CTaHOQPTHLIN KNMHUYECKUNA
nanvnaanH

MpuknagHaa bunonHpopmatmka: NGS-texHonorum n Omics-aHanms
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KOHTpPO/1Ib KayecTBa

e FASTQC
® 3ayacTyto TpebyeTca NpoBOAUTb TPMMMMHT (KavyecTBo, afanTepbl).

Quality scares across all bases (lumina =v1.3 encoding)

» 7777IIIIIIIIIIIIIIIII

30 1

LA L____

1 2 3 4 5 6 7 & 9 101112 13 14 15 16 17 18 19 20 21 22 23 24 20 26 27 25 29 30 31 32 33 34 35 36 37 38 39 40
Position in read (bp)




dopmat BAM. uBAM

® [lnAa KoppeKTHOM paboTbl NarnaamHa HeobxoAMMO BKAKOUYNTL B UcxoaHble FASTQ-
bannbl meTagaHHble: naeHTUUKATOP BUBINOTEKM, KOOPAMHATLI CEKBEHMPOBAHUA B
A4enKe (nemnH).

e [lnAa storo Bmecto FASTQ-¢annos 8 GATK namnnamHe ncnonbsyertca ¢opmat uBAM,
KOTOpbIM siBnAeTca moamdbukaumen popmata BAM.

e O dopmate BAM peyub NONAET NO3AHEE, CEMYAC BAXKHO NMLWb NOHUMATb, 4TO UBAM
— 370 no ¢yt FASTQ ¢ meTagaHHbIMMN.



CONOUMLHEWNM

CbopKa reHOMa YenoBeKa
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>gi|568336023 |gb|CMOP0663.2| Homo sapiens chromosome 1, GRCh38 reference primary assembly

CCTAACCCTAACCCTAACCCTAACCCTAACCCTAACCCTAACCCTAACCCTAACCCTAACCCTAACCCTA
ACCCTAACCCTAACCCTAACCCTAACCCAACCCTAACCCTAACCCTAACCCTAACCCTAACCCTAACCCC
TAACCCTAACCCTAACCCTAACCCTAACCTAACCCTAACCCTAACCCTAACCCTAACCCTAACCCTAACC
CTAACCCTAACCCCTAACCCTAACCCTAAACCCTAAACCCTAACCCTAACCCTAACCCTAACCCTAACCC
CAACCCCAACCCCAACCCCAACCCCAACCCCAACCCTAACCCCTAACCCTAACCCTAACCCTACCCTAAC
CCTAACCCTAACCCTAACCCTAACCCTAACCCCTAACCCCTAACCCTAACCCTAACCCTAACCCTAACCC
TAACCCTAACCCCTAACCCTAACCCTAACCCTAACCCTCGCGGTACCCTCAGCCGGLCCGLCCGLCCGGG
TCTGACCTGAGGAGAACTGTGCTCCGCCTTCAGAGTACCACCGAAATCTGTGCAGAGGACAACGCAGCTC
CGCCCTCGCGGTGCTCTCCGGGTCTGTGCTGAGGAGAACGCAACTCCGCCGTTGCAAAGGCGCGCCGCGC
CGGCGCAGGCGCAGAGAGGCGCGCCGCGCCGGCGCAGGCGCAGAGAGGCGCGCCGCGCCGGCGCAGGCGC
AGAGAGGCGCGCCGCGCCGGCGCAGGCGCAGAGAGGCGCGCCGCGCCGGLGCAGGCGCAGAGAGGCGCGC
CGCGCCGGCGCAGGCGCAGACACATGCTAGCGCGTCGGGGTGGAGGCGTGGCGCAGGCGCAGAGAGGCGC
GCCGCGCCGGCGCAGGCGCAGAGACACATGCTACCGCGTCCAGGGGTGGAGGCGTGGCGCAGGCGCAGAG
AGGCGCACCGCGCCGGCGCAGGCGCAGAGACACATGCTAGCGCGTCCAGGGGTGGAGGCGTGGCGCAGGC
GCAGAGACGCAAGCCTACGGGCGGGGGTTGGGGGGGCGTGTGTTGCAGGAGCAAAGTCGCACGGCGCCGG
GCTGGGGCGGGGGGAGGGTGGCGCCGTGCACGCGCAGAAACTCACGTCACGGTGGCGCGGCGCAGAGACG
GGTAGAACCTCAGTAATCCGAAAAGCCGGGATCGACCGCCCCTTGCTTGCAGCCGGGCACTACAGGACCC
GCTTGCTCACGGTGCTGTGCCAGGGCGCCCCCTGCTGGCGACTAGGGCAACTGCAGGGCTCTCTTGCTTA
GAGTGGTGGCCAGCGCCCCCTGLCTGGLCGCCGGGGCACTGCAGGGCCCTCTTGCTTACTGTATAGTGGTGG



