepe3 nnaueHTapHbl H6apbep, napytnas PYHKLUIO LWKUTO-
BMNANOWN >Xenesbl M0Aa W Bbi3blBas €e runepnnasvio. BbipaXeHHbI
306 HapylwaeT mpouecc rnoTaHWA y Maoda, UYTO MPUMBOAMT K MHOrO-
BOAMIO U MOXET CAYXWUTb MNPUUYUMHON CMEPTU HOBOPOXAEHHbLIX OT
acuKCUmn. Y BbIXXKMBLIUX AeTeli 4acTo 06HapyXMWBaKOT MPU3HAKU Kpe-
TuHnama [T Wolfl; 1969; Carswell. Kerr, Hutchinson, 1970]. Takum
obpa3om, upesmepHoe ynoTpebneHue NOAUAOB XEHLMHAMW BO BPeEMS
6epeMeHHOCTU U TpPyANOro BCKapM/MBAHUA [OMKHO O6biTb UCKKOYe-
HO. K TOMy Hee W WTOBMAHAA >Xefe3a NNoja HauyMHaeT KOHLEHTPUpO-
BaTb #of nocne 1M-in nepentt pa3sutua [Shepard. 1967]. noatomy
BBeJenue B MaTepUHCKUI OpraHu3m pajuMoakTUBHOIO ioja B 3TOT
nepuog u Mo3gHee MOXeT MNPUBOAUTL K Pa3pyLUEHWI0 TKaHW LWMTO-
BMAHOW >Xenesbl nnoga. CnepoBaTenbHO, MPUMEHEHME PajMOaKTUBHOIO
1311 paxe B AMAarHOCTMYECKMX LieNsiX BO BpeMs OepeMEHHOCTU Hexe-
naTenbHo.

M3yueHue TepaTOreHHOro BO3AeWCTBMA Ha N0L TMMNOrIMKEMHYe-
CKMX npenapatoB, NPUMEHsieMbIX ANS NedyeHus pfuabeTa, npeacras-
NAeT 3HAUYMTeNbHble CMOXHOCTM, Tak KakK camo 3aboneBaHue conps-
XXEHO C NOBbIWEHWEM 4YacCTOTbl BPOXAEHHbIX aHOManuii y noToOMCTBa
60/bHbIX MaTepei. Y4uuTbiBas CXOACTBO MOPOKOB (32 MCKAOYEHUEM
CUHApPOMa Kay[anbiTOW perpeccun) y pfeTeil, poOAUBLUMXCA Yy 340pO-
BbIX XEHLWMWH W 60MbHbIX AMabeTOM, a TakXe YBENWYEHHYH 4acToTy
MOPOKOB PasBUTUA Y MOTOMCTBA HefleYeHbIX OO0/bHbIX XEMWMWH. cyu-
TaeTCA. UYTO MHCYNMH He o6nafaeT TepaToreHnbiM feiicTBueMm. Bonb-
WY HaCTOPOXEHHOCTb B OTHOWEHWW TepaTOreHHOro [AeicTBUA Bbl-
3bIBAlOT OpanbHble TUWOFIMKEMWYECKME Mpenapatbl, B 4YacTHOCTK
cynbdoHmnnyp. OfHAKo, HECMOTPS Ha BbIpaXeHHOe TepaTtorenHoe fgei-
CTBME HA XMWBOTHbIX, YeTKME [AoKasaTeNnbCTBa 06 YBeNMYENNM 4acTo-
Tbl MOPOKOB Yy YenoBeKa Mofj BAWAHMEM 3TUX MpenapaToB OTCYTCT-
BYIOT.

PACTMPOCTPAHEHHbLIE BPEAHBIE XMMWYECKWE BELLECTBA

K ogHoMy U3 Haubonee BpeAHbIX (haKTOPOB, [AEACTBYHOLWMUX Ha Nnog,
OTHOCUTCS anKkorofib, KOTOPbIM 3/10ynoTpe6nseT GepemeHHas. B co-
BPEMEHHOM O6LLeCTBe afKOro/M3M OYeHb PacnpOCTPaHEH, a U3 XeH-
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WHH [eTOPOLHOro BO3pacTa ankoroM3mMom cTpajaeT nNpuMepHo 1—
2%. B 1973 r. Jones u coaBT. ony6aukoBanu coobuieHne o 8 aeTax
C 0O4MHAKOBbLIMU MOpPOKaMy pa3BUTWA, POAMBLUMXCA OT MaTepei, cTpa-
JalWNX XPOHUYECKMM  ankoronusMom. @eTanbHbIi  anKOroMbHbINA
CUHAPOM MpPOABAAETCA OTCTaBaHUEM WHTENNIeKTYalbHOro pas3BUTUSA
[1Q"79% (44%)], npeHaTanbHOn runonnasveinn (32%), aHoOManus-
mMun rnas (25%), cyctaBoB (25%) m nopokamu cepgua (25%) [Jones
et al.,, 1974]. NMomMumMo 3TOro, y HOBOPOXAEHHOrO0 MOXET pa3BMBaThCH
CUHAPOM «OTMeHbl» [Pierog, Chandavasu, Woxler, 1977]. HeymepeH-
Hoe ynoTpebfieHWe afnKorons BO BPeMS OEPEMEHHOCTU MOXET TakKXe
noBbIWaTh PUCK pa3BUTUS aHomanuini y nnoga [Streissguth, Hanson,
Smith, 1977]. Mo faHHbIM 3TUX aBTOPOB, U3 16 XEHWMWH, NPpUHUMaB-
Wunx exegHesHo no 2 yHuun (56,6 r) u 6onee ankorons, 19% po-
AWnn peTeli ¢ npu3HakamMu eTanbHOro anKoronbHOro CUHAPOMA.
N3 54 >XeHWwWH, NpuHUMaBLLINX exefHeBHO 23,3—56,6 r ankoronsg,
B 11% cny4yaeB OTMeyanucb NPU3HaKM ankoronbHOro CcuUHApoMa y
feTei.

YnotpebneHne 6epeMeHHbIMU HAPKOTUKOB TakXXe MNPUBOAUT K pA-
[y aKyLWepCcKUX OCNOXHEHWI, BKAKOYAKOLWMNX 0TCTaBaHUe BHYTPUYTPO6-
HOro pasBUTUS, NPeXAeBPeMeHHble pofbl, Ar04MYHOE NpefnexawuTte n
TOKCeMuio. Y 65—75% HOBOPOXAEHHbIX pa3BMBAEeTCA CUHAPOM «OT-
MeHbl», 4TO B 3—4% cnyyaeB MNPUBOAUT K JeTalbHOMY WCXO4yY.
B uenom psge uccnefoBaHUin NpOLEMOHCTPUPOBAHO YBENWYEHUE puc-
Ka BPOXJAeHHbIX aHomanuii [Reddy, Harper, Stern, 1971; Zelson,
Rubio, Wasserman, 1971]. OnucaH cny4yail CUHAPOMa «OTMEHbI» Y
HOBOPOXJEHHOr0 BC/IeACTBME 310YyNOTPebieHUA MaTepbio MNPONOKCU-
(hoHa.

