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I-1.

I-2.

I-3.

LI
H#)

CHEIBAT 7 67w 7 74 ) v IBREOHFGON 2B TRE T — 207+ —< v b
2, BEMBESTTLIGEWYED S, COXERDED | H—NEEADO TH—D Y 7
7z TICko T, BIRTEET —xiC, L 7 2803 CEIRER 2 TR 5 2 &
X, BB THEEE o T3, DAY LREHBROMBM O LB TAL%E
IRINAEET 2 720113, EHENBAT 7 L7 a7 74 ) v ZREICE T 286 T2
T—RD— M7+ =~y PEEDDLIEHBMETH S,

KERHT, CRENBAT 2 47 u 774 ) v IBREIC X > THRONEIETRET — X0
—H7e 7+ —~<v b, CATS (XA /7 LRAEFEHE(L, cancer genomic test
standardized) 7+ —~= v F DILERZ MR L 2 &R CH 2, CATS 74— v F DT —
X+ AF—=<(F, JSONEFE 7 7 4 v "schema.json” ICX o TERINTEY, KERT
ZZNEMEHT D,

FHOHEIRUTCH 3, QRENBAT 7 5707740 v 7 RE 21T 5 RESHSE L.
CATS 74—~y FICT, C-CAT O X 5 ZaMirss RIEHBEB ~BIZ T R2E 7 — X 2k
T2, MEMSREFIEREIZ. CATS 74—~y F CERINEG TR E T — 2L,
BRR 7 — 2 S I L C. M & 7 280 EA PR FERAT T2 52, K71 —~<v
FCIEETRET -2 ENRE T 5, BKT— 21k, HioBF AL TIREI LT
THRESEIIN S 2 & ARG B W20, R E Lk,

FHRE

o MEMITIE : MEAMEL O URBNBAT ) L7077 4 ) v 7REDEIRT
BT 2%, T, WEE»OEIRT — 2 22 L., BDAFERR—Z2%FHL T,
2 DBIETEF M & 7 2 B0 I X CERRGRERIG IR Z 3R 3 2 8B,
& LT, C-CAT,

o MEMEEITRE  WENARAY /) L7774 ) v IREOE A~ DB FRE T — &
1T R & 7x 2GR CERIREABRIG IR ASHLGT 1 & 7= F 8, filé LT, C-CAT i
HfR. MEMETIRE L 3840, MEBRRREE X, MEXHLRITT 2 &
ROWEE.

®  DAHGFAN— R HBADBIZTEF I, Bl & 7r 2 WIS W R % BEE A T 72
7T —2~_X—2Z, fl& LT, C-CAT CKDB (cancer knowledge database) %> OncoKB
(Chakravarty et al, 2017, JCO Precision Oncology),

WS IT oW T



I-4.

® WIH:JSON DBl /s 5 L &, MHDIHH

o (R MERRERE I W CEACERABRER CHLT oz b MEXEOBR
ARG H ONED L 0 KIS W ORERIFERE ORE 2 & o 5 AlREN 2 H - 7=
V35, ANHEREDIAH

7 7 A VIER

® X¥a—F :UTF8
® x47:JSON

® HLiRT :json



11 C-CAT iclH o HIE
I1-1. 7 7 4 L DENTHE

CIEIBAT 7 570774 ) v BB 2 EETRET — 213, BASHE%E2 S C-CAT
~. CATS (cancer genomic test standardized) 7+ —~%v M TEMNT Z2H4ERH Y £,

II-2. AJ1D#ipH

T — X WE DB ER S B T RE (shortVariant, copyNumberAlteration, rearrangement,
otherBiomarker) 75, CATS 74—~y F ~DANDOXWNRTT, BEEEEZ LN EETREE
FAN LB TFE v, AN SNIGRIETRFEICH L, C-CAT HEMRICHN T 20 LRwv
X, #%ib3 2 %2 ("reported”) ZIEET ST & TEINTE T,

B3, KGRFIMHIC & 2 R FREOEMIIATI L, 2o, C-CAT #FERME~NHT S L5l
ThEw,

1I-3. BFEAW

o (TEHEHHBRANERDOIHHTHY, TELZLTANLTLEI Y, IVEATLTWE
(&, C-CAT &R BRICHE T X V%  DEFICHREBRERAFINE N, Wit
DREARRIWMEF L L VXML T C-CAT HEMHROBEL LV EE o720 T 2 A[RetEs &
hEd, 7. BEORD C-CAT FAEMRCld 7z L 2HHI N TR TH, FEkofcfl
HEh, X% oERB TG INEA[REERH Y 5,

& T XWHIPHERINELECOERLRTEFE%Z (12ih3 2 "reported”: false DB THE D&
T), TEZRFELML T I, 25 Thve, MEXLOMEHRREEO 7 + —~
v bRk D o 1256, BMAESICHGLEE LY, HAEIC X o Tid C-CAT #EH
RO 2720 T 2 A[REERH Y £ 7

1n-4. iF

SIHHWNT C-CAT I oEEEHEIZ, X | IccdH LT T,



III. metaData X 7
A 2 EWELEH T D,

schemaVersion ¥ —, referenceGenome % 7', configOptions % 7', comments X 7' 23& ¥

na,
¥ — MRS T — 2l Bz
metaData WZH FT I | AR T—RERKE S

III-1. schemaVersion & —

* - IR 7R i
XA
schemaVersion WZH FHIZER JSON 7 7 4 A DA% — <= 3 v
AL0-9\\.]+$

III-2. referenceGenome X 7

V77 VLYRT 7 LSBT 216z 5L #ls 5.

¥ — WZESAE T — & H Bz
referenceGenome WA A/ V7 7L v R LEHNICEE T % 15

III-2-1. referenceGenome & 7 N D figsi

F— VeSS 7 =& At

ST CERLZY 77 Ly RT
LECH 4 e it —
p&]l ~"GRCh37"

o BEFGHIEME | —GRECh38"
name = Y =) \ .

BiT
N+$
=) 77 LY AT LY
p‘cr’m‘:]‘rI %l . ‘ ‘
o o b HIHGRC (5 LBWay )= T2V Y —
rcRele WIH HFRIH =y en
(ERLERE A 1D %F#HT 5,
ase *pE@-93+$GRC. +$ L .




BH (& 0~N, |name X2 ZICii#kL 720 7 7 L v 27 7 LELY]
descri . Pl D,
ptions S IERFRIA i E3ES X S TIC 2Tk, comments X
A +$) 7' D contents X 7 % S,

I11-2-2. referenceGenome X 7 20 &l

(%5 1. NCBI @ 20 #f51)
"referenceGenome”: {
"name"”: "GRECh37GRCh38.p13",

"pateh—"grcRelease”: "GRCh38.p13",
"descriptions”: [
"Homo sapiens (human) genome assembly GRCh37 (hg19) from Genome Reference
Consortium.”

