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[11-2-2. referenceGenome & 277 204l

(f5] 1. NCBI D EC#Ef)

"referenceGenome”: {

"name"”: "GRCh38.p13",

"grcRelease”: "GRCh38.p13",

"descriptions”: [

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

]

3

(f5 2. ucsc DECHEHN
"referenceGenome”: {
"name”: "hg38Patchl11”,
"grcRelease”: "GRCh38.p11",
"descriptions”: [
"GRCh38 Genome Reference Consortium Human Reference 38 (GCA_000001405.22))"
]
3

(f5 3. GbC D FLHL)
"referenceGenome”: {
"name”: "GRCh38.d1.vd1",
"grcRelease”: "GRCh38",
"descriptions”: [
"Homo sapiens (human) genome assembly GRCh38 (hg38) from GPC, GRCh38.d1.vd1”
]
}
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III-3-1. configOptions & 27" N D figqit

*— VeSS 7 — A G

HSARGEN — A BT B 3 v — B (L 721308
o FRE ) D "amplification" (=2 ¥ —HHEIlE) &
L TR E NG, RAESHAHOEBEEE TR EER
7 v

KT & - R DER A o FER (BHIN CEEAA])
typeLabelsInte 4. o - "copyNumberAlterationType: amplification”
rpretedAsKbA £

e 1))
mplification . .
[EE R

ol

- "copyNumberAlterationType: gain"

+ "copyNumberAlterationType: duplication”
- "rearrangementType: duplication”

(7 7 4 v b : "copyNumberAlteration Type:
amplification",
"copyNumberAlterationType: gain",
"copyNumberAlterationType: duplication")

DA — R BT 2 2 & — B (72 13l
(L FHRER) D "loss" (= & —Hadd) & LT
TN, MESHMEHOERFERERT <L,
R ORI D 5N (BCHIA CEEAT]) ,

- "copyNumberAlterationType: loss"
RO & . "copyNumberAlterat?onType: deletion"
typeLabelsInte I~5. e + "copyNumberAlterationType: homozygous
rpretedAsKbL £ 1)

0SS - "rearrangementType: deletion"

[EHR

deletion"

il

- "rearrangementType: exon skipping"
(7 7 4 v b : "copyNumberAlteration Type:
loss",

"copyNumberAlterationType: deletion",
"copyNumberAlterationType: homozygous

deletion")
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"geneFusion" GE{mTElE) & L CTMREI N5,
BAESAEH OEETERERTZ <L,

R DGR 2 &R (FLHIN CEREART]) .

n : "
+ "rearrangementType: gene fusion

A (R - . .
typeLabelsInte |~a. - "rearrangementType: gene fusion and
-~ A} %
rpretedAsKbG = 1) frameshift variant"
eneFusion . - "rearrangementType: bidirectional gene fusion"
LERK . .
- "rearrangementType: other
(7 7 # v b : "rearrangementType: gene fusion",
"rearrangementType: gene fusion and frameshift
variant",
"rearrangementType: bidirectional gene fusion")
23 AR — AT BT B8R T HHE R D
"inversion" G#f) & L CMMIND, st
AR ¢ | ] OEIEFERER T <,
typeLabelsInte U -
. 1~3, XF | ROFERED 0 FR (BN CEEART]) .
rpretedAsKbIn = . .
. 1)) + "rearrangementType: inversion"
version o . o
[ERA] - "rearrangementType: truncation
- "rearrangementType: other"
(77 # )L b : "rearrangement Type: inversion")
3 A — 22 B 285 FFE R (X 72 13 =
v — U E) D "deletion” (RZE) & LCIRIN
%5, BESHMEHOBEFERER T ~ v, KRIE
Hi3#&ah 3 % shortVariants % 7'IC & 1F 5 KA T
137 <. copyNumberAlterations & 7" &
rearrangements X 7 DX K% KT,
R DEWR A 5N (BLHIN CEEAT)
AR X " o
typeLabelsInte I~8. e - "rearrangementType: deletion
-~ A} %
rpretedAsKbD = 51) + "rearrangementType: truncation"
eletion - - "rearrangementType: splice variant”
[EHR]

- "rearrangementType: exon skipping"

- "rearrangementType: other"

- "copyNumberAlterationType: deletion"

+ "copyNumberAlterationType: homozygous
deletion”

+ "copyNumberAlterationType: loss"

(7 7 # v }: "rearrangement Type: deletion")
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gl

FA (R &

1~6. XF

7))
[ERA]

B3 AR — 21 B 1T 2 B PR (£ 7213 =2
v — R HE) O "duplication”" (FE#) & L TR
ANt RESEROBEEFEREHRT <L,
R OEWRI > 5N (BHIH CEEART)

- "rearrangementType: duplication”

- "rearrangementType: tandem duplication”

- "rearrangementType: other"

- "copyNumberAlterationType: duplication”

- "copyNumberAlterationType: amplification”

- "copyNumberAlterationType: gain"

(77 # )L b : "rearrangement Type: duplication",

"rearrangementType: tandem duplication")

typeLabelsInte
rpretedAsKbT
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ol

RS (R &

1~7. XF

7))
[EHR]

B3 AN — AN B 2B R TR (7213 =
v —EEE) O "truncation” (JEiE) & L TR X
na, MAESIHHHOBERTZRER 7 <,
R DER D HIFR (BCHIN CEEARA])

+ "rearrangementType: truncation"

- "rearrangementType: deletion"

- "rearrangementType: inversion"

- "rearrangementType: other"

+ "copyNumberAlterationType: loss"

- "copyNumberAlterationType: deletion"

+ "copyNumberAlterationType: homozygous
deletion"

