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I-1.

I-2.

T ®IC
HrY

CHEBAT 7 67w 7 74 ) v IREOHFEON2BETFRET — 207 —< v b
13 Iaiﬁ‘ﬁ*/*\?i"‘a EWED L, ZOEBRDED, A D FE—D Y 7 b
T TIC Ko T, BIRTFREET—2IC, B L 7 2 BI0EEACERRER 2 ERAA T 2 2 &
N Eﬁ:%‘ &of.%ﬁ}:ﬁoflﬂ%o DAY ) DREBEFER OB O — (L TAL %
RANICEET 2 20113, EENABAT /L 7a 7 74 ) v IBREICE T 5 EE T RE
~ﬂ®%*%ﬁ7ﬁ~vyF%%bé:kﬁﬁﬁﬁﬁéo

RERHE, GRENBAT 7 670774 ) v IREICK > TN GBI FRET — 40
7% 7+ —<v b, CATS (XA /) LREBEHE(L, cancer genomic test
standardized) 7+ —~< v tF DILERZ S L 72 &K CH 2, CATS 74—~ v F DT —
X+ AF—=<(F, JSON EFE7 7 4 "schemajson” IC X > TERINTEHY, KERT
T ZENEREHT 5,

FIFHOMEIILLTCH 2, BIENBRAYT ) L7077 4 ) v 7R 21T 5 RESHE L,
CATS 7 #—~v MicT, C-CAT @ X 5 7l S HBEB ~ 8 s+ 2 7 — X 2kt
T2, BREMSEEREEIZ, CATS 74—~ v b CEHINZEBLRTEE T — 2L,
BRR T — 2 SIS L T, it & 7 280 AL RGO FERT T2 32, K7+ —<v
FCRBETRET -2 20RET 5, BIRT — 213, HEoETIAVTICREINTY
THRESHIZAN S 2 & BHERGATREERE W2, JRE LRV,

H5E

o MEMITIE  MESHEL S UBNBALT ) 67w 7 74 ) v IREOEIET
RET— 2%, £, WEEIORT — 2 2 ZHL ., BPARER—ZA%ZFHL T,
flél 2 DR T EH 1o & 7x 280 HEA B X OERIRGBRIG R 2 JRAT T 3 2 8B,
& LT, C-CAT,
o ﬁ* HRERE  RENABAT , L7 a7 7 4 ) v IRE DML OBIRTRE T — X
VB & 7x 2GR CERIREBRIG SRS T & 7= FH, e L<, C-CAT
E%% BRARRIERGE L3RR . REMRREH X, REEIREITT 2 AR
ROWMEH,
° 75>/u%l]uaﬂc’\-7\ D3 Ao DIEART-FHIT . 5l & 75 B BRGS0 g AR G % B A 1 7
— &=z, flE LT, C-CAT CKDB (gancer knowledge gatahase)’(o OncoKB
(Chakravarty et al, 2017, JCO Precision Oncology),



[-3. RHEFMFICONT

® WH :JSON DH X VD Ed 5 & &, MHDIHH

o (R MERFERE I W CEACHRABRERICHLT oz b MEXEOBR
Al R EH OWNA D L 0 KX W CTRER RN E OREE 2 &0 5 AlREtE» H - 7=
V35, ANHEREDIAH

I-4. 77 4 VG
® Y Fa—F :UTFS8

® %17 :]JSON
® JiiRT ¢ json



II. C-CAT cFrF D HIH

[y

II-1. 7 7 4 L DEHEE

G

G AT 7 570774 ) v BB X 2 8ETRE T — 213, BMASHEE) S C-CAT
~. CATS (gncer genomic test standardized) 7 —< v MCTENMT2LEEH Y £,

II-2. A D&

T — 2 WE DR I N2EBL T RE (shortVariant, copyNumberAlteration, rearrangement,
otherBiomarker) %3, CATS 74—~y F~DASIONRTT, BGHELHE 2 bh 285 TR
AT LEWTFE W, AJE B8R RmECH L, C-CAT #EMEICH T 20 LA0wd
X, $Rikd 2% %7 ("reported”) ZIEET S Z & TIERTE LT,

W3, KGREIPHIC D 2T REOEEIZATI L, 2o, C-CAT FEME~EIT 2L 51l
TR,

1I-3. BFEW

o (TEHHEIANMRESOHEHTHY, TEEZLTANLTLEZI W, XVE L AN LTWEE
&, C-CAT HEMBICH VT L Y% DFEAICEKRABRIGHR AT N kst
OB RREEL LY KWL T C-CAT FAEHKROMEN XV EE o720 T 2 [REHED H
D3, $72, BEDIRD C-CAT fEME TR xBHI N TR TH, FERORKCE
A, X% OERBTGINDAREEDR S Y £ 77

o T —XWHEMIERINEETCOBETRE % (i3 5 "reported”: false DE{RTHHE b &
HT), TELZRUIHBMLTCT I, 29 Thne, RESHOME/REREHEO 7 + —~
v MR E D o 1 5G. RESCHEDEE LD, BAIC X > Tk C-CAT ik
BOMER D 5720 T 206D H Y £ 5,

1I-4. i

FIHHNT C-CAT IcFAOEESIHIL, X IcTid#iiL TwEd,



III. metaData &% 2
A 2EH A LT 5,

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

n3,
*— VYRS 7 — & B!
metaData WA Fd7 7 b ARTF—REK) 2T
III-1. schemaVersion ¥ —
*— WA EES S 7 — 2 B!
pEZl
schemaVersion W TFH T - JSON 77 A VDRF —<EERNN—V a v
AL0-9\\.]+$

III-2. referenceGenome & 7'

V7 7Ly Ry LSBT 2 16 Zl# T %,

¥ — WA 7 —xHl BLE|
referenceGenome WZH FT7V b V7 7L v Ry AEHNCEE 3 5 16

III-2-1. referenceGenome % 7" N D figai
¥ — A EESCE T — 28 EE!
sl AT TR L7Z) 77 L v X7 )
name (5= BRI -
LA ZECH S 5,
~+$
| V7 7L v RT 7 LSO GRC (77 L2
grcRelease PAZE| IERIZRHT 2y —vT7L)V Y =2 ID 2i#T %,
*GRC.+$
M (K& 1 0~ | name X ZICRCE L &Y 7 7 L v X577 LRCH
descriptions (E9=3 N, X Pt
IERIRH fEHSEES X ZITIC DWW T, comments X
AL +$) 7' N D contents X 7" % =Ha,
[11-2-2. referenceGenome % 7 Gt &l
H=2-2:

(5] 1. NCBI @ S0 #fi)




"referenceGenome”: {

"name"”: "GRCh38.p13",

"grcRelease”: "GRCh38.p13",

"descriptions”: [

"Homo sapiens (human) genome assembly GRCh37 (hg19) from Genome Reference

Consortium."”

