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HZER LS S AN
— AT R g R U B
SIHTULEA :
FAE FHSAMtoolsiE4TSNP T, H ANNOVARFSNP T REE R
SR YL

I3 T 45 RAZ T IResult/Mutation/SNP SCEE e, A3 DLR S
Vcf/*.snp.reformated.vef.gz - SNP Z5 514, vef Chttp://samtools.github.io/hts-specs/VCFv4.2.pdf) #%
=Y
Annotation/*.snp.annovar.hg19_multianno.xls.gz: SNP FIJERE4E R CfF, xIs K4, fif JanT LA
excel 2, EditPlus CCHHHCRR) $TF
*.snp.pathway.xls.gz: SNP A7 s (/) AR B R S5 SRS, xls He s =X, fif s J5 7T BAH excel 2% EditPlus
CCHFBERET) 4THF
snp_function.stat.xls : 3K ZH %A% X AR X 35 I SNP [ H iitas &, xls kg =X
snp_features.xls : FE[KZH E SNP 45455, xls #% 3l

=\ GRMRINA

snp_function.stat.xls

(1) Sample: FEA LK

(2) CDS: A7 4fith Xtk

(3) synonymous_SNP: [f] X 5735

(4) missense_SNP: 45 R4, Fafd A AR, J&TIER LR

(5) stopgain: AE[F] AR, TN MG o S L 4 S8R A7 A A R A &R R T
(6) stoploss: HE[FICRAE, HITHA MBREOELLGE: & 4 5 808 S A7 s b i 28 1B & 2k
(7) unknown: 1 T3R5 R 45 M VR0 2 P 2 5 U R N D BE L 1

(8) intronic: FEFI AN & IX 35

(9) UTR3: R 3UTR X

(10) UTRS: R 5UTR X

(11) splicing: BYYIA7 A1 4bp X35k

(12) ncRNA_exonic: JE4id RNA #h 7 X 45

(13) ncRNA_intronic: JEZmi% RNA P& 1 [X 45
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(14) ncRNA_UTR3: E4ifih RNA ] 3UTR [X 45

(15) ncRNA_UTR5: E%ifih RNA ] 5'UTR [X 45

(16) ncRNA _splicing: JEZwf% RNA 18I D147 £ 4bp X1,
(17) upstream: & ERia A7 & FE 1Kb X3 LLAk

(18) downsteam: 53 bA7 £ FiE 1Kb X LLAR

(19) intergnic: & [X] [A][g [X 35k

(20) Others: HAth [X 5

(21) Total: SNP [¥1.4%

snp_features.xls

(1) Sample: FEAZK

(2) Total: SNP &%

(3) Het: & THHR

(4) Hom: #4fi& AR

(5) transition (ts): BRI

(6) transversion (tv): Bl A

(7) tsltv: T4 A s

(8) dbSNP percentage: dbSNP 1] L4

(9) novel: A# doSNP VEREIHT SNP

(10) novelts: HrH) Rk dbSNP 1R Bl e 6t

(11) novel tv: HTH) R dbSNP 1R Btk it

(12) novel tsftv: 1) 45 FH U LB
*.snp.annovar.hg19_multianno.xls.gz

(1) CHROM: #:ffk

(2) POS: A2y, AL s G AR I a0 B

(3) ID: dbSNP £ ID

(4) REF: Z25 X [N 4 g2 7Y

(5) ALT: FEAKHE R AE 1Y

(6) QUAL: Phred #ritE T BTRA], RORTEIZSAFAERAZ I TRENE: 8BRS, TZRAZ ] RE 1Bk
K #HHJ7%: Phred {fi=-10*log(1-p); P ANFAELFENIMER
(7) FILTER: i3E TAG, iRz AL i 2 A i g2, WkRic oy PASS (2% fF: QUAL=20;
DV=4; MQ=30)

