RETRIRE
HTZ R EER R R E S IMEIER S TTE MK nlp TEMZRA, R4 nlp MARZRR
A, EREXABNSMETREZIB—F, WMELENTFFIIMFIITONE.

B MR EXELENZHFEFTENTRE
https://blog.csdn.net/xunan003/article/details/78836376

—. BFRATIME
BYRATATERMEL B OREMNEER, B HMEBEE. &?EEJ%SELIE HIRXX AR
X BIENFETRTIMAE, 2 EFRNERESITERSHTTENTE, RiFiH

VAN, WHAEE, AYTENSS IR EARRSEFETEY, Bite
1908 © A9BSR A

- DR ERRBRER

- EEEIEROT

—. BAZF

BERAZ, ®%xAZS TEARAS RGEFITEERSEIREDT M, mAERAZRH
EARAZHEIFY AR AR BRARLETTES 2 fEMAERETIIZEEF EHE 1
M7, MM AAFRBERFIATE, FREFINFEFZRE B A LR,

FEXRINTEARRAZEMERHAFATE

c FHENZNERNFELIEHRTHE FAREERIGNER

*  ZBRUEMMEFRIERE

o MERBEIRTUNE E FRL ISR

* X7F IncRNA

o MxnBpEdIEEYE, WFREL, TR

« ERASREW

- EFEYALTR

o ETFKEKMEIEF BRE S ST base calling B A

o FUNIERBITHEFINIERER

*  Nature Methods Z+7& EH9—E (&5, DeepSEA T MU AER ARSI, SHBEHAM
BINE (40 ENCODE MRVIRZEFIEET) NEAEREE, TNE —LEZFRMAS
HEZEREFNZM, XLFEAS BN EZEIZIEE DNase 8RS, ®BXE

FHEAEUR, MAEBFCAURF
* DeepBind 8843 RNA 5 DNA EHEBLE SN S, FNRTHENE,
* DeepVariant FHEFRLT R, HFEHEERLTRNUS, BER, EHES (5H)

HEEETHEXANERTENEAM S, SFERE. DNA &9, GWAS, SNP JTE
TS

https://www.sohu.com/a/228256944 473283

1. BEREMNEY

DNA FR AR EAZIBZER, STINAERREYR, —MAaRERREZER (JAMP ). BIRRIE
TEREALEER (dTMP ). PABEIERLEAZEER (ACMP ). BIZMREIEZERR (dGMP ) FHFH
REZBEZERABNKEREY



https://blog.csdn.net/xunan003/article/details/78836376
https://www.sohu.com/a/228256944_473283

EEZT DNA (REEEZR) 2T PEAREREERN—BREERFINER, RE
BEWZH DNA T F B, BREFIEVHERNERREGEAN, BEWNEE, CXNER
EREER. FrENEREH 4 FEELMN.

SNEFHRNET, ERNBBREEEEEIETHRNE T, SPEFEEET IR RNA
M—BRAFER, RETE2EMNEMAZIZFR RNA FRUENRER, TUERARET
e A R

FAREEEZTH, EEREFRMXBNERTH, ttnEsT. LU TESHMOKE
WREEARX DX, TURXMXHERER T REERBIIMIERERZNXE, 2HERIBX
HERNFETR.

FHEBRXIFEEAZFHRXA, EARNE T ERLDRXEBALEER, BABTERE KA,
FRIXIF R FIRENERIE, LWMERNTTIRMER, W TERE RN ERERE—
HH, FASAEZL, GHREX-BRERFENREETN, ERRSTEHERNELA
A, WFE—BREERFEREHNEXANMN RNA HEEAR, BEZERNSTFHES, o
MIEAE T RATEZHTRD, ESAERABRERDHNERRERTHZNEHME.