]

3

(f5] 2. UCSC o ZL#if)
"referenceGenome”: {
"name”: "hg38Patch11"”,
"grcRelease”: "GRCh38.p11",
"descriptions”: [
"GRCh38 Genome Reference Consortium Human Reference 38 (GCA_000001405.22))"
]
}

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

II-3. configOptions & 7
C-CAT CKDB @ & 9 A AK#HR—2 L D~y F v 7%, C-CAT #EMEED X 5 nHd
fiti RAEBE ~ DI 2 HlfHl 5 2 2 77

WH | T—X .
¥ — Sl i i IH

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

configOptions | {1 X e e e ¢ R
=7 b | BICBS B HIEIEHREN X 7,

III-3-1. configOptions & 27" D fiFait

¥ — VeSS 7 — A BILs!




D3 AR~ — 21 1T % "amplification” (2 &' —
R & LUREng, mESHHEROER
THRE T~

R DFERIE A 5FR (BCHIN CEEAT]) ,

fcs (& @ | - "copyNumberAlterationType: amplification"
typeLabelsInte 4 jC: . NumberAl T o
~4, X | - "copyNumberAlterationType: gain
rpretedAsKbA = by : pee o
L $2)) - "copyNumberAlterationType: duplication"
mplification . .
IR - "rearrangementType: duplication”
(77 # v b : "copyNumberAlteration Type:
amplification",
"copyNumberAlterationType: gain",
"copyNumberAlteration Type: duplication")
D3 ARG~ — 2T 31T 3 7loss” (3 & —BiHD)
LTINS, RESHMEH OEEFEE 7
~)b,
R ORI D 5N (BCHIA CEEAT]) ,
- "copyNumberAlterationType: loss"
+ "copyNumberAlterationType: deletion"
AR X . :
typeLabelsInte L35 j{: + "copyNumberAlterationType: homozygous
~ A %
rpretedAsKbL = ;‘J) deletion”
0SS . + "rearrangementType: deletion"
LER] . L,
- "rearrangementType: exon skipping
(77 # v b : "copyNumberAlteration Type:
loss",
"copyNumberAlterationType: deletion",
"copyNumberAlterationType: homozygous
deletion")
D3 AHNFEA — R B 1F % "geneFusion” GEf{n 1l
&) L LTI NG, mEXHEMH OEE TR
7~
ROFERIE D 5N (BLHIN CEEAT]) ,
Be|(F & © | - "rearrangementType: gene fusion”
typeLabelsInte - .
" 1~84, 3% | - "rearrangementType: gene fusion and
rpretedAsKbG (E9=) . : .
] H[) frameshift variant"
eneFusion . . L .
LR - "rearrangementType: bidirectional gene fusion"

" Wanl TN EOPL L 1
rearrangement rypesaupircaton

" . . "

" . "

" T . : "
I1CdT1 dl[gClIlCllL T yPC. ITIVCTTSTOII
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" . "

"rearrangementType: other"

(7 7 # )L b : "rearrangementType: gene fusion",
"rearrangementType: gene fusion and frameshift
variant",

"rearrangementType: bidirectional gene fusion")

typeLabelsInte
rpretedAsKbIn

version

R (R &

DSAHIER N — 21T BT A inversion” (¥ifiz) & L
TR E N5, BMESHEHDOEMLETFEE 7 <
.

1~83, X5

R DEP A oER (BN TEEA)

gl

51)

[EHRE

* "rearrangementType: inversion"

+ "rearrangementType: truncatiton"

- "rearrangementType: other"

(7 7 # )V b : "rearrangementType: inversion")

typeLabelsInte
rpretedAsKbD

eletion

i

FeAl (R &

23 A HIERA~ — AT B 1F % "deletion” (KR) &L
THERI NS, RESHAHOEETFRAE 7

o ARIEH X283 % shortVariants % 71 B 17
% RETld7 <, copyNumberAlterations % 7" &

rearrangements X 7 DX K& KT,

R DEP A oFER (BN TEEA)

- "rearrangementType: deletion”

1~8, 7

+ "rearrangementType: truncation”

51))
[EHRE

- "rearrangementType: splice variant”

- "rearrangementType: exon skipping"

- "rearrangementType: other"

- "copyNumberAlterationType: deletion"

- "copyNumberAlterationType: homozygous

deletion"

- "copyNumberAlterationType: loss"

(7 7 # )L b: "rearrangementType: deletion")

typelLabelsInte
rpretedAsKbD

uplication

FA (R &

D3 AKIFE A~ — 212 1) % "duplication” (FEHE) &

LR E N2, RESHMEHOEETRE 7~

L,

1~86. ¥

RDEPUR A o ER (BN CTEEAH)

=

Gl

51)
e

- "rearrangementType: duplication”

- "rearrangementType: tandem duplication”

- "rearrangementType: other"

- "copyNumberAlterationType: duplication”
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- "copyNumberAlterationType: amplification"

- "copyNumberAlterationType: gain"

(77 # )L b : "rearrangementType: duplication",

"rearrangementType: tandem duplication")

DA~ — 212 BT B truncation” (JEfE) &

LRI N2, RESHMHOELEFRE 7~

Vo

R DRI D ER (BEHINCTEEAA]) .

+ "rearrangementType: truncation”

A (R
typeLabelsInte W - "rearrangementType: deletion”
T ~7. XF
rpretedAsKbT = T) - "rearrangementType: inversion"
runcation N - "rearrangementType: other"
— LER ; : "
- - "copyNumberAlterationType: loss
- "copyNumberAlterationType: deletion”
- "copyNumberAlterationType: homozygous
deletion"
(77 # )L b : "rearrangementType: truncation")
23 A FIEEA~ — R IC I 1F 5 "exon skipping” (=¥ V
YRE) ELTUERI NS, BRESHHHOER
THERE T~
AR ¢ | RoERE D &R (SN CEEARA])
typeLabelsInte - .
- . 1~4, ¢ | - "rearrangementType: exon skipping"
rpretedAsKbE = . .
- 1)) - "rearrangementType: splice variant"
xonSkipping . . i
- [ - "rearrangementType: deletion”
- "rearrangementType: other"
(77 4 )V b : "rearrangement Type: exon
skipping")
D3 A KA~ — 21T $51F % "rearrangement” (FA
i) & LTS 03, AR OS2
W7,
R DFEWRE A 5N (FHIH CEEAT) |
Aedl (R & - "rearrangementType: gene fusion"
typelLabelsInte )
- . 1~817, X | - "rearrangementType: gene fusion and
rpretedAsKbR (= . _ ]
E—— 1) frameshift variant"
earrangement - B L -
- [ERFA] - "rearrangementType: bidirectional gene fusion

- "rearrangementType: duplication”

- "rearrangementType: tandem duplication”

- "rearrangementType: deletion”

* "rearrangementType: inversion"
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" : n
- "rearrangementType: truncation

" M M n
- "rearrangementType: splice variant

- "rearrangementType: exon skipping"

- "rearrangementType: other"

- "copyNumberAlterationType: amplification”

- "copyNumberAlterationType: gain"

- "copyNumberAlterationType: duplication”

- "copyNumberAlterationType: loss"

