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ERBFHIESE

2 AEMsImxH

GB/T 35890-2018
GB/T 29859-2013

3 AiE. EXFLEMEIE

w

1 KIBFIEX
3.1.1

VCF#&3, the variant call format

3.1.2

BIZEREZASM single nucleotide polymorphism;SNP

3.1.3

FENERLBITTR insertion and deletion;Indel
50 bp

3.1.4

LEHIMIT S structural variation

Copy
number variation

180

3.1.5
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1EMFRE 1X

3.1.6

AMENFRE 4X

3.1.7

20fEMFIRE 20X
20

3.1.8

FHIMFRE

3.1.9

MFIBIE lane

lane
3.1.10

FASTQ#&3\ FASTQ format
FASTQ

3.1.11

ME—T#LF%! uniq reads

3.1.12

Q20
20
i 20 99%
20

3.1.13

Q30
30
i 30 99.9%
30

3.1.14

134K read length

Q20=295%

Q30=85%

95%

85%



bp 150 bp
3.2 #EREIE

SNV
SNP
SV
INDEL
CNV
MD5
S

L

N

D
DT

T

4 HFETEHZR

bp

(Single Nucleotide Variants)

(Single Nucleotide Polymorphism)

Structural Variants
/ Insertions/Deletions

Copy Number Variants

MD5 Message-Digest Algorithm
string
boolean
number
date

datetime

time

4.1 B/TERLAREMN

*1 BETHRLHEM
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DE07.01.001.00 S
DE07.01.002.00 S
DE07.01.003.00 S
DE07.01.004.00 S
DE07.01.005.00 S
DE07.01.006.00 S B.1
DE07.01.007.00 DT
DE07.01.008.00 DT
DE07.01.009.00 S B.2
DE07.01.010.00 S
DE07.01.011.00 S
DE07.01.012.00 S
DE07.01.013.00 S
DE07.01.014.00 S
DE07.01.015.00 S

FASTQ
DE07.01.016.00 FASTQ S

GB T2260-2013

DE07.01.017.00 S
DE07.01.018.00 S
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RAL BENFER (8D

DE07.01.019.00 DT
DE07.01.020.00 S
DE07.01.021.00 S
DE07.01.022.00 ( GRCh37.p5) S
DE07.01.023.00 / / S
DE07.01.024.00 S B.3
DE07.01.629000 S B.4
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DE08.01.004.00

DE08.01.005.00

DE08.01.009.00

DE08.01.010.00

DE08.01.011.00

DE08.01.012.00

DE08.01.013.00
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TA2 EMEES (8D

