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Dddekt poaurenpekoro nponcxoxaenus (POE) — s1o smurenerndeckoe siBieHue, KOTOpoe
MPOABJISIETCS B (DEHOTUITMYCCKUX PASIHIUAX MEXK/Iy NeTepPO3UrOTaMu B 3aBUCUMOCTH OT TOTO,
OT KaKOT'O POJUTEss YHACaeI0BaH asuiesib. OCHOBHBIM MexaHu3MoM, cBa3anHbiM ¢ POE, aB-
JIeTCA TeHOMHBIN UMIPUHTUHT, IPUBOIANIINN K (DYHKIIMOHAIBHON HEPABHO3ZHAYHOCTU aJLjiesieit
B oziHOM Jiokyce [3]. VIMIpuHTHpOBaHHBIE JIOKYCHI YYIACTBYIOT B KJIIOYEBBIX IIPOIECCAX Da3BU-
THS, PETYJIAIME POCTa M TOMeOCTa3e, a HapyIIeHnd UX (PYHKIUU JIeXKAT B OCHOBE HEKOTOPBIX
MeHJIeJIEBCKUX 3abosieBaHuil 1 CHHIPOMOB (Hampumep, cunapoMbl [Ipagepa-Bun, Bekpura-
Bunemana n Anresnbmana), a TakzKe CIIOCOOCTBYIOT BapUAIUAM CJIOXKHBIX [TPU3HAKOB, TAKUX
KaK JuabeT 2 TUra, pocT U MeTabOJU3M JIUIINJIOB.

WccnenoBanne Ha ypoBHE NeHOMA YIIHPAETCs B KJIFOUEBYIO TEXHUIECKYIO IIpobJIeMy — Heob-
XOJMMOCTH TOYHO OIIPEIE/IUTh YHACAEIOBAaHIE ajlejieil OT MaTepr U OT OTIAa. JTa 3ajada Tpe-
Oyer mpoBejieHust MOJTHOreHOMHOTO cekBenmposanus (WGS) Tpoek, To ectb mpobaHia U ero
poauTesieil. ITO CONMPSIZKEHO C CYIECTBEHHBIM YBEJIMYEHNEM CTOMMOCTH U TEXHUYIECKOHN CJIOXK-
HOCTHU UCCJIEJIOBAHU, orpaHnynBas MacinTabubiii anann3 POE.

Panee 6b110 110Ka3aHO, ITO OIPEIeIeHIE POIUTEIHCKOIO IIPOUCXOXKICHNS ajljIe/Ieil BO3MOK-
HO IIPU HUCIIOJB30BAHNU JIJIMHHBIX YTEHUI, KOTOPBIE TTO3BOJISIOT HAIIPAMYIO PEKOHCTPYUPOBATH
ramtorunbl [1]. OnHaKO Takwe JaHHBIE OCTAIOTCS 3HATUTEIBHO MEHee PACIpPOCTPAHEHHBIMU W
JIOCTYIIHBIMH, YeM JIaHHbIE KOPOTKUX YTEHUl, UCIIOJIb3yeMble B OOJIBITUHCTBE TOMY/ISIIMOHHBIX
reHOMHBIX TTPOoeKTOB. [loaTOoMy pazpaboTKa 1 OleHKa METOI0B, O3BOJIAIONIIX 3(DMEKTUBHO BbI-
aBaaTh POE-I0Kychbl Ha OCHOBE KOPOTKUX PHUIOB, IPEJICTaB/IsAeT cOO0OM BarXKHYIO 3a/1ady.

B nannoit paboTe Mbl XOTUM ITPOBEPUTH, ITO3BOJIAET JIU KOMOMHUPOBAHUE BHYTPU- U MEK-
XPOMOCOMHOTO (hasupoBaHust |2] FeHOMHBIX JaHHBIX KOPOTKUX YTEHHI C JOCTATOTHONW TOTHO-
CTBIO ONPEJETATh POJUTETLCKOE IMPOUCXOXKICHUE aJlIe/iell U BBIIBIATD JIOKYChI ¢ 9 DeKToOM
POJIUTETHCKOTO TTPOUCXOKICHUS B TOIYJISIIMOHHBIX JIAHHBIX 0e3 00g3aTeIbHOI0 CEKBEHUPOBa-
HUsI TPOEK WJIN IPUBJICUEHUsT SIMUTNeHETUIECKUX JIaHHbIX, TaKuX Kak Metumposanne JTHK.

CBoelil 11eJIbI0 MBI CTABUM IIPOJIEMOHCTPUPOBATD U OIEHUTH (P HEKTUBHOCTD OMUCAHHBIX Me-
TOJOB, a TaK>Xe YTOYHUTL CIHUCOK JIOKYCOB C Sd)d)eKTOM POAUTEJILCKOT'O IIPOUCXO2K/ICHUA 110
marabiM poekTa 1000 Genomes n M3yInNTh BO3MOXKHOCTD ITPOBEIEHUS TOJTHOT€HOMHBIX MCCJIIe-
JnoBaHUil acconmanuii st cBst3aHHbIX ¢ POE renos.
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