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DKCIEPUMEHTHI 110 TIOJIHONEHOMHOMY aHaJIM3y acCOIUAIMil ITOKa3bIBAIOT, 9T0 npuMepHo 90%
HYKJICOTHJIHBIX 3aMEH, CBSI3aHHBIX C 3a00/IeBAHUSIMU, PACIIOJIOZKEHBI B HEKOJIUPYIOMINX paifioHax
reHoB, npudeM okoJio 40% mpuxomsaTcst Ha peryiasropHble paifonst [2|. IIpu sToMm mosekysisp-
HO-TeHeTUIECKIe MeXaHU3MbI BJIUSTHUS BBISIBJIEHHBIX ITOJTUMOP(MU3MOB Ha PA3BUTHE TTATOJOTU
N3ydeHbl KpaiiHe HeJOCTATOYHO.

J11s1 TOro YTOOBI OIEHUTH MOTEHINAIbHBIE 3(DEKTHI OTHOHYKICOTHIHBIX TOJTUMOPMU3MOB
(OHII) na caiitol cBsi3biBanust TpaHcKpUIIMOHHBIX dakTopoB (CCTD), mamu 6bLT paspabo-
TaH MporpaMMHbIil KouBeiiep. OH mpejcTaBisger coOOM JBa OPUTHHAIBHBIX CKPUIITA HA SI3bIKE
Python, unrerpupyforux n anaan3upyoImmux tHGOpMAINo, moaydernyo u3 nporpamym UCSC
Variant Annotation Integrator u PERFECTOS-APE, a taxxe 6a3 manabsix dbSNP, Ensembl
n HOCOMOCO. Ha BbIxXome KoHBeiiep BblgaeT MH(MOPMAIUIO O BIUSHUU 3aMeHBbI HYKJIEOTH-
na na cxoycrBo yuactka JJHK ¢ CCT®, o nosunun OHII B renome m orHOCHTETBHO CcTapTa
TPAHCKPUIIIUU T'eHa, O TPAHCKPHUIIIUOHHOM (haKTOpe, a TaKKe BeJnduHy p-value, xapakTepu-
3YIOILYIO CXOJICTBO Tap CANTOB C MATPUIENl U UX OTHOIIEHUE, U PAJT JIPYTUX JTAHHBIX.

[IporpammubIil KOHBeliep OBLT MPOTECTUPOBAH Ha HAOOPax MOJTUMOP(MU3MOB, JJOKAJTH30BAH-
HBIX B PEryJIATOPHBIX paiionax rena BDNF, MmyTalnun KOTOPOTO CBSI3aHbI ¢ MOHOT€HHBIMU (hOp-
mamu oxkupenusi. [lepsorit nadop Briouan OHII, maxopsimuecs y eBpOIERCKON MOIMYJIAIINN
B HepaBHOBecuH 110 cierienuio (r>>0.6) ¢ nosumopdusmom rs11030104, acconuMpoBaHHBIM C
oxuperneM [1]. Bropoit Habop OHII siBiistyicst KOHTPOJIBHO# BBIOOPKO# U BKJIFOUAJ TTOJIUMOD-
dusmbl, nHaxogdimecss B okpectHocTdax rsl11030104 m mmerorue 4acToTy MHHOPHOTO AJLIEJIA
ooabme 0.01. Amanu3 0benx BBIOOPOK IMOKa3aJjl, ITO HYKJIEOTHIHBbIE 3aMEHbI OKa3bIBAIOT KakK
MOJIOZKUTEIbHBIE, TaK U oTpurareabuble 3hderTor nHa cxoncrso CCTD ¢ marpunamu. Boiio
IIPOU3BEJICHO CpaBHEHNE HADOPOB TPAHCKPUIIIIUOHHBIX (PaKTOPOB, COOTBETCTBYIONINUX ITPEICKa-
zanabiM CCT®, my1st 1ByX BHIOOPOK, U OBLITN BBISIB/IEHBI JIOCTOBEPHBIE PA3JINYINS B IIPEICTABICH-
HOCTH TPAHCKPUIIINOHHBIX (pbakTOpoB n3 AByX KjaccoB JIHK-cesa3biBatorux jomeHoB. Kpome
TOro, OBbLTIA MPOBe/IcHa (PYHKIIMOHAIbHAS AHHOTAIUsT HAOOPOB TPAHCKPHUIIIIMOHHBIX (DaKTOPOB.
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