(77 # /L b: "rearrangement Type: truncation")

typeLabelsInte
rpretedAsKbE
xonSkipping

il

Fedl (&
1~4, X
5l
[EHR

D3 AHIEHA — 212 B 1 2 851 FHE K ©"exon
skipping” (=¥ Y Y RX%K) & LTRSS, &
HREMEH OB FERIEw] T ~ 1,

R OFEWRI A HIFER (WHIH CEEAT)

- "rearrangementType: exon skipping"

- "rearrangementType: splice variant”

- "rearrangementType: deletion"

- "rearrangementType: other"

(77 # v b : "rearrangement Type: exon

skipping")
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DA — 22 BT 58 FHERER D
"translocation" (§£JfE) & LTI 3. B

(R | St OB FARE]R 7 <,
typeLabelsInte ol .
. 1~2, XF | ROFERED O3RN (BN CEEAT]) .
rpretedAsTran (RS .
) A1) - "rearrangementType: translocation"
slocation .
IR - "rearrangement Type: other"
(77 # v b: "rearrangementType:
translocation")
DIAHREAR — A BT 2B ST FHER (7212 =
v — R H) D"rearrangement” (FHEK) & L C
R s, AL OBELE FERIFR 7 <
g
R ORI A B (BHIA TEEART) .
- "rearrangementType: gene fusion"
- "rearrangementType: gene fusion and
frameshift variant"
- "rearrangementType: bidirectional gene fusion"
- "rearrangementType: duplication”
- "rearrangementType: tandem duplication”
fes (K& @ | - "rearrangementType: deletion”
typeLabelsInte . ] _
. 1~18, 3% | - "rearrangementType: inversion"
rpretedAsKbR = .
1)) + "rearrangementType: truncation"
earrangement o . ] o
[ERF] - "rearrangementType: splice variant

- "rearrangementType: exon skipping"

* "rearrangementType: translocation”

+ "rearrangementType: other"

- "copyNumberAlterationType: amplification”
+ "copyNumberAlterationType: gain"

- "copyNumberAlterationType: duplication”

- "copyNumberAlterationType: loss"

+ "copyNumberAlterationType: deletion"

+ "copyNumberAlterationType: homozygous
deletion"

(77 # /L b: "rearrangementType: other")

I1I-3-2. configOptions & 7 G &

(5
"configOptions": {
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"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”

]’

"typelLabelsInterpretedAsKbInversion”: [
"rearrangementType: inversion”

]y

"typelLabelsInterpretedAskKbbeletion”: [
"rearrangementType: deletion”

:l»

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

:l»

"typelLabelsInterpretedAsKbTruncation”: [
"rearrangementType: truncation”

]
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AR 0 1
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comments (RS ~N, A7 o
20 BcSlofA+ 7 27 Pid—EThHhb I L,
I

III-4-1. comments & Z'N D fi#tEq

* R B
_ 5 >
St 3
R (E & - 7 — 91—, ﬁequencing sample ‘I%Eiﬁ(iequencingSamples) D
O~N. e itemld (DA, EEIIAA]) %ELHE
. . ) FEFIARD 3 2 v 2T 354, itemlds DR X130 &
itemlds | #A%H | 2
EEHE: | B e ‘
At$) Xitemld ZEC# L 728556, C-CAT JAEMRE~IZfEH I
’ AT
itemld I3 32X FOHNE,
EAlE: [ o o
N SUASCIE . REEE 72 X HAGE, SR oWfT 2 — NI
- ) HEh, FHHITEYTZ ED 256813V R THIT T
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g |
A +$’) | MBEHRO LT ATHIYST 2 — F 2 &9 4,000 LB
' Mo

[11-4-2. comments & 27 5t &5

(B

"comments”: [

{
"itemIds": [],
TitemIdsficH DR X o0 GG I3 ERAE~Da XA v P 2KT,
"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.”

TRICSfT 2 &0 25613, BAOEHRL LTndCal#llT 5,

15




]

})
{

"itemIds": [

"variant-1"

TRPEOZBBHFERICN T 2 a X v P 2i#llT 25613, HRDitemldZil#li T 5,
:l)
"contents"”: [
"TSC1 functions independently of TSC2 and mTORC1.”
]
}y
{
"itemIds": [

"variant-1",

"variant-5"

T B OZBEHEFERICNT 2 a2 P 2RIET 25613, HEDitemIdZil#k T %,

]7
"contents”: [

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

]
}
]
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IV. testInfo % 7

BEERZLET %,
¥ — e S 7= EILE!
testInfo VA E r7 : =7 BREFREN X 7
IV-1. testInfo % 7' N D figai
¥ — e 7 — &M it B
A
testld VAEl IERIZH mESt T 2 EED ID,
~+$
BECHM T 2 kDA AEDE,
- "tumor-only": JEERIKD B THEHNT 21T > T
58556
- - "tumor and matched-normal": JEEM{E & IEH
testType WAZH [;;;zé] BAROMRECHAL T 255
- "tumor-only (cell-free)": &L 7 V) —H{kD A
TENT 21T -o T 556
- "tumor (cell-free) and matched-normal": v
7 ) —ifk L EFEREORACHIL Tw 255
targe.tRegion - IE;;;;{ : bf‘:d 7 FTANVTERINTWE X =7y FEBD
Version N—3T g v,
N+$
A
softwareNam B
(E9=N IEHERHL L 72Uty 7 b v = 7 $4,
¢ ~+$
softwareVersi o Ei;;z; : softwareName ICRLE L 72V 7 PV =2 7T DAN—Y
on N a v,
pEZ i L 7z A S,
panelName VAE IERIFH MERMIE S LT A p i 2 CHEDT
N+$ iX. FATic C-CAT £ TEM#HD Z &,
panelVersion e Ei;;f; : ;‘)anelName WEH L = pr DO AN—Y 3
~+$ 7
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IV-2. testInfo & 27 sd&ifl

€]