- "copyNumberAlterationType: deletion”

- "copyNumberAlterationType: homozygous

deletion"

(7 7 # v b : "rearrangementType: other")

hideAlleleFreq

2R BT U OVAEE R O M A R R E A~ 018 E]
Z 1T 7 (true) I5E D3 A fE

= 7 — Al XHEGRHEIFH O HICEI L Tt ¥ —HKZ sl
uenc . -
Y FF7 A b RHRT 20, false RIS 2,
(57 4 1 b false)
av—HEFEMEICEL, k&
hideCnaValue = 7 — Al ) HOR A < B .
hideAlleleFrequency % 27 & A L,
~A7u¥T7 74 PAEEHWE (MSD E{EiC
hideMsiValue = 7 — M . ,T RTEE: ( ) H =
L. _E&C hideAlleleFrequency % 7 & [E L,
dEE A B Em (TMB) #dfiicBaL. L3
hideTmbValue = 7 — 1 H,%k ¢ ) ?5(\‘{[_ .
hideAlleleFrequency % 27 & [A] L,
~TF A5 EDH LOH) ¥f#icBIL. k&
hideLohValue = 7 — 1A petr R ) R

hideAlleleFrequency % 7 & [6 U,

I1I-3-2. configOptions & 7 GC#ifl

(f51)
"configOptions”: {

"hideTmbValue": true,

"hidelLohValue": true,
"typelLabelsInterpretedAsKkbAmplification”

L

"copyNumberAlterationType: amplification”,

"copyNumberAlterationType: gain”,
"copyNumberAlterationType: duplication”

1,

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

1,

12




"typelLabelsInterpretedAskKbGeneFusion”: [
"rearrangementType: gene fusion"”,

"rearrangementType: gene fusion and frameshift variant”,
"rearrangementType: bidirectional gene fusion”

1

"typeLabelsInterpretedAskKbInversion”: [

"rearrangementType: inversion”

1
"typeLabelsInterpretedAskKbbeletion”: [
"rearrangementType: deletion”

]

—
"typelLabelsInterpretedAsKbbuplicationBetetion”: [
"rearrangementType: duplication”,
"rearrangementType: tandem duplication”

1
"typelLabelsInterpretedAsKbTruncation”: [
"rearrangementType: truncation”

|

}
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[11-4. comments & 7
B 75 (variants), ¥4 #~ — 7% — (otherBiomarkers), sequencing sample |&#
(sequencingSamples) ICXf 3% 2 X v b ZFL# T 5, itemlds ¥F— L a XV P2 AND
contents ¥ —2EFEN 5,

¥ — WY EES S 7 — 2 B!
A& 0
e ( .| AV MEREN X S,
comments A= ~N. &7 .
20 B oE A7y 27 PE—BTHE L,
sy

[11-4-1. comments & 7 N fiEsi

* Sl R =51 ]
— T — XA B
St ’

Bin 854 (variants), 24 # < — 71 — (otherBiomarkers).
BeH (R & | sequencing sample {&#(sequencingSamples) ® itemId (#
0~N., X7 | ¥ A, EEIIAA]) ZElH.
itemlds | #%H el JEfl D a X v+ 25T 256, itemlds DR X130 &
IEREH . | 355,

AL+$) Xitemld ZFE L 728546, C-CAT HAEKE~ZEH I

A
(R .
1 ﬁlj\gﬁjc: itemld I3 32XV FDODHA,
o - = o = = P S
Z’E ﬁIJ Eﬁﬁﬂy&i\ %Egi f: 6i Elzlgﬁgc E}EEHXI:P@EKTT:!*— ]~ &j:ﬁ}él‘f
contents | #ZH - - "
I, FPCEATEED AT OEHRTH T T
IEMERE | L
ALK
A.+$)

I11-4-2. comments & 2" 3 #fl

(f51)
"comments”: [
{
"itemIds": [1,
Titemldsfit#| D K 2 200 G & 3B Ek~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.”

14




TEIA I T2 & ® 25613, BV 0oEHRE LTHIFCidid %,
]
})
{
"itemIds": [
"variant-1"
TREOZBBHFERICN T 2 a X v P 2E# T 25613, HRDitemldZil#li 7 5,
]’
"contents"”: [
"TSC1 functions independently of TSC2 and mTORC1."
]
})
{
"itemIds": [

"variant-1",

"variant-5"

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

"Although Cb4 T cell percentage in Tscl-/- mice was not strongly affected by Bim
deficiency in vivo, TCR-mediated apoptosis of Tsc1-/- 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 27

BEEHRE T %,
* — MRS T — & B!
R F*T 2l )
testInfo WZH N EEHREN £ 7
IV-1. testInfo & 7N D fiEs
¥ — MRS 7 — xRl BE|
p&E2l
testld WA EHER | RESECHEMNT 2EED ID
r+$
&M T Ao fHAEDE,
- "tumor-only": JEERIARD B CHEHNT 21T > T
356
- - "tumor and matched-normal": EEME{A & IEH
%
testType WA [t BiEDBRAECHAL T2 5&
BV - "tumor-only (cell-free)": &1 7 Y —H{RD &
TN 21T > T 254
- "tumor (cell-free) and matched-normal": +
7 ) —iik & EERROMRECHEAL Tw 354
fe2]
targetRegi — bed 7 7 A VTERINTWE X —7 v FEIBD
M = IEHIERE ? N = :
Version - N— gV
N+$ E—
IR ESHPED 2 WEStE 272 LTk
testForRefere . R
S — = 7 — LAl Wz, MREMEEZSZEME T 5 080,
nceOnly .
- (F7 #+ b false)
£ p&El
softwareNam ” A
(E9=3 FHEE : |BEHLZEETHTY 7 by 2 T4
e . g
P [ -
softwareVersi . Sl softwareName ICECHE L 72V 7 7 =2 T D=
R} IERIZE .
on a v
A . +$
SCE fEH L 7S A A
panelName WA IERIZE KERBRINE S LTS A N REE CHEDST
AL +$ 1T, FHajic C-CAT £ CEMAED Z &,
p&E2l
panelVersion A E| EHIEE panelName ICFC#E L 72 XA VBRE DN — 3 v
A . +$
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F-31V-2. testInfo & 7" 3 #fl

(f51)

"testInfo”: {

"testId”: "12345678901231900001",
"testType": "tumor and matched-normal”,
"targetRegionVersion”: "target region A",
"testForReferenceOnly”: false,
"softwareName”: "variant caller A",
"softwareVersion”: "ver.1.2",