GWAS (Genome-wide association study), BleRREAXED T, 2IEEALEERNASEE
NHEEFEENFIER, REZEREZSM (SNP), MHFHEE SE5BHEXA SNPs, BF
5%REXN NP ERRKEZAZEREERRD DNA X, Bk, M{IBEMNTIERDX
HE, ENTHREBERMNASF LA, BERAXNERAERH#TERNERS, BT
BRSNS FRIEANEZEERFE. BT GWAS IR T 75 AR E ST %
TEMIRA EEBRARERZ: . ZEILREMVERAYE, RNFTERYEERRKRILEZR
L 5HERENEXEK.

fEEK, MERERMKARD A, —HA case H, —4H A control 4, 73 7IXF1HE
NEH snp MLAITERYARFAEANS cBD B4, SMATENTFEMATTESSE, A
BEHERABINESR, ZERIBRRAsnp AZFR, XAMFHEZMENER TR
HIMER L MAMEN THMAME MM ZERN, AEN THEEATESBIERNREREE
2T snp (LR MZER, HFARREERNANRIEFIEAEMNSNE R, BidEREFS
HZFRETUERBITEZIERNZRN, RBEINEHRESHEFRIINERT, MERS
ERBETTER.

tban, SHEBRENVBFEEZW— IR, TAHEIFBREHER SNP 2L, FF

mRNA, & messenger RNA BYEIFR, =FRAEFE RNA, mRNA 2 DNA KRRk,
HERNAORETLE, AT —SHEEFEREARRERAFTHNE . EHEF, mRNA NERKE
WG, AL THNTR, AEFNERES, FTERNARBEE (RNA polymerase 1) M
DNA A &l i — B £ T2 2] mRNA BI{K pre-mRNA (R LT 2N IH
mRNA, FR{E pre-messenger RNA, pre-mRNA, 72 heterogeneous nuclear RNA, hnRNA)
il



MicroRNAs (miRNAs) Z—Ff/NFI R IEZRED RNA 7 F, KA 21 - 25 MEIERAR .
XL/ N MIRNA BEEE—ANHEZ mRNA, BITEIRKEAIHD IS BT ZLELER mRNAS
MIATEFEMNFRIL, BIT5 mRNA G5 E4IEFARILNREEFKE,

miRNA-mRNA BZETUN, AR mRNA BHEAFARGFRIEBRE, BEITEANFIIH
FAE BT IAXT B EA R I FIRR BTN, E o] AT SRR W R S S B &
AEPFEEE, TERETNNEIEE.
https://www.jianshu.com/p/789b45426c57

FMNERMEFMER, £ XNEBFEEEENE—NE CEFISEENEROER, EFME
AN TIERRLEEE ESERBFERABENARBNMNE LEFIEARMERNER . FANEEZ 6
FEMBER S NFNERRAEEYHERNERR T A —FMERFFEMRRALH
BSHMHIRE, SHEIM T BRMAR. EARNEEN, ERBEEEMARRIAARM.
—WEBBRMHXANENER, EXTEEERMNETEEM (complete dominance),
AERLEAMER TN TEEZBNFEMER. SNERNEEERMESFVERNEEL
EA. SNERMNBEEERRRAERMXAR, MIEFMERNBEERRMGEIRA LA
K. FNERNZEANTEEEA—NHIELZN NP SBEVNERZEZR, WEUTRIZEEN
— SNP 255X,

SNP F1 SNV AJX %l,SNP(Single Nucleotide Polymorphisms)2 B 1% R 2 75 A9 18 #R, SNV
(Single Nucleotide Variant) Rf5RZEFRENLE R, MRE— DM HZEREZFAIMN
TR B —EKFE SNP, TsERE (EbaXXTERDEAEFR L) oY SNV,

2. ERERE

ERBEFHEINENESERADMTHINEEEENER, BAENEERNIE BAER
SRHER, £2Z5—%ER, FIUAEAMPERNFHHEESA N, XXHRINOE
Eotriak—ERE LR, FFUEREEZRLE,

HERAMER D ARWKE, —(EXRYBETHERMEN, B—RKELRAMEFHERER
Hib, RABIETHERBEAZREERERC, BT NP, X METHZLER
KRG, 5 TFHICE AR AR A — M.

BERBRR TR PERAEZL (M), DRUXSE-RENEEE BEXEZX FAIDR
TREE.

ERAETRMS: ERELST SREENERNNEESEENRAEEMFE R8IX
R, RMITEMFERNNELLRK, E2ARES, A —LTESRBRECSIIENE
DEMLRKETEN, ZMITTETEESRS, BREUBH T MO ERE.

