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I-2. HIGE

o REAIRIEHIEE - RAESHEL» O TAR/NBAT ) LT uT7 74 ) v IBRE DL RN
e, 7. WEE»OEIRT — 2 2L, BPAAGBR—RZHH LT, 4%
FUBH I EmH & 70 2 B0 SEA B X RGBT 2 R 0 T 2 5B, Bl LT, C-
CAT,

® MEMIITNE  WENBAT /707 74 ) v rREOMH 4 D RIEHRIC, W
& 75 % EIGEA C R GERTE A O o 7, e LT, C-CAT SH&EH R,
BREAIRERE & 13870 0 RAEMRHRE &L, MEXEPRITT 2 REF RO
eF

Ho

® DAHEEN—R  BADOEBERIC, Ml & 7 2 80 3L B R ER % BT O 72 7
—ZX—2Z, fil& LT, C-CAT CKDB (cancer knowledge database)* OncoKB
(Chakravarty et al, 2017, JCO Precision Oncology),
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II. C-CAT Ic g 0 HIH
I-1. 7 7 4 L DEfERE

TN T 7 L 7a 7 7 4 ) v 7BREIC X 2R ERIE. AR, S C-CAT ~, CATS
(cancer genomic test standardized) 7 + —~< v M TEMN T 2 04EHABH Y 7,

11-2. AJ1 D #HipH

T — X WE DR SN ERIEHRSE, CATS 74—~ v b ~DANTONRTT, Al L B
NIERIERIIATI LW T I I v, ANINAERERE 2 T 2 R — 2 DFER
%, C-CAT fEMBICH N T 20 L vdid, $%iB3 25 %27 ("reported” 5 X UVgrade”) %15
ETH L TENTE LT,

T [ERER] X, KRERCHFT % shortVariants, copyNumberAlterations,
rearrangements, otherBiomarkers, expressions, armLevelChanges, nonHumanContents,
compositeBiomarkers Zf5 L. 2N X Y MIOFMIEEH —>—2% 3O TiEH Y ¥ A,

BT ARG H] &k, shortVariants, copyNumberAlterations, rearrangements % g L £
ER

INOFEFEYRT 272 EC, MESHOREMERGE, T2 T 2 EFICHR
INFEBRERE LT AL T v, EKRHIFICH 2 ZRGHRIZ. C-CAT #HEME~MTH
J1T3X5ICLTTF &,

11-3. B

o (TEHHBIANMEDIHHTHY, TELZTANLTLEI Y, VL& ANL TR
¢y C-CAT HERRICHE VT LY % C 0FEARPHRGIREHR T nz b, RSt
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III. metaData & 2
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,

I1I-1. schemaVersion ¥ —

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

III-2. referenceGenome X 2
V7 7Ly A7 LEANICEET 2 1EMZ LT 5.

*— AVESER 7=z At

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

referenceGenome WA

I11-2-1. referenceGenome & Z7"N D fifsH

*— eSS 72 B
p&El ‘
T E%ﬁb;ﬁ ) BEStIC TR LZY 77 L v RS
name = 23 )
At YN V]I EZR e AR
=5
. 7 V7 7Ly RT 7 LSO GRC (77 L5H0
grcRelease WA FHZEH o
avy—y7 L)) ) —2 ID 2i#ET 5,
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N, 75 D,
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[I1-2-2. referenceGenome X 7 z0#{j

(f51 1. NCBI D ECHELHD
"referenceGenome”: {
"name": "GRCh38.p13",
"grcRelease”: "GRCh38.p13",
"descriptions”: [
"Homo sapiens (human) genome assembly GRCh37 (hg19) 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

I11-3. 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,




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

¥ —

W

ES

fF:

7 —

B

typeLabelsInte
rpretedAsKbA

mplification

£

il

sl (&

I~4, 3
20))

[ERA]

DA — AT BT 5 2 v — B (72 1108
{7 FFRE ) D "amplification” (2 & —HUHIE) &
LTI N5, BT OEE LR EH
7~k

ROERIL D HFER (BLHIAN TEEAT]) ,

+ "copyNumberAlterationType: amplification"

- "copyNumberAlterationType: gain"

- "copyNumberAlterationType: duplication"

- "rearrangementType: duplication”

(77 # v b : "copyNumberAlteration Type:
amplification",

"copyNumberAlterationType: gain",
"copyNumberAlterationType: duplication")

typeLabelsInte
rpretedAsKbL

0SS

(5%

il

Ao (R &
1~5, XF
51)
LERA]

BAFGER — AT EB T 5 a v —HRE (72108
(L FRER) D loss" (= & —Hdb) & LT
IN3, MEAKMEHOBETFERERT L,
RDFERE D 5N (BLHIN CEEAT])

- "copyNumberAlterationType: loss"

- "copyNumberAlterationType: deletion”

+ "copyNumberAlterationType: homozygous
deletion"

- "rearrangementType: deletion"

- "rearrangementType: exon skipping"

(7 7 # v b : "copyNumberAlterationType:
loss".

"copyNumberAlterationType: deletion",
"copyNumberAlterationType: homozygous

deletion")
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typeLabelsInte
rpretedAsKbG

eneFusion

(55

il

A (R
1~4, X7
20))
[ER]

D3PI — R B 1T 2 B IRT-FHE R D
"geneFusion" GE{EZFRLA) & L TIN5,
AT OBEIRFARER T ~ v,

R OERI A 53R (BHIH CEEART) ,

- "rearrangementType: gene fusion”

- "rearrangementType: gene fusion and
frameshift variant"

- "rearrangementType: bidirectional gene fusion"
- "rearrangementType: other"

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

"rearrangementType: bidirectional gene fusion")

typeLabelsInte
rpretedAsKbIn

version

il

5%

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

D3 ARG — 2 B 1T 2 B8R T-FHE L D
"inversion" (¥ifiy) & LTERINS., BESH
DB TERER T ~ v,

R DERI A 53R (BEHIN CEEART)

+ "rearrangementType: inversion"

+ "rearrangementType: truncation"

- "rearrangementType: other”

(77 # /v b : "rearrangementType: inversion")

typeLabelsInte
rpretedAsKbD

eletion

5%

il

Ao (R &
1~8, XF
20))
[ER =]

DS AN — 2 B 28I PR (F 721k =
v —HEE) D "deletion” (KZ) & L TR
%, MESHMMHOBRFERER T ~ v, KIH
Hixt%ih 3 % shortVariants X 7' ICB1F 5 RET
1372 <, copyNumberAlterations % 7" &
rearrangements X 7 DR K% KT,

R DERIE A 53R (BLHIH CEEART)

- "rearrangementType: deletion”

+ "rearrangementType: truncation”

- "rearrangementType: splice variant"

+ "rearrangementType: exon skipping"

+ "rearrangementType: other"

- "copyNumberAlterationType: deletion”

+ "copyNumberAlterationType: homozygous
deletion"

- "copyNumberAlterationType: loss"

(7 7 # v b: "rearrangement Type: deletion")
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YA — 2B T 5 E AR (F 72 1k 2
v — 88 ) O "duplication” (FEH) & L THMR
ANt MESHMEHOBELR FEREFR T <,
R DER D> HIFER (BN CEEART])

BeF(F & | - "rearrangementType: duplication”
typeLabelsInte . o
" 1~6, XF | - "rearrangementType: tandem duplication"
rpretedAsKbD y=1
o A1) - "rearrangementType: other"
uplication i ] o
[ER + "copyNumberAlterationType: duplication"
- "copyNumberAlterationType: amplification"
- "copyNumberAlterationType: gain"
(77 # /v b: "rearrangement Type: duplication",
"rearrangementType: tandem duplication")
DS AFIFEA — A B 2 BRI (E 721k =
v — ) O "truncation” (KEAf) & L TR &
n3, RESHER OBIETFERER T <L,
R DEPR LD 5FER (BCHINCEEAT])
+ "rearrangementType: truncation”"
A (R . -
typeLabelsInte I~7. e + "rearrangementType: deletion
-~ AY %
rpretedAsKbT = 51) + "rearrangementType: inversion"
runcation e - "rearrangementType: other"
LERA] , , \
- "copyNumberAlterationType: loss
+ "copyNumberAlterationType: deletion”
+ "copyNumberAlterationType: homozygous
deletion"
(7 7 # v b: "rearrangementType: truncation")
DY AHTEEA — RS BT 5385 TR D "exon
skipping" (=% vV v X&) & LRI NG, &
HRMHOBEFERER T ~ v,
(R T+ | ROBIREA HFIR (BLHIAN TEEA]) |
typeLabelsInte . o
. 1~4, 35 | - "rearrangementType: exon skipping"
rpretedAsKbE = . .
o 1) - "rearrangementType: splice variant"
xonSkipping . . )
[ER - "rearrangementType: deletion"

