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[MTuzodpenns — TsKeI0€ ICUXUIECKOE PACCTPOHCTBO € TETEPOTEHHBIMI CHMITTOMAME. DTHO-
JIOTHS BKJIIOYAET TeHeTHYecKue, Heipobuosiornvdeckne u cpejioBble (akTopbl. CoBpeMeHHbIe
TEXHOJIOTUHU TTO3BOJISIOT OLEHUTH 3HAYMMOCTDL reHeTHueckux (akTopos. szsecrno, uro y 30%
nanueHToB ¢ cuaapomoM Jlu-JIxop/pku passuBaercs musodpenns |1, 2|. VIsBecTHb! nHble Xpo-
MOCOMHBIE aHOMAJIMHU, ACCOIMUPOBaHHBIE ¢ mu3odpenueii |3, 4].

AHa M3 XpOMOCOMHBIX aHOMAJIUI U UX JI0JIST SIBJISIETCS IaCThI0 OOJIBINON pabOThI IO CTPaTH-
dukarun 60abHBIX. 11 paboThl HaMu OBLIN UCIIOJIH30BAHbBI ITOJTHONEHOMHBIE JaHHbIE U3 0a3bl
dbGaP (cer phs001020.v2.p1 DS-SZRD), skiouatonme 746 obpasnos [5|, u3 koTopsix 249
00pasIoB ObLIN OTHECEHBI K KOHTPOJILHBIM, 462 K rpytie mu3odpenun u 28 K WHbIM 3a001e-
BaHUSIM TICUXUATPUIECKOTO CIIEKTPA.

anubie B popmare fastq TpuMMupoOBa/i OT OCTATKOB &/IalITEPOB, BHIPABHUBAJIN HA, T€HOM-
ubiii pedpepenc GDC.h38.d1.vdl n mapkupoBaau mydsmkarsl. [loydenubie daiiasr popmara
bam ucrop30BaM JJIs TOACYeTa CTATUCTUKN OTHECEHUS TPOUTeHnit K Xxpomocomam. [lomospe-
HUE Ha XPOMOCOMHBIE aHOMAJIUU BBISBJISLIN aHAJIN30M BBIOPOCOB JI0JI€fl MPOYTEHU XPOMOCOM.
[Ipu ananuze BBIOPOCOB Ji0JIell TPOYTEHUIT B 00eUX I'pyIIax CpaBHEHUS HAMU ObLIO BBISBJIEHO
5 00pasIoB, y KOTOPHIX HOMUHAJIbHBIN MTOJI U3 METAJAHHBIX OTJIMIAJICT OT XPOMOCOMHOTO, U 2
¢ mosio3peHneM Ha reHOTUNI XX Y. DTH 00pasibl ObLIN UCK/IIOUYEHBI U3 JAJLHENRIIEr0 aHaIn3a.
HomnoyiauTe IbHO B rpynme OOJLHBIX ObLIO BbIABIEHO 19 00pas3IoB ¢ IMoJI03peHneM Ha XPOMO-
COMHBIE aHOMaJIuu, B ToM umcie B 19/22 xpomocomax (Bo3MoxKHO, cuHapoMm Jlu-/Ixkopmixn)
U BO3MOKHO# mosimcomueiil Y XpOMOCOMBI, B IPyIIe KOHTPOJISI HU OJJHOIO TaKOro obpasia He
BoisiBiieHo (Puc. 1). Joss obpasnos ¢ mesrenmsimu cocrasmia 4% (19/462).

Taxmm obpazoM HaMU OBLIO BBISBIEHO 19 JTI07€il ¢ TOg03peHneM Ha KPYITHbIE XPOMOCOMHBIE
AHOMAJIMHU B I'PYIIIe GOJBHBIX ¢ MU30( PeHrei, 4To cocTaB/sgeT 0Ko/10 4%. DTa 10/15 IpEBbIIaeT
J1oJtt0 Jiiojieit ¢ cuugipomoM Ju-/I2Kop izKu, onmucbiBaeMyIo B JIMTEPATYPE.

Jlannas paboTa BBINIOJTHEHA B paMKaxX rocyjapcTBeHHOro 3ajanus «llonck remermyeckmx
MapKepoB Jisi CTpaTUhOUKAIINE MAIMEHTOB ¢ mm3odpenneit (mudp DKenaHcus)», HOMep Tocy-
napcrsennoro ydera HUOKTP 125030703326-4
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Puc. : TertoBas kaprta Z-score jiojeit XpoMocoM B rpyiiie 00/bHBIX. CTOONB! - XPOMOCOMBB
CTPOKU - JIFOJTH.