BbipaBHMBaHME Ha pedepeHc

e [lpouecc BbipaBHMBAHWUA Ha PUAOB Ha

nocnenoBaTeNbHOCTb pepepeHCHOro
reHoma — mapping.

CNOXHOCTb BblpaBHUBAHMA COCTOUT B TOM,
4YTO HEOOXO4MMO A0MYCKATb BO3MOXHOCTb
obpe3aHnA KOHL0B pMAaoB, NHAENOB U
HYKNEOTUAHbIX 3aMeH.

HesepHoe BbipaBHMBaHWE => HEBepHble
pe3ynbTaTbl => HEBEpPHble BbIBOAbI!

Set of reads

|
e e | E— Reference genome
] I

I B
\m

GA‘T’CAGCAA(;GTACCGECAGATACC/EE/G/GA\A\C\ATACCATACGA
TAAGCGACGTA BESMNNNENNN GGGCCAACTACC
Readl TTACCAGATAGGTT [kt
Read2




cTopuyecKkaa oCHOBa BblpaBHMBAHUA — anroputm BLAST

e PasgeneHue pedepeHCHON
nocnenoBaTesIbHOCTM Ha k-mer’bl
n GopmMmnpoBaHMe Tabaunubl
xaweMn (hash-table), B koTopoi
nwytca k-mer’sl pugos. Nonyyms
MHOYECTBO BapMaHTOB
Pa3/IMYHbIX BbIPAaBHMBAHUN,
BblIbMpaem Hanbonee
npaBaonoaobHoe, C
HAaWMEHbLUMUM YMUCIIOM
HEeCOCTbIKOBOK.

e OpHako, BLAST nogpasymeBaeTt
60/1bLLIOE BPpEMSA BblYMCAEHUA.

| 24

il (BedR. G etfa 2300
&,;_mijlﬂ O 00000000C000000008000000
tmlﬂlﬂ S = CGTGCGTGCTT...
sl ol
r - Hash Table
¥ CGTGC (CGTGCGTGCTT) [Joomer valus
|:|: GTGCG (CGTGCGTGCTT) (CETGT
OB I TGCGT (CGIGCGTGCTT) _ T GTGCG]
QEJI.II GCGTG (CGTGCGTGCTT) | TGCGT
-838; CGTGC (CGTGCGTGCTT) | GEGIC
=B GTGCT (CGTGCGTGCTT)  |TGOTT

[ e L

TGCTT (CGTGCGTGCTT)




YckopeHue noncka k-mer’os — MUMmer

e MUMmer pewwnn npobnemy

A nTenbHoro noncka k-mer’os B A
o KENICKKNACKS
pedepeHCHOM Nocnea0BaTeIbHOCTH, 0133156? 8910
npeobpa3oBaB €€ B cypPUKCHOEe B.) KNICKKNACK
NICKENACK
fepeso. CKRNACK.

KEKNACK
KNACK
NACK
ACK

CK

K

® OTO CTPYKTYpPa AAHHbIX ANs XpaHEHUS
MacCMBa CTPOK, AB/IAOLLNXCS

=R = R R S )

cybPrKcamm HEKOTOPOM UCXOAHOM

CTPOKM.



[MoucK no cypdumKcHomMy aepeBy

e [louck no cydPmnKkcHomy aepeBy ocyulectsasaetca no k-mer’am (Ha pucyHke k=2),
KoTopble 6epyTca n3 pnaos (Ha pucyHke — KNOCK).

® lcxopa ns 1oro, yto k-mer’y KN cooTBeTCTBYIOT ABa BO3MOKHbIX BapUaHTa
nexoaHom ctpokun (KNICKKNACK n KNACK), dopmupyeTcsa ABa BbipaBHMBAHUA.

e OpHaKo, cydpdUKCHOE aAepeBO 3aHUMAET 6onblIOe KONIMYECTBO NAMATH.

