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YacToTa AMarHOCTUPOBAHUS XPOMOCOMHBIX aHOMAaJINi KoyiebeTcs B mpenenax 1 ciydas
Ha 300-2500 OepeMeHHBIX, MPU 3TOM MpEeBaTUPYIOT Tpucomuu mo 13, 18 u 21 xpomocomam
OCHOBHBIM MHCTPYMEHTOM UX JMATHOCTHUKH SIBIISICTCS MIPEHATAIbHBIN CKpUHUHT. B PecnyOnnke
V30eKuCTaH MpeHaTaJIbHBI CKPUHMHI Ha cpoke 11-14 Henmenmp recranmuu mpeArnosaraet
npoBeneHre Y3M W uccienoBaHHE MATEpPUHCKHX MAapKEpPOB XPOMOCOMHBIX aAHOMAJIMA B
CBIBOPOTKE KPOBH C MOCIEAYIOUIUM IMPOTrPAMMHBIM aHAJIM30M HHAMBHUIYaJbHOTO PHCKA. JTO
HenpsMOW MeToA ¢ OONBIIMM YHCIOM JIO)KHOTOJOXKHUTENBHBIX M JIOKHOOTPHUIATEIbHBIX
pe3yabTATOB.

B kpoBu 6epemennoit npucyrcreyer BHekieTouHnas JIHK (Bk/IHK) mioga ¢ momabIM
HAabOpPOM €ro XpOMOCOM, €€ OIpeJesieHHe SIBISETCS HEMHBA3MBHBIM MPEHATAIHHBIM TECTOM
(HUIIT), xortopsiii ucmoab3yercss Bo BceM mupe ¢ 2011 r., Tak Kak OH 00JajaeT BBICOKOM
TOYHOCTBIO OIpeneaeHus TpucoMuii o 13, 18 u 21 xpoMocomaM, Ipyrux ayrocoMm U IOJOBBIX
XPOMOCOM.

Henp mucecaenoBaHusi - aHaiuW3 pe3yJabTaTOB MPEHATAJLHOTO CKPUHHMHTA C
ucnonb3oBanueM HUIIT y OepeMeHHBIX ¢ PHCKOM XpoMOcOMHOHM marosoruu >1:100 mo
pesynbTaTtam nporpamm «Astraria», «Delfia-Lifecycley, «Prisca I».

Martepuan u Meroabl. CpenHU BO3pacT HCCIeAyeMbIX 68 OEpeMEHHBIX COCTaBHII
36,42+4,13 rona. 36 (52,94%) 6epemennsbix O ctapie 35 ner. Cpeauuit UMT cocraBun 23,96
kr/m?, y 25 (36,76%) UMT mnpepsiman 25 kr/m>. Bce 6epeMEHHOCTH ObUIM CMOHTAHHBIMH U
OJTHOTIJIOJTHBIMH.

Bce uccnenoBanus mpoBeaEHbI CTPOro no opuruHanbHOMy npotokoiy «BGI NIFTY»,
OJIHOKOHIIEBOE cekBeHHpoBanue (SE50) npoBeneno Ha BaymaupoBanHoi miatdopme «BGISEQ-
500» (BGI Group, Kwurail) ¢ pacuerom pe3yabTaTOB Ha OPUTMHAIBHOM IPOrPaMMHOM
obecnieuennn «BGI HALOS NIFTY 2.3.2.1011» (BGI Group, Kurait).

Pe3yabrarsl uccienoBanus. [lonoxurensusie pe3ynaprarel HUIIT, koHCTaTHpYIOMIME
XPOMOCOMHBIE aHOMaIHKM KOHCcTatupoBaHbl y 53 (77,94%) GepemeHHbIX. Bece monoxkurenbHbIe

PE3YIbTAThI HOATBCPIKACHBI AMHUOIICHTC30M.
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[Tonoxurensubiit HUIIT no Tpucomuu 13 xpomocomsl (cunpom Ilaray) nonydenst y 5
(9,43%) manmeHTOK W y 1 - JOXKHOMIOJOXKUTENbHBIN (BCJIEICTBUE BBICOKOM BEPOATHOCTH
MJIAIEHTAPHOTO MO3aUIU3Ma).

[onoxwurenpnptii HUIIT no Ttpucommumu 18 xpomocoMbl (cuHApoM OnBapica)
koHCcTatupoBaH y 17 (32,08%) Oepemenubix. [lomoxkwurensubiii HUIIT mo tpucomum 21
xpomocombl (cunapom Jlayna) BeisBieH y 31 (58,49%) Oepemennbix. Bce ciydyan yacThix
AHEYIUIOUJUI MOATBEPKACHBI 10 pe3yiabTraram UITJI.

Her crartuctuyecku 3HaYMMOW B3aMMOCBSI3M BO3pacTa OEpEeMEHHBIX pe3yJbTaTaMu
HUIIT no Ttpucomum 13 xpomocomsli, p=0,157, 18 xpomocomsi, p=0,351, 21 XpoMOCOMBI,
p=0,413. YUyscrBurensHocts HUIIT nns tpucomuu 13 m tpucommu 18 Xxpomocom cocTaBiser
95,78% n 97,83% cOOTBETCTBEHHO, IpH crieluuIHOCTH B 99,92% 1 99,94%. UyBCTBUTEITHLHOCTH
uist Tpucomuu 1o 21 xpomocome - 99,16% npu cneunduunoctu 99,95%. Ilporunoctuueckas
LEHHOCTh MOJIOKHUTEJIBHOTO pe3yibTaTa st TpucoMuu 13 xpomocomsl 69,24%, nns 18 - 89,04%,
st 21 xpomocomsl - 95,84%.

Taxkum o6pazom npumenenne HUIIT cnenyer mpoBoauTh y OEpEeMEHHBIX C BBICOKUM
PHCKOM, a TaKKe MpU cpeHeM pucke. B Ommxaiimem OyayimeM BMECTO MporpamMm «Astrariay,
«Delfia-Lifecycle», «Prisca I» nenecoodpasno npumensts HUIIT B kauecTBe NEpBUYHOTO TECTA.

BriBoabI:

1. HUIIT nemoHCcTpupyeT OOIBITYIO TOYHOCTH ONPEIACICHUS XPOMOCOMHBIX aHOMAJTUH
OTHOCHTEIIbHO TIporpamm «Astrariay, «Delfia-Lifecycle», «Prisca I».

2. Brpicokasi 4YyBCTBUTEIBHOCTh, CHEHU(PUIHOCTH U MPOTHOCTHUYECKAs] IICHHOCTh
IIOJIO’KUTEIBHOIO pe3ynbpTaTa At TpucoMuil 13, 18 m 21 XpomMocoM MpakTUYECKH HUBEIUPYET
JIOJII0 JIOXKHOIIOJIOKHUTEIIbHBIX PEe3yJbTaTOB HAa (JOHE TOYHOCTH OMNPENENICHHS CaMbIX YacThIX
aHEYIJIOUIUH B TIEPBOM TPUMECTpEe OEPEMEHHOCTH.

3. B Gummxkaiimem OyaymeM BMecTo mporpamm «Astrarian, «Delfia-Lifecycle», «Prisca
I» nenecoo6paszno npumensts HUIIT B kauecTBe MepBUYHOTO TECTA.
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