Assessment of factors affecting imputation accuracy, FMMEREFFEENEZ, The SNP
Density, sample size, and minor allele frequency of the SNP

Linkage Disequilibrium, ItHEZFAHERINERER UL ZBXRZN—MEN, XMHE
DHERE, HLmME


https://www.jianshu.com/p/789b45426c57

3. EMERPEXNER

Indel-f@AG%k, chromosome-Z&E A, exome-IMNEF4H, whole genome sequence-WGS
SERARFT, intron-AEF, biallelic-FAE R, recalibration- BRI, low coverage - Low
coverage whole genome sequencing- KRB FEREREAFS], exome - Whole exome
sequencing- £ 9N 7 %, high coverage - PCR-free high coverage whole genome
sequencing-SBEEERLAFF, variation-E R, contig-EEFF, Panel-ER, alleles-
ZRIEE, trio-sWGRs-REZESERE W, trio-sWGs-K RAELERE A, Linkage Disequilibrium-
EZRA &

4, BEEFIEE-1000 Genome

EFEEFTMIE: http//www.internationalgenome.org/home

NCBI B/ Mub B F N 8, https://www.ncbi.nlm.nih. gov/varlat|on/tools/1000genomes/
TEZSRAKIEER, TEMNNLSRIUNE, I EAEBRTEN EAERE BT SRA toolkit T
#:  https://www.ncbi.nlm.nih.gov/Traces/sra/sra.cgi?view=software

HERBHIEE: ftp://ftp-trace.ncbi.nih.gov/1000genomes/
ftp://ftp.1000genomes.ebi.ac.uk/voll/ftp/data_collections/1000_genomes_project/
HEILLRTFWNERABEZR: htps//www.plob.org/tag/sra/,, http://www.bio-info-
trainee.com/

1000 Genomes Project (4854 1KGP) F 2008 £ 1 B Ba), = —NEMRMRIE BEE
MiZH A ERFANAREZTRER RDZFITUERETRN= Elﬂﬁﬁﬁ#ﬁﬁké’]?ﬁ*ﬁ
kETEFMERENES—TRERSSENERA#TNEF, XERAER, EEFEH.
2010 FF, IZM B A T HEMER, £ B REN—R LR P L#ET 7 F AR, 2012
F, 1092 NEFBHNFAE Nature BRI T /A, 2015 £, aé’k ZE MR 3R
ETHR MBEMNTEHNERRFARONES. BETFLENNT R, RTHUEXEE
1K, FoH7T 8 NEHRTFET,

XEEA S MEIREN, B REBIEMOTAIE MR EE

1) R EIE-fastq, RIGEIBER EEMNER SR BSRINEIE 2854 L_A|Igﬂ E’J%lﬁ 1,
X AFAET A fastg #830, Linux B PUBIT zcat ¥T7F, 0] DUBIT cat $T7T, TEURN R
Foa\e #ToE, FRHRHIERN fastg XHERNKEEHD 29 K/, ﬁﬁ?}_ﬁ’ﬂjﬁj‘g
ftp://ftp.1000genomes.ebi.ac.uk/voll/ftp/data_collections/1000 genomes_project/1000geno
mes.sequence.index, EAMEHF A THE



http://www.internationalgenome.org/home
https://www.ncbi.nlm.nih.gov/variation/tools/1000genomes/
https://www.ncbi.nlm.nih.gov/Traces/sra/sra.cgi?view=software
ftp://ftp-trace.ncbi.nih.gov/1000genomes/
ftp://ftp.1000genomes.ebi.ac.uk/vol1/ftp/data_collections/1000_genomes_project/
https://www.plob.org/tag/sra/
http://www.bio-info-trainee.com/
http://www.bio-info-trainee.com/
ftp://ftp.1000genomes.ebi.ac.uk/vol1/ftp/data_collections/1000_genomes_project/1000genomes.sequence.index
ftp://ftp.1000genomes.ebi.ac.uk/vol1/ftp/data_collections/1000_genomes_project/1000genomes.sequence.index

TATTAAGGTAAGAGAAAAAAAAAAAAAAAAAATCA

I@I=ITIIII1,!I

fastq *ﬁ’tmifwn,uﬁj\’lﬁﬂlﬂf'—ﬁm E’J’f%‘tz—, 18 B9 B4R 73 o i ) e 0 B U
Mim WP BHE & B A fastq TN, Bimil 7 a9 EHE R B — fastq #%TE’JSU’-?
1000 g #HIREBE R fastq BT Wim N

fastq XFAE N EEH MFT
_?_%Fﬁﬂé[/\xﬁ reads l9— ID 5, —MOFSHL, X—T2AXXHAREH
reads, —TABEETRELZIEE ., Read Record Header, Flow Cell ID, Lane, Tile,