]

3

(f51] 2. UCSC o 2 #if)
"referenceGenome”: {
"name"”: "hg38Patch11”,
"grcRelease”: "GRCh38.p11",
"descriptions”: [
"GRCh38 Genome Reference Consortium Human Reference 38 (GCA_000001405.22))"

|
b

(5] 3. GDC D Fr k)
"referenceGenome”: {
"name”: "GRCh38.d1.vd1",
"grcRelease"”: "GRCh38",
"descriptions”: [
"Homo sapiens (human) genome assembly GRCh38 (hg38) from GPC, GRCh38.d1.vd1"

|
b

III-3. configOptions & 7
C-CAT CKDB @ & 5 a3 AHFER—R L D=y F v 7, C-CAT fAEMHRD L 5 it
T RERE ~ i 2 filfHl 3 2 % 77

WH | T—X .
% 7 1
e | m

F 7Y | BAHEHR— R D~y F v e, RERRETERE~DE

configOptions | {Fi= e e e 4 .
=7 b | BUCBES 2 Hl R ER £ 7




I11-3-1. H-3-1——configOptions & 7' N Dfi#aH

* —

AZESEE

7 — S

B

typeLabelsInte
rpretedAsKbA

mplification

B (= &
I~4, 37
51l
[ERA]

DA — 21T B 1) % "amplification” (2 & —#
HiE) & LRI ns, SR 0BG T
BT~
ROFER D> HFR (I CcEEAA]D)

- "copyNumberAlterationType: amplification"

- "copyNumberAlterationType: gain"

- "copyNumberAlterationType: duplication"
- "rearrangementType: duplication"

(7 7 # v b : "copyNumberAlteration Type:
amplification", "copyNumberAlterationType:

gain", "copyNumberAlterationType: duplication")

typeLabelsInte
rpretedAsKbL

0SS

(55

gl

BeH (R &
1~3, XF
20))
[ER]

BAFRR — R 2B 5 "oss” (2 v —Fd) &
LT n s, MESHMEHOELEFREE 7~
N,
R OFER D O FIR (AP CHEEAN])

- "copyNumberAlterationType: loss"

- "copyNumberAlterationType: deletion”

+ "copyNumberAlterationType: homozygous
deletion"

+ "rearrangementType: deletion"

(77 # v b : "copyNumberAlteration Type: loss".
"copyNumberAlterationType: deletion",
"copyNumberAlterationType: homozygous

deletion")

typeLabelsInte
rpretedAsKbG

eneFusion

ied (R &
1~8, XF
%))
[ERR]

DA~ — R BT % "geneFusion” GE {1l
#) L LTHRE NS, MESHER OB T %7
7~

R OEPRE D> & FH (LA A CHEEAA])

- "rearrangementType: gene fusion”

- "rearrangementType: gene fusion and frameshift
gemefustonvariant”

- "rearrangementType: bidirectional gene fusion"

- "rearrangementType: duplication"

+ "rearrangementType: tandem duplication"

- "rearrangementType: deletion"

+ "rearrangementType: inversion"

10




+ "rearrangementType: truncation”

- "rearrangementType: other"

(77 # v b : "rearrangementType: gene fusion",
"rearrangementType: gene fusion and frameshift

genefustonvariant”, "rearrangementType:
bidirectional gene fusion")

2RI T U VSRS R O B il IR E ~ D fg
1T 7\ (true) $55E 23 A BE

hideAlleleFreq R . .
(=3 7= OKAEGRHEIPH O TEERICBI L Cit. ¥ — BR % EE

e F7 740 b RHHT 55, false 27T 5.
(57 4 1 b false)

hideCnaValue 591 7=l 7 & ROTRRIRICRIL i
hideAlleleFrequency % 7" & [H] L,

HideMsiValue - - ~A 73T 74 PALEE (MSD HfEicBl
L. k&g hideAlleleFrequency % 7" L[ L,

hideTmbValue 5= 7 — LAl WREACE AT (TMB) BiIRIL L
hideAlleleFrequency % 7" & [H] L,

hideLohValue i 5 ~7 gAMoL (LOH) ¥fEicBiL., ki

hideAlleleFrequency % 7 & [A L,

I11-3-2. H-3-2—configOptions & 2" 5C#f

(f51)
"configOptions”: {

"hideTmbValue”: true,

"hidelLohValue”: true,

"typelLabelsInterpretedAsKbAmplification”: [
"copyNumberAlterationType: amplification”,
"copyNumberAlterationType: gain”,
"copyNumberAlterationType: duplication”

]y

"typelLabelsInterpretedAskbLoss”: [
"copyNumberAlterationType: loss”,
"copyNumberAlterationType: deletion”,
"rearrangementType: deletion”

])

"typelLabelsInterpretedAsKbGeneFusion”: [
"rearrangementType: gene fusion"”,
"rearrangementType: gene fusion and frameshift gene—fusienvariant”,
"rearrangementType: bidirectional gene fusion”

]

}
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[I-4. comments X 7"
JBn T (variants), ¥4 4~ — 7 — (otherBiomarkers), sequencing sample ¥
(sequencingSamples) I35 2 X v + ZFl#T 5, itemlds ¥—& a X v bE AND
contents ¥ =& E N5,

¥ — MRS 7 — & B!
Fesl (& 0 .
s | A MEREN £ T,
comments A= ~N. &7 | o —
. BN DK/ A 7Y 27 Mig—EHTHDH T &,
)

[I-4-1. H-4-t——comments & 2" N D fi#ai

N I
eSS
BB (variants), N4 4~ — 77 — (otherBiomarkers).
Bcsl (& X | sequencing sample |&#R (sequencingSamples) ® itemld (##X
0~N, 3 | 7, HEEA]) 2R,
itemIds el T4 JEFI RO a X v 25#H T 254, itemlds DR X130 &
IEHERE | 375,
A +$) Xitemld ZFC#K L 72%6. C-CAT FAEM R~ B I A
N
?ﬂjﬁ%)‘i itemlId iICXf 9% 2 X v F ONEA,
contents | 4 51 A, R E 7 I HARRE, SISO o 8T =2 — NI
I, FBHSCEITE B0 256 3B 0 EER THIF TR
IERIFRHL -
#,
r.+9)

MI-4-2. H-4-2—comments & 2 ¢ &kl

(f51)
"comments”: [
{
"itemIds": [],
TitemlIdsfcdl D & X 00 GG IdRELE~Da X v P 2K T,
"contents": [

"Amplification of the FGFR1 gene is observed in 5 to 20% of squamous cell
carcinomas, and it has been reported that FGFR1 is sensitive to FGFR inhibitors in
vitro."”,

"FGFR2 and FGFR3 gene activating mutations and FGFR3 gene fusions have been
reported one after another, and their frequency is low at around 3%, but therapeutic
effects with FGFR inhibitors are expected.”