Ye yCTaHOBNEHO, YTO KypeHue 6GepeMeHHON Bbi3biBaeT 3afepXKy
BHYTpUyTpo6HOro passutua nnoga [W. Simpson, 1957], yBennumsaet
BEPOATHOCTb MmepTBOopoxdernw [Rush, Kass, 1977] n nepuHaTanbnoi
cMepTHocTu [Meyer, Tonascia, 1977]. BnnaHue Kypenus Ha 4acTtoTy
BPOX/AEHHbIX MOPOKOB elle He ACHO, MPUMEPHO B MNOMOBMHE MUCCAedo-
BaHWI 0TMEYaeTCA YBE/MYEHNE YACTOTbl BPOXK/AEHHbIX aHOManui, B TO
Xe Bpems B Apyrux pabortax 3TOT (hakT He OTMeyaeTcH.

MpegmeToM Uenoro psfga MCCNefoBaHWA sABNANOCL ynoTpebneHue
Anatunamuga nusepruHosoin kucnotel (LSD). Long (1972) ob6cnepo-
Ban 161 pebeHka, y KOTOpbIX poAWTenM A0 3avyaTus u/unu BO BpemA
6epemeHHOCTM npuHumann LSD. B 3% cnyuvaeB (5 pgeTeii) o6Hapy-
XKEHO YKOPOYEHMe KOHEYHOCTEeW, YTO aBTOpP 06bACHAET WMMEHHO BO3-
peiictemeM Ha nnog LSD. CrnegyeT nMofyYepKHYTh, UTO y 06cnefyembix
B3POCNbIX B aHaMHe3e OTMeyYaeTCca MHOroKpaTHoe ynoTpebneHue npe-
nmapaTta h, Kak NpaBW10, MOBbLINTEN PUCK Pa3NUUYHbIX HapyleHWUR pe-
NpoAyKTUBHOM (yHKuum. lacobson, Berlin (1972) o6cnegosanm
148 GepeMeHHbIX, NpuHUMaBwWKnx LSD, u Bbigsuan y 3,4% poaue-
lWnxca feTed aHomManuum KoneynocTel, a y 9,6% MOPOKM pasBUTUA
LLHC. B 3TOil CcBA3M >XeHuWwWHaMm, npuHumaswmm LSD, cnegyet npo-
BOAUTbL YNbTPa3BYKOBOe o6CnefoBaHWe WAM amMHUOUENTe3 ANS onpe-
feneHua cogepxanus a-QeTtonpoTeMHa C Lenbl MpeHaTanbHOro Bbl-
ABNeHUA fedeKTOB neBpanbnoil Tpybku. BaumsaHue LSD Ha uvactoTy
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XPOMOCOMHBIX MOJIOMOK elle A0 KOHLa He BbIICHEHO, 0AHako Dumars
(1971) npwn uccnegosaHum 141 pebeHka, pOAUTENN KOTOPbIX ynoTpeo-
nanu LSD, He BbIABUA YBENWYEHWUSA 4YACTOTbl XPOMOCOMHbIX MOMOMOK
U nepecTpoek.

TPAHKBUTNI3ATOPDI

JTOT Knacc npepcTtaBnseT coboli 0co6bI MHTepec, TakK KakK K Hemy
OTHOCMTCA Tanngomupi, o6nafallnii CUAbHLIM TepaTOreHHbIM [encT-
BveMm. Tanngomug ! WMpOKO ucnonb3oBancsa 3a npegenamu CLUA Kak
TpaHKBUAM3aTOP W CcefAaTMBHOE CPeAcTBO. TanuAOMUAHBLIA CUHAPOM
BK/IOYAET pas3finyHble aHOManauu KOHeuyHocTel (YKopoueHMe), yxa n
Hoca, AeteKkTbl cpeAHeil [onu MpaBOro Nerkoro, MOpokKu ceppgua, nu-
Nnopo- NAn AyofeHanbnblii CTEHO3, aTpe3un >Keny[oUYHO-KULLIEeYHOro
TpakTa. Y OAHOW [eBOYKM C 3TUM CUHLPOMOM Habnwpjanacb Mine-
poea annasusa [Hoffmann, Grospiotsch, Sihn, 19761.

Manble TpaHKBUAM3ATOPbl LWWPOKO MPUMEHSAIOTCA aMepUuKaHCKN-
MW XeHWMnHaMn. B Lenom psage paboT y4yeHble UCCNefoBanu BAUSAHUE
menpobamaTta (mMenpoTaH) M xnopgHasenokcmpa. Mo gaHHbiM Milko-
vich, van den Berg (1974), aHomanuu pasBuWTUS BCTpevyannucb Yy
12,1% peTeil, nofBeprwmxcs BO3AeWCTBUMIO MenpoTaHa, y 11,4%,
NoABEpPrwINXcs BO3LENCTBUIO XJOPAHA3eNOKCMAa, N0 CPaBHEHWUIO C
2,6% B KOHTPONbHON Tpynne. B o6cnefgoBaHHOl rpynne neKapCTBEH-
Hble CpeAcTBa MPUHMMAaNWUCb XXEHUWMHamu B nepBble 43 [HA nocne
nocnefHeil MeHcTpyauuu, HabnogeHue 3a PoAMBLIMMMUCA [eTbMU Be-
nocb B TedyeHue 5 ner. B TO Xe Bpema Hartz n coasT. (1975)
He ManTAM YBENUYEHWA PUCKA Pas3BMTUA BPOXAENMbIX aHOManuii B
pesynbTaTe BAWSHUA 3TUX cpeacts. Oanako Hartz u coaBT. onucanu
MOPOKMW, BbISIBMEHHbIE TONbKO Ma 1-M roAy >XW3HW, W BbISABAEHHbII
MMN YypOBeHb MOPOKOB B KOHTPO/e MoyTM B 3 pasa npesbiwan ypo-
BEHb, BbIIBMEHHbI B MNpeabigylieM uccnefoBaHun. Takum o06pasom,
pasnuuve pesynbTaTOB MOXHO Oblj0 6bl 0O0BACHUTL pPasnIMYHOW MeTO-
AnKoli obcnepgoBaHua. B pabote Crombie u coaBT. (1975), MeHblueit
no o6beMy, OnMcaHbl NOPOKMW, BbiIBEHHbIE B TeYeHUe MepBbiX 6 Hep
XU3HU. [0 UX [aHHbIM, XNOpPAMa3eHOKCUJ He O0KasbiBaeT BPeAHOro
BO34eNCTBMSA Ha NA04, B TO Xe BpeMs NPUMEHeHWe MenpoTaHa B
| TpumecTpe 6epeMeHHOCTM NPUBOAUT K 3HAUYUTENIbHOMY YBENUYEHUIO
4acToTbl BPOXAEHHbIX MOPOKOB. Takum 06pa3om, umeroLlimecs faHHble
NPOTUBOPEYMBLI W MNe MO3BONAKT CAenaTb ONpefeneHHOro BbiBoda OT-
HOCUTENbHO 3TUX [ABYX MpenapaTos.

