NPUNOXEHUA

K cTatbe [.O. KopbituHown, J1.3. AxmaguiumHon, B.A. Mapkenoga, t0.I. AsHabaeBow, O.B. KoueTtoBoi,
T.P. HacnbynnuHa, A.M. Nlapkunon, H.H. XycHyTtanHosown, H.LL. 3arngynnvHa, T.B. BuktopoBoi
«Ponb reHoB PI3K/AKT/mTOR-curHanbHOro Kackaga v CUpTyuHOB B pa3BUTUn

XPOHNYECKOWN OOCTPYKTMBHOWM 6ONE3HN NErKUX»

MpunoxeHne 1
XapaKTepI/ICTI/IKa nccnenoBaHHbIX I'IOHVIMOp(I)HbIX JIOKyCOB

Ne  Ten XpomocomHas Jlokanunsauuns B reHe HGVS Ha3BaHune RefSNP Penknin YacToTa pegkoro annensa Prwe KOHTPOIb
nokanusaums annesnb KOHTponb """""""" XOBJ'I """"""""""
1 SIRT1 10921.3 5’-HeTpaHCNMpyembIi pervoH c-1138T>C rs3758391 C 0.49 0.49 0.24
67883584
2 SIRTI1 10921.3 WNHTPOHHBIN BapmaHT c.181+207 A>G rs3818292 G 0.23 0.26 0.47
67907144
3 SIRT3 11p15.5 WNHTPOHHBIN BapmnaHT €.969+959 G>A rs3782116 A 0.38 0.34 0.5
223119
4 SIRT3 11p15.5 WNHTPOHHBIN BapmaHT c.807+84 G>A rs536715 A 0.28 0.19 0.75
230368
5 SIRT6 19p13.3 WNHTPOHHBIN BapraHT c438-151 C>T rs107251 T 0.27 0.23 0.67
4176088
6  AKTI1 14932.33 WNHTPOHHbIN BapuaHT c.1172423T>C rs2494732 C 0.48 043 0.2
104772855
7 PIK3R1 5q13.1 WNHTPOHHBIN BapyaHT Cc.334+2738T>A rs10515070 A 043 0.40 0.65
68229747
8  PIK3R1 5q13.1 VNHTPOHHBIN BapuaHT €.917-653 A>G rs831125 G 0.16 0.30 0.25
68291606
9 PIK3R1 5q13.1 MwucceHc BapmaHT c.978 G>A, Met326lle rs3730089 G 0.35 0.42 0.22
68292320
10  MTOR 1p36.22 5’-HeTpaHCIMpyembIi pervoH c-141T>G rs2295080 G 0.40 0.40 0.15
11262571
11 MTOR 1p36.22 3'-HeTpaHCMpyeMbI PervoH c.*829T>C rs2536 C 0.05 0.03 0.36
11106656
12 PTEN 10g23.31 3’-HeTpaHCIMPYyeMbIi PervoH c*¥1516 T>C rs701848 C 0.41 0.49 0.85
87966988
13 PTEN 10923.31 WNHTPOHHBIN BapmaHT €.493-6446 G>C rs2735343 C 0.43 0.44 0.06
87945672

MpumeyaHue. Py — 3HaveHre P ana paBHoBecua Xapan-BaiiHbepra.



G.F. Korytina, L.Z. Akhmadishina, V.A. Markelov ... Role of PI3K/AKT/mTOR-signaling pathway and sirtuins genes
N.N. Khusnutdinova, N.Sh. Zagidullin, T.V. Victorova in chronic obstructive pulmonary disease development

MpunoxeHne 2
DyYHKLMOHaNbHbIV aHann3 oTobpaHHbIX AN nccneposanHmsa SNP
SNP ID (gene) Regulatory effect Expression QTLs
RegulomeDB HaploReg SNPinfo
Rank Score Prom histone  Enh histone DNAse Proteins Motifs changed TFBS Splicing microRNA nsSNP Regulatory Conservation  Haplo Reg GTEXx portal
marks marks bound (ESE/ESS) potential

rs2295080 (MTOR) 4 0.70497 24 tissues BLD 53 tissues 15 bound CAC-binding- protein Yes 0.284745 0 5 hits
proteins
rs2536 (MTOR) 5 0.13454 HMG-IY, k-3 Yes (hsa-miR-150, 0.026074 0.481 1 hit
hsa-miR-450b-5p,
hsa-miR-576-5p,
hsa-miR-767-3p)
rs701848 (PTEN) 5 0.509 FAT, MUS Irf Yes (hsa-miR-1252, 0.145601 1
hsa-miR-1304)
rs2735343 (PTEN) 5 0.58955 8 tissues IPSC, BLD CHD2, E2F, SP1 0.19835 0.999

Mpumeyvarmne. DyHKUMOHanbHan 3HaummocTb SNP nccnepgosaHa no 6aszam RegulomeDB Version 1.1 (https://regulomedb.org), SNPinfo Web Server (https://snpinfo.niehs.nih.gov), HaploReg v3, GTEx (https://www.gtexportal.org).

Enh - enhancer (3HxaHcep); Prom — promoter (npomoTop); DNAse — (4yBcTBUTenbHbIN K [JHKa3e pernoH) DNAse hypersensitive regions; motifs — regulatory motifs changed (n3meHeHHble perynatopHble MOTUBDI); tiss — tissues (TkaHb); TFBS - Transcription Factor Binding Sites (caiTbl cBA3bIBaHWA C TPAHCKPUMNLMOHHBIMI
dakTopamm); ESE — Exonic Splicing Enhancer (s3HxaHcep ¢ obnactu cnnaiicunra); ESS — Exonic Splicing Silencer (canneHcep B o6nactu cnipnaiicura); RegPotential — Regulatory Potential Score (perynaTtopHbiin koadpduumeHT); Regulatory Potential Rank — perynatopHbiii paHr; nsSNP — non-synonymous SNPs (HecrHOHU-
MunuHble SNP); conservation — conservative sequence (KoHcepBaTUBHble NocsiefoBaTeNibHOCTH); histone marks — yyacTkm CBA3bIBaHWA C TMCTOHHBbIMK 6enKamu B TKaHAX; Proteins bound — yyacTku cBA3bIBaHWA € perynatopHbiMu 6enkamu; microRNA - yyacTkum ceasbiBaHuA ¢ MUPHK. FAT - xunpoBas TkaHb; SKIN — koxa;
MUS - mblweyHas TKaHb; BLD — KpoBb; LIV — neueHb; HRT - cepaue; BRN — mosr; IPSC — induced pluripotent stem cells - uHgyLuupoBaHHble MPUNOTEHTHbIE CTONOBbIE KIETKMU.
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