12




TEIAICS T2 & ® 25613, B0 EHRE LTHIF Cidid %,
]
})
{
"itemIds": [
"variant-1"
TRPEOZBBHFERICN T 2 a X v P 2id# T 25613, R DOitemldZil#li 3 5,
]y
"contents”: [
"TSC1 functions independently of TSC2 and mTORC1.”
]
})
{
"itemIds": [

"variant-1",

"variant-5"

T HEEOZREBHAERICONT 2 a X v P 2id# T 25613, EEOitemldZil# T 5,
]7
"contents”: [

"Although CP4 T cell percentage in Tscl-/- mice was not strongly affected by Bim
deficiency in vivo, TCR-mediated apoptosis of Tscl1-/- Bcl2l11-/- double knockout Cb4 T
cells was less pronounced compared with that of Tsc1-/- cells. (Kai Yang et al.)”

]
}
]
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IV. testlnfo % 7

AR Z GLHE T 5,
¥ — IAZEE SR T =2 i
testInfo VA E r7 : =7 ARG HREN % 7
IV-1. testInfo &% 7' D s
¥ — MRS 7 — 1 G|
pEZ
testld WA EHEE: | RERHCHEAT 2EE0 ID
r+$
BRECHEMNT 2 ko2 GbE,
- "tumor-only": JEERIKED B TN 21T > T
556
. - "tumor and matched-normal": JEEM{E & IEH
testType AE i%ﬂ BEomECHERL w54
LR - "tumor-only (cell-free)": &1 7 Y —F{KD &
TT 21T > T 256
- "tumor (cell-free) and matched-normal": v
7V —ffR L IEEBRIROMECHEAL CWw 255
softwareNam S B
. £ IERFRIE L7287y 7 by =74
n.+3
softwareVersi " SR softwareName ICFL#E L 72V 7 P 7 =2 T D=
on (RS ERESR |
" 43
S| R L 72 ViR £ o
panelName WA IERIRHL - MERMIE S LT AR 2 CHEDT
e i3, HATC C-CAT CEMFHKD Z &,
pEZ
panelVersion W T4AEH | panelName ICE# L 2 A MRED S — Y 3 v
" 43

IV-2. testInfo & 27" ZC#k{¥l

(1)

"testInfo": {

"testId": "12345678901231900001",

"testType": "tumor and matched-normal”,

14




"softwareName”: "variant caller A",
"softwareVersion”: "ver.1.2",
"panelName”: "Multi-gene Panel A",
"panelVersion”: "ver.1.03-00"

15



V.  variants £ 7
B N2 BETRE 2T 5, shortVariants % 7', copyNumberAlterations & 7',

rearrangements X 7 B3 & E N5,

I —

P

—xm

Bl

variants

(S5

Fd7 7 b

TRERREN 27

V-1. shortVariants & 2
1 R EHEEY o A RE, REEFHFAL EOMEREZEHT 5,
¥— | RAELMHE | T L]
hortV B (F & 1~ | 1A RSO A LRI, RIELFHARE
shortVa
, =) N. 7Yz | OFBREHN X 7.
riants C. .
7 b) W o/A 7Tz Fid—BETHBZ L,
V-1-1. shortVariants % 7N D fiftsk
* AT 2
- 7 i
Stk ’
2zl
_— i f%? R THHICH Y T 1D,
item W .
Eﬂﬁf BN EO I CH BT b,
A.+
pEZl
chromosome WA IERRH - YA %5
*[a-zA-Z0-
9_\\-1+$
- AR DRI T T AT
ES t-based 2%‘ '% {/}itéﬂ\ I“@’*%}E{i
B, WBEEDRIATEICIE 1-based JFEFE
SR L. VCFv4.3 Iht» CEd#Ed
%, (Gi#EplE LT VCFv4.3 O page
13icharroic, VrrL v xRN
position A R atCga, ZZHHEH A at-ga, V7 7LV
AMGEFED C DHTED 3 DI,
"position": 2, "referenceAllele": "TC",
"alternateAllele": "T" & Kidd %, &b
DY . "referenceAllele" 1V 7 7 L
v AL "alternateAllele" 328 BT E
I, )

16




V7 7L v AR,
dclctiuu\ msertron VCF V4.3_0CﬁEO

TR T 5, (L AatdVEeFv43il

referenceAllele AR Ei;;f; : e hﬁd position © page 3=
S F5tE—iiiH % S REA S atCga—t
ATACGTNI+$ e
ST at-ga—o W referemcehttete’s
FC attermateAttete -T2 3Kad 5
o
22 R AL,
detetions—msertion £ VCF v4.3 IZf€ >
TRe#l s %, (7=t
ye2il 1% _E & position DA% S, >
alternateAllele W | IEHER FIA - TLAUED=ALT - TL L
A[ACGTN\\*1+$ | X, Hl® shortVariants % 7 DEFH L L
THTCRL#k T %, % DFE. comments
X TICNRD itemld &~ F - T Lv
THDEELHT 5,
alternateAlleleFrequency WA e ZEA T U AHERE (0~1 D #iBH)
totalReadDepth & B ATt (Ml 1)
alternateAlleleReadDepth & B 28 SR FE o0 SRR T (B IMiE 1)
BEASttoWMGEICHHIN TS E
RFEEDXA T,
ROfED HIFER L CTELHEL,
- "SNV"
. N - . "inser.tion"
variantType = (AT . "delfauon"
- "delins"
+ "indel"
- "MNV"
X EFLLAAN D 2 4 TR T 256
3. C-CAT IC B
REILZFEY) DIEH,
FF(RE:1 | B4 7Y 27 MiE EThHB T
transcripts M| ~N, 7Y | L.
=7 F) (—oDH\IEFITH L, —2> oK
HEY, )
A HR G PEY) ID % FLdR (141 NM_000368.4),
transcriptld W | TFHEE IEfEMED 72, sub-number (@ 7RT
AM\\sT+s | THRER) &0 D L iR RS

17




2, AvExR—=—VY =y JTHEBOLED
7= OEEEREY) ID 3L L 72 WA I
"transcriptld": null & FCHE T SH L D
A,

