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1. R4Sy

SR 4 B T AR B AR B SNVs+indels LM & V1.0 ZENSHE
AR RIIBIRE BT, Wit R REE A/ 400 8 720 R 20 i 58 A8 s
Kl i E 2%, £REUEANF (Whole Genome Sequencing, WGS) =215 1# H
“RMFHEAR (NGS) W FEFH M ATA XTI . 48T F(Whole Exome
Sequencing, WES)Z 15 F 7 ZU 3R AW 23 20 40 B T (X B8 DNA it e
Elm, FHETEEE NP REFEE T

KRGS BA PR E MR T BAR fastq AR AZ > e, ALHS
tumor-only 1 tumor-normal M FPEAE R F AT LA T AT BARHY TR FE 44l
Bz (POND, AT LM ] GATK4 At AL Z M (PONNEEAT A4 R4
i SR 7t psh, RS BT IR S A ARSI AT LU B E X
AR R A TR XA T i, BRIMER CCDSHEALITA 27 (X 35

ARG T A TR 2H A0 BT 2H R A M SR N A A B AR AL IR AR S
TN EEAR B P B HrEE R TR S T SRS 2 BUL IR —
WHI B S AR . RIS, of T E 2RS4 H Al DM R BB EE E 58 X
RIS, WA R P A A FRER

R Em = Vs 3
Mark

2. RGUEABRAE
ALY R s

F—: Ui VIPMAP T,
o # 2 NODE M EE VIPMAP v/, 7 B4 FEA B
Signin JEATER. WHE, EEFERAEMAKRSENY, G “Login” $#4.



Login

i Forget password Create new

o new account © %{
TEEEHWESRFTE, ST AT H “Forget password” i &%

WAEMETEFBIEERE, SO FOTIEH, SIS RGURE T IARE

Reset passward ‘ )
Please enter the 2mail addrass wou reqistered with us and Wwe will email with a x
link to reset your password if you wish.
Contact brdc-supportspicoac.on if you necd addhmn%&m

O i

Q) Create new account ) Go back to Login

2.2 F P ‘Q)’\

EH A fFRA EESFTE ST “Create new account” #E A A 1E A
S, Nk

¥



# My BMDC > Register

Register
* required information
Account information
* Email *This field is required.
* Password *This field is required. %{
* Confirm password Confirm password can not b m@

Personal information
*First name Middle name * Last name Q)

* Organization

Department & ;
Title e
Staff v

* Country/Region Wi Stal City

Afghanistan -,

Create account @

& Forget password % Back

3. JiRg

o

1.1 4

B A MFEERh A “Introduction”, #HAREEWATLE, FHFEESIGR
[ T A RS TR IR,



ViPmAP

Home Analysis About Links
& Analysis Introduction
> RNASeq-DEG
> RNA-Seq-ASE-Paean » Summary
> scRNA-Seq Whole exome sequencing (WES) is a genomic technique for sequencing all of the protein-coding regions of genes in a genome.
~ WES/WGS-somatic For this models, we will provide a pipeline to identify somatic mutations from WES dataset

Introduction

Start Analysis

> WES/WGS-germline m

> Proteomics

© 2021 Shanghai Institute of Nutrition and Health, CAS

3.1.2 BAEFAM (&YV

) Sign in

&
Pipeline
this pipeline starts by reading in the raw fastq data, and return an annotated somatic mutation file Q)

M HFE “About” A Guideli AN a0 P T SR

VipmAP 6

Contact us

& Analysis Introductio
> RNASeq-DEG

> RNA-Seq-ASE-Paean
> scRNA-Seq efbme sequencing (WES) is a genomic technique for sequencing all of the protein-coding regions of genes in a genome

~ WES/WGS-somatic

sy

is models, we will provide a pipeline to identify somatic mutations from WES dataset

)) ﬁD—Flg]:

Precision Madiche Analytics Platform

Home Analysis About Links

Guideline

» Guidelines will continued to be released and updated. For more questions, please contact us directly by email or telephone

scRNA-Seq guideline RNASeq-DEG guideline WES/WGS-somatic guideline

& Download & Download

# Sign in

S-somatic guideline ] “Download” #41, F#ixt N 1

) Sign in



3.1.3 BRAREA]

R SEEAE “About” AR Contactus, #EA “BERILAT” W, WTFHE:
VipmAP

Home Analysis About Links

Guidelines
- -
. Analysis Introduction
> RNASeq-DEG
> RNA-Seq-ASE-Paean » Summary
> scRNA-Seq Whole exome sequencing (WES) is a genomic technique for sequencing all of the protein-coding regions of genes in a genome
v WES/WGS-somatic For this models, we will provide a pipeline to identify somatic mutations from WES dataset
.

HHI PR T U Bl bR S5 RIRIU S ML A

Contact Us

Phone

+86-21-54920457
Email
bioinfo@pich ac cn

Bueiang i
Ed
L3 5
s =7z
B
H]
LU

Address
Bio-Me: J = l E
CASN tational Biology (PICB i
Shanghai I aith (SINH) iy e
c VR
L ] * |
320 icin

Shanghai 200031, China

BER o rEey
HEr

O/ © 2021 Shanghai Institute of Nutrition and Health, CAS
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F Pl oA T F G SUBMIT DATA " $HIIRAS 5, s SO 7 A
41 (File Manager System), 41



VipmAP

Home

& Analysis
> RNASeq-DEG
> RNA-Seq-ASE-Paean
» scRNA-Seq

~ WES/WGS-somatic
Introduction

Start Analysis
» WES/WGS-germiine

» Proteomics

AP ERAG ARG, AP @dk EAEEH %ﬂﬁﬁiﬂiﬁﬁ
AT LAER B 2O RN S ST &

@ File Manager System

Analysis About Links.

Introduction

» Summary

Whole exome sequencing (WES) is @ genomic technique for sequencing all of the protemn-coding regians.of genes in a genome.

For this models, we will provide a pipeline to identify somatic mutations from WES dataset

Pipeline @
this pipeline starts by reading in the raw fastq data, and return an annotated somatic mutation file
(voe @) =
F—
SUBMIT DATA

v EBRER
> D
b
>D
> O
> Dywes

& vipmap & iMac

620GB / 178 Used o

© EE: ANBIIIT0OMETEE | T Ahe R FileZilla , EFEEABR biosino.org:26007 & x

O oo
1
8 2 2 6 &

~FEIRE R AR . A P AT S A I AT “New Folder /£ X4 E &

£ T SR S SRAF T o0 B

New Floder

Folder Nama

EHE O HE X BRAHR, RidiSave™ i HIGIE ML, THE.

Folder Name

e




m AR BRI RIS AR, EEAZE T

0 = =, ot . L fhww biosing org 26007 HT &4 “
e Tim, Actien
LR
Ly

Upload Files

3 3“Upload Files”, 4T W I AR _E1%. E&

k

| + A es I;stanuwoaﬂ “ & Cancel upload

B Add files™ 155, 7E A SO #ﬁ%&%ﬁ?&# nTHE-.

@cpe tmavws

# ra w cmmna B owmeon O e G e s

bAEREE, XHATERRTEE. WTHE:



[ Upload Files [ New Folder

File Name Size Time Actien
) ViPMAP_upload_sfip.txt 055K 2020-11-03 16:4956

) ViPMAP_upload_web.txt

W B EAARRE SO RS 100M, W ATIET fip 25 5 SR FileZilla
BI B 3% A A 3 BN

F19F FilaZilla B4F, BATHLA, F FileManager B/ P 4 R&1, AdiR
REEERIT AN A FTP B SHAMNE DA SE SO e £, BT
KA B % FIP YR HR. W E:

™ ViPMAP_upload_sftpox DESK 2020-11-03 16:40:56. ]

[ vemar_uploagiineis ot LS K 20201103 Wedkd 1 E‘

3.2.2 BRSO

B BT b SR S BB A 5, — eI O S T L
Vtastqez” “fa.ge”s “fastq”B “fq” BB, Bk fastq XHBERESE
https://support.illumina.com/bulletins/2016/04/fastq-files-explained.html.

