Jdomamnee 3aganne — [Ipaktuxkym 13

OOmias 3ajaya: MOWCK M AHHOTAlMs BapHAHTOB OAHOIO YEJIOBEKA IO JIaHHBIM
HK30MHOI'0 CEKBEHHUPOBAHUS Ha IPUMEPE OTHON XPOMOCOMBI

3aaya MpakTUKyMa: MOJYYHTH CIMCOK BAPUAHTOB HA OCHOBAHUHU MOJIYYEHHOTO
panee bam ¢aiina u aHHOTHPOBATH UX cpeacTBamu VEP

1. IosryyeHne BAPUAHTOB
Bocnonb3yemcs cpeactBamu beftools.
beftools mpileup -f chrN.fa file.bam | beftools call -myv -o file.vef
(~20-30 MunyT).
Kak ycrpoen nonmyuennsiit vef daiin? 3arisHute BHYTPh U OIUILIUTE €T0.

[Ipoananusupyiite vcf ¢aiin ¢ nmomombio mporpamMmmsl beftools stats. 3anumure
BBIXOJIHYI0 HH(DOpMaIIHio B (aii.

a) CKOJIbKO MOITYYUJIOCh BAPUAHTOB?
b) CKOJBKO M3 MOJTyYEHHBIX BAPUAHTOB SIBJISIIOTCS] OTHOHYKJICOTUIHBIMU 3aMeHaMu ?
¢) CKOJIBbKO MOTYYUIIOCh KOPOTKUX BCTABOK U JI€TEIIUM?

d) (*) [Tocmotpute Ha BbIxo niepBoit yactu koMaH ikl (beftools mpileup). Onumure
ero.

2. ®OuabTpanus BApUAHTOB.

Kpurepues ¢punprpariuu cymiecTsyeT MHOXKeCTBO. Hanboee BaxKHBIC - IIOKPHITHE U
KauecTBO BapuaHTa. Bcftools ymeer ¢uubTpoBare mo-pazHomy, mnomnpoOyem
HEKOTOPBIE OTIIIHH.

K nonyuennomy vcf daitiny npumenure:

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

OOpaTtuTe BHUMaHUE, YTO Ha BBIXO/IE BbI MoyunTe Toxe vef daiin.

K ¢unsrpoBannomy vef daiinmy npuMenure yxxe 3HakoMyto komany beftools stats.
a) CKOJIbKO OCTAJIOCh BApUAHTOB TOCJIe (GUIBTpaIy (B MITYKaX U B MPOIEHTaxX)?
b) CkoJIbKO OCTAIOCh OTHOHYKJICOTUIHBIX 3aMEH (B IUTYKaX U B MPOLIEHTaxX)?

¢) CKOJIbKO OCTAJIOCh KOPOTKUX BCTABOK U JENElHi (B IITYKaxX U B MPOLEHTax)?


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

3. AHHOTALUS BAPUAHTOB

[IpoaHHOTHPYHTE TIOTYYCHHBIE BHIIIEC MPOPUIBTPOBAHHBIC BAPUAHTHI C IIOMOIIHIO
cepBuca VEP (cMm. neknuio).

[Tomatite Ha Bxox vcf darin.

a) B oruer BKiIIOUYMTE M OAPOOHO ONUIINTE MH(DOPMAIINIO U3 pa3fiesia Summary

statistics. OOpatute BHUMaHuE (HE TOJIBKO B 3TOM IyHKTE 3aJaHUs, HO U B
LIEJIOM B OTYETE), YTO OMHCAHHUE — 3TO HE TOJBKO NEPEUUCICHUE BbIJAHHBIX
IIPOTPaMMOW PE3YJIBTATOB, a4 €II€ W Balle MHEHHE Ha JTOT cueT. He
CTECHSITECh MUCaTh, YTO BAC YAMBIISET, HACTOPAXKUBAET, YTO HE MOHATHO,
KaKHe BO3HUKIIM POOJIEMBbI, YEM BaM HE XBaTUJIO U T.[.

b) Ckonbko nomyuusnocs BapuanTos ¢ IMPACT HIGH?
c) (*) Kak oxapakrepuzoBanbl BapuanThl ¢ ummnaktoM HIGH:

OTHOCHUTEJILHO T€HOB (ITOTaJId B T€H UJIU HET)
OTHOCHUTEJIBHO CTPYKTYPhI T€HOB (3K30H\UHTPOH)

OTHOCHUTEJIFHO MPUHOCUMBIX M3MEHEHHH (missense, splice, ...)