BLEREY) ID IS 27— 2 R— 24,
RD 22065 RT 5,

e - "RefSeq"
%
transcriptDatabaseName | 4478 - - "Ensembl"
[ER] : .
transcriptld 2% null DEE 1%,
" transcriptDatabaseName": null & Fl#
ERR- R TN
LT R=2D =V 3 vER
X4 iﬂi
iptDatabaseVersion | -7 : }
transcriptDatabaseVersion | f IE*E?%? SCGOHAE B AT . C-CAT A8
A . +
o=V avEHINS,
REXLOMEF M I LTV H
L% GBI il 5) % sl
X s N
o BIRTFHREFEL R EE
geneSymbol W | IEHIFRBL -
CM\\sT46 "geneSymbol": null & Fl#L,
A A +
> ['TERT promoter| ® X 5 ic, Ba#Eff
FoNEETHRHENIEIATIT 5,
BE D,
. S8 7 LY EF LA & o6
= X?‘ﬁ” no,n M =} non
strand TE=E (AT +" A & OB A",
U transcriptld 7% null DA 1.
"strand": null LT B T L b A],
BESTOWEFICHHI LTS
DNA L ~LToZfb% qd#,
el HGVS ICHEMLL 72 3Rl I 2,
cdsChange M| FHEH AvEx—v ==y 75T RNA
~+$ a—FanhwEaiE, nr L)
7w/ v a—7 4 v B ORTESL
i) null &332 & HAEE,
mEAttoWMEFICEHBMIN T 4
SCFH Vo7 L L TORALE R,
aminoAcidsChange W | TFHEE HGVS ICHEHLL 7= KL HESE S N B,
~Lt+$ RIS <7 I (LA e i

AlE. null &3228 b A[HE,
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calculatedEffects

£

FeF (R 10

~N. X541

BRI
AL+$)

“splicing_variant” 7z &', $5EEY) LoD
ZEE () O % Sequence
Ontology TiC# T 5,

snpEff » — L d [Effect (Sequence
Ontology) | *°. annovar Y — /L O
VCF [Func.refGene ] 1243 2 1H
H, annovar Tl%. User Guide, Gene-
based Annotation @ Output file 1
(refSeq gene annotation) (Zf#EFI23H
b, HUEXIHH DMEE% Sequence
Ontology ICZHaC% 2,

BeHlloo 1 2R Ico % 1 HEEZEID 4T
%,

ACH D& CFHE—HETH D T &,

testMethod

WA

P2l
[EHR]

1% 5 N 7= BHIFSR 2 DNA Bk sk s
RNA #fA 12k 2> & Gl #l,

- "DNA-seq": DNA # {4 H1k

- "RNA-seq": RNA Ak

variantOrigin

=

3
[EE R

ASHH G > > 2B il e % 571 Hh o 2 7 B
#,

XC-CAT Tl AHe Bk 2 A B
NERAN R T, R T 2 D3 A AR~
—ADNREEZ T2, ANH7E0
Bk, Meliine i () ORI~
—APMER I NG,

- "somatic": AR HHR

- "germline": AEFHEAMNE R 5 Hik

- "likely somatic": SR IC 13 IS D A
DRAEICE T, Rillfahsk e PR
n256 XEMnZER (BE) OH
W —ADMEH I N D,

- "likely germline": #IR ) 1 | fES5S D A
DIREIC BT, AJEMI RS &
TN GE  XAEEMERYZE R

(BH) OHERR—AMER I 5,

reported

A

LR

WESthOMERMREREE. 72132
MICHES 2 HE T ICRCil T e’ C
B 50855, True DEE. HAHEA
— A% ffi o L FRA T 21T 5,
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V-1-2. shortVariants Z 27 20 &y

(f5l 1. SNV D Zo# M)
{
"itemId”: "variant-1",
TitemIdiC i3 S BT EEICH L, MESHMEEO XTI %K S,
"chromosome”: "9",
"position”: 135781005,
"referenceAllele”: "C”,
"alternateAllele”: "G",
T "position" & "referenceAllele", "alternateAllele"|ZVCF v4.3D v — L IZHiE > Catdl 3 5,

"alternateAlleleFrequency”: 0.54,
"alternateAlleleReadbepth”: 108,
"totalReadbepth”: 200,
"variantType": "SNV",
"transcripts”: [

{
"transcriptId”: ""NM_000368.4",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "TSC1",
"cdsChange"”": "c.1960C>G",
"aminoAcidsChange"”: "p.Q654E",
"calculatedEffects”: [

"missense_variant”

]

}

]’

"testMethod”: "DNA-seq”,
"variantOrigin”: "somatic”,
"reported”: true

(] 2. insertion @ Z# )

{

"itemId”: "variant-2",
"chromosome”: "8",
"position": 37553560,
"referenceAllele": "A",
"alternateAllele"”: "AAGCGGC”,

"alternateAlleleFrequency”: 0.4953,
"alternateAlleleReadbepth”: 368,
"totalReadPepth”: 743,
"variantType": "insertion”,
"transcripts”: [

{
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"transcriptId”: ""NM_025069.2",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "ZNF703",

"cdsChange"”: "c.63_64insAGCGGC",
"aminoAcidsChange': "G21_G22insSG"

}
1,
"testMethod”: "DNA-seq”,
"variantOrigin"”: "somatic”,
"reported”: true
}

(5] 3. deletion @ L&)
{

"itemId"”: "variant-3",
"chromosome”: "1",
"position”: 27097751,
"referenceAllele”: "TC",
"alternateAllele”: "T",

"alternateAlleleFrequency”: 0.12,
"alternateAlleleReadbepth”: 32,
"totalReadbepth”: 266,
"variantType”: "deletion"”,
"transcripts”: {
"transcriptId”: "ENST00000324856.13",
"transcriptbatabaseName": "Ensembl”,
"transcriptbatabaseVersion": "v99",
"geneSymbol"”: "ARIDTA",
"cdsChange"”: "c.3340delC"”,
"aminoAcidsChange"”: "p.P1115fs*46",
"calculatedEffects”: [
"frameshift_variant”

]

Iy

"testMethod”: "DNA-seq”,
"variantOrigin": "somatic",
"reported”: true

}

(141 4. delins @ Gt #H1)

{
"itemId”: "variant-4",
"chromosome”: "1",
"position”: 26696982,
"referenceAllele”": "GC",
"alternateAllele”": "TT",
"alternateAlleleFrequency”: 0.25,
"alternateAlleleReadbepth”: 52,
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"totalReadPepth”: 524,

"variantType": "delins",

"transcripts”: {

"transcriptId”: ""NM_007294.4",
"transcriptbatabaseName”": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol"”: "BRCA1",

"cdsChange"”": "c.579_580delinsTT",
"aminoAcidsChange": "p.E193_P194delinsbS”