SR AN TR, W LA BT RO, BT SO, T
TUHEAT SCHE F A . PITT bl BRAE ) ods SCHF AR 4 5 T 1K B0 47 3o 0
(ftp://fip.ncbi.nlm.nih.cov/pub/CCDS/current human/CCDS.current.txt), {HAN[F 2
S S B PR, B S ST R B . i

10

f“
]|




{8 F hg38 WA { bed ST, bed SCAF 2/DEE “Hetafk”, “HEGM B 7, “#bfr
B =40, HEL “tab 7 T M, BED U RIGAARM 0 FFIEIHEL BB

A] & https://bedtools.readthedocs.io/en/latest/content/seneral-usape.html,

3.3 tRdESHE T

H Fa] DL “ Introduction” T M AU “ Next” 5 WES/WGS-somatic T [ “Start
Analysis”#E AL R 2Z TR, 20T & .

Home Analysis About Links,
& Analysis Introduction
> RNASeqDEG @@ o
> RNA-Seq-ASE-Paean ! Sy
> scRNA-Beq VWhole exome sequencing (WES) is a cenomic tezhn que for sequencing all of the protein coding regie™sgf g Nin 3 ggfome.
¥ WES/WGS-somate For this modelz, we will crovide 3 pipeline to identify somatic mutations from WES catazet