KNICKKNACK




OT cydduKcHoro aepesa K FM-nHaeKcy

® B KoHel pedepeHCcHOMn
nocnenosBaTesibHOCTU AobaBaseTca
IISII'

e Kaxapbin “rotation” pedepeHcHomn
NocneaoBaTe/IbHOCTU — CMELLLEHME
Hayana Ha 0A4MH CMMBOJ BMPaABO U
nobaBneHne HeaoCTaOLWMX CUMBOIOB
B KOHell.

® BmecTo “rotation” (aHanor
cyPpPUKCOB) XpaHATCA MHAEKCHI
cumBos10B nocne “S”.

KNICKKNACKS
NICKKNACKSK
ICKKNACKSKN
CKKNACKSKNI
KKNACKSKNIC
KNACKSKNICK
NACKSKNICKK
ACKSKNICKKN
CKSKNICKKNA
KSKNICKKNAC
SKNICKKNACK 1

OO EWN-O

o



Ctpoka BWT

“Rotation” coptupytotca no
NeKcnKorpadpuryeckomy nopasaky.
OaHoBpemeHHO popmupyeTcs
nocnenoBaTesibHOCTb MX Homepos (0-
10 Ha pucyHke: 10, 7, 8, 3, 2...).
MocneaHunn “ctonbey” nonyyeHHoM
MaTpuLbl (BblaeneH 3e1EHbIM)
ABNAETCA LEHTPANbHOM CYLLHOCTbIO
npeobpa3oBaHua bappoy3a-Yunepa
(Burrows-Wheeler transform, BWT) —
A (cooTBeTcTBYIOLLLAA €M
nocsiea0BaTe/IbHOCTb MHAEKCoB — B).

KNICKKNACKS
NICKKNACKSK
ICKKNACKSKN
CKKNACKSKNI
KKNACKSKNIC
KNACKSKNICK
NACKSKNICKK
ACKSKNICKKN
CKSKNICKKNA
KSKNICKKNAC
SKNICKKNACK 1

(=]

—AOWUMEVRNW®aZ



Tabnunua paHros n Tabamnua NomnckKa

e dopmupyetcs TabauLa PaHroB: CTPOKU —

“rotation” pedepeHcHoOM [—*AB KNAINCCKSKK
107832945061
nocaen0BaTesibHOCTH, CTONDOLbI — Y =y

YHUKaNbHble CUMBO/IbI. ICKKNACKSKN 2 CKSKNICKKNY| 8 sToToTolaliTe
: 1/]0]0]0/0]1 1
e Tabnuua zanonHaeTca npu KKNACKSKNIC 4 sot ICKKNACKSKN 2 .  [2To[1lolol1]1
KNACKSKNICK 5 KSKNICKKNAE 9 3lo[tof1[1]1
NPOXOXAeHUWN BAONb CTPOKKM BWT NACKSKNICKK 6 KKNACKSKNIE 4 4lolrlolili]e
o o ACKSKNICKKN 7 KNACKSKNICK 5 sloj1]1j1]1/]2
(“KNAINCCKSKK”): Kaxabli HOBbIM CKSKNICKKNA §  KNICKKNACKS 0 A
KSKNICKKNAC 9 NACKSKNICKK 6 S EAREE AR
CUMBOJI CTPOKU YBE/IMYMUBAET 3HAYEHMNE B SKNICKKNACK 10 NICKKNACKSK 1 RN RN AR R
10] 1 1 2111412

COOTBETCTBYHOLWEM CTOJ 6Ll,e

=
o|#
>
-
@ |7

nocaeayoLen CTPoKN.

©|Z

® MHAeKcbl NepBbiX BCTPEY C CMMBOIAMM
nepBoro ctonbua TakkKe CoXpaHATCA B
oTAenbHoM Tabanue noucka (D).



