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[Ipesckazanne BausiHUs ONHOHYKJIeOTHTHBIX 3ameH (SNV| single nucleotide variants) B pe-
I'YJIATOPHBIX PaiioHAX Ha KCIIPECCUIO T'€HOB SABJISIETCS BayKHON OMOMH(MOPMATHIECKON 3a/1a1eii,
perreHne KOTOpoil HeoOXO MO I IePCOHATM3UPOBAHHON JTUATHOCTUKYU U JiedeHus 3a00/1eBa-
HU{l, UMEIOIIUX IeHETUIECKYI0 KOMIIOHEHTY.

B xose yaacTust B OTKpbITOM copeBHOBaHuu 1o maruaHomy obyuennio CAGI 2018 "Regulation
Saturation" B pabore (Ilensap u dp., 2018) MbI IPEIJIOXKUIN HOBBIN BBIYUCIUTEIBHBIA METO
JUT TIpeJicKasanusd dhdekTa BapuaHTOB Ha OCHOBE JAHHBIX BBHICOKOIIPOU3BOIUTETHHBIX IKCIIE-
puMeHTOB ¢ perioprepamu (massively parallel reporter assays, MRPA). Ham meros onupaercs
B IIEPBYIO OYepPE/ib HA TEHOMHYIO IIOC/IEI0BATE/IbHOCTh PErYASTOPHOIO paifoHa U Pe3y/IbTaThl
ee 00pabOTKH CHEIMAIN3NpPoBaHHoil HefipoceTbio DeepSEA 1], KoTopsie ciryzkaT nmpusHakamu
Jtst o0ydeHnst Kiaaccuduraropa "ciaydaitubrii jtec".

s obyveHnst 1 BaJUIAINN WCIIOJIB30BAJINCH JAHHBIE O U3MEHEHWH SKCIIPECCUU JIJIsT BCEX
SNV B 9 npomoropax (F9, GP1BB, HBB, HBG, HNF4A, LDLR, MSMB, PKLR, TERT) u 5
suxancepax (IRF4, IRF6, MYC, SORT1, ZFAND3). B kauecrBe JONOJHUTETHHON BaJIU AN
HCIIOJIBL30BAJINCH JaHHble 110 jiByM suxancepam (ALDOB, ECR11), onybiukoBanubie panee |2].

Mpb! u3yunin BKJIAJI JIOTIOJTHUTETHHBIX HE3aBUCHMBIX [TPU3HAKOB: STUMEHETUIECKUX Pa3Me-
TOK (KapT CBA3bIBaHUsT (PAaKTOPOB TPAHCKPUIIIINK U JIOCTYITHOCTH XPOMATHHA) U SBOJIOIMOHHOM
KOHCEPBATUBHOCTH.

B kavgecTBe MCXOJHBIX JAHHBIX JJIsI SMUTEHOMHBIX MPU3HAKOB OBLIM HMCIIOJIb30BAHbI: Ha-
3a ganubeix Gene Transcription Regulation Database [3|[4], manusie ENCODE (ATAC-Seq u
DNase-Seq), FANTOM5 CAGE [5]. KoncepBaruBHOCTD TOC/IE0BATEILHOCTH ONEHUBAJIACE 110
nmauabiM 13 UCSC Genome Browser [6].

Mcnonp3oBanne SMUTEHOMHBIX TPU3HAKOB M MHMOPMAIMKI O KOHCEPBATUBHOCTU HE MO3BO-
JILJIO JIOCTUTHYTh KadecTBa MpeJcKasannii, ocnoBaHubix Ha DeepSEA-npusnakax. Tem ne me-
Hee, UCTIOJIb30BaHue [TOJIYIeHHBIX IIPU3HAKOB B aHCaMObJ1e ¢ HeIPOCETEBBIME TOBBICUAIO KAIECTBO
peJICKa3aHus.
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