Intraduction

Start Analysis

> WES/WGS-germiine N ”"“
9 MBWIM Dup\lt-u P
> Proteomics
~~~~~ e =4 \Ec“'“.". %
)J_}_m_@

A e | annotaton )

\
Pipeline
this pipeine slails by reading in the rav Tesly daif)a 088 <iflg nolzled sormalic mutation file.
{ Next o
©2Q8] S'lighai lpstiute of Nutrition and Health, CAS
ZHr3
3.3.1 ik
rome Analysis About Links
s Ahalysis WES/WGS-somatic
» RNASeq-DER
b NS E-Pacan Add Task  Task List
> SORRpA-Seq PR | ST L IEERR
B WESM/GS-somatie Run“zme R 1(wmor) R2(turior) Riinormal) RZinermal)

ntroduct
Start Analysis

> WESMIGS-germiinz Quality Cortrel

> Protsomics
[P P Tricmamnic

A RUFE S HFF tumor-only . tumor-normal P FPAE .
tumor-only %2 A F A AE F B8 (tumon) B4E 4 R A T Ay &, BRIt
BOHY IEH (normal) e AR &5 Rk, THEFEMFEH. HEXT, AFHFERES

11



Ff A% 44 PR (RunName) 598 £ o 72 o 32 £ (R1(tumor)) A0 983 #F 5 A5 2im 5L 4
(R2(tumor)), #AH &
WES/WGS-somatic

Add Task Task List

EE ‘SE:‘EE"':WJTZH L TEUERR

RunName R1(tumor) R2(tumor) R1(normal) R2(normal)

1

o il

tumor-normal A A —MHEF A SIERHFAMILE. FER A HEAR
JE (tumor) F 15 (normal )il Fp 3L 42 35 5 71 [7) —F¥ 4 44 FR(RunName) &, 207 [
WES/WGS-somatic

Add Task  Task List

BEE | FRIEEE A & TEuEhE

RunName R1({tumor) R2(tumor) R1(ngrmal} R2(normal})

test testtum__ @ testium @ test nor e testnor.. @ [+ N -]

FAATUGEFIUEF EEF AR T PONVHE, BIIYE(umon) (s B 47,
{8 £ FH E—H R (tumon) B b H T8 B4R R AR, 10T &

WES/WGS-somatic

Add Task Task List

BEE it | REEE A b, & TEiEER

RunName RA(tumar) R2(tumor) R1(normal) R2(normal)

165“‘ testnor.. @ testnor.. @ ee
A r 4 o
test2 Etum... © testtum... © oe

R PR B, W BB N IR RGAS, i g R,
FEARLHMARTER, HESEHATE. M7 7 He. AP harehm

= g, 0 E:

12



WES/WGS-somatic

Add Task  Task List

PR | RIREEAS & TEEIT

RunName R1(tumor) R2(tumor) R1{normal) R2(normal)

test testtum... © testtum... @ testnor.. @ testnor... @ e

A& P R ARl — R 75 2 iR s AT — 8l "HE R FHR 2 TUREy &
AR " T H 4N (somatic template.xlsx) AR . [RIFEZLIRAT A REE
¥ A B AR B9 A v W) 4R R1(tumor) 12 3F B 2 fwesit Je T 8
test data.tumor.R1.fq.gz Il R1(tumor)3E 7. N/wes/test/test data. RIfq.ez, 10T
&l .

WES/WGS-somatic

Add Task  Task List

[ e | s

RunName R1(tumor) R2(tumo

R2(normal)

T

e== W = B
O[T - un_ e——
war  gEwes

o)™ 5]

foR =ty T
o Onelsve

s

13



somatic_templatexlsx BHEERIE] - Excel

a3 ME ER O WE wn  BeEnE Q SirRBgs
o SRPIHNE FIE - 268 Internet FIETREAES. RIFREERE  SNEFTHEAIETHRSS, BRERSEE) X

IA1 '7‘ H | x Je | RunMame N

s RS IR EEFRERE, Bal bR XU
FAE B EBETR A R RAG, P T EIRR, el EEEMT
B ASTAE, I .

WES/WGS-somatic &E )

Add Task  Task List

#EER 4 ||lscmatic_template xlsx & TEHERR

R1(normal) R2(normal)

s

N T

RunName R1(tumor) R2(tum

O

BRSO | somatic_template xlsx isicl L SRR

Add Task  Task List

R2(tumar) R1{normal) R2(normal)

test_dat... @ test_dat... @ test_dat... @

RunName

X

_1.fq.gz file