Tile Coordmates Barcode

FETRNFNFES, hEiE reads BIFF

F=T—RE—NT+5, IBSE—TNEEHEE

éﬁllflﬁzsﬁ«%fﬁgﬁ EXE TR NRENAERENER, —MRESNN—IMEEREE,
FTOX—17F8E T KER—HH, MRA—Hmit PEUER RE, X—THREELBIT ACIT
SRR, BRHTERR T INERSHE, ACTT BERARBANMMENTEN., 0=-10
loglOp #rA, THHF 0=-10 loglOp/ (1-p)tinfE, BWHITENRAESRENMNEIEZH,
ERRENREERAE



Lane Tile

Barcode
Read Record Flow Cell 1D Tile

Header Coordinates

| @DJIGBAKNL:272:D17DBACKK:2:1101:12432:5554 1:N:0:AGTCAA
CAGGAGTCTTCGTACTGCTTCTCEGCCTCAGCCTGATCAGTCACACCGTT

+

BCCEFEFDFHHHHHIJIIIIIIIIIIVIIIIIIIIIIIIIIIIIIIIIIIY Read Bases

Separator @DJG84KN1:272:D17DBACXX:2:1101:12455:5610 1:N:0:AG
(with optional ARAACTCTTACTACATCAGTATGGCTTTTARAACCTCTE~ ~anarrns
repeated + Read Quality

header) @@@DD?DDHFDFHEHIITHIIIIIBBGEBHIEDH=EEHT ) Sc0res

@DJIGB84KN1:272:DI7DBACXX:2:1101:12438:5704 1:N:0:AG
CCTCCTGCTTAAAACCCARAAGGTCAGAAGGATCGTGAGGCCCCGCTTTC
+
CCCFFFFFHHGHHJIIJJJJJJJIRHGIJJJJIIIJGIGIHIJJIJIIIIJT
@DJG84KN1:272:D17DBACXX:2:1101:12340:5711 1:N:0:AG
GAAGATTTATAGGTAGAGGCGACAAACCTACCGAGCCTGGTGATAGCTGG
+
CCCFFFFFHHHHHGGIJJJIJJJJJJIIJIIIJIIIIGITJITJHIIIIIIIIT
NOTE: for paired-end runs, there is a second file

with one-to-one corresponding headers and reads.
(Passarell. 2012)

Fastq A8 NEYBATA T o] NS EZEE . https//www.cnblogs.com/djx571/p/9493934.html

2) align B9EEFF-cram &3 X4

BESAXSE, FRHREELEEFS . SRELERF. £IBFHT), £E fastq

S35 E SRR TS = 4 Y,

® cram 2 sam XHMERRA, FERSMHA ERIEEEZENER TG ERE
K, EXHETEEN, cram XHFEH

® bam MZ sam M ZHEHIRR, 7E sam FYEA EiEF T H IR0, NRAMNERT sam X
AR

SAM X#IEEEM /\#AJHJ‘L
header: #RIC7 1% SAM XM —EERES, bR, RBAHAFRHFHN. Reference

. A—l\-kl\‘
1]:[ /AT TJ'

KK Bi7A—"reads, FEFHCKT ARMER, F5%ZEE tab 8.


https://www.cnblogs.com/djx571/p/9493934.html

Col Field Type Regexp/Range Brief description

1 QNAME String [!-7A-"1{1,254} Query template NAME

2  FLAG Int [0, 2'¢ —1] bitwise FLAG

3 RNAME String \*|[!-OQ+-<>-"1[!-"]* Reference sequence NAME

4 POS Int [0, 231 —1) 1-based leftmost mapping POSition
5 MAPQ Int [0, 28 —1] MAPping Quality

6 CIGAR String  \*| ([0-9]+[MIDNSHPX=])+ CIGAR string

7 RNEXT  String \*|=|[!-Q+-<>-"]1[!-"1* Ref. name of the mate/next read

8 PNEXT Int [0, 23 —1] Position of the mate/next read

9 TLEN Int [—2%! +1, 2% — 1] observed Template LENgth
10 SEQ String  \*|[A-Za-z=.]+ segment SEQuence
11 QUAL String [!-"]1+ ASCII of Phred-scaled base QUALity+33

QNAME: JFFRY reads BY&EF

FLAG: T##FI#F=M, AEHFRRTARMEX, tLMIERSE, RI/R2 (MiwmlFFaI e
—ih) %

RNAME: map 2|52 ERAFHNLEEERIR,

POS: 1-based EREHIARIS.

