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EEMFEIEDHT, STARMNNERIISHE fq.9z MAZZTFSICNER vef.gz 1
EHIHE, 88 TEIRE (QO | LIRELIE (BAM XUAFF] VCF SUHHLT) .
B1d FPGA (RIS nI fmig ] JBE5 ) I F IR R R ZEFRERFZHITITEINR,
5 CPU E#limiE 8t (UL GATK Best Practice A%1)) , BIf0iE 10~20 3.
MegaBOLT M Z2ARSS 2 IE T 015 MegaBOLT Hif R ZHINI 2R LIRSS 28, 1&
BT EHRENAMEEIESITmSE. SIFSMothne, BERE EATF
B—EEMEESTESRIA,.

MegaBOLT T {EubtE= Hi&E MegaBOLT DT RSB/ NEL T /Euk, EAFH
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EaErarN .

& TE RTINS RSN .

FERE Lz

HORFER UL XS B FRC R *.
WEREEBFRE * 1 Germline 2%
SRNTREZ -

BIANZIE T % FASTQ 4.
BEERAREREEBRAERH
BAM X {4 * F1 3% =46 M 45 R VCF/
gVCF &,

RORSSHEIREE. FFFIEST. HEe
WRICEE *. HERBEERE .
Germline Z £4& . BAM/VCF %;
HAIER AR SRR,

BE R (Germline)  MINEEAENS FASTQ .

RN M ER TS FASTQ XX *.
H RSB EERERN BAM X4 *,
2 2 4% il 45 8 VCF/gVCF X .
FASTQ/BAM/VCF %it4s RH
B,

HOR TR EIERIZ *. FIItRd. HE
F- fRCEE *. WERSEBRE *.
Germline ZZ 4@ *. Somatic 2%
2100, BAM/VCF %it * F1E D
riRE * wiz.
ENZIEAME. XIBEEAR * RA
. R4BAE (Somatic) .

somatic BRI /TR EASTQ
B &R AT % FASTQ 14 *. 56
HRSEBERERL BAM X4 *.
Germline =45 NIZ58R VCF/gVCF
X% *. Somatic ZEHMEEER VCF
X%, FASTQ/BAM/VCF %&it45 8
* 1 Germline ZE DR *-

A £ (Germline)

basic (BUARRE) 3 )
i 25 AR

full

MegaBOLT i FEZ. ERENRZIELE, FMRBESIE 13T “BE
&7 (--type) 7 .
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RiEHS

B e

iR
RESETHIZ run.sh 1T ﬁ
WGS Germline ERERIZOHT: o

MegaBOLT --type basic --runtype WGS --list sample.list
WGS Germline &m0 #:

MegaBOLT --type full --runtype WGS --list sample.list
WGS Somatic I

MegaBOLT --type somatic --runtype WGS --list sample.tumor.list
--1list2 sample.normal. list

WES Germline &2 0 HT:

MegaBOLT --type basic --runtype WES --1list sample.list --bed
BV4

WES Germline &3 29 HT:

MegaBOLT --type full --runtype WES --1list sample.list --bed
BV4

WES Somatic ;iiFEoHr:

MegaBOLT --type somatic --runtype WES --list sample.tumor.list
--1list2 sample.normal.list --bed BV4

352 Index:

MegaBOLT --type buildindex --ref ref.fa --vcf dbsnp.vcf.gz
--knownSites indelsl.vcf.gz --knownSites indels2.vcf.gz

* T= e MegaBOLT ZFIEMARIESNE 13 T “AiEE) (--type) ”
o FEZFRATAISNET1R "fEﬁf/\” .



I

74Y
{n]

— LY
At A
THELA “WGS Eftimignth” ABIHITIRR:

MegaBOLT --type basic --runtype WGS --list sample.list

Erh“MegaBOLT " Mz TI2FE, “ --type basic’{gRRIz{TiRIZN basic iz,
“--runtype WGS” IEBRIZ/TIETL I WGS, “--list sample.list” 3568
DITHEARTIZER (list X .

PE #z list SAHEIEIVAN T

SampleName Readl Read2 Adaptorl Adaptor2 RGID RGSM RGLB RGPL

xF list SWAEBAGIEMRBE, B2 W 9 T “List X147 .

I ARREETEINSH, AU AKRIEESERY (B --ref 230 ,
IS FERREFEIAR hg19.falH 7M. “basic”F1“WGS” B35 8“ --type”
I “--runtype” SEMIEOAE, R ERIARIELS:

MegaBOLT --list sample.list

RS ERBES IS 21T “S400H0F 7 , SBdap< “MegaBOLT -h” &BF.



List 324

List X424\ FASTQ SARIARFE, S HF PE UEF] SE #0E.

PE ¥ list I8t

Bl 1

SampleName Readl Read2
15AR8:
® “SampleName” 21473, “Read1”J PE #}E Read1 {9 FASTQ 141K 1%,

“Read2” Jg PE ##E Read2 i FASTQ MR, FREFRZGATH
GRS N

aNCiE

sample /data/example/readl.fq.gz /data/example/
read2.fq.gz

® FRN list WHEAZ MR, BMERG—T, U “#7 ERIT.
ik

samplel /data/example/readl_1.fq.gz /data/
example/read2_1.fq.gz

sample2 /data/example/readl_2.fq.gz /data/
example/read2_2.fq.gz

® IFBENMEARESII FASTQ X, £ FASTQ XMHLL “.” %, &
FEETIE.

Nk

sample readl_1,readl_2,..,readl_N
read2_1,read2_2,..,read2_N

1Bt 2

SampleName Readl Read2 Adaptorl Adaptor2



s .
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iR

® “Adaptor1!” 2 Readl HUllF#LF%, “Adaptor2” 2 Read2 RINIFEE
L5,

® “Adaptor1” 1 “Adaptor2” N HpLXTHI, FELMZNEE “ATGC”
NFHEES.

o —NMEANNBEEE—HELFI.

T~

sample readl_l,readl_2 read2_1,read2_2 AAGTCGGA
AAGTCGGATC

Bl 3

SampleName Readl Read2 RGID RGSM RGLB
RGPL

UthE:

® “RGID”. “RGSM” . “RGLB” &1 “RGPL” £35 “Read >4 ID =" .
“Read DAL . “Read £HANER" 1 “Read DENFFE” .

® “RGID”. “RGSM”. “RGLB”#1“RGPL” N HTI, FEFBEX IR
“RGSM” 45 “SampleName” {RiF—34.
“RGPL” (NZHFUN £

MGISEQ. BGISEQ. ILLUMINA. SLX. SOLEXA. SOLID. 454,
LS454. COMPLETE. PACBIO. IONTORRENT

® LFNMFABEZIS FASTQ XY, AiFdE> FASTQ SHHY “RGID” .
“RGSM” . “RGLB” # “RGPL” #1T8&E, LA “.” 5%, BRIFIEDE
5 Read X# B

Bl

sample readl_1,readl_2 read2_1,read2_2 id1l,id2 sample
1b COMPLETE

1Bt 4

SampleName Readl Read2 Adaptorl Adaptor2 RGID
RGSM RGLB RGPL

1iRA:

® “Adaptor1 Adaptor2” #1 “RGID RGSM RGLB RGPL” ] LA .
o HhZUsREHE 1-3.



aNE

sample readl read2 AAGTCGGA AAGTCGGATC 1id sample 1b
COMPLETE

=AIAfEISEA
List SFeRRISERIS G E BB

i=5=¢ 1588

Adaptor1 AAGTCGGAGGCCAAGCGGTCTTAGGAAGACAA

Adaptor2 AAGTCGGATCGTAGCCATGTCGTTCTGTGAGCCAAGGAGTTG

RGID rg

RGSM list 3Z{4Hfg “SampleName”
RGLB b

RGPL COMPLETE

SE U2 list I8

17383: SE #UfE list WHRTLLIRFMS PE HEHEE

1Bt 1

SampleName Read

1Bt 2

SampleName Read Adaptor

Bl 3

SampleName Read RGID RGSM RGLB RGPL

1

R)isi .
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Bl 4

SampleName
RGPL

Read

Adaptor

RGID

RGSM

RGLB



MegaBOLT ZFizfT2iinle, SERERBENEGRIE, BT “--type”
SHHITIRSE

Ao =]
HERIE

MegaBOLT {2t TAEMEE S THEERTINESRE, FRAVEHEEH
BTN . SRERINFATEL, ERIEERI—HRIBIEIRET, BEUE .

=
BB R EE . FIE SR ERAS TR, it
SEHESRIZ T 4._15]
IB
& = AR IR S RN N
AaE 3408 ?
RRERFIILLRT. R 45 <
PEE . HEERREERE o]
mE 71 Germline TSR IITIAE. )

basic (BHATD) (Germline) oo ) wimhTi FASTQ /4.

T S0 M E

e HEERHHEREEBRE
[EH9 BAM X2 * ISR L
2 VCF/gVCF 3.

RORTEREIRERIE . FIILLRT.