"panelName”: "Multi-gene Panel A",
"panelVersion”: "ver.1.03-00"
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V. variants X 7'
B X 7B TR 25t 3 %, shortVariants % 7', copyNumberAlterations & 7',

rearrangements X 7 03E £ N5,

¥ — MRS F— 2 Bz
variants = A/ B REBREN L 7

V-1. shortVariants % 2
1 R E RV O A RE, REEFHEAL EOFMELZTLHT 5,
¥ — MRS T — & B!
hortV IR © 1 | 1A AR O ACKRE, RELHEARY
shortVa
] = ~N. #7 | OEREN £ 7,
riants
=7 F) A D& AT 27 P iF—EBETHBI &,
V-1-1. shortVariants & 7' N D figtai
* LA 7 — XKl A
— 7 -
i 3
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_— it | ey, | ST 45 1D,
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IR ey e o wEnes s < L
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"referenceAllele": "TC",
"alternateAllele”: "T" & Kidd 5, Hib
DY . "referenceAllele" 13V 7 7 L
v AHGHE . “alternateAllele" (375 i HE
RS, )
referenceAllele WA P&l V7 7L v RIGHE,
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IERIERH
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LFEEDEA T,
ROfED HIFER L CELHL
LTSNV
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variantType = (AR . "delfanon"
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- "indel"
- "MINV"
X EFLLAAN D 2 4 TR R T 256
3. C-CAT ICEHE
REWEEY) DIFH.
oA 7y 27 PEI—EBTHBC
AR | &,
transcripts W | 1I~N, A7 | XHEA R IE, YAy % Jeil
=7 F) 2 HER LBET Z & ¥ OIREE
YR E i, —oo#HE e
o RFAEGFFEY
HRGEEY) 1D % sl #l (15l NM_000368.4),
EfEED 729, sub-number ( FDIRF
| THGR) &0 5 2 & el T
transcriptld W | IEHER 5, AvEx—Y =y JHEBOERD
AM\sTH$ | 72 DFEREEEY) ID 23FAE L R W IER I,

"transcriptld": null & FEHETE L D
Hl,
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BEEFEY) ID IS0 33 F — &2 X — 24,
RD 20D 6EIRT 3,

. - "RefSeq"
. - P&l ,
transcriptDatabaseName | #7H [t * "Ensembl
U transcriptld 2% null DEE 1%,
" transcriptDatabaseName": null & Gl
T LHAL
FRT 4 R=2DN—=V 3 vEFR
XA i
t iptDatabaseVersi (G953 : .
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A . +
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FoNnBELETFRLENIIATIT S,
LIRCADI
. ST LEY L [E U & o561
. XA 5
strand E=) [t "+ e E DA
T transcriptld 2% null D E 1%,
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DNA L~ ToOZAL % il
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VCF [Func.refGene] IZfH243 218
H. annovar Tl%. User Guide, Gene-
based Annotation @ Output file 1
(refSeq gene annotation) (CfEREA &

h . YFIEHDOHFE% Sequence
Ontology ICE#ATE 2,

Al 1 ERIc>& 1 HEEZHEID 4T
%,

B D& FHE—ETH B T &,

sampleltemldstestiethod

WA

3

sequencing sample 15

(sequencingSamples) @ itemld % &t
i, URAREIBIEINLY v T

IERIERH

WeRT,

A H$SEFH
Bgrt]

A=] v N AN
~J [ =]

ji
57

" "

" n

variantOrigin
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il
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—ZADNREEZ T D, ANH R
e, AR (RH) O~
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- "somatic": AR HHR

- "germline": AEFEHIAE R Hk

- "likely somatic": #1113 S D A
DRAEICE T, (Rillfadsk e PR
n256 XEMaZER (BE) oH
WA= A E NS,

- "likely germline": B ) I (3 S oD A
DIRAIC BT, AdEfa R S Hk &
THINGE  XAEEMERYZE R

(EHE) DHERR—AMEH TIN5,
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7 —

WESthOMEMREREE. 72132
NICHET S F IR I A E R T
b B DED. (Frue DEHE. AR
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V-1-2. shortVariants & 7 s &

(f5l 1. SNV o Zo# M)
{
"itemId”: "variant-1",

TitemIdiC i3fH 2 N2 BIEFREICN L, MESHMEO XTI %R S,

"chromosome”: "9",
"position”: 135781005,
"referenceAllele”": "C",

"alternateAllele”": "G",

T "position" & "referenceAllele", "alternateAllele"|ZVCF v4.3D v — v icfif > CTaddk 3 %,
"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”
]
}
:l ’
"sampleItemIdtestMethod": "sequence-1-tumor-dnabNA-seq”,
"variantOrigin”: "somatic”,
"reported”: true

(9] 2. insertion D ZCEHH)
{
"itemId": "variant-2",
"chromosome”: "8",
"position": 37553560,
"referenceAllele": "A",
"alternateAllele": "AAGCGGC"”,
"alternateAlleleFrequency”: 0.4953,
"alternateAlleleReadbepth”: 368,
"totalReadPepth”: 743,
"variantType": "insertion”,
"transcripts”: [
{
"transcriptId”: ""NM_025069.2",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
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"geneSymbol”: "ZNF703",
"cdsChange”: "c.63_64insAGCGGC",
"aminoAcidsChange"”: "G21_G22insSG"
}
:l)
"sampleItemIdtestMethod": "sequence-1-tumor-dnabNA-seq”,
"variantOrigin”: "somatic”,
"reported”: true

(1] 3. deletion D ECHH)
{
"itemId”: "variant-3",
"chromosome”: "1",
"position": 27097751,
"referenceAllele”: "TC”,
"alternateAllele”": "T",
"alternateAlleleFrequency”: 0.12,
"alternateAlleleReadbepth”: 32,
"totalReadbepth”: 266,
"variantType": "deletion"”,
"transcripts”: {
"transcriptId”: "ENST0Q0000324856.13",
"transcriptbatabaseName”: "Ensembl”,
"transcriptbatabaseVersion": "v99",
"geneSymbol"”: "ARIDTA",
"cdsChange": "c.3340delC"”,
"aminoAcidsChange"”: "p.P1115fs*46",
"calculatedEffects”: [
"frameshift_variant”
]
}y
"sampleltemldtestMethod": "sequence-3-normal-dnabNA-seq",
"variantOrigin”: "somatic”,
"reported”: true

(5] 4. delins @ sC &)
{
"itemId": "variant-4",
"chromosome”: "1",
"position”: 26696982,
"referenceAllele”: "GC",
"alternateAllele”: "TT",
"alternateAlleleFrequency”: .25,
"alternateAlleleReadbepth”: 52,
"totalReadbepth”: 524,
"variantType"”: "delins”,
"transcripts”: {
"transcriptId”: ""NM_007294.4",

23




"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol": "BRCA1",

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

3
"sampleItemIdtestMethod": "sequence-1-tumor-dnabNA-seq”,
"variantOrigin"”: "somatic”,

"reported”: true

(51 5. TERT promoter D at#k{)
{

"itemId”: "variant-5",
"chromosome”: "5",
"position”: 1295113,
"referenceAllele”": "G",
"alternateAllele”: "A",
"alternateAlleleFrequency”: 0.163,
"alternateAlleleReadbepth”: 15.9,
"totalReadbepth”: 92,
"variantType": "SNV",
"transcripts”: {
"transcriptId”: "ENST0Q0000310581.9",
"transcriptbatabaseName”: "Ensembl”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "TERT",
"cdsChange”: "n.1295113C>T",
"aminoAcidsChange": null,
"calculatedEffects”: [
"TF_binding_site_variant”
]
})
"sampleItemIdtestMethod": "sequence-1-tumor-dnabNA-seq”,
"variantOrigin”: "somatic”,
"reported”: true