3,
"testMethod”: "BNA-seq",
"variantOrigin”: "somatic”,
"reported”: true
3

(51 5. TERT promoter @ gC#kfl)
{

"itemId": "variant-5",

"chromosome”: "5",

"position”: 1295113,

"referenceAllele”: "G",

"alternateAllele”: "A",

"alternateAlleleFrequency”: 0.163,

"alternateAlleleReadbepth”: 15.9,

"totalReadbepth”: 92,

"variantType": "SNV",

"transcripts”: {

"transcriptId”: "ENSTQQ000310581.9",

"transcriptbatabaseName”: "Ensembl”,

"transcriptbatabaseVersion”: "Release 99",

"geneSymbol”: "TERT",

"cdsChange”: "n.1295113C>T",

"aminoAcidsChange": null,

"calculatedEffects”: [
"TF_binding_site_variant”

]
3
"testMethod”: "DNA-seq”,
"variantOrigin": "somatic",
"reported”: true
}

V-2. copyNumberAlterations % 7
itz a v —HEFICBEL CRlilT 227 Th %,

O\

*— WS | T2 At
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R (R 1

o v BREEN X S,

copyNumberAlterations £ ~N., *7 . »
R BAo&EA 7y =7 VI —EBThb T L,
/A
V-2-1. 1¥-2-t—copyNumberAlterations % 7N D figii
¥ — WIREE | T— A
=5 i o
_— v | e, |EFRISCHD 55 D,
item WZH :
Eﬂﬁf B T RO X TH S T b
A . +
&l
chromosome PR TR IEBLEAL - Pett R
*[a-zA-Z70-
9_\\-1+%
startPosition = B etk E O BLAAIE (1-based 1€ X 2 Fidk)
endPosition = B Pt iR o700 (1-based 1T X % 5C#K)
a v —HURE o HIEE & AL,
value, unit ® 2 2D F — B A+ 7Y
fedl) (= & e .
0~N. o+ 7 F OEH, unit 237 B{ED 2 DL
copyNumberMetrics = o X y & 2561, EX 2U B0l cE
N
b) %
A oF{ A7 227 bPii—ETHBC
&
value MR BdE a v — B o WIE fE
HIEE value D HAfT,
HAT 1R 2 53R AT HE,
- "absolute copy number": #fiff 2 v —#
- "fold-change": IEHRAICHNT3 2 fEE
Wik (BE#{bdnz) FHUEE O
. o p&El - "log2 fold-change": “fold-change” ®
unit WA -
LER] | log2 Z2f
- "fraction-of-gene": JHIiE X L7z EnT
I D 9 b a v —HEAL L =5EE oH
Ao
Xz oftto i 23T 2581k, F
AiC C-CAT 12 BEFHE,
MES MG T ICEIHE L 72 2 v —%#(5%
copyNumberAlterationT o XA . o ;F - :
M\;E - . ﬁ@ 5? /f 7 o
ype [ER]

K> HiER L TELk.
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- "amplification"

- "gain"

- "duplication”

* "loss"

- "deletion”

» "homozygous deletion”

- "neutral"

X ERLLMN D £ 4 TRER T 5 54511,
FHTIC C-CAT I B,

Hea (R
: . I~N, = . . .
transcripts WA . shortVariants % 7N D fifdi % 2
VA4
)
pEZ|
transcriptld = F#1Z3 « | shortVariants & "N D g % S
*[*\\s]+$
shortVariants 2 "IN D fiai % S,
transcriptDatabaseNa " pE=l ) 1 "
= (et transcriptld Z A1 L 2856, AEE D A
me EIRF -
= 11T B
=%l
transcriptDatabaseVer . Sl . . N
. (RS E#iZ8 : | shortVariants % 7' N D fifan & i1
sion . g
pERl
geneSymbol W E#IZH | shortVariants % 7"N D fifiai % it
AL \\s1+$
pEZ
strand = . shortVariants &% 7N D fifai % M
[ :
pezl
cdsChange =3 E#ZH : | shortVariants X 7' N O fifEh % S8
A .
XA
aminoAcidsChange (R E#ZH : | shortVariants X 7' N D fifih % S8
A
Bl (K
X 10~
calculatedEffects = N. XF¥| | shortVariants &% 7' N D e % 211
IEAIERHT
A+$)
testMethod WA A shortVariants % 27"\ @ figai % 2 i
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[EHR]
X . .
variantOrigin (=) - shortVariants & 7" D figghi % 2
[ERA]
reported sl 7 — WA | shortVariants & 7N O figit % 28

V-2-2. 1V=2-2—copyNumberAlterations & 7 50 #i

(f51)

{
"itemId": "variant-9",
"chromosome”: "1",

"startPosition”: 8921059,
"endPosition"”: 8939151,
"copyNumberMetrics”: [

{
"value”: 0.2309,
"unit”: "fold-change”
}}
{
"value": -2.1147,
"unit”: "log2 fold-change”
}
]}

"copyNumberAlterationType”: "loss”,
"transcripts”: [

{
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "ENO1"

}

]’

"testMethod”: "DNA-seq”,

"variantOrigin": "somatic",

"reported”: false

V-3. rearrangements X 7'

ELFRG, B5E. RuRE, Uik Lol FHERo Rz i#ls 5,

¥ — WA SA: 7 — & B!
BeAl(RX 1~ | ‘ )
. R AR T ARSI ERN &2 7.
rearrangements HF= N. #7v = ] o »
» 1) MDA T 27 Pid—ETHDHZ &,
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V-3-1. 1¥=3-t—rearrangements & 2 N D figqit
¥ — IR | T2 EILE!
. - EE;Q |t 48 D,
/A . +; —REFINT—EDOXFITH B L,
R (F if@‘f{f:%ﬁff%)ﬂi@ 2007 L —7 LY
breakends A 2, A7V - . .
) BlofA+7Y 27 Pid—EHThb
.
XA
chromosome WA IERLERHL - Petafkk s
*[a-zA-Z0-
9_\\-1+%
startPosition WA B REM ORI based 1= £ 2750
#)
endPosition WA R REMEDH TR based 1= 5 550
)
ZHARCY] EOFEE R b 7z & ¥,
PIEEATIE Ry Rl oA & fEE L T
2 %613 "upstream”, YERAE T CHY
AL TWw 55413 downstream”
. . " XA | BB RGP 2 Ofth o K
matePiecelLocation T ‘
[#R] | (“rearrangementType”: “other”) D&
2. BT DZECDIEIRD -0,
TS L S HERET B,
FEAH 72 B0EH 13 #2aR TVII-2.
matePiecelLocation | %0,
totalReadCount (E) B s s e Lotk
TL—JIVFLLCOZEREMT L
alternateAlleleFreque i o FARE (0~1 D H#ipH)
ncy TL—=7 TV FZLILT VASHE RG]
B 7 fiZil#ld %,
Fesl (R
transcripts A 1;1\1; j shortVariants &% 7N D fig5i % 2
)
transcriptld (RE=3 XFH | shortVariants & 7N D fifa % i
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IEAFRI