HiE. fRcEE *. REREE
BRE*. Germline ZZ24Gi
BAM/VCF %1+ F04 Bk 72 1 1R

(Germline) o
full sommey | HABIENEE FASTQ Xf.
XN L
- B AT S FASTQ S

WEREEBRERL BAM
XA T2 R VCF/
gVCF XX 4. FASTQ/BAM/
VCF FIH &R DR S -

13



(8dAy--) SHTRAESH .
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i)
somatic (Somatic)

L=

Fr oL 33, HE
JEZAL NP =S]

alignmentsortmarkdup

1B

HORSSREIRRIE * FFIELXT .
HE. FRCEE Y. BERSE
BRUE *. Germline Z 516
*. Somatic ZZ 1 iNl. BAM/
VCF % it * #1 & Bk Germline
TEOITRS * 2.

ENEIE M. XA
BIRYES / F% FASTQ 3214
WHERA T HFASTQX
B BERSEBRERN
BAM XZ {4 *. Germline Z& &
1 N 25 88 VCF/gVCF 3244 *,
Somatic ZEHENEER VCF XX
{4, FASTQ/BAM/VCF Frit45
R MRS *.

®iEE e iEpE /X BiE
T%D%HEF#WE‘\?-
° _J BESHERE
=7 IR R
=, iR X E W/
HEREEBRIE.
Germline & & &
. BAM/VCF %t
TTRIE R D ITIR S
miEs (=fTEE
R . Germline
25 = 4a N F0 BAM/
VCF it F =4
Germline & & %
RS ;
o EIFEARBEITSH
“—-list” lﬁ =1
XEREEARIB IS S 4
“—-list2” RE.

HORFTRFIIELRS . HEF. AR
ICEE e
BANEIR AT % FASTQ Xf4.

HMBERENHFE. RCEER
i BAM 3C14.



alignmentsortmarkdupbqsr

extract

buildindex

Fr oL 33, HE
F. fRicEE
M E R EE
B

il =
(Germline)
Zx F 4@ M 52 BY

PitEs

) =S
MegaBOLT 7
2 P & AY &
ECI B

izl

RORTR LIS HEE. AR
ICEE*MREREEBKRE
MAE.

ENEUIE T % FASTQ 3214
BHERNFHERSEBKE
51 BAM 3214

HORSEREIRRIE . oIS
HE. FRCEER Y. BERSE
BRE* . TREREL RIS EE *.
Germline % & & Ml. BAM/
VCF St F IR S TR &tz -
EIANIENRIS FASTQ {4,
45 R T i% FASTQ X4
* REBCGRH ENRERESER
WAEE R BAM X *, &
& M 45 & VCF/gVCF X 14,
FASTQ/BAM/V/CF Feit+455R%0
SRS

932 MegaBOLT Ri2fTES
SEERABRI (ref) HXH
BMERSI3E.

BNEEEA ref 3244 (*.fa) 0
= &0 SNP/INDEL %1 3E &= X 14
(*.vcf.gz) .

T H #UE A ref A9 dict R3[|

£, fai & 5| X 14, effective

bed X 4, BQSR R 5| X 14+
(*.vcfi) F1BWA &334,

®EE =3I ref
NHEREER FE
WAZBERAIE, HE
T F 1£ % ref f9 dict
R5| X, fai R5|X
1%, effective bed X
%, BQSR & 5| X {4
(*.vcfid)  #0 BWA &

5|34

HERESBEISHEERE, LIBERP M EULEK:
o TEITSHIEELXTHE: Minimap2 (BRIA) 3 BWA;

[t
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(8dAy--) SHTRAESH .

e 1] & ¥ S ik E LT EZ M 4 HaplotypeCaller 3.8 ( BRiLA)
HaplotypeCaller 4.0 5, DeepVariant;

o NEISHEERRETINCEENREREERRERE:

o TEISHIRERAMNER .

RS ERIBES IS 21 I “S2HE 7

PIERGE

BIRIRRAE

qc

alignment

sortmarkdup

bqgsr

16

B4ER
e ES FASTQ ARG RSt

EWFASTQY  BIASURAES FASTQ ST,

{HREE 1) L £ 8 T 1% FASTQ AR 2 27
.
SN IR SR EA .
HASIER T FASTQ .
%W 45 B T )% FASTQ XS R
.

FFIEE AT
& SFE SRS Minimap2 (BHA)

I BWA.

BWA SAERIERAE, SHESE
HIER MR — P RARIRS 3.

SRR iR R R A BT HE,
SRR BRRRC A ES.
HEFs WREE )\ iR HU RIS SAM/BAM STH.
- HUEEIE AR, FICEESS BAM 4.
& STE B SRR EIETARICESE.
S b Aot SR R T R B 3 T R PO 2B
mEEEEE &
Rt BASIES BAM HE.
8 MR TR L R B E R S0 BAM ST 14



BB

haplotypecaller

mutect2

genotypegvcfs

vqsr

filtration

rtgtools

builddict

Lzl
NABELRISEERNE EHNERFIIRE

KMERIRFICNESR

HBIANEIETY BAM {4,
HE BHEIR N TSR NEESR VCF/gVCF 3.
(Germline)
AT ® T OSSR T SRR GATK
HaplotypeCaller 3.8 (L) .
GATK HaplotypeCaller 4.0z
DeepVariant.
MABEEISEERFA FERFSME
Gl S ESIRBIG AR TS
(Somatic)

EINEIES BAM STH.
R AT AT SR VCE STHE.
TS R QVCF ST TEES B E S
G
i \HIE A gVCF i,
R RS R BSH VCF X,
SN Rt R R B A T EIE N2
roEemEs .
B I NEIES VCF .
B IR N S R R B E B R B0 VCF ST

fR4E INFO g, FORMAT ;T B 2s 246 M iR

LA

BREERDE

S BHTILE.
HNBEEN VCF .
A HHIERITIREH VCF X
BEF TSRS VCF SU4RJ SNP/INDEL
TR ABIENE . A . ERERRE
TRpNEs HIE.

EE EINEIE Y VCF ST
) #0329 VCF 3244+ SNP/INDEL 2% 247
SAYERBAME. BRI AERE R BUEITNE.
iEsEERERY (ref) B dict =3|3744.
EINEIRE S ref X4 (*.fa) .

SRS ref B0 dict 3 [THE.
ag2dictZ=3]|
& EE RSB ref THFTER S,
SEHNZERTS, FEFGEX
ref B9 dict =3 |3214.
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(8dAy--) SHTRAESH .

BB

buildfai

buildbed

bwaindex

bgsrindex

bamstats

vcfstats

18

1588
s EREARY (ref) A9 fai 31304

EINEIE S ref X4 (*.fa) .

B SRR ref B9 fai 234
1952 fai =2
& B RSB ref TUFTER S,
EEHNZERTS, FEFGEX
ref {9 fai 23|34

mEsEERFARI (ref) Ay effective
bed /4.

EINBURA ref SXE (*.fa) .
HH IR ref (9 effective bed Xf4.

* IS LB ref YHFREESR, B
ZINZBRYE, HERAGEEZ
ref 19 effective bed {4

3 32 effective
bed 3714

s EERERSI (ref) H bwa B3|l
BMNEIRES ref X4 (*.fa) .
B EIR A ref [ bwa 23 [XT#.
1352 bwa =5 |
& 1B RS I LEEE ref THFTER S,
EEWANZERTE, FERGEZ
ref B9 bwa =3 |34

HEHTHERSEBRE (BQSR) HHEE
RIZRS IS0

BMAFEASEERARIIE (*.fa) F1E
%0 SNP/INDEL ##zEES0 4 (*.vef.gz) .

MEREES L EUEY BQSR RUZRS 134 (*.vcfi) .

BERERS] o i e ma|THBASEHE ref SR

FER MRZEFAAE, N
BmERBrREER:
o i8[E ref AFEURE R FD
2R,
BAM X {HEE 41T .
BAM %1t BNEUES BAM Ui,
HHEIES BAM XHHIFIHES.
VCF MHER G-
VCF %t BMNEIEA VCF X4,
WHEIEN VCF XHRFEITHEE.



BB

bamtocram

WGP

588

¥ BAM 25t 48 BAM XU{HEEHE g CRAM 24,

# 39 CRAM XX BI\EIEH BAM 3.

(il L EIRA CRAM ST
CNV/SV .

CNV/SV 517 HINMIEN BAM i,

BIHEUETY CNV/SV DTSRI

19
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f2%: MegaBOLT
FRAN: V2.x.X
{$5/: MegaBOLT [options]

15 e HESET SSDEE, (EAEHEESMES.
o SHETREA/ANE.

MegaBOLT £5 =¥

2% Pzl
TR,
B % #® B: alignment.
alignmentsortmarkdup.
alignmentsortmarkdupbqgsr. bamstats.
bamtocram. basic. bqgsr. bqgsrindex.
buildbed. builddict. buildfai.

--type <string> buildindex. bwaindex. extract.
filtration. full. genotypegvcfs.
haplotypecaller. mutect2. qc. rtgtools.
somatic. sortmarkdup. vcfstats. vqsr (Zf
INME: basic)
XFRENFMZBSUNE 13T “REGN
(--type) 7 .

