IHonmy/iAIinOHHAasaA reHeTHKa:
0a3pI JaHHBIX

CHE 8972 buonHdopmatuka - 6B05105 bnorexHonorms
Hepensa 12 - XKaHuna3oB XK.A., ctapwimnim npenogaBaTtenb



Il)1aH JIeKITUN

MonynsaunMoHHas reHeTuKa U Bapuauum
1000 Genomes, gnomAD, Ensembl
®opmar VCF

CKauymBaHue 1 MPOCMOTP AaHHbIX

YactoTbl annenen 1 2 / 1 5

Hepens - 6asbl Bapnauum




HOIIYJI}II_[I/IOHHa}I I'€HETHKaA Ha TaHHBbIX

M3yyaeT Bapmauum B nonynsaymsax
SNP 1 INDEL — OoCHOBHblEe MapKEpbl
YacToTbl annenen onmcbiBaroT NONyAsSLUMIO

OTKpbITblE 6a3bl cogepxat gaHHblE TbiCAY TEHOMOB

SNP

OAHOHYK/IEOTMAHAsA 3aMeHa




OCHOBHBIE 0a3pl

_

1000 Genomes [eHOMbI ntoaen U3 26 nonyasauum

gnomAD YacToTbl BApMAHTOB MO 3K30MaM U reHOMaM
Ensembl [eHOMbI, aHHOTaUMs, npeackasaHue apdekTa (VEP)
dbSNP Katanor BapnaHToB 1 ux rsiD

ClinVar KnnHmnyeckast 3Ha4MMOCTb BAPUAHTOB



1000 Genomes B iuppax

2504 26 5 =84 MJIH

yesioBeka B pase 3 nonynsuum cynepnonyasauum OOHOHYKEeOTUAHbIX
BapWaHTOB

Cynepnonynsauuun: AFR, AMR, EAS, EUR, SAS.



gnomAD

O6beaUHSIET AaHHbIE 3K30MOB M TEHOMOB MHOTIUX
NPOEKTOB

MNMoKa3sbIBaeT YacTOTbl annenen no Nonyasunsm

[ToMoraert NoHATb, HACKOJIbKO BapPMaHT peoK

PenKkne BapuaHTbl Yalle NoA03PEBAOT B CBA3U C gn o mAD

60/1e3HbIO

Y4aCTOTbl BapUaHTOB




Ensembl

[eHOMHbIN Bpay3ep 1 NPorpamMMmHbIN UHTEPHENC
AHHOTaLUMS reHOB U BApUaHTOB
VEP npepackasbiBaeT apdeKT BapmaHTa Ha reH n 6enoK

BioMart Bbirpy»aet Tabanubl AaHHbIX

VEP

3pPeKT BapmaHTa




dopmar VCF
N

CHROM, POS XpomMocoMa 1 No3nums

ID NaeHTnoukatop (rsiD)

REF, ALT PedepeHcHbIM 1 anbTepHATUBHbLIW anaenu
QUAL, FILTER KayecTBO 1 pe3ynbTat puabTpaymm

INFO JlononHuTenbHble NPU3HAKU

FORMAT u 06pasupl [eHOTUMNbI KaXKA0ro obpasua



I'eHoTHunnl B VCF

0/0 [oMo3uroTa no pedpepeHcHoOMy annento
0/1 leTepo3uroTa

1/1 [oMO3UMroTa no asbTePHATUBHOMY anNento
0|1 ®asmpoBaHHbIN reHoTUN (3HaK |)

J. HeT gaHHbIX



Kak nmojyuuTsb JaHHbIE

Bbi6op

3arpy3kKa
wget nan FTP

lNMpoBepKa

XpoMOCOMa niaun

zcat | head
per1oH

CHayana nocMoTpuTe 3aroJIoBoK ¢aitsia u CMcoK o6pasLioB.
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KoMaHabI 111 paboThI ¢ VCF

Hauyano ¢anna zcat file.vcf.gz | head
be3 MeTagaHHbIX zcat file.vcf.gz | grep -v " ##" | head
Yucno BapmaHToB bcftools view -H file.vcf.gz | wc -l

Cnucok obpa3sLos bcftools query -l file.vcf.gz
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JacToTa a/iejisd

AF = 4yucno konum annens / oblliee YUCN0o annenen
Penkne BapuaHTtbl: AF meHble 1%
Y 2504 yenoBek agnnaonaHbIn Habop Aaét 5008 annenen

YacToTy cpaBHMBAIOT MEXAY NONyasuusaMm

5008

annenen y 2504 yenosek

12



HUTOoTH K KOHTPOJIBHBIC BOIIPOCHI

Kakune 6a3bl Bapmauum Bbl 3HaeTe?
Yto o3Hayvatot nonsa REF u ALT B VCF?
Kak pacwumdposatb reHotmn 0/17?

MpakTtnka: MNP N212 «lMouck aaHHbix B 1000 Genomes,

ckaumBaHue VCF» 90_ 110

cTp. - [2] Baxevanis
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