+ "rearrangementType: other"
(77 # v b: "rearrangementType: exon

skipping")
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typeLabelsInte
rpretedAsTran

slocation

(55

il

AR
1~2, XF
51))
LERA]

DS AR — 21 B B B E T FRER D
"translocation" (#zfE) & LCERIN B, Bf
KA OB T EREWR T ~ v,

R DEPR LD 5FER (BCHINCTEEAT])

- "rearrangementType: translocation"

- "rearrangementType: other”

(77 # v b: "rearrangementType:

translocation")

typeLabelsInte
rpretedAsKbR

earrangement

(55

el

Ao (R &
1~18, ¥
20))
[EER =]

BIARGES — AT BT 2 BIEFERER(E 213 =2
v — B H ) D"rearrangement” (FFHERL) & L T
fERE N5, RESHMAH OBE TLRER 7 ~
N,

R DEPRIL D> 5 R (BCHINCEEAR])

- "rearrangementType: gene fusion”"

- "rearrangementType: gene fusion and
frameshift variant"

- "rearrangementType: bidirectional gene fusion"
- "rearrangementType: duplication”

- "rearrangementType: tandem duplication"

- "rearrangementType: deletion”

+ "rearrangementType: inversion"

+ "rearrangementType: truncation"

- "rearrangementType: splice variant"

- "rearrangementType: exon skipping"

- "rearrangementType: translocation"

+ "rearrangementType: other"

- "copyNumberAlterationType: amplification"

- "copyNumberAlterationType: gain"

+ "copyNumberAlterationType: duplication"

- "copyNumberAlterationType: loss"

+ "copyNumberAlterationType: deletion”

+ "copyNumberAlterationType: homozygous
deletion"

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

I11-3-2. configOptions & 2" 3¢ &l

(f51)
"configOptions": {

13




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

:I’

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

])

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

:I)

"typelLabelsInterpretedAsKbInversion”: [
"rearrangementType: inversion”

:l)

"typelLabelsInterpretedAsKbbeletion”: [
"rearrangementType: deletion”

:I’

"typelLabelsInterpretedAskbbuplication”: [
"rearrangementType: duplication”,
"rearrangementType: tandem duplication”

:I’

"typelLabelsInterpretedAskKbTruncation"”: [
"rearrangementType: truncation”

]

14




[I-4. comments # 7
Bin T A BiEH (variants), ¥4 A~ — 7 — (otherBiomarkers), sequencing sample |&#
(sequencingSamples) I 9% 2 X v b+ ZFl# T 5, itemlds ¥ —& a X b & AND
contents ¥ — R EFEN5,

¥ — MRS 7 — & Bkl
Byl (R 01
s A AV MEERERNI 2 T
comments (A=) ~N, A7 e
EESoE ATV 27 ViZ—BETHBHT L,
=7 }F)
I11-4-1. comments X 7' N D g
WAZH . -
¥ — st 7 — 2Rl GO
=S
R (& ~ — 7/ —., sequencing sample {& ¥} (sequencingSamples) D
. 5@;% itemld (%03 W], BEHEIIAW) % 3H,
comlds | o 5 | FEFl Ao a Ay b BT 254, itemlds DE X130 &
itemlds K oH
-é_ 6 (o]
IERZRIA ¢ ) . e g
Atd) Xitemld ZFHE L 7256, C-CAT TR~ BRI 1
' R,
R (X itemld I 5252 X FONE,
N x% TISOIE, HEEE 2 HA, FSChoikiTa — FiadE
s | %u WEn, FACYITEED 2 54RO ERTHIT T
contents | 4478
FLEL,
IR . ~ L . .
$) KEHERDOLTFEDOET ITSITa— F 2 &% 4,000 XFLA
N+
Mo

1II-4-2. comments & 2" &

(B
"comments”: [
{
"itemIds": [],
TitemIdsfichl DK X Do & IiE Rk~ a A v P 2RT,
"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.”

TEIASICSE T2 &0 2 5a 13, B0 EER L LTod Tl 5,

15




]
}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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IV. testInfo % 7

AR Z LT 5,
¥ — S 7T — xR ]
testinfo v |77 . 7| it £ 7
IV-1. testnfo & 7' N D figai
¥ — 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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IV-2. testInfo & 7' s &ifl

(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"
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V. 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,

V-1. sequencingSamples & "N D fi#&i

¥ — 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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RAESEOHEF ICEEE LT 2 RIEDRE

pE=l il
specimenType (E= BRI - (1) FFPE
N+$
Intact
mednfeadbent (gz; il | B o bk,
meanReadDepth R B PR,
(HE%E)
FicH (K
readCountMetric (=3 X1~ | V= FEoER.
s (f32) | N, 7Y | BiloF7Yz7 biz—EThd L,
7 F)
» . HIE fiE
value (2] HiE (B1) 76442556
HIEFHRD 7 <o,
- "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 Y —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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REXHEORAERRMEE, 32 hiclES

d WA 7 — N -
reporte _— PMERICTWME NI ) — FECH 2 07 dv
el (&
readPercentageM = X1~ | V= FEIGDHEH.
etrics (e52) | N, A7V | BHoA 7Yz FVz—EThHb L,
=7 }F)
HIE
value [w4ZH] Bl BA713 %,
(f5) 91.52
HIEFERD 7 <,
. - "duplicateReadPercentage": HHH
. pezl . R
labelName (7] [t ] - "mappedReadPercentage": ~ v t' v 73
Bk s oI R S 2 A 1. T
C-CAT I B4k,
FTV 2y .
numerator [iE] L - Y — FNE& D51 DIEH,
value = e readCountMetrics & 7' N Dk # =14,
ingT pE2 . .,
ApPPIg 1y el i ” X readCountMetrics % 7" N D fifii % S,
pe [ERK]
duplicateT T . .
Hpreate WZE ji readCountMetrics & 7 N Dfifah # 218,
ype [ERA]
A4
denominator [aE] : Y — FEIG D RO,
value = HE readCountMetrics & 7' N D fEaR # 218,
ing T p&El . .,
appIng WA e readCountMetrics % 7" N D fifgi & S,
ype LERA]
duplicateT pe=l . N
Hpreate WE \EE% readCountMetrics &% 7N D fifah % S,
ype [ER ]
BMESHOMEMREREE, TFZhICHET
reported [#4ZH ] T=nA | pEREFICEKHINEY - VHIETH B 0h
VA
[RZI[CRS
. X il~ | BEAESHoMEFICHEHIN TV IEEESEX
tumorContent (R s -
N. #7¢ | ofE#K,
=7 F)
M & 3,
/‘\2@\ % _ﬁ
value (7] e B 2%,
type [44ZE] XA | EEEEEDO XA T,




[ER]

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

« "unclear":

eyl (F
I 1~
N, X4
IERIRE -
A +$)

descriptions

sequencing sample D &AL,

A SEE X /T2 WTl, comments X 7

N D contents X 7" % =08,

V-2. sequencingSamples & 77 5t #k {5

(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
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]

"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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VI. variants X 2

X 7B T ARG % iK# 3 5, shortVariants % 7', copyNumberAlterations %
7', rearrangements X 7/ 3 EN b,

¥ — WZESEAE T — 2l B!
variants = A/ B TAREWREN 2 7,

VI-1. shortVariants X 7'

1 A SR

>N

AR D ACRI, KK LA EDRREZFLES 2,

x— | wmEtE | 7o A

- AR E - 1 | DHRRRZE SR, IR DAL RE, RK AL L
s 'ort a (T ~N. 7Y | OFEHERK &2 7,

riants =28 | EAORE TV Miz-ETHE I L,

VI-1-1. shortVariants & 7' N O fi# g

¥ — e 7 =" i
| ‘ S sy %< 3 1D,
itemId AEl BRI . -
At —JEFINT—EDOX I TH B L,
pe2l
chromosome sl AE*E%%EE : RtafhE 5,
[a-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
. o . TR at-ga, V7 7L v RIFED CD
position WA 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)
BESHOMEFICHBI LTV 2E
LFERDO X4 7,
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"
. - Pl ; \
transcriptDatabaseName [ZH] - - "Ensembl
[E R . . a
transcriptld 23 null DEE 1%,
" transcriptDatabaseName": null & 5l
ER- R NI
FRT—4&R=2D "= 3 v EF
. . Pl
transcriptDatabaseVersio " #,
(E= IEMERHL e . N
n As XAl W& X, C-CAT 23k®
. o=V a VRIS,
A (R o1 . .
. = | BT EROMEICET 3 1EHE R
regionStructure (B3 ~N., &7 "
o
E
ARt OWMEF ICIH I T W 2HE
o DAZE B3 2 il R,
R 5 ER L CTRLHL,
+ "promoter”
+ "upstream"
- - "downstream"
?‘
type [ ] . - "intergenic"
P [ e
+ "5'UTR’
. Y|3VUTR"
. "exon”
* "intron"
X G @R 2 5 5 856
i, HATIC C-CAT IC B,
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F7 & Al
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W FUH,

