2EBF-mESENFEI SRS
AR ERE RS T



w iEHHXE#(h EH XK

it : https://i-lab.fudan.edu.cn/yx/jyzx gtlexsyysjfx.htm



https://i-lab.fudan.edu.cn/yx/jyzx_gtlcxsyysjfx.htm
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»» 1.1 TG 4
> YRS
o HELT R RIS BEEM L, F—EEEFARIMRZEEDNAKE FRNES, 1B
FR ’\%}Zﬁ(molecular variation)” , HEXNE—YMMEZEREEINE S EEm
R, BESTE, BEYIHFA Iakﬁiiﬂjta_ﬁiﬁ’m% B EYF A FN A Y Y OB,
B(E: £aatliiMTEESERRIMHEIAIFH . EfMMEZENERM, TRIEINEYIXIINERY

MEEZIBRIRILNE, BEEFMRIFEITRE

%r&m%wm TR, EVIRIRAIR M T iRE R


https://baike.baidu.com/item/%E5%9F%BA%E5%9B%A0%E5%BA%93
https://baike.baidu.com/item/%E9%81%97%E4%BC%A0/1294394
https://baike.baidu.com/item/%E5%8F%98%E5%BC%82/341182
https://baike.baidu.com/item/%E7%89%A9%E7%A7%8D%E5%BD%A2%E6%88%90/103559
https://baike.baidu.com/item/%E7%94%9F%E7%89%A9%E8%BF%9B%E5%8C%96/3311428

»» 1.1 TG

> TR EUNRMEES

-
=1 Pr
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\ma

om == e o = -
B —

BE IR




»» 1.2 BEHEESSIE(SNP) 6

> BZHRZSHETEREERRA/KF ERRMERIZES S EAIDNAFFIZEE. BRAKAEE
NEZESTEEL—M, SEEMSEMERY0%LLE, SNPIEARERABS ZFE, F9F1000M%5
EXRHE 11, SiTESEENAS005 M EEEEZ., SNPE—MSRIRC, HE MRERIRREEUEAT
5l#2, ErHEERRANEERAR T, SNPEEAIREEEREFYIA, WrlseEEELIIMARRIEFS L.




»» 1.2 PIZHEESSIE(SNP)

> SNPRIRI X SREHIHRNRE
SNPRIZASIERET MER




»» 1.2 BZETESSIE(SNP)

> SNPFgMFTA



»» 1.2 BZETESSIE(SNP)

> SNP5z=AU
ol[l: FLHEAMY

o S EAMER (N ARAZALIERE) +

PP IEE R RE W L5
MIHYEIR

MCM6 rs4988235
MCM6 rs4988235

MCM6 rs4988235
MCMé6 rs182549

MCM6 rs182549
MCM6 rs182549

TE-F IR

BE | S\ mEm | @mm
GG

FLREATIRZ
AA FLHEMISZ
GA FLHEMISZ
cC FLREATR
T FLHEMISZE
cT FLHEMISZ



»» 1.2 PIZEERSSTE(SNP)

10

> SNPSHB R

ACTN3

ACTN3

ACTN3

ALDH2

ALDH2

ALDH2

ABCC11

ABCC11

ABCC11

rs1815739

rs1815739

rs671

rs671

rs671

rs17822931

rs17822931

rs17822931

;.2

CcC
CcT
GG
AA
AG
cC
T
TC

R

R
WS A B R IR 21 o
Wy T AT L4 L
WEAAN A7 B R I 2 o
RATRE IR AL H 3
RATRENT R H 3
RATRE IR AL H 3

&b
He
o
He

0



»» 1.3 SNPRIMNF

11

b AS LA

< 7
SHSFIRIC SHIFEER MRS E e SERA

REXD T

EETRESH SHIHIR hiEE 5 R L [ s 5 REE




»» 1.3 SNPEIMNFE 12

> IEYEM

o [EEERENANIRRE, DFircHEEEE (MAS)EEMBHHSEI ZHINAE, BIE
AP FIRCERERERRSERHITBE MIIFTNAILRE, SREIUSH.

® MASIIREIXKEAMEIREID Frie, ELIQTLEMEIGWASHHEZIANE, AGHRIENDS
HITIN, =ERAEEEE (Genomic selection, GS) ErFimicianEE (MAS) AYF
%, BNALERENSNPLESRITEERABBMME (genomic estimated breeding

value, GEBV) , miZsFHARBERGEBVIERIMAF,

o L ERHEEMEMARIBICRIREER, FAFELEMQTL, EMASHERS, Sl
NWEEREEHRIER, SERBRECHRARIEGIENSFIERNEENRNEERSE, &
LASEEIAMRER AR, 4R tHAER, REMRVBSHIIREE,




»» 1.3 SNPEIMNF 13
> NEYIE

Il =2 SNP:&:HES QTLE(u GWASSHH

Fhanfh tricBEnEIEMAS BEEM HFES O



»» 1.4 SNPEIMNH

14

> SNPSERE! R IREHITE RS HA







»» 2.1 WA ES

16

> WA FHIELITERAIbam3 {4
o {43z: 02 align
o {447 test.clean.sort.unig.bam




»» 2.2 AbamdM{¥iE 7 ZES]|

17

> BYR5|: —HEUE

I EXTEN

® samtool index:

T RHEFEEbamaE cramBISH4elIEZS |

okl baigE .crai NfEsRRIER S |34
O Xt AT LARIERY A [E] bam 34

#EENZR5|

$ samtools index ./02_align/test.clean.sort.unig.bam



»» 2.3 {fEffreebayesi#{TZE I8N

18

> freebayest@ilZz % (freebayes v1.2.0)

oiEE, RRMEBAERENIER, HEEF LEEER—Re DR THREENZ N E

HEE FEVERAS;

PIREIR,

s/ PN EREEEEE

BRI AR S T VRER— IR ZZE MR EI PR
FE, REE—IEeERE LERBEALRERINE, RERALY

<

o freeBayesE—NMIHTEEERAGNEE, SERTESRSH/NGSIEEL, TSNP,
NP (SiEEAS A RISV (S SIE TSRS, FreebayesfiEFreads

indels, M
EEXTZEER (7

B Phred +334REANRE0EEIBAMIYG:, INEE N

ERY), RS— PN EHAEYELR

SERIMMIZZERAFASTARIV)HITILY, LSEZEHMESESE2RENE MIE K
AR ERRHE



»» 2.3 {EfBfreebayesit 7T RIS 19

> 1=z{Tfreebayes, ERLSNP Calling

$ /Pipeline/FIS.Traits/tools/freebayes -m 30 -q 20 -f ./00 ref/MGI358.SNP.fa - @
/00 _ ref/aIIeIes all.vcf.gz -t ./00_ref/target.358.5E50. subSNP.bed --report-all-
haplotype-alleles ./02_align/test.clean.sort.unig.bam > ./03 SNPCalling/test.clean.SNP.vcf

> HEXSE0RA
®—min-alternate-count: BUANBE2, EREENNRFZ/D
FUERRMEZ, LUHMSZE, SUSIRENAEA2Z
e—genotype-qualities: I EERBHIDFRTER
e-min-mapping-quality: BIAE1, EFEREEHTHE, KTQE
R

oISRpiHAreadsBiEte, BXfFcallZR, BFAEREIASEEIA (XJF2
[BIAEY) | EEEEMMFERABIIAERMSEL,

SIXPFFEN

.|




» 2.4 BEVCFXIHRzRTE 20

> BIHBVCF G REETRER
o {43z: 03 SNPCalling
O {445 : test.clean.SNP.vcf

HESEV CF R RS

$ less -S ./03 SNPCalling/test.clean.SNP.vcf
#HERVCRHIERIUG, UIBRETE

$ echo -e "test\t /home/LY/03 SNPCalling/test.clean.SNP.vcf\t1" > ./03 SNPCalling/vcf.list



»» 2.5 1GSNPIRET EHEBY

2]

#{5E

IPerl ARG SN PEEa 9 EE

, Ft

855

$ /Pipeline/FIS.Traits/bin/SNP/vcf2geno free -in
/03 SNPCalling/vcf.list -dir ./03 SNPCalling/ -std
/00 ref/alleles aIIvcf gz -summary

#{E

Jlessan S EE ERHIHIL

HS
$ less ./03 SNPCalling/test/test.genotype



»» 3. MIFEEIE AN

27







»» 3.1 NCBIEIEEE

> National Center for Biotechnology Information
CEEEMEMFEAERFIL)

® http://www.ncbi.nlm.nih.gov/

o HEEEYEFEFHIENLMAIEEE PEHRFENIHER I

® i3/ 19885

IN
$P~\’ S ))/\

% HEP\\;«\

)

/

NAT,


http://www.ncbi.nlm.nih.gov/
http://www.ncbi.nlm.nih.gov/

»» 3.1 NCBIEIEEE

25

o

© 0 O O O o

O O O O

PubMed
GenBank
Gene
OMIM
PubChem
UniGene
Taxonomy

BLAST
GEO

SNP
BioSystems
Batch Entrez

NCBIFIRFIZR



»» 3.1 NCBIEIEEE

20

> NCBI&ERE

MERERETP53

I L



» 3.2 OMIMEGERE:

2/

» OMIM(Online Mendelian Inheritance in Man)



»» 3.3 dbSNPZUERE

28

> dbSNP(E

ZE R 22 S IEEL

/

HES

® https://www.ncbi.nlm.nih.gov/snp/



https://www.ncbi.nlm.nih.gov/snp/
https://www.ncbi.nlm.nih.gov/snp/
https://www.ncbi.nlm.nih.gov/snp/

»» 3.3 dbSNPZUEE

29

> dbSNP|HRET

ES

‘

H




»» 3.3 dbSNPZIIEREE

30

> dbSNP|HRET

ES

‘

H




»» 3.3 dbSNPZUERE

31

> Step 1: Zifirs1110400
O TABIERAAIE “SNP”



»» 2.3 dbSNPEUIREE

32

> Step 2: 1%4¥rs1110400 (&%&SNP, Reference SNP)
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