Bce uccnegoBaHus 0 AeACTBUM Amaszenama Ha Naof4 HOCAT peTpo-
CMeKTUBHbIN xapakTep. Bnepsbie B cTaTbe Safra, Oakley (1975) us
LleHTpa no KOHTpon 3a 60Me3HAMU 6blN0 COOOWEHO O 4-KpaTHOM
YBEIMYEHUN pUCKA pPa3BUTKUS paclennH rybbl € pacliesMHoi Heba
unn 6e3 nocnefHeli y nnioga BCMeACTBME MPUMEHEHWA fua3enama B
| TpumecTpe 6epemeHHOCTU. B 3Toil cBA3WM cnefyeT YNOMSAHYTb AaH-
Hble @PUHCKOr0 perucTpa BPOXAEHHbIX MOPOKOB, COrNacHO KOTOPbIM

1 B CCCP aTOoT npenapaTt He mncnonb3yetca. —lpumed. peg.
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HabnofaeTca 3HAUYMTENbHOE YBENMYEHWe CaydaeB paclieNnH Heba y
feTell, nofBeprwmnxcsa AeiCTBUIO [fuaszenama B MepBble 3 MeC BHYT-
puyTpo6Horo passutusa [Saxen |., Saxen L., 1975]. HopBexckune
uccnefoBatenn 06HapYXWAU 6-KpaTHOe yBe/MYEHWe YacTOTbl pa3Bu-
TWS paclwennH y HOBOPOXAEHHbIX MOA4 BAWSIHWEM Auasenama [Aar-
skog, 1975]. CnepoBaTenbHO, GepeMeHHble, MPUHMUMaBLLIMNE AMa3enam,
OOMKHBI ObITb NpeaynpexpaeHsl 06 3TOM, HO He cnejyeT 3abbiBaTb,
uyTo fJaxe 6-KpaTHOe YBE/NMYEHMWE YacTOTbl Pa3BUTWA pacleNnuH
He npeBbiwaeT 1% BEPOATHOCTM POXAEHUA MNOPaXeHHOro pebeHka.

HEAPOJNIENTUYECKWE CPELACTBA

Bonpoc 0 BAMAHWW COeAUHEHWIA (eHOTuasMHa Ha pas3BuTUe nao0ja
o6CcyXJaeTca YyXe noyTu B TeyeHWe [BYX JecatuneTuii. HepaBHo
(hpaHUYy3CKMMU Yy4YeHbIMW OblI0 NPOBELEHO MNPOCMEKTUBHOE WCCAefo-
BaHue 12 764 6epeMeHHbIX, U3 KOTOpbIX 315 npuHumanu npenapatbl
(beHoTmasumHa B 1 TpumecTpe [Rumeau-Rouguette, Goujard, 1977].
Okasanocb, 4YTO 4YacToTa pPa3BUTUA MOPOKOB Yy UX [eTeil 3HAYMUTENbHO
Bbille, YeM y feTell KOHTPONbHON rpynnbl. MNpu 3atom 6onbwum Te-
paTtoreHHbIM felicTBueM obnafjanu coefUHEHUS, cofepxalive B 6OKO-
BOW uenu 2- uam 3-anmdaTtuyeckyt LUerno4yky, MO CPaBHEHWUID C CO-
eAVHEHNAMMK, cofepXalMMu B OOKOBOW Lenu nunepasMH WAM nune-
puanH. OfHako, aHanu3upysa [aHHble COBMECTHbIX MepuHaTanbHbIX
nccnepgoBaHuidi, Slone n coasT. (1977) He BbIABUAM YBENNYEHUA 06-
Wed 4YacTOTbl MOPOKOB Yy HOBOPOX[JEHHbIX, HO MOKa3anu OTHOCUTENb-
HOe yBe/NMYEeHWe pUCKa AN pa3BUTWS MOPOKOB CEpPAEYHO-COCYAUCTOW
CUCTEMbI, 4YTO eule TpebyeT TuULATeNbHOW NpoBepku. Tem He MeHee
noka OTCYTCTBYIOT ybeAuTeNnbHble AaHHble O 6€30MacHOCTU npenapa-
Ta, HasHayaTb ero 6epemMeHHbIM CcfiefyeT TONbKO B Cnyyae KpaiiHel
HEeobX0AMMOCTU W TOJIbKO MOCAE KOHCYNbTauum ncumxmarpa M rMHEKOo-
nora.

Fanonepngon, npousBofHoe 6yTupodeHoNa, MPUMEHAT AN fe-
YeHMa WK30(hpeHMM M Mcuxo3oB. B nutepatype wumeroTca ABa c006-
LWEHNA O POXAEHUN [eTeil ¢ MOPOKaMU KOHEYHOCTe y maTepeil, npu-
HMMaBLIMX MpenapaTt B paHHMe cpokum GepemeHHocTu [Dieulangard,
Goignet, Vidal, 1966; Kopelman, McCullar, Heggeness, 1975]. C gpy-
roil CTOpOHbI, nMpu o6cnefgoBaHMyM 189 HOBOPOXAEHHbLIX, MaTepu KO-
TOPbIX NPUHUMaNW ranonepuion B KayecTBe MPOTUBOPBOTHOrO cpej-
CcTBa, MOPOKOB pa3BUTUA He BbiABNeHO [Van Waes, Van de Velde,
1969]. OgHako noka HeT OKOHYaTeNbHON fACHOCTW B 3TOM BOMpOCe,
NpUMeHATb NpenapaT BO BPeMsA OepeMEHHOCTU HeXenaTesbHO.

B 1972 r. 6bina ony6nmkoBaHa pabota McBride o Tom, uto Tpu-
LMKNNYEeCKNE aHTUAenpeccaHTbl MOTYT Bbl3blBaTb YKOPOYEHWEe KOHeu-
HOCTeil y nnofa, HO B fanbHelleM 3TW [JaHHble He Hawau NoATBepX-
peHna [Banister et al., 1972; Rachelefsky et al., 1972].

