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PN s 2 AL
— AT R g R U B
SIHTULEA :
FAMEH samtools 17 INDEL 4347, FI ANNOVAR i INDEL FITZhREVERE .
SR YL

ST 45 FAE T IResul/Mutation/INDEL SCfE S, AL DR S0P
Vcf/*.indel.reformated.vef.gz : INDEL 255 3044, vef Chttp://samtools.github.io/hts-specs/VCFv4.2.pdf) %
=Y
Annotation/*.indel.annovar.hg19_multianno.xls.gz: INDEL [{yEFE45 R CE, xls JE4aMg X, % )5 v LA
excel 2§, EditPlus LR $TF
*.indel.pathway.xls.gz: INDEL £ s AR B R 45 B, xIs 4itgal, i 5 7] LA excel B EditPlus
RIS FT7F
indel_function.stat.xls : FERZIMZRAS X _EAF2EA INDEL 4iit4h
indel_features.xls : E[KZH I INDEL f4tit4h

L ERIRLNE

indel_function.stat.xls

(1) Sample: FEA K

(2) CDS: Ah74fith X 15k

(3) frameshift_deletion: %S, FELRAGHE A RHESCR MR MR EE AR 3 1B K fs

(4) frameshift_insertion: F&A44E N, FEEGWMIDE A MSAESCE RN ZIEA KK R 3 REEAE
(5) nonframeshift_deletion: FEFEILERK, AL gmit B H PISAE AT BR: 2 MIBR I EE A 3 BB E
(6) nonframeshift_insertion: AEFEAL4EN, ASCEHuisE H FEHE RN ZIEA KRN 3 (Y BEUAS
(7) stopgain: B[R CRAE, Tl MR BOE SRR IE B 3 B0 S AL AL 7 A — AN & LR B 1
(8) stoploss: LR LHRAZ, HITHEN MIFREOE L & e 5 80L R AL b i 26 BB 7 R

(9) unknown: AR 105 8] 45 4 VR BHE E FA) Aetid : B0I) R A T RE A7 A

(10) intronic: JE BRI Py & X 45k

(11) UTR3: R 3UTR X

(12) UTR5: ZERH SUTR X%k

(13) splicing: B YI47 & 4bp X5
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(14) ncRNA_exonic: JEZwiS RNA #h 5 [X 45
(15) ncRNA_intronic: FEZwA% RNA 7 ¥ [X 4k
(16) ncRNA_UTR3: dE4if4 RNA ] 3UTR [X 15
(17> ncRNA_UTRS5: 4E4if4 RNA ] SUTR [X 15
(18) ncRNA_splicing: dE4ifis RNA FIBI I 55 4bp X35,
(19) upstream: &3 CaG 07 M LIiF 1Kb X3 LLAR
(20) downsteam: %32 AL iR 1Kb X3 LASH
(21) intergnic: K] [a] B& X 45,

(22) Others: HAth [X 5

(23) Total: INDEL ff]& %t

indel_features.xls

(1) Sample: FEAHZHR

(2) total: INDEL %

(3) heterozygote: Z<& T3 [K7

(4) homozygote: #fi& ¥ FEKA

(5) dbSNP percentage: dbSNP 1] L4

(6) novel: AA dbSNP =R 1)3H INDEL % H
*.indel.pathway.xls

(1) CHROM: #:fifk

(2) POS: ABFAL AL, ZAL R YL AR A7 B
(3) ID: dbSNP #:F% ID

(4) REF: Z5 BRI AE 1Y

(5) ALT: FEAIE K 410 HE

(6) GeneName: K4 FK

(7) Pathway Name: 1T i 44 &

(8) Pathway ID: A& (K] 1D

(9) Pathway Database: X3 #5522

(10) Pathway Description: X3 % 54 ik

(11) Pathway Link: A &% (1) W 7T 54
*.indel.annovar.hg19_multianno.xls

(1) CHROM: ¥t fs

(2) POS: BRALRL, %ALY tBAR L B
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(3) ID: dbSNP £ ID

(4) REF: Z25 LK R 1Y

(5) ALT: FEAHE X1 ol 5 7Y

(6) QUAL: Phred brifE NIREE, FoRTEZSAFIERB IR RENE: MR m, AR A] Be MR K
THE 7 Phred {fi=-10*log(1-p); P NRASIELEMIHER

