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1 H#K (Objectives)

S AEE TR AR 1E, #iE T IR A0 FRUAT) Control S84 M @by, 11 4
7 G N RAIE WA 1 SR TR Sl 8 A A5 S 0 BT A B Control SRS MR RS, I AE L AN
R RN, BTG ALl P #5547 1 Control B4 MR bRHE, JF@ L& — MM, B
JEAREACE B, RIS o 5 AT BER R IB 3], Control S5 BURAR EHE LS H M, 1R
JE WA SR TT ST 52 o

2 EHTEE (Scopes)

AR 77 S8 T Aebg S P B TR 7R AT Control 2GRS TR, WTCHRFRA
VLA, TR Sl N BT Control FEG 1 T A7 AT &, Jo I RAEAE A i F2 b R 3L
T AT ERIERPEEA L, WA RAEATRACTOEARULE, FE0 A 3T A5 $4E
J§f¥) Control & T4 & I [H] A EAT [R5 3T .

3 IR# (Responsibilities)
3.1 AT BT A T RV AR B S B — U AR (A B 4 A
3.2 BT AR FAT BRI EF L L.
3.3 AAEIMEAT W AEAB S TRARE A TTN R SOTTARTT RBAT, ISR Control £ & 3
FHT- &A= 0 BL AR TR o AR5 BT A RN SR S 548 % T RS 7 SR WA R R I R B
TSR TR R BIAR AN M T8 BT AR Ty SR AT 4, T IR A4S 81142 01 (bgi_tumor@genomics.cn)
FIBEAH G, MTTAR LR %N M%) Control #5451 LAS 31 K i B 37 - PR L IB BRI — B
o

4 ARiFEFMEX (Termsand definitions)

Control £ FEFHRIER (fRIAK “HK”, FIFD S P SLilfs RFEA K E 40 M Sdfa A4
BRI RSP, S ABEZ TR BUHOR I 2 MRS ONBERIR, KRB RSk R
BB i ARARIVE 57, PR R IR MRS BO, T 5 IS 5 A2 57 45 R AT 1L g i 51
B — LB MR AR R R TE R R R

ErrorBaseLine: T [ A thAEAS, M@ s fR PR RHR IS O, &A™l Tk
WAESEY . PP EIZES, PRI RAFEAF AR o AR 5 S AZ SRS R HEAT A
AR,

Vef: 254 RO, T IL AR A B AR A H 4

#t3E [Xi#(Bol]: 1 ErrorBaseLine i\ F2—HEHITNRE,
—EAVERE.
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AR T RSSOR BT — L DU BN AR R, XA T AR 1R A R
JEAFAEMIGNE, PRIIL R 22 Control B4 FRHEATILE, AN TH 38 G i Fld i A A 152 22 T 140 4R IS 428

5 BEERIENHE (Data Sources)

T T LT S ke 2R 45 1 22 BRI A4 28 Control 456 B FH 028 B 45 S (JE 8% VCF 30f8)
MLAIFE RS B PTRERTF B MR iR AER2Z 5% Control £E4H KAW T
PRI o

F% Control 240, NAZMACAEFH H L HIGRAEAS, [RS8 G P it CREFRY
SRS SEZIEM PR R E S, PRI AL S S, T
BRI W TR B 5 AR Tl )

FEA RN 1Z T REI 2, AT SE AR 1 I S N BERI A3 AR 15 00, T B AR M SR B2 M. 2
WHEAESE 1000+Lh B WUREEF=YIIREAR /D, BEIEREAR 2 HIIES] 100 F1. 500 1.
1000 i, %} Control H4y HIHEAT E W H . R i FREABERB DB T, NHEZERA
SRUNEARTE N BLAE 2 B AL SN B4, L AEREARR D (500 BILL RIS, EEABER
A 10%3E1 T 38

6 AR (Data Analysis)

6.1. FEREIRM

NTEFTEENAEEFEIRENE R, Frf Control £AMWERMEIRIFIELER Gitlab, £
& LHAEREF (bioinfotoolkit: https:/gitlab.genomics.cn/liubo4/bioinfotoolkit/-/tree/master/ ) ,
AR, BR (liubod@genomics.cn)

BT git ©FF git clone ssh:/git@gitlab.genomics.cn:2200/liubo4/bioinfotoolkit.git

FESERUE B 3% bioinfotoolkit/02.toolkit/04.Create_ControlSite %t 3 [)JEI 4 Control &4
FIERILRE . 8 FH 5 XS5 S0l shell:  02.toolkit/04.Create_ControlSite/work.demo.sh

THSERE B3 02.toolkit/04.Create_ErrorBaseLine %M Bl ErrorBaseLine 541
B, AT S%E T XA shell: 02.toolkit/04.Create ErrorBaseLine/demo.sh