McuxocTumMynaTop amgeTamMuMH TakXxe npeacTaBnsget coboil npo-
M3BOA4HOe (eHOTMasnHa. B 60NbWIOM pPeTPpOCMeKTUBHOM WUCCefoBa-
Humn, nposegeHHoM Nelson n Forfar (1971), nokasaHo npeob6nagaHue
BPOX/AEHHbIX MOPOKOB B rpynne feTeil, noABeprwnxcs AeACTBUIO aMm-
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(heTaMUHa in utero, NO CPaBHEHWID C AETbMW KOHTPONIbHOW Fpynnbl.
Mpn wuccnefoBaHMM HOBOPOXAEHHbIX C NOPOKamu CepAevyHO-COCYAu-
CTON cucTembl 6Oblfla BbiiBAieHA CBA3b HX C NpeHaTasbHbIM BO3AeWlCT-
Buem amgertamuHa [Nora, McGill, McNamara, 1970]. OpgHako B
60/1blWIOM NPOCNEKTUBHOM wuccnegosaHuun, nposegeHHom Millkovich,
van den Berg B 1977 r., CBA3N MEXAY PasBUTUEM TSHKENbIX MOPOKOB,
a TakKXe TO/bKO MOPOKOB CepAeYHO-COCYAUCTON CUCTEMbl U AEeACTBU-
eM npenapaTa He HalfleHO; 0A4NaKo OTMevaeTCs BO3MOXHOCTb CBA3Y
MeXJay npueMoM npenapata BO BpemMs 6GepeMEHHOCTW C pasBUTUEM
NNUEBbIX paclwenuH y naoga. 3acnyXxuwBaeT BHMUMaHUA OnNucaHue
4 cny4yaeB aTpe3un XenuyHblX MNPOTOKOB (fOBOMbHO pPeAKUiA Nopok)
Yy HOBOPOXAEHHbIX, MaTepu KOTOPbIX NPUHUManM Ha 2-Mm N0 3-M Me-
cauax 6epemeHHocTM amgeTamuH [Levin, 1971]. Takum ob6pa3som,
BOMPOC O TepaTOreHHOM AeilcTBMM ameTamuHa TpebyeT MpPoOBeAEHUS
fanbHeAW X nccnegoBaHuii.

AHTUMAHWAKANBbHBIE CPEACTBA

Ona nevyeHns 60NbHbLIX C MAHMAKaNbHO-AENPECCUBHBIM MCUXO30M LIKN-
POKO WCMOMb3YWT COAM NUTUS. BcnefcTBMe BO3MOXHOMO TepaTOreH-
Horo appekTa nuTmMa B CKaHgMHaBuu, a 3ateM B KanudopHun 6binm
CO34aHbl perucTpbl fAeTel, KOTOpble MNOABEPr/UCb ero BO3AEACTBMIO.
B peructpax npejcTaBfeHbl cBefeHus o 166 getax; y 18 oTmeuanuch
MOPOKMW pasBUTUA, U3 KOTOPbLIX Y 13 6bl1M MOPOKU Cepaula U KPYMHbIX
cocypoB [Schou, 1976]. Yawe BCcero m3 nNoOpokKoB ceppua Habnwoganm
peAKo BCTpedvatowyroca aHomanuio 36wTeinHa (4 cnyvada) [Weller,
1974]. Npu panbHeilwem HabnwAeHUM 3a AeTbMU, Y KOTOPbIX OTCYT-
CTBOBaNW BUAMMblE MOPOKW pPasBUTUA, OTKJOHEHWUIA B ncuxodusnye-
CKOM cTaTyce He BbifiBleHO [Schou, 1976]. B To e Bpemsa NUTWiA
cnefyeT paccMatpuBaTb KakK TepaToOreHHoe CpefAcTBO, M ero WUCMnofib-
30BaHue BO BpeMs 6epeMeHHOCTM He pekomeHAyeTcs. [MOCKONbKY M-
TWA NPUCYTCTBYET B FPYAHOM MOJIOKE XXEHLWWH, nony4valowux npena-
paTbl €ro, Lenecoo6pasHO O0TKa3aTbCA OT rPYyAHOro BCKapMAuBaHuA
pebeHKa.

MPOTMBOCYAOPOXHbLIE CPEACTBA

MpumepHo ofgHa n3 200 GepeMeHHbIX CTpajaeT anunencueit, B pe3ynb-
TaTe Yero B TeuyeHWe BCell GEPEMEHHOCTU OHa BbIHYX/JEHa NPUHUMATb
NMPOTMBOCYAOPOXMbIE CpeAcTBa. BrnepBble BomMpoc 06 HX BPejHOM
BANAW W na nnog obcyxpganca Janz n Fuchs (1964), koTopble npo-
BEIM PETPOCMNeKTMBHOe o06cnefoBaHue 216 >KeHWMWH, CTpajatoLimnx
anunencueid, n OBHAPYXWUNU, 4to y [> feYeHbIX XEHWUH pofTTnTTCh
LeTn C MopoKamu pa3BUTWA, TOrja Kak y He/IeYeHbIX XEHLIMH BCce
fLeTn 6binn 340pOoBbl. M3-3a Manoro yucna 06CNefoBaHHbIX, a TaKXe
HemonHoro o6cnefoBaHUs MoTtomcTea (TOMBKO XXUBOPOXAEHHbIE) aB-
TOpbl HE CK/OHHbI 6blAM fAenaTb Kakux-nMbo BbIBOAOB. 3aTeM B 1U-
TepaType MOABUAUCL OTAe/bHble COO6LLEHUS OTHOCUTENIbHO MNOBbILIE-
HUS 4acTOThl paclienuH rybbl C paclienuHoit Heba nau 6e3 Mocneg-
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Heldi 'y peTell, nNOABepPrwnxcs  AeACTBMIO  NPOTMBOCYAOPOXHbIX
npenapatoB in utero [Meadow, 1970; Elshove, van Eck, 1971].
C 1972 r. uucno paboT, MNOCBAWEHHbIX W3YUYEHUK TepaTOreHHoro
[LelcTBMA 3TUX npenapatos, yBenuumnocb. Tak, Speidel n Meadows
(1972) o6Hapy>xunu 3-KpaTHOe NO CPaBHEHWUID C KOHTPONieM YBeu-
YeHWe 4acTOTbl BPOXAEHHbIX MOPOKOB B rpynne AeTeil, MaTepu KOTO-
pbIX MPUHMMaNU WPOTMNBOCYAOPOXMbIe MpenapaTbl. AHanOrM4yHble pe-
3ynbTathl 6bIAM NonyyeHbl nosgHee [Bjerkedal n Balma, 1973; Lowe,
1973; Miller n Nevin, 1973]. 3aTeM MOSBUNOCb YTBEPXAEHWE, 4YTO
anunencus cama Ho cebe MOBbIWAET PUCK POXAeHWs pebeHKa C Mo-
pokamu [Niswander, Wertelecki, 1973]. OgHako B MHOFOYMUCAEHHbIX
nccnefoBaHWAX He OOHapyXXeHO pasHWLbl B 4acTOTe pofefeHus fe-
Tel C nopokamMu pasBUTUA Y XKEHLLMH C HefevyeHON anwuaencuein wu
Yy XXEeHUWMWH KOHTponbHoW rpynnbl [Elshove, van Eck, 1971; South,
1972; Koppe et al., 1973; Lowe, 1973; Monson et al.,, 1973; Anne-
gers et al.,, 1974]. bonee TOro, Cyaopornm BO BpemMs 6GepeMeHHOCTH
He ABNAKOTCA (HaKTOPOM, NOBbIWAOLWNM BEPOATHOCTb POXAEHUA pe-
6eHKa ¢ nopokamu pasButua [Shapiro et al., 1976]. AHann3 faHHbIX
nMTepaTypbl, NPOBeAEHHbI aBTOpaMW HacTOAWEN KHUTU, yKa3blBaeT,
4YTO NpPUMEHEHWe MPOTUMBOCYAOPOXHbIX MpenapatoB MNpUBOAUT K 2—
5-KpaTHOMY YBENMYEHUID PUCKA POXAEHUA MNOTOMCTBA C MOpOKaMu
pasBuTUA, NpuyeM C npeobnajaHueM cpeau HUX NULEBbIX paclyennH
n nopokos cepgua [Annegers et al., 1974; Mill et al., 1.974; Janz,
1975].