MAPQ: map &,

CIGAR: — MIFE5FHXEMMM TR, tric T XK reads REAMLER match 1B, &~
BFENEXELNA.

RNEXT: Z1RZE pair-end WF, XA mate (A—imPXNNA) B read HEBEETR, &
M A T—% read P EBELZIR,

PNEXT: REE, read MR AIERIARIS,

TLEN: #EARAKE.

SEQ: 3,

QUAL: FIIMIREFT 7 (fasta XHFAHEIFBA) -
EMEFANXHEMRPBESEBELRE, ZBELENLEE T
https://www.jianshu.com/p/a584d31418f3

3) ERXH-vef X

VCF @ T #ai& SNP (BAE EAIER), INDEL (FEAGRKARIT) 1SV (EMERAR)
LERMXAX M, 7 CATK R BEEIRFNEE, HR SAMtools B M ER M2 VCF 1§
T, FGATKH CVF#&RBE R E5], GATK 2—F 4T SNp TRAL= A4,

SMEBERBEEXH-BEEFFASBERT vof XHHNAREW:
https://blog.csdn.net/u012150360/article/details/70666213



https://www.jianshu.com/p/a584d31418f3
https://blog.csdn.net/u012150360/article/details/70666213

##fileformat=VCFv4.2 =4
##fileDate=20090805

##source=mylmputationProgramV/3.1

##reference=file)///seq/references/1000GenomesPilot-NCBI36.fasta
##contig=<ID=20,length=62435964,assembly=B36,md5=126cdf8abe0c7f379d618ff6bbeb2da,species="Homo sapiens” taxonomy=»
##phasing=partial

##|NFO=<|D=NS,Number=1,Type=Integer,Description="Number of Samples With Data">
##|NFO=<|D=DP,Number=1,Type=Integer,Description="Total Depth">

##|INFO=<|D=AF Number=A,Type=Float,Description="Allele Frequency” >

##INFO=<|D=AA Number=1,Type=String, Description="Ancestral Allele" >
##|NFO=<|D=DB,Number=0,Type=Flag,Description="dbSNP membership, build 129" >
##INFO=<ID=H2,Number=0,Type=Flag,Description="HapMap2 membership~>

##FILTER=<ID=q10,Description="Quality below 107>

##FILTER=<ID=550,Description="Less than 50% of samples have data”>
##FORMAT=<ID=GT,Number=1,Type=5tring,Description="Genotype" >
##FORMAT=<ID=GQ,Number=1,Type=Integer,Description="Genotype Quality”>
##FORMAT=<ID=DP,Number=1,Type=Integer,Description="Read Depth">
##FORMAT=<ID=HQ,Number=2,Type=Integer,Description="Haplotype Quality™>

#CHROM POS D REF ALT QUAL FILTER INFO FORMAT  NAO00O0O1 NAQ0002 NAQOOO3
14370  rse@54257 G A 29  PASS  nNS=3;DP=14;aF=05;DB;H2 GT:GQ:DP:HQ 0]0:48:1:51,51 1]0:48
17330 . T A 3 qle N5=3;0P=11;aF=0.017 GT:GQ:0P:HQ 0]0:49:3:58,50 0]1:3:
1110696 rs6@848355 A G,T 67 PASS  N5=2;0P=10;4F=0.333,0.667;44=T;DB GT:GQ:DP:HQ 1]|2:21:6:23,27 2|1:2:
1230237 . T . 47 PASS  NH5=3;DP=13;AA=T GT:GQ:DP:HQ 0]0:54:7:56,60 0|0:4
1234567 microsatl GTC G,GTCT 50 PASS NS=3;DP=9;AA=G GT:GQ:DP 0/1:35:4 0/2:1

GATK & Genome Analysis ToolKit IS, B—RNEBENFHEFDTEREEHK
%, REBIREIRM snp calling Bz —. GATK BIFZHEBATAHMALNEINE T
SERAHE BEAMARE, RELTMUATHMANYT, EXHF CNV SV EREEN
SN, EEM L, BE7TTENOIRTE, WAL GATK Best Practices, EZEIR 5! SNP #1 CNV
MRXENER, BMEFEEIXE Germline # Somatic (X 5. BT GATK 4T IXEH
XAFKE A vef AFRAEEHR, BIT excel 33 pandas o] IXE L, vof REEEIEAFE
NEFMENVLRESR.

