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MEI niporiieM MHOTO (popMaToB (ParinOB
OAS XpaHEHUS JaHHBIX

Bce oHU OyayT Ha KOAAOKBUYME

https://genome.ucsc.edu/FAQ/FAQformat.html



https://genome.ucsc.edu/FAQ/FAQformat.html

Fastq dpopmar

@HWI-ST992:147:D22HDACXX:3:1112:14175:15297 2:N:0:GGCTAC

NMocneposartensHoctb TAATGGCTTTTCCAAAACGCTCCACTCTTAAAGATGTGTATAAGAGACAGCAACAACAATTA
-

Ka4ectso §22DDDBEDHHFHJJJJIJAFGIIIIIGIGEEGIIIIHBFGGEEGCGIJIFFIDITIJJIIII

1"#$%&" ()*+,-./0123456789: ; <=> X@ABCDEFGHIJKLMNOPQRSTUVIWXYZ[\]~_" abcdefghijklmnopgrstuvwxyz{|}~
I I I I I |

33 59 64 73 104 126
B ieis e e s e e b W y | TS, UREREUSE: 40
L e S N e 5y s e 40
@isiveans I B i A I e 40
BB veiins e avoinevies SR SRRy 41
S - Sanger Phred+33, raw reads typically (o, 40)
X - Solexa Solexa+64, raw reads typically (-5, 40)

I - Illumina 1.3+ Phred+64, raw reads typically (e, 40)

L - Illumina 1.8+ Phred+33, raw reads typically (0, 41)



Fastq dpopmar
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Y10 neaaTn?

Hy>kHO yoaAUTh «IIAOXU€e» PparMeHThl YTEHHUM:

- Apanrtepsl

-  HyraeoTuapl ¢ HEYJOBAETBOPUTEABHBIM KAa4€CTBOM (<
20)

Trimmomatic

http:/ /www.usadellab.org/cms/?page=trimmomatic

B pe3yabTaTte roaydaeM TOABKO T€ YTE€HUsS, KaueCTBO
KOTOPBIX HAC YyCTpauBaeT
C HUMHU MOXKHO CMEAO padboTaTh gaAblile!


http://www.usadellab.org/cms/?page=trimmomatic

Y10 nmeaaTnh HaAbIllle?

JlaHo:

- «OUYHILIEHHBbIE» YTE€HUS XOopollero kadecrtna (fastq)
- TlocaegoBaTeAbHOCTH pedhepeHCHOro reHoMa (fasta)

3Bamaya:

KaxkmoMy 4TE€HHIO HAUTHU CBOE MECTO Ha I'€HOME -
KapTUPOBaHUE



KapTupoBanue

IIporpaMMBiI:

- bowtie

- bwa

- hisat2

Ects MHOro npyrux!

[IIar O. IToarorToBKa pedepeHca: UHAEKCUPOBaHUE
Jast Kaskaou mporpaMmsbl CBOM MHAEKC!

[Ilar caeayromui — KapTUPOBaHUE YTEHUM Ha pedpepeHC
[ToaygyaeMm .sam uam .bam



Saim

CoaeprKuUT 3aroNn0BOK U MHGOPMALMIO O KAPTUPOBAHUM YTEHUN
http://samtools.github.io/hts-specs/SAMv1.pdf

SRR2776256.15395984 0 chrl2 9822304 60 100M * 0

0 AGATCACTCATAGAAACTGGAGGCAAAATGCATGACAGTAACAATGTGGAGAARAGACATTACACCATCTGAA
TTGCCTGCAAAGCCAGGTAAGAAGCTGG ?@@DFFFDHHHHHI IJ IHEGFAGHEG ; FCFDFHI<GIJCFFDH?<<00
?98929/0.=B:8B78CC=CCEARH=) =ECCB; 7B;>@362@; @@CECD359 AS:i:-4 XN:1:0 XM:1i:1

X0:1:0 XG:i:0 NM:i:1 MD:Z2:83C1l6 YT:Z:UU NH:i:1
SRR2776256.23192736 16 chrl2 9822307 60 100M * 0
0 TCACTCATAGAAACTGGAGGCAAAATGCATGACAGTAACAATGTGGAGAAAGACATTACACCATCTGAATTG