26




MESTOWMEF ICEHH I N TV EE
14 GERTReS) % it #l
B T1EE L R WA

- X "geneSymbol": null & Fe#,
geneSymbol [4hZH] Ej%i%fﬁ : "TERT promoter | & & 3 o [3tifF
RIS s e
[TERT] %#&#3 %, [promoter]
X FRED regionType ICFL#E T 5,
pe2l BEStOMEF ICRHHI N TV R
regionName (S8 IEHERHL HOEE T 5 Rl Zs sHIE A 7% Rl ik
~N+$ 5] : D4Z4 repeat
LIRCADI o =28
W7 LY L R UM & oS5
. pezl .
strand (E9=) - "+ i E ORI
LR transcriptld 23 null DEE 1%,
"strand": null &EC# T B 2 & HA],
MEStOMEHFICHKKIN TS
DNA L ~LToZft % sl
JRAlE LC HGVS ICHELL 72 K5d & &
pezl 5.
cdsChange VAR v =y < RNA 5
+3 a—-FaInhvgaHid, (* X
/v a—7 4 v 7 ORELS
i2) null &332 ¢ A[EE,
BEStOMEF ICRHHI LT X
VRIEL _ U TOEAL % R E,
pe=l T IBRIT I XFERRLE TS, 2 ofth
aminoAcidsChange [ A7 EHIFRIE WICOWTIEFERIE LT HGVS ICHERLL
N+$ 7oKLk 35,
IEFFRAEIRESE 7 I VB 7 i
Ak, null &35 2 &b AEE,
e FRA AL T 7ol 4 o 1 HERAZ B
shortVariantName = IERIZRI ¢ ﬁ%@ﬂ@@?ﬁ]\%’ﬁﬁi\ KR EATNT
R E DY,
+3 #51l : EGFR Exon 20 Insertions
%%iu‘(iéiﬁj "splicing_variant"7z &', ¥nEEY) L D%
calculatedEffects = ®"O(EE) 0% % Sequence
IERERHL -
r48) Ontology Tii#E 3 %,
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snpEff 7 —)Ld [Effect (Sequence
Ontology) ] %°. annovar Y —/L®
VCF [Func.refGene| 143 %18
H., annovar Tl. User Guide, Gene-
based Annotation @ Output file 1
(refSeq gene annotation) (CfEZE23H
n. L%IEHH O HGEE% Sequence
Ontology ICZfAT% 2,

feso 183k iIc>% 1 HEEZHIY 4C
%,

B D& LFHE—ETH D Z &,

AR 1
. = L AxX vy T aAEEOH L XY D
skippedExonRanges - ~N, A7 |
(HE5E) T o
=7 b)
X4
transcriptld [44ZH] IERIZRI ¢ transcripts X 7' N D g % S,
AM¥s]+$
o transcripts X 7' N D g % S,
transcriptDatabaseName [ ] [‘EE;_Q] transcriptld Z AN L 728556, ARIEHE B
SR oy s,
FH
transcriptDatabaseVersion (E9=) IERIERE transcripts % 7' N D g % S,
~+$
XFH
geneSymbol [wZH] IERRI transcripts & 7' N D figeiit & S,
ANN¥s]+$
X4
strand (=3 transcripts X 7N O fiEdi % 2,
E N i "
AFXy FTLARENDDH 5T F Y VE
| magE | g .
exonRange [4rzH] 2w T OHPH, Btk - R TOoZ XY VS
VT e g,
totalExonNumber = BE ¥V VO EILET 5,
sequencing sample 15
5l AueneHs PP I ]
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XC-CAT Tld. MM 22 bl
NERANHR DT, RS 2 DA AR~
—ADWNRELEZ T DL, ANH %R
Laid, RiileZgR (BE) R~
— AR TN S,

- "somatic": Al >k

- "germline": AEFEAMAL R A ik

- "likely somatic": HLRIFIC I3 fEE D &
DIREICE VT, Filfldhsk e P X
na56 XA R (BE) oH
R —ADMEH I NS,

- "likely germline": HL7R {1 | X JiEIES oD A
DIREICEH T, AhEMI Rk &
TRIN 56 AR ZR

(BH) DR —AMRHEHEI N5,

R & IR RRAR 2 (] L T L

tched iR
matcne f:i])?:'_\‘i))o

il

7 LH

VI-1-2. shortVariants & 27 20 #1

(5l 1. SNV DFLHERAD
{
"itemId"”: "variant-1",
TitemIdICIIMH S N7 BIE T A RIGHRICH L, BMESHFEE O EIN %2R S,
"chromosome”: "9",
"position”: 135781005,
"cytoband”: "q34.13",
"referenceAllele”: "C",
"alternateAllele": "G",
T "position” & "referenceAllele”. "alternateAllele”ZVCF v4.5D v — LIZHE > CTRLEL T
%,
"alternateAlleleFrequency”: 0.54,
"alternateAlleleReadbepth”: 108,
"totalReadbepth”: 200,
"variantType": "SNV",
"transcripts”: [
{
"transcriptId”: '"NM_000368.4",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{

”type”: ”exon”’
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"number”: 15,
"totalNumber”: 23
}
]7
"geneSymbol"”: "TSC1",
"cdsChange”: "c.1960C>G",
"aminoAcidsChange": "p.Q654E",
"calculatedEffects”: [
"missense_variant”

]
}
1,
"sampleltemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched”: true

(1 2. insertion @ ECHLH])

{

"itemId": "variant-2",
"chromosome”: "7",

"position”: 55249008,
"cytoband”: "p11.2",
"referenceAllele”: "T”,
"alternateAllele”: "TGGACAACCC",
"alternateAlleleFrequency”: 0.4953,
"alternateAlleleReadbepth”: 368,
"totalReadbepth”: 743,
"variantType”: "insertion”,
"transcripts”: [

{
"transcriptId”: ""NM_005228.3",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon"”,
"number”: 20,
"totalNumber”: 28
}
]7

"geneSymbol"”: "EGFR",

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

}

1,

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

"matched”: true
}
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(51 3. deletion @ FCHEA)
{

"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"”: "ARIDTA",
"cdsChange”: "c.3340delC",
"aminoAcidsChange”: "p.P1115fs*46",
"calculatedEffects”: [
"frameshift_variant”
]
}
:ly
"sampleItemId"”: "sequence-3-normal-dna”,
"variantOrigin": "somatic”,
"matched”: true

(9l 4. delins DECHEHI)
{
"itemId"”: "variant-4",
"chromosome”: "1",
"position”: 26696982,
"cytoband”: "p36.11",
"referenceAllele”: "GC",
"alternateAllele”: "TT",
"alternateAlleleFrequency”: 0.0993,
"alternateAlleleReadbepth”: 52,
"totalReadbepth”: 524,
"variantType”: "delins”,
"transcripts”: [
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"transcriptId”: "NM_006015.6",
"transcriptbPatabaseName”: "RefSeq”,

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

"type": "exon"”,
"number”: 1,
"totalNumber”: 20
}
]7
"geneSymbol"”: "ARIDTA",
"cdsChange'": "c.579_580delinsTT",
"aminoAcidsChange": "p.E193_P194delinsbS”

3
1,
"sampleIltemId”: "sequence-1-tumor-dna"”,
"variantOrigin”: "somatic”,
"matched”: true
3

(f5 5. TERT promoter @ i &)
{
"itemId"”: "variant-5",
"chromosome”: "5",
"position”: 1295228,
"cytoband”: "p15.33",
"referenceAllele”: "G",
"alternateAllele”: "A",
"alternateAlleleFrequency”: 0.163,
"alternateAlleleReadPepth”: 15,
"totalReadbepth”: 92,
"variantType™: "SNV",
"transcripts”: [
{
"transcriptId”: ""NM_198253.3",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "promoter”
}
:l,
"geneSymbol"”: "TERT",
"regionName”: "TERT promoter”,
"cdsChange”: "c.-124C>T",
"aminoAcidsChange”: null,
"shortVariantName”: "TERT promoter c.-124C>T",
"calculatedEffects”: [
"TF_binding_site_variant”

]
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3

1,

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

"matched”: true
}

(#5] 6. Exon skipping D ac#kf)

{

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

"position”: 116411892,

"cytoband”: "p11.2",
"referenceAllele”: "TCTGTTTTAAGATCTGGGCAGTGAATTAGTTCG",
"alternateAllele”: "T",
"alternateAlleleFrequency”: 0.023,
"alternateAlleleReadPepth”: 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"
3
])
"skippedExonRanges”: [
{
"transcriptId”: "NM_000245.2",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "MET",
"exonRange”: [14, 141,
"totalExonNumber”: 21
}
1,
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched”: true
}

