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GB/T 39335

GB/T 40660

GB/T 41479
3

GB/T 25069 GB/T 35273.GB/T 37864.GB/T 37988.GB/T 40660 ( B/T 41479
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(Single Nucleotide PolymorphismeSNP), (Insertions and Dele-
tions, INDEL) (Short random Repeal,STR) (Copy Number Variation,
CNV) (Stnictural Variation. SV)
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A
A.l
FASTA.FASTQ.SAM/BAM Va
riant Call Format, VCF Genomic Variant Call Format,GVCF BED
PLINK GEN/BGEN VDS MT
A.2
A.2.1 FASTA
FASTA
FASTA
s ,
asta fa, ffn
Jaa frn Ribonucleic Acid.RNA Al
>SEPUENCE_1
MTEITAAMVKELRESTGAGMMDCKNALSETNGDFDKAVQLLREKGLGKAAKKADRLAAEG
LVSVKVSDDFTIAAMRPSYLSYEDLDMTFVENEYKALVAELEKENEERRRLKDPNKPEHK
Al FASTA
A.2.2 FASTQ
FASTQ FAST/X
Deoxyribo Nucleic Acid DNA
FASTQ FASTQ 4 i GB/T 35890-
2018 6.1
FASTQ 4
1 T £ | |
2
3 ‘g ??
4 i
0x21 Ox7e FASTQ A.2

@SEQ_ID
CATTTGGCGTTCAAACCAGrATCGATCAAATACTZKAATCCATNGTTCI'ACTCACAGKTT

" *<(((¢*¢+>)% «++)(>% % % ). 1*¢*-+*" *)N)**55CCP»»»CCCCCCCG5

A2 FASTQ
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A.2.3 SAM/IL\M

SAM(Sequence Alignment/Map)
. BANK Binary Alignment/Map)
SAM/BAM

SAM

SAM

.CIGAR

11 :
A.3

1:47N7:Rs-272413M17D21X 113 1 37 3?M 15 100338662 Q CGGGTC7GACCTGAGGAGAACTGTGCTCCGCCTTCIIG
O;— ——HI;>» » = >» »»»» = » » » » » rr Au NM:i:0 SM:i:37 AMzi:0 XO:i:l  XI:”:0 XM:i:0 XO:i1:5 XG:1:0 MD:2:37
19:20189 :F:2754-1SM2D19M 99 1 17644 0 37M = 17919 314 TATGACTGCTAATAATACCTACACATGTTAGAA.CCAT
» » » » en e N R »L»>«> < | RCi1Z>UMDO9Ki 1 XTIAXR NXi110 SYiiiO Mi:sO XCi 114 Xli O XMi iHI XOiniQ XCs 110
MD Z 37
1 9 : 2 0 3 8 9147 1 17S19 0 1BM2D19M 2 17€44 -314 GTAGTACCAACIGIAAGANCCTIATCriCATAC2TIGT
;44999 ;499 <<<0<0<<<0<7< ; « < »« XT:A:R NM:1:2 AX:1:0 X0:X:4 XI:1:0 XM:1:0 XO0:1:L XG:1,:2 MD:2:16*CA19
9 211>97-10XzI25X:R -209 83 1 2i1e7B 0 sM2127M ® 21469 -244 CACCACATCACATATACCAAGCCTGGCTGTGTCTTCT
Xl AR NM 1:2 SM:i:0 AM:i:O XO0Osl1l:5 XI L O XM:i:O XO:i:L XG:i:2 MD:Z:35
VCF . , BCE

A4

filefor»at-VCPv4.3

#/fileDate>20090805

T#8ource«wylBputationProgramvV3.1

##roforence«filei///Beg/reforenc«B/1000CenomosPilot-NCBX36.fasta

F#contlg«<1D220,lengqth*62435964,a8sex&bly''B36,nd5®F126cdf8a6e0c7f379d618T£66beb2d& 8pecie823-Homo

##phating'partlal

r#INFO«<l I>«<NS _Number«l,Type>Integer,DeBcription«"Nujnber of S&vples With Data'>

##INFO2<ID2DP Number«l jTyp«"IntegerfDeBcription**Total Depth'>

AXNFO«<It>*AF Namb«r«A Typ«*FloatsDetcriptlon“flAllele Fr>quancy*>

##INFO»<IK>*AA ,Namb«r«l,Typ«"String¢Description-"AnceBtral

WINFO-ciD-DB~Nuaber-0OrType-Flag.Detcription-~dbSNP meaberthip, build 129¥>

M 1 NFO«<XD«B2 ,Number«0O Typa”Flag,Description*NHapMap2 MmtxrshlpV>

##FILTER«<ID«qlO¢Description*"Quality below 10*>
ILTER«<ID-«50,Deteription-""Lets than 50% of sample* have datalV>

N/FORMATsclIDaGTNunber™I"TypesStringfDescription«iG«notype*>

#TFORMAT«<ID"GQ,Nunber>1l,Type«Integer,Description«vGenotyrpe Quality"

<fFORMAT2<ID«DP Nunber>l,Typc«Inte9er,Description*"Read Depth™>

##rORMAT=<ID-HQ,Number-2 Type*Integer Description«" Haplotype Qvality*>

sapiens™* _taxonoay2x>

#CHROK POS ID REF ALT QUAL FILTER INFO FORMAT NAOOOO1
NAOOO0O02 NAOOOO3

20 14370 rs60542s7 G A 29 PASS NS-3;DP-14;AF-0.5;DB;H2 GT:GQ:DP:HO 0]0:48:1:51,51
1 0:48:8:51,51 1/1:43:5! eee

20 17330 . T A 3 qloO NS«3;DP-11;AF«0.017 GT:-GO I>P-HO 0]0:49:3:58,50
O] 1:3xS:65U 0/0x41:3

20 1110696 ” 6040355 A G.T 67 PASS NS 2;DP 10;AF O 333,0.667;AA-T;DB GT:GQ:DP:HQ 1]2:21:6:23,27
2]1:2:0:18,2 2/2:35:4

20 1230237 . T 47 PASS NS-3;DP-13;AA»T GTjGQjDPjHO 0]0:54:7:56,60
0]0:48:4:51,SlI 0/0:61:2

20 1234567 microaatl GTC G.GTCT 50 PASS NS 3;DP 9;AA G GTxGQ:DP 0/1:35x4
0/2:17:2 1/1:40:3

A4 VCF/BCF
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A.3.2 GVCF

GVCF VCF

(HaplotypeCaller)v3 VCF

GVCF

A.3.3 PLINK

PLINK
PEIMPedigree)
(Binary Map)

PLINK
PLINK
(Binary Pedigree) .BIM

M AP
FAM(Family) 3

PED
1D) 1D / 1D . 6

FAMOO1 10012A AG G AC
FAMOO1 20012A A AGOO

M A P 1)

A.3.4 GEN/BGEN

GEN Oxford Chramo
BCEN GEN

N 1D+

GEN\

1D 1)

GEN N 1D
A.3.5 VDS
Hail 0.1

VDS (Variant Dataset)”" Hadoop

A.3.6 MatrixTable

MatrixTable VDS,
MatrixTable 4

Hatl ().2 Hadoop

(Genome Analysis Toolkit.GATK)
,GVCF

BED

(1dentification.

other = )

impute?

GEN
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