ALAM\\s]+$
hortVariants % 7" N D figgi % i,
transcriptDatabas . &l ot 2‘11’1211‘1 ’ fF}
N = et transcriptld Z A1 L 28556, AREE D
eName R ,
= AN EHESET 5.
=%l
transcriptDatabas . X . . )
) = FHiZH : | shortVariants X 7' N DG % S
eVersion
rt$
pEZ|
geneSymbol A FHiZH : | shortVariants X 7' N DG % S
ALA\\s]+$
pEZ|
strand E9S) . X shortVariants % 7N D fi#ai % 28
iR :
pEZ|
cdsChange (E9=3 IEHIKIL ¢ | shortVariants % 7' N D figii % 2
~+$
=%l
aminoAcidsChang . X . R )
= F#IFHE | shortVariants % 7N D fifai % it
¢ rt$
fesl (R
T 10~
calculatedEffects (E9=3 N. 3CF41 | shortVariants & 7' N D figi % 218
IERIFH
r.+$)
EEFEERIC BT T L -V F
¥ 7 CEIEFHDORE T HERFEH Y
T,
transcripts ICFC#EL L 72 geneSymbol
. BEOIEANICEDbET"-" TOk
A | T
X0 o 728 21F. geneSymbol A, B 1Tk}
. N | Ly A BT LR, B ARG i &
genePairs B} N. X541
T - 2856, "A-B" £FERT,
U KA ASIES — AR O, Z 0 ST
AN\ +$)

THEWMBMK I NG, KR T DFLH D
WA 1Z, geneSymbol D=7, #E
FROERE VWD D L LTfbh,
BIETADNEF 72 L =T THIFER — A
BRFEIND,
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KA2 7% BT 5 (2,
matePieceLocation DFLEA 72\ ) B
X, geneSymbol D H bW 5 <7 BEfF
L CHEBEINE T4, BmELM<
HlE L 72w Eik, ["A-B", "B-A", "C-
B"] @ X5 ICRHEH T X v,

B D& CFHIE—ETh 2 T L,

7)) LEHD 2 o0 7L —2 v FD

=y 7|
N . f%? Rl A & 7= B,
insertedSequence = :
“ IEBLIL: ) s n e BB e L e oA i
*[ACGTN]+$ -
null Z5#H T 5,
supportingReadCount (§9=3 B PR—F U=
totalReadCount = I “rat U — P
e PP S L C o BRI T LV
FE(0~1 D #ipH)
IternateAlleleF (5=} Bl _ .
AremmateAfieeTTequene * 1 2 0 BfETFR L LCEISIL 22 (%
LT 5,
fesl (R
NN RNA-seq 2> 613 b N7 BB DIFHR.
expressionLevelMetrics = B ORA TV 2 i —ETH BT
A 4
& o
M)
value MR BiE B OE
FEHE D HAT,
BLIER D 5 3EIR,
. ”TPM”
X'_._’ﬁu . ”FPKM”
unit wa | | Eew
GERA]
. "RPKM"
. "RPM"
X RS 0 BAL 2 3 2 56 1L,
HETIC C-CAT I ELEAE,
Fes (R . .
0~N. X BE2AL DT 724 4 OEAR T FEHE K
. o D4, Bz X, "EML4-ALK
rearrangementNames (E9=) 74 L
S fusion”,
i 5 RS0 #% XTI —ETh 2 L,
A . +
o XFH | ARG E ICRE L 28 n T
rearrangementType WA - . .
GERK] | ko x4 7,
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R DIER D> & IR,

- "gene fusion"

* "gene fusion and frameshift gere—
fustonvariant”

- "bidirectional gene fusion"

» "duplication"
- "deletion”
" : n
- "inversion
n : n
- "truncation
- "splice variant"

- "tandem duplication"

- "other"
¥ FEA D 2 4 FRFEHT 25E
3. HEjIC C-CAT Ic BEikK,

XA . -
testMethod WA - shortVariants % 27" @ fi#&hi % 2
LERA
pE| . -
variantOrigin (E9S) o shortVariants &% "IN D fig5i % 2
GEHR
reported | 7 — A1 | shortVariants & 7" N O fifii % 2

V-3-2. 1V-3-2—rearrangements & 7 iC#k

(#5] 1. genePairs 3FET 2 56
{
"itemId"”: "variant-13",
"breakends”: [
{
"chromosome”: "2",
"startPosition”: 42510050,
"endPosition”: 42510050,
"matePiecelLocation”: "downstream”,
"transcripts”: [
{
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "EML4"
}
]
})
{
"chromosome": "2",
"startPosition”: 29445240,
"endPosition”: 29445240,
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"matePiecelLocation”: "upstream”,
"transcripts”: [
{
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "ALK"
}
]
}
:Iy
"genePairs”: [
"EML4-ALK"
1,
"supportingReadCount”: 30,
"totalReadCount”: 430,
"alternateAlleleFrequency”: 0.07,
"rearrangementType”: "other"”,
"variantOrigin"”: "somatic”,
"testMethod”: "DNA-seq”,
"reported”: false

Bl2. 7v—2x v P EchARHY — VG TV UVHER RIS 256

{

"itemId”: "variant-13",
"breakends”: [
_t
"chromosome: "2",

"startPosition”: 42510050,
"endPosition”": 42510050,
"matePiecelocation”: "downstream”,
"totalReadCount”: 330,
"alternateAlleleFrequency”: 0.06,
"transcripts”: [

{
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "EML4"
__ 3
_ 1
_ 5
_{
"chromosome”: "2",

"startPosition”: 29445240,
"endPosition": 29445240,
"matePiecelocation”: "upstream”,
"totalReadCount”: 570,
"alternateAlleleFrequency”:0.07,
"transcripts”: [

{

"transcriptbatabaseName”: "RefSeq”,
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"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "ALK"

_ 3
_ 1
_3
1
"genePairs”: [
"EML4-ALK"
1,
"supportingReadCount”: 30,
"rearrangementType”: "other”,
"variantOrigin”: "somatic”,

"testMethod"”: "DNA-seq”,
"reported”: false

(B}

(9] 3. insertedSequence 2SFAET 556

{

"itemId": "variant-14",
"breakends”: [
{

"chromosome”: "14",
"startPosition”: 234567,
"endPosition”: 234567,
"matePiecelLocation”: "downstream”,
"transcripts”: [

{
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: null
}
]
})

{
"chromosome”: "2",
"startPosition”: 321672,
"endPosition": 321672,
"matePiecelLocation”: "upstream”,
"transcripts”: [
{
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "LINC@O1865"
}
]
}
1,
"insertedSequence”: "GTNNNNNCAT”,
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 0.07,
"rearrangementType”: "other"”,
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}