--help | -h g0 R AR BE A
--version | -v A hR AR

list XHZHA FASTQ XHRVERF R, 285
PE #(4E#0 SE U

XFlist T ERXRPBSUE 9T “List X
" .

--list <sample.list>

21
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2% iz
SEERBFIIHE (BUAE: hgl9.fa) .

e YT HGFERAMNES = X H & &

<hg19|hg38|hs37d5>;
--ref <hglo.fa| o UFEARNESEVHEAR, MegaBOLT
he19|he3s|hs37ds> BEEASIEE rof RENABS 2T
TS B S BTS2 TS E,
SWBEEMSHE: --vcf, --knownSites,

--resource-*, --rtg-*

--vcf <dbsnp.vcf> dbSNP 374 (ERIAME: dbsnp_151.vcf.gz) .
poutputdin | -outdin isem stiME: HHER) .

BRI (BUAME: output) .

-—ou;putpref-ix | -prefix \;‘}%‘\. (XERm list STERTERL
SIS o i\ list ST, L list Sehfg
SampleName {E0%IH 4FI4R -

BITER (BAME: WGS) .
--runtype <WGS|WES> WGS: =ERBHIEST
WES: £/PEFEIRDHT



¥ 15288

hg19 X RZAYX (B34
BV4 MGI_Exome_V4_kit
BV5 MGI_Exome_V5_kit
AV2 Agilent_Exome_V2
AV5 Agilent_Exome_V5
AV6 Agilent_Exome_V6
ACV6 Agilent.V6COSMIC
AV7 Agilent_Exome_V7
NV3 Roche_SeqCapEZ_Exome_
v3.0
NME Nimblegen_MedExome_V2
TV1.2 Ilumina.truseq.v1.2
IDT xgen_target
--bed <BV4|BV5|AV2|Av Al AlJI_Exome

5|AV6|ACVE[AVT[NV3|NM |20 3dmtyXa .
E[TV1.2[IDT|Ai34|BV4- © B
38|BV5-38|AV2-38|AV5- BV4-38 MGI_Exome_V4_kit
38|AV6-38|ACV6-38[AVT- py5.33  MGI_Exome_V5_kit
38|NV3-38|NME-38|TV1.2- _
38 | IDT_ 38 | A.I J-i _38 | use r-_ AV2‘38 Agllent_EXome_Vz
defined_path> AV5-38 Agilent_Exome_V5

AV6-38 Agilent_Exome_V6

ACV6-38 Agilent.V6COSMIC

AV7-38 Agilent_Exome_V7

NV3-38 Roche_SeqCapEZ_Exome_

v3.0

NME-38 Nimblegen_MedExome_V2

TV1.2-38  Illumina.truseq.v1.2

IDT-38 xgen_target

AiJi-38 AlJI_Exome
BREEX KB GENERBIIEE) , i
/home/my.bed

2
)
iR
B3

& T (i TE A WES BIERL.

Fiz17 BAM/VCF #it (BUIAE: O, BDEAIA

=17 .
*:tZe T i 7QC 12 5 K iE 7
--no-stats <0|1> )
Germline
o T 2 N RENF =% B
Germline ZEG MRS .
--no-qc <0|1> AzfT QC e (BOME: 0, BIZMAIETT) .

23
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2%

--no-markdup <0|1>

--no-bgsr <0|1>

--run-genotypegvcfs <0|1>
--run-vgsr <0|1>

--no-hc <0|1>

--run-postalt

--run-variant-filtration
<0|1>

--run-rtgtools <0|1>

--run-wgp <0|1>

--no-hla-output

--no-fastqg-output <0|1>

--no-bam-output-for-
alignment <0|1>

--no-bam-output-for-sort
<0|1>

--no-bam-output-for-bqgsr
<0|1>

--output-cram <0|1>

1568

RizfTHRicEE (MarkDup) (ZRAE: O,
BIZRNETT) -

TETRERSEBIRE (BQSR) (BHIAE:
0, BIZMANIETT) -

2 51z 17 GenotypeGVCFs (BfiAE: O, &P
IANTIBIT)

281217 VQSR (EUAE: 0, BPEOATIETT)
Tizf7 Germline TZiniE (BUAME: O,
BIZRNETT) -

W17 alt BAMEL RS, AL hla fastq 32
(ZHAE: 0, BPERAARELED)

=2 &1z 17 Variant Filtration (ZGAE: O, BP
FIATEIT)

iy
51
=y
P
_|
Q
—
(@]
(o]
7]
=
It
o
ym
=
=
-

2E1z1T WGP (Z0AE: 0, EIBRMAREIT
o (ViF WGS =171t ;

® {iF3 BWA {EREL g Rt

1T alt FAMEE RS, Akt hla fastq X5,
ERT & postalt F9iRFE (BUIME: 1, BNEK
INREIED

T EIT BRI T % FASTQ X4 (BRiAE: O,
FIESNIN T DI

L 3= 1T alignmentsortmarkdupbgsr.
basic. full 8 somatic iR RiaHEHEE (£
2) [FHIBAM A (BHAE: 1, BIBRARGHED -
43=17 basic. full 8 somatic 7ie, HARi=
7 BQSRiY, AmtHF (£XZE) FRY BAM
X (ZRIAME: O, BIERIAEIHD) .

1= 17 basic. full 8} somatic i1, BHizfT
BQSR Ay, A4t BQSR /A9 BAM 324
(ZHAE: 0, EPEUAHIHD) .

S8 H cram & bam (ERIAME: O, BPEL
INREIH cram)



¥ 5EA
{53 GATK 4 &=t 704 (BUAME: O, Bl
RIAEF GATK 3.8 i7iie)

--gatk4 <0[1> A EHERIIRIREG : BQSR.
HaplotyperCaller. GenotypeGVCFs.
VQSR#VariantFiltration

--temp-dir, -tmpdir

A Oty =
<string> [N TRe=ES
--traffic EEREEE.

--verbose, -verbose <0|1> #H debug{E8 (ZHAE: 0, MEUAFREHE)

2H 15288

FBFBEENX SOAPnuke 2%, BAFidig. (3K
E: “-n01-g0.5-112-Q2-G2-M2")

--soapnuke-param <string>

Alignment

¥ Pzl

£ 5 BWA {E 9 LE XJ 84 (BRAMME: O, BD BN E
Minimap2 {EJSLEXIERH) .

--se <0|1> 08 SE HiiE (BUAME: O, BDEGARLIE PE £ .
EExISz it MD tag (BRIAE: O, BIERAREILD -

--bwa <0|1>

--mdtag <0|1>
& STE (UERTF Minimap2.

SortMarkDup

s iz

SortMarkDup iR 25\ SAM/BAM {4 (£
M1z 1T SortMarkDup RIEF MR E, &N
TARE .

--sort-markdup-input
<file>

--sortmarkdup-input-type .. . | ek
<sam|bam> NS, (BRAE: sam) .

25




-

iR
BA

BQSR

2H WA

BQSR i 24 A\ BAM X {4 (&= 17 BQSR
IR E, SNARIRE) .

20 SNP/INDEL #¥EZES0 4 (*.vef.gz) , 2K
INMERI R E:

® dbsnp_151.vcf.gz

® Mills_and_1000G_gold_standard.
indels.hg19. vcf.gz

® 1000G_phasel.indels.hg19.vcf.gz

--bgsr-input <file>

--knownSites <file>

& T MR ESR.

WE LR BQSR £33, shEZEHEHY
BQSR &E5[3 4.
BEUREREEDKRIEERE. 1517 PCR-
free HURRIATOIFFER (ZOAME: 93)
53 GATK BQSR 4 2¥fi &, B BAM {4
RiEH I/D REERZ BD # Bl, 1+ER~&E
FH HMM BAQ &% (2LAME: O, BPEOIANER
--bgsra <o|1> GATK BQSR 3.8 SHEE) .

*® += ag5 “--diq” 1 “--enable-baq”

SHERIER.

--bgsrindex <file>

--quantize <int>

HaplotypeCaller

2H 1A

Germline ZZ 244 MR 24 N\ BAM ST (B3

--h -4 L ) e s
aplotypecaller-input .. - line SEAHIGEMNM/RSE, B

<file>
TRRE .
intervals {4,
--intervals <file> ®iTZ e [ “-—-bed” B
o (NLKREAN bed X 1F, BizfTE
9 WGS B

26
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REEAmE gVCF X (BLIME: NONE) .
--ERC <NONE |GVCF> NONE: %t VCF XX {4,
GVCF: #ith gVCF X {4,

8 A GATK HaplotypeCaller 4.0 # 7
Germline &4 MERHF (FIANME: O, BIEAIA
GATK HaplotypeCaller 3.8) .
--hc4 <0|1> fer el
& IE BERES “--deepvariant” SEEAT
(E==

2 & interval padding {8 (BtiAE: O) .
--interval-padding

< > N,
Tnteger & i+ (WEAFHaplotypeCaller 3.8/4.0.

