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1. IZC®IC

1-1. HWY

UREIDAT 7 L7774 ) v IREORKFGO N ERERD 7 + —~< v MITEWH
HoE, RN AD TR —~DY 7 by = 7IC X o T, BERERICEN & 7o 280035
IR AR 2 ER T 2 2 L3, FoHICL > T R D, DAY ) LRERTEOM
RO AL TAALZRIAICIEET 2 720 1cid, NS ATY ) 2 7v 774 ) v
BREICETIEREROK M7+ —~y PEEDDLIEBMBETH D,

ARERHE, AN AT 7 570774 ) v IIBREICL > THREOLNZERIFEROK 17
74—~y b, CATS (BAYT /7 LBEEELE(L, cancer genomic test standardized) 7 # —
~v bOMEERE@H L 2B CH DL, CATS 74—~y DT —4% - AF—~<F, JSON
EFEKZ 74V "schemajson” ICX o TERINTE Y, KERClXZENZMHHT 5,

FIHOBERUTCH 2, GIENNAY ) L7077 40 v IREZIT ) BESHE L,
CATS 7 #—~v Mic T, C-CAT @ X 5 miRfi R ~LBIERE XM T 5, &
HEERFHBEES X, CATS 74—~ v P CRESINAZREBERICH L, BRT —2 %
L C. it & 7 2 B0 AP RO ERMT T2 52, A7 +—~ v P CIILRERE
WRET D, BIRT — 213, WEOETF I AT IRE SN T THRERMIIA S 2 & 23
K WHTREME D E Wz IR E L,

1-2. FE
FzE ]
R A B BRBESHERRITT 2AENBAY ) L 7a 774 ) v 7k

DIERDE F L DI REE,

R SN A BESHEL ODURENBAT 7 270774 ) v IIBREOLER
Tz, 72, Wi MR T — X 2L, A~ —
A %R L T, i~ DEEGEHRIC IR & 7 2 H0 KA B X Ol
REABRIE R 2 TERAT 9~ 2 #BH. e LT, C-CAT,

i A AR UHERIDAT ) 5707 7 4 ) v A D 4~ DZEREHIC,
fetii & 72 2 EICFEAN R BRR SBR G A HEN U & h 7= FH, fil
L C. C-CAT Jf&EME,

f

i
vﬂzf
O

D3 A IR — R DA DA FIEERIC, R & 7r B 8 e SR < PR S ER & B AT
-7 —x2~_—2Z, fle LT, C-CAT CKDB (cancer knowledge
database) > OncoKB (Chakravarty et al, 2017, JCO Precision

Oncology).




1-3. ASMFICDO T

® WJH:JSON DX 7 HHFHEST 5 & &, MHDIHH, B2 7 BERDOLG O MHEEH
3. BE IDEET 5 T LRI L B e, V[RH] L HIRE T 5.

o (EE : RREMIUERE IC B CEACERABR G I 0 o b i attoi
ARG T ONED LY KBS N TREM REREOHE 2 o 2 nfelE2 5 - 7=
D35, ANHEREDIEH, FriomHRI N HE6, “EE (R "LUR T 2,

1-4. 7 7 £ VIEH
® Fa—F :UTFS8

® %47 :]JSON
® JiiRT :json



2. C-CAT 25 o EIH
2-1. 7 7 4 MDA EE

CWHWIBAT 7 6707 7 4 ) v ZREIC K ZERIERIT, BRESHED S C-CAT ~, CATS
(cancer genomic test standardized) 7 + —~< v M TEMN T 2 04EHABH Y 7,

2-2. N1 o #i

T — X SE DR S ARG, CATS 74—~ v b~D AT R T, HBEGHE & kX
NEERBERIIATI LTI W, AN INAEZEERE Z IR T 2 H~ — 2D FR
%, C-CAT fEMBICH N T 20 L vdid, $%iB3 25 %27 ("reported” 5 X UVgrade”) %15
ETH L TENTE LT,

ceAREUBECH T 2 [0 T REEFER] L3Rt S shortVartantss

2 m T Z. e )X E N F 1 ) M=l | =5 ==t E=EA
DeAEH S>—oHfRFT OISV T A HEE T BEEnFERER] i3

shrortVarmantss—copyiN e eTa V-arta ange T wWild es 1
T [HBESTFREER] ORfEERL. TNZTNCE TN IAEETSRREAHZUTOR
R LET,
X SRNIP 2 N B o S N P A A 2 1= R 1= I I S A S A2 N U o= R Al M
THEE—— R T ot T4
JHEE HH
TR vartants/shortVariants,
vartants/copyNumberAlterations,
vartants/structuralVariations,
otherBiomarkers,
expressions,
armLevelChanges,
nonHumanContents,
wildTypes
BnT R vartants/shortVariants,
vartants/copyNumberAlterations,
vartamts/structuralVariations,
wildTypes
ST EETER druggability,
pathogenicity,
alterationNotes




INOLHEERHEZET 272 EC. FtrStomBlEREE. -2 hicE s 2 iEE I E]
INE-ERIGERZ LT AT L TF X, ARHEFHICH 2 BRIGWIL. C-CAT FAEER~0TH
HT3X5ICLTFX 0,

2-3. BRA

o (TEHEHIANMEROHEHTHY, TELZZTFANLTLET Y, IWEK AN LTS
&, C-CAT B RICE VT X Y % DFEHICHIREBRIER SN T 7z v, et
OREMEREFLY LY KL € C-CAT A& ROBEL XV EE 5720 T 206D H
DEd, T/, BHEDID C-CAT FEMECTII-E AMHIN TR T, RO T
A, L0% < oFHa 5 nsngErH 0 3, 5k C-CAT L v, EEHEHEHDO A
TNCDOWTRHEIIG U THEE ST 2 2 283D 7,

0 T AXAMHEIHEIN-ETCOEREREY (1287 % "reported”: false DEEIEHR D &0
T), TEZRUHMLTCT IV, ) Thwve, BELetoREEREREEDO 7+ —~<y
PR ED - 25E, REAICHEDEEZ LY, HBEICX 5Tk C-CAT &R
DYERA - 72 0 T 2 A[HEMEA B 0 £ 3

2-4. F

FIHEHWNTC-CAT IR oEEFIHEIZ, X iRl TnE 3,



3. metaData & 7
A 2GR ELH#T %,

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

ns,
+*— WZESEAE 7 — 2 B!
metaData WIH Fd7 27 b ARTF—=RER 2T,

3-1. schemaVersion F —

*— WG 7— 2 i
pezl
schemaVersion Vel IERIZRE ¢ JSON 7 7 A LD RAF —<EHRNN—V a v,
~0-9%.1+$

3-2. referenceGenome X 7

U7 7L VYR 7 LEHNICEET 2 EHREGEET 5,

*— AVESER 7=z At

AR V7 7L v RT 7 LAEHNCEES 2 1EH,

referenceGenome WA

3-2-1. referenceGenome X 7" N D fiEEsi

x— | Rkt | Fosm g
=]
e Ei;;;{ : REXIC TR CERLZ) 7 7Ly 2T
o e | emrEzERT s,
=27l
Rel W EE;;J V7 7Ly R LSO GRC (77 L5104
T - CET a2y y—rFR) VY —2 ID EET 5.
"GRC.+$

FA(F& 1~ |name 2 7S L 7=V 7 7 L v R 7 7 LS
N, 75 D,

il

descripti £ . s
escriptions IEHHFRH - HFHZEEE L OWITIC oW TIiE, comments &
~+9) 7N D contents X 7 % 1A,

10



3-2-2. referenceGenome & 7 20 &4l

(f51 1. NCBI D ECHELHD
"referenceGenome”: {
"name": "GRCh38.p13",
"grcRelease”: "GRCh38.p13",
"descriptions”: [
"Homo sapiens (human) genome assembly GRCh387 (hg38+9) from Genome Reference
Consortium.”
]
}

(f5il 2. ucsc o FL#ERA)
"referenceGenome”: {
"name": "hg38Patch11”,
"grcRelease”: "GRCh38.p11",
"descriptions”: [
"GRCh38 Genome Reference Consortium Human Reference 38 (GCA_000001405.22))"
]
3

(f5 3. GbC D FEHMH)
"referenceGenome”: {
"name”: "GRCh38.d1.vd1",
"grcRelease”: "GRCh38",
"descriptions”: [
"Homo sapiens (human) genome assembly GRCh38 (hg38) from GPC, GRCh38.d1.vd1”
]
3

3-3. configOptions & 7
C-CAT CKDB @ & 9 R AHFER—R D~y F v 7 &dilffllss 2 7,

WEH | T—XR N
* — oy - i BH

FTY | BAHGER— R D=y F v ZICBET 5 HIEEHRER £

configOptions | {£&
&P =t |7,

11



3-3-1. configOptions &% 7' N D fi#a

*— Y eSS 7 =2 Pt

DA — R B T % a2 v — R E 7w

%%%@"amphﬁcatlon (2 v—%uEE) &
TR I N2, BRESHER OS2

%&%‘%ﬂ% 7L,

ROERIL D HFER (BLHIAN TEEAT]) ,

+ "copyNumberAlterationType: amplification"

FeA (R & -

typeLabelsInte . . ‘
1~4, 3% | - "copyNumberAlterationType: gain"

rpretedAsKbA

mplification

=B
iy

&) + "copyNumberAlterationType: duplication"
[ER ] + "rearrangementstructuralVariationType:

duplication”

(77 # v b : "copyNumberAlteration Type:
amplification",
"copyNumberAlterationType: gain",
"copyNumberAlterationType: duplication")

DA — R EB T 5 2 v — B
AR D "oss" (= li°—*5wﬁ9‘) & L TR
IND, MESMET OB 7 R s
7 Nl

R DERIL 2> HFR (BN CEEARTA)

+ "copyNumberAlterationType: loss"

- "copyNumberAlterationType: deletion”
(K& | - "copyNumberAlterationType: homozygous
1~5, X% | deletion"

1) - "rearrangementstructuralVariation Type:
LERAK] | deletion”

» "rearrangementstructural Variation Type: exon
skipping"

(7 7 # v b: "copyNumberAlterationType:

typeLabelsInte
rpretedAsKbL £

0SS

il

loss"\
"copyNumberAlterationType: deletion",
"copyNumberAlterationType: homozygous

deletion")

12



D3 AHIFEA — R T B 1T B FEIE A B D
"geneFusion" GEfnTRElA) & L CTHMIRENS,
AN 0 E (5 B AR T ~
N,
R DERI 2> HFR (BN CEEART)

