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ASSEMBLY_ GENE_SYM REFERENCE REFERENCE ALTERNATE VARIANT
HGVS CHROMOSOME  START STOP
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<?xml version="1.0"?>
<MGENVAR>

- <STUDY>
<CODE>0</CODE>
<NAME>MGeND</NAME>
<DS_CODE>0</DS_CODE>
<PROJECT_NAME/>
<REVIEW_STATUS>Construction of database system</REVIEW_STATUS>

</STUDY>

- <SUBMITTER>
<TYPE>Representative</TYPE>
<NAME>Yasushi Okuno</NAME>
<PHONE>0757514881</PHONE>
<EMAIL>okuno.yasushi.4c@kyoto-u.ac.jp</EMAIL>
<ROLE>Professor</ROLE>
<ORGANIZATION>Kyoto University</ORGANIZATION>
<STREET>54 Syogoin Kawahara-cho, Sakyo-ku</STREET>
<CITY>Kyoto</CITY>
<PREFECTURE>Kyoto </PREFECTURE>
<COUNTRY>Kyoto</COUNTRY>
<POSTAL_CODE>6068507 </POSTAL_CODE>

</SUBMITTER>

- <ORGANIZATION>
<NAME>Yasushi Okuno</NAME>
<PHONE>0757514881 </PHONE>
<EMAIL>okuno.yasushi.4c@kyoto-u.ac.jp</EMAIL>
<ROLE>Professor</ROLE>
<ORGANIZATION>Kyoto University</ORGANIZATION>
<STREET>54 Syogoin Kawahara-cho, Sakyo-ku</STREET>
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##fileformat=VCFv4.2

##fileDate=20090805

##source=myImputationProgramv3.1l

##reference=file:///seq/references/1000GenomesPilot-NCBI36.fasta
##contig=<ID=20,length=62435964,assembly=B36,md5=f126cdf8abedc7f379d618ff66beb2da, species="Homo sapiens", taxonomy=x>
##phasing=partial

##INFO=<ID=NS,Number=1, Type=Integer,Description="Number of Samples With Data">

##INFO=<ID=DP,Number=1,Type=Integer,Description="Total Depth">

##INFO=<ID=AF,Number=A, Type=Float,Description="Allele Frequency">

##INFO=<ID=AA,Number=1,Type=String,Description="Ancestral Allele">

##INFO=<ID=DB,Number=0, Type=Flag,Description="dbSNP membership, build 129">

##INFO=<ID=H2,Number=0, Type=Flag,Description="HapMap2 membership">

##INFO=<ID=GENE,Number=1, Type=String,Description="Gene Symbol">

##FILTER=<ID=q10,Description="Quality below 10">

##FILTER=<ID=s50,Description="Less than 50% of samples have data">

##FORMAT=<ID=GT,Number=1, Type=String,Description="Genotype">

##FORMAT=<ID=6GQ,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">

##FORMAT=<ID=CS,Number=1, Type=String,Description="Clinical Significance">

##FORMAT=<ID=GS,Number=1, Type=String,Description="Gene Symbol">

##MGEND=<STUDY_CODE="0", STUDY_NAME="MGeND", DS_CODE="0", PROJECT_NAME="MGeND Var", REVIEW_STATUS="Construction of database system">
##MGEND=<SUBMITTER_TYPE="Representative", SUBMITTER_NAME="Yasushi Okuno", SUBMITTER_PHONE="0757514881", SUBMITTER_EMAIL="okuno.yasushi.4c@kyoto-u.ac.jp", SUBMITTER_ROLE="Professor">
##MGEND=<ORGANIZATION="Kyoto University", STREET="54 Syogoin Kawahara-cho, Sakyo-ku", CITY="Kyoto", PREFECTURE="Kyoto", COUNTRY="Kyoto">
##MGEND=<POSTAL_CODE="6068507">

##MGEND=<HOLD_RELEASE="HOLD", RELEASE_DATE="2018/9/10">

##MGEND=<ASSEMBLY_NAME="hg19", ALLELE_ORIGIN="Somatic", ALLELE_ORIGIN_COMMENT="Paired-sample", PLATFORM_TYPE="WES", PLATFORM_NAME="">

##MGEND=<CAPTURE_METHOD="SureSelect", PANEL_NAME="", SOFTWARE_NAME_AND_VERSION="BWA,6GATK,VirScan2", COMMENT="", PRIVATE_COMMENT="">

##MGEND=<CITAION="", CONDITION_ID_TYPE="MedGen", CONDITION_ID_VALUE="40104", CODE_TYPE="", CODE_VALUE="">

##MGEND=<PREFERRED_CONDITION_NAME="Non-small cell lung cancer", RELETED_CONDITION="", ASSERTION_METHOD="", COLLECTION_METHOD="clinical testing", COLLECTION_DATE="2017/11/27">
##MGEND=<SAMPLE_ID="", AFFECTED_STATUS="yes", CLINICAL_FEATURES="", COMMENT_ON_CLINICAL_FEATURES="",6 TISSUE="">