"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
K> —7 v ¥ —I1C X % sequencing sample [HH % il# T 5,

IAZEES : .
¥ — T — 28 it
f ]
sequencin W Byl (& @ 1~N, sequencing sample TR & 77,
gSamples - A7V b) | BHOEATV s bE—ETHE L,

sequencingSamples % 7 OFH| DR X X, tumorOrNormal Ol 23 EE A (tumor) F 72 1%
1EH AR (normal). nucleicAcid O3 DNA A (DNA) ¥ 72 13 RNA #{A(RNA) &£ 3 3%
¢, RKRT4TH D,

V-1. sequencingSamples & 7' D figait

¥ — MRS | TR A
=%l
itemId WA EE;Q AR ID-
t WNH VA 2
e g | EPIAT BT C L,
sequencing sample 1 #23EE A (tumor) 2> 1E
= ALz, D s % .
tumorOrNormal AR ;IC%?J FB (normal) 2% M
LERA] | - "tumor”
+ "normal”
155 N7 MR 2 DNA BiRH 2> RNA fifk
p&l 2> % 5,
leicAcid WAZH
eeend “ [#X] | - "DNA": DNA fefk sk
- "RNA": RNA #¥<H 3k
] A4 .
resultQuality (§9=3 : BRELHD3E D 2 TG O E TE .
FRE N DIE © 2 TR R O SE % FL#l
ot - peE2]l - "pass": &f%
state =
[ERK] - "reference": &#&
< faill"s AR
tate D O HH - FEM % Sl #l.
reason f Ef%ﬁ Sy xS OAREED Y .
' FEIRREE DM
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RAESEOMEF RIS LTV I RAEDH

pEZ| .
specimenType (E=3 R (i) FFPE
N+$
Intact
mednfieadbent (22; Wil | BOTEED h.
(E9= y s
meanReadDepth () B fi P HERREE
Bl (K
readCountMetric (§9=3 X1~ | V= FEOEHR.
s (#32) | N, #7Y |Eflo+ 7Y 27 P3—EThi L,
=7 }F)
" . HIEfE,
value [ 2528 i (1) 76442556
AERTH D 7 ~ v,
- "allReadCount": = v 7INThWw) — N2 &
labelName [AZH] x5l bRy
[#ERAK] | - "mappedReadCount": = v 7& iz — N
X ERCLAN O EIR L 2 3 2 5413, AT
C-CAT ICEHE,
< v 7 DIKEE,
- "onTarget": v «- =7 v F DA
- "totalMapped": v v ¥V —F (v -
. o XA | 2=y AT 2=y )
mappingType | LEA | sty | v = v 73 Rcvmn Y — FRABAY —
e
X ERCMSL @RI 2 (i - 2 55613, S
C-CAT ICEHE,
HED XA T,
- "unique": EEEZR Y —F
- "duplicate”: EEL T35 U —F
duplicateType [ W] X5 Hralls BTo) -k
LGER] | X RECUAS @R A 3 2 B érid. Fiic

C-CAT Ic ShEfg,
*mappingType 23"all"® ;4. duplicateType (%
naHn k 7);: 5 .
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B ORIER WA S, £ 715 LIS

reported [4AZH] 7 — Al B S E N Y — R B B T e
ies (R
readPercentageM & X 11~ |V — FEIAEDHEHR,
etrics (ELE) N, &7 | B34+ 7y 7 PiE—EThb I L,
=7 b)
HIE il
value [AZH] iE HAA713 %,
(#5) 91.52
HIEEERD 7 ~ b,
- "duplicateReadPercentage": H{HH
" X5 ; ; N
labelName (7] et - "mappedReadPercentage": ~ v v v 7%
IO s bt e b 2 8 00s, deilc
C-CAT I &,
numerator [AZE] *7 : =7 Y — FEIE D7 T DIEHR,
value (E9=3 i readCountMetrics & 7' N D fgqii % S8,
mappingly Y E| j(?ﬂ readCountMetrics & 27" N D fi#ai % S,
pe [ER
duplicateT WIB LA readCountMetrics X 27’ IN D fifai % S,
ype [ERE
A .
denominator [wZH] : Y — FEIE DR DE R,
value (§9=3 i readCountMetrics % 2" N D f#iii % S,
mappingT WA X7 readCountMetrics & 7 N D g % 208,
ype [ERE
duplicate™ Y| ‘;ziﬁq readCountMetrics &% 7N D ffgi % 2,
ype [ER
BESOMERMERESE. 32 nicES
reported [AZH] 7= pEFRICHEINEY - VEIGTH 2 hR
D
I ZI[€=3
T 1~ | BESOWEF ICHEH I LT I EEEFEE
tumorContent (E=3 .
N, #7¢ | o5,
=7 F)
o . IS a2,
value (428 ] e BT 129,
type [ A2 ] XFH | EEERRD XA T,




[ERA]

- "pathological": JHEL 1 7 S &R %,
- "estimate": #E7E L 725 &,
A,

n n
+ "unclear":

iesl (R

T il~
descriptions £ N, 350
BRI

~N+9)

sequencing sample O FtHH,
FHEES L OSITICO W TlE, comments X 7
N @D contents X 7 % &8,

V-2. sequencingSamples & 7 L&l

(B

"sequencingSamples”: [

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

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

"value": 91.52,

"labelName”: "duplicateReadPercentage”,

"numerator”: {

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

})

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

})

"reported”: true

}y
{

"value": 87.31,

"labelName"”: "mappedReadPercentage”,

"numerator”: {

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

})

"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”
}y
"readCountMetrics”: [
{

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

3

"value": 9542742,
"labelName”: "mappedReadCount”,
"mappingType”: "totalMapped”,
"duplicateType"”: "all”,
"reported”: true
}
:l)
"tumorContent”: [
{
"value": 50,
"type": "pathological”
}
]
})
{
"itemId”: "sequence-3-normal-dna”,
"tumorOrNormal”: "normal”,
"nucleicAcid”: "DNA"