DE08.01.025.00

SV

Y

B.11 SV

DE08.01.026.00

N\

SV

DE08.01.027.00

N\

A4 FRIEGER

A3

DE01.01.001.00

DE01.01.002.00

DE01.01.003.00

DE01.01.004.00

DE01.01.005.00

ni nln|lun

DE01.01.006.00

ng/uL

ng/uL

DE01.01.007.00

p L

p L

DE01.01.008.00

DE01.01.009.00

bp

DE01.01.010.00

%

DE01.01.011.00

Gb

Gb

DEO01.01.012.00

%

DE01.01.013.00

DE01.01.014.00

%

DE01.01.015.00

%

DE01.01.016.00

%

DE01.01.017.00

DE01.01.018.00
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F A3 FRIEERE (&)
1X
DE01.01.019.00 | 1X % N
4X
DE01.01.020.00 | 4X % N
20X
DE01.01.021.00 | 20X % N
DE01.01.022.00 Q20 3.1.12
DE01.01.023.00 Q30 3.1.13
1 20
DEO01.01.024.00 1 Q20 % N
2 20
DEO01.01.025.00 2 Q20 % N
1 30
DE01.01.026.00 1 Q30 % s
2 30
DE01.01.027.00 2 Q30 % s
DE01.01.028.00 1 AT% 1 AT % N
DEO01.01.029.00 2 AT% 2 AT % N
DEO01.01.030.00 1 GC% 1 GC % N
DEO01.01.031.00 2 GC% 2 GC % N
DEO01.01.032.00 bp N
DE01.01.033.00 bp N
DE07.01.034.00 bp N
DE01.01.035.00 SNP M N
SNP
DE01.01.036.00 / / N
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Mf X B
(ZERHEMIR)
HiETEESRER
B.1 MBI
2 “01” B.1
*B.1 MFMNBFRKER
00 Roche 454 454 GS/GS 20/GS FLX/GS FLX Titanium/GS
FLX+/GS Junior
01 ABI 310 310 /3130 /3130xI
02 ABI 3500 3500/3500x1
03 ABI 3730 3730x1, 3700
04 ABI 5500 5500 /5500x1 /5500x-Wl
SOLiD 3 Plus System/SOLiD 4 System/SOLiD
05 ABI Solid 4hq System/SOLiD Pl System/SOLiD System
1.0/S0LiD System 2.0/SOLiD System 3.0
06 CapitalBio BioelectronSeq 4000 BioelectronSeq 4000
07 Thermo Fisher lon Torrent PGM lon Torrent PGM
08 Thermo Fisher lon Torrent Proton lon Torrent Proton
09 Bionano Genomics BioNano BioNano IRYS/SAPHYR
10 Complete Genomics Complete Genomics
11 DAAN GENE DA8600
12 Helicos BioSciences Corporation Helicos HeliScope
13 HYK Genetic HYK-PSTAR-T1A
1 Humina Genone Analyzer Genome Analyzer/Genome Analyzer 11/Genome
Analyzer 11x
" Hlumina Hiseq HiSeq  SQ/1000/1500/2000/2500/X  Ten/X
Five/3000/4000
16 I1lumina MiSeq MiSeq/MiSeq Dx/MiSeq FGx
17 I1lumina NextSeq NextSeq500/550
18 I1lumina MiniSeq MiniSeq
19 I1lumina iSeq iSeq 100
20 I1lumina NovaSeq NovaSeq 5000/6000/TM
21 BGI BGISEQ BGISEQ-1000/50/100/500
22 BGI MGISEQ MGISEQ-200/2000
23 BGI DNBSEQ DNBSEQ-T7
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(40

24 BGI BGISEQ BGISEQ-500RS
25 BGI BGISEQ BGISEQ-500CX
26 BGI MGISEQ MG I SEQ-200RS/2000RS/200CX/2000CX
27 BGI DNBSEQ DNBSEQ-G50/G400/E
28 Oxford Nanopore MinION MinION
29 Oxford Nanopore GridION GridION
30 Berry Genomics NextSeq CN500 NextSeq CN500
31 PacBio SMRT PacBio PacBio RS/RS 11/Sequel
99 Other
B.2 MFFFEENRA
“1” B.2
*B.2 MFEEREE

1 LS454

101 454 GS

102 454 GS 20

103 454 GS FLX

104 454 GS FLX Titanium

105 454 GS FLX+

106 454 GS Junior
2 ILLUMINA

201 HiSeq X Five

202 HiSeq X Ten

203 Illumina Genome Analyzer

204 Illumina Genome Analyzer 11

205 Illumina Genome Analyzer Ilx

206 I'Hlumina HiScanSQ

207 IHlumina HiSeq 1000

208 IHlumina HiSeq 1500

209 IHlumina HiSeq 2000

210 IHlumina HiSeq 2500

211 IHlumina HiSeq 3000

212 IHlumina HiSeq 4000

213 IHlumina MiSeq

IHlumina MiSeq Dx
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#B.2 MFEEKEFE (4)