VI-2. copyNumberAlterations X 7"
I n7za v —HKRFEICHL Rl 657 TH 5,

*— WS | T2 i
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Y b)

av—HEREEN X T,
A4 7Tz Mig—EHThrT L,

il

copyNumberAlterations T

VI-2-1. copyNumberAlterations & 7N D figii

¥ — WS | T GIGE!
_— » Ejﬁf;f; | R ARSI Y %< 5 D,
At —FEFINT—REOXFITH B L,
pE2l
chromosome (;z;) /\IE[j%i?EZJO_ YettiihF 5,
9 ¥-]+%
. (E9=3 . etk L oRMRALE (1-based I X 55T
startPosition (i) T ).
pe2l
startCytoband (E=3 EHREKE - | FRMEO YA PNV F,
N+$
. (=3 . Qetufk Lo T ziE (1-based I X 550
endPosition () EE ).
pe2l
endCytoband R IEHRE | BT EOT A PNV,
~+$
o v —HEE OMEME & HAL,
w51 value, unit ® 2 2D F =L 54 7Y
- . = 7+ DECH, unit 23FE 72 ZEH 2 D
copyNumberMetrics G | N. AT k& 2561%. BT 2 Eofdd|cE
2oy | s
WA D&EL 7Y =27 PME—ETHDBZ
&,
value [ 42 ¥ofE 2 v — R O HIE i,
HIFEfE value D HfL,
. BALLIER D> 6 IR AT HE,
unit [4AZH] . - "copy number": = & —%%
- "fold-change": TEH RT3 2 s
Witko (LI 7)) FEHUEE O
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- "log2 fold-change": "fold-change" ™
log2 Z5 {2

- "fraction-of-gene": JHE X L7z EE T
T D 9 b 3 v — R L =5 D H
=

KZ Do B2 M3 2 5HA I, F
Hific C-CAT I EAHE.

RAEXEOREMBREE, i3zt h
CHE 2 R IC RO T s = v — R

HoORAT,
R IR L TR,
- "amplification"
] . . "gain"
copyNumberAlterationT o XFH L
| - - "duplication"
ype [ERH] .
+ "loss
- "deletion”
* "homozygous deletion"
- "neutral"
X EFCLAAN D 2 4 THfER T 285613,
FHTIC C-CAT Ic B,
fiesl (&
. . 31~ . \ .
transcripts WZH | shortVariants & Z7'N D figEit % 204,
N, #7¢
=7 1)
XFH
transcriptld = IEHZFKI ¢ | shortVariants % 7' N D i % S,
MNA¥s]+$
. . shortVariants % 7N D fifai % .
transcriptDatabaseNa ” pe2l )
(RS (et transcriptld Z AJ) L7286, RIEHE D A
me ZEYNT -
NEHERET 5,
XFH
transcriptDatabaseVer . ] . N
_ = IEHIFRI ¢ | shortVariants % 7' N O fiEai % S8,
sion At
fiesl (R
, . 31~ . \ .
regionStructure (E=3 . | shortVariants % 7' D figai % 28,
N, #7¢
=7 1)
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P2l

type (w28 ] .. shortVariants & 7N D figait % 22,
number (E9=3 B shortVariants & 7N D fifai % 2,
totalNumber = B shortVariants % 7N D fi#ii % 28,
FH
geneSymbol [#ZH] | IEMIFRIR © | shortVariants % 7' N D fiFa % S,
MNA¥s]+$
XFH
regionName (=3 IE#IRI ¢ | shortVariants & 7N O fifin % 4.,
N+$
strand (=3 [é;i] shortVariants & 7N D figai % 2,
X4
cdsChange = IEHFKIA ¢ | shortVariants % 7' N O figii % S,
N+$
XFH
aminoAcidsChange (E=3 IEHFRIA ¢ | shortVariants & 7' N D i & 2,
N+$
copyNumberAlteration e BEREIN T 72Mi 4 D2 v —HEFE D
(=3 IEMERH o
Name ESNTR
~+$
fiesl (&
T il~
calculatedEffects R N. 3CF51 | shortVariants & 2N D % 204,
IEMERH
~+$)
fiesl (&
X l~ -
skippedExonRanges = . | shortVariants % 7’ N D figan % S,
N, A7
=7 )
XFH
transcriptld [#0ZH] | IEMIFRIE ¢ | shortVariants % 7' N D fiFa % 54,
MNA¥s]+$
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' shortVariants & 7N D fifai % 2,
transcriptDatabaseNa . pE=l )
[ ] - transcriptld Z AJ) L 72856, ARIHHEH D A
me LER B HEEE 7
) X4
transcriptDatabaseVers ) ) .
) = IEHFRIA ¢+ | shortVariants & 7' N D g & S,
ion At
X
geneSymbol [wZE] | IEMIFRIA ¢ | shortVariants % 7' N D% S 7,
NMA¥s]+$
strand (§9=3 [é;zg] shortVariants &% 27" IN @ fig&ht % 4,
iesl (&
exonRange (28] X 12, # | shortVariants % 7N D% S 4,
¥0
totalExonNumber £ B shortVariants &% 27’ IN D fig& % S,
X
sampleltemId | IEHFRIA ¢ | shortVariants & 27" N D it % S,
~+$
variantOrigin (i;) [é;zﬂ] shortVariants & 7' D figa % .
matched = 7 — A | shortVariants % 7’ N D figai % S,

VI-2-2. copyNumberAlterations # 7zt #

()

{

"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”
}
]’
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"copyNumberAlterationType”: "loss”,
"transcripts”: [

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

3

:I)

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

"variantOrigin": "somatic”,

"matched”: true

VI-3. rearrangements X 2"

EL RS, EE, RORK, B0 & OB R F MR OE#REI# s 2,

¥ — WZASEAT 7 — 2 i
AR : 1 ‘ \
. T “N. F7 EiL T ERERIEEEN 2 7,
rearrangements = \7 N B0 &A TS 22 b Id—TEChDHC L.

VI-3-1. rearrangements X 27" [N O figiit

* - WS | T2 B 3]
pexl
R T2 BEHICE Y 4T 5 1D,
itemld WE EHIZE BIn TR ﬁi M
nag | HEPINTEOXTIITHS 2L,
[l
é';%f BETHERKD 20 7L —2 2V F,
bl’eakends ’,[Z‘gE: \\' : N @aﬁlj@%j‘j\‘jl 7 } &ig%ﬁ\—(\\% % -
A/
&
M)
pezdl
IERERE |
chromosome Y| =
Na-zA-Z0-
9 ¥-1+%
et fk b o BEHCE (1-based 1< & 338
startPosition il Ok B FjiL =AY ase
Ho
A
startCytoband T FHEE . | EREEOF 4 F Y K,
N+$
et ik L o#& T 78 (1-based I X 33
endPosition WA O g) (71 (1-base
B0
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P2l

endCytoband IEHIRE | BT EOT A PNV,
N+$
pel Y7 7Ly R,
8 | IEBIERI 0 | VCFv45 iZfE-> TRl %, selflid
referenceAllele B
Eiirs AACGTN] | #h [XV-2. matePieceLocation| %%
+$ i,
T | R
IEHIRIL - | VCF v4.5 ICfit > CRldlid %, ac#filix
alternateAllele
NACGTY[ | thif [XV-2. matePieceLocation] %%
¥]:0-9]+$ | M,
SHEY| FofEaRAbRAZE 2T, P
B E LR CHIDEA LG L T2
A ld "upstream”, YJFR{7E MR THRIG L
. . = p&E2ll T 55613 "downstream",,
matePiecelLocation ) . _
LERA] | 1R ZECOEED 720, kT
52T 5,
R 7R BRI R [XV-2.
matePieceLocation] %2,
TL—2TY FeYdFR—F+525)—F
supportingReadCount A #. b L < (T alternateAlleleFrequency
DITTo
TL—2IV FEIE—-FFT5Y—FE
totalReadCount B EHR—FP LAWY —FHDAEN dL
< % alternateAlleleFrequency D43+,
TL =27V P LTOERMT LA
alternateAlleleFrequen Wit JE(0~1 D HiBH),
cy L=/ TV R LIC T VAME R
L7-fEZ a3 5,
fesl (R
. . 31~ . \ "
transcripts WA . | shortVariants % 7" N D figai % S,
N, #7¢
=7 )
pE=l
transcriptld = IEMIFRIA © | shortVariants & 7' IN Dt % 204,
M ¥s]+$
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shortVariants X 7'IN D fifEh % 204,

transcriptDatabase . SCFH )
(§9=} - transcriptld Z A1 L 72856, RIEH S
Name IR i
ANz ST 5,
. pezl
transcriptDatabase . ) . -
) E=) IE#HEKI ¢ | shortVariants % 7N D fEi % S8,
Version
N+$
icsl (&
ionStruct & Sl hortVariants % 7' N D figdhi % S8
regionStructure shortVariants it & 2,
& (50 | N, A7y "
=7 b)
LA
tvpe WAH i shortVariants & 7N D fifai & 2,
P %45t ’
T " . R -
number o B shortVariants X 7N DfiEE % 208,
(HE5E)
totalNumber (E9=3 B shortVariants % 7N D @i % 28,
P&l
geneSymbol WA IEHIZRIL ¢ | shortVariants & 7" N O fifh % S,
NM7¥s]+$
o pezdl
regionName i IEHIEKH ¢ | shortVariants & 7N D figii % 24,
de |
~+$
pezdl
strand = ) shortVariants % 7' N D fifai % 4,
[ i
LA
cdsChange (E=3 IEHER | shortVariants X 7N D fEai % S8,
N+$
pezdl
aminoAcidsChange (E9=) IEHIEKH © | shortVariants & 7N D figsi % 24,
N+$
I ZI[€=3
T l~ . s
calculatedEffects = . shortVariants % 7N D @i % 28,
N. X4
IERIRHE -
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~+$)

