AHA/JIN3 TeHOTUIIOB "
BapuaHTOB: SNP, INDEL

CHE 8972 buonHdopmatuka - 6B05105 bnorexHonorms
Hepensa 13 - XKaHuna3oB XK.A., cTapwimi npenogaBaTtenb



Il)1aH JIeKITUN

SNP n INDEL: 4t0 31O
O¢dPeKT BapnaHTOB Ha 6enok
Mporpamma PLINK 1 e€ dopmarsl

BasoBble KoMaHAbl U GUALTPaLMA

®dunbrpauma VCF 1 TMNUYHbIE OLLMOKK 13 / 15

Heaens - BapnaHTbl U PLINK




I'eHeTHNUECKasi Bapuamusa

SNP — 3aMeHa 01HOro HyK/ieoTuaa
INDEL — BCTaBKa unam geneuyms HyK1eotuaoB

B reHoMe 4yenoBekKa B cpejHeM 4-5 MJIH BapuUaHTOB
OTHOCUTENIbHO pedepeHca

BONBLIMHCTBO BAPUAHTOB HEMTPasbHbI S N P

n INDEL




9P PeKT BApUaHTOB B reHe

CUHOHMMUYHBIN AMUMHOKUNC/I0TA HE MeHAeTCA
MwucceHc 3aMeHa aMUHOKUCOTbI

HoHceHc MpexxaeBpeMeHHbIN CTON-KOA0H
INDEL, kpaTHbIn 3 BcTtaBka nam noteps aMMHOKUCAOT

INDEL, He KpaTHbIn 3 CaBUr paMKn CUMUTbIBAHUSA



KiaouyeBpbie IOHATHUSA

MAF HWE Call rate

4acToTa MMHOPHOIO paBHOBecMe Xapgm- Aons obpasyos ¢
annens BalHbepra reHOTMMNOM

ITU NOKa3aTe/in sieXkaT B OCHOBe d)MﬂpraU,MM AadHHbIX.

0/1

reTepo3mroTHbIN
reHoTun



PLINK

MporpaMmma ansg aHanmMsa reHOMHbIX AaHHbIX
PaboTaeT B KOMaHAHOM CTPOKE, O4EHb ObICTpas
Yutaet VCF n cobcTBeHHblE popMaThl

BbinosiHAET puUabTpaLmio, pacyET 4acToT U

accoLMaTMBHbIE TECTbI P LI N K

dHaJ/IN3 TrEHOMHbIX OaHHbIX




®opmMmartsl PLINK
o wwawe

.bed [eHoTUNbI B GBUHapHOM Buae
.bim SNP: xpomocoma, ID, no3muyus, annenm
fam O6pas3ubl: ceMbs, ID, non, peHoTMN

.ped / .map TekcToBbIN popmat



HNmMmopT VCF

plink --vcf file.vcf.gz --make-bed --out data VCF — 6uHapHbI dopmaTt

NpoeHTudmkaTop obpasua ans CEMbU U

--double-id
obpasua

--allow-extra-chr HectaHaapTHble Ha3BaHWUS XPOMOCOM

plink --bfile data --freq YactoTtbl annenen



ba3oBbie KOMaHIbI PLINK

--freq YacTtoTbl annenen

--missing [lons NnponyLweHHbIX AaHHbIX

--hardy NMpoBepKa paBHOBecusa Xapamn-BainHbepra
--recode MNepekoamnposka popmata

--extract, --keep Bbi6op SNP 1 o6pa3uoB



OwiIbTPHhI PLINK

--maf 0.05 YacTtota MMHOPHOTO annens He Huxke 5%
--geno 0.1 Y6paTb SNP c 6onee yem 10% nponyckoB
--mind 0.1 Y6paTb 06pa3upl c 60s1ee yem 10% nponyckos
--hwe 1e-6 Y6paTb SNP c HapywieHneM paBHOBeCUS

--chr 22 OcCTaBUTb TONILKO XPOMOCOMY 22
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dwiabTpanus VCF: beftools

Tonbko SNP bcftools view -v snps file.vcf.gz
Tonbko INDEL bcftools view -v indels file.vcf.gz

Mo KayecTBy bcftools view -i 'QUAL>30' file.vcf.gz
Tonbko npouwegine GUnbTp bcftools view -f PASS file.vcf.gz

buannenbHoble bcftools view -m2 -M2 -v snps file.vcf.gz
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CxeMa a”Ha’imsa

PLINK AHanus

VCF dunbTpbl

UCXOAHble JaHHble KayecTBO, SNP

OuHapHbIM popmaT yacTtotbl, MAF

3anucbiBamTe Ka)K,D,bIﬁ war B CKpunr, 4YTO6blI aHA/IM3 MOXKHO 6b110 NnoBTOPUTD.
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THIINYHBIE OIIIHOKH

Hert --out
Pe3ynbTaThl NepesanucbiBatoT ApYr Apyra

CamwKoM crpormne GpunbTpbl
TepﬂeTCﬂ MHOIo BapnaHTOB

Pa3Hble c60pKu reHOMa
He cmewmBante hg19 n hg38

He yutatot nor
MNpoBepsanTe Yyncao obpasyos 1 SNP
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HUTOoTH K KOHTPOJIBHBIC BOIIPOCHI

Yem SNP otimyaetcsa ot INDEL?
Kakue ¢pannbl BXogaTt B 6MHapHbIn popmat PLINK?
Yto penaet onums --maf 0.05?

Mpaktnka: MNP N213 «PLINK: 6a30Bble KOMaHApblI,

bunbTpaLms VCF» 201-214

cTp. - [1] Lesk
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