##MGEND=<SEX="Male", AGE_RANGE="60-69", AGE_OF_ONSET_RANGE="60-69">

#CHROM POS ID REF ALT QUAL FILTER INFO FORMAT NAQGGQO1

1 215847775 . C T 50 PASS NS=3;DP=9;AA=G GT:GQ:DP:CS:GS ©/1:35:4:Pathogenic:USH2A

1 241667357 T A 50 PASS NS=3;DP=9;AA=G GT:GQ:DP:CS:GS ©/1:35:4:not provided:FH

3 178936076 C G 50 PASS NS=3;DP=13;AA=T GT:GQ:DP:HQ:CS:GS 0|0:54:7:56,60:n0t provided:PIK3CA

5 112173368 A T 50 PASS NS=3;DP=9;AA=G GT:GQ:DP:CS:GS ©/1:35:4:Pathogenic:APC

6 31639845 C A 29 PASS NS=3;DP=14;AF=0.5;DB;H2 GT:GQ:DP:HQ:CS:GS 0]0:48:1:51,51:Pathogenic:LY6G5B

7 107338528 T G,A 67 PASS NS=2;DP=10;AF=0.333,0.667;AA=T;DB GT:GQ:DP:HQ:CS:GS 1|2:21:6:23,27:0ther:SLC26A4

7 107338537 G T 67 PASS NS=2;DP=10;AF=0.333,0.667;AA=T;DB GT:GQ:DP:HQ:CS:GS 1|2:21:6:23,27:Pathogenic:SLC26A4
12 25398285 C T 47 PASS NS=3;DP=13;AA=T GT:GQ:DP:HQ:CS:GS 0]0:54:7:56,60:Likely benign:KRAS
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oL

NAME

ngl9
ngl9
agl9
ngl9
agl9
ngl9

TBX15
SLCBAl
SLC8AL
RER1
TBX15
SLCBAL

RS_NUMBER HGVS

rs2282322
rs13428519
rs13428519
rs3736330
rs2282322
rs13428519

5) GWASTA—VYWY

CHROMOSO
ME

chrl
chr2
chr2
chrl
chrl
chr2

START

119247524
41279086
41279086

2316935

119247524

41279086

ANNOTATED
REFERENCE_ ALTERNATE EFFECTOR_

END EVIDENCE _FUNCTION

ALLELE _ALLELE GENE

AL_CLASS
119247524 G
41279086 A
41279086 A
2316935 C
119247524 G
41279086 A

- O O >

O >

STAGE

Discovery
Discovery
Replication
Discovery
Discovery

Discovery

GENOTYPIN EFFECT_ALL

G_METHOD

SNP array
SNP array
DigiTag

SNP array
SNP array
SNP array

EoR PR

GENOTYPE_ | GENOTYPE_
COUNTS_FO COUNTS_FO
R_SUB_GRO R_SUB_GRO

UP_1 uP_2
45,9049 16.93.72
987313 648532
54.91,39 31.80.70

32,88,54 11772
16.93.72 79101
64,85,32 154431



HLARAA—YvY b (BEAXSIR)

« ZEFITHRIL HLA allele DSEEIBHR T

« HLA haplotype (IR ETRDFE T,

« JERD Field (L 2~4 field EUFE T,
- Field OR1E (I R]EE

 SERARE I A -V MELUT, UTFO28DHAEULTWNET,
HLAD A —<Xw b1 HLADIBHRZ LocusC & (CsheetZz 3T CaLe 9 2ED
HLAD A —<w ;2 : HHADB¥#kZ 1 sheet(CE EHTEH T DED

« 2BHEEDIZE (. HLAT A =YY MZERLUTIZE0,

c M I T7 AL B LTS IZE0N,
- AU —5ZRAWIEE TEERDIBNFF(ICLDIEDIE

BIJ7AILELTLSIZE0N,

» STUDY_NAME NEICIBE (BT — 5 DRI S HIRr U F 9

- FRATIRER EHLABERIEZZENENBIDSheet(CEEsk U CTWLVZIZEFE T,



HLA B A—<Y b (f#4r5ER)

WA P e

(1) (%2) (%3)

) RRESL, SRALT =2 IEHBOT— %I
Group A& Group BOSEAE DEFR,
o . . BEROEBENEET 5StudyDBAEBEAE A Y £7,
SUB_STUDY_NAME FROY 7B String STUDY_NAME & SUB_STUDY _NAMEDE&E A 1= —2 Th 3
BELRBY T,
DESCRIPTION W o 24 String
PHENOTYPE T/ 84T String
REGION F— ZENE % EHE L 7 #ils, | String
FRAFTIER TYPING_METHOD 2V TEE String
TYPING_ALGORITHM LAY T TLTY R L String
TYPING_KIT ¥y b4 String
SEQUENCING_LIBRARY_| Sequencing Library Strin
STRATEGY Strategy &
PLATFORM BT Sy b 74— L% String BRI LA WRH0EA. Othere &) 27,
PD_IMGT_HLA_VERSION | 'PD-IMGT/HLA version String