B & stand call conf & (BIAE: 30) .
--stand-call-conf

<int > S e
nteger * ;= (WEATHaplotypeCaller 3.8/4.0.

2
)
iR
B3

2 & 5 PCR-Free # iE (ZUAE:
CONSERVATIVE) .

~-pcr-indel-model CONSERVATIVE: PCR i3
<CONSERVATIVE | NONE> NONE: PCR-Free #i2

& i+ 5 (UEAFHaplotypeCaller 3.8/4.0.

scalaX #, T B & It X # & B
HaplotypeCaller & ¥ (EiAE:
ExampleHaplotypeCallerFPGA. scala) -

* ;3= @ (UEMAT HaplotypeCaller 3.8;
® i1 & X ERC. interval_padding.
stand_call_conf 2 ¥R (B, Bk
FRNNNSHIRE; HXLESHE

--scalafile <scalafile. ScalaY{fF‘:P?&mﬁt@Eﬁy mULy\SCala
scala> NHERBRE BIYSHARESHR
DR

e REWMARF ffscaa X i8R &
dbSNP, ZE W & “--vcf” 8 &
dbSNP;

® il scala XHHAE K scala XS
HREDEZS2NEZ2T“EE
i}‘ala N 1418 & HaplotypeCaller
%, o
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--arguments-file <file>

--deepvariant <0|1>

--use-openvino <0|1>

--MGI-data <0|1>

--WGS-mode <PCR|PCR-

free>

--fast-model <0|1>

--deepvariant-model

* i+ (WEAT DeepVariant.

1iBH

HaplotypeCaller 2 # X {#, F4S GATK
4.0 #1585 (BiAME: arguments_file (&

) D .

* ;= (WEATFHaplotypeCaller 4.0.

£ F3 DeepVariant f§ 3 Germline Z&& &
&M 2% 4 (BRIAE: O, B 2k A {E BB GATK

HaplotypeCaller 3.8) .

& EE BEAES “--hcd” SHEAHER.

2 & & B Intel OpenVINOTM T B & ji i&

DeepVariant #I2 (ZRAE: 1, BMERD

& i+ (UEFAT DeepVariant.

o

EEERITIMCGIHEERLACHERIET

DeepVariant (BUAE: 1, BEMERD -

& ;17 (UEFAT DeepVariant.

IF WGS I = 538, IRIEABMNEES R
(PCR/PCR-Free) EEUREZIER (ZHAE:

PCR) .
* ;12 (UEFAT DeepVariant.

=5 1E WGS {£55 (& /3 DeepVariant R iR #E

A,

* ;I e (WEMAT DeepVariant:
o RIFEERIRILSHE N,
AERE;

FRAFPBENXERIZ]T DeepVariant.

* ;1= o (UEMAT DeepVariant:
o [RIEBMERIBRILSEE X,
RERE;

BNE

BE



MuTect2
2H

--mutect2-input <file>

--mutect2-arguments-file
<file>

--tumor | -tumor <string>
--normal | -normal
<string>

GenotypeGVCFs

2

--genotypegvcfs-input
<file>

--stand-call-conf_
genotypegvcfs <integer>

--allSites <0|1>

15488

MuTect2 H\ BAM X{4 (EBihi=fT MuTect2
TRERMEE, BURREESE) .

* IE HeHTmRESR.

Mutect2 S¥4, FH20 GATK 4.0

2 #0153 BF (ZiME: arguments_file (= X
" .

AP ARRIME AR (BRIETT MuTect2 2T
YIRS, BUFRRE) .

& ST R A R SRR A B\ BAM X 14
#fH Read BHE AR (RGSM) —F.

PUBGLEFN:N ==

& S A NS R AR RE AR\ BAM ST
fAY Read HFAE (RGSM) —H(,

1588

GenotypeGVCFs iz N\ gVCF S (Fh
1z1T GenotypeGVCFs iR mig s, &Nl
TARE) .

* IS e HImEEER.

® & GenotypeGVCFs it 2 AY stand call
conf @ (BRIAE: 10)

£ allSites &=l (BAIAME: O, BIAERD .

29
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BamStats

2H 15288

BamStats it 72 & A\ BAM X {4 ( B Jh iz 17

--bamstats-input <file> N R -
? BamStats AR UAIEE, BURMEEE) .

VcfStats

2H 15288

VcfStats it 72 4 A\ VCF X 4 ( 82 = 17

--vcfstats-input <file> N S o
? VcfStats FRERTARSE, SUFMEEE) .

Somatic
2% WiRE
. . Somatic 7t F2 RO X BB AF S list 3214, &R

--list2 <sample.list2> .
list —%,

Extract

2% WiRE
RREFERHIEBSTEERNS M, X

--extract-depth <int> extract MIZA LAER, & & 0 AAREL (#F

FFTE#EIE (BAAME: O, BIBUATIRED .

VQSR

2H 15288

VQSR it #2 i A VCF X 4 (83R1=17 VQSR
I RIRE, BUAARE) -

VQSR f9 hapmap £ & ZE (EAE:
hapmap_3.3.hg19.vcf.gz) -

--vgsr-input <file>

--resource-hapmap <file>



¥ 15288

VQSR 9 omni £ & FE (FEAIAE: 1000G_
omni2.5.hg19.vcf.gz) .

--resource-omni <file>

VQSR HJ 1000G phasel snps high
confidence # & & (EIAME: 1000G_
phasel.snps.high_confidence.hg19.vcf.
9z) -

--resource-1000G <file>

VQSR # dbsnp #iEZE (ZERIAE: dbsnp_151.

--resource-dbsnp <file>
vcf.gz) .

VQSR 9 mills and 1000G gold standard
--resource-mills <file> indels 7 & & (ZHAE: Mills_and_1000G_
gold_standard.indels.hg19.vcf.gz) .

VariantFiltration 2
i
=¥ ji=]1)2] 1R

Variant Filtration iR 72 % N\ VCF /4 (EiH
1z47 Variant Filtration RiEl iR s, SN
FHRRE) .

--variant-filtration-input
<file>

RTGTools

2H ol

RTG Tools it #2 # N\ VCF X 4 (23R iz 17

--rtg-input <file> Py mmp— mE
RTG Tools iR HRE, SNABIRE) -

--rtg-baseline-snp <file>  RTG Tools #J SNP =5 E f VCF /4,

--rtg-baseline-indel

; 25 2L
<file> RTG Tools A9 INDEL Z==E ff VCF 3f4.

--rtg-evaluation-regions

<file> RTG Tools RIIFAX[E] BED 34

31
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--rtg-sdf <path>

--wgp-input <string>

--wgp-type
SV|Sv>

<CNV|CNV-

iR

RTG Tools 2% ERHF7! SDF 315,

152BA

WGP 72 ANBAM X 4 ( B ¥4 & 17
WGP RiZl IR E, SUARIRE) .

WGP iz 7 & = (BAIME: CNV-SV,
CNV #1 SV o)

Bliz 1T



7 (57

basic

{EFAZtIA reference 1 dbSNP, 1=/THE (9 WGS BIERRIZ:

MegaBOLT --runtype WGS --Tlist sample.list

{EAELA reference 1 dbSNP, FoHrEE S Single End 228!, 12/71EU N
WGS HIERRIE

MegaBOLT --runtype WGS --se 1 --list sample.list

FERBEENH reference. dbSNP # knownSites, 1={TiEzt 0 WGS H9ERY

PiER

MegaBOLT --runtype WGS --Tlist sample.list --ref ref.fa --vcf
b37.vcf --knownSites b37.vcf

EFEEANARY reference. dbSNP, z{T1RI0A WGS, BINEAREIERF PCR- 151
Free EHISEIAR, EHBWAEALLXY T AR, A4 HE BQSR f5HI BAM T4,
H{#H HaplotypeCaller 4.0 #H7ZS4 MEERLRE:

MegaBOLT --runtype WGS --Tlist sample.list --pcr-indel-model
NONE --bwa 1 --hc4 1 --no-bam-output-for-bgsr 1

{EFRZAIARY reference. dbSNP, 1zf71EI 0 WGS, I ANEREIERA PCR-
Free XEFIEHA, BHAFEEGR BAM, FH{FEH DeepVariant #1173 %
MBI ERRE:

MegaBOLT --runtype WGS --list sample.list --deepvariant 1
--no-bam-output-for-alignment 0 --WGS-mode PCR-free

{EFRZAIARY reference. dbSNP, FIZX 84 BVS, HmHFEIBAFREENBR,
=70 WES BIEMRAE:

MegaBOLT --runtype WES --list sample.list --bed BV5

--outputdir ./out

FHBETE XA reference. dbSNP. knownSites #[] intervals X {4, ={7#&
U89 WES RIERRAE:

33
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MegaBOLT --runtype WES --list sample.list --ref ref.fa --vcf
b37.vcf --knownSites b37.vcf --deepvariant 1 --bed user.bed

