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CUH/JPOM JIAYHA Y JETEU

Jlawkoeckasa T.A.*; Momiok HU.H.

*YO «['poHEHCKHI TOCYJaPCTBEHHBIN METUIIMHCKUN YHUBEPCUTET)
V3 «I'poaHeHckuii 001aCTHON KIIMHUYECKHUIN NepUHATAIBHBIA [EHTP)

XpOMOCOMHBIE 0OJIE3HU KIMHUYECKU XapaKTepU3yrTCs MHO-
’KECTBEHHBIMHU BPOXKICHHBIMU MOPOKAMH Pa3BUTHSA, U B UX OCHOBE
JIeKAT XPOMOCOMHBIE WK TeHOMHbIe MyTaiuu [3]. Haubosnee yacto
JTIMarHOCTUPYEMBIH XpOMOCOMHBIN CUHIPOM,— 3TO CuHApoM JlayHa.
YacToTa poKJIeHUs JI€TEel C 3TUM CUHIPOMOM COCTABIISIET IPUMEP-
HO 1:700-1:800 1 HEe uMeeT KaKOW-TMOO BPEMEHHOM, STHUYECKOU 1
reorpaduueckoil pazuuusl [1, 3]. C.BogpacToM (B Oonbliei cTemne-
HU MaTepu U B MEHbIIEH Mepe ‘OTHA)» BEPOSITHOCTh POXKIACHUS pe-
O€HKa C JaHHOM MaTOJOTHUEIL CYIIECTBEHHO BO3pacTaeT [2].

[{uroreneTnyeckue BapranTbl cuHapoma layHa pasznooOpas-
Hbl. OCHOBHYIO J0J110 (94-95%) cOCTaBISAIOT Caydyan MPOCTOM MOJI-
HOW TpUCOMUHU-2], /KaK CIEACTBUE HEPACXOXKICHUS XPOMOCOM B
merosze. [IpumepHo, 4% OonbHBIX ¢ cUHApPOMOM JlayHa HUMEIOT
TPAHCIIOKAIMOHHYIO (JOpMYy TPUCOMHUH IO THITY POOEPTCOHOBCKUX
TpaHcloKauki Mexy akpoueHTpukamu (D/21 u G/21); 2% nereit ¢
cuHapoMOM JlayHa umeroT Mmo3andnyo Gopmy [3].

B'HacTosiiee BpeMs A paHHEero ()OpMUPOBAHUS TPYIIIIbI BbI-
COKOTQ pHUCKa XpOMOCOMHOM MaTOJIOTHU IIJI0/Ia UCTIOJIb3YIOTCA: Y3
ckpuHuHT | TpumecTpa 6epemennoctH 1o nuchal translucency (NT)
WIH-AIIEMHON CKJIaJKe» + BO3pacT OEpPEMEHHOW M MHOTOMapameT-
puyeckuii ckpuHUHT [ TpumecTpa OepemeHHocTH (Bo3pacT, NT,
onpeaenenue anb(Paderonporenna (ADII), cBobogHolt  [3-
CyObEeIMHUIIBI XOPUOHUYECKOr0 roHajgoTponuHa (cBoO. B-XI') u
MJIa3MEHHOTO0 aCCOLIMMPOBAHHOTO ¢ OEpEeMEHHOCThIO Oeika A
(ITABB-A)). ITpu BeIHAIIMBAHUH JKEHITUHOW peOeHKA C CHHIPOMOM
Hayna onpenensercs Huzknii ypoBeHb A®II, [IABb-A, BbIcOKUN

ypoBeHb ¢B00. 3-XI"[1, 2].



[lenb uccaeqoBaHUs — W3YyUYEHUE PACIPOCTPAHEHHOCTH, OCO-
OCHHOCTEH [TUTOTCHETUUECKUX (POPM M ITPEeHATATHLHON JUArHOCTUKHU
cunapoMma layna y gereit ['pogHeHckoit 001acTH.

JIns v3ydeHus: TUHAMUKK 3a00JIEBA€MOCTH JETEH C CUHJIPO-
MoM Jlayna B I'pogHenckoi oonactu 3a nepuop ¢ 2008 mo 2011 ro-
7la TIPOAHAIU3UPOBAHbI €XKETOHbIE CTaTUCTHUUEeCKHE oT4yeThl. [Ipo-
BeJieH aHanu3 80 reHeTUYecKUX KapT AeTed ¢ cuHapomoM JlayHa,
COCTOSIIIIUX Ha JUCIIAHCEPHOM yYeTe B MOJUKIMHUYECKOM QTJesie-
Huu Y3 «['OKIIL». 13 80 nmerel ¢ 1aHHOW XpOMOCOMHOW,aHOMa-
JUeld COOTHOIIEHHE MajbuUUKOB M JieBouek coctaBmsier 1:1, (41
MaJIbuuK U 39 1eBOYEK).