3
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VL. variants X 7

B B E T A RERZ T 5, shortVariants £ 27, copyNumberAlterations %
7', rearrangements X 73 &E N5,

*— WG 7 — s

variants ay= Fd7 7 b BLTAE

VI-1. shortVariants & 7'

1R, SRR DR AP RK, RKLIFAL E DR EZILHT %,

- | wsst | 7o A

o A (RE 1 | 1HEREAR, HERIOBACKE, RELHALRLE
s 'ort a (T ~N. #7Y | DfERER 2 7,

rants 7 F) B OEA TV 27 Mid—ETHDEI L,

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

¥ — AT 7 — xR wtHA
. i BT ERERICE Y 4T 2% ID,
itemId W IEREREL . .
At —JEFINT—EDOXFITH B T L,
pEZ
chromosome AE Fiﬁ%fﬁ : Rtk FT,
[a-zA-Z0-
9 ¥-1+$
Qutafk oY PRAE, HEED R E
I 1-based FEEER 2L L, VCF
v4.5 IChEo CRiiT 5, (Gh#l & L
T VCFv4.5 D page2l iCHd LD
<, U7 7 Ly RIEHED atCga, AR
» . HHAs at-ga, V7 7L v RIfFHKD Co
position WY E| L [ 3 DFE. "position” 2,
"referenceAllele": "TC",
"alternateAllele": "T" & Kidd %, ik
DY | "referenceAllele” 13V 7 7 L
v AL, "alternateAllele" (378 BIEIL
KT )
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P&l

cytoband (§9=3 IERERHL BIEFEZROB LY A PNV,
~+$
Pl V7 7Ly R,
referenceAllele WH IEMERBL . | VCFv45 Icfit > CRddi T %, sldlifilix
NACGTN]+$ | 52 position DFEHHA% S,
22 R AL,
VCF v4.5 ICfE > CRtdl 3 %, soddlix
p&l 5 position DEEHH% A,
. IERZRI FS4 - TFLALEDwALF - TLL
alternateAllele WA .
AMACGTN¥*] | X, Bl shortVariants & 7D 3EFE L L
+$ Tl %5, ZDFE. comments
XTI RD itemld L~ F - TLL
THDLEZLHET 5,
alternateAlleleFrequency W 4 2T L AVHERE (0~1 D #HipH),
totalReadDepth E%j B Erat IR (/M 0)
(HE5E)
(EF= " s
alternateAlleleReadDepth -~ B 78 BRI I o Fe IR E (B /IMIE 0)
(HE%E)
RESTOMEF ICREHM TN TV 5iE
LFERDE AT,
ROfED HIFER L CELHEL
+ "SNV"
N g * "insertion"
variantType (A=) (IR . ”del.etlon"
- "delins"
+ "indel"
- "MNV"
X RSO 2 4 TR 255
3. C-CAT Ic A%,
REWEFEY) DIFH.
R X ¢ 1 Tﬂ@%ﬁ7/l7ru BETharC
transcripts WZH ~N., #7¢ : . . =
s ) SRR A ERRE (2, Y%A % SBE
»oEE LELT I L oV oG
VG %
A - -
transcriptld [ZH] IERZRI W0 ID &ML
NM_000368.4),
NMA¥s]+$ -
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EHEH: D 728, sub-number (DR
THE) %2 &0 5 2 & wim HEET
5, Avi—yYz=y JHEBOELRD
7= OEREPEY) ID D3EAE L 7 WA I,
"transcriptld": null £FCHE T SH L D
Al,

SEEFEY) ID I 57— 2 _R— 24,
RD2O0 6T 5,

. - "RefSeq"
. o pEZ
transcriptDatabaseName [wAZH] e - "Ensembl"
[ERA] _ . .
transcriptld 2% null D E 1%,
" transcriptDatabaseName": null & Gl#{
T LB
FiT—4%_—2D =Y 3 vERL
. : pe2]l
transcriptDatabaseVersio " #
= IERIFH e . oA
n rtd KGO NG5, C-CAT 230
‘ fen—Ya v MERE NG,
BAI(RE 1|, . .
. - | EETEROMEICRET 2 ERE R
regionStructure = ~N, A7 i
o
=7 b)
BAEStLOMEF ICRRBMI T oH
(LT DALIE I B3 2 il e 17 Hio
R 53R L CRlH,
+ "promoter”
+ "upstream"
. - "downstream"
. L] A - .
e VAVE i - "intergenic
P [ :
. HSYUTR"
. ”?)YUTR"
- "exon"
* "intron"
X SIS @R 2 3 5 56
3. AT C-CAT I FhH#,
type T exon ¥ 7z |% intron % #R L 72
number (E9=) I LBt, TX¥ YV vBESERLEIA v R Y
Fr % Rl
type T exon ¥ 7z |% intron % #ER L 72
totalNumber (§= B G, zxvvERIEAviirvok

W FeHG
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BRAEXTOHEHF ICRHIN T 5HE
fo¥# GEIE 1R ) 2 il
EURFOMAE L 2G5