* "rearrangementstructural Variation Type: gene

fusion"

+ "rearrangementstructural Variation Type: gene

A (R
typeLabelsInte I~ fusion and frameshift variant"
~4, XF
rpretedAsKbG (E9=3 51) + "rearrangementstructuralVariation Type:
eneFusion - bidirectional gene fusion"
LERA . o "
+ "rearrangementstructuralVariationType: other
(F7 411
"rearrangementstructural Variation Type: gene
fusion",
"rearrangementstructural VariationType: gene
fusion and frameshift variant",
"rearrangementstructural Variation Type:
bidirectional gene fusion")
D3 AR — 2T B 1T B 158 4 B A D
"inversion" (J_u) E LTINS, st
A 0B {E BB R 7 L,
ROERL D 5 F IR (BFHNH CEEARA]) ,
FeHl (R & @ | - "rearrangementstructuralVariation Type:
typeLabelsInte . )
" 1~3, X% | inversion"
rpretedAsKbIn = .
) 1) - "rearrangementstructuralVariation Type:
version . .
[#IRX] | truncation"

+ "rearrangementstructural Variation Type: other"
(F7 41}

"rearrangementstructural Variation Type:

inversion")

13




typeLabelsInte
rpretedAsKbD

eletion

(55

gl

FA (R &
1~8, XF
1))
[ERA]

28 ARG — T B 1 B 118 248 Bk
= n "deletion" (R&E) & L
TIN5, RESEMEM OIS R s
ZHUTIR 7 v, AHHE RRALT 5
shortVariants 2 7B 1F 2 RAETIE 7 <,
copyNumberAlterations % 7" &
structuralVariationsrearrangements- % 27 D R K %
KT,

R OERI A 53R (BHIH CEEART) ,

- "rearrangementstructural Variation Type:
deletion”

+ "rearrangementstructuralVariationType:
truncation”

+ "rearrangementstructuralVariation Type: splice
variant”

+ "structural Variationrearrangement Type: exon
skipping"

+ "rearrangementstructuralVariationType: other”
- "copyNumberAlterationType: deletion”

+ "copyNumberAlterationType: homozygous
deletion"

+ "copyNumberAlterationType: loss"

(F7 1}

"rearrangementstructural Variation Type:
deletion")

typeLabelsInte
rpretedAsKbD

uplication

(55

el

Al (&
1~6, XF
51)
[ERA

753‘/\/%[15*3%&‘— RN BT B G AL BB P
- : #rD"duplication" (FE#) &
LCREINs, RESEEMNOEL -2 EnR
TG T <o,

RDFERIE D 5N (BLHIN CEEAT])

* "rearrangementstructuralVariation Type:
duplication”

+ "rearrangementstructuralVariation Type:

tandem duplication”

+ "rearrangementstructuralVariationType: other”
- "copyNumberAlterationType: duplication"

+ "copyNumberAlterationType: amplification"
+ "copyNumberAlterationType: gain"
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(F7 41 b
"rearrangementstructuralVariation Type:
duplication",

"rearrangementstructural Variation Type: tandem
duplication")

23 AT — AT 36 1T B FE 2 SatHn P
Ftd =) O "truncation” (FEfE) &
LCREI NG, RESEHEM OGRS
FEEAFHR T <,
R DERI > 53R (FHIN CEEAR)

+ "rearrangementstructuralVariationType:

truncation"

+ "rearrangementstructuralVariation Type:

FA (R X
typeLabelsInte .. | deletion"
. 1~7, XF o
rpretedAsKbT (A=) 51) « "rearrangementstructural Variation Type:
runcation - inversion"
LERA . o "
+ "rearrangementstructuralVariationType: other
- "copyNumberAlterationType: loss"
- "copyNumberAlterationType: deletion”
+ "copyNumberAlterationType: homozygous
deletion”
(T 741 b
"rearrangementstructural Variation Type:
truncation")
23 A A — AT B 1) 2 FEIE A ST D
"exon skipping" (I FYURE) & LTHERI N
%, BB OEE 2 e 2R 7
~L,
R OERIE A 5 ER (BHIH CEEARA) ,
+ "rearrangementstructural VariationType: exon
RAI(Ex: |
typeLabelsInte |4, skipping
-~ Al %
rpretedAsKbE (53 1) « "rearrangementstructural Variation Type: splice
xonSkipping - variant”
[ERA]

« "rearrangementstructural Variation Type:

deletion"
- "rearrangementstructuralVariationType: other”
(F7+ b

"rearrangementstructural Variation Type: exon
skipping")

15




typeLabelsInte
rpretedAsTran

slocation

A (R -
1~2, XF
20))
[ER ]

D5 A IR — AT BT B G A SGEH R PR D
"translocation" (M) & L CMERI N2, i
LR DS T R TR ER T N,
R OERI A 53R (BHIH CEEART) ,

« "rearrangementstructuralVariation Type:
translocation”

+ "rearrangementstructuralVariationType: other”
(T 741 b
"rearrangementstructuralVariation Type:

translocation")

typeLabelsInte
rpreted AsKbSt

ructuralVariati

onRearrangem
ent

£

Gl

Ao (R &
1~18, ¥
20))
[ER =]

B AT — AT 5T B B P PR
T T AP
"structuralVariationrearrangement" (&) &
LT nsg, AR oL 2 s
TEEAER T <,

R DER LD 5FER (BLHIN CEEAT]) ,

* "rearrangementstructural Variation Type: gene

fusion"

+ "rearrangementstructuralVariationType: gene
fusion and frameshift variant"

+ "rearrangemrentstructuralVariationType:
bidirectional gene fusion”

« "rearrangementstructural Variation Type:
duplication”

+ "rearrangementstructuralVariation Type:

tandem duplication”

+ "rearrangementstructuralVariation Type:

deletion”

+ "rearrangementstructuralVariation Type:
inversion"

+ "rearrangemrentstructuralVariationType:

truncation"”

* "rearrangementstructuralVariationType: splice

variant”

- "rearrangementstructural VariationType: exon
skipping"

+ "rearrangementstructuralVariation Type:

translocation”

- "rearrangementstructural Variation Type: other”
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- "copyNumberAlterationType: amplification”
- "copyNumberAlterationType: gain"

+ "copyNumberAlterationType: duplication"

- "copyNumberAlterationType: loss"

- "copyNumberAlterationType: deletion”

+ "copyNumberAlterationType: homozygous
deletion"

(F7 41}
"rearrangementstructural Variation Type: other")

3

-3-2. configOptions & 7 5t & f]

(B

n

configOptions”: {

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

}

:I’

"typelLabelsInterpretedAsKbLoss”: [
"copyNumberAlterationType: loss”,
"copyNumberAlterationType: deletion”,
"rearrangementstructuralVariationType:

]7

"typelLabelsInterpretedAsKbGeneFusion”:
"rearrangementstructuralVariationType:
"rearrangementstructuralVariationType:
"rearrangementstructuralVariationType:

1,

"typelLabelsInterpretedAskbInversion”: [

deletion”

L

gene fusion”,

gene fusion and frameshift variant”,
bidirectional gene fusion”

"rearrangementstructuralVariationType: inversion”
1,

"typelLabelsInterpretedAsKbbeletion”: [
"rearrangementstructuralVariationType: deletion”
1,

"typelLabelsInterpretedAskbbuplication”: [

"rearrangementstructuralVariationType:

"rearrangementstructuralVariationType:
:I’
"typelLabelsInterpretedAsKbTruncation”:

"rearrangementstructuralVariationType:
]

duplication”,
tandem duplication”

L

truncation”
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3-4. comments X 7

VAN EEl 42l [ — A==l =
7 HE R ITH

7. 71

I/ - PIAY
plvarantsys

N e 5
|

(Ut}lclBiUllldlkCl D)\ %%E‘%’ﬁ?ﬁi
B, sequencing sample 1} (sequencingSamples) IZxf 3% 2 A v b Z5# 3 %, itemlds
F—taXv kAN contents ¥F—HEEND,

¥ — VA EE S 7 — & Bkl
sl (X o1
- AV MEREN £ T,
comments (A=) ~N, A7 e
» 1) D& A TS 227 P iI—ETHBT L,
I

3-4-1. comments X 7 N D g1

% BN I
h T — A4 i
Stk ’
- —h—. i le {545 ingSamples) ®
@Eﬁu (E é{ : . fequenc1ng samp (G (iequencmg amp es)
O~N. = itemld (% b v], EHITAR) ZE0HK,
) " ) JEFI iR D a 2 v + Ed#E T 58546, itemlds DEX X0 &
itemIds WIE | +2
R o . .
Atd) Xitemld ZEC#HE L 728546, C-CAT FEHERE~ITEHFH I N
’ 7200,
itemld 10332 X v F DHNE,
BHI(RE : | o o P
<N, SUASCIE, WEEE 2 IZHARZE, b ol T — NI E
. ) I, BT E2ED 2 AR OEHTH T T
contents | #AZH 4| .
e | e
; +$; MKEEREOLFHOEEHIWI T2 — F 2 & 4,000 XFLL
) Mo

3-4-2. comments & 7 Z0 &4

€¢/1D)
"comments":

{

"itemIds":

C

1,

TitemIdsficZ| DK X PG HIIMEREK~Da X v+ #FK T,

"contents”

L

"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.”

TEIASICSE T2 &0 2 5a 13, B0 EER L LTod Tl 5,
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]
}7
{
"itemIds": [
"variant-1"
TRPE O BB RIS T 2 a2 v P 25l T 25613, WNROitemldZ Gl T %,

]7

"contents”: [

"TSC1 functions independently of TSC2 and mTORC1."

]

})
{

"itemIds": [

"variant-1",

"variant-5"

TEEOZEBRFERICN T 2 2 XA v M 2# T 25613, B Ditenldz il T 5,

]’
"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 Tscl-/- cells. (Kai Yang et al.)”