AR reference 1 dbSNP, BWA S5 alt FLELEZEFHEE hla
fastq 314, 1=171RIUI WGS FUERZ

MegaBOLT --runtype WGS --list sample.list --run-postalt 1
--no-hla-output 0

& TE FRRANSE, BET full FESE A IR RO R

full

{EFE2RIA reference. dbSNP, ={THET N WGS BIEHiE:

MegaBOLT --type full --runtype WGS --list sample.list

ERBETEMNH reference. bed. dbSNP, Tﬁmﬁr}l A9 FASTQ {4, &~
i BQSR 48, 1=1THED N WGS 2 RiE

MegaBOLT --type full --runtype WGS --list sample.list --ref
ref.fa --vcf b37.vcf --no-fastq-output 1 --no-bgsr 1

EAZIARY reference. dbSNP 1 interval X @34, =71 WES H9£
i

MegaBOLT --type full --runtype WES --list sample.list
EEF2RIA reference. dbSNP, {8 BWA i#/T7LERT, {58 GATK BQSR 4 %4,

8 GATK HaplotypeCaller 4 #4Txa+L/LJ iz1T GenotypeGVCFs, iz
7 VQSR, =17 RTG Tools i, =710 WGS B2 iiiE:

MegaBOLT --type full --runtype WGS --1list sample.list --bwa 1
--bgsr4 1 --hc4 1 --run-genotypegvcfs 1 --run-vgsr 1 --run-
rtgtools 1

somatic

ﬁﬁﬁ!m)\ reference. dbSNP, iIZ{F1ET 0 WGS, EEEE / TR AgALH
SRR :

MegaBOLT --type somatic --runtype WGS --list tumor.list --list2
normal.list

{EAEIA reference. dbSNP, 1=171&E =8 WGS, FEAMEBEREINAIKRMAIRE

A NRIZ:



MegaBOLT --type somatic --runtype WGS --list tumor.list

FRBTENX reference. dbSNP, A ff{fEH{E, A Haplotype ZTZ4M, A
Mgert, BTN WGS, RARE / XWIRER AR SRR

MegaBOLT --type somatic --runtype WGS --list tumor.list --list2
normal.list --ref ref.fa --vcf b37.vcf --no-qc 1 --no-hc 1
--no-stats 1

{# FA 2k A reference. dbSNP, 1= {71 =, I WES, {#f Bl & interval X {4
BVS, mERIBAFEEER, RAME / WREINAVKRMIREZANIRE:

MegaBOLT --type somatic --runtype WGS --bed BV5 --list tumor.
list --list2 normal.list --outputdir ./out

buildindex

&8 buildindex 19 EZERABFES (FIa0: hgl9.fa) HEZMES |24

MegaBOLT --type buildindex --ref hgl9.fa --knownSites
dbsnp_151.vcf.gz --knownSites Mills_and_1000G_gold_standard.
indels.hgl9.vcf.gz --knownSites 1000G_phasel.indels.hgl9.vcf.

gz

= A=

qc
&8 qc STAXTRMA FASTQ AR EFISLT:

MegaBOLT --type qc --list sample.list

EABEN SOAPNnuke ITIESH, FHItHREFAI FASTQ X4

MegaBOLT --type gqc --list sample.list --no-fastg-output 1
--soapnuke-param “-n 0.05 -g 0.5 -1 12 -Q 2 -G 2 -M 2”

alignment

#H Minimap2 #HTEEd:

MegaBOLT --type alignment --1list sample.list
{53 BWA #H1TLUYS, o iiEiE S Single End 2:58:

MegaBOLT --type alignment --list sample.list --bwa 1 --se 1
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sortmarkdup

£ sortmarkdup #H1THIFSEE:

MegaBOLT --type sortmarkdup --sortmarkdup-input input.sam

£/ sortmarkdup #H1THEF, BAZEEA bam, FHEEREILHZRIR:

MegaBOLT --type sortmarkdup --sortmarkdup-input input.bam
--sortmarddup-input-type bam --outputprefix myoutputprefix

--no-markdup 1

alignmentsortmarkdup

ERES ISR T SHIFRE:

MegaBOLT --type alignmentsortmarkdup --list sample.list

alignmentsortmarkdupbdgsr

ERE G RIEH T SRR R EUNBEREEFRE:

MegaBOLT --type alignmentsortmarkdupbqgsr --list sample.list

bgsrindex

FEA BT X reference. dbSNP. knownSites 4 ff BQSR i index, %
index RFHIBE4:

MegaBOLT --type bgsrindex --ref ref.fa --vcf dbsnp_151.vcf.gz
--bgsrindex ref.fa.vcfi --knownSites dbindel.vcf.gz

bqgsr
{FERZLA reference. dbSNP. knownSites 317 BQSR 4hiE:
MegaBOLT --type bgsr --bgsr-input input.bam

FEABEENX reference. dbSNP 1 knownSites 117 BQSR 48, fEEk
WIHEZHIS, FBEAERR BQSR index XAHFZENISENE:



MegaBOLT --type bqsr --bgsrindex ref.fa.vcfi --bgsr-input
input.bam --ref ref.fa --vcf dbsnp_151.vcf.gz --knownSites
dbindel.vcf.gz --outputprefix myoutputprefix

haplotypecaller

AR reference. dbSNP, 1=171&=( 9 WGS, {#F3 HaplotypeCaller 3.8
BT A

MegaBOLT --type haplotypecaller --runtype WGS
--haplotypecaller-input +dinput.bam

FABENX reference. dbSNP, =7 I WGS, & E B ENX interval-
padding. stand-call-conf, {#H HaplotypeCaller 4.0 #H{7ZZ40M:

MegaBOLT --type haplotypecaller --runtype WGS --ref ref.fa
--vcf b37.vcf --scalafile example.scala --haplotypecaller-input
input.bam --interval-padding 10 --stand-call-conf 10 --hc4 1

FEFAZRIA reference. dbSNP. interval X @34, =T WES, FHEE
EN scala X4, 1BEREXHERIZR, £ HaplotypeCaller 3.8 #1734 %
W, FEHE genotype (E8:

MegaBOLT --type haplotypecaller --runtype WES
--haplotypecaller-input input.bam --scalafile exapmle.scala
--ERC GVCF --outputprefix myoutputprefix

deepvariant

{EFE2AIA reference. dbSNP, {#H DeepVariant HRERHEIEER, IF PCR &
FERY WGS Pt X #1722 Aail -

MegaBOLT --type haplotypecaller --runtype WGS --deepvariant 1
--haplotypecaller-input +input.bam

FERBEEN reference. dbSNP, &3 DeepVariant trEHEIEER), X PCR-
Free $2ZEHI WGS ULt X EUR T FAG N -

MegaBOLT --type haplotypecaller --deepvariant 1 --ref ref.fa
--vcf b37.vcf --haplotypecaller-input input.bam --runtype WGS
--WGS-mode PCR-free --fast-model 0

{EFAELIA reference. dbSNP. interval X |83, {#F3 DeepVariant #x /&
HIEEEY, X WES MFELIT8EH TSN, Hiat genotype E8.:

37

= A=




P [E:

o
—_—

MegaBOLT --type haplotypecaller --deepvariant 1
--haplotypecaller-input input.bam --runtype WES --intervals
BV4 --ERC GVCF

mutect2

{EFRZAIA reference. dbSNP, SZAMMEE / XIERETUAYAZHIEEE S :

MegaBOLT --type mutect2 --mutect2-input tumor.bam
--mutect2-input normal.bam --tumor tumorsamplename --nomal

normalsamplename

EFRABENX reference. dbSNP, XFEMEBIEAIKMIETSAN, LREE
FEEER:

MegaBOLT --type mutect2 --mutect2-input tumor.bam --tumor
tumorsamplename --ref ref.fa --vcf b37.vcf --outputdir ./out

genotypegvcfs

{EFRZLIA reference. dbSNP, HTFEESER DB

MegaBOLT --type genotypegvcfs --genotypegvcfs-input input.
g.vcf.gz

FRA B E N reference. dbSNP. genotypegvcfs-stand-call-conf, 31T
BEERSE, BEmBURES:

MegaBOLT --type genotypegvcfs --genotypegvcfs-input input.
g.vcf.gz --ref ref.fa --vcf b37.vcf --genotypegvcfs-stand-
call-conf 30 --allSites 1

vqsr

ERRAEIRERE, WEFONERFERREEHITERREBERY

MegaBOLT --type vqgsr --vgsr-input input.vcf.gz

ERBEENHERE, WERONERTERREBEHTEIENTER



MegaBOLT --type vqsr --vgsr-input input.vcf.gz --resource-
hapmap hapmap_3.3.hgl9.vcf.gz --resource-omni 1000G_
omni2.5.hgl9.vcf.gz --resource-1000G 1000G_phasel.snps.high_
confidence.hgl9.vcf.gz --resource-dbsnp dbsnp_151.vcf.gz
--resource-mills Mills_and_1000G_gold_standard.indels.hgl9.
vcf.gz

filtration

{3 filtration X FAN AR TILE:

MegaBOLT --type filtration --variant-filtration-input input.
vcf.gz

rtgtools

EFBIANZFARES, X VCF 4RI SNP/INDEL 22 =47 = ROERBEME | RFF M
MR RBUEHITIFN -

MegaBOLT --type rtgtools --rtg-input 1input.vcf.gz

= A=

ETFEENZRIREEXS WES i VCF X419 SNP/INDEL 2 S SS9
BEME. (REBME. ERREM REUEHITIFN

MegaBOLT --type rtgtools --rtg-input input.vcf.gz --runtype
WES --bed BV5.bed --ref hgl9.fa --rtg-baseline-snp snp.tp.vcf.
gz --rtg-baseline-indel indel.tp.vcf.gz --rtg-evaluation-
regions highconf.bed --rtg-sdf hgl9.fasta.SDF

bamstats

%51t Paired End #UEERLAY BAM X4, BILEEEER:

MegaBOLT --type bamstats --bamstats-input input.bam --outputdir
./out

T Single End #UEARLAI BAM X4, b EIEEER:

MegaBOLT --type bamstats --bamstats-input input.bam --outputdir
./out --se 1
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vcfstats

PN vef 32, BEEIEEER:

MegaBOLT --type vcfstats --vcfstats-input input.vcf.gz
--outputdir ./out

builddict

JIETE reference 4 F B {4:

MegaBOLT --type builddict --ref ref.fa

buildfai

JIIERE reference 4L ES X1

MegaBOLT --type buildfai --ref ref.fa

buildbed

JIETE reference 4 effective bed 344

MegaBOLT --type buildbed --ref ref.fa

bwaindex

JI57E reference &Y bwa &3 |3014:

MegaBOLT --type bwaindex --ref ref.fa

extract

{EARELA reference. dbSNP, =171E=9 WES AYREURIE (F2EX 100X :

MegaBOLT --type extract --runtype WES --list sample.list
--extract-depth 100



bamtocram

¥ BAM 321445375 CRAM SXf4:

MegaBOLT --type bamtocram --bam-input input.bam

wgp
&£ BAM {4317 CNV #1 SV 7247

MegaBOLT --type wgp --wgp-input input.bam

&£ BAM {417 CNV o1fT:

MegaBOLT --type wgp --wgp-input input.bam --wgp-type CNV

£ WGS Rzt #H17 CNV #1SV 17, F{EHE BWA EJIbEXIER 4

MegaBOLT --type full --runtype WGS --list sample.list

--run-wgp 1

a1

TR
Bl



- - MR EEEA -



8 b BRHLESR

Wb A3

ERFEE X AEEREERNS BN NES, InFARFRITIE .
MBI RIE R AR 9

Bam: samplename.mm2.sortdup.bgsr.bam

=iz 1T Minimap2, SortMarkDup #1 BQSR

Vcf: samplename.mm?2.sortdup.bqgsr.hc.vcf.gz

=iz 1T Minimap2, SortMarkDup, BQSR # HaplotypeCaller

PRSI INAIXT A /RN T -

‘

TAEIERE [E&55IN

ZRIALLRE, Minimap2 mm2
BsELEXY, bwa bwa
HAHEFEE sortdup
AR EEE sort
WEREERIE bgsr
2N 240, HaploeyptCaller 3.8 hc

A% =GN, HaplotypeCaller 4.0 hc4
EREFIT SN, DeepVariant dv

Bl MuTect2 mutect2
A% GenotypeGVCFs genotype

=17 GenotypeGVCFs fTiZ & allSites

A%t VQSR

A% VariantFiltration

AR IZEURARE, extract (BQSR Z [F12EY, 2EVSERIA

=17 markdup)

AEIRENAE, extract (BQSR Z/512EY, BE” --no-

markdup 1”7 )

X i GVCF X8 *.g.vcf.gz

genotype.allsites
vqsr

filtration

extract.mkdup

extract
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Germline THIENAIZ

BRFIEITAY, BEESHEER TERTERN:
F—— megabolt.log

F—— megabolt.out

L—— samplename/

F—— samplename_1.fq.gz

F—— samplename_2.fq.gz

F—— samplename.list

F—— samplename.log

F—— samplename.mm?2.sortdup.bgsr.bam
F—— samplename.mm2.sortdup.bgsr.bam.bai

F—— samplename.mm?2.sortdup.bqgsr.bam.grp

F—— samplename.mm?2.sortdup.bgsr.hc.vcf.gz

F—— samplename.mm?2.sortdup.bgsr.hc.vcf.gz.out

F—— samplename.mm?2.sortdup.bqgsr.hc.vcf.gz. tbi

F—— samplename.out
F—— WGP_output/ ({XZE& 2 WGP iRA2E)

F—— log/
F—— cnvnator/
F—— plot/

F—— sv_breakdancer/
F—— WGP_output.zip

F—— report/ ((N&7E)

F—— samplename_cn.html

F—— samplename_en.html

L—— samplename.report.zip

L—— Statistics_of_Filtered_Reads.txt

L—— stat/ ((X@&Ri2)
F—— bam_stats/

F—— cumu.txt

F—— depth_frequency.txt

F—— samplename.bamstat.xls

F—— samplename.CollectinsertSizeMetrics. txt
F—— samplename.cumuPlot.png

F—— samplename.depthstat.xls

F—— samplename.gc_bias_metrics.xls

F—— samplename.gcbias.png



| F—— samplename.histPlot.png

| F—— samplename.insertsize.png

| F—— samplename.samtoolsstat.xls

| L—— samplename.Summary.xls

| L—— hs_metrics.txt ({X WES i#F2)

| L—— coverage.report ({X WES i)

| L—— chromosomes.report ({X WES #fE)
| L——insertsize.plot ({X WES i#i2)

| L—— depth_distribution.plot ({X WES iif2)
| L—— depth.tsv.gz ({X WES i#f&)

| L——region.tsv.gz ({X WES iii&)

| —— uncover.bed ({¥ WES i##2)

| F—— samplename_1.fq.gz.check

| F—— samplename_2.fq.gz.check

| F—— samplename.base.png

| F—— samplename.fgstat.xls

| L—— samplename.qual.png

—— Statistics_of_Filtered_Reads.txt
F—— vcf_stats/

| L—— samplename.vcfstat.xls
L—— rtgtools/ ({Viz{T rtgtools FRizHT)

F—— indel/

F——snp/

L—— highconf.bed ({¥ WES j#f2)
FEHEHEREBRUNT:
megabolt.log client EFIRERER / INEERRER
megabolt.out client =TI HE.
samplename/ FERER.

EREREWINT (UL 100GB gzip XHBANAM, FREREHERMIZITH

FER log XHFRERKERT) -

samplename.fq.gz 1I¥EfEAY Reads X4 (100GB)

samplename.list HERNEmM list 32

samplename.bam* Zi3HEFrrE BQSR FAYELXTSZAHFD index (200GB) .
samplename.vcf* T2 NZERF] index (VCF 200MB #1 gVCF 6GB) .
samplename.log SiTESHE.

samplename.out EFETRTENEE.

WGP_output/ WGP DTSR ((NEBE WGP iRiZRD
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report/ HARIRS, URERNESNESEE ((Re&nB) .
stat/ FITH ((XERE) -

LA MR S WGP iRigRd T4

WGP RIZDHrEER (WGP_output/) -

log/ WGP izt HE.-
cnvnator/ CNV DR
plot/ CNV/SV £E%ER.,
sv_breakdancer/ SV SifTEER.

11788 WGP Rz thER.
IR EiaiTeinigar aE:
EREERIRE (report/) :

WGP_output.zip

46

report.zip HEMNFEHEARRRE */*.htmlD .
*_en.html EXAREARDITIRS -

*_cn.html P AREARDITIRE -
EREFITE (stat/) :

bam_stats/ SR ER.

qc/ ERERFIHEE.

vcf_stats/ TERENERFIHER.

rtgtools/ TR STENER

samplename.fgstat.xls (qc/) :

Sample WGS
Read_length 100:100
Read_raw 941148380
Read_clean 941148366
Rate_clean 100%
Q20_raw 97.1%
Q20_1_raw 98.3%
Q20_2_raw 95.89%
Q30_raw 88.5%
Q30_1_raw 91.99%
Q30_2_raw 85%
GC_raw 41%
Q20_clean 97.1%
Q20_1_clean 98.3%
Q20_2_clean 95.89%
Q30_clean 88.5%
Q20_2_clean 91.99%
Q30_clean 85%
GC_clean 41%



AT_1_Separation 0.00%

AT_2_Separation 0.00%
GC_1_Separation 0.20%
GC_2_Separation 0.20%

samplename.bamstat.xls (bam_stats/) :

Sample WGS
Mapping_Rate 99.01%
PE_Mapping_Rate 98.62%
Unique_Rate 95.07%
Duplication_Rate 1.79%
Mismatch_Rate 0.54%
Insert_size 387.8

Average_depth(rmdup) 31.22

Coverage(>=1X) 99.10%
Coverage(>=2X) 98.92%
Coverage(>=3X) 98.73%
Coverage(>=4X) 98.53%
Coverage(>=5X) 98.32%
Coverage(>=10X) 97.47%
Coverage(>=20X) 92.41%
Uniformity (>0.2f) 97.94%

samplename.vcfstat.xls (vcf_stats)

Sample WGS
Total_SNP 3844409
dbSNP_rate 98.66%
Novel_SNP 51597
Novel SNP_Rate 1.34%
Ti/Tv 2.01
Total_INDEL 859574
dbINDEL_Rate 86.29%

Somatic THENRIE

ERFIEITAY, BESREmEER TERTERN:
F—— megabolt.log

F—— megabolt.out
L—— tumor-name_normal-name/
F—— normal-name/
F—— tumor-name/
F—— tumor-name_normal-name.log
F—— tumor-name_normal-name.Mutect2.vcf

47




L—— tumor-name_normal-name.out

FEHE EFRERNT:

megabolt.log clienti2FinER LR/ InEERRES.
megabolt.out client EEFizTHIHE.
tumor-name_normal-name/ FRER.