V-2. copyNumberAlterations & 2
i e e a v —BEFICHL TRllid2 27 Th 2,

*— WS | T 2R At
Fsl (R &
| N b e
copyNumberAlterations = I~N, *+7 N -
G2 b) Ao &A 7Y =7 ME—HTHD I L,
v T

V-2-1.  copyNumberAlterations % 7" O fi#ii
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. - f% f I agrracny u<s D,
item A :
R epregokETs B < L,
A . +
pEZ
chromosome (§9=3 IERERAL : Qi F T
*[a-zA-Z0~
9_\\-1+$
startPosition (§=3 B Qutufk b oRRALE (1-based 1€ X 5 GCH)
endPosition (§9=) B Pettiff E & T A28 (1-based 1T X % Fodk)
a v — AR O HIEAE & AT,
value, unit ® 2 2D F =D o547V
I ZI[E=3 s R
= = 7 F OEH], unit 23827 B{HD 2 DL
copyNumberMetrics (§9=) N _ﬂ— o L& 25612, B 2 U Loy cE
. Y
sy |
I
WA D&EATY =7 ME—EHTH DT
&
value W ¥l 2 v —HEE OWEE
HIE A value D HAT,
B IER D> & 3R AT RE,
- "absolute copy number": #fiff 2 v —#
- "fold-change": IEHRAICHNT3 2 fEE
ko (LI N7z) GEHUEE O
) . pezl - "log2 fold-change": “fold-change” ®
unit WZH -
[EIRA] | log2 ZHf
- "fraction-of-gene": JHiE X L7z EnT
FHD 5 b 3 v — L 7 O H]
=
KZ DB 2T 2 561CiE. F
Aific C-CAT ICZHHER,
AR FICFLH L 72 2 v — 5
HoRA T,
R HIER L CTRLH
) . + "amplification"
copyNumberAlterationT R pEZ )
Y E et - "gain"
ype [ER | e
- "duplication
. UIOSS"
- "deletion"

* "homozygous deletion”
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- "neutral”
X ESEUA D 2 4 TERGRAT 28561
AT C-CAT I ELHEAR,
Bl (K
) . =R ) . .
transcripts W — | shortVariants % 7' D figai % S8
N, &7
=7 F)
pEZ
transcriptld (5SS E#I%H | shortVariants % 7' N D fifan % 21t
*[*\\s]+$
_ . shortVariants % 7' IN @ fig&hi % S,
transcriptDatabaseNa " XA )
T= A transcriptld Z AJJ L7286, AEHHEH D A
me EF -
= %S B
=yl
transcriptDatabaseVer . S . . N
‘ = E#IZH | shortVariants X 7' D fifiai % i
sion . v
pEZ
geneSymbol WA F#IZH] « | shortVariants % "N D g & S
*[*\\s]+$
pEZ
strand = ] ) shortVariants & 7N D figai % 28
] ’
A
cdsChange A=t FHFEH shortVariants % 7' N fiftghi % 218
rt$
pERl
aminoAcidsChange (=3 1E##3 : | shortVariants % 7' D fiF3i % M
rt$
[ ZI[€=3
X0~
calculatedEffects TE N. XFF| | shortVariants % 7N D fi#ai % 218
IERIZRHT
r.+$)
XA
leltemIdstestMetho IERIRE .,
Z}amp& WIE W shortVariants % "N D fiftahi % 2218
.
A .
variantOrigin (E=3 e o shortVariants & 7' N D figai % 218
[ER]
reported sl 7 — A | shortVariants & 7N D figii % 228
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V-2-2. copyNumberAlterations % 7 C#

(f51)

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

"startPosition”: 8921059,
"endPosition”: 8939151,
"copyNumberMetrics”: [
{
"value": 0.2309,
"unit”: "fold-change”
})
{
"value": -2.1147,
"unit”: "log2 fold-change”
}
]7
"copyNumberAlterationType”: "loss”,
"transcripts”: [

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

3

:l?

"sampleItemIdtestMethod": "sequence-1-tumor-dnabNA-seq”,
"variantOrigin”: "somatic”,
"reported”: false

V-3. rearrangements X 7'

BIRTALG. BE. RuRE Wik & OBIRF-HEROHRZILEHT 5,

¥ — e 7= A
BAf(Rx =1 | . .
= .| BIETERERIEREN £ 7,
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s ) WA o&A 7Y =7 ME—HEThB I L,
€I
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e VRAN | 72 ]
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_— v | e |METRIECHD 55 D,
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fiﬁ%f IO AT B B T kL
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] ) ” p&E2l BLTFRELE S Z Dfth o FRERK
matePieceLocation TE .
[#RA] | (“rearrangementType”: “other”) D&
X, IEWER T 7 2ELOBIED 729,
GlELT S L mm L T S,
S 7R BRI ek [VII-2.
matePieceLocation | % %4,
7=z P LTORE) —F
totalReadCount = B . -
.
TL—27xV P LTORRIT L
alternateAlleleFreque BAFE(0~1 D H#ipH)
T e | . :
ncy TL—7 TV FIEILT VARG
BL7EZEET 5,
hesl (&
. i . . -
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=7 F)
p&l
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eName FER T _
= A ZHESES 3.,
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P&l

transcriptDatabas . .
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*[*\\s]+$
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XA
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transcripts ERt#it7=? geneSymbol
il L 2R & 2 ofiddl % 7 HFRICEE
2, v—geneSymbol [IHEE DNAST A&
AR | e CE#iL, —EET 5, e
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2 | RiCH 2546, "B
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]
ERFEHT S,

KD AHNFER — AREBORE, T DITH
BB I NG, KX 7 DFCH LM
WA Z, geneSymbol O R 7 IF—HRE
HROE#RE VD DL LTfbi,
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matePrecebocatiomr Pt i r)—54
%, geneSymbol D BH 6 5 <7 HEfT

p={ {3

L CREINE T8, MEBEEMH <
HIEH L 72 a3,
AR BA B
“orderedGenePairs”: [

(A", "B

(B, ")

["C", "B"]
]
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(7 % F:null)
FHIR % control UEH) Bk HERALL
< Control - Sy | (a0 MR HRIRL 7
B — | (false) 2>,
(F 7 +1 b false)
EE?'JL(O:% BRAEDEDT T 726 4 DB 1K
rearrangementNames & N. _)'C$§U @%ﬁﬁo PIZ 3, "EMLA-ALK
L fusion”,
. +9) BH D& LFHIE—HTH 5 Z &,
A WS ICECH L 728 S
Wk o2 4 7,
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A . .
variantOrigin £ o shortVariants &% 7" D figghi % 2
[ER
reported A 7 — WA | shortVariants % 7' N D figan % 2