(8) GeneName: F:PRIZFRIARE, H1| HZAL 7 AH K 1) HE A
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(9) Func: XFA8SA7 25 FTAE H X 331 TVERE (exonic, splicing, UTR5, UTRS, intronic, ncRNA_exonic,
ncRNA _intronic, ncRNA_UTR3, ncRNA_UTRS5, ncRNA_splicing, upstream, downstream, intergenic) .
B: 1. exonic B iZH5 coding exonic portion. UTR3 #1 UTR5, {H ANNOVAR JER:45 B/ exonic A
fR3& coding exonic portion. 2. 44— ANAERAL G4 T 2 AR BFERA, HINGEAR, XEeThEgiz iR
MAHHEFE, ZH e S i ThAE2E . Exonic = splicing >ncRNA>> UTR5/UTR3 > intron >
upstream/downstream > intergenic. *4— /MG REEA T—ANEFEF UTR3, AT 57—/ ER UTRS
I, Z5mH "UTR5,UTR3". 24— AR FREAL T — K downstream, ALF 53—~ %: A 1Y
upstream B}, %% " upstream,downstream "

(10) Gene: I ZA FAL AH SIS A (LA DIRERT & Func FIRIEE A A FIH). W% Func Xy
intergenic, HAb 1) H PR ) 55 (R 44

(11) GeneDetail: iR UTR. splicing. ncRNA_splicing B intergenic [X I8 {28 1B L. 24
Func %1 f*J{E A exonic. NcRNA_exonic. intronic. ncRNA_intronic. upstream. downstream.
upstream;downstream. ncRNA_UTR3. ncRNA_UTR5 i}, %A% 24 Func FIIKME A
intergenic I, %A A dist=1366;dist=22344, FEINi1%A8 507 mFE B P 1) 35 R ) P
(12) ExonicFunc: #h & T X ] SNV or InDel 2% & 28# (SNV )48 = 2K A A 5
synonymous_SNV, missense_SNV, stopgain_SNV, stopgloss_ SNV F1 unknown; Indel [1]74%
SR FE frameshift insertion, frameshift deletion, stopgain, stoploss, nonframeshift
insertion, nonframeshift deletion 1 unknown)

(13) AAChange: BlFEFIGERRECE : WAL SAFIE 2R A, WAL S AR 23 AT R 4%
A OR4F5:NM_001005484:exonl:c.Ad421G:p.T141A, - HIRE LK 4 RefSeq (34 ID:
HhEEF4ER: CDNA FRgdERAR(E B B P E RIS L

(14) Gencode27: Gencode 738 (13 K 4 B

(15) wgRna: #:T miRBase 1 snoRNABase, #4854 i AH 1) microRNA F1 snoRNA #1775 %%,
5 H1 microRNA £ snoRNA (1) 3£ [K 4% Fx

(16) cytoband: %A AL S FTAL ISR IX B (FIF Giemas YetaiigZ G 210D . A FAR A7 2T it
ZAXE, LT

(17) targetScanS: UCSC #&fH TargetScanS JHBAE %, EH S E 37 UTR F{R5FH microRNA 4
AL, SRUET TargetScanHuman 5.1 FIFIIISE s AT microRNA IR i, FIil 285 SAK T
microRNA 55 s 2 (B 45 & (M AREHEATHEFT , HESBREERT, Ui microRNA 15 HFE S 45 & ] fe &
TBRAEE R E A . IS H microRNA #E {5 ., — 72 score, 2 IZHERUIIAME, RMLAZ4E G
REMIHEA, DAL, score K, UiHHHEAMAESS, SebrRAEZE G IR REMEE/N, VR HERE I ME ;
—J& Name, FZAEHTiZ¥E A microRNA 4 FK. 40, Score=62;Name=KRAS:miR-181:1, #/R~i%
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FER A2 62, HALT KRAS 21 37 UTR 1, 52 21248 547 s M f¥) microRNA 2 miR-181:1.
FoRiZAE AL ST microRNA (miR-181:1) 7E%E[R KRAS (1137 UTR I45 &0

(18) tfbsConsSites:  FET transfac HiFEEHE A (v7.0), THE T # K F 245 A 00 e NVINRIK R L
X ORSE I, a5 A0 S I IR BIBME R, AL S AE NN ROR B R S o 281045 2
ZAR AL TR AR P i e R85 B AL S AL B RS-, B Name 11 Score. Name & 25 & 07 AL 1)
motif 4 B, iX £& motif BEHS 1 #4 3E RT-iR 51, 111 VSCDPCR3_01, il F —L87F 28 AR 55 2% (4 MSigDB)
RETE A IX AN motif A % 1 R L84 X710 .- Score s %45 & AL U IR 51 70H

