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I[To rekymum onenkam, nopsaka 80-90% reHOMHBIX BAPUAHTOB Y€I0BEKA, aCCOMMUPOBAHHBIX
€ KJIMHWTYECKN 3HAYNMBIMU 3a00I€BAHUAMIY, TPUXOIUTCS Ha PEryJIsTOPHbIE YIACTKH MeHOMA.
Ha nannbiit MoMenT HanboJsiee mpuMensieMbIM nacTpyMmentoM it annotanun VCF daition ss-
ssiercst CADD. Ilpu cocrasinennn annoranun VCFE ¢aiiia oH mosiaraercs Ha pasHooOpasHble
OuosIornYUecKre mapaMeTpbl: METPUKU KOHCEPBATUBHOCTU, PACCTOSIHUE JI0 OJIMKANIINX IK30H-
MHTPOHHBIX IPAHUIIAX, YPOBEHB dKcIipeccuu u jip. s npeackazanust 3hpeKToB peryassiTopHbIX
myTtarnmit B CADD 1.6 6b11u 106aB/IeHbBI TIOIXO/IBI HA OCHOBE NCKYCCTBEHHBIX HEPOHHBIX ceTell -
B €r0 OCHOBE JIEXKUT KOHBOJIIOIMOHHAs HeitpoHHas ceTb [3|. Oxuako na copepnoBannn DREAM
Challenge 2022 CADD mnokazajiu JJOBOJbHO CKPOMHBIE PE3YJIBTAThI, 3aHIB TOJIHKO 20 MeCTO, He
IPEB30MIs 110 KaIeCTBY Jazke 6a30BOe PEIIeHne, IPeIOZKEHHOe OPraHN3aTOpaMil KOHKYpCa [2].
B sTom ke copeBHOBaHUU ObLiIa IpejjioxKeHa apxutrekrypa LegNet, koropast crajia mobegure-
JIeM BO Bcex Kareropusix [1].

[TomuMmo 3TOTO, CyIIECTBYET HECKOIHKO PA3JIMIHBIX BAPUAHTOB aHHOTAIMH TTOJ00HBIX BapUaH-
TOB, KaxK/IbIil 13 KOTOPBIX 00/ajaeT ceouMmu mrocamu u wegocrarkamu. B CADD peasmsosan
JIMIIb OJINH, BLIOPAHHBII aBTOpPAMHU.

Ha done sToro 6n1710 perreHo co3jiaTh HOBBIIT WHCTPYMEHT JIJIsi aBTOMATHYECKONH AHHOTAIIUN
VCF daiiios aa ocHoBe LegNet. Boum ipe o0y aenbl Bepcun MOJIEN /I PA3HBIX TKAHEH 1 KJjie-
TOYHBIX JimHWI. [losryaeHHbIil mHCTPpYMeHT OBLT poTecTHpoBaH Ha Oazax jJaHHbIXx ADASTRA
nu UDACHA, a Takke Ha UMEMONUXCA JAHHBIX O PEryJSTOPHBIX MyTAaIlUsIX U3 6a3bl JTaHHBIX
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Legnet Legnet
LieHTpupoBaHue LleHTpupoBaHue
oTHocuTernbHo SNP oTHocutenbHo TSS

Puc. : Onenka spdexra SNP BosmoKkHA B JIByX BapuaHTaX: B OKHE, IIEHTPUPOBAHHOM OTHOCH-
TEJIbHO MyTAIllW, U B OKHE, KAPTUPOBAHHOM OTHOCUTE/ILHO T'SS.
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YyeT coBMECTHOro 4encTBus YyeT nHgmeuayanbHbIX 3peKkToB
MyTauum MyTauum

Puc. : Bropaga peanm3zoBannas ONIus 3aK/II0YA€TCI B TOM, CJIEYeT JIU YYUTBIBATH BCE MY TaIUN
B 3a/I]aHHOM OKHE WJIM YK€ COCPEJIOTOYNTHCH Ha OJHOI KOHKPETHOW. DTO HO3BOJIUT PACCMATPH-
BaTh KaK U B3aMMOJEHCTBHE IEJI0r0 aHcamOsIsg MyTalyil, TaK U C/IeJaTh IPeJICKa3anns UHIH-
By tyassbHbIx SNP.