. e "geneSymbol": null & FL#k,
geneSymbol (428 ] Ef%i%fﬁ : "TERT promoter] @ X 3 1=, BifF
RIS L s s A
[TERT| %#i# 3 %, [promoter]
X FEED regionType ICELH T %,
XFH BERthOMEF ICRHEHINL T A
regionName (F9= IEMERHL HOE S 5 Rl Zs s A 7% Rl
N+$ 5] : D4Z4 repeat
LIRCADI IR
. ST LEY L [E Ul & o561
strand L L e o,
LER] . .
transcriptld 2% null DEE 1%,
"strand": null L EET 5 2 & b H],
BEXthOMEF ICRHH I LTS
DNA L ~v T2t % G,
JRlE LT HGVS ICHElLL 72Kk & &
pE2l 5.
cdsChange [WZH] Ef,?:i@ﬁ, : Ay kU x =y 2 ST RNA 3
ok a—FahhngEsik, (b ©0X)
7 va—7 4 v 7 oORTEUN
i) null &322 & bARE,
BEXtEOWEFICRK T T2
VoRTEL RV TORL % FLH
X4 7M1 XFRELLE T 5, £ DM
aminoAcidsChange [E] IEHRE : ICOWTITFERAIE LT HGVS IcH#EHL L
N+$ eEKal e 75,
RIS C 7 2 BRE L T Wi
AlE. null 952 &b AfHE,
"splicing_variant"7z &', $nGEY) LD
H®O(®E) 0% Sequence
Bcsll (& X : 1 | Ontology Tid#l T %,
caleulatedEffects o ~N. X774 |snpEff vV —1d [Effect (Sequence
IR - Ontology) | %, annovar  — /L ®
"+$) VCF [Func.refGene]| 12143 318

H, annovar Tl%. User Guide, Gene-
based Annotation @ Output file 1
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(refSeq gene annotation) CfEREH &
v, YFIEHDOHFE% Sequence
Ontology ICE#ATE 2,
Ryl 1 E3Ric> % 1 HIGE
%,

LA D& XL FHIE—BTH 5 Z &,

Eh LT

. (E9=3 BEA (R ; 1 A¥y 7T LA OH L XY VD
skippedExonRanges _ ~N, F7¥
(HEHE) TH .
=2 })
XA
transcriptld [4ZH] BRI | transcripts & 7 N O fif % S8,
NMN¥s]+$
. transcripts X 27N D i % S8,
transcriptDatabaseName [wh2H] i%ﬁq transcriptld 2 AJJ L 72356, AEHHE D
BERAL ety 5.
XA
transcriptDatabaseVersion (§9=3 IEHIFRI transcripts &% 7' N DO i % S8,
~+$
XA
geneSymbol [wAZH] IERIFRIA ¢ transcripts X 7' N O i & S,
NMN¥s]+$
strand =3 [;;iﬁ] transcripts X 27 N D fifahi & S8,
5 R & x#i7°¢5ﬁfﬁé‘li@aﬁal#‘/‘/%
exonRange [47H] 2. ) 5O, FlG - KToxF Y vES
P I AT,
totalExonNumber (EF=N B IV VO ZILET 5,
P sequencirilg sample ‘I%%Ii'. )
» (sequencingSamples) @ itemld % &t
sampleltemId sl IE%??%IE : e U A X L7y
Y
TRHINE H R 2R B R 8 ok 2> % 5
Ho
KC-CAT Tl Mz k2> A b
_ . (§=3 A MR AR DT, RS 2 D3 A AR~
variantOrigin _ . .
(HE52) et —ADNREEZ T2, ANH7E

Baix. RHIIZ R (BE) OG-~
—ABEHI NS,
- "somatic": AR HK
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- "germline": AESHEAMAL RS ik

- "likely somatic": HLRYIAYIC |3 IS D A
DREICE T, Flilgdsk e P
na8gt XIEMEER (RE) oA
N — ADER TS,

- "likely germline": BRI A (T | Z IS oD A
DREIC BT, LA RSk &
TRINZGE XAETEMIRIIZR

() OHFER—ABHEHING,

stk & IEREBA % A LTt L

matched = 7 — L Hl
7238 D5

VI-1-2. shortVariants & 2 204l

(f5l 1. SNV D FEHEH]D
{
"itemId": "variant-1",
TitemIdiC T T N7z B R FAREWRICN L, MESHHEE O CFI 2K 5,
"chromosome”: "9",
"position”: 135781005,
"cytoband”: "q34.13",
"referenceAllele”: "C",
"alternateAllele”: "G",
T "position” & "referenceAllele”. "alternateAllele”|XVCF v4.5D L — L IZHE > Caldld

%o
"alternateAlleleFrequency”: 0.54,
"alternateAlleleReadbepth”: 108,
"totalReadbepth”: 200,
"variantType": "SNV",
"transcripts”: [
{
"transcriptId”: ""NM_000368.4",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon",
"number”: 15,
"totalNumber”: 23
}
:l)
"geneSymbol”: "TSC1",
"cdsChange"”: "c.1960C>G",
"aminoAcidsChange"”: "p.Q654E",
"calculatedEffects”: [

29



"missense_variant"”

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

(il 2. insertion D aCHE)
{
"itemId"”: "variant-2",
"chromosome”: "8",
"position": 37553560,
"cytoband"”: "p11.23",
"referenceAllele”: "A",
"alternateAllele”: "AAGCGGC”,
"alternateAlleleFrequency”: 0.4953,
"alternateAlleleReadbepth”: 368,
"totalReadPepth”: 743,
"variantType”: "insertion”,
"transcripts”: [
{
"transcriptId”: ""NM_025069.2",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon",
"number”: 1,
"totalNumber”: 2
}
]’
"geneSymbol"”: "ZNF703",
"cdsChange"”: "c.63_64insAGCGGC",
"aminoAcidsChange'”: "G21_G22insSG"
}
:l)
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin": "somatic",
"matched”: true

(f5 3. deletion DECHEH)
{
"itemId": "variant-3",
"chromosome”: "1",
"position”: 27097751,
"cytoband”: "p.36.11",
"referenceAllele”: "TC",
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"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.P1115fsx46",
"calculatedEffects”: [
"frameshift_variant”
]
}
]7
"sampleItemId”: "sequence-3-normal-dna”,
"variantOrigin"”: "somatic”,
"matched”: true