(7) FILTER: 19E TAG, WRZALGH 2T A LIES A, WbRic )y PASS G jEs&fF: QUAL=20; DV
=4; MQ=30)

(8) GeneName: FERZFRIAFE, F1| HHZAL 7 AH K 1) HE A

(9) Func: X728 A AP AE B X 833471 Cexonic, splicing, UTR5, UTR3, intronic, ncRNA_exonic,
ncRNA _intronic, ncRNA_UTR3, ncRNA_UTR5, ncRNA_splicing, upstream, downstream, intergenic). 151 :
1.exonic M iZfL$% coding exonic portion.UTR3 il UTR5, {H ANNOVAR 73845 3 exonic H /% coding
exonic portion. 2. 4 —NARA AL T 2B B SRR, HIJREARE, XLeDhReiz AR H AT,
Z 5 AR St B O Th A 25 AL . Exonic = splicing >ncRNA>> UTR5/UTR3 > intron >
upstream/downstream > intergenic. *4—/N8 R BEAL T-— MR ) UTR3, AL T 55— A& ) UTRS B,
ZHVEH"UTRS,UTR3" . 24— N8 g BEAL T — AN &R downstream,  SUAL T 55 —/NEKIY upstream K,
iZ 4% H" upstream,downstream "

(10) Gene: I HiZAR A7 LA R FEFA (LB RER & Func BIRIESEARA M. Wk Func A
intergenic, HAb 1) H PR ) 25 (R 44

(11) GeneDetail: & UTR. splicing. ncRNA_splicing Z¥ intergenic [X 3% )25 4t . 24 Func
5| #1185 N exonic. ncRNA_exonic. intronic. ncRNA_intronic. upstream. downstream .
upstream;downstream. ncRNA_UTR3. ncRNA_UTR5 i, %4 N4 24 Func H{E N
intergenic I, %A dist=1366;dist=22344, FEINi1%A8 T mFE B P 1) 35 DR ) P
(12) ExonicFunc: #MZF-[X ] SNV or InDel 22 525 BY(SNV (148 7 R A0 45 synonymous_SNV,
missense_SNV, stopgain_SNV, stopgloss_ SNV £l unknown; Indel [£)48 5257045 frameshift
insertion, frameshift deletion, stopgain, stoploss, nonframeshift insertion, nonframeshift deletion
1 unknown)

(13) AAChange: BRFEEFIZ IR : WIHIAN SAFEZ AT, WA SRR 2 TR X
— i OR4F5:NM_001005484:exon1:c.A421G:p.T141A, 7 HICFRIERN 4 RefSeq HHIE A ID: 48
T4 CONA P RAEE: EATRERRLER

(14) Gencode27: Gencode yEB 13 [K 4% B

(15) wgRna: Z£7 miRBase 1 snoRNABase, %f48 A7 s A1) microRNA Hl snoRNA HEATIER, 45t
microRNA F1 snoRNA 155 K] 4 F1
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(16) cytoband: %3 RAL TR G A IX Bt (R Giemas G tLSAG R ). a0 RAR A7 s 1d 24>
X B, FRMEER:

(17) targetScanS: UCSC #2fit TargetScanS J1: R 2, FErp Gl & 7E 37 UTR HH RS microRNA 454
f7 50, K5 T TargetScanHuman 5.1 TR0 45 2R s 1 ECAE T microRNA [RIHE £, Tl 45 R AKHE microRNA
B R NG SBEEEATH R, HEBEERT, U9 microRNA 558 ) 45 5 B0AT B /2 SERR A7 AE 5
o HeTZE H microRNA FE RS S, —2 score, EiZHE e, B EEGRGEHEY, Bk,
score B K, UHIHEABEESS, SCPRRAZE ST RN, EE A HEFRE: —& Name, 21EH
FAZH 5 ¥ microRNA 478, 1, Score=62;Name=KRAS:miR-181:1, F/RiZ%HE M/ ME 2 62, HAL
T KRAS R 3" UTR o, R FZERFAL LI microRNA J& miR-181:1. FRiZA& AL ML T
microRNA (miR-181:1) 7EA:[H KRAS 173" UTR L& &0 s

