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AKTyanbHOCTB HccaegoBanus: 1o nanasiM Beemupnoit Opranuzanuu 3npaBooxpanenus 2,5 % u3
HOBOPOXKJICHHBIX MMEIOT PA3JIMUYHbIe MOPOKH pazBuTus. 1,5% U3 HUX NPOSBIAIOTCA MOJA JCHCTBHEM
HEOJaronpUsATHBIX 3K30TCHHBIX (PaKTOpPOB. XPOMOCOMHBIE OOJIE3HM 4YeJIOBEKa - OJHa W3 Hauboiee
pacrpocTpanEHHBIX (OpM HACIIEICTBEHHOM MMaTOJOTHH, KOTOPast BCTPEYAETCs ¢ YaCTOTOM /-3 ciIyyaeB Ha
1000 posxxneHutit.

Heas wucciaenoBanus: M3yunts ¢(akTopsl pHCKa pa3BUTUS XPOMOCOMHBIX Ooje3Hel, u
IpeaynpeauTh OEpEeMEHHbIX )KEHIIIMH O BOSHUKHOBEHUH MAaTOJIOTHH Y TUIOJA.

MartepuaJjbl 1 MeTOAbI: CKPUHUHIOBBIE YIBTPA3BYKOBBIE UCCIIEA0BAHNS,

OMOXMMHUYECKUI aHAIN3 KPOBH Ha MapKepHbIE OENKH, aHAINU3 MAPKEPOB XPOMOCOMHBIX aHOMAIIUI U METOJ
paccrpoca Matepeid ¢ peOeHKOM XpOMOCOMHOW MYTAaIlHH.

PesyabTatsl: brarogaps 3TuM MeTO1aM BBISIBUIIM paHHEe TUarHOCTUPOBAHUE
XPOMOCOMHBIX aHOMAIMH U (PaKkTOphI, NEHCTBYIOIINE K BO3HHUKHOBEHUH ATUX MyTauuid. Psn ¢akropos
takue Kak: ColMaabHO-3KOHOMUYecKHe (GakTopbl, ['eHeTnueckue (akTopsl; DKOJIOrHnYeckue (GpakTopsl,
JKEHIIMHBI (PePTHIILHOTO BO3pPACcTa, KPOBHOE POJICTBO POAUTEINICH CUMTAIOTCS IPUYMHAMU BO3HUKHOBEHHIO
naToJioruu. Bee 3Tu naTonorndyeckue U3MEHEHHsI BOSHUKAIOT KaK IIPH NOTEPE TEHETUUECKOT0 MaTepHala,
TaKk U NpU J00aBIEHUM HOBBIX XpPOMOCOM: JEJelusi B S5-if XpOMOCOME BBI3BIBAET CHHAPOM KOIIAYHETO
KpHKa, enenus B 21-if XxpoMocome BBI3BIBAET XpPOHUYECKOE OEOKpOBHE, TpUCOMUS o 21-i xpomocome-
B KapUOTHIIE Y OOJIbHBIX HE JIBe, a Tpu 21-X xpomocomsl (cunapom JlayHa), Tpucomus o 13-if xpomocome
(Cunapowm Ilaray), Tpucomus no 18-it xpomocome (cuHapoM DBapica) u Jp.

BoiBoabl: CrenoBaTenbHO, MOXHO CKa3aTb 4YTO CHHAPOMBI, OOYCIIOBJICHHBIE YHCIOBBIMHU
aHOMAQJIMSAMU  -TIOJIMIUIOWANS,  AHEYIJIOWIAUS M CHUHIAPOMBI, OOYCIIOBJIEHHBIE  CTPYKTYPHBIMH
nepecTporKaMu-JeJIeIMd, UHBEPCUH, TPAHCIOKALNH, TYTIJIMKALUHU SIBIISIFOTCS IPUYMHAMU BOSHUKHOBEHUN
XPOMOCOMHBIX OoJe3Heil. Kaxplii 4eroBek OTBETCTBEHEH 3a HACIEIACTBEHHOE OJIaromoilydyue CBOUX
JeTed, IpU 3TOM BaXXHBIM (DaKTOPOM SIBJIIETCSl ero Ouojornuyeckoe oOpa3oBaHHE, TAaK KaK 3HAHHUS B
obnactu aHoMauH, (PU3UOJIOTHH, TEHETUKH MPEA0CTeperyT YeaoBeKa OoT MosBIeHHUs aHoManuid. HyxHo
BECTH 3/I0pOBBII 00pa3 )KU3HU, YTOOBI HE CTPaJalId POAUBIIMICS JETH C XPOMOCOMHON MYTAallHH.
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