(5 4. delins DFECHEH])
{
"itemId"”: "variant-4",
"chromosome”: "1",
"position": 26696982,
"cytoband"”: "p36.11",
"referenceAllele”: "GC”,
"alternateAllele”: "TT”,
"alternateAlleleFrequency”: ©.0993,
"alternateAlleleReadbepth”: 52,
"totalReadbepth”: 524,
"variantType": "delins”,
"transcripts”: [
{
"transcriptId”: ""NM_006015.6",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon",
"number"”: 1,

31




"totalNumber”: 20
}
1,
"geneSymbol"”: "ARIDTA",
"cdsChange"”": "c.579_580delinsTT",
"aminoAcidsChange": "p.E193_P194delinsbS”

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

(5 5. TERT promoter D aCaEkf)
{

"itemId”: "variant-5",
"chromosome”: "5",
"position”: 1295228,
"cytoband”: "p15.33",
"referenceAllele”: "G",
"alternateAllele”: "A",
"alternateAlleleFrequency”: 0.163,
"alternateAlleleReadbepth”: 15,
"totalReadbepth”: 92,
"variantType": "SNV",
"transcripts”: [
{
"transcriptId”: ""NM_198253.3",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type'": "promoter”
}
]y
"geneSymbol”: "TERT"”,
"regionName”: "TERT promoter”,
"cdsChange"”: "c.-124C>T",
"aminoAcidsChange": null,
"calculatedEffects”: [
"TF_binding_site_variant”
]
}
])
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin": "somatic”,
"matched”: true

VI-2. copyNumberAlterations % 7
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Bt anza v —BEWKICEHL CRAlT 227 TH 5,

* - WM | TR B
ROAI (R & - \
: - . —BERE RN 2 7,
copyNumberAlterations F= 1~N. #*+7 - N
SEPAS gt 7y 27 Mig—EHThb I L,
v T

VI-2-1. copyNumberAlterations £ 7' D figait

¥ — MRS | T i RH
p&E2l
B FARRERICEY 4T3 ID,
itemld WA 1ERIERIA -
e s | AN EOXFIITES T L,
p&El
= IERERE |
chromosome (He8) Aa-2A-Z0- PSRN
9 ¥-1+$
= Pet iR b o BRI E (1-based 12 X % 50
startPosition . B
(%) o,
p&E2l
startCytoband TE IERIERH | BRI E DT A PNV K,
AR
= et iR E o T rE (1-based 12 X %50
dPositi B B
endPosition () % .
p&l
endCytoband TE IERIRE | R TIEDOT A PNV,
AR
o v —HEHE O MEE & BT,
A5 (5 value, unit D 2 2D F —bKb A 7Y
. X =7 b OEH, unit 2587 A{EH 2 DLL
copyNumberMetrics (%4;) N 7]_7 > Ld25E1Z. BT 2 U Eolddl <&
Bt . :
ﬁ%o
7 F) N .
B o& A7z 7 MiZ—ETHsZ
o
value (7] BfiE a v — R E O HEAE,
- I 7E & value @ BN,
unit (28] Lt BAZIZ R D & 3 FE R AT RE,
U - "copy number": 2 & —#%{
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- "fold-change": TEFRMA T3 2 IEE
Btk (Bt I nrz) FEUEE O

- "log2 fold-change": "fold-change" ®
log2 Z:#

- "fraction-of-gene": HIE X N7z BIET
I D 5 b a v — AL 725D E
Ao
KZ OO HAMZEH T 2 5HE 1T, H
Aific C-CAT i EAHE

RAESEOREM FRES, Xldth
ICHES 2 R ICRCE S 7z 3 v —HUR

HDEA T,
K 5 IER L CTEi#E,
- "amplification”
] . "gain"
copyNumberAlterationT - pEZ .
WA - » "duplication"
ype [EHR] .
- "loss
- "deletion"
* "homozygous deletion"
* "neutral”
X RN D 2 A4 TRER T 3 580,
HHATIC C-CAT I ZhEA%,
fes (R
, , 31~ . ‘ "
transcripts W ... | shortVariants % 7" N D i3 & S,
N, 7
=7 b)
P&l
transcriptld = IE#IZRIA ¢ | shortVariants & Z7'IN D fEE % S,
NMA¥s]+$
shortVariants & 7'N D fifaii & 2,
transcriptDatabaseNa . Pl ) ¥
= st ] transcriptld Z AJ) L7286, RIHE S A
me EiRz -
= NENEET B,
_ A
transcriptDatabaseVer i . . N
. (9= IEHISRIE ¢ | shortVariants % 7' N D g % 2,
sion At
s (R
. e 31~ : \ .
regionStructure (E=! . | shortVariants % 7' D figaii % 24,
N, &7
=7 b)
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pa 2l

type [WAE] (et shortVariants % 7N D fifih % 2208,
number (§9=3 B shortVariants % 7' @ figai % S,
totalNumber = B shortVariants 2 "IN D fifai % 2,
XA
geneSymbol [#ZE] | IEMIFKIA ¢ | shortVariants % 7 N D g % 28,
NMA¥s]+$
A
regionName (§9=) IEHIFRIA ¢ | shortVariants & 7' N D fEE % S 7,
N+$
strand = [;;i] shortVariants % 7" D fifai &z 21,
X4
cdsChange (§9=) IEHIFRIA ¢ | shortVariants & 7' IN D gt % 204,
~+$
X4
aminoAcidsChange (§9=) IEHIRIA ¢ | shortVariants & 7' IN D gt % 204,
N+$
[ ZI[€=3
X1~
calculatedEffects = N. 3CF4 | shortVariants % 7' N D ffat % S1H,
IERIZRHT
~+9)
[ ZI[€=3
X 1~ . -
skippedExonRanges (§9=3 . | shortVariants % 7" N @ fig&i % S,
N, &7
=7 1)
pel
transcriptld [@ZH] | IEMIFRI ¢ | shortVariants % 7' N D g % S,
NMA¥s]+$
transcriptDatabaseNa . A shortVflrlants # 7 DREILE S,
[4E] ] i transcriptld # AJ) L7286, RIEHE S A
me [ER