B 1974 r. Barr, Poznanski n Schinickel BnepBbie onucanu cne-
UMPUYECKNA CUHAPOM, BKIOYAKOLWMA FMNONNA3NI0 ManbleB U HOrTel
H CBf3aHHbIA C BO3f4eCTBUEM AudenmnrungaHtonHa. CUHAPOM, Xapak-
TepusyloWwmninca BHYTPUYTPOBHOW runonnasmein, mukpouedanvein, ym-
CTBEHHO OTCTaNOCTblO, BblByxaHWemM n06MOro WBa, 3NMKanToMm, MTO-
30M U rpbbKamu, Obll Ha3BaH (eTaNbHbIM TUAAHTOMHOBbLLI CUHAPO-
mom [Hanson, 1976; Hanson, Smith, 1976; Hanson et al., 1976].
Mpu o6cnegoBaHun 139 peTeld, mMaTepu KOTOPbIX NpUHMUManu Aaude-
HunrugaHToun, y 11% 6bi1 AMArHOCTMPOBAH TUAAUTOUMNOBBLIN CUH-
apoM, a y 31% peTeli nNpuCcyTCTBOBaAM HEKOTOPble MPU3HAKW €ro
[Hanson et al., 1976].

TpnmeTagwiw (TPUMETUH), NPUMEHAEeMbI Npu nevyeHuun petit mal
3aNWNencuun, TakXe BbI3bIBAET pas3BuUTUE CheLupPUyYecKoro cuHipoma
[German, Kowal, Ehlers, 1970; Zackai et al., 1975]. TpumeTtagno-
HOBbIA CMHAPOM BK/KOYaeT OTCTaBaHWe B pocTe U pasBuTumn. Y-06-
pa3Hble 6pOBM, 3MNMNKAHT, HW3KO PAaCMOOXEHHbIE YLIHbIE PaKOBUWHBI,
aHoManuu Heba ¥ HempaBWUbHbLIA pocT 3y60B. B HekOTOpbIX caydasx
O0TMeYaloTCs MOPOKW Pa3BUTUSA CEpPLeYHO-COCYAUCTON CUCTEMbl U ApY-
rMX BHYTPEHHUX OpraHoB. M3 53 6GepeMeHHOCTeW, KOrfa >XeHLWMb
NPUHUMaNU TPUMETaAMOH WMAM MapameTafuoH, 87% 3aKOHYWUNIWUCHL Nn-
60 rubenbto nnoga, 6o poxpeHuem pebeHKa C (eTanbHbIM TprMme-
TagnoHoBbIM cuHgpomom [Feldman, Weaver, Lovrien, 1977].

deHobapbuTan Mcnonb3yetTcs B Ne4eOHON MpakTUKe B TeyeHwue
60 neT W, NO-BUAMMOMY, fBNsAeTCS 6e3BpeAHbIM C TOUKM 3penHs Te-
paTOreHHOCTW NPOTUBO3INUNENTUYECKUM CPeACTBOM; MO3TOMY aBTOpPbI
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HacTosILLe KHUTM PeKOMEHAYIOT UCMOMb30BaTh €ro npu fevyeHUU 3nu-
nencumn y 6epemeHHbIX. OfHaKo He cnefyeT 3abbiBaTb, YTO K 6apbu-
TypaTtam pa3BUBaeTCs MpUBbIKaHWE, KOTOPOE MOXET BbI3BaTb CUH-
LPOMBI  «OTMEHbI» Y HOBOPOX[AEHHbIX, HO 3TOF0 OC/IOXXHEHWUS MOXHO
n36exatb NpW CTPOroM KOHTPO/e 3a MPUHUMaeMbIMU A03aMK Mnpena-
paTa.

AHTUKOATYNAHTHI

MpoussogHble Bapapuna nNpeacTaBnAlOT CO60M aHTaroOHWCTbl BUTa-
MUHa K 1 HapywatoT cuHTe3 (akTopoB cBepTbiBaHua kposu (I, VII,
IX n X). O0aBHO WM3BECTHO, YTO BaptapuH, MPOHMKAA 4epe3 nnaueH-
TY, BbI3blBAa€T KPOBOWU3AMAHWUSA Yy NNoda, NpuBoAAliMe K rubenu ero.
OnuTenbHoe HpMMeweHne aHTUKOAryfnsaHToB, B TOM 4uC/le BO BpeMmA
6epemMeHHOCTM, uYalie BCero Heo6xoauMmMo npu ray6okux Tpombodne-
6utax uAM npu npoTeMpoBaHMM KnanaHoB cepfua. B 60-x rogax
Hayanu NosfBAATLCA COOGLLEHWS O POXAEHWW [eTeil ¢ NMopoKaMu pas-
BUTUA BCNeACTBME BO3AENCTBMA Na HUX Baptapuna B npeHaTalbHOM
nepmnoge [Quenneville et al.,, 1959; DiSaia, 1966; Kerber, Warr,
Richardson, 1968]. OpHako B CamMOCTOATE/IbHYI HO30/IOTMYECKYHO
eanHULY BapdapuHOBbLIA CUHAPOM 6bln BbligeneH B 1975 r. Ha OCHO-
BaHWM fJaHHbIX 06cnegoBaHnsa 20 HoBOpoXAeHHbIX IHolzgreva, Carey,
Hall, 1976; Pauli, Hall, Shaul, 1977]. Ecnm >XeHWwwWHa nNpuHUmMana
BapapuH B | TpumecTpe 6GepeMeHHOCTW, Yy AeTeil Habnwganu runo-
naasvi HoOca, 04aroByl XOHAPOAMCNAasWo N unorga oTcTaBaHuWe B
pasBuTUM; MNpUeM npenapaTtoB >XeHwwuHol Bo Il u Il TpumecTpax
6epeMeHHOCTW BbI3blBAET Yy feTeil 3afepXKy pasBuTus, atpoduto 3pu-
TeflbHbIX HEPBOB H MUKpouetanuio. 3HaYeHUs PUCKA pPas3BUTUA CUH-
JpomMa He onpegeneHbl, xoTs B pabote Hall, Pauli n Wilson (1980)
BENMYMHA pUCKA CMHApPOMA Mpu AeiicTBUMM npenapata B | TpumecTpe
oueHumBaeTcs B 10%.

lenapuH He NMPOHMKaeT 4Yepe3 MNALEHTY M He BbI3blBaeT y Mnjoja
HW KpoBOM3NMAHWIA, HWM nopokoB [Hall, Pauli, Wilson, 1980].
EOMHCTBEHHOE 3aTpyfHeHWe npu HeobXoAMMOCTW ANUTENbHOrO feyve-
HUA renapuMHOM 3aK/l0YaeTcsd B TOM. UYTO XXEHLWWMNbl AOMKHbI YMeTb
BBecTn cebe npenapat camu [Hill, Pearson, 1971; Stillman et al.,
1977]. Bo Bpems 6epeMeHHOCTU PeKOMEHAYEeTCA MPOBOAUTb NevYeHue
TOMIbKO FenapuMHOM M MNPOTUBOMOKa3aHO MNpUMeHeHWe Bapdapuna.