]
}
]
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4. testInfo & 7

AR Z LT 5,
¥ — S 7T — xR ]
testinfo v |77 . 7| it £ 7
4-1. testlnfo & 7' N D fE=
¥ — B 7 — i
FH
testld WhZH IERIRE - AT 2EE D ID,
N+$
BRECHHT 2RO AEDE,
» "tumor-only": JEEHRIED A CTHT 21T o T
556
. + "tumor and matched-normal": JEEH{& & 1EH
testType W2 i%ﬁﬂ BiAoBECHEHL TWw 254
[ - "tumor-only (cell-free)": &L 7 J —ffAD A
TN 21T > TV 5 55
- "tumor (cell-free) and matched-normal"; &L
7 ) —fk L EEREORECHEHAL Tw 2 5&
targe'tRegion - Ei,;;z; : be‘d 7 TANVTERINTVE X =7 v FEOD
Version N—=T =z Vv,
~+$
pEl
softwareNam B
(F9= IERIRI - L 87Ty 7 b v =7 4,
c N+$
. pe2l - o s
softwareVersi o A softwareName ICEC# L 72V 7 b 7 =2 T D=
on Atd a v,
pE=l L 7z p A
panelName WA IERIZRI ¢ MBI E LT WA R R EE CHED S
N+$ iX. FATIC C-CAT ¥ CEMHED 2 &,
panelVersion e IE;;;;J : panelName ICFC#EK L 72 XA MR DN — 3
A+$ 7
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4-2. testInfo X 7 50 #

(f1)

"testInfo”: {

"testId"”: "12345678901231900001",
"testType"”: "tumor and matched-normal”,
"targetRegionVersion”: "target region A",
"softwareName": "variant caller A",
"softwareVersion": "ver.1.2",
"panelName”: "Multi-gene Panel A",
"panelVersion”: "ver.1.03-00"

21




5. sequencingSamples % 7
KM —7 v ¥ —1C X % sequencing sample TG % FLEH T %,

NAZEES . .
¥ — T — 28 ELE!
# ]
sequencin o fc% (= &+ 1~N, sequencing sample {&HEN % 7,
gSamples - F7 ) BHO&F 7Yz bid—EThHBT L,

sequencingSamples % 7 DY DK & (X, tumorOrNormal Dl 23 fEE M A (tumor) F 72 1%
1E#E A& (normal), nucleicAcid O iz DNA #{4&(DNA) ¥ 7= 1Z RNA #{&(RNA) & 4 3
L. mRT4TH D,

5-1. sequencingSamples & 7N D fi# &

¥ — MRS | T Bkl
=%l
. - EE;Q # ¥ D,
1tem WZH 57 SRS
Aid —JEFINT—EOLFITH S Z &,
sequencing sample 5 2MEE A (tumor) 2> 1E
T w 1) 2> 7% Gk,
tumorOrNormal WA o, R (normal) 2% i
GERK] | - "tumor”
- "normal"
56 n- S 23 DNA MR 32> RNA #iff
T KD 7% GLEk
nucleicAcid WA \Y%ﬂ oD & O
LER] | - "DNA": DNA ik sk
- "RNA": RNA #fd i 3k
A )
resultQuality (=3 ; RESHEDE D B TSR D S E H o
B REDE © B TR R O fE % Gl
tat e Pl * "pass": i
state - [EEIR=] - "reference": &#
- "fail": AR
tate DA D A FEM % FLHE
= FLAH -
reason ® E*?%S avZ2Ioagtd by,
' TEHUZEIE DM\
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Bt ot o S B TR S LT B ko

) " o T
specimenType (§= BRI - (1) FFPE
N+$
Intact
mednfeadbent (EE) il | O o
meanReadDepth R B PR,
(HE%E)
FicH (K
readCountMetric (=3 X1~ | V= FEoER.
s (HE%2) N, #7Y | B+ 77 Pid—EThd T L,
7 F)
. . HIE fiE
value (2] HiE (B1) 76442556
HIEFHRD 7~
- "allReadCount": v I NThnw) —F%&24&
. pE2l LY — M
labelName (2] . \ , .
[ER= * "mappedReadCount": = v I 7z U — N
X EEC AL @RI % (3 2 561k, SHHiTIC
C-CAT I BhHg,
~ v 7 DIREE,
- "onTarget": + v « =% v b DA
- "totalMapped": v v 7E 7V —F (v -
. o XFH | =Ty AT Z=F v )
mappingType |\ LEA 1 poip k] | valls = v 73 hcvenny — FaAneY —
e
X ERCSL @& IR 2 (i 3 2 55613, SHHiTIC
C-CAT T B#if%,
HED XA T,
- "unique": HEZFR Y —F
- "duplicate": HEL T3 U —F
duplicateType | [2%] pE2l . "al}": ETDY—F
LERA] | X R O@ERE 2 3 2 A& 1x. i

C-CAT I Zi,
*mappingType 23"all" D Fj#5 . duplicateType 1%
"all" 72 %,
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RIS ORERRIEE, 232 hicHEs

reported [#4ZH] 7 — N . .
P BERICME NI ) — FICH B 2,
el (&
readPercentageM = X1~ | V= FEIGDHEH.
etrics (e52) | N, A7V | BHoA 7Yz FVz—EThHb L,
=7 }F)
HIE
value [w4ZH] Bl BA713 %,
(f5) 91.52
HIEFEHRD 7 <,
- - "duplicateReadPercentage": E#%
%
labelName (7] [t ] - "mappedReadPercentage": = v &’y 7%
EINE = aa =l R,
X ERCLAAN OFEINE 2 3 2 5613, FRiiC
C-CAT I B4k,
FTV 2y
numerator [ ] \ - Y — FEIE D5 F D5,
value = e readCountMetrics & 7' N Dk # =14,
ingT pE=l -
fmappimgly WA R readCountMetrics % 7" N D fifii % S,
pe IR
duplicateT pEZl B
Hpreate el et readCountMetrics &% 7' N D fifai % S,
ype JFER
. o A4 . .
denominator [aE] : Y — FEIG D RO,
value = HE readCountMetrics & 7' N D fEaR # 218,
ing T p&El .,
Mapping WAZH CERA] readCountMetrics % 7" N D fifgi & S,
ype IR
duplicateT pe=l -
P | (R readCountMetrics % 7" N D fifn % 2,
ype JFER
it omEMREREGEE., TRz ICHET
reported [#4ZH ] T=nA | pEREFICEKHINEY - VHIETH B 0h
VA
[RZI[CRS
. Content - X1~ | mESESHemEF ISR IV B EES
umorConten = .
N, 7 | BEDIER,
=7 F)
M & 3,
1 WE Kol
value (7] e B 129,
type [W/ZH] XFH | EEEREEDO XA T,




[ER]

- "pathological": B2 75 S & 3,
+ "estimate": i L 72 MBS AR,
. "unclear": ZiHHO

mes (&
T l~
descriptions (53 N. X541
IEMERHL
~+9$)

sequencing sample DAL,
HHEEE L OSfTIc 2w TlE, comments X 7
N @D contents % 7" % &I,

5-2. sequencingSamples & 7 ZC#k {5l

(f51)

"sequencingSamples”: [

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

"nucleicAcid”: "DNA",
"resultQuality”: {
"state”: "pass”
}’
"specimenType": "FFPE",
"medianReadbepth”: 247,
"meanReadbepth”: 238,
"readPercentageMetrics”: [
{

"value": 91.52,

"labelName": "duplicateReadPercentage”,

"numerator”: {

"mappingType”: "totalMapped”,
"duplicateType”: "duplicate”
}7

"denominator”: {
"mappingType”: "totalMapped”,
"duplicateType”: "all”

3,
"reported”: true
3,
{
"value": 87.31,
"labelName”: "mappedReadPercentage”,

"numerator”: {

"mappingType”: "onTarget”,
"duplicateType”: "unique”

}7

"denominator”: {
"mappingType”: "totalMapped”,
"duplicateType”: "unique”

3

25




]

"reported”: true

}
]
3
{
"itemId"”: "sequence-2-tumor-rna”,
"tumorOrNormal”: "tumor”,

"nucleicAcid”: "RNA",
"resultQuality”: {

"state": "reference”,
"reason”: "degraded”
1,
"readCountMetrics”: [
{

"value": 11928428,
"labelName"”: "allReadCount",
"mappingType”: "all”,
"duplicateType”: "all”,
"reported”: true

g

"value": 9542742,
"labelName": "mappedReadCount”,
"mappingType”: "totalMapped”,
"duplicateType”: "all”,
"reported”: true

}

])

"tumorContent”: [

{
"value": 50,
"type": "pathological”

3
]
3,
{
"itemId": "sequence-3-normal-dna”,
"tumorOrNormal”: "normal”,
"nucleicAcid”: "DNA"
}
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6. variants X 7

R & N7l s R s T AR 2 RL# T % . shortVariants & 27,
copyNumberAlterations X 7', structuralVariationsrearrangements X 7 2038 £ 5,

¥ — A ESGE T — 2l B!
variants = AV I LR 2

6-1. shortVariants & 2

1A HEERY oA RE, REETHAL EOEELEITHT 5,
*— A E G 7 — & ZRA
hortV EeA(RX 11 | 1EEER, EERVOMARKI, RELEFHALLY
SOTYE L psm | Ny Aoy | olmew s o,
nants 2o V) | EROBRAF TV s b ETHE L,

6-1-1. shortVariants & 7N D figai

¥ — e 7 =" i
Rl Hr A SHERICE] b 4T
itemId AEl IERIKH % 1D,
~+$ —HEFIN CT—EOXFHTH B L,
pe2l
chromosome sl IR RtafhE 5,
NMa-zA-Z0-
9 ¥-1+$
Qutafk L oYEALE, HEED KRB IE
I 1-based FEHFEZRZfEH L. VCF
vad.5 It CRid T 5, (Godkpl e L
T VCFv4.5 ® page2l IZH 5 X5
i, V7 7Ly RIEHED atCga, A H
. - . HHDS at-ga, V7 7 L v RIERDO C D
position WZE B [ 3 DR, "position” 2,
"referenceAllele": "TC",
"alternateAllele": "T" & KT 5, %Kik
D@ Y . "referenceAllele" 12V 7 7 L
v AHGHE "alternateAllele" 3725 R
RS, )
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peZl

cytoband (E=3 IEHIRI ¢ BLTERDOH LI AL PNV,
N+$
pezl V7 7Ly REE,
referenceAllele el IEHIRI VCF v4.5 12t - CRc# 3 %, aedflix
NACGTN]+$ | L& position DEEHA % S,
Zr HIG
VCF v4.5 icfit o CTRld 3 5., FLflid
pel |52 position DFHH % S,
. IERERHL FoA4 - TLAMEDSLT - T LV
alternateAllele W7 ) .
ANACGTN¥*] | 13, Bllo shortVariants % 7 OZEZFE L L
+$ THF R T %5, ZDFE. comments
ZTIWICHRD itemld &~ F - T LI
THDEXLET 5,
alternateAlleleFrequency WA #iE ZREAT LK (0~1 D #iF),
totalReadDepth EE:E: B ARt FHGRE (5o ME 0),
(HE%E)
(=3 . .
alternateAlleleReadDepth _ R 78 SR B o0 e R FE (B IMiE 0),
(HESE)
BEH LSRG FICRKHT AT
LEETERO XL T,
RDAE2> b ER L TEd,
« "SNV"
e * "Iinsertion"
variantType (B3 et . "delietlon"
- "delins"
- "indel"
« "MNV"
X RSN D 2 4 TERERT 256
iZ. C-CAT ic B,
REGLGEY) D 1EH
ATl(E X 1 E;léﬂ@%7k7~‘/l7wi—%%f‘2’oz>:
transcripts Y| ~N. 7 ° . ) B B
b SEHEAG FAE R 13, YE%RCY % JEoH
2 HEE LB Z L oWl OIRERE
Y&z (E
pE2l - -
transcriptld [WAA] FHIEH : T IEY ID % R (B
NM_000368.4),
NMA¥s]+$ -
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EfEHED 72 % ., sub-number (D FRFE
THE) &0 5 &g RS
5, AVEA—=Y =y ZHHBOERD
7= OUREFEY) ID HETE L e WA 1L,
"transcriptld": null & E#T L 2 & D
A,