IHlumina MiSeq FGx

214 NextSeq 500
215 NextSeq 550
216 IHlumina iSeq 100
217 IHlumina NovaSeq 5000
218 IHlumina NovaSeq 6000
219 IHlumina NovaSeq TM
3 ABI_SOLID
301 AB 5500 Genetic Analyzer
302 AB 5500x1 Genetic Analyzer
303 AB 5500xI-W Genetic Analysis System
304 AB SOLiD 3 Plus System
305 AB SOLiD 4 System
306 AB SOLiD 4hg System
307 AB SOLiD PI System
308 AB SOLiD System
309 AB SOLiD System 2.0
310 AB SOLiD System 3.0
4 COMPLETE_GENOMICS
401 Complete Genomics
5 PACBIO_SMRT
501 PacBio RS
502 PacBio RS 11
503 Sequel
6 I0ON_TORRENT
601 lon Torrent PGM
602 lon Torrent Proton
603 lon Torrent S5 XL
604 lon Torrent S5
7 CAPILLARY
701 AB 3130 Genetic Analyzer
702 AB 310 Genetic Analyzer
703 AB 3130xL Genetic Analyzer
704 AB 3500 Genetic Analyzer
705 AB 3500xL Genetic Analyzer
706 AB 3730 Genetic Analyzer
707 AB 3730xL Genetic Analyzer
8 OXFORD_NANOPORE
801 GridION
802 MinION
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803 PromethION
9 BGISEQ
901 BGISEQ-50
902 BGISEQ-100
903 BGISEQ-500
904 BGISEQ-1000
905 MGISEQ-200
906 MGISEQ-2000
907 DNBSEQ-T7
908 BGISEQ-500RS
909 BGISEQ-500CX
910 MGISEQ-200RS
911 MGISEQ-2000RS
912 MGISEQ-200CX
913 MG ISEQ-2000CX
914 DNBSEQ-G50
915 DNBSEQ-G400
916 DNBSEQ-E
10 Berry Genomics
1001 NextSeq CN500
11 CapitalBio Company
1101 BioelectronSeq 4000
12 Bionano Genomics
1201 BioNano IRYS
1202 BioNano SAPHYR
13 DAAN GENE
1301 DA8600
14 Helicos BioSciences Corporation
1401 Helicos HeliScope
15 HYK Genetic
1501 HYK-PSTAR-T1A
16 PacBio SMRT
1601 PacBio RS
1602 PacBio RS 11
1603 PacBio Sequel

B.3 fHEFZENRE

B.3
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*B.3 HEFERBEE

ABySS

101

Newbler

102

SOAPdenovo

103

SPAdes

104

Velvet

105

phredPhrap

106

other

AllPaths

Arachne

CLC NGS Cell

Celera Assembler

GS De Novo Assembler

JAZZ

MIRA

O~V | Bl W N

MaSuRCA

B.4 - FAEKEL

1 “1” B.4
*B.4 HFABINRLR
1 genomic DNA
2 genomic RNA
3 viral cRNA
B.5 R&ENKME
1 “1” B.5
*B5 RERENRMBEFE
1
2

B.6 IXfHAAEINAD
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1 “1” B.6

#*=B.6 MHAAKBRER

1 CRAM
2 BAM SAM
3 SFF
4 FASTQ
5 PacBio_HDF5 PacBio hdf5
6 CompleteGenomics_native
7 OxfordNanopore_native
B.7 MEZRENH
1 “1” B.7
*xB7 XERENRBER
1 FRAGMENT/SINGLE read
2 PAIRED
B.8 I EERiRMAAD
1 “1” B.8
#*B.8 NEXRIFEKAR
1 GENOMIC DNA DNA  PCR
2 TRANSCRIPTOMIC DNA EST CcDNA RT-PCR
3 METAGENOMIC
4 METATRANSCRIPTOMIC
5 SYNTHETIC DNA
6 VIRAL RNA RNA
7 OTHER

B.9 ICEHIEIRERMAD

1 “1” B.9
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+=B.9 NEMERIEAIEFE