CCTGCAAACCCAGGTAAGAAGCTGGGCT CCCC>; CEECEEEC@=DBC>ACHEHCD(@=; GRGGGEHF=C<>IHFFGB
HGCDDGHGDFD ? HGHEGGHFFGFA>GFHE@HFADCHEHHEFHHHFFDDDDE@E AS:1i:0 XN:1:0 XM:1i:0
X0:1:0 XG:1:0 NM:1i:0 MD:Z2:100 YT:Z:UU NH:1:1

SRR2776256.15395984 — ID yTteHun

chrl2 9822304 - xpOMOCOMa 1 KOOPAUHATA, KyAad «Nerno» YTeHue
100M — CIGAR: cxkaTo KogupyeT MHGOpPMaLUMIO O BbIpaBHUBAHUU YTEHUA
NM:i — paccTtoaHue Ao reHoma

NH:l — KONMYeCTBO KapTUPOBAHUI ANA AAHHOTO YTEHUA



samtools

http:/ /www.htslib.org/doc/samtools.html

OTOT MaKeT IIOMOXKET OTCOPTUPOBATh U UHAEKCHUPOBATD
.bam, y3HaTh NOKphITUE pparMeHTa reHoMa U MHOT0€

apyroe

YuTtanTe MaHyaA U IIOACKAa3KHU K 3aJaHUIO!

[TomHUTE, YTO bam (padAbl JOASKHBI OBITH
OTCOPTHUPOBAHBI 10 KOOpAWHATE U UHAEKCHPOBAHbI


http://www.htslib.org/doc/samtools.html

[yOAnpoBaHHbIE YTEHUS

BriatoT II1IP-n1y6Au 1 onTHYecKue
y6Ar MOXKHO yIaAdTh, MOXKHO MapKUPOBAaTh

samtools view foo.bam
SRR7012201 . 2594959 (%) chrl 3000061 30
SRR7012201 . 2594959 (%) chrl 3000061 30
(base)

samtools markdup foo.bam - | samtools view
RR7012201.2594959 9 chrl 3000001 30
RR7012201 .2594959 1024 chrl 3000001 30




IGV

https://software.broadinstitute.org/software/igv/download

[Iporpamma aass Bu3yasusauu bam gpaiinoB C
BhIPaBHUBaAHUSIMH YTE€HUHN Ha pedepeHCHBIN I'eHOM.
Hy>kHO ycTaHOBUTH cebe Ha KOMIBIOTEP.

[IpuHUMaeT Ha BXo[ bam (copTUpoBaHHBIN) + .bam.bai

https://www.yvoutube.com /watch?v=E G8z 29TYM&t=76s
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https://www.youtube.com/watch?v=E_G8z_2gTYM&t=76s

Genome | T | T

.
PO
.

Exome
Reference ¥ Y N T E—— e Ty . (Y —
Capture probes * = . -

Emily M. Coonrod, Jacob D. Durtschi, Rebecca L. Margraf, and Karl V. Voelkerding (2013) Developing Genome and Exome
Sequencing for Candidate Gene Identification in Inherited Disorders: An Integrated Technical and Bioinformatics Approach
Archives of Pathology & Laboratory Medicine: March 2013, Vol. 137, No. 3, pp. 415-433.



GATK3

https:/ /gatk.broadinstitute.org/hc/en-
us /sections /360007226651 -Best-Practices-Workflows
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https://gatk.broadinstitute.org/hc/en-us/sections/360007226651-Best-Practices-Workflows

Indel realignment

Indel realignment optimizes per locus for variant concordance.

In the example, deletions at three different positions, represented by the black horizontal bar, become concordant after indel realignment.
Only realigned reads are shown before and after for the 100 bp region starting at 10:96,825,853. Viewed in IGV with soft-clips hidden.
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Ailt.vet

Iloruck BapHuaHTOB

#CHROM POS ID REF ALT QUAL FILTER INFO FORMAT NA12878

20
20
20
20
20

chrl
chrl
chrl
ehrl
chrl
chrl
chrl
chrl
chrl
chrl

SAFURMAT =< ID=HQ , Nuxbar~2, Type=Integer , Deacription="Haplotype Quality™>
REF aT