HGPEY) ID ISR 3% 7 — 2 R — 24,
RD 200 HERT 5,

" - "RefSeq"
. - pES ; \
transcriptDatabaseName [ZH] - - "Ensembl
[E R . . a
transcriptld 23 null DEE 1%,
" transcriptDatabaseName": null & 5l
ERR- R NN
FRT—4&R=2D "= 3 v EF
, , Pl
transcriptDatabaseVersio . o
= IEMERHL = .
n A KA H T, C-CAT 25
T+
o=V avhAfFHING,
A (R o1 . .
. . | BT EROMEICET 3 1EHE R
regionStructure (B3 ~N., &7 "
o
E
AR A HEoREFICRH T L Tn
% BIn T DALE BT 5 e E .
R 5 ER L CTRLHL,
+ "promoter”
+ "upstream"
- - "downstream"
?‘
type [ ] . - "intergenic"
P [ e
+ "5'UTR’
. HBYUTR”
. "eXOn”
* "intron"
X G @R 2 5 5 856
i, HATIC C-CAT IC B,
type T exon ¥ 7z (% intron % &R L 72
number (R I Gitr, =¥ vESEREIA v ey
F5 D AN % HESERCH,
type T exon ¥ 7z 13 intron % #ER L 7=
totalNumber = Ei-5 B, =XV vERRA Y Ry OB

COYOIRS =
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Bt Lt BT R E LT b
BEET AR E TR R R
EHETHEE L W1

. X "geneSymbol": null & Fe#,
geneSymbol LAl f/l:\%%i%fﬁ : [TERT promoter| @ X 92, BEEf}
A P e T
[TERT] %F# 9 %, [promoter]
X FRED regionType ICFL#E T 5,
o XA AR RS RE T RS T h T
geneSymbolSource (e IEHERHL % BIEF A ORITIC & AL
- N+ fil : HGNC, Ensembl
AR RS F ISkl I v
5B T% D ID % il#l,
i XX Bl 21X,
geneSymbolld (E) IERIERE "geneSymbol": "BRAF"
- ~+$ "geneSymbolSource": "HGNC"
DYt
"geneSymbolld": "1097"
- B R atomEE IR hTn
regionName - A 2 BE RS 2 Rl 7 A & i
A +$ e
5] : D4Z4 repeat
LInCRO) LI 38
ST 7 LB EE Cla & o5
. X4 .
strand = . "+ A E O GE IR,
LEIRA transcriptld 23 null D E I,
"strand": null & ECHET 5 Z L b A],
BAE A EoREFICREH I Tn
% DNA L~ T % i,
JRHl & L€ HGVS IcHELL 7RG & &
XFH %
cdsChange (A2 ] IE%%?%{E : Ay ko =y S AT RNA 25
o - FEALEAR, (* DX
/v a—7 4 v 7O REEUSL
iZ) null &322 &b AEE,
X
, ‘ " BEH LSRG FICRHHT AT
aminoAcidsChange [ ] IE*,?\?E? : 2 4 7 N —
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TR FREL LT S, £ DM
ICOWTIEJRATE LT HGVS cHEfiLL
1=Kk 35,

JERNFRGEI S 7 2 ) AL
Al null &35 2L AR

A SN AT T 7o fit-o-1 ik

. x5l 2 MEELRCY o AP R K, KK L
shortVariantName = IERERHL e
At A7 & D4,
51l : EGFR Exon 20 Insertions
"splicing_variant"7z &', $REEY) b DZE
S(HE) ORFR % Sequence
Ontology Tit#k3 %,
snpEff v —L @ [Effect (Sequence
Ontology) | %, annovar Y —/L O
EiFl( X 1 | VCF [FuncrefGene| iICFHY4 9 218
calenlatedEffects . ~N. X% | H, annovar “.C*&i\ User Guiée, Gene-
IERHRIA based Annotation @ Output file 1
N+$) (refSeq gene annotation) (CfEFI23H
b, YE%IHEHDMGEE% Sequence
Ontology ICZEfAT % 5,
Fesllo 1 EHFIco % 1 HEEZEID 4T
%,
A DB L FINE—HETH BT &,
, (5= Eww%éj{ AFXy 7T AN OH LT F Y VD
skippedExonRanges _ ~N, 7
(HE%E) TH o
=7 )
peE2l
transcriptld [ ] IERFRIE transcripts % 7 N D g % S,
MA¥s]+$
. transcripts X 27 N D i % S,
transcriptDatabaseName [arzH] ii%ﬁ” transcriptld Z AJ) L 72856, ARHHE D
B e .
pe=l
transcriptDatabaseVersion (E9=3 IERFRI transcripts & 7' N D i % S,
~+$
CFH
geneSymbol [ ] IERFRIE transcripts % 7' N D % S,
NMA¥s]+$
strand (E9=3 pexl transcripts &2 7' N D figin & 24,
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[ERA]
3 A Ak 730D XY v
exonRange [ZE] 2 ) O, Bt - BT oL XY VES
FHEIF I AT,
totalExonNumber = I XYV OMREBERET 5,
P sequenci1'1g sample ‘ITS‘%E' )
- (sequencingSamples) @ itemld % &t
rampletemid A E*%%%IE : o UHEREIMILINY v T
R
PRHHNE Hh ke 2> A S i R 8 ok 2> % §
#o
XC-CAT Tld. MM H 2 2R bl
MR HN R AT, BT 2 B3 AR~
—ADNREEZ TS, AIHHR
ek, ileZE R (BE) oFE~
—ZAPER I NS,
| N o P . "somat.m": A ke
variantOrigin (Hest) A - "germline": AEFEHIAE R HI Hk
- "likely somatic": HURYAY I (T IS D A
DIAEICE T, Rtk & PR
natr KEMIIRZR () oM
AR = ABMEH TN DS,
- "likely germline": BRI {1 | 5 oD A
DIRAEIC BT, ATHMIE R I HE &
THRINZGE  XAEEMERYZE 5
(RH) DA —ARHHEINS,
matched = F—Hl ey
BT L ik oA &b,
.. pe2ll - "tumor-only"
tumorNormalPairingStatus TE i i
[EER A - "tumor and matched-normal"
* "normal-only"

6-1-2. shortVariants & 27 o

CIRR
{

"itemId”: "variant-1",

SNV D FC#1)

T itemIdiC 3R & W7z 85 T REBERFEFERICOT L, MESHEE 0TI 2k % .
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"chromosome”: "9",
"position”: 135781005,
"cytoband”: "q34.13",
"referenceAllele”: "C",
"alternateAllele”: "G",

T "position” & "referenceAllele”,. "alternateAllele”(IVCF v4.5D L — W ITHE > CRldk 3

%o
"alternateAlleleFrequency”: 0.54,
"alternateAlleleReadbepth”: 108,
"totalReadbepth”: 200,
"variantType": "SNV",
"transcripts”: [
{
"transcriptId”: ""NM_000368.4",
"transcriptbPatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon"”,
"number”: 15,
"totalNumber”: 23
}
]7
"geneSymbol”: "TSC1",
"cdsChange": "c.1960C>G",
"aminoAcidsChange": "p.Q654E",
"calculatedEffects”: [
"missense_variant”
]
}
])
"sampleltemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"tumorNormalPairingStatusmatehed”: "tumor and matched-normal”+true

(9] 2. insertion D FCHMH)
{
"itemId": "variant-2",
"chromosome”: "7",
"position”: 55249008,
"cytoband": "p11.2",
"referenceAllele”: "T",
"alternateAllele”: "TGGACAACCC”,
"alternateAlleleFrequency”: 0.4953,
"alternateAlleleReadbepth”: 368,
"totalReadbepth”: 743,
"variantType”: "insertion"”,
"transcripts”: [

{
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"transcriptId”: ""NM_005228.3",
"transcriptbatabaseName”: "RefSeq”,

"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{

”type”: llexonll,

"number”: 20,

"totalNumber”: 28

}
1,
"geneSymbol"”: "EGFR",
"cdsChange": "c.2307_2315dupGGACAACCC",
"aminoAcidsChange": "p.P772_H773insbNP",
"shortVariantName”: "EGFR Exon 20 Insertions"”

3

1,

"sampleIltemId”: "sequence-1-tumor-dna"”,
"variantOrigin”: "somatic”,

"tumorNormalPairingStatusmatehed”: "tumor and matched-normal”+true

(f51] 3. deletion D ECHEH)
{

"itemId"”: "variant-3",
"chromosome”: "1",
"position”: 27097751,
"cytoband”: "p.36.11",
"referenceAllele”: "TC",
"alternateAllele”: "T",
"alternateAlleleFrequency”: 0.1203,
"alternateAlleleReadbepth”: 32,
"totalReadbepth”: 266,
"variantType”: "deletion”,
"transcripts”: [
{
"transcriptId”: "ENSTQ0000324856.13",
"transcriptbatabaseName”: "Ensembl”,
"transcriptbatabaseVersion": "v99",
"regionStructure”: [
{
"type": "exon",
"number”: 12,
"totalNumber”: 20
}
],
"geneSymbol”: "ARID1A",
"cdsChange"”: "c.3340delC",
"aminoAcidsChange"”: "p.P1115fs*46",
"calculatedEffects”: [
"frameshift_variant”