AOPYTME NEKAPCTBEHHBLIE BELWECTBA

EXxerogHo B CBA3W C XWUPYpPruvyeckMMu BMelwlaTenbCcTBaMu 06LLel
aHecTtesun B CLUA nogeepraetcd oT 15000 go 30 000 GepeMeHHbIX.
Panc® B wuccnefoBaHuAX O6blna HageHa CBA3b MeXAY BBeAeHUEM
aHecTeTUKOB M pa3BUTMEM BPOXAEHHbIX NOpokoB [Shnider, Webster,
1965; Smith B. E., 1974]. [Opyrue wnccnegoBaTenu nokasanu, 4To y
XEHLWWH, ANUTENbHO KOHTAKTMUPYHOLWMUX C aHecTeTUKaMu (aHecTe3uno-
NOr¥ N onepaunoHHble CecTpbl), B 2—4 pa3a yBe/M4MBaeTCa yactoTa
CMOHTaHHbIX abopToB M, 60fee TOro, 3TOT PWUCK MOBbIWEH fAaxe A4
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XeH Bpaueii-aHecTesmonoroe [Askrog, Harvold, 1970; Cohen, Belville,
Brown, 1971; Knill-Jones et al.,, 1972]. Hegoctatkom 3TUX WUcCNefo-
BaHWW ABMANOCH OTCYTCTBME COOTBETCTBYHOLWEro KOHTPONA, WAEHTU-
hukauumy feiicTBylowWwero arenta U AaHHbIX 06 abopTycax. Pesynb-
TaTbl paboT O 4acToTe BPOXKAEHHbIX MOPOKOB, MPOUCXOXAEHUE KO-
TOPbIX CBA3aHO C BO34eACTBMEM Ha Nao4 3TUX NpenapaTtos,
npotmeopeumnsbl [Knill-Jones, 1972; Corbett et al.,, 1974; Cohen,
Belville, Brown, 1971]. O4eBuAHO, 4TO ANA pelweHWs [aiHOW npob-
neMbl Heo6Xo0AUMO npoBefeHWe MPOCMNEKTUBHLIX MCCNefoBaHUi c na-
TON0r0aHaTOMMUYECKUM M XPOMOCOMHBLIM McCClef0BaHMeM abopTycos.
Takum 06pa3omM, MokKa OTCYTCTBYHOT KOHKPETHble [AaHHble, XEHLLNHA,
paboTatouias B OMepaLuMoOHHON, camMa [AO/MKHA NPUHATbH pelleHue o
BO3MOSILLOCTM npojona”eHns paboTbl B nepuon 6GepemeHHocTU. YTO
KacaeTcs MeCTHOW aHecTe3uu, A0 CUX MOp B AuTepaTtype ne 6b110
coobLeHnii 0 ee BPeLHOM BAUSHUM Na pa3BuTUe Naoja.

AueTtuncannumnosas kucnota (ACK) u gpyrve canmuunatsl
HepeaKO NpuMeHAlTCA 6epemeHHbIMU (60nee 80%). B nutepatype
BCTpeyaloTCca paboTbl, B KOTOPbIX OTMeEYaeTCcs YBe/UYeHUe pucka
poxzaeHns pebeHka ¢ nopokamu noja Bosfeicteuem ACK B nepuoj
BHYTpUyTpo6HOro passutmna [Richards, 1969; Klementti, Saxen, 1970;
Nelson, Foiiar, 1971; Saxen, 1975], B TO e BpeMs pe3ynbTaThl
Apyrux pa6ot npsmo HpoTHBononoAwbl [Crombie et al., 1970; Collins,
Turner, 1975; Slone el al.,, 1976]. MonaratoT, 4to ecnn pgasare ACK
W obnagaeT TepaTOreHHOW aKTWBHOCTbIO, PUCK PasBUTUA aHOManunii
KpaiiHe HUW3KWIA. B nuTepaType eCcTb YKaszaHMA O MepeHallHBaHHN
6epeMeHHOCTU M MNOBbIWEHWU NepunaTanbiloil CMEPTHOCTW NpU ANu-
TeIbHOM npumeHeHun 6Gonbwmnx fo3 ACK [Lewis, Schulman, 1973;
Collins, Turner, 1975]. Kak wu3BecTHo, ACK HapylwaeT arperauuto
TpombounToB N cuHTe3 XII dakTopa; pasBuBalrLWasca B pesynbTarte
3TOr0 NpefapacnosioOXXeHHOCTb K KPOBOTEYEHMAM Yy MaTepu U HOBO-
poxpaeHHoro [Lewis, Schulman, 1973; Collins, Turner, 1975; Bleyer,
Breckenridge, 1970] moXeT ABNATbCA NPUYUHON YBENUYEHUS Nepu-
HaTanbHOW cMepTHOCTU. CnyyaiiHoe npuMeHeHue Hebonbwnx o3 ACK,
4yTO HabnwpfaeTca dalie BCEro, Ho BneYyeT 3a CO06O BpeAHbIX nocnej-
cTBuii [Shapiro et al., 1976a]. Tem He MeHeo B paHHWEe Cpoku bepe-
MEHHOCTU MO MOHATNbLIM NPUYMHAM clefyeT u3beratb NPUMeEHEHUS
3TOro mpenapara.

MpoTuBOpBOTNbLIE CpefcTBa OCOGEHHO LWMWMPOKO MCNOMb3YHOTCH B
| TpumecTpe 6epeMeHHOCTM W CaMbiMW PACNpPOCTPAHEHHbLIMWU U3 HUX
ABNAOTCA MEKNTT3UU M 6eHAOKTUH. XOTA B NuUTepaType BCTpevarTCs
oTAenbHble paboTbl, npejnonaratolive BO3MOSLWOCTb OTPULATENbLHOIO
LeCTBMA MeKMM3MHA Ha nnoj, B 60MbWMX N0 06beMYy MPOCMEKTUB-
HbIX MCCNef0BaHMAX MNe BbIABAEHO CBA3WM MeXAY MPUEeMOM MeKausnna
N pa3sBUTMEM BPOXAEHHbIX MopokoB [Smithells, Chinn, 1964; Yeru-
shalmy, Milkovich, 1965; Milkovich, van den Berg, 1976]. Ha ocHo-
BAHWU MPOBEAEHHbIX WCCNEAO0BAHMI MOXHO cuuTaTb 6e30MacHbIM W
NpUMeHeHVe KOMOMHaLWWM Takux npenapaToB, KakK AWUWKAOMWH, fO-
KCunaMmuH n nupuaokcuH [Shapiro et al.,, 1977; Smithells, Sheppard,
1978]. Apyroii npenapaT 3TOA rpynnbl — gudeHunrngpamumH (gume-
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LpON1) — 4acTo MCMONb3yeTcs B KauyecTBE aHTUIMCTAMWHHOIO H cnabo-
ro cefatmBHoro cpepcrea. Saxen (1974), nposefs obcnefoBaHue fe-
Teli ¢ pacwenmHamu nuua, 06HApyXWn AOCTOBEPHYI CBA3b MeXAy
pacuwienuHamu Heba M npuemom MmaTepbio npenapata B | TpumecTpe-
6epeMeHHOCTU. OUYEBMAHO, UYTO MONYYEHHble pe3yabTaTbl LOMKHbI MO-
CNYXUTb CTUMYNIOM [N MNPOBeAEHWS MPOCNEKTUBHbLIX WCCef0BaHUNA.