[Mouck B anropmutme FM-index

T: . BWE [ FM-Index Data Structure ]
® Pugbl penAarca Ha k-mer’bl, KOTOpbIE B“:Hs - {“B&f oo T
b6epyTca B obpaTHOM nopaake. S[BANAN olilals
e OcyLLecTBAAETCA UTePaTUBHbIA NOUCK AlSBANA Occ(c, k) of “ANNBSAA™
cumBosi0B k-mer’oB no popmyne Ha A
PUCYHKe. A
e “ANA” —pua. Nwem c KoHua. 1]3
® [2,4]—-wnHaekcbl B F, KOTOpbIM N
COOTBETCTBYOT NOC/IEA0BATE/IbHOCTH, EIATEI g Evff;‘f
HauymMHarowmeca c “A”. b1, [ClA] + 1,€1a +1]] = [ stare, end ] = [2,4]
® [6,7]-T0xe ana “NA”. S LLAL 1 eech, ware — 14 1.clal + oech ondy) 2]

e [3,4]-T10 e ana “ANA”.



AOHK vnn PHK BblpaBHUBaHUeE

® [Macca acnekToB BbipaBHMBAHUA CBA3aHa C BUAOM maTepuana — AHK nam PHK.
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[lporpammsl gnAa ebipasHMBaHnAa [ HK

® Bowtie2 — aBa pexunma pabotbl: end-to-end (puabl ncnonb3ytoTca uennkom) m local
(Mcnonb3yeTca LeHTpanbHAA YacTb PUAaA, €C/IN KOHLbl HA3KOKAYeCTBEHHbIE).

e BWA-MEM — BbibnpaeT nyyiiee BblpaBHUBAHME U3 BCEX BO3MOKHbIX end-to-end
nnwn local ana kaxkgoro pmuaa. Pekomengyetca B GATK Best Practices.

® HISAT2 — n3HadanbHO HISAT co3gasasnca ana sbipaBHuBaHmnAa PHK, HISAT2 ke
cnocobeH paboTaTb M C reHOMHbIMU AaHHbIMM.

e MUMmer4 — n3HavyanbHo MUMmer pa3pabatbiBasica AN5 BbipaBHMBAHUA FTEHOMOB
PA3/INYHbIX OPraHU3MOB.



(V) Headers 1 84D VN:1.@0 SO:unsorted
SAM_d)a UnN 2 253.11  LN:4938920

Alignments

:=3 XN:1:@ XM:i:1 X0:1:0

® Pe3ynbTat paboTbl nporpamm gna
BblpaBHMBaHNA — SAM-dann.

e dopmart cxKatoro, buHapHoro SAM , :
danna — BAM.

Each row describes a single alignment of a raw read against the reference genome.
Each alignment has 11 mandatory fields, followed by any number of optional fields.

® [lona BbipaBHUBaHMM B SAM dopmaTe coaepaT cneayouyo nHbopmauymto: QNAME
(HaumeHoBaHue puga), FLAG, RNAME (HanmeHoBaHUe pedepeHCHOM
nocneposatenbHocTH), POS (no3uuma camoro NeBoro HykneoTuaa pedepeHca, Ha
KOTOpPbIM BblpaBHUBaeTcA 3T0T pua), MAPQ (KauecTBo BbipaBHUBAHUA — He
npountbiBaHuA!), CIGAR, RNEXT (HanmeHoBaHMe cneaytowero nam CnapeHHoro ¢
Tekywum pmnaom puaa), PNEXT (ero nosuums), TLEN (anmnHa BbipaBHUMBAHUA Napbl
puaos), SEQ (nocnepgoBaTtenbHocTb puaa), QUAL (kauyecTBo npoyTeHUA).



CIGAR string

e CrtpokKa CIGAR onucbiBaeT, Kak ¢parmeHTbl pyuaa COOTBETCTBYIOT/HE COOTBETCTBYIOT
nocnenoBaTeIbHOCTU pedepeHca.
e M — match, | —insertion, D — deletion, S — soft clipping (B pnae octanncb 3t

cumonbl), H — hard clipping (cumBonbl yaaneHbl n3 nocneaoBaTeibHOCTU puaa B
bam-danine)...

Ref CTGGCCATTATCTC--GGT AGGACATGGCATGCCC
Read aaATGTCGCGGTG. TAGGAggatcc

255M2 T4 M1D5M6 S



TLEN

e Kak paccunTbiBaeTcs A/IMHA BbIPaBHUBAHMA A5 Napbl pUAOB cpasy?