V-3-2. rearrangements & 2 it #i {5l

(1. orderedgGenePairs 23 F#1E S 2 56
{

"itemId": "variant-13",
"breakends": [
{
"chromosome”: "2",
"startPosition”: 42510050,
"endPosition”: 42510050,
"matePiecelLocation”: "downstream”,
"transcripts”: [
{
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "EML4"
}
]
}7
{
"chromosome”: "2",
"startPosition": 29445240,
"endPosition”: 29445240,
"matePiecelLocation”: "upstream”,
"transcripts”: [
{
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "ALK"
}
]
}
]’
"orderedgGenePairs"”: [
L["EML4"=, "ALK"]
1,
"supportingReadCount”: 30,
"totalReadCount”: 430,
"alternateAlleleFrequency”: 0.07,
"rearrangementType”: "other"”,
"variantOrigin”: "somatic",
"sampleItemIdtestMethod": "sequence-1-tumor-dnabNA-seq”,
"reported”: false
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B2, 7v—2rxv FTLICAGHY — VL. TV AVHEELRET 256
{
"itemId”: "variant-143",
"breakends”: [
{
"chromosome”: "2",
"startPosition”: 42510050,
"endPosition”: 42510050,
"matePiecelocation”: "downstream”,
"totalReadCount”: 330,
"alternateAlleleFrequency”: 0.06,
"transcripts”: [

{
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "EML4"
3
]
}7

{
"chromosome”: "2",
"startPosition”: 29445240,
"endPosition”: 29445240,
"matePiecelLocation”: "upstream”,
"totalReadCount”: 570,
"alternateAlleleFrequency”:0.07,
"transcripts”: [
{
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol": "ALK"
}
]
}
1,
"orderedgGenePairs”: [
["EML4",= "ALK"]

1,

"supportingReadCount”: 30,
"rearrangementType”: "other"”,
"variantOrigin": "somatic”,

"sampleItemIdtestMethod": "sequence-1-tumor-dnabNA-seq”,
"reported”: false

(5] 3. insertedSequence 2 FIES 5 54)
{

"itemId": "variant-154",
"breakends”: [

34




{
"chromosome”: "14",
"startPosition”: 234567,
"endPosition”: 234567,

"matePiecelLocation”: "downstream"”,
"transcripts”: [
{
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: null
}
]
}y
{
"chromosome”: "2",

"startPosition”: 321672,
"endPosition”: 321672,
"matePiecelLocation”: "upstream”,
"transcripts”: [
{
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "LINCO1865"
}
]
}
])
"insertedSequence”: "GTNNNNNCAT",
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 0.07,
"rearrangementType”: "other"”,
"variantOrigin”: "somatic”,
"sampleltemId”: "sequence-1-tumor-dna”,
"reported”: false

({5 4. exon skipping DGH

{
"itemId”: "variant-165",
"breakends”: [
_{
"chromosome”: "7",

"startPosition”: 116771654,
"endPosition”: 116771654,
"transcripts”: [

{
"transcriptId”: ""NM_000245",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "MET"s

3
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|

_ 3

_t
"chromosome”: "7",
"startPosition”: 116774881,

"endPosition”: 116774881,
"transcripts”: [

{
"transcriptId”: ""NM_000245",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "MET";
__ 3
_ 1
3
1
"skippedExonRanges”: [
{

"transcriptId”: "-NM_000245",
"transcriptbPatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "MET”,

"exonRange”: [14, 14]

_ 3
1,
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 0.07,
"rearrangementType": "exon skipping”,
"variantOrigin": "somatic”,
"sampleltemIdtestMethed”: "sequence-2-tumor-rna’,

"reported”: true

36




VI. otherBiomarkers % 7
variants X 7' 1CH 2L T BELUNDANA F~v—h — BT 2 Rz 5, BE. ~
A7v% 774 P AREEMSD, BEZRAMN(TMB), ~7 n#E&EDWHK(LOH) D 3
FHOANL F~—h—ITHIGL T3,

W . s
*— st 7 — 2l Gl
ES
ficsll (R
therBi " X (() variants X 712 % 2 Bn - REUNDO A A<= - — BT 515
otherBiomar 10~
(F9= WX,
ers N, A7 NS .
5 1) S Ar 7Y/ PI—EBEThbI L,
I

VI-1. otherBiomarkers Z 7' N D figai

. zf% 7o s 0
itemld WA Eiiﬁ: AT D TS D
/A.+$/ —HEFINT—EDOXFHTH B L,
ST AN A= —D KA T,
R A TVER D> HIER,
- "TMB": #5522 £ 45f (Tumor Mutation Burden)
< "MSI": w4 2 u¥ T T4 b RREM(Micro-
. L X4 . .
biomarkerType WA o Satellite Instability)
[BHRA - "LOH": ~7 m &5 M0 K (Loss Of
Heterozygosity)
X ERLUND 2 4 T RAER S 25613, FiHiic C-
CAT I B4,
AeA(RE - 0 Tﬁﬁ%ﬂ[ﬁ%ﬁéﬁo .
biomarkerMetrics = ~N. # 7_/ EE?IJQ%%_ 7 / =7 Liiaf\\% Z)j: £ .
) KA REAR T, MBSO A 7Y = 7 b
A
o . BRERE
value VA E e @) 5.15
o FBREHUE D HAL,
it e T BALIIMBENBICL > THRR 5,
vl RCOX®
RAEBAEA A A1 7 — D5 AT null ZFLHT 2,
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BEBIED 2 4 7
=y
. . X3 (f5) Mutations per megabase
metricType WA EHHFH
E— 7$ MSIsensor score
A . +
- percentage of MSI sites
NA F = —H — DIRAE & R DIERL D> HI1FER,
. "high"
. "IOW"
- "intermediate"
" XA - "stable"
state R=3 . ) )
[EIR=] « "cannot be determined"
A ZFEML 7225, #RS LA o5EE, null 2
FLHL
X ERCLAN O EIRIKL 2 3 2 5613, $Hiic C-
CAT I SEHg
A (RE -0 . .
N. el BRAED KD 77 LR 7 & DEHIL,
descriptions (E9=3 ) SRS L OBITIC DWW TIiE, comments & 7' ND
BRI - .
contents X 7 % £,
AL+$)
X B
biomarkerOrigin TE . shortVariants % "N D fifai % 28
GERA
XFH
sampleltemId WA EHIFRIH « | shortVariants X 7N D &
)
reported DAY 7 — Al shortVariants & 7' D i = 21

VI-2. otherBiomarkers & 7 20 #if5ll

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

"biomarkerType': "MSI",
"biomarkerMetrics”: [

{
"value": 5.15,
"Unit": "%"_,_

"metricType”: "percentage of MSI sites”

3,
{
"value": 2,
"unit": !MSIsenser—seore’null,
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"metricType”": "MSIsensor score”

}

1,

TFl U AR H C e 2 A DMEMEBAFE T 2 561X, "biomarkerMetrics" % 7' WIC FCAIZKEL
35,

"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"”