(19) genomicSuperDups: A& lliZA8 FA7 52 BT EE A B (segmental duplication) . E& X5
RGN B I8 AE AR S K 2 B BT 7 A1 U R R B, BT DA RE B segmental duplications [AF
St BN A, AR AT RE MRS i 25 I PIME, — & Name, FoRFPRIA 5248 5707 s JT e
X 4 AH AL B A B =& Score, Rox UMM AL A B A — Bk . B an,
Score=0.994828;Name=chr19:60000, ik chr19:60000 FE i BLER %48 A7 s BT e i BEAR AL, 51—
k4 0.994828, i 0~1

(20) Repeat : # & F ol B E L, = E ¥ 5 kI T RepeatMasker 1 B . il w1,
Score=180;Name="1385:(CACCC)n(Simple_repeat)". Score #%7~i% repeat {7t ; Name HiH &k 44
&, —#B45(CACCC)n A& repeat A FR, 55—4) Simple /2 repeat (285, REFEFRELR, BME
W% AR S r T B R P A B 2R FE P Al s IR S8 XIS o B L i, B DA X33 ) 28 ot
AT SEEAN
(21) avsnpl50: iZAF5F7E dbSNP (hRAS 1500 H (1) 1D
(22) cosmic82: cosmic i AH & AU e ()R e
(23) clinvar_20170905: JERAS /5 N RAERZ MBI R R, AR S S EHERIET NCBI 1% 04 :
CLINSIG=non-pathogenic;CLNDBN=not_specified; CLNREVSTAT=single;CLNACC=RCV000116259.1;
CLNDSDB=MedGen;CLNDSDBID=CN169374 . CLINSIG 18348 3 5 76 I PR & S, FTEUE M
unknown, untested, non-pathogenic, probable-non-pathogenic, probable-pathogenic, pathogenic,
drug-response, histocompatibility, other. CLINDBN X325 5307 £ AH S5 % Fk - CLNREVSTAT 4%
Figm AR S B SN, BUEY mult. single. not. exp. prof. CLNACC {48 5 7E CLINVAR
Hds ) accession 5 HIfRA S . CLNDSDB /&% KA B 1A 2 kU5, CLNDSDBID 244
J2E A B 4
(24) gwasCatalognew: GWAS (Genome-wide association studies) 4 22 11 #
(25) 100092015aug_Chinese: %5t T AJEFIALTHRIEAE (2015 4 8 HAMAIRAD HH E A,
TR A b R B R P S5 o B R R
(26) 1000g2015aug_eas: %t T ANFEFALTHRIEEE (2015 4 8 HAMMMIMA) MARLANEET, &%
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S b R B R O A o i R R

(27) 100092015aug_all: %+ T AFE KA (2015 4F 8 HAMKIMRA) KA NREd, 2%
S b SRR R I S A B R S e

(28) esp6500siv2_all: [ ZZ.Cofifi Al LA AF 52 BT A2 72000 7 7% (NHLBI-ESP project, esp6500si_all
Kt e B SNP A8 5 InDel A8 ALY Getafi b iRAR S T A AN, SRAZ I AE (1) & A 5 R A e

(29) EXAC_ALL: ExAC /& Exome Aggregation Consortium FIfii#K, 4 7 60706 T FAMAE KK,
X EAMASRIE T K& disease-specific BF 78 FIREAIBAL 2B 5T, NS I (80™ 5505 BT 5 1) reference set
of allele frequency. H i EXAC ¥ &+ E45 ALL, AFR (African), AMR (Admixed American), EAS
(East Asian), FIN (Finnish), NFE (Non-finnish European), OTH (other), SAS (South Asian), EXAC_ALL
SETRTERTA NBE, 278 S A7 b TR Bl A5 Ao ik (R A e

(30) EXAC_EAS: ff EXAC MIZRIABEF, 12738 A s b AR (1) S A7 Jik R A 22

(31) SIFT: SIFT 7318 (dbNSFP version 3.0), F/xizAL 7 xS & H 55 HIFEI . 125 1T J5 70l 2
SIFT_score A1 SIFT_pred: SIFT_score s& SIFT 70d, Z-{E#/NERTRE “HH 7, KWiZ SNP FHUE
H &5 MBI e OB T Be K. SIFT _pred /2 FNISE &, BUEAN T 8038 Do 91%748 5 [FI g2 2 N &
HFFIRy, XSHR&EATHAE —A SIFT {5, HUR/ME. D: Deleterious (sift<=0.05); T: tolerated
(sift>0.05))