HL AR A —YY Db (HLADA—VYY b1)

« J71)LIIxIsxFes (ZOt)L) T
« 2Bt —FRAICERR UTE T A —< W b
X BT —YERICBEERITBICENTEFET,

« HLAE#R sheet (C(X Locus & & (e.g. HLA-A) DIBERZ ECE
« LocusZ EDfz&. sheetZUIATE
* LocusC EDHLAD Bz % sC &
o NS —RUMEHITDOHLAIBIR CTHERK
- BA—IEEDEHE (I AR ERDET,
BRI BIBERIBVESINREFIETS I IC LTI RE,

WA (x1) 2R (x2)

ALLELE 7L String O O
GROUP_A_COUNTS Group ADEEL Integer ) O
GROUP_A FREQUENCY Group ATHE|E Numeric O O
GROUP_B_COUNTS Group BO#E#k Integer A O
SEEER GROUP_B_FREQUENCY Group BTOEI& Numeric A O
P_VALUE pf&E Numeric x @)
ODD_RATIO #F v Xt Numeric O
ODDS_RATIO 95 Cl LOWER o Numeric )
ODDS_RATIO_95_CI_UPPER Ay RUHISHERER Numeric O




= Bl =[S @ @ [~ [ o & [ =

5l) HLADA—YwvY b 1

A B C (] = I3 G H 1

ALLELE GROUP_A COUNTS GROUPAFREQUENCY GROUPBCOUNTS GROUP B FREQUENCY P VALUE ODD_RATIO ODDS_RATIO 95 CLLOWER ODDS_RATIO 85 CLUPPER
A*02:10 0 0 18 0394563788 0011094358
A*02:18 0 0 2 0043840421 03978451
A*24:20 0 0 22 048224463 0004874693
A*26:01 136 8343558282 348 7628233231 0355758118 1102309622 0896372401 1.355559923
A*26.02 1 0061345693 66 1.446733889 3473533E-06 004181781 0005798178 0301547709
A*26.03 36 2208588857 105 2301622096 082889168 08558666428 065373293 1.40583603
A*26.05 0 0 4 0087680842 0231744598
A*30:01 0 0 4 0087680842 0231744398
A*31:01 164 1006134869 378 8307759754 0031676451 123468171 1.018376104 1486955412
A*33.03 118 7235263804 380 8329679865 0164683442 0.858876358 0692880881 1.064639687

Submission | HLA-A | HLA-C | HLA-B | HLA-DRB1 | HLA-DQB1 | HLA-DPBL | @ <



HL AR A —YY D (HLADA—YY h2)

« J7A)LIExIsxHe (ZO)L) TY
c 185 —AYRAICERR U= DA —< WV ~

« HLAIB#R Sheet (CIZELL TV UILBE KXV ZDIEEE# ECE

- HLAD|E#R % 5T &
o 11 TDOA\Y S —RUOEEITOHLADIEHR CTHERK

- FI—IBEEDOEEEEEH (I AT RN FTT,

 SEE I BIBHRNAMRVBEIIMREFTZIT S 2P(CLTLIZE,

Gl

BHEYLT IHH B b1 &=
Gene BT EE String Bz £ THLA-A] @& 5 AR TRET 2,
Allele FLIL String BzIE TA*02:01] O &S BHRTRET 2., (QfieldDRHICREL AL, )
Counts asg Integer
Frequency & Numeric
SARE|EER Sample size H TP A X Integer
7 4 =L RESAlleleDEN B1EFOND 7 4 —IL FEELY H ZDEEEBEELT 2,
- T B2 1$Allelet TA*02:01:01] . fieldh2m A, [A*02:01] & LTEHT 5,
field 74—k Integer £7-. Allelen’ TA*02:01] . fieldn'30IBa, [3fielddF— 2T, 32 HfieldA T Ol
WEHMTT B, CHITEHOTRNE LS,




) HLADA—YWY b 2

1 GENEA IALLELEB ‘COUNTS ‘FREQUEDNCY SAMPLE SIZE  FIELD
2 HLA-A  A*02:01 383 0.110184 3476 2
3 HLA-A  A*02:01:01 383 0.110184 3476 3
4 HLA-A  A*31:01 280 0.0805524 3476 2
5 HLA-A  A*31:01:02 280 0.0805524 3476 3
6 HLA-A  A*26:01 254 0.0730725 3476 2
7 HLA-A  A*26:01:01 254 0.0730725 3476 3
8 HLA-A  A*24:02 1360 0.391254 3476 2
9 HLA-A  A*24:02:01 1356 0.390104 3476 3
10 |HLA-A  A*02:07 116 0.0333717 3476 2
11 |HLA-A  A%02:07:01 116 0.0333717 3476 3