1,
"sampleltemId”: "sequence-1-tumor-dna”,
"reported”: true
3
{
"itemId"”: "biomarker-2",

"biomarkerType": "TMB",
"biomarkerMetrics”: [
{
"value": 34.5680122,
"unit”: "Muts/Mb",
"metricType”: "Mutations per megabase”
}
])
"state”: "high",
"sampleltemId”: "sequence-1-tumor-dna”,
"reported”: true
})
{
"itemId"”: "biomarker-3",
"biomarkerType": "LOH",
"biomarkerMetrics”: [
{
"value'": 24.14,
"unit”: "%",
"metricType”: "LOH score”
}
]y
"state”: "intermediateneutral”,
"sampleltemId”: "sequence-1-tumor-dna”,
"reported”: true
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VII.

compositeBiomarkers X 7

shortVariants % 2% copyNumberAlterations % 2, rearrangements X 27 DEE %A G D
#T, HE~Y—H— (BETREOMAADLE, 3HEIETOMALRY) OFHEILEHT

%,
. ;; L 4
ics (R
compositeBio . X0~ | e~ —ofFWmEN £ 7,
markers TN ATV | EHO#EA TV B THB L,
=7 F)

VII-1. compositeBiomarkers & 7"N D figgit

IAZEES . .
¥ — 7 — xR wt
f
_— s | o A= 2 -y %<5 D,
item WA :
‘ IR e gokETh s < L,
AR 2
» ~N. %5 | SR & 7 5851 B (itemld) D FdA .,
componentltemIds A . -
IERIERH ¢ B D& LTI —ETH B &,
+$)
GRS L | o st ot @iz R0 3 BA~ —H — B
biomarkerNames WA ~N. X AU
PAER  esloscrals—ETs s e L.
AR 0 .
N )'C$_§U HaE~— 7 — DI
descriptions TE ) FHSEE L SITICO W T, comments & 7D
IERIZH .
A+d) contents X 7' % %,
reported WIH 7 — A shortVariants & 7N D fifai % 26

VII-2. compositeBiomarkers & 7 g #k {5l

(f51)

"compositeBiomarkers”: [

{
"itemId": "composite-1",
"componentItemIds”: [
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"variant-14",
"variant-15"
]7
"biomarkerNames”: [
"BRAF-NRG1-ALK fusion”
])
"descriptions”: [
"Three genes are fused together to produce the fusion gene BRAF-NRG1-ALK."
]y
"reported”: true

¥
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VIII. sequencingSamples & 7
KMy —7 v ¥ —I1C X % sequencing sample % icd#k3 5,

WAZEES . .
x ﬁ;ﬁ 7 — &9 G

NS
JIH

£ | BHI(RE D 1~N, sequencing sample {HFE#HREN % 7,
FTV ) fSlo{EA Ty 27 FiZ—EBTHDHI L,

sequencin | 44

el

gSamples

sequencingSamples & 7' DELH| D X (X, tumorOrNormal O EEHA (tumor) F 721
IEH A (normal), nucleicAcidtestMethodD{E25 DNA #{A(DNA-seq) ¥ 7= 1Z RNA #{E
(RNA-seq) b 3¢, RKT4TH53,

VIII-1. sequencingSamples % "N D figi

¥ — MRS | T2 i
=7l
_— i XFN ) EHo D,
1tem KIH :
IR iimmokcn s c L
A . +
sequencing sample &2 EEHR A (tumor) 22 1
T W 1) 2> % Go ko
tumorOrNormal WAZH ‘)Z%ﬂ fi b (normal) Cik
LERA] | - "tumor”
- "normal”
B o NS R 23 DNA BiR ik 2> RNA Fifk
ks % G
nucleicAcidtestivt i P2l ok H
/S ‘;l‘-':;l;;' —t
cthod LERAL "DNA-seq": DNA #{i ik
- "RNA-seq": RNA #efAHik
duplicateReadsP
PR il | EEEO)
rcentage
dReadsP
R e Bl |~y ey IE%)
centage
meanReadDepth £ i PR RS
medianReadDept . " s
b = b g FEHUAR L D Y il
(R | Tavx ] ©oX)7%%bL\vDNA 72k
suspectedSample o T 10~ | RNA ¥V 7V OREELER (YN CTEEAR
States - N, X% | "),
) - "contaminated": = ¥ & I O A[EEH:
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[ERA]

- "deaminated": FFPEDNA ic B 5> F > v D
Wi 7 X 7 AL 23 BEE 7n T REM:

- "fragmentated": (FFPE DNA) Wik {b23BE#
75 vl ReTE

- "degraded": (RNA) Z3fi73 883 7 Al etk

VIII-2. sequencingSamples £ 7 5C &l

(f51)

"sequencingSamples”: [

{
"itemId”: "sequence-1-tumor-dna”,
"tumorOrNormal”: "tumor”,

"nucleicAcidtestMethod”: "DNA-seq”,
"duplicateReadsPercentage”: 91.52,
"mappedReadsPercentage”: 87.31,
"meanReadbepth”: 247.8,
"medianReadbepth’”: 238

}7
{
"itemId”: "sequence-2-tumor-rna”,
"tumorOrNormal”: "tumor”,
"nucleicAcidtestMethod": "RNA-segq',
"suspectedSampleStates”: [
"degraded”
]
}y
{
"itemId”: "sequence-3-normal-dna”,
"tumorOrNormal”: "normal”,
"nucleicAcidtestMethod”: "DNA-seq”
}
]
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IX. expressions X 7

expression [ # 5L# T 5,

*— DAY :ESin 7 — 2 A ]
, . FeHI(R X 1~ | expression |HHRER & 7
expressions EE N N e
N, A7V =2 b)) |BAO&EATY 7 PlF—ETHD T L,

IX-1. expressions & 27" N D figii

¥ — AZESES 7 — &M it I
2l
temId W | semigicHY < 5 1D,
item WA T E ——
R | siepipye moicEsthsC L,
A . +
readCount (E9=} il JU—F¥
Ao (R e
transcripts WZH 1~N, # 7 | shortVariants & 7N D g % 218
Yz })
transcriptDataba XFH . .,
P TE e shortVariants % 7'\ @ fi# & % 4
seName LER]
%
transcriptDataba . bl . R -
) (59 E#ZE8] : | shortVariants £ 2N Dfiggi % S8
seVersion —_
— " 43
X5
geneSymbol WA IEMIFIA ¢ | shortVariants & 7' N D gt % 24
AM\\s]+$
. Fo (R X e
expressionLevelMe | =~ | T — — . N
i WA | 61~N, 4 | rearrangements & 7N D fE & 27
trics
AR/
value WZH Bl rearrangements X 7 N D g & 2
LA
unit Yl - N rearrangements X 2N O g % 2 i
— — | LR 5
BefEr S . _
statisticType TE T o | rearrangements X 7' WD fiEi & 2
- [ER]
sampleSize [E=} B rearrangements X 7' N O g % S
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gl

isControl 13 7 — LR | rearrangements X 2" PN D figii & 218

p&ll
FHRFH © | shortVariants & 7 N D fiii % 28
A+$

¢
)\ﬁ]}[

sampleltemlIds

i 7 — LI | shortVariants & 27N O figin & 218

(5
\\\
/

reported

IX-2. expressions % 7 &yl

(f51)