]
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3

1,
"sampleItemId”: "sequence-3-normal-dna”,
"variantOrigin": "somatic”,

"tumorNormalPairingStatusmatehed”: "tumor and matched-normal”+true

(f5] 4. delins DFCHMHN
{
"itemId": "variant-4",
"chromosome”: "1",
"position”: 26696982,
"cytoband”: "p36.11",
"referenceAllele”: "GC",
"alternateAllele”: "TT",
"alternateAlleleFrequency”: 0.0993,
"alternateAlleleReadbepth”: 52,
"totalReadbepth”: 524,
"variantType": "delins",
"transcripts”: [
{
"transcriptId”: '"NM_006015.6",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon",
"number”: 1,
"totalNumber”: 20
}
],
"geneSymbol”: "ARID1A",
"cdsChange”: "c.579_580delinsTT",
"aminoAcidsChange": "p.E193_P194delinsbS”

}

1,

"sampleltemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,

"tumorNormalPairingStatusmatehed": "tumor and matched-normal’true

(#5] 5. TERT promoter ® gl @k fil)
{
"itemId": "variant-5",
"chromosome”: "5",
"position”: 1295228,
"cytoband”: "p15.33",
"referenceAllele”: "G",
"alternateAllele”: "A",
"alternateAlleleFrequency”: 0.163,

35




"alternateAlleleReadbepth”: 15,
"totalReadbepth”: 92,
"variantType": "SNV",
"transcripts”: [
{
"transcriptId”: ""NM_198253.3",
"transcriptbatabaseName”: "RefSeq”,
"transcriptPatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "promoter”
}
],
"geneSymbol”: "TERT",
"regionName": "TERT promoter”,
"cdsChange”: "c.-124C>T",
"aminoAcidsChange”: null,
"shortVariantName”: "TERT promoter c.-124C>T",
"calculatedEffects”: [
"TF_binding_site_variant”

]
3
1,
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,

"tumorNormalPairingStatusmatehed”: "tumor and matched-normal”+true

(5 6. Exon skipping @ EC#EH)

{

"itemId”: "variant-6",
"chromosome”: "7",

"position”: 116411892,

"cytoband": "p11.2",
"referenceAllele”: "TCTGTTTTAAGATCTGGGCAGTGAATTAGTTCG",
"alternateAllele”: "T",
"alternateAlleleFrequency”: 0.023,
"alternateAlleleReadbepth”: 23,
"totalReadbepth”: 1000,
"variantType": "SNV",
"transcripts”: [

{
"transcriptId”: '"NM_000245.2",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol": "MET",
"cdsChange”: "c.2888-10_2909de LCTGTTTTAAGATCTGGGCAGTGAATTAGTTCG",
"aminoAcidsChange": null,
"shortVariantName”: "MET Exon 14 skipping”
}
])
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"skippedExonRanges”: [

{
"transcriptId”: "NM_000245.2",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol"”: "MET",
"exonRange”: [14, 14],
"totalExonNumber”: 21

1,
"sampleltemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,

"tumorNormalPairingStatusmatehed”: "tumor and matched-normal”+true
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(f)
{
"itemId"”: "variant-9",
"chromosome”: "1",
"startPosition"”: 8921059,
"startCytoband”: "p36.23",
"endPosition"”: 8939151,
"endCytoband": "p36.23",
"copyNumberMetrics”: [
{
"value": 0.2309,
"unit": "fold-change”
})
{
"value": -2.1147,
"unit": "log2 fold-change”
}
])
"copyNumberAlterationType”: "loss”,
"transcripts”: [
{
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "ENO1"
}
])
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"tumorNormalPairingStatusmatehed”: "tumor and

matched-normal’true
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{

"itemId"”: "variant-13",
"breakends": [
{

"chromosome”: "2",

"startPosition”: 42510050,
"startCytoband”: "p21",
"endPosition"”: 42510050,
"endCytoband”: "p21",

"referenceAllele”: "A",
"alternateAllele”: "A[1:29445240[",
"matePiecelLocation”: "downstream”,
"transcripts”: [
{
"transcriptId”: ""NM_001145076.3",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion"”: "Release 99",
"regionStructure”: [
{
"type": "exon",

"number”: 7,
"totalNumber”: 22

}
]7
"geneSymbol”: "EML4"
}
]
e
{
"chromosome”: "2",

"startPosition": 29445240,
"startCytoband": "p23.2",
"endPosition": 29445240,
"endCytoband”: "p23.2",

"referenceAllele”: "A",
"alternateAllele”: "]2:42510050]A",
"matePiecelocation”: "upstream”,
"transcripts”: [
{
"transcriptId”: ""NM_@01353765.2",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon",

"number”: 3,
"totalNumber”: 10
}
]a
"geneSymbol”: "ALK"
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]

}
1,
"orderedGenePairs”: [

[HEML4", IIALKM:I
1,
"supportingReadCount”: 30,
"totalReadCount”: 430,
"alternateAlleleFrequency”: 0.07,
"rearrangementstructuralVariationType”: "gene fusion”,
"sampleltemId”: "sequence-1-tumor-dna"”,
"variantOrigin”: "somatic”,
"tumorNormalPairingStatusmatehed”: "tumor and matched-normal”+true

W2, 7v—27xz v FZeichHEHY) — VR TUVABEEZEEE T 255
{

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

"chromosome”: "2",

"startPosition”": 42510050,
"startCytoband”: "p21",
"endPosition”: 42510050,
"endCytoband”: "p21”,
"matePiecelocation”: "downstream”,
"totalReadCount": 330,
"alternateAlleleFrequency”: 0.06,
"transcripts”: [
{
"transcriptId”: ""NM_001145076.3",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon",
"number”: 7,
"totalNumber”: 22
}
]’
"geneSymbol”: "EML4"

]

e
{

"chromosome”: "2",
"startPosition"”: 29445240,
"startCytoband”: "p23.2",
"endPosition": 29445240,
"endCytoband"”: "p23.2",
"matePiecelLocation”: "upstream”,
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"totalReadCount”: 570,
"alternateAlleleFrequency”: 0.07,
"transcripts”: [

{
"transcriptId”: ""NM_001353765.2",

"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon"”,
"number”: 3,
"totalNumber”: 10
}

1,
"geneSymbol": "ALK"

]

}

1,

"orderedGenePairs”: [

["EML4", "ALK"]

1,

"supportingReadCount”: 30,
"rearrangementstructuralVariationType”: "gene fusion”,
"sampleltemId”: "sequence-1-tumor-dna”,

"variantOrigin”: "somatic”,
"tumorNormalPairingStatusmatehed”: "tumor and matched-normal”true

(##] 3. insertedSequence 23F1ET % 56

{
"itemId": "variant-15",
"breakends”: [
{
"chromosome”: "14"

"startPosition”: 234567,
"startCytoband”: "p13",
"endPosition”: 234567,
"endCytoband”: "p13",
"matePiecelocation”: "downstream”,
"transcripts”: [

{
"transcriptId”: null,
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",

"geneSymbol”: null

"chromosome”: "2",
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"startPosition”: 321672,
"startCytoband”: "p25.3",
"endPosition": 321672,
"endCytoband"”: "p25.3",
"matePiecelLocation”: "upstream”,
"transcripts”: [
{
"transcriptId”: null,
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion"”: "Release 99",
"geneSymbol"”: "LINCQ1865"

]
3
1,
"insertedSequence: "GTNNNNNCAT",
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 0.07,
"rearrangementstructuralVariationType”: "other”,
"sampleltemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"tumorNormalPairingStatusmatehed”: "tumor and matched-normal”true

(f5] 4. exon skipping D)

{
"itemId": "variant-16",
"breakends”: [
{

"chromosome”: "7",
"startPosition”: 116771654,
"startCytoband”: "p22.1",
"endPosition”: 116771654,
"endCytoband"”: "p22.1",
"transcripts”: [
{
"transcriptId”: '"NM_000245",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon",
"number”: 13,
"totalNumber”: 21
}
1,
"geneSymbol”: "MET"

53




"chromosome”: "7",
"startPosition”: 116774881,
"startCytoband”: "p22.1",
"endPosition”: 116774881,
"endCytoband"”: "p22.1",
"transcripts”: [
{
"transcriptId”: '"NM_000245",
"transcriptbatabaseName”: "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon"”,
"number”: 15,
"totalNumber”: 21
}
]7
"geneSymbol”: "MET"

]
}
1,
"skippedExonRanges”: [
{
"transcriptId”: "NM_000245",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol"”: "MET",
"exonRange”: [14, 14],
"totalExonNumber”: 21
}
1,
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 0.07,
"rearrangementstructuralVariationType"”: "exon skipping”,
"sampleItemId”: "sequence-2-tumor-rna”,
"variantOrigin”: "somatic”,
"tumorNormalPairingStatusmatehed": "tumor-only'"false

($1 5. translocation DGHE)

{
"itemId": "variant-17",
"breakends”: [
{

"chromosome”: "14",
"startPosition”: 105857793,
"startCytoband": "p11.2",
"endPosition”: 105857793,
"endCytoband”: "p11.2",
"matePiecelLocation”: "downstream”,
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"transcripts”: [

{
"transcriptId”: null,
"transcriptbatabaseName”": null,
"geneSymbol"”: "IGH",
"regionName": "IGH"”

]
e
{
"chromosome”: "8",
"startPosition": 127735729,
"startCytoband”: "p11.23",
"endPosition”: 127735729,
"endCytoband”: "p11.23",

"matePiecelLocation”: "upstream”,
"transcripts”: [
{

"transcriptId”: null,
"transcriptbatabaseName": null,
"regionStructure”: [

{
"type": "upstream”
}
:I)
"geneSymbol"”: "MYC"”
}
]
}
1,

"supportingReadCount”: 120,

"totalReadCount”: 435,

"alternateAlleleFrequency”: .31,
"rearrangementstructuralVariationType”: "translocation”,
"sampleltemId”: "sequence-1-tumor-dna”,

"variantOrigin”: "somatic”,
"tumorNormalPairingStatusmatehed”: "tumor-only"false
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7. otherBiomarkers & 7'

variants X 7' IC & % i {n R A SR UN DO N4 d~ —h — BT B B E FLE
T5%, BIE, ~42720% 7 74 P ALEWEMSD., HELEEAR(TMB)., HRD. ctDNA
Tumor Fraction @ 4 ffHD N4 F~—H —ICHIGL TWw 3,
WAIH . .
F— T — x Al B!
Stk ”
fic | (&
. ( variants X 71 ® % 18 {s 1 B

otherBiomark . 1~ . ‘\

= | =BT B EHEN X 7

ers N, &7 . -
B o&E+ 7y 227 PE—BTHBT &,
=7 )
7-1. otherBiomarkers & 7' N D figsi
AR
+*— 7 — 20 B
Sl ’
=297
emld W E;;Q NAF === 1Y LT3 ID,
item WZH S SR
At —JEFINT—EOXFHNTH B L,
LTI A~—h—D 2L T,
2 A TNER D HIFER,
"TMB": &% %2 A7 (Tumor Mutation Burden)
< "MSI": =4 7% 774+ RLEM(Micro-
pE=l
biomarkerType WhZH

Satellite Instability)
LERA] .