) C— TLEN=C-A-B

e

‘o) - — TLEN = C-A

ey
e C— TLEN = C-B
C
s T EEaa——) TLEN = C
A 3



TLEN

e KaK paccumTbiBaeTca A/IMHa BbipaBHMBAHMA 415 Napbl puaos cpasy (Ha npumepe
napsl puaos c ID =r001)?

POS="? PNEXT=?
fl———— P ¢ —

-  TLEN=C-A-B

r001 99 ref T 30 BM2I4MID3M = 37

ri02 0 ref 9 30 ISGMIPIIAM = O

02 0 ref 9 30 G3GM * 0 e

004 O ref 16 30 GHI4NEN » O ‘o) - — TLEN=C-A
r002 2064 ref 29 17 GHOM * 0

r001 147 ref 37 30 M = 7

/'_,__,———___ o
T —) TLEN = C-B
C
e ———) TLEN = C
A B



TLEN

e KaK paccumTbiBaeTca A/IMHa BbipaBHMBAHMA 415 Napbl puaos cpasy (Ha npumepe
napsl puaos c ID =r001)?
lPos=7 | PNEXT=37

~———"HEHago Il 9T

—2 TLEN=C-A-B

r001 99 ref T 30 BM2I4MID3M = 37

ri02 0 ref 9 30 ISGMIPIIAM = O

02 0 ref 9 30 G3GM * 0 e

004 O ref 16 30 GHI4NEN » O ‘o) - — TLEN=C-A
r002 2064 ref 29 17 GHOM * 0

r001 147 ref 37 30 M = 7

/'_,__,———___ o
T —) TLEN = C-B
C
e ———) TLEN = C
A B



TLEN

e KaK paccumTbiBaeTca A/IMHa BbipaBHMBAHMA 415 Napbl puaos cpasy (Ha npumepe
napsl puaos c ID =r001)?
POS=7 PNEXT=37

- -
\ m ¢£:7 TLEN=C-A-B

r001 99 ref 7T 30 BMIIAMID3M = 37 39

002 O ref 9 30 356MIPII4M » 0 O

02 0 ref 9 30 H36M « 0 0 — T

r004 Orer 1630 mansy  + 0 O Sp——) - E——— TLEN=C-A
r002 2064 ref 29 17 GHOM « 0 0

rO01l 147 raf 37 30 9M = 7 -39

/'_,__,———___ o
T —) TLEN = C-B
C
e ———) TLEN = C
A B



FLAG

10-pnyHasa 16-pnyHasn OnucaHne

1 0x1 CnapeHHbIn pug,

2 0x2 Ob6a punabl B Nape KOPPEKTHO BbIPOBHEHDI

4 0x4 Pua He BbIpOBHEH

8 0x8 NEXT (T.e. napHbIi1) pua He BbIPOBHEH

16 0x10 SEQ — obpaTHOKOMNNEMEHTapHasA NocneA0BaTeNIbHOCTb
32 0x20 SEQ B NEXT — 06bpaTHOKOMNAEMEeHTapHasA NocneaoBaTeNIbHOCTb
64 0x40 Mepsbit pua n3 napbl (NEXT — BTOpOIA)

128 0x80 Btopoit pua 13 napbl (NEXT — nepBbii)

256 0x100 BTopnyHOe BbipaBHUBaHME

512 0x200 Pua He npoxoauT KOHTPOb KayecTBa npubopa

1024 0x400 Aynnankar

2048 0x800 [JobaBoyHoe (supplementary) BbipaBHUBaHUE

Ecnn HecKonbKo ¢paroB xapakTepusyoT AaHHOe BbipaBHUBAHUE, UX 3HAYEHMA CKa4blBatOTCA —
cTeneHn ABOMKM UCNONb3YOTCA A5 TOro, YTOObl CyMMa TPaKToBanacb O4HO3HAYHO.

0 — UCKAoYeHUe 8ce20 0CMasnbHO20: HECAPEHHbIL, KOPPEKMHO 8bIPOBHEHHbIU HA MPAMYIO
nocsnedosamesibHOCMb Puo.