not exists

HAT, A AR F 4520 B B Trimmomatic JEATEIRIL E, 5HI4HE
SR R Ao e I g B UL AC . A A BWA mem KT FI LX) B S5 2 H 4

14




T ZEEFHBRIAER GATK4 TR IR he38 SE R FH BT HLXT,
P R A AR B AR BT Y, AT S RATER R

Quality Control

Method © Trimmoma tic
Mapping
Species Home Species ( Human ) v version hg38(GRCh3 ~
if 1t vn gen pl tact
Method O BWA

TE 45 58 P 21 B 58 AR} (Somatic Mutation Calling), FE 7 75 2% 3 2 1/ o B b
NI PON. PON UHHE I FPIMEA: (D #REEREFER QY BH
52 [ 98> variant calling analysis FREEAVES R, ##EETAERME. BHS
FiftJgg 45 7R R AT RRARMBMI TR BE BRI (R TR 4 2 T2 BB R AR A i vk, PR
FHRFEEEN. WTE2LAHEET UMM PON, SHCEHIIIUIE (B1fE
/N PON 5 ELI% A PON #5), {H GATK MIBZRE B IR R/ 40 4
BRI,

ST AR, B RIF A B 54 Raotmal IR £ Z PON. B NIFL
REEERIET RAEE B, F P o] {3 F ANGAR (B IA TR “Public Panel”, 15 F
GATK4 ‘B 54355 PON, 10008 porthg38.vef.gz 3 [ T+ A\ B4 42 e A B I
FEA, fwHE:

Somatic Mutation Calling

Method O cAixe

Panel of Normal(PON) 40 Public Pahél @ Making a PON @ None

r ifYieuant to use your own normal samples to make a PON please contact us, and it is usually only recommended if you have more than

H A Bl “Making a PON” ] EA& ) normal F£72 PON. F Fik#
Je \=HaEFEA L& nomal 4 2 PON, R A ATl BistEERR
A2 T & PON 094, 0k Al:

15



Somatic Mutation Calling

Method O GATK4
Panel of Normal(PON) Public Panel @ o Making a PON @ None
RunName normal
test1
test2
testd
testd
tests

# A P70 4E B mutect2 ST ARHE B 32288, ABE A PONS H] 1754% “None”,
T

Zomatle Mutadon Calling
te: lhod © GAake
Parnzlol Mol PO Public Fanel @ Waking a FON @ ) Nonz

O Fynu want 1n nee g pan maamal samples to maks a POMplease -ontass 8 and it 0 oeas oy only reearmended £y havn moee than

4l zamplza

it B THNFER, SRS THRSEFTHEEST, BRAFER ods
X #H TR (“Statistics”“Proteifi Coding Regions CCDS”), fn1F H:

Statistics
Regions file © O Pétein CMing Rogions CCOS ) upload your own targst regiors @ () WGS
H& T {EAFN R Tk XEAR, 2 AP i#Ed“upload your own target
regions” 15 L BEEEMNI R FHRECHE, 0T E:
Statistics

Regions ‘ile@ Pilein Coding Regions CEDS @) upliad your own largel regions @ WS

Upload: |Select

15



Select file X

File Name Size Upload Time
P wes 400K
somatic 4.00 K
4 target_region 400K
gencode.v32.chr_patch_hapl_scaff.annotation.merged.bed 590 M
test 400K e

oo Y

Statistics

Regions file @ Protein Coding Regions CCDS @) upload your own targei regions @ WGS

id: | Select| gencod Q

WRMA S e EREAEE, FiEE “WES!, mTA:

Statistics
Regions file @ Protein Coding Regioils CCO%, ») upload your own target regions @ @ WGS
R vef UHZRINVER ANNOVAR AR, BERE, A “Submit”
BRAES, WTHE:

Annotation

Method O ANNOVAR

Submit Q

33.2- B rER

33.2.1 {E& 3R

{F%427C G NI LATE “Task List” FHEE . BEETHRE. RUpETRES,
BAFE S AR R 55105 MEBTHEFSER —IE KRS “Batch
ID”. B—AMES IR FIMESS “Task ID”, 40 FE:

17



WES/WGS-somatic

Add Task |Task List