"expressions”: [
£
"itemId": "expression-1",
"readCount”: 9928,
"transcripts”: [
_{
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",

"geneSymbol”: "MET"

_ 3
_1
"expressionLevelMetrics": [
_ g
"value": 28.24,
"unit”: "TPM",
"isControl”: false

|

"value”: 142.7,
llunitn. IITPMH

hd )]
"statisticType”: "mean”,
"sampleSize": 20,
"isControl”: true

N

"value”: 134.2,

"unit”: "TPM",

"statisticType"”: "standard deviation”,
"sampleSize": 20,

"isControl”: true

=L

"sampleltemId”: "sequence-4-normal-rna”,
"reported”: true

3
1
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X. nonHumanContents X 2

v NIRRT A N AR E)ICONT DIEFREZ T 5,

¥ — WA 7 — 2’ Bz
nonHuman - FeH (8 X : 1~ | nonHumanContent |&¥RER & 7
Contents = N, A7V 20 |BAO{EA TS 27 Fi3—BTHB L,

X-1. nonHumanContents % 7N O fi#5
ES eSS 7 — 2 i
=%l
— o XA JHH D 1D,
1tem Ko7H S I/ : o [ =
4 IRERL | e goksmchs oL,
A . +
pE2ll
organism WA IR BESTOREFICHE S LT 2 AV 2 il
N+$
Fedl (& @ 0~ B}
contentMetrics TE . otherBiomarkers % 7' D fifiahi % S
E— N, 72 =27 })
value WAIH HE otherBiomarkers & 27'N D fiiii % 218
p&2ll
unit A EHIFEH otherBiomarkers & 7'PN D figdit % 218
N+$
p&2ll
metricType WA TFH T - otherBiomarkers % Z7'N D figiaii % 5 i
rt$
FeA (R & @ 0~ B}
N< — nonHumanContent D FiHA S,
N il _ .
descriptions T S i SEER X CSATIZ DWW T, comments X 7 N D
- IEHERI
E— contents X 7 % ZHH,
" +9)
p&2ll
sampleltemld WZE EH T - shortVariants % 7'\ D fifai % S8
ft$
reported WA 7 — Al shortVariants X 27" @ fifai % S
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X-2. nonHumanContents & 7 0 & {5

#1)
"nonHumanContents”: [
{
"itemId”: "nonHuman-1",
"organism”: "HBV",
"contentMetrics”: [
_{
"value”: 65,
"unit"”: "reads-per-million"”,
"metricType”: "virus-derived read sequences”

_ 3
1,
"descriptions”: [
"Hepatitis B virus.”

_1
"sampleltemId”: "sequence-1-tumor-dna”,
"reported”: false

i
1
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XL R
HEEHEICOWCHRT 3,

BX1XI-1. itemId
itemld DfilZ. 77 ANVHNT—ETHBZ L, fHIZ. FEDLFEI,

P1=1+X1-1-1.  itemld o Z0H#HH
itemld 28EE 4 2% &% 7N TD itemld DfE D EHH]IC > \WTRT,

variants X 7'

"itemId”: "variant-1"

"itemId”: "variant-2"

"itemId”: "variant-3"

otherBiomarkers Z 74

"itemId": "biomarker-1"

"itemId": "biomarker-2"

"itemId": "biomarker-3"

sequencingSamples % 7'

"itemId”: "sequence-1-tumor-dna”

"itemId”: "sequence-2-tumor-rna’

"itemId": "sequence-3-normal-dna”

compositeBiomarkers &% 7'

"itemId"”: "composite-1"

"itemId”: "composite-2"

"itemId"”: "composite-3"
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BP=2-XI-2. matePiecelLocation

breakends # 7' NICTELE$ % matePiecelLocation I D WTEST 5, BiiE & LT, R

DSRECH| L YRR IE D T3 D 70 W% B3R (upstream), FHHIAI S WEFTE Tk
(downstream) &9 3%,

X OB EYIECS O LR - TiE 13RS

P=2-1-X1-2-1.  matePieceLocation ® Zg =l

B o fl %2507 < VCF B (v4.3) TOEXRHEZHER L 7225 matePieceLocation DF
WITEERT,

B S VCF Ol TO FF 2 XY PORKREUEL2DDTH 5:
The Variant Call Format Specification VCF v4.3 and BCF v2.2
https://samtools.github.io/hts-specs/VCFv4.3.pdf

P DB

() 7 7 v v AFCHI QYN E O F b3 G 2 % 5 1)

v

876543 876544
Chrl @— —@
1200000 1200001
Chr2 Q —@
92222233 2222234
Chr3 ﬁ— —@

VCF JZ:\Cc DFtH:

EHo#FNEFNOBEFEMEED VCFvA3 It 7-i8#iiz kD L5 1ck 3, UTHl oL
WCh 5 %5 EROFFICIET %,

#CHROM  POS Ib REF ALT QUAL FILTER INFO
D 1 876544 bnd_V G 12:12000001G 6 PASS SVTYPE=BND
2 1200000 bnd_U A A[1:876544[ 6 PASS SVTYPE=BND
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1 876543 bnd_W C C]3:2222233] 6 PASS SVTYPE=BND
® 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 TORLHE:

)
RtafhFS 2 oG R» O R 5 & SIS T2 ORHICE Efib > T2 D
T, 7L—2T Vv FDOA 7Y =2 D matePieceLocation DfiE |t "downstream" & 72 %,
—J7. REAES Lo GR2r 6/ 5 & Rifll2silofdIiciE b > T3 DT,
matePieceLocation Offi |t "upstream" & 72 %,

(HID)

"breakends”: [

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

3

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

&)
PRetafhk S 1 HloftAE» b /2 &, SRV TRl 2HoBIICE b > T2 D
T, 7Y =2 F @ matePieceLocation DfiilE "downstream" & 725,
Ptk %S 3OS E2 b B7256 D Rk @ T, matePieceLocation DfH I

“downstream” & 7¢ 5,

(1)

"breakends": [

{
"chromosome”: "1",
"startPosition”: 876543,
"endPosition": 876543,
"matePiecelLocation”: "downstream”

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

}
]
1©),
RtafhFT 2 MlofE 2O /5 &0 SIREH] BRI ORCHNICE Z fib > T2 D
T, A 7Yz 7 b D matePieceLocation DfiEiid "upstream" & 7%,
R FE S 3o G R b W7 5E b Fkk7e O T, matePieceLocation D%
“upstream” &7z 5%,
(©)
"breakends”: [
{

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

3

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

XXIL BHAE %
C-CAT ~V 7T A7
E-Mail: helpdesk_c-cat@ml.res.ncc.go.jp
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