18001567 s A <NON_REF> o 3 END=10001616 GT:DP:GQ:MIN_DP:PL ©/@:38:99:34:0,101,11
leeelsl? o © A,<NON_REF> 493.77 BaseQRankSum=1.632;ClippingRankSum=6.000;DP=38;Excess
12601618 s T <NON_REF> o 3 END=10001627 GT:DP:GQ:MIN_DP:PL ©/@:39:99:37:0,105,15
18001628 o G A,<NON_REF> 1223.77 DP=37;ExcessHet=3.0103;MLEAC=2,0;MLEAF=1.00,0.08;RAW_|
leeel62s B G <NON_REF> o B END=10001660 GT:DP:GQ:MIN_DP:PL ©/@:43:99:38:0,102,12

28563 . A G 139.90 PASS AC=2:AF=1.00;AN=2:DP=5:;ExcessHet=3.0103;F5~0.(

495298 . T C 515.77 PBASS 2;AF=1.00;AN=2;DP=17;Excesslet=3.0103;F5=0

52238 . T G 71€.77 PASS 2 ;AF=1.00;AN=2;DP=22;ExcessHet=3.0103;F5=0. H C

§592€ . T C 120.90 PASS ;AF=1.00;AN=2;DP=5;ExcessHetr=3.0103;F5=0.000; MLEAC=2 ;MLEAF=1 .00 M0

61442 . A G 314.77 PASS “].00;AN=2;DP=10;ExcessHetr=3,.0103;F5=0,.000; MLEAC=2 ;MLEAF=1,00

€1947 . C T 397.77 PASS C.500;AN=2;BaseQRankSum=3. ClippingRankSum=0.00;

€1587 . A G 703.77 PASS . 500;AN=2;BaseQRankSum=0.42€:ClippingRankSum=0. Ju;DP'12:EXC!S

€158 . G C 703.77 PASS 0.500;AN=2;BaseQRankSum=0,125;ClippingRankSum=0,00; DP=41

€9511 . A G 358.77 PBASS :DP=13;ExcessHer=3.0103; F5=0.000;MLEAC=2; )’..LA!“

83084 . T A 204.80 PASS DP=7; Ex'e:sl'er.-l 0103; !'S‘J ’\O

SCHROM POS

2RRBL

pd QUAL FILTER INFD FORMAT NA00001
14370  rs€054267 G 4 20 PASS  NS«3;DP=14;AF~0.5;08;I2 CT:CQ:DP: B O
17330 T 4 3 qi0 NS=3.0P=11;AF=0.017 CT:CQ:DP:Wq 0|
1110606 re6040356 A c.T €7 PASS  NSe2:DP=10:AF=0.333,0.667:AM~T:DB CT:0Q:DP:BQ 112:21:
1230237 47 PaSS  NS=3;DP=13;AAT CT:GQ:DP:HQ 010:64:
1234567 microsatl G‘\'C C.CTCT S0 PASS  NS«3:DPef:aae=C CT:CQ:bP 0/1:36:

RAD0002
10:48:1:561 61 1]0:48:8:51 61 l/ll
0:49:3:58,50 0]1:3:6:65,3
6123,27 211:2:0:18.2
7“600!00451510/0(
4
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OCHOBHBIE IIIaru

[IpoBepka KayecTBa YTEHUM

TpumMupoBaHUe

[IpoBepKa KadyecTBa TPUMMHPOBAHHBIX YTEHUHN
KapTupoBaHue 4YTeHHUU Ha T'eHOM (sam)
KonBepralius sam B bam

CoptupoBka bam

NunekcupoBaHue bam

ITorck BapuaHTOB (vci)

DUABTpALIg BAPHUAHTOB



?AHHOTAIIUG?

ANNOVAR

https://doc-openbio.readthedocs.io/projects/annovar/en/latest/
refgene

dbsnp
1000 genomes
GWAS

Clinvar

Jlasee — KAMHUYECKAasd HHTEePIIpeTalud



Bedtools

http://bedtools.readthedocs.io/en/latest/index.html

https://media.readthedocs.org/pdf/bedtools/latest/bedtools.pdf

OuyeHb XOPOIIMH HHCTPYMEHT JIJ1s1 pa00OThI C TEHOMHBIMHU
WHTEPBAIAMH

bosiee 35 onmmit + mapameTpbl
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http://bedtools.readthedocs.io/en/latest/index.html
https://media.readthedocs.org/pdf/bedtools/latest/bedtools.pdf