1 WGA pcr
101 AMPLICON PCR  RT-PCR
102 CLONEEND 5 3"
103 FINISHING
104 ChlIP-Seq
105 MNase-Seq MNase
106 DNase-Hypersensitivity DNasel
107 Bisulfite-Seq DNA
108 EST cDNA
109 FL-cDNA cDNA
110 CTS
2 WGS
201 MRE-Seq
202 MeDIP-Seq DNA
203 MBD-Seq
204 Synthetic-Long-Read DNA
205 SSRNA-seq
RNA SNRNA RNA
206 NncRNA-seq SNORNA RNA SIRNA RNA
pIRNA/piwi/RNA piwi RNA
207 Hi-C oA
(ATAC)
208 ATAC-seq Tn5 DNA DNA
DNA DNase-seq
209 RAD-Seq DNA
210 VALIDATION
3 WXS
301 FAIRE-seq
302 SELEX
303 RIP_seq RNA CLIP-Seq HITS-CLIP  PAR-CLIP
304 ChIA_PET
305 Targeted-Capture
306 Tethered Chromatin
Conformation Capture
307 OTHER
4 RNA-Seq
5 miRNA-Seq miRNA
6 Tn-Seq
7 WCS
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®B.9 WEMERERAER ()

8 CLONE
9 POOLCLONE BACs  Fosmids
B.10 SNV
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< B.10 SNV MR ER (&)

SNV

71 SNPSVM

72 SNPTools

73 SNVer

74 SNVMix

75 SNVMix

76 SNV-PPILP

77 SOAPgaea

78 SOAPgaea

79 SOAPsnp

80 SOAPsnv

81 SolSNP

82 SomaticCall

83 SomaticSniper

84 SPLINTER

85 Strelka

86 Syzygy

87 TrioCaller

88 UnifiedGenotyper

89 VAAL

90 VariantMaster

91 VariantMaster

92 VARID

93 VarScan

94 VipR

95 Virmid

99 Other

B.11 SVI&MER AT

SV SV
2 “01” B.11
#*B.11 SV WML R

SV

01 AGE

02 APOLLOH

03 BreakDancer

04 Breakpointer

05 BreakSeq

06 Breakway
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FB.11 SV #&MERHRER (4

SV
07 CLEVER Toolkit
08 clipcrop
09 Clippers
10 Cloudbreak
11 CREST
12 DELLY
13 deStruct
14 detecttd
15 forestSv
16 FusionMap
17 GASV
18 GASVPro
19 Hydra
20 inGAP
21 nFuse
22 PEMer package
23 Pindel
24 SLOPE
25 SOAPsv
26 Socrates
27 SoftSearch
28 SPLITREAD
29 SVDetect
30 SVMerge
31 SVMiner
32 SVseq
33 TEMP
34 VariationHunter
35 ANISE and BASIL
36 BreaKmer
37 cortex
38 Gustaf
39 IMR-DENOM
40 inGAP

20
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FB.11 SV #&MERHRBR (4

SV
47 Platypus
48 Poplns
49 PRISM
50 RAPTR-SV
51 Reprever
52 Vivar
99 Other
B.12 TRFMIMHNED
2 “01” B.12
*xB.12 THRIWMHMRILE
01 ANNOVAR
02 AnnTools
03 ASOoViR
04 AVIA
05 BioR
06 CADD
07 CandiSNPer
08 CHAoS
09 CNVannotator
10 COVA
11 dbNSFP
12 FamAnn
13 FunctSNP
14 GEMINI
15 GeneTalk
16 GERP
17 GESND
18 LS-SNP/PDB
19 NGS-SNP
20 Oncotator
21 pfSNP
22 SCAN
23 SegAnt
24 SiPhy
25 SNPAAMapper

21
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CNV
05 CNAseg
06 CnD
07 CNvalidator
08 CNVer
09 cnvHiTSeq
10 CNVnator
11 CNVrd2
12 CNV-seq
13 Control-FREEC
14 CopySeq
15 GENSENG
16 HVMMcopy
17 JointSLM

23
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