BRFHEERKICBWTCTL—2 TV P
¥ 72 CHEIETHOET T HIEFH Y <7
DECH,

transcripts @ 2 O ® geneSymbol % it
HL7ZRE 2D %2 FERICRD,
geneSymbol (ZHRH DJETTAICHDE T
RH L., —BET5, &z,
geneSymbol A, B XL, A 23855 |
Ui. B 2MEETIRICH 2 554,

"orderedGenePairs": [

["A", "B"]
]
, (S5) R LECHET 2,
orderedGenePairs X1~ ) N
G50 | o | AR Ol < o
WAk E 5, 72 2 [ ["A", "B"]]
DEE. ['A","B'] DHAREE NS,
[, "B7), B, "A"] | o, ['A",
"B"] &["B","A"] BExnErumEIN
2. [IA" "B, ['B","A"], ['C", "B |
D X5 il <HlEES 5 2 & b HEE,
KEIRRL 0PI E->T, KX 7D
AN EZEZTFE 0,
MKAR R THEM S =56, breakends
T @ geneSymbol O~ 7 (FHLE J7 [\ D1E
Wb oL LTifvbil, MJTH@D~
TORREIND,
fﬁiﬁg\(ﬁj{ transcripts @ 2 2 D geneSymbol % .
(orderedGenePairs @ W 51 EDNEG I A bR X 2 O3 TS
THH) ] TS - DRELH,
() ["EML4", "ALK"]
N+9$)
iﬂﬁzﬂiﬁ B FHAHEKIC X 282X 2861
affectedGenes E%j N, 74 Pl ) \ o
€jid9) L - long deletion 7x & CHEE DB T 2 HIFR
A+$) INnsEG. KHHO AN ZHEEST 5,
) (=3 FHI(E | BEFEERKicETxFy a3
skippedExonRanges
(HE2E) i1~ | ¥V vofil,
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N, # 7Y | rearrangementType IZ"exon skipping"
=7 ) | BERL 256, REHE D AN RS
%o
X5
transcriptld WA IEMIFRIA ¢+ | shortVariants & 27N D figit % 214,
AM¥s]+$
. . shortVariants % 7' IN O gt % S,
transcriptDatabaseNa . XFH )
WA st ] transcriptld Z A1 L 728556, ARITEHH D
me E T ~
. AN EAERT 3,
. A
transcriptDatabaseVers . . . .
) = IEHFI ¢ | shortVariants & 7N D iR & 208,
ion At
X
geneSymbol [#ZH] | BRI ¢+ | shortVariants % 7' N D figai % S -,
NM¥s]+$
A
strand = . i shortVariants &% 7' O fi#ii = S,
[t ’
ies (&
- Ak TENTT XY v ESOHM, B
exonRange (w54 X2, % . .
50 i - KT O Xy vy FREFHEIFICE T,
%
totalExonNumber (§=) A shortVariants &% 7N D fifai % 2,
X T LB D 2007 L —2 v FOfH
) . BRI | IciA T 2B,
insertedSequence (E= .
NACGTN] | A & 72 FEHIDFTE L e WA IR,
+$ nuﬂ %ga%&:j— 6 o
PRz -1+ 32Y—FH d LK
supportingReadCount (=3 AL -
i alternateAlleleFrequency @431,
PRz R— b 320 — P& K-
totalReadCount (=3 A LAWY — VDGR LI
alternateAlleleFrequency D43+k,
B 7R E L COERRT L VEHE
£ 0~1 DHipH),
alternateAlleleFrequency o BiE ( ey : . -
(HE%E) 1 DOEIEFHEERE LCEHR L 72H%

LT 5,
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A (=

RNA-seq 7* b3 b 1L 7= FHLE D15

X1~
expressionLevelMetrics = BB A T2 M B TH B
N, A7
Lo
=7 )
value 78] e FI & D,
W& D HHT,
BATIZ R D 53R,
. ”TPM"
. . "FPKM"
) o pEzl
unit [AZH] - - "FPM"
[ER]
. ”RPKM"
. ”RPM"
X FRt AN D AL 2T 2 55 1E. F
i C-CAT Ic EHifg,
BRI R R ORI,
FERE R D & EIR,
. ”mean"
- "median"
. SCEEA - "standard deviation"
type & . .
LERKX] | (F7 44 b :null)
FIREPHEMEZ R (ERTE TR
VW) I5A 1T null & iR,
X _EFEUAN o EIRE 2 A 3 2 56011,
HATIC C-CAT I EHifg,
AR RAE L -FoYy v Iy 4
=z
sampleSize (E9=) B ¥type IZ null T \WMEZECHE L 7235
H. RIEH S EHERE T 5,
(F7 4 b :null)
FI & % control (IEH) Mk 2 & AL L
7= . 5 2O 72
< Control o - (true) 2>, HEESIR{AR D> & FRHL
(false) 2>
(77 # b false)
Hel (=
- X1~ | BRESE T 72 & OB R EEER D
rearrangementNames (T’é;‘) N. X4 | #Hi. Bz X, "EML4-ALK fusion",
| EBERBL | A os Tl —ETh BTk,
~+$)
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ARG ISR L 728 (s 1 FhE
LD 24 7,
ROFEREL D> &R,
- "gene fusion"
- "gene fusion and frameshift variant"
- "bidirectional gene fusion"
* "duplication”
. - "tandem duplication"
rearrangement Type WA ?CﬁLﬁq - "deletion”
] |
- "inversion
- "truncation”
- "splice variant"
- "exon skipping"
- "translocation"
- "other"
X RSN D 2 4 TR 3 2 551,
FHATIC C-CAT I 2K,
A
sampleltemId WIB IEHFRH ¢ | shortVariants Z 7N D % 218,
~+$
variantOrigin E%j 3'(?51{ shortVariants % 7" D fifa % 2,
(E5%) | (R
matched = 7 — R | shortVariants % 7' N D fEii % 28,

VI-3-2. rearrangements X 7 Gt #

(1.
{
"itemId": "variant-13",
"breakends”: [
{
"chromosome”: "2",
"startPosition”: 42510050,
"startCytoband”: "p21",
"endPosition”: 42510050,
"endCytoband”: "p21",

orderedGenePairs 237 1E 3 % 56

"referenceAllele”: "A",
"alternateAllele”: "A[1:29445240[",
"matePiecelLocation”: "downstream”,
"transcripts”: [

{

"transcriptId”: ""NM_001145076.3",
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"transcriptbatabaseName": "RefSeq”,

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

"type": "exon",

"number”: 7,
"totalNumber”: 22

}
]7
"geneSymbol”: "EML4"
}
]
3
{
"chromosome”: "2",

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

"referenceAllele”: "A",
"alternateAllele”: "12:42510050]A",
"matePiecelLocation”: "upstream”,
"transcripts”: [
{
"transcriptId”: '"NM_001353765.2",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon”,

"number”: 3,
"totalNumber”: 10

3
]a
"geneSymbol"”: "ALK"
}
]
}
:I’

"orderedGenePairs”: [

["EML4", "ALK"]
1,
"supportingReadCount”: 30,
"totalReadCount”: 430,
"alternateAlleleFrequency”: 0.07,

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

"matched”: true
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W2, 7v—2os v FZLichet) — FEL TUABEEZECE T 2 5E)
{

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

"chromosome”: "2",

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

]

1

{

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

{
"transcriptId”: ""NM_001353765.2",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion"”: "Release 99",
"regionStructure”: [
{
"type”": "exon"”,
"number”: 3,
"totalNumber”: 10
}
:I’

"geneSymbol"”: "ALK"
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]