XnmepHoe BblipaBHUBaHUE

e Ecau png uennkom He moxet obecneyntb GOpMUPOBAHME NUHENHOTO
BblpaBHMBaAHUA (KOTOPOE He NpeayCMaTPMBAET U3MEHEHMA HAaNPaB/IEHUA, @ TO/IbKO
3aMeHbl N UHAENDbI), TO, BO3MOKHO, Pa3/IMYHbIE ero y4acTku Moryt cpopmMmmpoBaTb
HECKO/IbKO IMHENHbIX BblPaBHUBAHWUMN.

® BbipaBHMBaHME CETMEHTOB pUAA Cpa3y Ha HECKOJ/IbKO Yy4aCTKOB pedepeHCHOM
nocnenoBaTe/IbHOCTM Ha3blBaeTCA XMMEPHbIM BblpaBHUBaAHUEM. XMMepPHOoe
BbIPaBHMBAHME 3aHMMAET HECKO/IbKO CTPOK ¢ oagnHakoBbimu QNAME B SAM-danne.

® XumepHoe BblpaBHMUBAHME COAEPKMUT OAHO penpe3eHTaTMBHOe (onpeaenaeTca no-
Pa3sHOMY) M 04HO AN HECKONbKO A06aBoYHbIX (Ssupplementary).



[obaBoyHblie (2048) n BTopmnyHble (256) BbipaBHMBAHUA

o BTOpMLIHOe BblPpaBHUBaAHUE NOABAAETCA B TOM C/1ydae, eC/in OAUH N TOT XKe puna,
O4NHAKOBO XOPOLWO BbIpaBHMBAETCA Ha HECKOJ/IbKO y4aCTKOB pecl)epeHca.

Chr 1 Chr 2

Repeat-containing read or contig wzzmn

Alignment type: Primary ==== Supplementary ««.v:u Secondary

® ,ﬂ,06aBO‘-IHOE BblPpaBHUBAHWUE — COCTaBHAA YaCTb XMMEPHOTO BblPaBHUBAHUA,
BblPpaBHUBaAHUWUE CEMMEHTA HA pecbepeHc, HE ABNAKOLWEECA PENPE3EHTATUBHbIM.

Chr1 Chr 2

C ) (X )

X
Q=30 ',' Q=20
Chimeric read or contig ‘

Alignment type:

Primary ==== Supplementary «..ive1. Secondary




samtools

e [lepeBoa n3 SAM B BAM (3KoHOMUT mecTo):

samtools view -bSs file.sam =

® YTteHume BAM:




[ynanKaTtbl B AA@HHbIX

-Av"' ' i‘

- 3 i ' 4. D‘ o - » -..- Y . -
% Random Flow Cells Patterned Flow
wIT BT L ) 5 Cells
R .

® CecTpUHCKME (OT KOMNIEMEHTAPHbIX
Luenen) — ABNAKTCA UCTUHHBIMU
6uonornyeckMmm aynamkaTamu;

e [IUP-aynnukaThbi;

o
OnTuyeckme AynaukaTtbl (MHoraa P +Duplcates i eary B
has falsely b lled wells on HiSe
OTAe/IbHO BblAENAIOT K/1IaCTePHbIe, CM. e il oo e
— A * During cluster
PUCYHOK — KOrga npoayKTbl O4HOM Al | | i e
MOJIeKY bl 3aHUMaloT Bonee ofHOM ey Ovtical | Clustering Qe
o dﬂplzcates o) wells
A4enmkn — ExAm p) 1 Cluster  Called as 2 ®)
; =& 060
® B ynopagoyeHHbIx A4enKkax (patterned 8 I P/
flow cells) aBe npobiembl: BbiCOKas (+ Duplicate PCR " Sister omplement strands)
molecules that _of same library form
KOHLUEHTpaLumMa => NoIMKIOHa/bHble LAl «[ HiCapencantaliters
. amplification _
AYENKU; N HU3KaAa => EXAmp aynankaTol. » during sample prep O@®O / - Treated as duplicates
by some informatic
pipelines
& J

RTA —real time analysis



MarkDuplicates

Bce “noxKHbie” AynanKaTbl MOXKHO
pa3gennTb Ha ontuyeckue u MLP-
AYNNKaTbI.