MHorve guypetuyeckue cpefacTsa 06/1afal0T TepaTOreHHOM aKTMB-
HOCTbIO ANA pa3HbiX BWAOB FPbI3yHOB, HO TepaToreHmnoe feicTsue uUX
Ha 3MOpPUOH u4enoBeka He [oKa3aHO. OnucaHbl cayyat! yrHeTeHus
(YHKLMMN KOCTHOFO MO3ra C yMeHbLUEHNEM 4Yucna TPOMOBOLMTOB B KpO-
BU HOBOPOXAEHHbIX, MaTepu KOTOPbIX MPUHUMAIN THa3HA BO BpeMs
6epemeHHocTu [Rodrigues, Leiken, Hiller, 1964]. Oanako, y4uTbiBas
Heb0NblWOe 4YnCNO HabNAeHW, BeNUYMHA PUCKA TaKOr0 OC/IOXHEHUS
He onpegeneHa. He BbIIBNeHO OTpMLATENbHOrO [eCTBMA Ha M04
CepfeyHbIX NpenapaTtoB, HO B HEKOTOPbIX CAy4YasX Yy HOBOPOXAEHHbIX
pa3BuMBaeTCA TUNOrNMKEMUs W OGpagumkapAava BcneacTBMe npuema 6e-
pemeHHoOli nponaHonona (aHaHpunuH) [Gladstone, Hordof, Gersonyr
1975; Habib, McCarthy, 1977]. OTHOCUTENbHO TMNOTEH3MUBHbLIX MNpe-
napaToB W3BECTHO, 4TO npuem OepemMeHHOl pesepnuHa 3a 24 4 Ao
pPOAOB MOXeT BbI3BaTb BbIAENEHUA M3 HOCa M 3aKyNOPKY HOCOBbIX
KOJOB Y HOBOPOXAEHHbIXx B 10—16% cnyyaeB [Budnick, Leiken,.
Hoeck, 1955; Desmond et al., 1957]. FaHrnno6noKupytownii npenapar
reKCameToOHWi, NPOHMKaa 4epe3 MNaUEHTYy, Bbl3blBAET Mapanuy Ku-
WweyHuka y nnoga [Morris, 1953].

Ponb BUTaMnHOB (M36bITOK WAM fpeuunT) B pasBUTUM nnoga
XOpOLWO M3y4yeHa B 3KCMNEPUMEHTE, HO B OTHOLIEHUM YeNoBeKa 3Tu
BOMPOCHI HELOCTAaTOYHO M3Y4YeHbl, U B MTepaType BCTpeyalTca NUlb
oTAenbHble Nnyb6nukaumu. Tak, onucanbl fBa CAy4yas MOpOKa pasBuMTuA
MOYEBbIX MyTeill y peTeil, maTepu KOTopbiX B | TpumecTpe 6GepemeH-
HOCTU NpuHUMann 6onblume p[o3bl peTuHona [Pilotti, Scorta, 1965;.
Bernhardt, Dorsey, 1974]. Gal n coaBT. (1972) o06HapyXwunm y ma-
Tepei, nMeBW KX AeTeil ¢ nopokamu LIHC, 60nee BbICOKWIA MO cpaBHe-
HWIO C KOHTpPO/JEeM ypoBenb BMTamMuUHa A B CbIBOPOTKe KpoBWU. M3BecT-
Hbl TakXe [Ba Cny4yas pOXAEHWUS [eTO C MOpOKaMU y >KEHLYMH.,
CTpajaBliMX FMNOBUTaMUHO30M A: OAMH pPeBEHOK PoAMACA C MUKPO-
ueanuen nm anodranbmueH [Sarma, 1959], a y Apyroro oTMeTunu
coyeTaHue MuKpoTansmun c Konobomoi [Lambn, Sood, 1968]. BHu-
MaHue uccneposateneil npuenekaeT M BuTamuH D. Tlo MHeHuto Fri-
edman (1968), BbicOKME A03bl €ro MOryT NMPUBECTM K MTNepKanblHe-
MUM U MafKanaHHOMY aopTafbHOMY CTeHO3y (MPU3HaKU CUHApOMaA
Bunbamca), HoO npu o6cnegoBaHUM MaTepeld M fAeTeid C 3TUM CUH-
LpOMOM faneko ue Bcerga ypaBanocb Habnwpgatb u36bITOUHOE MO-
TpebneHne maTepbto BuTammHa D [Antia et al., 1967; Rowe, Cook,.
1969].

MeHUuMANaMUH MNPUMEHAIDT KakK XenaTupylwwuin areHT npu ne-
YeHUn 60ne3Hn BunbcoHa v uncTuHypuH. Mjolnerod n coasT. (1971)
onucanu HOBOPOXAEHHOr0 C FeHepasiM30BaHHbIM MOPaXeHWeM Ccoeau-
HUTENbHOW TKaHW, BKAKOYABLWIUM APA6IOCTb KOXW, TMNEepnoABMXHOCTb
CyCTaBOB, /JIOMKOCTb COCYAOB M N/0X0e 3aXWBNeHWe pain. MaTb pe-