NS 5,
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. pEZ
transcriptDatabaseVers . . N
. (§9=3 IEHFEI ¢ | shortVariants 2 7’ N D i % S8,
ion A
p&EZl
geneSymbol [#ZE] | IEMIFKIA ¢ | shortVariants % 7 N Dfigan % 28,
NMA¥s]+$
strand (=) [;;2] shortVariants % 7' @ figai % S,
I ZI[€=3
exonRange (A2 ] X 12, ¥ | shortVariants % 7' N D figai % S,
0
totalExonNumber T B shortVariants &% 7'N D figai % S,
p&E=l
sampleltemId WA IEHIFKIA ¢ | shortVariants & 7' N D fisht % 1,
N+$
variantOrigin (i;) [?@;2] shortVariants 2 "IN D fiai % S,
matched (§9=) 7 — A | shortVariants &2 27" N D i % S8,

VI-2-2. copyNumberAlterations £ 7 5C#k {5

(B

{

"itemId”: "variant-9",
"chromosome”: "1",
"startPosition”: 8921059,

"startCytoband”: "p36.23",
"endPosition”: 8939151,
"endCytoband”: "p36.23",
"copyNumberMetrics”: [

{

"value": 0.2309,

"unit”: "fold-change”

}y

{

"value": -2.1147,

"unit”: "log2 fold-change”
}
:Iy
"copyNumberAlterationType”: "loss"”,
"transcripts”: [

{

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

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

VI-3. rearrangements & 2
BTala, B, RoRE ik L oBETHEROERZILET 5,

¥ — IAZEESLE 7 — 2 At
AR o1 | \ .
- L | B EREREEREN 2 7,
rearrangements () ~N, #7¢ ‘s .
s ) WA D&EF 7Y =7 PiI—ETHD I L,
I

VI-3-1. rearrangements & 2 N D figqit

¥ — MRS | T 2R i
pezll
B TAREFRICE Y 4T3 ID,
itemId WAZE TR BRI [ﬁilj N
Ats —IEFINT—EDOXFITH B &,
fid | (& . .
X 2< F BLETFHEBRD 2 o0 7L —2 TV K,
breakends WA ;f Ao Ar 7y =7 PI—BEThHBZ
77
Lo
)
pezl
EHRFEH |
chromosome R ® Pt k5,
~Na-zA-Z0-
9 ¥-1+$
etk OBt AE (1-based 1T X 550
startPosition | ek Rtk Fr#R AL (1-base
#).
&l
startCytoband (E=3 IEMERE | BIRALIE DY A P oYV B
~+$
gea ik & T A& (1-based 12 & 550
endPosition | Lo g w~ i (1-base
#).
&l
endCytoband = R | THEDOY A PNV,
~4+$

37




P&l

V7 7L v R

fT& | EMIEE: | VCFvA5 it > TRl T %, sodfiliz
referenceAllele B .
(#t%%) | N[ACGTN] | &8 [XV-2. matePieceLocation| %%
+$ e,
pEZ 27 AR
(=) IERIRIL | VCFv4.5 IcfiE> CRtd#kd %, siaifilix
alternateAllele _ .
(HEXE) | "[ACGTY[ | #&38 [XV-2. matePiecelLocation| #%
¥]:0'9]+$ ﬁﬁo
S FofEa R bRz 21T, P
HAE R TRl OB G L TWw 5
& 13 "upstream", PHEAIE M CHRIG L
. . = SCHA T 55613 "downstream"
matePieceLocation _ - . .
(HELE) LEIRA] | EiERT 7 22 (LoD 7o, l#3
5Ll ST 5,
SR 2 BRI 2 ek [XV-2.
matePieceLocation] % 04,
TL—0 TV Y R—1+325)—F
supportingReadCount T B #. b L < % alternateAlleleFrequency
DI+
L—J LV FEYFR—1+FT5)—FH
totalReadCount (E=3 B Y FR—FPLAaWwY - VDGR, DL
< (Z alternateAlleleFrequency D 93Hk,
TL—2 TV e L TCOERRT LI
alternateAlleleFrequen = - FE(0~1 i),
= =N . . e -
cy (HE52) ) FL—s Xy KT LA R
L f;'f Ha%‘zj— Z)
FcA (=
. , T l~ . \ .
transcripts W ... | shortVariants & 7" N D figat % S,
N, 7
=7 b)
pEZl
transcriptld = 1EHISRIE ¢ | shortVariants & 7" D figaR % 24,
NMr¥s]+$
hortVariants % "N O fifgi % S,
transcriptDatabase . p&E2l Shortvariants v
= i e transcriptld 2 AJJ L 72856, RIEH D
Name [EHR]