}
]’
"orderedGenePairs”: [

["EML4", "ALK"]
:I)
"supportingReadCount”: 30,
"rearrangementType”: "gene fusion”,
"sampleIltemId”: "sequence-1-tumor-dna"”,
"variantOrigin”: "somatic”,
"matched”: true

(5] 3. insertedSequence 23fEAES 554
{

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

"chromosome": "14",

"startPosition”: 234567,
"startCytoband”: "p13",
"endPosition”: 234567,
"endCytoband”: "p13",
"matePiecelLocation”: "downstream”,
"transcripts”: [
{
"transcriptId”: null,
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: null

]
1
{
"chromosome”: "2",
"startPosition”: 321672,
"startCytoband”: "p25.3",
"endPosition": 321672,
"endCytoband”: "p25.3",
"matePiecelLocation”: "upstream”,
"transcripts”: [
{
"transcriptId”: null,
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "LINCQO1865"
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"insertedSequence”: "GTNNNNNCAT”,
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 0.07,

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

"matched”: true

(#5] 4. exon skipping D5#)

{
"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
}
]a
"geneSymbol”: "MET"

]

3

{

"chromosome”: "7",
"startPosition”: 116774881,
"startCytoband”: "p22.1",
"endPosition”: 116774881,
"endCytoband"”: "p22.1",
"transcripts”: [

{
"transcriptId”: '"NM_000245",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{

thpe”: ”exon”’
"number”: 15,
"totalNumber”: 21
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}

1,
"geneSymbol”: "MET"
3
]
3
]7
"skippedExonRanges”: [
{

"transcriptId”: "NM_000245",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol"”: "MET",
"exonRange”: [14, 14],
"totalExonNumber”: 21
}
1,
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 0.07,
"rearrangementType”: "exon skipping”,

"sampleltemId”: "sequence-2-tumor-rna"”,
"variantOrigin”: "somatic”,
"matched”: false

(5 5. translocation DEE)

{
"itemId": "variant-17",
"breakends”: [
{
"chromosome”: "14",
"startPosition”: 105857793,
"startCytoband”: "p11.2",
"endPosition”: 105857793,
"endCytoband"”: "p11.2",
"matePiecelLocation”: "downstream”,
"transcripts”: [
{
"transcriptId”: null,
"transcriptbatabaseName": null,
"geneSymbol"”: "IGH",
"regionName": "IGH"
}
]
})
{
"chromosome”: "8",

"startPosition": 127735729,
"startCytoband”: "p11.23",
"endPosition”: 127735729,
"endCytoband”: "p11.23",
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"matePiecelLocation”: "upstream”,

"transcripts”: [

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

{
"type": "upstream”
}
1,
"geneSymbol”: "MYC"”
}
]
3
:I)

"supportingReadCount”: 120,
"totalReadCount”: 435,
"alternateAlleleFrequency”: .31,
"rearrangementType”: "translocation”,

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

"variantOrigin”: "somatic”,
"matched”: false
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VII. otherBiomarkers % 7
variants X 7' 1CH 2 BIR T ZBGEMRUN DAL A~ —Hh — 1T 2 FREGET 5, B
. v A 27837 74 PARLEWMSD, EZRA# (TMB), HRD, c¢tDNA Tumor
Fraction ® 4 HFHD N[ F~—H—ITH)IG L T 3,

WAIH . .
*— . 7 — & B!
%
g% (F
therBi L . variants X 7 \C® % B TERERUN DA d~—H— 1T
otherBiomar 1~
= N. 7 BIHmEN X 7,
ers . : N
2 1) B o&E+ 7y 227 PE—BTHBT &,
I

VII-1. otherBiomarkers & Z7'N @ fi#ai

A e -
¥ — st 7= i
itemId WhoH Ei;;z; : AAAT A ICHDHTS D
At —EFINT—EDOXFHTH S Z &,
T AT~ —D R AT,
KA TIERD 5 IER,
- "TMB": JEEZ 2 A% (Tumor Mutation Burden)
- "MSI": w4 7 u YT 74 b ARREM(Micro-
biomarkerType e \S'C”%L'@J Satellite Instability)
LER] - "HRD": #H[Fl#H 1 x (&8 X 38 (Homologous
Recombination Deficiency)
+ "ctDNA Tumor Fraction": ctDNA Tumor Fraction
KGO £ A4 TR T 25513, Fiiic C-
CAT I BH#E,
N K& ;1 Tﬁﬁiﬁ(f@@‘lﬁfso B
biomarkerMetrics EE,‘ ~N. *+7 Eﬂ_ﬁ”@%ﬂ‘ 7 / =7 F &ii}af\\% 6:: = o
(HELE) o) PG BRI L, MEZBCHI DDA 7Y = 7 b
ARSI,
L . A EE,
value [wiZH] B (1) 5.15
A A D AL,
e HALIIBENRFICL > TERAL 2,
unit [/ ] IERIRI
Ass (B % )
BRAERUE I A2 W56 13 null ZE0#T 5,
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BEBED %2 4 7,

P2l :
o (f1) Mutations per megabase
type [#4ZH ] IEHERHL
MSIsensor score
N+$
percentage of MSI sites
NA A= — 71— DIRAE % R DIERI D 5 IFEIR,
. "high"
. "10W"
- "intermediate"
= Pl + "stable"
state - - W
(HELE) [ER] - "positive
* "negative"
+ "cannot be determined"
K EFCUA O EIR R & (3 5 55613, HATic C-
CAT I B,
Feol (R o1 . N
N BREEDOKDTLEWR L & ORI,
descriptions E9=) ) fEHERES L OBITIC DWW T, comments & 7 ND
IEHERHL .
contents X 7 % 1,
~+9$)
= XFH
biomarkerOrigin B . \ shortVariants % 7' @ variantOrigin & 7",
T ame | pERR °
X
sampleltemId WAH IEHISRI - shortVariants & 7" D fifai % S,
~+$
matched (E9=3 7 — il shortVariants &% 27’ IN O fig&hi % S,

VII-2. otherBiomarkers & 77 3¢ #k5l

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

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

{

"value”: 5.15,
"Uhit" : "%"’

"type”: "percentage of MSI sites”

3
{

"value”: 2,
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"unit”: null,
"type”: "MSIsensor score”

}
1,
1A CHREIEH CH 7R 2 L DEIEEIGTE T 55613, "biomarkerMetrics” & 7 NICHCAIFR
EVEIRA

"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,
"sampleItemId”: "sequence-1-tumor-dna”,
"matched”: true
3,
{
"itemId"”: "biomarker-2",

"biomarkerType": "TMB",
"biomarkerMetrics”: [
{
"value": 34.5680122,
"unit": "Muts/Mb",

"type": "Mutations per megabase”
}
],
"state": "high",
"sampleItemId”: "sequence-1-tumor-dna”
})

{
"itemId”: "biomarker-3",
"biomarkerType": "HRD",
"biomarkerMetrics”: [
{
"value": 0.94,
"unit”: null,

thpen. NHRDH
}
1,
"state": "positive”,
"sampleItemId”: "sequence-1-tumor-dna”

3
]
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VIIL. expressions X 7
expression TR % GC# T 5,

*— WIS 7=z i
_ . FeHl (& 1~ | expression 1EHEN X 7
expressions = s oo -
N, 7Y =71) |BRAO&EA 7Y =7 PE—BETH2 T L,
VIII-1. expressions & 2 N D figgit
*— WIS 7=z ]
P2l
| » T ERIcH Y %<5 D,
itemld WA IERIFRH - e
At —HEHINT—ROXFHTH 5 Z &,
readCount & B V—
(HE5) B °
A (R
transcripts WA 1~N, # 7 | shortVariants % 7’ N D fiEai % S,
/)
XFH
transcriptld (E9=) IEHFKIA ¢ | shortVariants % 7' N D figin & S,
AM¥s]+$
. Datab — shortVariants & 7N D fifai % 2,
t tDat ¥ .
D 5 ooy | transcriptld & AJ LA, AEH S AL % HEES
seName LERA 2
t iptDatab X
ranscriptDataba
P [E | BBl | shortVariants % 7 IO B,
seVersion
~+$
A (R
regionStructure = 1~N, # 7 | shortVariants % 7' N Dfigai % 2,
Y b)
pEl
tvpe i8] i i shortVariants & 7N D figai % 2,
P LRI "
number () B shortVariants &% 7' N D fig&i % S,
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totalNumber (E=3 B shortVariants &% 27" O figai % S 1,
pezdl
geneSymbol [44ZH] IEHIZRIR ¢ | shortVariants & 27N D % 204,
NMA¥s]+$
pezdl
regionName (E=3 IEHIZRIR ¢ | shortVariants & 27N D % 204,
~+$
pEZ|
strand FE i shortVariants &% 27’ N D fig&h % S,
[534 5] :
pE2l
cdsChange 591 IERHFKIA ¢ | shortVariants & 7' N D g % S,
N+$
pE2l
aminoAcidsCha . . . .
= EHIFRBL ¢ | shortVariants X 7N D s % 18,
nge
8 N+$
FeH (R -
1~N, XF
calculatedEffects (E=3 | shortVariants % 7N D fi@ii % 218,
IEHERH
~N+$)
. feH (R -
expressionLevelMe o R . -
_ WZH 1~N. # 7 | rearrangements % 7N D gt & 2,
trics
Y7 b)
value [wAZH] HUH rearrangements X 7 N D fifai % 28,
pE=]l
unit B i rearrangements X 7 N D fEER % 218,
[ i i
£ A .
type ‘, e rearrangements X 27 N D fifai & S,
() | BRI ]
sampleSize (=3 R rearrangements X 7" N D fifa & 2,
isControl = 7 — Bl | rearrangements X 7' N DfE % S,
pE2l
sampleltemId W IEHIFRI ¢ | shortVariants % 7’ N O % S8,
N+$
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VIII-2. expressions & 277 ic & f5l