"variantOrigin”: "somatic",
"testMethod”: "BNA-seq",
"reported”: false
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VI. otherBiomarkers % 7'
variants X 7' ICH 2B T BEUND AN < —H —ICBT 2GR E LT 5, BHE. <
A7 BYT T A PALEEMSD, BEEZRAF(TMB), ~7 v Ao k(LOH) @ 3
O ANL F~—h—ITHIEL T WD,

¥ w 7 — X1 it I
- 7 — 2l B

s ’

Fedll (R &

. ( variants X 712 & %8R FRELIN DA F = — A — 1B 51

otherBiomark o | O~N, & . N
| W % 7,
ers A . -
b B & A7y 27 Pi3—EBThHhbHT &,

VI-1. otherBiomarkers Z Z'[N D fi#Ek

DAY -E S . .
¥ — T — 2 H BLE|
# "
= 5|
emld W X NAF=—H—IEHY KT ID,
item WG T B .
Eﬁﬁf N T DX CH B T &,
A . +
T EIANA A~ —h—D XA T,
2 A TR HIFER,
< "TMB": fiEE28 % £ 45 (Tumor Mutation Burden)
N < "MSI": w4 7 u¥ T 7 A4 ARLEHMicro-
) o pE2]l ] .
biomarkerType WA et ] Satellite Instability)
IR - "LOH": ~7 v &M%k (Loss Of
Heterozygosity)
X EREDAN D 2 4 TR T 2861, Faiic C-
CAT 1 BHK,
fiedl (& 0~ ) s
. ) ” . BRERUE & AL,
biomarkerMetrics = N. &7 = ] o .
B o{+ 7y =7 bid—BEThHDT &,
7 b)
R EUE
value Y| L[]
(#5) 5.15
el RRA R E D HAL,
unit WZH IEHIFRH HA IR ENETICX > THRAR S,
AL +$ (%) %
. NA G —Hh — DIRREE R DFEREL D 1R,
tat fEE;d:: K%ﬁ” uh' hn
state = \ - "hi
[ e
 "low
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+ "intermediate”
+ "stable"

- "cannot be determined"

Rk
K ERCLMN ORI & 5 % i3, Al C-
CAT i 25d#&,

BEZFEML 7225, #R2 LN DGEIX. null %

B (R 0~ .,
. B D KD TjettfiEo Bk £ DRI
L . N. X4 . o .
descriptions TE HEHEES L ITIC DO \WTIiE, comments X 7 D
IEHERHL .
contents X 7 %S,

r+$)

X4 B
biomarkerOrigin (E=3 e shortVariants % 7' N D fifai % 28

GERA
reported I 7 — L shortVariants & 7" D figighi % 2

VI-2. otherBiomarkers & 2 2 #45ll

(f51)
"otherBiomarkers”: [
{
"itemId"”: "biomarker-1",

"biomarkerType": "MSI",
"biomarkerMetrics”: [
{
"value”: 5.15,
"unit”: "%"
3,
{
"value": 2,
"unit”: "MSIsensor score"”
}

1,
1A UM IEE R 7 2 AL O(ESEBITFIE T 2 5613, "biomarkerMetrics" & 7' IC FidH| 3%

L9 %,
"state”: "stable"”,
"descriptions”: [

"MSI sensor score 10 points or more was MSI-H, 3 points or more and less than 10
points was indeterminate (MSI-I), and less than 3 points was microsatellite stable
(MSS).”,

"https://www.gi-cancer.net/gi/ronbun/archives/201901-01.html"”

:Iy

"reported”: true
})

{
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"itemId": "biomarker-2",
"biomarkerType”: "TMB",
"biomarkerMetrics”: [
{
"value": 34.5680122,
"unit": "Muts/Mb"
}
1,
"state": "high",
"reported”: true
3,
{
"itemId": "biomarker-3",
"biomarkerType”: "LOH",
"biomarkerMetrics”: [
{
"value'": 24.14,
"unit": "%"
}
1,
"state”: "neutral”,
"reported”: true
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VIIL

compositeBiomarkers & 2

shortVariants % 2 %° copyNumberAlterations X 2, rearrangements X 27 DEZE Z A5 b
#C, HH~v— - BErREEOMAAEDLYE, 3BETFOMERY) OWEREZFIHT

5,
Y E| .

¥ — 7 — A e
S ft '

Feal (&
compositeBio .| O~N, # |HE~—H—DEWREN X 7,
(E9= . R . L
markers T2l |BHOKEAT 7 M —ETHDHI L,
)

VII-1. compositeBiomarkers % 27" D fiFai

INZEES B
*— 7 — xR it B
1t 5
_— o K e — o — 18 b 4 5 ID,
em T PR e gokEch s < L,
A . +
FeA (R & 2~
- N. X5 | AR 75 2857 R (itemld) D FLA,
componentltemIds A i PR -
F#HER: | -EThs I L,
A +$)
I ~ -
FNRE 1~ | e st ot B RS R B A~ = — 8%
=] -
biomarkerNames MR N, X3l ERE 1
ERER: | mao s gensc L,
+$)
AR Z 0~ .,
N (XF“EJ BHE~—H—DFH,
N ¥ . g .
descriptions (§9=3 HHSEEES L SITICD W TlE, comments X 7' ND
IERIFH .
contents X 7 %S,
"+$)
reported WZH 7 — Al shortVariants & 7' D i % 24

VII-2. compositeBiomarkers £ 7 5o #

(f51)
" compositeBiomarkers”: [
{

"itemId": "composite-1",

"componentItemIds”: [
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"variant-14",
"variant-15"
]7
"biomarkerNames”: [
"BRAF-NRG1-ALK fusion”
:l’
"descriptions”: [
"Three genes are fused together to produce the fusion gene BRAF-NRG1-ALK."
]’
"reported”: true

i
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VIII. sequencingSamples & 2
KM —7 v ¥ —I1C X % sequencing sample [ ZL#EH T 5,

IAZEES : .
¥ — T — 28 it
f ]
sequencin o fiFl (& 1~N, * | sequencing sample {HREK X 7.
gSamples - AZEL Y BAlog+7Y =7 P i3—BThdT l,

sequencingSamples % 7 OFH| DR X X, tumorOrNormal Ol 23 EE A (tumor) £ 72 1%
IEH A (normal), testMethod D72 DNA #{A(DNA-seq) ¥ 7z 1Z RNA #{A(RNA-seq)
L35l mRKT4L4TH5,