6.2. Control SE&#E - FETIHAMRNLER
Control &S E N T s

perl Create_Control Database.pl -1 demolnput.vcf.list -h Create Control Database.HotMutList

oo
-CUUS
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Create_Control Database.pl A Control 24 143 L i fE

demolnput.vef.list AT F T #J8 Control 54 ) vef U list, FER T vef A A—2L,
TEHE vef STHFH AF SIRBHRE, BEAFER AF FIEFA—B, BENRERTRE

NI list X R BIAF :

QuaL FILTER a control
. 5-0.000;FILT_BQ_|
08.,8,8

0.060; FILT_|

[“.[‘.[‘

000;FILT BQ_FS=0.060
0,0
6.000; FILT

BAYES:-

Create_Control_Database.HotMutList A ELEE AL SR T oC #5113, B Hnl 55
2 BB List SCHF, SCERRS T

reate_Control_Database.HotMutlLi

f Gene_Symbol
NRAS
NR.
NR.
NR
NR.
NR.
NR.
NR.

LAL466

. AL46D
LAL485

TOoOTOTOoToToT
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- 0.05 JyfEE NHAURIE JEBRME , NIHEACE SRR T1Z B A2 573 W) 22 7E Control S5
BEAT AR . HATEBRA ARG 5% UL RS AEilm Rk I gt AT i vE

SEAHEER
Control £ &R 45 Wi 2 A2 BRAN T P SCAF

> pipeadmin b.

4 [demoTnput
> pipeadmin b. Oct 14 90:14|demoInput
 pi oct 1

Hrjagt * Detaillnfo (30 T IR EEAR AR 5 AMEAS AP AR A HH AR S8 AH OG0
M TATRERG A RAL A, Bl 1S5 . o= plan T

HH 54 *PopCutoff 0.05.countlnfo [T, AR Control 26301, 45 5RH
W

altsampleNums  totalSampleNum

A

Hopl 4 SN B BBtk LB Ref. Alt;

Horp 5-8 SN AR IR AR R IR, (>25%SamPopFreq, #Ros1ZA8 A
KT 25%0 BE LT BFHFE) L, LocalPopFreq AN ANHEATAZ I I8 A ANHE 5 1L, )

FHor 9-12 FIAREAS FARR WE A R B EHE .
HA 25 13 TIAREAR B EL.

VE: WA NEEIR L JELE X “>25%SamPopFreq” il “<5%SamPopFreq” #4748 5
AR 7R 128 J () N B gk A7 1 8

Hrp “>25%SamPopFreq” KT 5%, WANIZAL B NEELZ VAL A

Horpr “<5%SamPopFreq” KT 5%, MWAAIZAL FAFFE R G i A 1%
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J5 2 i R TR AL B T i N AR RS BT AR SFE 37 X5

6.3. ErrorBaseLine AR - ZHT case HA
SRR R

a) il RIEEAH IR BT A i R A BEAT 28 AL 3 A o 3E I 70 AT SRAG 28 S A H 45 R
ARG Cveh), ZOCHFSREUTT A, RN R SEBR 7 BT QR Ff— 3, B A 1R 45
Fofth 72 7 SRR AR A M PR SR BHR AR A B 22 -

b) X SCAFHEAT R IANC S, IRAFALIREAR AT A KT 10% 00 T A2 S AL i B S5
ARG R

O [EXMREE TRIFTARSR, Stk R GBI, T HTE K AR R 5 A
IR TR, cutoff=HE+3*brufEZE. |
ErrorBaseLine $E & & J7ik:
flEH]:  ERA

bioinfotoolkit/02.toolkit/04.Create_ErrorBaseLine/Create_Control ErrorBaseLine.pl

BT LG PR FEA, X LA 2345 KR W45 B 1 vl ST BE I SCAF % A2 list 1R
ErrorBaseLine 524 1@ IR MH NSO MFHEAT 5 3 E M L1 ErrorBaseLine.vef, JyJ&
U IESE G, SRR AL TR AR AL A B E R T T X R R BT SR 37 M.

" 0.1.ErrorBaseline.Detail.tsv
" 0.1.ErrorBaseline.vcf

otMutList

6.4, EEHRHFTE
58/ *PopCutoff_0.05.countInfo SCAFMIZRELE , 75 EAEFA AE R AN Control 46
PR, ik i E AR KT 5% M8 S S AT 2Bk, (R R RS ST 5
IR e, TR, (28 . Ref. Alt /E AR RS B A ME— NG 3E AT ) e 38
SEJ%* ErrorBaseLine.vef AFRIZRIGE, T EBAEEAFKAERET I ErrorBaseLine iT
IED IR, BREA TR AG H [F] B TR K T ErrorBaseLine B i€ A1 B 1K) AH < A8 S 3k 4T B B, AR

HE3E [XI18(Bo2]: B RiRGH AR RMIN T ERIGEN
IE
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HIIB AL iR 12

, BURT AT K T ErrorBaseLine 444715 {8 1728 7 15

7  HMXIEF (Related Records)

7

8 ZEEER (References)

Jc
9 B3 (Appendix)
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