(f1)
"expressions”: [
{
"itemId"”: "expression-1",

"readCount': 9928,
"transcripts”: [
{
"transcriptbatabaseName”: "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol": "MET"”
3
1,
"expressionLevelMetrics”: [
{
"value”: 28.24,
"unit”: "TPM",
"isControl”: false
1,
{
"value": 142.7,
"unit”: "TPM",
"type": "mean"”,
"sampleSize"”: 20,
"isControl”: true

5

"value": 134.2,
"unit”: "TPM",
"type": "standard deviation”,
"sampleSize"”: 20,
"isControl”: true
}
:I,
"sampleItemId”: "sequence-4-normal-rna”
3
]
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IX. alterationNotes X 7
45 AR - druggability - pathogenicity + BFERIC DT, AR ORAMSRHLE, %
72 NICHET 2 MEF CF I N ERZ LT 5,

¥ — WS | T8 G|
AR | ZRMAEREN 2 7,
AterationNotes o 0~ | TY =/ PIE-ETHLI L,
N, A7 | X&ToOLEEEHR, druggability, pathogenicity
=27 b)) | LCAREHZLEKT %,
IX-1. alterationNotes & 2" N D figiit
¥ — MRS | T EILE!
pE2l
itemId s IEREH - | ZRIGWD itemld % 5CH,
N+$
MESLOMERMERET. T2 cHES
reported AEl TN | ZMEFICEHBINLLERTH B hE D,
Xtrue OEf. C-CATlEMEICH T3,
iesl (R
T l~ | ESHoMEMEREE. k2 hicHES
reportSections T N. X7 | 2EFop T, ZEITLHI ALV a v
BRI | o= D4,
~+9$)
MR OMERMEMES. T3z ICHET
e . .| PWEEFIC, KRR E LR E AR
approved L2S 7 (true) 2>, % 5 Trz\»(false) 22,
(F7 # L b true)
MR OMERMEMES. T3z ICHET
EEFICREE S - E R o AR,
K H> o IR L CTRLH
- "clear": BEBEK X 72 < B,
XFH . ) .
grade T . - "equivocal": low confidence 7 &', I BERE
LER

ERA: TN

- "suppl": MIHOBER X DEEWICED L F. Hfi
R IEHRE L CERZRTEEICHENT 5,
(F7 41 b "clear")
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¥clear, equivocal DHE. BAHHES — R 2
S T2 HERAH T 21T 5, BRI OB % {4
J 240, BRI C-CAT I EhEiig,

IX-2. alterationNotes & 27 st &l

(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": "rearrangement-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”
})
{
"itemId"”: "armLevelChanges-1",
"reported”: true,
"reportSections”: [
"Appendix”
])
"approved”: false,
"grade": "clear”
}’
{
"itemId”: "nonHumanContents-1",
"reported”: true,
"reportSections”: [
"Appendix”
:l’
"approved”: false,
"grade": "suppl”
}’
{
"itemId": "compositeBiomarkers-1",
"reported”: true,
"reportSections”: [
"Appendix”
])
"approved”: false,
"grade”: "clear”
3
{
"itemId"”: "druggability-1",
"reported”: true,
"reportSections”: [
"Drug"”
1,
"approved”: false
},
{
"itemId"”: "pathogenicity-1",
"reported”: true,
"reportSections”: [
"Appendix”
1,
"approved”: false
},
{

"itemId"”: "wildType-1",

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

X-1. armLevelChanges & 7N @ 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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Fea (R -
" I~N, X7 | A iREFHICECHE L 22 R fk - Qe R o
armLevelChangeN = .
W 3 ZAL D R,
ames (HE42) <=
IEHRE | B o&FIE—EThb T L,
~N+$)
pE2l
sampleltemId Y| IEHIRIE ¢ | shortVariants & 7'N O fiii % 24,
N +$
X-2. armLevelChanges % 7 Gt # {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"
5
{
"chromosome”: "14",
Harmll: Hq”,
62

"region”: "11.2"




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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XI. nonHumanContents X 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,

XI-1. nonHumanContents & 27N @ fi#gi

¥ — WZASAT 7 — xRl AiiH
=%l
et B
item K2R SIS T
At —EFINCT—EOXFIITh b &,
pExl
organism WZH IERIEREL - REEOMEF I T LT 2 A % Gl ik,
N+$
) fid% (£ & : 1~ | otherBiomarkers % 7' ® biomarkerMetrics X 7'%:
contentMetrics (H=3 s
N\ j— 7 y T 7 }‘ ) ﬁuﬁo
. . otherBiomarkers &% 7' ® biomarkerMetrics X 7%
value [7H] B fE
e
pExl
) R otherBiomarkers % 7' @ biomarkerMetrics % 7%
unit [7H] IEHIZRH -
A+$ o
- Ko otherBiomarkers &% 7' ® biomarkerMetrics X 7'%:
type [wrzH] IERIRH - -
N+$ e
iy (&t 1~ .
N( - nonHumanContent D ZtHH 3,
N ¥ e g .
descriptions = iS5 L OITIC DWW TlE, comments & 7 A D
IERIZREL .
contents % 7 % %M,
A+9)
pexl
sampleltemId 9uex| IERRE shortVariants & "N D figai % 2,
N+$

XI-2. nonHumanContents X 2 5t &l

(B

"nonHumanContents”: [
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"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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XII. compositeBiomarkers % 2"

shortVariants % 7°% copyNumberAlterations & 7', rearrangements % 7 D E & %A EH b
+C, HAEY—H— (BRTFLZEGEROMAG DR, 3ELRTOMARLE) DIFHRE LK

35,
- ii 7 5 ]
Bl (F
compositeBio - X l~ |EHE~—I—DIFHREN X,
markers TN, ATV | BHOKEA T s PE—ETHB T L,
=7 )

XII-1. compositeBiomarkers & 7'N @ figgi

IAZEES . .,
¥ #;‘ F— 2 A iy
=7
ermld R EQ;;J HE~—A—IcE Y 4T3 ID,
rem . s | CEEAINT EOXTAITE LT L,
A(RE 2
Ttemld SR ~N. 3CFH] | DR L 7 2B I5 T2 RE#H (itemld) D BLF,
COMPOREEEEE LT s | mslosxTln-ETHs L,
~+$)
| X1
mﬁgi%ﬂ B OIS RV B AT = — Bk
biomarkerNames VA E IE%:%?&%f:' FLH,
| ESIoESFIE - ETh B T b,
~+9$)
FeHl(RE - 1 .
~N< - EH~— 71— DHBA,
descriptions = Ei“ﬁ?ﬁfﬁ ] HHSEDS L U TIC 2 W T, comments X 7 ND
’ $/) . contents & 7 % £,
N+

XII-2. compositeBiomarkers % 7 ZC# {5l

(B
"compositeBiomarkers”: [
{

"itemId": "composite-1",

"componentItemIds”: [
"variant-14",
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"variant-15"
1,
"biomarkerNames"”: [
"BRAF-NRG1-ALK fusion”
1,
"descriptions”: [
"Three genes are fused together to produce the fusion gene BRAF-NRG1-ALK."
]
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XIII. druggability & 7