"HRD": #H [FI#H s z {&18 X 48 (Homologous
Recombination Deficiency)

"ctDNA Tumor Fraction": ctDNA Tumor Fraction
X RS D 2 4 TR 2 56 1E. FHiic C-
CAT I B3EAL,
TREEE DB,
| e B
) . = B AT 2 I B ThDE L,
biomarkerMetrics B ~N., A7 . . . N
(HE5E) 2 1) MKIFABEAERIERIR X, YD O A T = 7 +
I
ZESCHICE A,
MRAEBUE,
1 WA HUE
value [#7H] Bl Wil 5.15
FREEE D HAL,
e %ijﬂﬁﬁlﬁgb’ XoTHEL 3
A [ D F /K o
unit LwE] | I -
s (#) %
' BRI AL 2 A1 null 2 E0ET 2,
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- WEBED 2 4 7,
P2l :
L (f1) Mutations per megabase
type [#4ZH ] IEHERHL
MSIsensor score
N+$
percentage of MSI sites
NA A= — 71— DIRAE % R DIERI D 5 IFEIR,
. Ylhighll
. "10W"
- "intermediate"
" . - "stable"
at E=) pe2l ot high”
state B o - "not hi
G | pmRR] [
- "positive
* "negative"
- "cannot be determined"
X ERLUL @R 2R3 2 5613, Faiic C-
CAT I 25,
A (R o1 N
N. e MAEE D KD JT P EW 7 & DEIH,
descriptions E9=) ) S X OBITICO W TIE, comments X 7N D
IERIFRH .
contents X 7 % 1,
~+9$)
(§9=3 FH
biomarkerOrigin B i X shortVariants £ 7' @ variantOrigin & 7",
e | Ry i
X
sampleltemId DA El IEHIZRI ¢ shortVariants &% 7' IN D figai % S,
~+$
t N 1Pairi L A .
S e (53 - ) shortVariants &% 7N D figai % 2,
ngStatus LERK]

7-2. otherBiomarkers & 27" 20 #4

()
"otherBiomarkers":
{
"itemId"”: "biomarker-1",
"biomarkerType'": "MSI",
"biomarkerMetrics”: [
{
"value”: 5.15,
"Uhit": "%"’

C
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"type”: "percentage of MSI sites”
1,
{

"value": 2,

"unit”: null,

"type"”: "MSIsensor score"”

}
1,
1A U EIEH TR 7R 2 I DEIERITE T 25613, "biomarkerMetrics” & 7" NIC A FR
R

"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"”

]7
"sampleItemId”: "sequence-1-tumor-dna”,
"tumorNormalPairingStatusmatehed”: "tumor and matched-normal”+true
}’
{
"itemId"”: "biomarker-2",
"biomarkerType": "TMB",
"biomarkerMetrics”: [
{
"value": 34.5680122,
"unit"”: "Muts/Mb",

"type": "Mutations per megabase”

}

1,

"state”: "high",

"sampleItemId”: "sequence-1-tumor-dna”
}7
{

"itemId"”: "biomarker-3",

"biomarkerType": "HRD",
"biomarkerMetrics”: [
{
"value": 0.94,
"unit”: null,

"type": "HRD"
}
:l’
"state": "positive”,
"sampleItemId”: "sequence-1-tumor-dna”
}
]
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8. expressions X 7

expression ¥ % GL# 3 %,

¥ — WIASAE 7 — 2 Bz
. - By (& : 1~ | expression 1HHEN & 7,
cxpressions =N ATV ) | BAORA TV Mk ETHBC k,

1y

¥ — AZEES LS 7=z " EILE!
. i FHRICEHI Y 4T3 ID,
itemId WA IEMERHL . -
At —JEFINT—EDOXFINTH DB Z &,
readCount & B Y — MG
(HESE)
FeH i D IRHE % R DFEIR D> ©3FEI,
- "up-regulated"
X4 - "down-regulated"
status = - . ) .
[ERA - "not differentially expressed”
K BRI 0@ IR & i - 2 56 13, SHAiIC C-
CAT 1o B,
A (R
transcripts WA 1~N, # 7 | shortVariants % 7N Dfigai % S,
Y7 b)
pE=]l
transcriptld (E=3 IEHFIA ¢ | shortVariants & 7' N D g & S,
NN¥s]+$
_ . shortVariants & 7' D figa % 2,
transcriptDataba = ‘X%ﬂ transcriptld Z AJJ L 72356, AREHE O AT 255
seName [ER] 7.
transcriptDataba e .
] A% FHRFEH | shortVariants Z 7' N DfE % SR,
seVersion
N+$
FeH (R
regionStructure (E9=3 1~N, #* 7 | shortVariants &% 7' N D figiit % 24,
Y7 b)
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P2l

type [w4ZA] e shortVariants & 7N D figait % 22,
E3IEN i
number £ B shortVariants &% 27’ N D fig&h % S,
totalNumber =3 B shortVariants &% 27’ IN D fig& % S,
XA
geneSymbol [44ZH] IEHIZRIR ¢ | shortVariants & 7' IN DR % 204,
MNA¥s]+$
(E=3 SCF
geneSymbolSour — o : . 4 2
(HELE) IE#IZRI ¢ | shortVariants & 27/ N D figiit & S,
= £= N+$
(E=3 SCF
geneSymbolld (HELE IE#IZRIT ¢ | shortVariants & 27’ N D it & S,
= N+$
pel
regionName 5= IEHFKIA ¢ | shortVariants 2 7' N D figiit & S,
~+$
pEZl
strand = \ shortVariants % 7' N D fifthi % 24,
E=TEN i
X
cdsChange = IEHIKIL © | shortVariants % 7’ N D fiEan % S,
~+$
X4
aminoAcidsCha . . ) .
(A=) IEHIRIL © | shortVariants % 7’ N D fiEan % S,
nee N+$
FA (R -
I~N, X
calculatedEffects 5= 4 shortVariants &% 7' N O fig&hi % S,
IEMERH
A +9)
A (R - .
expressionLevelMe . _ | structuralVariationsrearrangements X 2N D i % 2
, 2| 1~N, A7
trics . i,
Y7 1)
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. structuralVariationsrearrangements- % 7' N D figai # 5
value [ 4] HiE | ’
. [/[Z /E] X?ﬁu structuralVariationslcm14115c111c11t> 4 7[79 @ﬁ@?}tﬁ%i}
unit W 7H . .
LGER] | IR,
= peaXil| structuralVariationsrearrangements- X 7N DI % S
type o .
(HE%E) LERAK] | I
) ) structuralVariationsrearrangements- % 7' [N D fi# i % 2
sampleSize = AL i i
. structuralVariationsrearrangenrents- X 7'7‘] @ﬁ@éﬁ e %/%
isControl (E=3 7 — L Hl i ° "
FH
sampleltemId 9| IEHFKIA ¢ | shortVariants & 7' N D gt % S,
~+$
8-2. expressions & 7 G #k{l
()
"expressions”: [
{
"itemId": "expression-1",
"readCount': 9928,
"transcripts”: [
{
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol"”: "MET"
}
1,

"expressionLevelMetrics”: [
{
"value”: 28.24,
"unit”: "TPM",
"isControl”: false
3,
{
"value": 142.7,
"unit”: "TPM",
"type": "mean”,
"sampleSize": 20,
"isControl”: true

g

"value”: 134.2,
"unit”: "TPM",

"type": "standard deviation”,

"sampleSize”: 20,
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]

}

"isControl”: true

}
1,
"sampleItemId”: "sequence-4-normal-rna”
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9. alterationNotes & 7
I3 S SN - druggability « pathogenicity—#F4A4T D W T, Ao R SRR
I:l%\ if; i%nuﬁj—5$ﬁmaffifmgn7’; %ﬁ%ﬂaﬁj—éo

¥ — DG | T M G|
KB BEAMTFEREN 2 7
%0 BHlo# 47y 227 PiF—EThHDH I &,
alterationNotes WZH N jﬁ | KEToy T REAENR, druggability,
~N v ~
’ 1) pathogenicity~— AN L CATEH % il 3
I
%o
9-1. alterationNotes & Z7'N D fi#git
¥ — WS | TR EIGE!
p&2l ‘ . .
itemId W | TR AT REFAMH,_druggabilicy,
- A $j pathogenicity- #444 D itemld % Fl#,
.+

St omBEMARREGE., TRz nICHET
reported WA T—=n | ZHEFICHREINEERTH D 2E D,
Xtrue DA, C-CAT TR I 1+ 5,

Fea (K
X1~ | ESHoRERREREE. £z nicET
reportSections (§9= N. X5 | 2EFOHF T, ZERITHIN LIV a v
IR | ==Y DA,
~+$)
oA IRIREGH. 3 zhicdES
. . .| PWEFIC, KRERE L RIS A RR
approved L2 e (true) 2>, % 5 Trz\»(false) 23,
(F7 41 F:true)
o AMIRIREH. o iEzhicdEs
ZEEFICRHE S - E R o E S,
R 5 ER L TEik.
- "clear": WERK X 7z < HRH,
FH . ) .
grade T . - "equivocal": low confidence 7z &', FHIC BEER
LER]

ERAY: TN

- "suppl": #EH O BEIR X @FEAm CBb &3, Hl
R IEHRE L CERZ R TEICHHT 2,
(F 7+ 1}F: "clear")
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Xclear, equivocal D&, 23AK]
S T2 HERAH T 21T 5, BRI OB % {4
J 240, BRI C-CAT I EhEiig,

s — 2

9-2. alterationNotes & 2 s &ifll

(F1)
"alterationNotes”: [
{
"itemId"”: "shortVariant-1",

"reported”: true,
"reportSections”: [
"Somatic variant”