Task ID Batch ID Time 533 iz

Task ID Batch ID Run Name Start time Status Status time Consuming Action

VOUITO0OT 2011171325 st 117163525 @ Analysis done AXNAB09I42 IS @ x

M P LLER TS 5 ik 5 B @ RS0, 7RSS S (Task ID) A
HEK S (Batch ID) L [ (Status) I A F . B MEFFT LB R © #AEFER
HER, MEFREAEE S TESS. ks, HENEHMEERE, T
3

E&IRFFEHE “ Analysis is in preparation”. “ Start Analysis¥,/“ Contamination
Calculation Done”. “Mutect2 Done™.  “Variants Filtering Done” 1 Analysis done”.
£ KW 271 “ Analysis Error”. 51838 TS el AT 25 © Analysis is in
preparation”, #5458 I 24w ASCIER F e ddas “ Amalysis is in preparation”,
JE AR & H G, (EFIREFE B “Start Analysis”, “ Contamination Calculation
Done”. “Mutect2 Done”. “Variants FilteringDone™ A {4 1] B 58 10 i 72 4317 i F2 =
BEFIRA, BATSHE somatic 2457 FRRER. &5 x2ME, WE&ER

“ Analysis done”.

WES/WGS-somatic

Add Task Task List

Baien D)/ 2009251 354: ;m 33
Task ID BatchlB Run Name Start time Status Status time Consuming Action
WES20092500007 200925135426 test 2020-09-25 13:54:27 @ Start Analysis 2020-09-25 13:55:22 053 X

WES/\VGS-somatic
» Wiew Result

© SstartAnalysis

TaskNo :  WES20092500007 Batch : 200925135426 StartTime : 2020-09-25 13:54:27

3322 55
EFERFBRF, BT LiREES, £ BrR TRLIREM BRI TESH
{& S(Parameters), 1 &

18



- Parameters
RunName R1(tumor) R2(tumor) R1{normal) R2(normal)

test Iwes/somatic/test.tumorR1.fq.gz /wes/somatic/test.tumorR2.fq.gz /wes/somatic/test.normal.R1.fg.gz /wes/somatic/test.normal.R2 fq.g:

b

Quality Control

Method Trimmomatic

Mapping
Species Homo sapiens Version hg38{GRCh38)
Method BWA

Somatic Mutation Calling
Method GATK4

Panel of Normal(PON) Public Panel
Statistics

Regions file Protein Coding Regions(CCDS)

Annotation

Method ANNOVAR

FEHRIE, GRATREZRESRSEHEBIN EERRERER
“Analysis Result”. &R U EFHIENNFRE VESE LNFIRE . vef &
RS P E
3.3.2.3 iR A
“Quality Control” 1 By & #§ B 5 3 % V42 reads £ (Total reads). Gl :4L
(Total bases). F 54 fF(Sequence Aength) JGC & B(GC pet). Q20 ELFI(Q20 pet)
A0 Q30 ELFI(Q30 pet).
ERE ARG T AT R EBR . DU R (tumor) BEAS 1) 7 3
(R1) 3C 1 A #1: ~{RunName}tumorRl N E 5 FTHLEE N R EE 2,
{RunName}.tumior.frim R1 i 1% 5 #ds 10 R 215 B

E3k W

FileName AL TR

Total reads 741 reads %1

Total bases FP 3L

Sequence length FFH

GC pet GC &8, DNA4 TP, 50040 i 0z Fir o5 1
b

Q20 pet ST % B TR B 2R B 99% B BRER AT & 1 HL A

Q30 pet I It A ot iR (R AR R TS 21 99.9% R BEREE AT 5 5 L A

19



Fik: Q20 —ER>90%, Q30 —HER>85%.

= Analysis Result
Quality Control

FileName Total_reads Total_bases Sequence_length GC_pet Q20_pct Q30_pet
test.normal R1 21277723 3191658450 150 52 97.16 9264
test.normal R2 21277723 3191658450 150 51 96.88 91.93

test.normal.trim.R1 20374463 3056014126 36-150 52 97T 92.66
test.normal trim R2 20374463 3056046646 36-150 51 96.88 91.92
test.tumor.R1 80182116 12027317400 150 52 97.48 93.15