MarkDuplicates aBnAatoTca 4acTbio
naketa Picard, a Tak»ke BKAto4éH B GATK.
ANnropmutm cpaBHMBaeT 5’-KoHUbI pnaos,
M onpeaensaet rpynnbl AyNJIMKaTOB MO KX
cxoxectn. Hanbonee KayecTBEHHbIN NO
CYMMeE Ka4yeCTB HYK/1eOTMAO0B pua cpeam
AYNAUKATOB CYMTAETCA NEPBUYHDBIM,
OCTa/IbHble MOMEYAIOTCA KaK AYyN/INKATbI.

K, :,»"

% Random Flow Cells Patterned Flow
',- . b; L . '* " ' Ce"S
gl ? ‘

® B nepsyto ovepeab ontmyeckme u MLP-
AYNANKATbl Pa3NnMYaloT NO PACCTOAHUIO
MeXKAY Knactepamu 4ynjanKaToB
(OPTICAL DUPLICATE PIXEL DISTANCE):
O Cny4anHo pacnpeaenéHHble
A4YenKkn — paccrtosHume 100;
O Ynopago4deHHble —2500.



OtyéTt MarkDuplicates

e B otyéte MarkDuplicates (metrics) ykasbiBaeTca Ha3BaHUe BUBANOTEKN, €€ pa3mep,
4YMCNO HecnapeHHbIX U CMapeHHbIX PUAO0B, A0NS AyNANKATOB B bubanoTteke u 1.4.

LIBRARY Unknown Library
UNPAIRED READS EXAMINED 0
READ_PAIRS _EXAMINED 135813
SECONDARY_OR_SUPPLEMENTARY_RDS 0
UNMAPPED _READS 0
UMPAIRED _READ DUPLICATES 0
READ_PAIR_DUPLICATES 3584
READ_PAIR_OPTICAL_DUPLICATES g
PERCENT _DUPLICATION 0.026389

ESTIMATED LIERARY SIZE 2533249



PekannbpoBKa KayecTBa

e [locnepHuni atan nepep, calling’om — pekannbposBKa KayecTsa.

® PasnunyHble acneKkTbl paboTbl Nporpamm ana obHapyKeHMA BapnMaHTOB BO MHOIOM
3aBUCAT OT NOKa3aTe/iel KayecTBa NPOYTEHUA HYKNEeOoTMAOB.

e (OpHakKo, BblgaBaemMble NpMbOOPOM NOKasaTenn KavyecTsa 4acto bbiBatoT
CKOMMPOMETMUPOBAHbI CUCTEMATUYECKMMM OLIMBKamu, NPUBOAALLMMMU K
HeA0OLUEHKE UM NePeOoLEeHKe KavyecTBa NPOYTEHMSA B LLE/IOM.

® [lna nepeoueHKM KayecTBa cylecTByoT MHCTpymeHTbl GATK, BaseRecalibrator n
ApplyBQSR, BQSR pacwmndposbiBaeTcs Kak Base Quality Score Recalibration.



Kak paboTtaet BQSR

IMMUPUYECKU NONYYEHHbIE CBEAEHUA O KayecTBe NPoYTEHMA: Hanpumep,
nocsie AByx A KayecTBO NPOYTEHUA TPETbEro HyKNeoTuaa nagaet Ha 1%.

MalLMHHOe obyyeHune B Broad Institute
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Moaenb KoppeKuMn KayectTsa NPOYTEHMN ANA KOHKPETHOW Moaenu

ceKBeHaT(\)pa

BxoaHble AaHHble, NnonyyYyeHHble B Bawen nabopaTtopumn .
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Mopaenb pekanmbpoBKu ans Balimx AaHHbIX

ApplyBQSR /

PekannbpoBaHHbIn SAM-dann




SAM/BAM

TATTACGCATGATACGGGCATCTTACCGGCA

ATTACGCATGATACGGGCATCT

GCATGATACGGGCATCTTACCG
TATTACGCATGATACGGGCA
TATTACGCATGATACGGG

GATACGGGCATCTTACCGGCA
TATTACGCATGATACGGG

ATACGGGCATCTTACCGGCA
ACGCATGATACGGGCATCTTAC
TATTACGCATGATACGGGCATC

TATTACGCATGATACGGGCAT
TATTACGCATGATACGGGC

[¢¢T¢¢¢?A?T?T?¢¢??¢AT¢ATATTTA“A=

—

—

ex ACGCATGATACGGGCATCTTACC

Depth  10x Depth  12x Depth

—

Reference
Genome

Aligned
Sequencing
Reads