(18) tfbsConsSites: J&T transfac JFFERE (v7.0), 15 HTA SR T45 G0 e NI/ BRUOR B EET
RS ME, AEE S AR B MER B RE R, AL FAE NN RIR B P ORSF o 125148 2 iz AL
SO FTTE AR P e e R P 25 AL AL B RS E,  BD Name 1 Score. Name & 4547 £ A0 1¥) motif 4
PR, iXEe motif REME L LA iR %], 1t VSCDPCR3_01, FJH—LefELkiR%5 2% (fn MSigDB) fEus 2
WX motif BESSHIIRLL LK A 1R ; Score f&iZ 45 & A AR <1 73

(19) genomicSuperDups: il 1% AL pi & S0 T EE B (segmental duplication) w1, =& XIS
D E AL AR 5 K 2 B T PR A U BRI B, T LARE R 5] segmental duplications (738 5 7 21
TN, IR AT RER B PH A, Ao 2R HPIAME, —J2 Name, FRIRFEFIAF 51%748 Je A7 s e X U L)
FrBUOAIE; 52 Score, Fon MU Bt Fr 81— 8k #illn, Score=0.994828;Name=chr19:60000,
7 chr19:60000 FIT{E Fr BUbRiZ AR s s BT e Fr BORIEL, 1741 — ik Dy 0.994828, Vi 0~1

(20) Repeat : H B F Fl i B fFE B, =KX P ¥ Kk J T RepeatMasker £ B . # w1,

Score=180;Name="1385:(CACCC)n(Simple_repeat)". Score £ ~iZ% repeat [K)7>fE: Name HP§#E2> 14 %,

—#B4r(CACCC)n J2 repeat 4 F%, % —#4) Simple /& repeat 1255, REATREE, MEHZER
AL T ECE B A AR R TP A b SRS XIS B I EERT B %, BT DA X ) A8 S o7 s Pl SEME AN i
(21) avsnpl50: iZAFF7E dbSNP (hRAS 1500 Hf) 1D

(22) cosmic82: cosmic iR AH IC AR S HHis e (1) R

(23) clinvar_20170905: ERAZ R 5 N RKM@EZ MR R, IHKE I RIE T NCBI #%X8:

CLINSIG=non-pathogenic;CLNDBN=not_specified;CLNREVSTAT=single;CLNACC=RCV000116259.1;CL

NDSDB=MedGen;CLNDSDBID=CN169374. CLINSIG fXFA4 74 mrEIG AR R L, ATHUEA unknown,
untested, non-pathogenic, probable-non-pathogenic, probable-pathogenic, pathogenic, drug-response,
histocompatibility, other. CLINDBN X34 -7 fUAH ¢ 150 4 R . CLNREVSTAT AR 1Z K I IR(S B 1)
AT ML, BUEN mult. single. not. exp. prof. CLNACC {25 2 7E CLINVAR %3 % /) accession
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SHIRRA S . CLNDSDB el Kk 2 8 Pe kUi, CLNDSDBID /2 $u#hs Fe i 4

(24) gwasCatalognew: GWAS (Genome-wide association studies) %5 & i3 B¢

(25) 100092015aug_Chinese: %3t T AZEFATHRIHEHE (2015 4 8 A AMMMCA) W EA#H, %
A AT s b RAR T 1) S A e PRI AR

(26) 1000g2015aug_eas: 23T AFERZTHRIEHE (2015 4 8 HAMMIRA) AR AFEF, %4707
s AR B R P S A i R A R

(27> 1000g2015aug_all: % T NFEFIHTHRIEAE (2015 4 8 H AMfIAD WA ANBEd, % RAL
s R il R P A oy i PR R

(28) esp6500siv2_all: [E Z.Cofifi Al LR A 52 BT 20 220300 /7 7% (NHLBI-ESP project, esp6500si_all %%
e AL SNP A2 5t InDel A2 A1 Y G tafi b A8 5 T A AN, SRAR AR 1 & A 5 R A

(29) EXAC_ALL: EXAC & Exome Aggregation Consortium ffii#5, ¥4 T 60706 4N T5 e MERIEHE, X
LA AR T K & disease-specific BF 7T AR L 221 92, BE W8 A A50™ B2 5 it 9 1Y) reference set of allele
frequency. H il EXAC %z & rh 345 ALL, AFR (African), AMR (Admixed American), EAS (East Asian),
FIN (Finnish), NFE (Non-finnish European), OTH (other), SAS (South Asian). EXAC_ALL s&$g7E A NEE
%A A R R RAR B R I A A R R A