* 3+ F MegaBOLT client (UE4RES., 21 MegaBOLT SR HEFFA-

EREFREWNT (LL100GB gzip AP, FIERE LS RIS TR
FER log XM FRAERKERT) -

normal-name/ B AR DITERER.
tumor-name/ SRIEADITERBE R
tumor-name_normal-name.log SIS HEE.
tumor-name_normal-name.Mutect2. Somatic & MZEER VCF 324 .
vcf

tumor-name_normal-name.out EFETITENEE.

B ADITERBREN . WREADITERERENS Germline TFA
WRRRIERE R —
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2z aiEEn

--ref. --vcf §l --knownSites 28X X

B --ref RENSEERNAH (LIS ref X , 81T --vcf 1IRER
dbSNP M A4F11EId --knownSites IR EHIE 0 SNP/INDEL #¥EZE 0 (LI~
f&IFR knownSites X {4) FEEFRIFEEILA, SN MegaBOLT ABERIED T
ERAVIEHEM

L --ref. --vcf F] --knownSites S FH— e EZ S, BEHERT
HEAREAY, FHIRBBA RN

EABIR RARE--

& --vcf knownSites

& B 2L A ref X2 4 (hgl9.fa) .
2% 1A dbSNP X2 {4 (dbsnp_151.
vcf.gz) F0 2t 1A knownSites X

S S S = % (dbsnp_151.vcf.gz. Mills_
and_1000G_gold_standard.
indels.hg19.vcf.gz. 1000G_
phasel.indels.hg19.vcf.gz) .

& & = R AARAPRIZE ref {4, ToRHEIA

= = = = FIFI2 &/ dbSNP/knownSites X
HE2B 5B ref 324 (hgl9.fa)

B = = ULAC,

BREE TrefXH, BEBEKR
Z dbSNP F1 knownSites X 4.
Germline T2 NIREE ~=FE R

o - . . dbSNP. EFZHERFIRER ref

- - - = XHFEBREH BQSRKR3IXH,
WRKEIRS 32, NERZREIXZ
H#1=17 BQSR 2, &N BQSR it
BARIE T,

BRRET ref X, (BiREIRER

= 5 = = dbSNP 2 4., Germline 35 & 4& i

MR =R dbSNP.
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b e I s 525 O .

;

S=H

=HRE -

knownSites

HAFZET ref 3{4F1 dbSNP 3214,
B35 515 & 1 knownSites 3 {4,

- ” - = EREEERRPEE doSNP i
{£9 knownSites 14 .
B P8 & 19 ref. dbSNP #1
= = = 2 knownSites /4. XIS A4HIITHES

MEAHESIIE .

f33E BQSR E3|M#F (--bgsrindex)

BQSR iif2iz{7a1, HEME BQSR R34, #%2 BQSR R5|—REHE17
B, BAPRI LRIESKIE1T bgsrindex iiZ 052 .

RBIEBPE28FEE --ref. --vcf. --knownSites 1 --bgsrindex, 13§
BQSR &5 |XHRIKIEB TR, 1FMZBE N R7x:

EBRRE--

EERE--

bqgsrindex

vcf 3¢ --
knownSites

EARELIERIIYEZAIBIA BQSR &

- - - = 3
B B = RABRPRRE ref i, TiEA
- o . . FA 7 1% & 19 dbSNP/knownSites/
= [ ]
o - BQSR H3|IXMHEESEHIA ref X
& = = % (hg19.fa) [TEL.
REERERPIREN ref STHEERT
EEFEH BQSR B3I, MR
2 & & = KEIRS|IXE, NERIZRSIXHF
=17 BQSR iitf2, &N BQSR iz
“RIBfT.
FEFRMBFEIT --bgsrindex 2%
= S = = BRI H4{EH BQSR K3 | X HialT

BQSR itz



fal

ali

RERE -

RERE -

vef = --
knownSites

=
=

iy

fim
fi

bgsrindex

Jali

Jali

RSN ERFIRERN ref XX
EEREH BQSR X 3|4, Ul
REKBRSIXMHEF, UERIZERSIX
#i1z17BQSR 2. &N, &k
i FABFIZER ref/dbSNP/
knownSites X {4 7£ ref S {4 £
B =## BQSR R5|X4; Rz
BERAAE, WEAFRHLERG
# BQSR &3 14.

MR EIY --bgsrindex S #1%
ENXHFE, WERZXHES
BQSR % 5|32 {#1=17 BQSR iitfE-

EN{ER B P& & ref/doSNP/
knownSites X {4 7 --bgsrindex
SHISERINEWFE BQSR R3|X
5, FHERZX =T BQSR RfE.

--ref. --bed f --runtype Z2¥X &K

SRPER --ref. --bed [ --runtype 2HUEEERT, FRERC(IZEFHE
AI—LEL9RKE, AR TR

Iy

oy

fil

EABARE

runtype

a |/

(WGS)

& = (WES)

fm

= (WGS)

fm

a |/

(WGS)

i)

=
=

&/ 2(WES)

=
E=

fil

=17 WGS 183

=17 WES &=, ZOIA#EF BV4 EX
bed 314,

WMEAPIEER bed T4 bed 713
R, UERBRIRER bed X{FiafT
WES &=, SUEFRLEET, AN
R LERIAR PR bed X2
BE52A ref X4 (hg19.fa) PLED.
WGS 17 A BiFIEE bed X
15,

=17 WGS 18
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RERE--

runtype

BRIEE 7T ref X4, FHERZT
WES &z, BERIRBKRES ref X4
THICECHY bed X5, BFELIEIEIT-

WMEBFSEN bed ZEE40 bed 713
R, FIRER ref SR 719757 38”
FEE, ME{T WES =, & ref 3044
BF&" 19" F1” 38" T8, BFE
Py T

WMERBFIEEN bed AEEH] bed 71
=, NizfT WES &&=, FHEFEAB
FIZER bed ST,

WGS 1z {710~ A FB1F I8 E bed XX
15,

= 5 = (WES)

iy

&/ 2(WES)

i
el
i

= (WGS)

il
i
oy

i id scala ¥ Fi%Z & HaplotypeCaller £

=

SHiZHIRA

WIEENT ERC. interval_padding. stand_call_conf 2 &, 155 ERXT
NS EIEE; HJXLSETT scala XHEFIEMERS, T scala XERE A,
B ST ERS AR RS

TN FE scala R E dbSNP, ZiNfHER “--vcf” i85 dbSNP.

HF A scala XHFRESH, HEWT:

GATK 2% scala {F8ET5E (varcall HEA)

-stand_call_conf 30 this.stand_call_conf = 30

his.emitRefConfidence =

-emitRefConfidence
ReferenceConfidenceMode.GVCF

LA scala M1

it : ExampleHaplotypeCallerFPGA.scala
YHRE:



package org.broadinstitute.gatk.queue.qscripts.examples
import org.broadinstitute.gatk.queue.QScript

import org.broadinstitute.gatk.queue.extensions.gatk._
import org.broadinstitute.gatk.utils.commandline.Hidden
import org.broadinstitute.gatk.utils.commandline._
import org.broadinstitute.gatk.queue.util.QScriptUtils

import org.broadinstitute.gatk.queue.function.
ListWriterFunction

import org.broadinstitute.gatk.utils.variant.GATKVCFIndexType

import org.broadinstitute.gatk.tools.walkers.haplotypecaller.
ReferenceConfidenceMode

import org.broadinstitute.gatk.utils.pairhmm.PairHMM.HMM_
IMPLEMENTATION

import org.broadinstitute.gatk.tools.walkers.haplotypecaller.
PairHMMLikelihoodCalculationEngine.PCR_ERROR_MODEL

class ExampleHaplotypeCaller extends QScript {
gscript =>
@Input(doc=“The reference file for the bam files.”,
shortName=“R”)

var referenceFile: File = _ // _ 1is scala shorthand for null

@Input(doc=“Bam file to indel realigner.”, shortName=“I”)
var bamFile: File = _
@Input(doc=“Vcf file.”, shortName=“0”)//, required=false
var vcfFile: File = _

