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FEEE: AT A W R Ty B AT BRI A A 0T 24 B PR 8 6 A A7 3 8L fe 7 77 A a8 A% A
(genetic load). Jk K4 /K I8 A5 Gais /& VPAG AR D BEAR AR A T D I B 2R AR . AE R
A AL R E ()5S A8 (deleterious  missense  mutations) A K ik 3k R T g i 2k
(loss of function)tJ 5845 . 5 F ¥ SnpEff 4 BE 98 X BEAR A BEANMAGm D [X [ SR AR 247
HEAT TN o %7 V280 G v Al S5 7 5 DR R e S 1 R R S B, DAl H A A 138
feffigig. BbAh, I BRI DR RE, 0 7 AL S A SCHE R I) T Re, #E— B PPl B
A ST T 24 T AR R A 3 RSPV AE R

KBIF: LR, AERA, AEH R, DR RAE, SnpEff

RUESITHERER
1. AP A A RIe 4T SR A BN 73 A 21E Linux #:4E RS0 5E BT (http:/lin

ux.vbird.org)
SnpEff v.4.3t (http://snpeff.sourceforge.net/SnpEff.html)

Vcftools v0.1.16 (htips://vcftools.qgithub.io/man_latest.html)

Grantham_score_calculator
(https://qithub.com/ashutoshkpandey/Annotation/blob/master/Grantham score c

alculator.py)
5. JAVAv.1.8 (https://www.java.com/)
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6. Python v.2.7 (https://www.python.org/)

1. R
A SEG T T EARBOR T SR S B R ARG R, R E & ZERUZY)
FR)EE A SNP Hdfi RIT gL st B, B i 2SI dn Hodls 1
Fastq SCF H3REUE it 48 53407 15 B SNP 19 VCF U HEAHVFE I % GATKA4.0
4 L TR 20 55048 43 B S22k hittps://www.plob.org/article/11630.html .

2. T#k SnpEff # 1+ (Cingolani et al. 2012)
# N BT B BT
wget
https://snpeff.blob.core.windows.net/versions/snpEff latest
core.zip
FIF unzip B 504 BB B3 2 1 snpEff SO rhglh il LA . SnpEff 4R 1F & 3
T JAVA FE R I, Bl 2 5 v LB B:ZAT java -jar snpEffjar, DAIARI
RKGHEMR S ZRABER JAVA1.8 JILULERIRCA, FAhETT A A B AR i H]
Titke

3. W T S 2 ke DR 2 i H

Snpeff B A AT DL B HAd H O 28/ 2 iF F B 22 3047 5 40 . @it databases iy
A, B TR EIEE, UL human ], @17 R s

java —-jar snpEff.jar databases | grep -i human

AT LIS/ GRCh3T Al GRCN38 1A IRLA O P 5 B, AR S600 7 92t
{7 F R

(BRI A B AT BAE R A E G, HIF IR LR E i 2 L
PR T O S YR (reference) BT R . B 25 5% Wb i) 3k (R 41 3
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PE AN RV BA5 B B F 4 N sequences.fa F1 genes.gff, {7l 7E/snpEff/data/r
ef 1/ N, SRJ57E snpEff.config FLE ST H s N2 25 W) i B R A i ARAE I8 (23]
H ref_1.genome Fl ref 1 i 44)F48 & Z0ds i 10 40 55 #8547 -

#genome, version
ref l.genome : ref 1

data.dir = /snpEff/data/

I J5iz47 java -jar snpEff.jar build -gff3 -vref_1, #HATEIEERE, MEKRIIZ G4
1£/snpEff/data/ref 1/ F 4 ikt snpEffectPredictor.bin 3044, Fon3dE FEA 2 T .
4. JEBEAFRAER SNP {55

4.1 5 SRR RN A7
¥ 5 HMEERH [R] A S5 5 R e SONMSE SRR, A SR FE R S & K M
A LA OB AT A b £ S AL R R R (BB 50% H/MAHS I 20 & 45 4
B[R e SO, ] DL ERE G DL E AN S5 F . KRR s i e A S S5 A7 ik K]
(K47 55 R veftools (Danecek et al. 2011) 91 [f]--positions #EATHEEL, FR1G A
VCF 31 all.vcf,

4.2 WEAAMER VCF A VCF Ui 35 ok

vcftools —--vcf all.vcf --indv individualOl --recode --out

individualOl

4.3 VEREREAMARR VCF SCfF:

Jjava -jar snpEff.jar ref 1 individualOl.recode.vcf

>individualOl.ann

4.4 WGRFAERSE BRI A4 (0/0 B3 1/1)F1444:(0/1)

grep “0/0” individualOl.ann > individualOl.ann.hom

grep “1/1” individualOl.ann >> individualOl.ann.hom
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5.

6.

grep “0/1” individualOl.ann > individualOl.ann.het

Gt R4

5.1 SnpEff {4 RAL KA 73 N [F L FRAL (synonymous_variant) ,  Hf LR
(missense_variant)F1 I GEH L 2848 (loss of function_variant; LOF). [Kitk, #f
PR RS R rh (205 RAS N5 AR 73 ) 7y BIAN R A28, JF kAT 4t
e

5.2 THREHLRAL 3 BEALFERY IR AT & 1L (stop_gained), BIPEHLUAER K (start_lost),
B 1) 5% 545 7 (splice_acceptor_variant), BJ{){it{£45 (splice_donor_variant)

F, R HEEIE NI A IR R R, SO N A RIE , A B B4 1 A% 4

fif o
5.3 # R RTH ERDWE 7 ff, FTLUEIL Grantham Score (Grantham.
1974) B G R IR AR AL I P B/ A 2 1 o e R A R b b AT T o

Grantham Score K T-8(55T 150 #A A FHRAZBE M. FEEAH LR
AL AFH Python 275 Grantham_score_calculator.py, it# 3 Grantham
Score, H4tit KT 150 KGR, 5E X vke A FH RALEEL 7 far o
THELAN R R AR 2R )38 A
GUit AH S 2l & S0 S R R E R 5 T 2B R A RO A R I LR, R
PR BRI 8 AE fmr . b all G 55 A7 JE B R R A& AL S B s, G S R A
g 5 aE A R BUHEE .
BB T
%o ve AL 2 S5 5 TR v Dl g ik 2k SR AR AH SG B Rl (LOF B HEAT DR RE . 4% LOF
R 5 ANSUNRBATRIVE R R E . PAEMREERESIER o 4T DAVID ¥ e
(https://david.ncifcrf.gov/), £+ Start Analysis, ¥ 3EHFIF TN, HHEILK A RE
FEAH N 2L R 2001 (Select Identifier), aniR4s A 1) /& ENSEMBL )2 K 4 5 U1 %
ENSEMBL_GENE_ID, List Type i£## Gene List, f/5 i+ Submit List. 55
K2 JE, MMNEFEMME GO Ml KEGG IhAtE £ 04 R .
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JiiEIEH

ZIMAE B R IhiE HEW fE s o 1L FE AL S e Al e (Hu et al. 2020). 5%

25 RIS 1L R IR A e 2 T, Heh LOF B DA 32 28 A 3 5 AR AT A 2K
A o

PN
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