1,
"approved”: true,
"grade”: "clear”
3,

{
"itemId”: "copyNumberAlteration-1",
"reported”: true,
"reportSections”: [
"Variant of Uncertain Significance”

1,

"approved”: false,
"erade”: "equivocal”
3,

{
"itemId": "structuralVariationrearrangement-1",
"reported”: true,
"reportSections”: [
"Somatic variant”
])
"approved”: false,
"grade”: "suppl”
};
{
"itemId": "otherBiomarker-1",
"reported”: true,
"reportSections”: [

"Appendix”
1,
"approved”: true,
"grade": "clear”
3,
{
"itemId"”: "expression-1",

"reported”: true,
"reportSections”: [
"Appendix”

];
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"approved”: false,

"grade": "clear”
}7
{
"itemId": "armLevelChanges-1",
"reported”: true,
"reportSections”: [
"Appendix”
]7
"approved”: false,
"grade": "clear”
}’
{
"itemId”: "nonHumanContents-1",
"reported”: true,
"reportSections”: [
"Appendix”
:l’
"approved”: false,
"grade”: "suppl”
by
A
"itemId": "wildType-1",
"reported”: true,
"reportSections”: [
__"Appendix”
_1
_
£
;
" A soend i
1
LopseeadHoloe
—35
{
"itemId”: "druggability-1",
"reported”: true,
"reportSections”: [
"Drug"”
1,
"approved”: false
}7
{
"itemId"”: "pathogenicity-1",
"reported”: true,
"reportSections”: [
"Appendix”
]7

"
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"approved”: false
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10. armLevelChanges % 7
etk - et AR O Z L DM E FLEH T %,

+*— WIASAE 7 — 2 Bz
armLevelCh . fcsll (& & : 1~ | armLevelChange 1E#REMN £ 7,
anges TN, ATV ) | RO A TV s MiE—ETH BT L,

10-1. armLevelChanges % 7'N D fi# i

¥ — AZEES LS 7=z " EILE!
. . i etk - etafRBiiE o Z2 i v 24 C 3 1D,
itemId Vsl IEMERHL . .
At —JEFINCT—EOXFITH B Z &,
Retafk - etafRRIRE O Z LD 2 4 7,
ZATRIRD0ERT 5, FHllicoOnTi
International System for Human Cytogenomic
Nomenclature (ISCN) 2020 % £lH,
- "amp": IEIE
armLevelChangeT o pe2]l - "del": K&
ype ] [ER] SR T
- "inv'": Wf7
- "dup": E#
- "ex": AEHE TR PR AL
X ERCLAN OEIRE 2 3 2 51k, SFATic C-
CAT Ic BHifE,
FA (R
cytobands WA I~N, &7 | 4 F NV FOFEHR,
Y7 b)
pE=]l
chromosome [44ZE] /\E[fiii()— RetafkE T,
9 ¥-]+%
. ez E?ﬁ?’n‘%ﬂﬁi%éz@ 200 6ERT 2,
arm den | pmisy |0
- "q" Kb
o A .
region () E%%i%_? | ¥4 oYy FofE,
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A (R
" I~N, X5 | BRE a7 80E & ISl L 2 Bk - Reta kil
armLevelChangeN (E=) - S
W 3 WL DZAL D 4 AT,
ames (HE%E) -
IEREH - | A o&EFINIET—ETH DL I L,
~+9)
XA
sampleltemId Y| IEHIRIE ¢ | shortVariants & 7'N O fiii % 24,
N+$
10-2. armLevelChanges % 27 GC# 5

(%1

{

"armLevelChanges": [

"itemId"”: "arm-1",
"armLevelChangeType”: "amp”,

"cytobands”: [
{
"chromosome”: "7",

”armll: ”q”

3
1,
"sampleItemId”: "sequence-1-tumor-dna”

3
{
"itemId": "arm-2",
"armLevelChangeType”: "del”,
"cytobands”: [
{
"chromosome": "17",

”arm”: ”p”

3
1,
"sampleItemId”: "sequence-1-tumor-dna”

3,
{
"itemId": "arm-3",
"armLevelChangeType": "t",
"cytobands”: [

{
"chromosome”: "X",

”armll: "qU’
"region”: "28"
Iy
{
"chromosome”: "14",
Harmll: Hq”,
68
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b
{

3
1,
"armLevelChangeNames”: [
"t(X;14) (g28;q11.2)"

1,

"sampleItemId”: "sequence-1-tumor-dna”
)

"itemId": "arm-4",

"armLevelChangeType"”: "amp",
"cytobands”: [

{
"chromosome”: "21"
3
1,
"armLevelChangeNames”: [
"iAMP21"
1,
"sampleItemId”: "sequence-1-tumor-dna”
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11. nonHumanContents & 7
v AN EYFE(T A VR TR E)ICOWT DIEREZELHET S,

F— RS T — A 2t
nonHuman o EH(E X : 1~ | nonHumanContent [E¥RER] % 7
Contents . N. #7227 V) | BEAHOKZA T 227 bI—8BTHB L,

11-1. nonHumanContents & 7N D fg i

* — WA 7 — 2 A Bl
=%l
itemld W EQ;Q AR ID.
item VoZH SIS T
rid —JEFINT—EDOFITH D Z &,
&l . , - - -
, " R Ao mEFICRHHE I L Tv 3 EYHEZ R
organism W IERIZRHE ‘
o
A +$
) fid% (£ & : 1~ | otherBiomarkers % 7' ® biomarkerMetrics X 7'%:
contentMetrics = .
N\ j— 7 y T 7 }‘ ) ﬁuﬁo
. . otherBiomarkers & Z'IN® biomarkerMetrics & 27'%
value [WZH] Bl
S8
peEl
) R otherBiomarkers % 7' @ biomarkerMetrics % 7%
unit [WZE] IEHZRI -
A +$ e
o X5 otherBiomarkers & 7' ® biomarkerMetrics & 7'%:
type [wrzH] IERIRH - -
~+$ e
(X 1~ _
N( - nonHumanContent ® &,
N X . —y .
descriptions = iS5 L OITIC DWW TlE, comments & 7 A D
IR N
contents % 7 & £:H,
~+$)
p&El
sampleltemId 9uex| IERRE shortVariants & "N D figai % 2,
~+$
11-2. nonHumanContents & 2 3¢ &ifl

(B

"nonHumanContents":

C




"itemId"”: "nonHuman-1",
"organism”: "HBV",
"contentMetrics”: [
{
"value": 65,
"unit": "reads-per-million”,
"type": "virus-derived read sequences
}
1,
"descriptions”": [
"Hepatitis B virus.”
1,
"sampleIltemId”: "sequence-1-tumor-dna”

n
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12. wildTypes &% 7

AR IR Z il %,
F— WIELLE 7 — 2 k|
AR 1~
wildTypes [E=3 N, 7Y =2 |wildType [EHEN X 7,
)
12-1. wildTypes & 7" D fi#&t
*— PAZEES LS 7 — %8 il
XA
itemId [hZH] IERRH - LD ID. )
W —IEFIN T -EOXFITH D T L,
X7
geneSymbol [4AZE ] NESE shortVariants & 7N D fifai & S,
MA¥s]+$
- XA
geneSymbolSou ﬁ'i\ IR shortVariants & 7' N D it & S,
rce (HE%E) .
— N+$
& L
geneSymbolld G IERFRIA shortVariants & 7' D fifai & 2,
~+$
X7
transcriptld (E9=3 N ESE shortVariants & 7' N @ fifin & 208
AM¥s]+$
- X5
origin A= T shortVariants % 7' ® variantOrigin & 7" &,
wildTypeName = fh% : PAERRECCRc Ty S HER DRI 2R
sl (R 1~
N, X4 227 P
descriptions [E9=3 IE%EE iS5 s L RITICOWTIE, comments X 77D
- contents X 7 % 2,
+9)

12-2. wildTypes & 7 5C# {1
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(G

"wildTypes”: [

{
"itemId”: "wildType-1",
"geneSymbol": "BRAF",
"geneSymbolSource”: "HGNC",
"geneSymbolId": "1097",

"transcriptId”: "ENST00000288602.6",

"origin”: "somatic”

1,

£
"itemId”: "wildType-2",
"geneSymbol”: "KRAS",
"geneSymbolSource”: "HGNC",
"geneSymbolId”: "6407"

3
{

"itemId”: "wildType-3",
"geneSymbol”: "NRAS",
"geneSymbolSource”: "HGNC",
"geneSymbolId”: "7989"

3
1
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13. druggability % 7

7I<IIIEI

BT B lEMERET 5,

¥ —

— 57

B

druggability

A7V b

druggability {F#HEN X 7

12-+13-1. druggability % "N D fi#ah

¥ — WA —x A EE!
companionDiag (=3 FAI(RE 1~ | av =4 v2ZHolEH.
nostics (#5E) | N, A7V z2b) |BHOKEA TV 27 PiF—EThb T L,
LA
l:7|<l:|l:| ﬁ%ﬁ@ IDO
itemId [#A7H] BRI
e s I T —EO I TH S T L,
FHl(Rx @ 1~
. . MR & Tr %y AR (itemlId)
alterationlte - N, X4 .
Id (7] EHE HEEL D o1 B DA G DR IT x5 B35 D 4fHoE
milas N L —
$) A A, HBEO itemld ZEd#W T 52 L,
N+
S o [
- (g x 1 | o OTEH
drugs (442 . XHEAIDOGE L 1 DORHERD A Ziddk L. HHHIHE
N, 7Y =z27b) |- . B
HEDOGE B DI TR Z#H T 5 2 &,
P& . . .
drugNam " AN IS mMEFICRHHB T LT 3 ERN AR E
WA IERIZRE - I
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N+$
pezdl
innDrug D T 5 32 5 [E R —fi% 44 (International Nonproprietary
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AR 1~
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descriptions (E= A - HASER L fTIc oW Tld, comments & 7N D
e contents & 7 % &,
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. - = BA(RE 11~ | AT /70774 v 7 DER,
GenomicProfili o R
(f3%) | N, A7¥ =27 b) |BIOFA TV 227 FPE—HTHD I L,
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B SR D 1D,
itemId [#AZH] BRI
e e I T O XTI TH S L,
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(X 1~
) (Eﬁ, ﬂ%k&é ?£ﬁ§%%%mmM)
alterationlte - N, 35 ,
[rZE] DT R DA A DRI 2 G D%
mlds IERZRIA
5 —&%}i—é‘—é—i@ &, HED itemld ZECE T D 2 &,
N+
D IEH
d Lirz] A (Xt 1~ %f:ﬂf@{ PEEIR D5 E 1T 1 DDRHERD A%
rugs WA o — —
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S ok s R R
pEl , - s
drugNam - AR LSt mEF BT hTn 3 ERM AN %
W IERIZRH I
e RCH,
AE
V|
innDrug e E;;fﬁ] : = 38 5 [E R —fi% 4 (International Nonproprietary
Name Name),
A +$
fe(Fx 1~
knowledg N. X4 .
= W — 24,
eBase & IEFRERI - A #
A +$)
=]
evidence = i .
~ IEHIRE ¢ IEFVRLR)L,
Level (HEe2)
S
pel
cancerCo .
4 = IR DAfET—F,
y A
XA
cancerNa \
= IR BAFEY
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I 1~
s (X 0 1 .