(30) EXAC_EAS: 7E EXAC IR ABEF, 12748 S i b 58 el A2 (1) S5 Aor L DR A%

(31) SIFT: SIFT 73 (dbNSFP version 3.0), FE7xi%4 50t HF AR . 125 51 55 52 SIFT_score
AN SIFT_pred: SIFT_score 5& SIFT 73E, MEB/INEATRE “45 7, K% SNP 2R A 45 s Th Bk
AW ATRENE R SIFT _pred & TINZE R, BUEN T 8i# D. HiZARFN 2 N EAFIIN, X%
EAFHIHE—A SIFT {5, Hii/MAE. D: Deleterious (sift<=0.05); T: tolerated (sift>0.05))

(32) Polyphen2_HVAR: F|ff] PolyPhen2 %&-T HumanVar s J& Fii 1% 48 56k & (A 4 s md, T i
/R A% Wi 12 Wr (dbNSFP version 3.0) . i€ 5 Hi /5 4 il 52 Polyphen2_HVAR_score i
Polyphen2_HVAR_pred: Polyphen2 HVAR_score & PolyPhen 2 73, ${EHIGHATRE “HE”, RiZ
SNP 8K [ 45 M B Ih REC 1 AT RETE K Polyphen2_HVAR _pred J& 745 3, Bl D 5k P 5 B (D:
Probably damaging (>=0.909), P: possibly damaging (0.447<=pp2_hvar<=0.909); B: benign
(pp2_hvar<=0.446))

(33) Polyphen2_HDIV: #H] PolyPhen2 - HumanDiv $fE i Wil 1% 28 S0t & E 51 HI5em, BT 2%
5 9% (dbNSFP version 3.0) . iE 5 8 J&5 43 % 52 Polyphen2_HDIV _score F1 Polyphen2 HDIV pred :
Polyphen2_HDIV_score =& PolyPhen 2 73, HU{EBAHATRE “HE 7, £MiZ SNP FEE Q45 sl 5
B AT BE K s Polyphen2_HDIV_pred J2& Tl 45 3L, BU{E v D 54 P 21 B(D: Probably damaging (>=0.957),
P: possibly damaging (0.453<=pp2_hdiv<=0.956); B: benign (pp2_hdiv<=0.452)

(34) MutationTaster: MutationTaster il 4% 5 (dbNSFP version3.0), 781483 %HE AT F K50 . 25
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A& 7>
HUER 0-1, A fHEK, FosTlZs REnT 5. MutationTaster_pred 2 TMIZE 5, HUEN AL D. N 83

P . "A" ("Disease_causing_automatic); "D" ("Disease_causing™); "N" ("Polymorphism™); "P"

%42 MutationTaster_score F1 MutationTaster_pred: MutationTaster_score & MutationTaster &,

("Polymorphism_automatic”). D F1 N J& MutationTaster 1245 score #:1T 20251455, A Al P J2 ) score
gh & s BRI (R nonsynonymous SNV 53 stop-gain, U4 74 A; @15 nonsynonymous SNV
I =ANFE K FUERE HapMap A 45, AN P). a2, MutationTaster (1) 432545 BAAL MK
#iT score {H, EagAHEEE. B, AR D #JET deleterious.

(35) gerp++gt2: dbNSFP version3.0 H#] gerp++ - €% coding variant FIVERE . N T iEREFTA AL 747 5 1)
fR57PE, ANNOVAR #3 T gerp++gt2, 7 GERP++ ME KT 2 WAL &l BULRSF AL SR AR R, St
TEAMSIER K. MERE, ML . @5, GERP++ ZMEKT 2 FINL s U N FAL A, 7T RE
HA R

(36) CADD: CADD & ffXf SNV, InDel A FHEHATIT A TR, ERAZHMEERIERZ RS
FITRE: AT GRS X AL 5 CELAETR] SCRARFIAR [F] SCRASHIFZMD HITHRERAM, 3k T 44 A% [X 42 5t
(IThRERZ I .. X T SNP, {f CADD ZMEHFATERT 10%01) SNP 25 Hi /0 1H, "%~ CADD /MEHE4 ATE
I 10%. BATHGAERES R, A ER, JE5H1)5 704 CADD At CADD_Phred; CADD 31214670
i, CADD_Phred ¥4 150 18; WA E, BIAVE, #*~ CADD_Phred {6/ T 10. CADD_Phred
A, 10 R score HEATERT 10%, 20 FIRAT 1%, 30 FoRAl 0.1%, Kk, /- EESRE, GBI
TORMAL S Z . BT SNP, CADD {E# &1 CADD_Phred 43 {E>15, SC& Hid s 10 8¢ 15; InDel
BA A
(37) NovoDb_WES: fEifiARIEH NAMNEFHdE T, 1248 FeAr s b R AR B A (1) S5 BE R A 2
(38) NovoDb_WGS: fEi# AR IEH N 4dk KA Ed ey, 1248 7 b TR AR B AL ) S5 Ao ik PRI AR
(39) INFO: A2 ERAFAGHIN A% 7 0 i A5 IS
(40) FORMAT: J“: 70K 135147 BLOS BiA il —51])