VIII-1. —sequencingSamples & 27"\ D fi#iH

¥ — MRS | T At A
itemId WAZH o HA® D,
ltem gags T }/ : =t P
Eﬂﬁf I TR Th B T b,
A . +
sequencing sample {5 #H 2 EEAE A (tumor) 2> 1E
T w 1) %> 7% Gk,
tumorOrNormal WAZH X%ﬁj FB K (pormal) ol
LGERA] | - "tumor”
+ "normal"
556 N7 A 52 DNA ks 2> RNA ffg
g2l K> % Gk,
testMethod WAZH X%ﬂ ok Ci
LER] | - "DNA-seq": DNA FfA ik
- "RNA-seq": RNA A& Hik

duplicateReadsPe

P e Bl | EER%)
rcentage
mappedReadsPer " N N

A8 K ~ v vV IR (%)
centage
meanReadDepth (§9= BiE P B HUR
medianReadDept o
) P B | FEEERE o hotefE
Bl (& [avx ] ©oX57k%EbLWDNA 720
suspectedSample - 0~N., 3 | RNA % v 7V fREEZ 0 (AN € A
States . FH)) al)
LERRK] - "contaminated": = ¥ & I O AJFENE

38



- "deaminated": FFPEDNA I B35 F v v D
Wi7 3 7 AL23 8 75 Al RELE

- "fragmentated": (FFPE DNA) Wik {L23uaE
75 Al RETE

- "degraded": (RNA) 7323803 72 vl REME:

VIII-2. -sequencingSamples & 7'z #i {5l

(f51)

"sequencingSamples”: [

{
"itemId"”: "sequence-1",
"tumorOrNormal”: "tumor”,
"testMethod”: "DNA-seq”,
"duplicateReadsPercentage”: 91.52,
"mappedReadsPercentage”: 87.31,
"meanReadbepth”: 247.8,
"medianReadbepth”: 238

} ’

"itemId": "sequence-2",
"tumorOrNormal”: "tumor”,
"testMethod”: "RNA-seq”,
"suspectedSampleStates”: [
"degraded”
]
})
{
"itemId": "sequence-3",
"tumorOrNormal”: "normal”,
"testMethod”: "DNA-seq”
}
]
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IX. {FESHIE
FEHIFICOWTHRT 5,

X=+IX-1. itemId
itemld DffilZ., 77 ANVHNT—ETHDZ L, fHIZ. EEDLFEY,

IX-1-1. ViH-t-t-itemld @ ZC &
itemld 23& 3 24 X N TD itemld D D EHEHF] i D> \WTiRT,

variants X 7'

"itemId”: "variant-1"

"itemId”: "variant-2"

"itemId”: "variant-3"

otherBiomarkers Z 7N

"itemId": "biomarker-1"

"itemId": "biomarker-2"

"itemId": "biomarker-3"

sequencingSamples & 7'

"itemId": "sequence-1"

"itemId"”: "sequence-2"

"itemId": "sequence-3"

compositeBiomarkers % 7'

"itemId"”: "composite-1"

"itemId”: "composite-2"

"itemId"”: "composite-3"

X=2IX-2. matePiecelLocation
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breakends & 7 NICIFIE T % matePiecelocation IZ DWW THEER T 5, Hijle s LT, Gefk
DS WEELH ECYIERALE O T3 D 7 WFT A iR (upstream), FHLSS WIGFTE TR
(downstream) &% 3%,

X OEREEYIECS O LR - TiE 13RS

IX-2-1. WVHH-2-t-matePieceLocation D FC#{
B Of % 25FC VCF JE (v4.3) TOXRBZIZR L7205 matePieceLocation DL
HTEERT,
e BEHER S VCF OHlIZUATO N * 2 XY FOREKESRELEL2DDTH 5:
The Variant Call Format Specification VCF v4.3 and BCF v2.2
https://samtools.github.io/hts-specs/VCFv4.3.pdf

FRE R D1

() 7 7 v v AFCHI DY E O FHbH3E 2 % 5 10)

v

876543 876544

CalmC,
1200000 1200001
2222233 2222234

Chr3 ﬁ— —@

VCF s co it #l:
FRoFNFNoBLEFERED VCFvA.3 It 7208 RD L 5 1ck b, UTHloLE
WZh 5% EROFBFICXIET %,

#CHROM  POS Ib REF ALT QUAL FILTER INFO

1 876544 bnd_V G 12:12000001G 6 PASS SVTYPE=BND
@ 2 1200000 bnd_U A A[1:876544[ 6 PASS SVTYPE=BND

1 876543 bnd_W C C13:2222233] 6 PASS SVTYPE=BND
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®@ 3 2222233 bnd_Y T T11:876543] 6 PASS SVTYPE=BND

2 1200001 bnd_X C [3:2222234[C 6 PASS SVTYPE=BND
3 2222234 bnd_Z G [2:1200001[G 6 PASS SVTYPE=BND

K7+ —=v b TOLHE:

e,
Rtk F S 2 Mok ER» B2 & SRS TR OB IcE E fib > TWw 3 D
T, 7L—27TV FDA 7Y 22 D matePieceLocation DfE |t "downstream" & 72 %,
—J7. BeAET 1llofaR» o R 5 &, Lol oBdsIcE 2Hib > T3 DT,
matePieceLocation Offi{3"upstream" & 72 %,

(D)

"breakends": [

{
"chromosome”: "2",
"startPosition”: 1200000,
"endPosition”: 1200000,
"matePieceLocation”: "downstream

3

n

"chromosome”: "1",
"startPosition”: 876654,
"endPosition”: 876654,
"matePiecelLocation”: "upstream”

}
]
@)
Rtk S 1 llofEamr» 0 B2 &0 SR T i35 O BHNICE Z b > T3 D
T, 7Y =7 } @ matePieceLocation DfilZ "downstream" & 725,
Peta kS 3 HlofE G 2 & R854 b [Ffk 7R © . matePieceLocation DfE X
“downstream” & 7z %,
(H1)
"breakends”: [
{

"chromosome”: "1",
"startPosition”": 876543,
"endPosition”: 876543,
"matePieceLocation”: "downstream”

3
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"chromosome”: "3",
"startPosition”: 2222233,
"endPosition”: 2222233,
"matePiecelLocation”: "downstream”

}
]
I3
RtafhFT 2 MlofE 2O /5 &0 SIREH] BRI ORCHNICE Z fib > T2 D
T, #7Y =z 7 b D matePieceLocation DfEi ¥ "upstream" & 7%,
Pt (A5 3 DFEE 2 O /728546 b A7 © ¢, matePieceLocation DX
“upstream” &7z 5%,
(©)
"breakends": [
{

"chromosome”: "2",
"startPosition”: 1200001,
"endPosition”: 1200001,
"matePiecelLocation”: "upstream”

3

"chromosome”: "3",
"startPosition”: 2222234,
"endPosition”: 2222234,
"matePiecelLocation”: "upstream”

XEX. BHAEE
C-CAT ~V 7T F R
E-Mail: helpdesk_c-cat@ml.res.ncc.go.jp
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