(32) Polyphen2_ HVAR: #If PolyPhen2 %:F HumanVar %45 2 il 1% 28 55 %F 8 1 R 40 s, F T
o {8 IR 38t £ 9 112 BT (AbNSFP version 3.0) . iE 5 | J5 4 % /& Polyphen2_HVAR_score il
Polyphen2_HVAR_pred: Polyphen2_HVAR_score /& PolyPhen 2 73{H, #fEBOKHATRE “HH”, &£
% SNP 338 (1 450 s Th BE SUR I AT RETE K Polyphen2_HVAR_pred S il 5, HUfEy D =l P
g, B (D: Probably damaging (>=0.909), P: possibly damaging (0.447<=pp2_hvar<=0.909); B: benign
(pp2_hvar<=0.446))

(33) Polyphen2 HDIV: I/ PolyPhen2 3&F HumanDiv ## 22 Tl 1% 48 5 %) 25 A 4 i sgm,  Fi T

2% (dbNSFP version 3.0). 35 /i J5 43512 Polyphen2_HDIV_score 11 Polyphen2_HDIV_pred:
Polyphen2_HDIV_score 5& PolyPhen 2 7, #fEEkAHATRE “A %", K% SNP FEUR A 45148
e AR ) ] GE 1K Polyphen2_ HDIV pred J& il 45 %, B> D =% P 5% B (D: Probably damaging
(>=0.957), P: possibly damaging (0.453<=pp2_hdiv<=0.956); B: benign (pp2_hdiv<=0.452)

(34) MutationTaster: MutationTaster Tl 45 % (dbNSFP version3.0), F/~i%28 5% 8 5 41 (K 5400
151154 /& MutationTaster_score 1 MutationTaster_pred: MutationTaster_score f& MutationTaster
HE, BUEN 0-1, AMERK, RoRTgsHE eI 5. MutationTaster_pred s& Tl 25 5, BUE N A
D. N8 P, "A" ("Disease_causing_automatic"); "D" ("Disease_causing"); "N" ("Polymorphism"); "P"
("Polymorphism_automatic").D A1 N & MutationTaster 2 5 score #1743 221145 5%, A F1 P J2 %] score
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gh4 Hotfs S5 31 (5 nonsynonymous SNV 33 stop-gain, 4% T4 A; 4% nonsynonymous
SNV () =ML AERTE HapMap A 45, LT P). HUt/Lid, MutationTaster f17) 24k i
ALK T score i, =4 GHEFEE. Bk, AR D #fJ&ET deleterious.

(35) gerp++gt2: dbNSFP version3.0 H7 () gerp++ - 415 coding variant 7R N T 1R ATA 28 A7 A
F{REsFE, ANNOVAR 37 T gerp++gt2, & GERP++ ZME KT 2 ML 5. FRARSTE AL Mk A28
S, X TEAMEIEBK. HME8E, AR . 8%, GERP++ SMEKT 2 WAL AR IR
frsi, WIRERA ThAE

(36) CADD: CADD s&—#f%} SNV. InDel ) FMHHEATIT LA, EBEZMEERERZR
AL AT D X AR S CRLAE [R) SCORAR AR R SCHRAR (K560 (T REREm, & T 4E 4
P IX AL R hRERZ M . X T SNP, % CADD ZHEHF44 ZERT 10%fF) SNP 45 40, <%/~ CADD
SHEHEAATERT 10%. FATHIE RS B, A 0B, 12517 )5 53 7l /& CADD F1 CADD_Phred; CADD
P REAIUG 3 E, CADD_Phred 2% s I ME: A A, RISV, s CADD_Phred {8/ T 10.
CADD_Phred 4, 10 7K score HEAZ 7ERT 10%, 20 FoRAT 1%, 30 F/nAT 0.1%, Kk, M EHE
SR, AEfRR FORIIMIEZ . 4T SNP, CADD {E# 1 CADD_Phred 43 E>15, (i il %
Fl 10 5% 15; InDel %4 #U{H

(37) NovoDb_WES: fEfARIET ASMEFHEAREE T, %48 507 i b IRAHR B (1 55 137 = R AR

(38) NovoDb_WGS:  {EH AR IEH N A5 DA 0 b, %78 S a5 G Al 5k 1 45 7 5 DR A 2

(39) INFO: A& S8 Aerill (22 5 A kA5 B

(40> FORMAT: HI«: 430 745 A7 B oo B i —41))

