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OOmias 3ajaya: MOMCK W aHHOTAIMs BapUaHTOB OJHOIO YEJIOBEKA MO JIaHHBIM
SK30MHOTI'0 CEKBEHHPOBAHUsI HAa MPUMEPE OAHOU XPOMOCOMBI

3aj1aya MpakTUKyMa: TOJIYYHUTh CIIMCOK BapHAaHTOB HA OCHOBAaHUM IOJYYCHHOTO
panee bam ¢aiina u aHHOTUPOBATh UX cpencrBamu VEP

1. IMosyyeHue BApUAHTOB
Bocnons3yemcst cpeactBamu beftools.
bcftools mpileup -f chrN.fa file.bam | beftools call -mv -o file.vef
(~20-30 MuHyT).
Kak yctpoen noiyuennsiii vef ¢aiin? 3amsiHuTe BHyTPh U OMUIIUTE €TO0.

[Tpoanammsupyiire vcf ¢aiin ¢ momompo mporpammsel beftools stats. 3amumure
BBIXOJIHYIO0 MH(pOpMaLKio B (aii.

a) CKOJIbKO MOJIyYMJIOCh BapUAHTOB?
b) CkosbkO W3 MOTy4YEHHBIX BAPUAHTOB SIBIISIFOTCS] OAHOHYKJICOTHIHBIMU 3aME€HaM U ?
¢) CKOJIbKO MOMyYMIIOCh KOPOTKUX BCTABOK U AENICLUI?

d) (*) IlocmoTpuTe Ha BbIXoA nepBoit yactu komaH bl (beftools mpileup). Onummre
ero.

2. OuabTpauus BAPUAHTOB.

Kpurepuen ¢unbrpanum cyiecTByeT MHOXKeCTBO. Hanbosnee BakHbIE - TOKPBITHE U
KayecTBO BapuaHTa. Bcftools ymeer ¢unbTpoBaTh MO-pasHOMY, MONpPOOyeM
HEKOTOPBIE OTIIUH.

K nonyuennomy vcf daitny npumenure:

beftools filter -i'QUAL>30 && DP>50".

OO6parure BHUMaHUE, YTO HA BBIXOZE BBI Moyunte Toxe vct daiin.

K ¢unsrpoBannomy vef daitny npumenure yxe 3Hakomyto komanay bcftools stats.
a) CKoIbKO OCTajoCh BapUaAHTOB Mocie GuibTpaimu (B MITYKaX U B MPOLEHTaxX)?
b) Ckosbko OcTanoch OJHOHYKICOTUIHBIX 3aMeH (B IITyKaX W B MPOLIEHTaX)?

¢) CKOBbKO OCTaJIOCh KOPOTKHUX BCTABOK M JAeNelMi (B IMITyKax U B MPOIEHTaX)?


https://samtools.github.io/bcftools/bcftools.html

3.

AHHOTaIII/IH BapuaHTOB

[IpoanHoTUpYiiTE MOMYyYEHHBIE BBIIE NPO(PUILTPOBAHHBIE BapUAHThI C MOMOIIBIO
cepBuca VEP (cM. nekimio).

[Tonatite Ha BXxoxa vcf daii.

a)

B otuer BimouuTe 1 noApoOHO onUIIMTe HHPOPMAIMIO U3 paszena Summary
statistics. OOpaTuTe BHMMaHuE (HE TOJBKO B 3TOM ITyHKTE 3aJaHMsi, HO U B
IIEJIOM B OTUETE), UYTO OMHUCAHUE — ATO HE TOJBKO TMEPEUHCICHUE BBIIAHHBIX
IIPOrpaMMOM pE3yJIbTaTOB, a €II€ M Balle MHEHHEe Ha JTOT cuer. He
CTECHSIUTECh MUCaTh, YTO BAaC YAUBISICT, HACTOPAKHUBAECT, UYTO HE IMOHATHO,
KaKle BO3HUKJIU MPOOJIEMBbl, YeM BaM HE XBATUJIO U T.J.

Ckonbko nonyuusiock BapuantoB ¢ IMPACT HIGH?

(*) Kak oxapaxrepuzoBanbl Bapuantsl ¢ umnaktom HIGH:

OTHOCHUTEJIBHO T'€HOB (IOMAaId B T€H WM HET)
OTHOCHUTENBHO CTPYKTYpPbI F€HOB (3K30H\UHTPOH)

OTHOCHUTEJIbHO TIPHMHOCHUMBIX M3MEHeHu# (missense, splice, ...)



