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NGS-TexHoNOrMM HapAdy C UUTOTEHETUYECKMMM M YMMOBbIMM METOAAMM CNoCObHbI MAEHTUULMPO-
BaTb y4yacTku JHK, uncno Konuit KOTopbIX BapbmpyeTca B Yenosedeckor nonyaaummn (CNV) [1]. C nomoubto ce-
KBEHMPOBAHMUA MONHOro 3k3oma (WES) MOMKHO 3a CpaBHUTE/IbHO HEBO/IbLIME AEHbMM OXapaKTepusoBaTb BCe
KOAMPYIOLWME YYACTKM, HAPYLIEHUA B KOTOPbIX MOTYT MMETb Ccepbe3Hble nocneacTsusa. CylecTBylowme anro-
puTMbI noncka CNV no 3K30MHbIM AaHHbIM He cNocobHbI NpeACcKasblBaTh BCE BapUaLMK U UX pe3ynbTaTbl AOC-
TATOYHO MJIOXO COr/IACYOTCA Mexay COBOM, MOCKO/bKY MOUCK YCIIOMKHAETCA M3-3a pAda GaKTOPOB, TaKUX Kak
GC-cocTaB, CNOXKHOCTb y4acTka AHK, Hannune noBTOpOB, AUCKPETHAA CTPYKTYpa 3K30Ma U T.4,[2,3].

B pamkax 3Toi paboTbl Mbl pa3pabaTbiBanu B3BeleHHbI noaxos K oueHke CNV Ha ocHose nogbopa
ONTUManbHOTO Habopa eauMHUYHBIX ANTOPUTMOB (aHCamb1) U TPAMOTHOTO BbIGOPa BaNMAALMOHHBIX AAHHbIX.
Mbl UHTErpmMpoBanu AaHHble 17 KpynHomacwTabHbIx nccnenosaHuin no noucky CNV [4] u onpeaenvnn Hanu-
yne nnm otcytctene CNV 6onee yem B 110 TbicAYax 3K30HOB ANA 06pasua “feHom B 6yTbinke” (NA12878). s
NoCTPOeHMs Mogenu 6biiv MCNoNb30BaHbl AaHHbIE MOAHO3K30MHOIO CeKBeHMpoBaHus 3 ¢dasbl npoekta 1000
lfeHomoB [5] u pesynbTaTtbl 5 anroputmos noucka CNV (EXCAVATOR2, ExomeDepth, XHMM, CONIFER,
cn.MOPS). Kaxablit 3K30H 6bln 0xapakTepmsosaH 203 pakTopamm, cpesm KOTOpbIX BblIM reHOMHbIE XapaKTe-
PUCTUKM NOKyCa M HOPMaAM30BaHHOE Ha Pa3HbIX MaclTabax NoKpbITUe.

Mo pesynbTaTam 310 PaboTbl Mbl Npea/iaraem A4Ba ajbTePHATUBHbIX NOAXOAA NOCTPOEHWUS ONTUMAsb-
HOro aHcambns, oguH M3 KOTopbiX MAeHTUdUUMpYeT 6oblue [O0CTOBEepHbIX Bapuauuii (precision=49%,
recall=18%, AUC=0.74), a fpyroii AONONHAET pe3ynbTaTbl eAMHUYHBIX aAropuTMoB (precision=59%, recall=2%,
AUC=0.62).

KnioueBble cnoBa: anroputm noucka sapuauuu no uncay konuit (CNV), ak3somHoe cekBeHWpoBaHue,
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