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BBepenue

T'eHOM TipeicTaBsisieT U3 cebsi COBOKYITHOCTh Hac/IeCTBEHHOTO MarepHarna, 3aK/IF0UeHHOTO B
K/IeTKe opraHri3Ma. Ero MO)KHO Tpe/iCTaBUTh B BHJIe CHMBOJILHOM TOC/Ie[0BaTeIbHOCTH, B KOTOPOM
Ka)KZIOMYy 3JIEMEHTY COOTBETCTBYET OJHO M3 4 a30THUCThIX OCHOBAaHWIA: a[ileHWH, T'yaHWH, TUMUH U
1MTO3UH. ViMess TaKyr0 T'€HOMHYIO IOC/Ie[J0BaTelbHOCTh OpraHW3Ma M 3Has KakuM oOpa3om ee
XapakTepu3yeT Ta WA WHas ee 00/1acTb, MOXXHO TIOJIyUUTh OTPOMHOE KOJMUECTBO TIOJIe3HOM
MH(pOpMaLM O ee HOCHTeJIe.

[Tpo6siemMa 3aK/TH0YaeTCst B TOM, UTO TIOTYUUTh MPAaBU/IbHYIO TIOC/IEA0BATE/IbHOCTD LIeIMKOM Ha
CEerofHSIIHUN [ieHb TeXHWUYeCKH HeBO3MOKHO. IIporjecc 006paboTkM OHOMOTHYeCKHWX [JaHHBIX
Ha3bIBAETCS CEKBEHMPOBAaHWEM, pe3y/JbTaTOM €ero paboThl sBsSeTcss HabOp OTHOCUTEBHO
HeOO/bIINX TIOATIOC/Ie0BATe/TbHOCTEH, Ha3bIBaeMbIX PHJAMH, B KOTOPBIX K TOMY K€ MOTYT
TIPUCYTCTBOBAaTh OLIMOKU CEKBEHUPYIOIIeH M1atdopMbl. ['arnioTHIMpOBaHUEM Ha3bIBaeTCs MPOLIeCC
To/TyYeHrs1 Habopa reHOMOB (TalyJIOTUIIOB) TIPeZCTAaB/IeHHBIX B 00pabaThiBaeMbIX OMOIOTHUECKUX
JaHHBIX. Ha OCHOBe TaryiOTWIIOB BHPYCOB MOXHO pelllaTh 3aJady IIOCTPOEHMs UX
¢unoreHeTUYECKNX ~ CeTel, UWMEIOLIYI0 psifi TPAaKTUYeCKUX TIPUMEHeHWH, HarpuMep,
BOCCTAHOBJIEHUE CLIEHAPHEB U OUaroB 3apa)keHHst HA OCHOBAHUM KJIMHUYECKUX JaHHbIX.

[TockonbKy KaueCTBO TIOCTPOEHHs (PU/IOTeHeTUYeCKUX CeTel HalpsiMyo 3aBHCHT OT KaueCTBa
cOOpKM TaryIOTHUIIOB, TOSIB/ISETCS HEOOXOAMMOCTh B KaueCTBEHHOM TrarjIOTUIIEpe, CIIOCOOHOM
XOpOIIO HAaXOJUTb W pa3/MyuaTb IOXO)KHe TalyIOTUIIbl, TaK KaK BUPYyCaM CBOWCTBEHHA BBICOKAst
CKOpPOCTh MYyTal[|H, M3-3a YeT0 TeHOMbI X LIITAMMOB MOTYT ObITb OUeHb OJIU3KH.

Hens padoTsl
Ilenpto  gaHHOM — paboThl  siBIsieTCA  pa3paboTKa  MPOABUHYTHIX  aJTOPUTMOB
raryIOTUITMPOBAHMS U TIOCTPOEHHS (DUIOTeHEeTHUECKUX CETeH IIITaMMOB BUPYCOB.

IIpomexxyTouHbIe pe3y/abTarhl
Bbut M3yueHbl W MPOAHAM3UPOBAHBI CYI[eCTBYIOIIME METO/bI TaryIOTUITMPOBAHUS, CPein
kotopeix SAVAGE[1], CliqueSNV[2], PredictHaplo[3], aBayesQR[4]. OnpezeneHbl ux cnabbie u
CUIbHbIE CTOPOHBI, IOCTaB/IeHbI 3a/jauu /1J1s1 Aa/IbHeHIIero ucc/iejoBaHusl.

OnucaHue npej/araemMoro nojgxoja
Benercs agantaius noxoga TCS[5] nog NGS nanHbie. ViccienyroTcsi uied B HarnpaB/ieHUU
MpUMEHeHHs1 Teopuu rumneprpagoB K TIOCTPOEHUIO  TaryioTWmoB. [ljis  TOCTpoeHus
(dbunoreHeTUUECKUX ceTell TIIaHUPyeTCsl TIONMpoboBaTh WCIOMb30BaTh He TallJIOTHIBI, a CaMH
JlaHHbIe CeKBeHUPOBaHUSI.
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