BT B lEMERET 5,

7l<|:]l:l
F— AZEES LS — 2 ]
druggability (E=3 FT7Y b druggability {F#HEN X 7
XIII-1. druggability & 2N @ figiit
ES VARSI Y — A EE!
companionDiag T FAI(RE 1~ | av =4 v2ZHolEH.
nostics (#5E) | N, A7V z2b) |BHOKEA TV 27 PiF—EThb T L,
LA
Emnn Hiﬁ@ ID,
itemId [#A7H] BRI
e s BN T EOXTIITHS T &,
FHl(Rx @ 1~
alterationlte N. X4
WA RR &7 528 BEH (itemld)
Lds [2i2H] I R & 75 5 28 B AE#H (itemId)
N+$)
BHl(RX @ 1~
d /‘\ﬁE %?ﬁ?m@“ﬂ:—‘i o
rugs [WZE] N, 472 ) 5 3 5 DT
drugN e BESMTOMEF IR I N TV I EEFLHTZR
rugNam W - ijzax 2R i E
© A+ e
P&l
innDrug e A - = 38 5 E R —A% 4 (International Nonproprietary
Name Name),
N+$
| N
Hes (& & a AU,
. . i N\ X?ﬁ” e N ,— N
descriptions (B3 A I EEE X OWITIc oW T, comments % 7 HD
e contents X 7 % &,
~N+$)
comprehensive . . . N
, » (5= BA(RE 11~ | BAT /67w 774Y v 7oK,
GenomicProfili o o
(32 | N, A7V =2 b) |FHOELFTV 27 PE—ETHE T L,
ng
P&l
remld Lgsl | mmgem | oCanlEHO ID.
item WA SR -
rts) —JEFINT—EOXFIITH B 2 L,
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f(FE 1~
alterationlte NN&E2|
WA NR & 7 5 B (itemld),
lds [w/ZH] I TR L 7 528 B (itemlId)
~+$)
Fe(FE 1~
d B 5 S DB R
rugs [w52] N. 47V 1) 2% 352 i D 1 i
drugN X REStHOMEF ICHHMEI N TV L EFENELHEE
T m T e = > 55 N
ugNa o R - ﬁiﬁizx 2K
c A+$ °
innDrug e IE;;;;IEJ : = 38 5 [ R — % 4 (International Nonproprietary
Name Name),
A
fe(Fx 1~
knowledg N. X4 .
T kR — 24,
eBase t IEFRERI - A #
~+$)
=]
evidence = e .
_ IERIEREL - IEF VAL,
Level (HE5E)
A +$
peEl
cancerCo ) .
4 A=} IR DAfET—F,
y A
XA
cancerNa .
= IR BAFEY,
me
AT
I 1~
s (X 0 1 N
o ” N, X775 . o R
descriptions (E=3 A A EEER L WfTIc2w»ClE, comments & 7 D
T contents % 7 % £:H,
A +$)

XIII-2. druggability & 7"zt #

(f51)
"druggability”: {
"companionbiagnostics”: [
{
"itemId"”: "druggability-Cbx-1",
"alterationItemIds”: [
"variant-1"

1,
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"drugs”: [
{

"drugName": "afatinib”,
"innbrugName”: "afatinib”
}7

{

"drugName": "erlotinib”,
"innbrugName”: "erlotinib”

3
]
3
1,
"comprehensiveGenomicProfiling”: [
{
"itemId": "druggability-CGP-1",
"alterationItemIds”: [

"variant-2"
]7
"drugs": [
{
"drugName": "alectinib”,
"innbrugName”: "alectinib”,
"knowledgeBase": [
"OncokKB"
:I)
"evidencelLevel”: "A",
"cancerCode”: "NSCLC",
"cancerName”: "Non-Small Cell Lung Cancer”
}
]
}
]
}
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XIV. pathogenicity % 7
pathogenicity ICBHd 2 F 2 l# T %,

*— ZES 7 — s i
pathogenici BH(EX @ 1~ . \
T thogenicity i #41 4 7,
ty f N. #7227 1) pathogenicity & #HRELR

XIV-1. pathogenicity % 7N D &5

¥ — WZESAE T — 2% AHA
XFH
omTd L] T pathogenicity ¥ ® 1D,
1tem WoH 5 TR
At —EFINT—EDOXTFH|TH B Z L,
MR L 7 52 BEAE R (itemld)
MAI(Rx 1~ S e
lterationltemld N HAWIC 1 20 RIERE LT %,
alterationltem . X
(7] A 7272 L. EROEEIERPEIRFICHFIET 22 LI L -
S 3 L . -
A+$) THAZL S % pathogenicity D&, 4T 22 TCOER
.+ _ N
1HER % LT %,
T .
knowledgeB L] TR 7oA 2
n KZH i S
owiedsenae . (#1) COSMIC, ClinVar
N+
=%l
knowledgeBase XS . o
. = IEHZRH FeRR—=ZADNN—V 5V,
Version
S
knowledgeBase L] FA(RE 11~ | T—2_X—=20L 23— FMEH,
Records TN ATV b)) | BOREF T 2 iz ETH B,
e pel
recordId - IR La—+FoID,
(HELE) R
~+$
Fes (R @ 1~
field WZH L a— FOIEFH,
€ N, A7z 21) i
&7l
VA E;j;;fa S RSN
name I (#1) CLNSIG
A +$
- pEl 7 4 = FAITHS 5 fH,
value WR
IERIREL (f51) Pathogenic
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B

BHl(Rx @ 1~
. axvb,
. o N, 375 . e .
descriptions (=) A R EED X S TIC 2T, comments X 7 HD
e contents X 7 % £,
N+$)
XIV-2. pathogenicity & 7 5t #
(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",

"alterationItemId”: [
"TEST0Q2",

"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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XV. wildTypes % 7

PARICBE S 2z ic#l s 5.

*— WIS 7=z e
A (R 1~
wildTypes (E9=3 N, 7Y =7 |wildType [EHEN £ 7
M)
XV-1. wildTypes & 7' N D figiit
¥ — IAZEESCE 7 — 28 it
=1l
. . IE;;;; ¥4 A0 1D,
item KaoH N SR
) . RN T EO LTI TH S T L,
» FAI(RX 1~ | #EIETFOEHR.
genes [w52] s cos .
N, 7Y =7 b) |[BAloEA 7Y biF—EThdbl,
X
geneSymbol [247H] IEHIZRH shortVariants % 7’ N D e % 204,
NMA¥s]+$
X5
transcriptld (E=3 IERIZRE - shortVariants & 2N D figai % 28
NMA¥s]+$
X5
origin TE e shortVariants & 2'N ® variantOrigin % 7' £:d,
[ER
5l BESTOMEF ICRHEH I LT AR DY Fi % 5T
wildTypeName (§=) IERIREL - R !
#o
"+$
A (R 1~
a XV b,
o . N, 34 . . R
descriptions (=) A i EES X S TIC 2Tk, comments X 7D
e contents X 7 % £,
~+9$)
XV-2. wildTypes & 7 e # ]
(f51)

"wildTypes"”: [
{

"itemId"”: "wildType-1",

74




"genes": [
{
"geneSymbol”: "BRAF",
"transcriptId”: "ENST00000288602.6"
}
]’
"origin”: "somatic”
})
{
"itemId"”: "wildType-2",
"genes": [
{
"geneSymbol”: "KRAS"
},
{
"geneSymbol"”: "NRAS"
}
]’
"wildTypeName": "KRAS/NRAS wild-type”
}
]
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XVI. EEEHIH
FEHFHEICOWTEHRT 3,

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

XVI-1-1. itemId @ 5 &1
itemld 23&EB 4 3K X ZHNTO itemld DO D EHH I 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”

compositeBiomarkers % 7'

"itemId”: "composite-1"
"itemId": "composite-2"
"itemId"”: "composite-3"
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XVI-2. matePiecelLocation

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

DS WAL L CYBEAE O B 2D 7 WIGATE B (upstream), FHBAIL WIGATE TR
(downstream) &% 3%,

X OERFEYIRCA O B - TiE 13875

XVI-2-1. matePieceLocation @ 3¢ #k

PR D 5 % 25 1F T matePieceLocation DEt#7iE%~d, VCF FERX (v4.5) ToEHIC
DWTHIRRT 5,
B E VCF OHIIEUTOF* 22 FOMKREUEL7ZDDTH S:
The Variant Call Format Specification VCF v4.5 and BCF v2.2
https://samtools.github.io/hts-specs/VCFv4.5.pdf

R DB
() 7 7 L v ARG OYIERALE O &b 25 2 5 J710) ‘
876543 876544
- @_ _@
W "
| |®
1200000 1200001
U X
®
2222233 2222234
Y Z

A7 +—=v F TORLHE:
e,
ReafRE S 2 MofiER»H 2 &0 SZIES T iR O BHICE 2 fib > T3 D
T, 7L =2 TV FDOF 7Y =7 F D matePieceLocation DL "downstream" & 72 5,

—77. BT 1llofaaro /2 & Rl o RCHNCE 2 b 5> T2 DT,
matePieceLocation DfiE |t "upstream" & 72 5,

(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 :
R O % VCF v4.5 1t Cal#iT 2 XD L 51 b, UTHIOLEICH 3 HELERERD
HlOFF TGS S,

#CHROM  POS Ib REF ALT QUAL FILTER INFO

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

1 876543 bnd_W C C13:2222233] 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
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