IIpu ananuze 3a00J1€Ba€MOCTH JAHHBIM XPOMOCOMHBIM CHUH-
JIPOMOM BBISIBJICHO, YTO 00II[asi 3a00JIeBAEMOCTb«ICTEH C CUHAPO-
MoM [layna B ['ponHeHCcKOM oOsacTu cocTaBisaeT 56,1 Ha 100 Thicsau
nereit B Bo3pacte oT 0 g0 17 ner. Cambie BbICcOKHE, [TU(pHI 3a0071€-
BaeMoctd B 2011 romy B MoctoBckoMm paitone — 102,3 na 100 TbI-
cs4 JieTel, Ha BTOpoM Mecte — HoBorpyuckuii paiton (97,5 va 100
THICAY JIeTel), Ha TpeTheM — BoskoBeicckuil paiton (88,9 na 100
Thica4 nereid). B ropone I'poaHe,3a00a€BaeMOCTh Je€Te ¢ CUHAPO-
MoM JlayHa coctaBmuser 38,8/Ha,100 ThICSIY NETCKOr0 HACEIEHUS B
Bo3pacte oT 0 mo 17 ner. Camas Hu3Kas oOriasi 3a00J1€Ba€MOCTh B
Kopenmnuckom paiione — (22,9 Ha 100 teicstu nerer. Yacrora poxie-
HuUs faete ¢ cunapoMoM Jlayna B ['pogHeHCcKoOM 001acTy NpeicTaB-
JIEHA Ha PUCYHKE I

2006 2007 2008 2009 2010 2011
Pucynok 1 — Yacrora poxIaeHus JA€TEd C CUHIPOMOM
Hayna B I'poanenckoit obsactu Ha 1000 poauBIIuxcs
B 2008-2011 romax ynbTpa3ByKOBOW CKpWUHHUHT | TpumecTtpa
npoBenéH 37107 OepemMeHHbIM >KeHITMHAM. [IOBBIIIEHHBIN PUCK
pokaeHus pedbeHka ¢ cuHapoMmoM JlayHa (rpymnna pucka) ObLT BbI-
aBieH y 1076 (2,8%) >xeHIuH.
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Cpennuii Bo3pacT Marepey, pOJMBIIMX JACTEH C CHHIPOMOM
Hayna coctaBun 29,0+0,92 ner. Camoit MOJIOA0M MamMe Ha MOMEHT
pOXKJieHHs] peOeHKa MCIOIHUIOCh 15 jer, a camoil crapmieit — 48.
BO3PACTHOM COCTAB YKEHIIMH PacIpeIenICs CICIYIOIUM 00pa3oMm:
1o 20 jger — 11,6%, 21-25 netr — 33,3%, 26-30 mxer — 13,3%, 31-35
aet — 25%, 36-40 ner — 11,6%, crapme 41 roga — 5%. B I'poaHen-
ckoit obnactu 80% nerelt ¢ cuHApoMOM JlayHa pOKJIEHO OT MaTe-
peti 1o 35 net, U3 HUX B Bo3pacte 110 30 set — 60%.

Cpennuii Bo3pact otuoB coctaBwi 31,0+1,25 ner.” Camomy
MojoaomMy oty — 18 ser, a camomy crapmemy — 46.Bo3pactHoit
COCTaB OTIIOB pacHpeIesIUICS CICAYIOIUM o0pazoM: 110, 20 jer —
3,3%, 21-25 ner — 20%, 26-30 net — 33,3%, 31-35 ner — 23,3%, 36-
40 net — 16,6%, ctapmie 41 roga — 3,3%.

JIia moaTBepKAEHUsT IMarHo3a cuuapoma JlayHa BCeEM JETAM
OBLJIO TIPOBEICHO ITUTOreHETHYECKoe rccieaoBanre. [Ipoctas moJi-
Hasi TpucoMmusi-21 BwisiBIeHA y 96% JneTel;, TpaHCIOKallMOHHAs
dbopma cunapoma Jlayna — y 4%. Mozanunsix ¢opm curapoma Jla-
yHa B ['poiHEHCKO# 00JIaCTH HE 3apPETUCTPUPOBAHO.

BriBoarnr:

['pyrnna moBBIIIEHHOTO (PUCKA POXKICHUS peOEHKa C CHUHIPO-
MoMm JlayHa y OepeMEHHBIX JKECHIIWH B ['poJHEHCKON 00siacTu 3a
nepuoj 2008-2011 roxa‘coctauna 1076 (2,8%).

Cpennuil BO3pact Marepe, poMBIIMX JAETEN ¢ cuHApoM Jla-
yHa — 29,0+0,92 ropa.

VY nereil I'poHEHCKOM 00JIaCTM OCHOBHOW MNPUYMHON CHH-
npomMa JlayHa gBIAETCA mpocTas MoJiHas Tpucomusa-21, Kak crien-
CTBUE HEPACXOKIECHUS XPOMOCOM B MEHO3€.
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