302



6eilka B TeuyeHue Bcell 6epeMeHHOCTM MpPUHUMANa eXefHeBHO 2 T
ncwuwmunnammHa no nosoay UNCTUHYypuu. MogobHble cnyyan BbiABAA-
IOTCA N NPU NeYEeHUU XKEeHWWUH neHnumnnamunom (900 mr/cyT) no
noBogy peBmaTomgHoro aptputa [Solomon et al.,, 1977]. B T0 Xe
BpeMs B Fpymnne >XEeHWMWH, cocTosiwield U3 27 4enoBeK, MPUHUMABLIUX
NeHULMANaMUH AN NeYeHUs apTpuTta WAW LNCTUHYPUU, TONbKO Y
OfHON poaunca pebeHOK C HeBONbWUM Le(eKTOM MEXXKenya04YKOoBOM
neperopoakn [Lyle, 1978]. Kpome Toro, 19 >eHWWH MpUHUMaNu
npenapaT TonbKo B | TpumecTpe 6epeMeHHOCTM, a 8 — B TeueHue BCei
6epemMeHHOCTU. ¥ 18 XeHWWH c 60ne3Hbl0 BunbcoHa, Taka’e nevyums-
WUxXecs newwmnanamnHoM Ao 6epeMeHHOCTM W B Mepuoj ee, poAauanCh
3gopoBble getu [Scheinberg, Sternlieb, 1975]. Mpwu 6o0nesHn Bunb-
COHa TepameBTMYeCKas NojjepxuBawlyaf fo3a npemapata COCTaB-
nset 1 r/cyT, a BCe CKa3aHHOe CBMAETENbCTBYET O He06X0AUMOCTHU
MCnonb3oBaTb MUHMMaNbHble MOAAEPXMBaKOUWMe [03bl BO Bpems Oe-
peMEHHOCTWU. BO3MOXHO, 4TO M36LITOK MeAu NpWU LaHHOM COCTOSHUM
abcopbupyeT meHUUMUANAMUH M TakuM 06pa3om 3awmuiaeT MAof4.

®AKTOPbI BHEWHEN cpepwl

MprYMepoM XMMUYECKOro BELLeCTBa, BPEAHO BAMUSAKLLET0 Ha Maof, Mo-
XeT CAYXUTb HaTanuH, ABNAKOWMIACA npeacTaBuTenem 60/bLION
rpynnbl OKUCASAOLWNX BeLWECcTB, KOTOPble BbI3biBAlOT FeMOIUMTUYECKYIO
aHEMUIO Yy UL, C HeAoCTAaTOYHOW aKTUBHOCTbIO [/1H0K030-6-hocthaT-
permaporeHasbl (7-6®-[). HathTanuH u MHOrve fpyrue OKUCAUTENU
NMPOHWKAIOT Yepe3 NNaueHTy W BbI3bIBAOT FEMOAM3 Y TEHeTUYEeCcKHU
npegpacnonoXeHHblXx nnogoB [Zinkham, Cbilde, 1958; Anziulewicz,
Dick, Chiarulli, 1959]. B onucaHHbIX cny4Yyasx MaTepy UMenun KOHTaKT
¢ HaTannHom B Il TpumecTpe 6epemMenHOCTH.

Lpyruv BpefHbIM BeLLeCTBOM sBAsieTcA xnopbudeHmun. B 1968 r.
B AANOHWM pe3Koe yBeNMYEHWE ClyvyaeB MOPaXEeHUs Koxu 6bino obyc-
NOBMIEHO MPWUrOTOB/IEHWEM Macna, cojepxawero xaopbudeHun. ¥ 9
nopaxeHHbIX 6epeMeHHbIX POAUAUCL AeTU C TEMHO-KOPUYHEBO oKpac-
KOW KOXMbIX MOKPOBOB, B ABYX CAy4Yasax PoOAW/IUCL MepTBble AeTH, a 'y
5 XeHWMH OTMEYeHO OTCTaBaHWe BHYTPUYTPOOGHOro pa3BuUTUS Maofda
[Miller, 1971]. HekoTopble XMMuyeckue BeuliecTBa (XMMUYeCKue pac-
TBOpMTENM, TUnorpackme Kpacku), WCMONb3yeMble Ha PasUYHbIX
NMPOM3BOACTBAX, PacLeHMBAKOTCS HEKOTOPbIMU MCCMefoBaTeNs MU Kak
TepaToreHHble [Strandberg et al.,, 1978; Erickson, Cochran, Ender-
son, 1978].

[laBHO M3BECTHO, 4YTO OpraHuMyeckas pTyTb TOKCMYHA ANA naofa
[Alfonso, de Alvarez, 1960], ogHako 60nbwoe BHUMaHME 3TOT (akT
NMPUBMAEK UL B MOCNefHee BpPeMs, KOrjaa MOSABUINCH CMOpPajguMyeckue
anugemMmuun, Bbi3BaHHble MoTpebneHneM pTyTbcodepxalweil pbi6bl. Mpn
n36bITKe B paLuoHe OepeMeHHbIX TakKOoW pblbbl poXAanucb AeTU ¢
nopasceHnem LHC, Bknwouvawowmm uepebpanbHbii napanny, Xopeto,
aTakCculo, cyaoporu, ymMcTBeHHYK oTcTanocTb [Nelson, 1971]. B aToit
CBSI3N PEKOMEHAYEeTCA >XEHW MHAM JAeTOpPOAHOro BO3pacTa NoTpe6naTb
He 6onee 350 r pbi6bl B Hefento [Koos, Longo, 1976].
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OBCYXAEHWE

Kak MOXHO BUAETb, B OTHOWEHUN 60/bLIMHCTBA NIEKAPCTBEHHbLIX Npe-
napaTtoB W CPefOBbIX areHTOB elle OTCYTCTBYIOT YETKMEe [0KasaTesb-
CTBa WMX TepaToreHHOCTU wunauM, HaobopoT, abcoNKTHON 6Ge3omacHOCTH,
4YTO CTaBUT Bpauyeii-akyllepoB B 3aTpyAHUTeNbHOe nonoxeHue. K To-
MY >Xe YMCNO MPUMEHSAEMbIX NEeKAPCTBEHHbIX CPEACTB MOCTOAHHO pac-
TeT. [pyras npobnema 3aknyaeTcda B 3anasfblBaHuu WHMOpMaLnu
OTHOCUTENbHO O6HapYXEHHOro TepaToreHHOro [AeicTBUA TOro WaAu
MHOro BelecTBa. Takne AaHHble NYO6/MKYIOTCA B ManOU3BECTHbIX AN4
MPaKTUYECKNX Bpayeil UCTOYHMKAX, O YEM CBUAETENbCTBYKOT U CCbIfI-
KW, NpuBefleHHble B AaHHON rnase. Tonbko 19% ctaTeih B CLUA ne-
yaTtalTCsa B >KYypHanax, npegHasHayeHHblX A8 akywepos, 39% —
B XYpHanax no o6Wum mMeguuMHCKUM BOompocaMm, 12% — B XypHanax
no TepaTonorum u reHetuke, 12% —B gpyrux xypHanax, 9% —B ne-
anatpuyecknx n 9% — B MHOCTPAHHbIX XYpHanax.

ABTOpbl HacTofAWel KHUIM nonaratwT, 4YTO akylwepbl chegywT
NPUHLUNY TepaneBTUYECKOro HWUTMIM3Ma: Ha3HayeHWe /eKapCTBEH-
HbiX nNpenapatoB 6epeMeHHbIM TONbLKO B CAyvae KpaihHeil Heob6xopu-
MOCTM W C YYETOM WX BO3MOXHOrO BAWAHUA Ha nnoh. BeposATHO, 3TO
MOMOXEeT CHU3UTb YPOBEHb [Ae(eKTOB PasBUTUA «HEU3BECTHOW 3TUO-
niornn».
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