o . N, X551 R
descriptions (E=3 A - A SER L fTIc oW Tld, comments & 7' N D
T contents % 7 & £,

A +$)

12-2:13-2. druggability % 7

Gl

¢,
"druggability”

: {

"companionbiagnostics":

{

"itemId"”:

"variant-1"

L

"druggability-Cbx-1",
"alterationItemIds":
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1,
"drugs”: [
{
"drugName": "PERJETA®afatinib"”,

"innbrugName”: "pertuzumabafatinib"
},
{

"drugName": "HERCEPTIN®ertetinib",

"innPrugName"”: "trastuzumabertetinib"
}
]
}L
_{
"itemId”: "druggability-Cbx-2",
"alterationItemIds”: [

"variant-2"
_ 1
"drugs”: [

_{

"drugName": "PHESGO®",

"innbrugName"”: "pertuzumab, trastuzumab, and vorhyaluronidase alfa”
_ 3
_ 1
_J

:I;

"comprehensiveGenomicProfiling”: [
{
"itemId”: "druggability-CGP-1",
"alterationItemIds”: [
"variant-2"
]7
"drugs”: [
{
"drugName": "alectinib”,
"innbrugName”: "alectinib”,
"knowledgeBase”: [
"OncokB"
]y
"evidencelLevel”: "A",
"cancerCode”: "NSCLC",
"cancerName”: "Non-Small Cell Lung Cancer”
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14. pathogenicity X 7"
pathogenicity ICB3 2 1§ # Z id#l 3 %,
*— WIS — 2 e
pathogenici A (R 1~ .. .
B th ty THHEN £ 7
ty { N. #7 ez 1) | PROBCRICIY HERET

13-+:14-1. pathogenicity & 2" P D fi#gi

F— e — & il 24 ]
emld L] IE;;;_;EJ pathogenicity ¥ ® 1D,
t J \j/‘ 5 G M
- s BN O CH B L,
RR & 75 B 5y B AR (temId).
BOAl(R& @ 1~ em
IterationTtemld N BEARIC 1 5D5) ?%%ﬁﬁ%‘fﬁ?ﬁ%uﬂiﬁﬁ"é
alterationItem L
[wiZH] A - 772 L. BB D) TR SRR SRS 5
s HZETH
A+$) Licko ’C}ﬁZJ_'ﬂ‘é pathogen1c1ty DG, AT EHE
.+
T R HZEHRZ LT %,
4 .
knowledgeB L 4] rtj;;ﬁ- ToAN R
noweteERe - . ; ' (#]) COSMIC, ClinVar
N+
pezl
knowledgeBase . o
. = IEHZRH FeRR—=ZADNN—V 3 v,
Version
N+$
knowledgeBase L] A (R 1~ —ZRX—2DL a2 — FMEf,
Records TN ATV =) | BAORA TS 22 P E—ETHB L,
e P&l
recordld - IERIZRH La—FoID,
(He32) K
~+$
RANRE 1~
field WZH L a— F DO,
le N. #7227 1) [EEEH
=%l
VA Eigaj S
name - e (#1) CLNSIG
N+$
N pEl 7 4 = FAITHS 5 fH,
value WA :
IEHIRI - (f51) Pathogenic
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A (R 1~
N, X741
descriptions (=3 = ;ﬁi;ﬁ}
~+$)

aRXvh,
RS L R TIC DWW Tt comments % 7N D
contents X 7 % =HH,

13-2:14-2. pathogenicity & 2 20 & {3

(f51)

"pathogenicity”: [

{
"itemId"”: "pathogenicity-001",
"alterationItemIds”: [

"TEST0O1"

]’
"knowledgeBase": "COSMIC",
"knowledgeBaseVersion”: "vXX(20240123)",
"knowledgeBaseRecords”: [

{
"recordId": "COSM@@Q",
"field": [
{
"name”: "MUTATION_SIGNIFICANCE_TIER",
"value”: "3"
}7
{
"name”: "COSMIC_SAMPLE_MUTATED",
"value": "1"
}
]
}
1,

"descriptions”: [
"MUTATION_SIGNIFICANCE_TIER: 3",
"COSMIC_SAMPLE_MUTATED: 1"

]

})
{

"itemId"”: "pathogenicity-002",

"alterationItemIds”: [
"TEST002",

"TEST003"

]’

"knowledgeBase": "ClinVar”,

"knowledgeBaseVersion”: "20240321",

"knowledgeBaseRecords”: [
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{
"recordId"”: "12345",

"field": [
{
"name": "CLNREVSTAT",
"value": "criteria_provided,_multiple_submitters,_no_conflicts”
},
{
"name": "CLNSIG",
"value": "Pathogenic”
}
]
}
:I)

"descriptions”: [

"CLNREVSTAT: criteria_provided,_multiple_submitters,_no_conflicts”,
"CLNSIG: Pathogenic”

]
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15. FEEEHEIH
FEHFHEICOWTEHRT 3,

15-1. itemId
itemld Dfil. 77 AAHNT—ETHBI L, fliZ. FEDLFEY,

15-1-1. itemId o ZC#HI
itemld 23&353 324 & 7N TD itemld DEDEEHEHHIC D WTRT,

variants & 7'

"itemId”: "variant-1"
"itemId”: "variant-2"
"itemId”: "variant-3"

otherBiomarkers Z 7’4

"itemId”: "biomarker-1"
"itemId”: "biomarker-2"
"itemId”: "biomarker-3"

sequencingSamples X 7'

"itemId"”: "sequence-1-tumor-dna”

"itemId"”: "sequence-2-tumor-rna”

"itemId”: "sequence-3-normal-dna”
druggabilitycompositeBiomarkers-% 7'

"itemId": "druggabilityeempesite-1"

"itemId"”: "druggabilityeempeosite-2"

"itemId": "druggabilityeempesite-3"
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15-2. matePieceLocation

breakends Z 7" HNICTETE S % matePieceLocation I DWW TR 5, Hife & LT, iR

DSIARCH FCYIBRNTE O B A 72 BT A L3R (upstream). FHL2 % TR TR
(downstream) &% 3%,

X EEBEYIRYIO EFR - TieZE A3

15-2-1. matePieceLocation @ Zt.#k{y

WG R

TS 2 B R D 4l 72 2517 C matePiecelocation D #EGiEZ ~$, VCF X (v4.5)T
DRBUCOWTHHRRT %,

e B SR VCF OFlIZLATO F ¥ 2 A v PORRAEWULE L 72d D TH %:

The Variant Call Format Specification VCF v4.5 and BCF v2.2
https://samtools.github.io/hts-specs/VCFv4.5.pdf

Ze B DB

(V7 7 v v ARH| QY PRAIE O T H3HE 2. 5 F71H])

v

876543 876544

©

@

1200000 1200001

U

)

2222233 2222234

Chr3 6_

o)

Y

K7 x—~v b TORHE:
1@,

Qetafpdrs 2 llofE 825
T, 7L —
—J7. BetaipEs 1 lof &

matePieceLocation DfiE |t "upstream" & 72 5,

B2, SRS T R OBINCE Z b > Tnhb D
JILV FEDF 7Y =2 kD matePiecelLocation Dff 11 "downstream" & 7¢ %

MR 2 &0 Ll oI E X b > T2 DT,

(FID)



"breakends”: [
{
"chromosome”: "2",
"startPosition”: 1200000,
"endPosition": 1200000,
"matePieceLocation”: "downstream”
})
{
"chromosome”: "1",
"startPosition": 876654,
"endPosition": 876654,
"matePiecelLocation”: "upstream”

3
]
e
RtafhFS L llofEEm» 0 /5 L. SEESI TR B ORI E Z b > T3 0
T, A 7Y =27 F D matePieceLocation D1 13" "downstream" & 7z %
etafhF T 3HoFES H2 O J7286 b FlE7Z © ¢, matePieceLocation DA (%
"downstream" & 7z %,
()
"breakends”: [
{
"chromosome”: "1",
"startPosition”: 876543,
"endPosition”: 876543,
"matePiecelLocation”: "downstream"”
3,
{
"chromosome”: "3",
"startPosition": 2222233,
"endPosition": 2222233,
"matePiecelLocation”: "downstream"”
3
]
(@)
RtafhFK S 2 {llofEEm» 0 /5 L. SEE LRI ORI E Z b > Tnh 3 D
T, A7 =7 b D matePieceLocation D | "upstream" & 72 %,
PetufhF s 3OS S O J7286 b FlE7Z © ¢, matePieceLocation D1 (%
"upstream" & 72 %,
(©)
"breakends”: [
{

"chromosome”: "2",
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"startPosition”: 1200001,
"endPosition”": 1200001,
"matePiecelocation”: "upstream”
};
{
"chromosome”: "3",
"startPosition": 2222234,
"endPosition": 2222234,
"matePiecelocation”: "upstream”

VCFE Tl :

T2 BRSO % VCF va. 51> Tl T2 e XD X 5 1c b, UTHIDEICH 255D

TG SR OB D F 5 IS IG T 5,

#CHROM  POS Ib REF ALT

1 876544 bnd_V G 12:12000001G
@ 2 1200000 bnd_U A AL[1:876544[

1 876543 bnd_W C C13:2222233]
® 3 2222233 bnd_Y T T11:876543]

2 1200001 bnd_X C [3:2222234[C
® 3 2222234 bnd_Z G [2:1200001[G

QUAL FILTER

6
6
6
6
6
6

PASS
PASS
PASS
PASS
PASS
PASS

INFO

SVTYPE=BND
SVTYPE=BND
SVTYPE=BND
SVTYPE=BND
SVTYPE=BND
SVTYPE=BND

16. BRE&EIL
C-CAT ~VFF R

E-Mail: helpdesk_c-cat@ml.res.ncc.go.jp
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