@Input(doc=“an 1intervals file to be used by GATK - output
bams at intervals only”, fullName=“gatk_interval_file”,
shortName=“intervals”, required=false)

Ot i s 2 O

:

var intervals: File = _

SEH

@Argument (doc=“Is output gvcf file.”, shortName=“ERC”,
required=false)

var emitRefConfidence: String = _

@Argument (doc=“Parameter stand_call_conf.”, shortName=“stand_
call_conf”, required=false)

var stand_call_conf: Int = 10

@Input(doc=“Parameter dbsnp.”, shortName=“dbsnp”,
required=false)

var dbsnp: File = _

@Argument (doc=“Parameter interval_padding.”,
shortName=“interval_padding”, required=false)
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var 1interval_padding: Int = 0

@Argument (doc=“Parameter pcr_indel_model.”, shortName=“pcr_
indel_model”, required=false)

var pcr_indel_model: String = _
@Hidden

@Argument (doc=“How many ways to scatter/gather”,
fullName=“scatter_gather”, shortName=%“sg”, required=false)

var nContigs: Int = -1
trait CommandLineGATKArgs extends CommandLineGATK {

this.reference_sequence = gscript.referenceFile

case class varcall (inBam: File, outVCF: File) extends
HaplotypeCaller with CommandLineGATKArgs {

this.input_file :+= inBam
if(gscript.emitRefConfidence != null && qgscript.
emitRefConfidence == “GVCF”){
this.emitRefConfidence = ReferenceConfidenceMode.GVCF
}
if(this.emitRefConfidence == ReferenceConfidenceMode.GVCF) {
if(loutVCF.endsWith(“.g.vcf”) && !outVCF.endsWith(*.
g.vcf.gz”)){
this.out = outVCF.replace(“.vcf”, “.g.vcf”)

print(“Changing name for GVCF file to “ +
this.out + “\n”)

}
else{
this.out = outVCF
}
}
else{

if(outVCF.endsWith(“.g.vcf”) || outVCF.endsWith(“.
g.vcf.gz”)){
this.out = outVCF.replace(“.g.vcf”, “.vcf”)
print(“Changing output name for VCF file to «
+ this.out + “\n”)
}
else{

this.out = outVCF



if(qscript.pcr_indel_model != null)

{
if(qgscript.pcr_indel_model == “NONE”)
{
this.pcr_indel_model = PCR_ERROR_MODEL.NONE
}
if(qscript.pcr_indel_model == “CONSERVATIVE”)
{
this.pcr_indel_model = PCR_ERROR_MODEL.
CONSERVATIVE
}
if(qscript.pcr_indel_model == “HOSTILE”)
{
this.pcr_indel_model = PCR_ERROR_MODEL.HOSTILE
}
if(gscript.pcr_indel_model == “AGGRESSIVE”)
{
this.pcr_indel_model = PCR_ERROR_MODEL.
AGGRESSIVE
}
}
2
// this.pcr_indel_model = PCR_ERROR_MODEL.NONE H
this.interval_padding = gscript.interval_padding iéi
this.stand_call_conf = qgscript.stand_call_conf jéi
if(gscript.dbsnp != null){ E___E_:
this.dbsnp = gscript.dbsnp g
} ]ﬂﬁ
this.intervals = if (gscript.intervals == null) Nil else

List(gscript.intervals)
/] s

this.nct = 3

this.variant_index_type = GATKVCFIndexType.LINEAR
this.variant_index_parameter = 128000
this.scatterCount = gscript.nContigs

this.memoryLimit = 4
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this.pair_hmm_implementation = HMM_IMPLEMENTATION.VECTOR_
LOGLESS_CACHING_FPGA_EXPERIMENTAL

}

def script() {
nContigs = 24

val recalBam gscript.bamFile
val finalVCF = qgscript.vcfFile

add(varcall(recalBam, finalVCF))

DeepVariant 204

DeepVariant 2 548 1 5k 2 MegaBOLT fIT] % F1#&E 1k, DeepVariant
HaplotypeCaller RiZdE T ZICNEARSEH, TIiA HaplotypeCaller ;i fz2
ST DeepVariant G

--haplotypecaller-input
--ERC

--deepvariant
--use-openvino
--MGI-data

--WGS-mode

--fast-model

--deepvariant-model

DeepVatiant I RZEEAIFOITEIRRHEINAGRAEZIRE, FHRERA
EEN TS

--mgi-data
--runtype
--WGS-mode

BRI M ASREF IIREL.

ok, LA ER --deepvariant-model. --fast-model 5 --use-openvino
SHAGH, FEEFIEC(IZBFEN—LORXE, XESHASHE LM
SRR



--fast- --use-
model openvino

2HE 2=

--deepvariant-

model EEIEE

{# F§ TensorFlow i# 17 /& E

B 0 0 = FITEEN, RELLFER
OpenVINO .
B I OpenVINO i & &
= 0 1 = DEERE XBIREN

DeepVariant 84K,

H B MegaBOLT + 37 #5813
S 1 (0] S TensorFlow & F R IR IR R

BN,

81T OpenVINO JNEE A HETE

i 1 1 2 FE, SXH DeepVariant iR
HEIRIREL,

= o 0 = FRBFEENREFZIERE

a T TR,

_ o ] - OpenVINO A3z 15 Pl ZRRY

o~ - TensorFlow &2,

= | o = WRAFEETBEXEER, &

” T BT REEEEE.

. ; ; —~  OpenVINO 3z A FlIZRH

- - TensorFlow &8, %
DeepVariant 551 A @1Y --deepvariant-model 2 {F B B & X I #E 12 :lﬂz
RERHTEREN, BEANENERFE—EREZIFAREKWHEF. é
[RIEBEEMRLSHE N, SMEAERE. HIUEREIA reference. .
dbSNP, fEAEEX DeepVariant #I21EAL, 4N\ WGS I FELITEE 3 ;___I__
TEEMNAIASITA T g

MegaBOLT --type haplotypecaller --deepvariant 1 ]Eﬁ

--haplotypecaller-input input.bam --sample-mode WGS
--deepvariant-model user.model.ckpt --fast-model 0 --use-
openvino 0
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SEE
2017/12/15

2019/05/07

2019/09/23

2019/11/30

2020/04/23

TES
V1.0

V1.5.4

V1.5.6

V2.1.0

V2.2.1.1

O WAEHRH B

BEHcR
KRR«

Minimap2 {EAZRALLITRE (Qaligner BII%E) -
S SE #iE.

BERNEERESITRRE.

E#7BQSR, FERSFEREAR RS —H.
TIEE A MegaBOLT 5 MegaBOLT-full # Nk

=

® &fNallnomarkdup.alignmentsort#sort ifz.

%50 DeepVariant 742

® IEAN BWA {ERLLIIERHIREE

o Z(IZFEIRAK.
® & ¥ & MegaBOLT (basic) # /& MegaBOLT-

full (ful) RFE-

#0 Somatic £RIEDHT -
FrEERES T LRI 2IRETT.
HAIFRNEERE DT .
EARSZ#F Qaligner fEAILLIFE4
A4 SOAPnUke SHIRE .
EHENA references.
XIFAPREIRR DT ER.

45 SOAPnuke SR E, EHENIASEL.
S 5IE BWA &5/,

1% GenotypeGVCFs.

T INIREURAE extract.

B3 DeepVariant &8,

INiE GVCF #it.

182 bam ZK5|ILEDE)#.

B3 GATK ) 3.8-1.

F MegaBOLT &1, root i=17 server.

59

7N
=+

A

J[L8}



HHEA RS IR

® i cram .

® 7% VQSR.
2020/05/15 V2.2.21 e EFHHMRIEE.
it QC ZE 10,
AINFEIHER.
A=A driver .
itk server.
itk BWA RiREIE.
ik index F93E.
T INtaEE effective bed.
700 QC Feit.
1338 supplementary EEIFHT bam it
37 BQSR # v2.3.5.
B3 BWA, F&EH index.
EEE%1 bugs.

2020/06/08 V2.2.2.2

745 Varint Filtration j7RF2

45 RTG Tools Iz

3255 BQSR {5/ GATK 4 2%

T 1597 reference K372

£ QcStats FIRIMAEITERITES

#£ BamStats /1 7 I “Fold 80 base penalty”
Fitieirn (X WES it#2)

2020/10/16  Vv2.2.3.0

E"‘ ® {25 QcStats WAFELK read £ ST HEHIGER
A ® (&£ HaplotypeCaller 775 a5k
g ® (2% FPGA driver =t B FE[EH
;..‘ﬁ_ e (&5 BWA 241 bug
B ® 7% HaplotypeCaller4 I GATK 4.1.8.1
':E‘ o (ItIRERER
o fILINZgStE
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HHEA RS

2021/05/18  V2.3.0.0

2022/05/30 V2.4.0.0

EHCR

IFERRESESHES hgl19/hg38/hs37d5
XIFER GATKA BB T oM

73 WGP izt T CNV 1 SV 54, & WGP 7t
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