GT: ZfrriZEEA (01X Allele Fl ref #H[F, 1, 2, 345U Allele Al ref AN[F]; ZEAI:
0/0, 1/1; Z+4&: 0/1) (Genotype)

PL: FREALEERIBUIME (X RiAkl 0/0, 0/1, 1/1 =FhKE[R A (E bR/ NERET)

DP: AL il IR L (AditH e, SE0E T MQ {B 7y 255 Bl 45 0% A Bont #edie )

DV: AL i AFZH LR 7w (e, 98 7 MQ By 255 B #81R  Bons £t )
SP: W r 1k P-value ARAME, B KBR T B A7 75 B i 17 1k

(41) samplename: F£Zf{) FORMAT {5 K., 5 FORMAT %l ——%f R
(42) Ori_REF: iZ{ fi7F VCF 3+ REF %1115 . X} T InDel, VCF S04+ REF [I1E AT GEER A S {4 REF
TIREA—2, oMM ANNOVAR 7R, F beftools norm Xt InDel £z £ii3E4T T left-normalization,
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SE InDel 45 S0 1) REF AT ALT EL VCF SCR ) REF. ALT 4

(43) Ori_ALT: iZf £i7E VCF U+ ALT ZUMIME, RIZAL SUITA SRR . BAFEAD GT 0.
1. 2. .. 55 Y5 2K HE Ori_REF A1 Ori_ALT X #1745 11, 0 R /~ER Ori_REF #H[H, 1 37~ Ori_ALT
(55— Fh SEAR BRIE AL A SCA ALT #1 fEGF 82 Ori_ALT Bl i — A, {H AT BEAS— 4, B 418 Ff ANNOVAR
VFERERS, H beftools norm Xt InDel 437 53347 T left-normalization, ‘FE( InDel ] ALT 51| {8 b HAF VCF
ST HORE L ALT H

(44) shared_hom: £ 4FI7 s kb kAR 26 RAFIFEA S H

(45) shared_het: 7F 4RIz AL R A A RARIFEARE H

(46) OMIM: o {3 A B PR A e, 405 HH 5730 S5 67 53 T 56 DR R DX ) B 0 42

(47) GWAS_Pubmed_pValue: %25 547 s 7E LA GWAS BFFLH, HMRRS SC 4R T SHORARSCHE, 4
A RAES B P p-value. #308: 705 70 Ff ) pubmedID(p-value)

(48) HGMD_ID_Diseasename: %5 HiiZ48 54 55 4F HGMD i 5 FR i 1D, DA R Z AR S kH 2 509 44 R o
¥ N: 435 i ID_HGMD(Disease_name)

(49) GO_BP: Gene Ontology % e V1B

(50) GO_CC: Gene Ontology %4 e ViR

(51) GO_MF: Gene Ontology ##f i FE, GO A& REPR A2y FE, G4 7 BB A 132 (Biological
Process, BP), #Hfii4l4 (Cellular Component, CC) F14rFIhfiE (Molecular Function, MF) HJ7EFRE.
o H AR S BITE B (R Bl R PR 2 5 1 A 2 i 4

(52) KEGG_PATHWAY: 43t [RH RAREHS AR EAR i RE, 45 1A AL s T 7E 25 R 2 5 ARl % A4 PR
(53) PID_PATHWAY: @ i%AH EAF R PEERe, 45 52 R Ar rU BT E 28 A T A P AR i 44 A

(54) BIOCARTA_PATHWAY: BIOCARTA i FEiERE, 5 AR AL s I fE3E R 2 5 1) 4TIl % 2 K
(55) REACTOME_PATHWAY: AW e N AR 5 il B3O PR, 45 tH A S s T A R 2 5 1
(R EA S
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