GT: ZALmFEFEAL (0 X3 Allele F1 ref #HIF], 1, 2, 355K Allele Fl ref A[F]; 4iF0:
0/0, 1/1; Z+4: 0/1) (Genotype)

PL: HREALIER TR IE O Rt 0/0, 0/1, 1/1 =P pa B fEi /M iskds )

DP: AL AT IR (AGTHE, I T MQ i 255 sl 415 1 st £ )

DV %47 AAES B H AL (KW )5 78 55 B (AT, 198 7 MQ /2y 255 B 4 R ) st i)
SP: H{mLT1E P-value BARME, (H AR ER AT BE A7 7E 5% (i

(41) samplename: F£A[{) FORMAT {5 &, 5 FORMAT %l ——Xf [

(42) Ori_REF: %A s fE VCF 4 REF #IfJ{H. X F InDel, VCF (4 REF HI{H n] AEERA S
REF % f{EA—%, B R ANNOVAR yEBEHS, H beftools norm *f InDel fi7 siidt4T 1
left-normalization, F3{ InDel VERESE R REF Ml ALT EE VCF SCFH ) REF. ALT %

(43) Ori_ALT: 1%ALr7E VCF Ui ALT BUME, BMZAL ST B RAZIEER . FEAFEAN GT
0. 1. 2. .54 "5 /2 ks Ori_REF F1 Ori_ALT XM #4749 5 ¥, 0 F/RER Ori_REF #[F, 1F&/R
Ori_ALT [MEE—FhRALHEIEAY o A SCHE ALT ZURIEXTRL Ori_ALT ZHf—Ay, Hufgeh—8, BN
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i1 ANNOVAR VERRS, H beftools norm %I InDel 47 s3347 1 left-normalization, ‘£ InDel f#] ALT
FITE EE HAE VCF ST o B ) ALT Ji

(44) shared_hom: 7& 24 FI7 kb kA 4liA R FIFEA S H

(45) shared_het: 7E 48147 fAL KA A A RAZIFEAEH

(46) OMIM: W FE /R BB AL o B0 PEVERE, 20 H 5 20 S 7 ) B 2 22k ERTAH 5 () 388 A% 50 44 PR

(47) GWAS_Pubmed_pValue: %45 507 78 A1) GWAS B FLH, S SC T 509 AH DG,
Hoh HAZAL A SCEE R p-value. #2CN: 435 2B pubmedID(p-value)

(48) HGMD_ID_Diseasename: #1255 47 f7E HGMD #0422 (1) 1D, AR AZ AR S A0 2 150 44
Fro #30N: 2543 ID_HGMD(Disease_name)

(49) GO_BP: Gene Ontology %4 [ 1 F¢

(50) GO_CC: Gene Ontology ¥ e V1 B¢

(51) GO_MF: Gene Ontology #¥iFEiER, GO RFENAMETERE, BF T RN A ¥
(Biological Process, BP), #Hfii414> (Cellular Component, CC) F14rFIhfiE (Molecular Function,
MP) HIVERE . 45 AR S 67 s T 2 3 1 o B0 2 R 2 5 1 AR W) 2 Tl B 44 A

(52) KEGG_PATHWAY: 4% J @i Fiike, 45 AR R A G R N 2 55 i A
ES

(53) PID_PATHWAY : it A FLAE IO RV e, 40 H 5738 S o s T A 5 0 AH EL AR T e 42

(54) BIOCARTA_PATHWAY: BIOCARTA ##ia i RE, 45 tH7AR A s B 3L R 2 5 1) 47 118 B A4 R

(55) REACTOME_PATHWAY : A\ ZRAW) 5 [ B S AT 5 18 B8 B v RE . 25 B8 e U E AR 2 5
PRI - 3 B 44 R

*.snp.pathway.xls.gz

(1) CHROM: #:fafk

(2) POS: A2y, AL s G AR a0t o B

(3) ID: dbSNP £ ID

(4) REF: Z253L A A Ak 7Y

(5) ALT: FEARHE K| ZH figi e 7Y

(6) GeneName: ZE[HF LR

(7) Pathway Name: X5 % 4% Fx

(8) Pathway ID: RfEHEE A ID

(9) Pathway Database: X3 % ¥ 22

(10) Pathway Description: X5} i (1) i id

(11> Pathway Link: XT38 #% 1) 9 01 4 £
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