Germline e R ERIREABEREHANT R, XMEFSAEFRBMEIET ZHFE, 29I
FLRRIZER,; Somatic IBHNEAAREER, SEBEXERBFARTHIANETR. BF
“SRELEER.

5. &S REEFANAFRERTMT

MINSEE L&

Panel, SpERMNAS, —REH/LENERAMA DNA F7], XFMERE
SERALLRG RN RHETON, AEMSILRRT, FEERNENEREAEN
FRAIBIst ol I, RN BRI —E 0 Rmi X it 4T panel U



~ /\Panel

JLBTEE)
ERIBTFH: BH
4000+FHEH

-2 HE -1 2SR IE GRS X

2 EFD A= B TR+ T

JOY ORIENT
BEED

KEELERA (trio-sWGsTM), SEIEREIMIEM £, BINT M AXKSE T Z I
RERNERBEY vio (—x=A) Wrr, TRUeNEEEHIERBXHNENBRRE.
BRXAZIVERX LNEERA 30X WF (WGS), BABBRREBNERNEINE T
ImARIFRAD X A X I B] X3RS 100X MFFRE, HEGEREEZM T WGS.

REASERAWMAF (trio-sWGRsTM), BAERFEEERAMNEM L, BINT —HK=085
B BaReRENF (RNAseq), o DUSID 4T BMIRFRIARNIE T DEEMNFRIAEN&
MEERE. S TEREREQMRREAFREEN AR, LHENRRGER. &
RARGHRRE —EXD TRIFEFS, £ERNAEF KRBT G H E MHIERDX B
RE, RHEURLEFNERER, MAEBFIERAERXARENINERIL (Fbmim

HEREA. FWEES).

MIEHER L F:

XEHMRNERNZIELILERT (A =R FRNEIEE, Skt R T R HM—RRIL),
ERIORAR (trio) HX (AIZRWFRNENLIIZENRE) . S TEHET. £EFA
L REVANSERE, RAGMEILZEEA TR FBARIEERRATEHMEFEC2RAXR
#08, BERNIDITENEREMRE—RRIE, SRESHE FEELHBHRRE.

FUER TR — M, BelE2RER T PHEFEIMRERIL, EHLTEMEXSHAZS
REREMNAEMFERE, M trio BN UEBI K EHRLE XS KA M AE Y 2 LT 11,

trio-WES, BIMORAEINETENFF, EMABMEERISHMNEARLE. AlcEM L
BRI ORF R CNVseq. IRRIFRIDX  Ex A, B2 51N E AR RHIBREINRER.
RAEEEFA, RESERNAEFRE,

NEAZTRERLE:
BERNERFINEREEZTUNN (RRE). 7 (ERXAMBINBEFHREEE). K
(100kb A EXKFEX CNV) X=2k,



—MRAY Panel, BRSINEFH, EELHNETAH RERNNERR, SFHEMABERT
EiGH, AT Panel SERIRMENERE X HEEXXEFAESKN CNV, SRBRF

Ko

ZEE trio-WES, TRFARREINETFTEE NEIY 2 FPEEH#ITINETREER
s, ENSSIVNERMPRTENGE ., ZENPRERCNITER MLPA, EERME
RERNEER - NMEEAREFEIETREAESE, MERSINTUEEHAE/LFEM2H
MERENIEFRRER. MRE MLPA (el A AT RS, WEERESMIPRETFHEN
EWHKETIE . IDPIELER U LN FREAEENEHMIRS, EXNENIE
FHINBFEORUAEREARR MLPA, MREEZRIIAEENERM G-, o RN
ERM MLPA RN, —EF&BRRR, FRHEEIEHE.