test.tumor.R2 80132116 12027317400 150 52 96.93 91.76
test.tumor.trim.R1 79478877 11771581685 36-150 52 97.49 93.16;
test tumor.trim.R2 78478877 11771625587 36-150 52 96.93 9NES

W I 7E 28 B 7R | Per base sequence quality F Per Sequence GC content />4t
B T R XA e R R

TEOVEREREAZE. AR E, AR EE S . BOHIRZ 25%
75%I[X (A], HELLZE R P, errorbar 2 10%-90%[X (7], Tk FH%. E
wEARRESY. SREMNS y WAERE GRE). WERZRE (BE) M
WHE (A, HE—MEN TN AEET 108 A BT 25, FastQC #f
T RR"WARN"; EAE B T IR T 5 s 8181 20, 4R"FAIL".

F 7 AT LT FileName J5 590 @5 Z 6 g F EETF AN TR E.

FileName test o akR W

Base Quality

jaliTy S T dl baes (Sanged / Muming 1.9 encading)

N2 —HH

=

g




THEA reads Py GC FE4HE. BHFETF GC T8, $WHFETTR GC
HEEIRAT read #, BERRRSH (ESHH, BT METMEE TS 3R
W), LERLEER, AMLEELANE. dERRPEEFEEH
T EAS R RIS reads IR TEHRRE (overrepresentedreads); TEIRER
ITEESFERERRSAIEMIERHEITTRE Z5 RS REMHEHE
UE{E, FTHMFHIEETRET LMFIRA DA FAEE, fETELFlN
TRiEER. (REEIRTAE reads #id 15%E, FastQC & B WARN ., 1R
R ER 18 55 A7 BT reads 4Bid 30%6T, #H'FAIL".

GC Content

33.2.4 NHFE e

“Wlapping ” PHIFREDIEHFEEE (Name)d, I LH Reads F
(Mapped_Feads ). IEBHECAT BT reads #E L W AF|(Properlly_Mapped_Reads). Fi3
MFFRE (Average_Depth). BEE (Coverage), 1T H:
ek T, BH
Name Pea &, BIEREE £ F(Runame) tumor. IE & #£74

£ #{FunMame } normal

Mapped Reads He At E BT Reads Bt fl (Sik bt

&l



Properly Mapped Reads  IEFfACT ) reads & FHb#. LEXTEIF—%5%
A, F-H P reads 2 B R B AT &R B A BIME

Average Depth B R
Coverage BHE
Mapping
Name Mapped_Reads Properly_Mapped_Reads Average_Depth Coverage
test.normal 40698587(99.29%) 40366654(98.48%) 7265 99.59%
test.tumor 156761435(99.28%) 153475512(97.20%) 277.31 99403%

T ECRIER - S R B AT OB SRR AR E S T L
HBEEENTFERET, e TERERENERER. RSN, H P
LT Name J5 )T i S Bk MR BOE R A, AT EFHE Mg FE T F iR
AR IR

Name test.tumor b

Gengme Fraction Coverage

Coverage(Ye)

Depitr

3.3.2.5 Mot SR
7 2 Hg SR A g RO T AL Ah somatic FAR 43 T IR vef SO f annovar JERE(T]

txt SCFF, AT H.

Somatic Mutations

vcf-format file of mutations

e ke

Annotated file by ANNOVAR
VCF, B[l Variant Call Format, 2/ T#&iiA SNP, INDEL # SV(structural
variation calls)&5 R P13, FTXHEENFE —TF vof FHFEELE, BiAUS%

22



https://gatk.broadinstitute.org/hc/en-us/articles/360035531692-VCF-Variant-Call-

Format A https://docs.gde.cancer.gov/Data/File_Formats/VCF_Format, #17F -

#Hfileformat=VCFv4.2

#HFILTER=<ID=FAIL Description="Fail the site if all alleles fail but for different reasons.”>
#HFILTER=<ID=PASS Description="5ite contains at least one allele that passes filters">
HHFILTER=<ID=base_gual Description="alt median base guality”>

#HFORMAT=<ID=AD Number=R Type=Integer,Description="Allelic depths for the ref and
#HFORMAT=<ID=AF Number=A Type=Float Description="Allele fractions of alternate allel¢
#HFORMAT=<ID=DP ,Number=1Type=Integer,Description="Approximate read depth (reat
