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MpencTtaBneHbl pe3ynbTaTbl aHanM3a GyHKLMOHANbHON 3HAUMMOCTY MOIMMOPHbIX TOKYCOB, aCCOLMMPOBAHHbBIX C apTepuranbHON
runepteH3meit (Al), no gaHHbIM Katanora GWAS. OyHKUMOHaNbHble 3bdeKTbl NONMMOPGHbIX TOKYCOB ObINN N3yUYeHbl C UCMOMb-
30BaHMeM OHMaliH nporpammHoro obecnevennsa HaploReg (v4.1), PolyPhen-2, GTEx portal. ina nccneposaHua 6bino otobpaHo
10 SNPs (rs167479, rs8068318, rs7302981, rs4387287, rs932764, rs633185, rs2681472, rs1173771, rs1799945, rs805303), accouu-
MPOBaHHbIX C pa3BuTeM Al, MO AaHHbIM He MeHee YeM 3 MOSIHOreHOMHbIX UCClieJoBaHMI. YCTaHOBIIEHO, YTO BCe NoNMMopdHble
JIOKYCbl UFPatoT BaXKHY0 GYHKLMOHaNbHY0 posib: 3 13 Hux sisnaioTca NsSNPs, 9 umeloT cBA3b € SKcnpeccuein 74 reHos, 5 accouunn-
pOBaHbI C YPOBHEM anbTepHATUBHOIO CMacMHIa TpaHCKpUnTa 69 reHos.
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Epigenetic effects of polymorphism of candidate genes associated
with the development of hypertension, according to full-genomic studies
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This paper presents the results of an analysis of the functional significance of polymorphic loci associated with arterial hyperten-
sion, according to the GWAS catalog. Functional effects of polymorphic loci were studied using the online software HaploReg
(v4.1), PolyPhen-2, and GTEx portal. The following was selected for the study 10 SNPs (rs167479, rs8068318, rs7302981, rs4387287,
rs932764, rs633185, rs2681472,rs1173771,rs1799945, rs805303) associated with the development of arterial hypertension, accord-
ing to at least 3 full-scale studies. It was found that all polymorphic loci have an important functional role in the body: 3 SNPs are
nsSNPs, 9 SNPs are associated with the expression of 74 genes, 5 SNPs are associated with the level of alternative splicing of the
transcript of 69 genes.
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a CErOJHSIIIHUI 1eHb, BOITPOCHI 3TUOJOTUM U Ta-
TOreHes3a apTepuaibHoi runepteH3uu (Al) sBis-
J0TCSI aKTyaJlbHBIMU, TTIOCKOJIBKY €XXEeTOAHO I0JIsI
JIIONIe¥, TTOPaXXEeHHBIX JTaHHOW MaTOJOTUEN, HEYKIIOHHO
Bo3pacTaeT [1]. BbIsiBIeHO MHOXeCTBO (haKTOPOB pUcCKa,
TECHO CBSI3aHHBIX C pa3BuUTUEM Al’, cpen KOTOPbIX OCO-
0oe MeCTO 3aHMMAaIOT TeHeTnYeckue (akTopnl. B momxk-
HOI1 cTeneHu rccienoBaHa BOBJIEUEHHOCTh B (hopMUpOBa-
Hue Al pa3IMYHBIX TeHOB, TPOAYKTHI KOTOPBIX yUacTBY-
10T B PEryJISILIMY apTepuaJbHOTO JaBjieHus [2], omHaKO UX
ouosornyeckue 3(p@PeKkThl U3y4eHbl HEAOCTATOUHO.
Ilean uccaenoBanus: OUEHUTh SMMUTEHETUYECKUE (-
(beKTbI TOTMMOP(PHBIX JIOKYCOB, aCCOLIMMPOBAHHBIX C pa3-
ButreM Al', Mo JaHHBIM MTOJTHOT€HOMHBIX UCCJIEIOBAaHMIA.

Ma‘repvnanbl n metoabl

O160p GWASS-3HaYMMBIX MOJUMOPMHBIX JTOKYCOB
MPOU3BONWICS C UCITOJb30BaHMEM JaHHBIX U3 KaTajaora
MOJTHOTeHOMHBIX HccienoBaHuil National Human Genome
Research Institute (GWAS), coriacHo cieayrommuM Kpu-
TEepUsIM: YpOBeHb 3HaunMocTu p< 5x10°%, Hammume AByX
u 6ojiee nosHoreHoMHBIX (GWAS) u/nim accounaTuB-
HBIX (B TOM UMCJIE PETJIMKATUBHbIX) UccaenoBanuii mo Al
MPUHAJIEXKHOCTh K €BPOIENCKON MOMyASLUA JIUII, BXO-
JSIIUX B BBIOOPKY. OlieHKa 3MUTeHeTuYecKuX 3(pHeKToB
npoBoauiack npu rnmomouu nporpamm HaploReg (v4.1),
PolyPhen-2, cBsI3b ¢ aKCIpeccueil U aibTepHATUBHBIM
CIUTalicMHroM — ¢ ucnosib3oBaHueM nporpamMmmbl GTEx
portal [3].

Pesynbrathbl

W3 384 SNPs, KoTopble TTOKa3aqu CBOI 3HAUMMOCTb
B pa3BuTtuu Al' B 69 MOJTHOIEeHOMHBIX UCCIIEIOBAHUSIX,
Hamu 0bL10 oToOpaHo 10 SNPs (rs167479, rs8068318,
rs7302981, rs4387287, rs932764, rs633185, rs 2681472 ,
rs1173771, 1s1799945, rs805303). Bce oToOpaHHbBIE MOJU-
MOp(U3MBI MOKa3aJIu CBOIO 3HAYMMOCTbD B 3 1 60J1ee MoJ-
HoreHOMHbIX (GWAS) uccienoBaHusx, mpuyeM, He MEHee
JIBYX MCCJIeOBaHUI mpoBoausioch 1o Al B eBponeiicKoi
nonynsiuuu (2 SNPs — B 2 uccinenoBanusix, 3 SNPs —
B 3 uccinenoBaHusix, 5 SNPs — B 4 uccinenopanusix, | SNP —
B 10 uccnenoBanusix). YacTora JaHHBIX MTOJIMMOPGHBIX J0-
KYCOB B €BPOIICICKOM MOMYJISILIUKA COCTaBIsIeT 6osee 5%.

Bce monmmMopdr3Mbl UMEIOT 3HAYUMBINA PETYISITOPHBIN
rnoreHuuai, B Tom yucie 3 SNPs (rs167479, rs7302981,
1$1799945) sBisitoTCSI HECUHOHUMMWUYECKUMU 3aMeHaMU
(nsSNPs), 9 u3 10 SNPs uMeroT ¢Bs13b 3Kcnpeccueit 74 re-
HOB B pa3/IMUHbIX OpraHax 1 TKaHsx, a 5 SNPs accouun-
POBaHBI C YpOBHEM aJIbTEPHATUBHOTO CITJIaliCHHTa TPaHC-
KpunTa 69 reHoB

BbiBOAbI

YCTaHOBJIEHO, YTO MOJUMOPGdHbBIE JIOKYCHI 15167479,
rs8068318, rs7302981, rs4387287, rs932764, rs633185,
rs 2681472 , rs1173771, rs1799945, rs805303, acconumn-
poBaHHbIe ¢ Al', UTpaloT CyIIeCTBEHHYIO (DYHKIIMOHATb-
HYIO POJIb B OpraHU3Me.
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