SR trio(WES+CNVseq), X trio(&4h+CNV), IRK RILIRESI, & WES IR F, 18
Y £EEL CNVseq A&, AT PIERIMNA 7 BREENEBZ FHEN, T ERESE$ExET
1K (UPD) M9 H, I M EREAR/N=%FF. CNVseq FAEBEI AREARMIRILE,

HRBENEFMS CMARHE—5XK,

ZR 5 X Eb JUAAS T SRS -

i (R EE A5 IEA ¢ | @
%I‘ i »
4 Ik | # 20
snmk | e | 8| F | | s | P
PEN o Bl Bl B I ™ ™ -
x| 4
Panel X J 15%
T S WA i
";’)*”“ Foes | J 25% | T BN 4
A4 5 1 (WES) J 4 30% | JuEEA
9 A A e
KRR P 7l s | sy | TEEERES
(trio—WES) I
3y B +;j5
trio (A4h+CNV) ¥ gl ;| o | EHES
I
Sz A = =1 j,.'t:_
RN J J o Il v | 60%+ @%E‘%L
(trio—sWGs®) S
92 Z A ﬁ@éﬁé*’%
RN of J 3 J 3 i J T0%+ | 7S+
*¢ (trio—sWGRs®) SRt
ThRE R IE

6. BIEEMBIE

FENHAMEREFZML, 228 RN
https://imputationserver.sph.umich.edu/index.html#!pages/home
R g B9 458 PR32 AR
https://www.cnblogs.com/chenwenyan/p/10830207.html

7. samtools F{E e dt


https://imputationserver.sph.umich.edu/index.html#!pages/home
https://www.cnblogs.com/chenwenyan/p/10830207.html

B http//www.htslib.org/

GitHub: https://github.com/samtools

Samtools £ {42 —MESSIEL SAM/BAM/CRAM ME 1, EIRSthRESEEEN fastqg S— R 5 &
4, BCFtools 2RET%4LIE BCF2/VCF/gVCF SXH-EM, FANEMKE HTSlib E.

Linux —RE A ERET U AT sudo apt install ¥ETR%E, BRZKHBESBAMRERER

. T# samtools #i:, RERE—THEBRE
HREREMEENORERE, MRTEZBRTELREHMMNE
Jconfigure

HERIE DI HIT XM

Make

HITATHAT AT R 3

make install

samtool FT{K#AIER > Bttt MU T, FHEARE FERMTTEETZESR T, MR
RO A, BARBELKABEORE, FAIREHNEE lib XX, AUASHIZ
SRR o)

Samtools and HTSlib depend on the following libraries:

Samtools:
zlib <http://zlib.net>
curses or GNU ncurses (optional, for the 'tview' command)
<http://www.gnu.org/software/ncurses/>

HTSlib:
zlib <http://zlib.net>
libbz?2 <http://bzip.org/>
liblzma <http://tukaani.org/xz/>
libcurl <https://curl.haxx.se/>
(optional but strongly recommended, for network access)
libcrypto <https://www.openssl.org/>
(optional, for Amazon S3 support; not needed on MacQOS)

Linux £3R A samtools HITHAD LR TTE, B2 python X@— a7, Bl
pysam o] AERIX/NEI@, Linux MBS HESH Y I EERE

pip install pysam

pysam & T htslib B9FT B IhEE, REGEXT SAM/BAM/VCF/BCF/BED/GFF/GTF/FASTA/FASTQ
SRR TIREANIE, 9 python A BE REIRRME T RIFMNHEH TR

pysam £ A #Y4: https://pysam.readthedocs.io/en/latest/index.html#

8. VCFtools 891# F3

VCFtools = EZFRFTH vef F30HH, BE#1T snps B rE#RME, RIS Linux i
TR, HTERR At

https://vcftools.github.io/index.html



http://www.htslib.org/
https://github.com/samtools
https://pysam.readthedocs.io/en/latest/index.html
https://vcftools.github.io/index.html

=. EYEFEKEZHE

o ETREFINEYEFGBLERG, REFINTENEFFELEHTRRR, €
REMERY (F—ENAFEIESE TERZER, A, DNA, RNA FHEXXAE
1&)

s HYEREXAEZE-FIAXAFHERTRERRGEKF AN ZBHNXR (F—EHE AT
EE)
https://blog.csdn.net/SA14023053/article/details/45667031

s HEYEFXARIZHE BioNLP- BahiREUH & A4 (LR Y 4K
https://blog.csdn.net/yangianglifei/article/details/80486623



https://blog.csdn.net/SA14023053/article/details/45667031
https://blog.csdn.net/yanqianglifei/article/details/80486623