#HFORMAT=<ID=F1R2 Number=R Type=Integer Description="Count of reads in F1RZ Pair,
#HFORMAT=<ID=F2R1,Number=R Type=Integer Description="Count of reads in F2R1 pair
H#HFORMAT=<ID=GQ Number=1Type=Integer, Description="Genotype Quality">

#HFORMAT=<ID=GT Number=1Type=5tring.Description="Genotypa">
#HFORMAT=<ID=PGT Numher=1Type=5tring,Description="Physical phasinghaplotype in
#HFORMAT=<ID=PID Number=1 Type=5String,Description="Physical phasingD infarmatic
#HFORMAT=<ID=PL Number=GType=Integer Description="Normalized:"Phreag=scaled like
#HFORMAT=<ID=P5 Number=1Type=Integer Description="Phasing set{typically the posit
#HFORMAT=<ID=SB,Number=4 Type=Integer,Description="Per-sgmplg’component statist

##MutectVersion=2.2
#Hcontig=<ID=chrl length=243956422 >
#Hcontig=<ID=chr? length=242193529>

#Hfiltering_status=These calls have heen filtered by FilterMutectCalls to label false positives
#H#normal_sample=Patient65 TPD_NB.normal

##source=FilterMutectCalls

#source=Mutect?

#Htumor_sample=Patient65_TPD_NB.tumor

#CHROM PO5 ID REF ALT  “OQUAL FILTER INFO  FORMAT Pe
chrl 37762037 . G A . PASS  AS_FilterStatus=SITE:AS_SE

chrl 40462711 . A G : PASS  AS FilterStatus=SITE:AS SE

VCF T P 3 2 20

L DL N, 1BE B fileformat, fileDate, reference 255 H.

ZRIDRAERE S, CRTEM BN ALNERSTEER.

TRHES R AN L

1) CHROM - chromosome: %% At R 4H PR iH .

2) POS - position:ZF A7 i AH X T 25 £ R4 BT =R A7 B (1-based). WHRT R
R~ A U Ay 8 — AN A O o B

3) ID - identifier:ZF R HY id 55 1 F A E dbSNP FHZ SNP [ rs 5, W&
FEMATAE . BN, BUAEH .

4) REF - reference base(s): ZHIFFIMWE, WATRE ACGTN HHfy—fh

5) ALT - alternate base(s): F 7~ variant ff] Allele, #7& %, NEHES S
fR, CERATSCRBER N RMENE) K w2 AL AmENE, X T SNP
Fein R EADMRMEREF S, WA T Indel i ZRBE N F L, L

23



ST E SR
6) QUAL - quality: 37~ Phred &€, HKFR ALT M EEMK
7) FILTER - filter status: %/~ £ IS I8, PASS FHom iz ad@iditiE, &
MFRREFEL. MPEX—ER—A 000, RERERE TR .
8) INFO - additional information: %/~ )2 R#fiA S 8. Ll<key>=[ data]t
X, HEHSSHREAER, HPIRZMERSEEAE VCF SRR EER A
He
9) FORMAT:TJJEFIF &, U0 GT:AD:AF:DP:FIR2:F2R1:SB. #&/ 23
&y, R EFBEERZ MR, KPR B LA E 570 T aeklh 5 18 A
T 105, FFELUESDE], Rad— R IERE A SRS
10) SAMPLES: E R EAEE, &1 Sample 1I{E, M BAM X 1@RG
T SM FRBRTIRE, IXEEW R FES 9 FIH Sk, AEEANEAES S
H, tumor-only BT 5 10 5[4 tumor {5 £, tumoer-normal B3 10 5[4 normal
s % 11505 tumor 5 5
e &Y
GT A7 SFERMERE R (genotype), BiE0T B H 743 FF, IXFANET
R AF AR A IR0 2R 2% SR E AR A, 1 378 ALT
PE RIS — NS 2 3R ALT B R A58 A
0/0 F 7 sandple §ZAr fURAEEHY, Fll ref —
0/1 AR sample T SAREH, A ref # variant F R,
1/1 Figwsample H A SOAAEE [, I variant —FL.
AD __ Femsp B — T allele 1 reads 775, DL “, 7 2Bg, BIE X R ref LA
B, JE# X variant Z R,
ALY FIRTE tumor 1 allele FIATIZR
DP AT s IR
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