AN ZHERES B,
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, p&EZ|
transcriptDatabase . e "
Version (§=) FHFERH | shortVariants & 7' N D figsn = 214,
~+$
ics (R
) (§9=3 X i1~ e .
regionStructure G | N AT shortVariants & 7N D figdhi = 2,
=7 1)
type WH [;;2] shortVariants & 7"\ D figdhi = 2,
(E9= " : . -
number B I shortVariants & 7' N D f#ai % 218
(HE%E)
totalNumber (§9=) B shortVariants % "N D fifai % S8
XA
geneSymbol WA IEHIERIL ¢ | shortVariants & 7' N @ fi#ah % 2
AMA¥s]+$
o, XA
regionName -~ IEHIERI ¢ | shortVariants % 7' N O figai % S
(HE%E) K
~+$
strand = [2;2] shortVariants % 7N D fifi % 2,
pez]l
cdsChange (§9=3 EHFIA ¢ | shortVariants % 7' N D e # 214,
N+$
XA
aminoAcidsChange (§9=) EHFEH ¢ | shortVariants % 7N D i % 28
~+$
s (R
T i1~
calculatedEffects (E=3 N. XF%| | shortVariants % 7' N D fi#ai # 24
IEAIERHT
~+$)
. A | BErEfRcEe L -7y R
orderedGenePairs (e T il~ | FRCEBETHAOEE T AERFS Y <7
N. BF) | oBLHl,
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transcripts @ 2 O D geneSymbol % 7t
LR 2Ol FEFRICHR D,
geneSymbol (ZHEF DNETT A HDE T
REL., —EET D, kLI
geneSymbol A, B icxf L, A 25 |
Ui. B PHETIICH 255,
"orderedGenePairs": [

a”,"B)
]
LELHET 5,
KD ARG — AR O, Z OF5 A
WMok s, 7z& 2 ["A","B"] ]
oEé. ["A","B"] oapmKRIND,
[["A","B"], ["B","A"] ] o&é&. ["A",
"B"] &["B","A"] Bz ET BRI N
2. 'A%, "B, B, A", ['C", "B") ]
D &5 iciHliA < HIHT 5 2 & b AfhE,
MEISRELEZVDICE>T, KX 7D
ANEZEZTEF I\,
XAR 2 7 PEM X =86, breakends
T @ geneSymbol D=7 IFHLE 5 [0 DIf
Wb oL LTibi, WMiJ7EO <
TR IND,

a5l
f §2J<§)'C transcripts @ 2 2 ® geneSymbol %
(orderedGenePairs @ . Hﬂ ) G ONETMICEDbE R 2 DT
W T4
THR) DECHI,
IERIFRHL ¢
() ["EML4", "ALK"]
~+9)
ey (R i S 1 g st
X1~ BIE BRI X 282X T 2851
135 ' D,
affectedGenes { B N, X541 e . e s s
(M) AT - long deletion 7x & CHEE DIELT 23HIFR
;+$’) | Fhaa. AEHOAN RIS 2,
BRI Ko TRAF Yy TN
malGE | T
E‘Ei’: é( . 1 ’*\‘ \/ V@‘I‘ﬁif‘ﬁo
skippedExonRanges (Tﬁ;@) N. 7]_7/ ree‘lrrangementType IZ"exon skipping’"
s ) ZER L 7256, AHHE S A2 HESET
s

%o
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P&l

transcriptld WH IEBIFRIL ¢ | shortVariants & 7' N D figii % S,
MA¥s]+$
. . shortVariants &% 7' D figtii % S,
transeriptDatabaseNa WH ii%ﬁu transcriptld Z AJ) L 72556, ARHHE D
e AL sy 5.
transcriptDatabaseVers X -
) = AR | shortVariants % 7' N D fidsn # =M,
ion rid
XA
geneSymbol [@ZH] | IEHFKIA ¢ | shortVariants % 7' N D gk # 214,
AMA¥s]+$
strand (=3 [2;2] shortVariants & 7N O figai % 2,
onttans e fWZJ(Z 2%y FERLEZF Y BRI,
#0) T O XY VRS RHEHICED,
totalExonNumber (E9= B shortVariants % 7" O fifii % 2,
XFE | 7 LB D 2 007 L —2 v RO
insertedSequence (EF=N RIS : | ICmAE nBesl,
AACGTN] | A N REHIDFTE L 7 I A I,
+$ null ZFLHI 5,
. PRz —FF2 ) —FE. b LK
supportingReadCount R B I alternateAlleleFrequency D7+,
PRz R—F325 ) — P& F—
totalReadCount = B FLZRWY — FEDGER LI
alternateAlleleFrequency D 73Hf,
BETHEERE L COZRR T LS
(§=3 . (0~1 D HipH),
alternateAlleleFrequency 3 e | >R TR & LM L %
FLET 5,
iﬂﬁ;uiﬁ RNA-seq 2* b5 b 7= FE T E DR
expressionLevelMetrics = | BB AT 2 P B TH B
N, &7
oy |5
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value

[ 2]

BifiE

FH B DH,

unit

[ 2]

P&l
[ERA]

FeH D BT,

BALLIER D 6 3R,

- "TPM"

- "FPKM"

- "FPM"

- "RPKM"

- "RPM"

X RSN o B 2 I 2 561k, F
HiIC C-CAT 1 B,

type

(559

gl

P2l
[ERA]

SRt B O MR,
FERE R D> 5 3E R,
* "mean"
- "median"
- "standard deviation"
(77 % b :null)
FEHLE 0 HIE % K5 (SRR Tk
V) I5E 1T null & EEE
X EFCA o E IR 2 (3 2 560 1.
HHTIC C-CAT I BHiAE,

sampleSize

TR R A FHR L 2R3 v T4 4
Z

Xtype IC null THRWEZEHK L 725
&, AHEHE b ISR HEREST 2,
(F7 % b :null)

1sControl

(55

ity

5 LI

I % control (IEH,) Mk > & FREX L
7z (true) 2> JEBHRIR A & EREL L 72
(false) 2,

(77 4L b false)

rearrangementNames

(5SS
(%)

[ ZI[€=3
T l~
N. 54
IERIFRH -
N+$)

Wt St 23 T 72l &2 DB {E TR o
& Hi. 213, "EML4-ALK fusion",
Bl o & AT —ETh B T L,

rearrangement Type

3
[ERA]

B At A3 IS RO E L 72 s T
LD x4 T,
R DERL D> IR,

- "gene fusion”

- "gene fusion and frameshift variant”
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- "bidirectional gene fusion"
+ "duplication”

- "tandem duplication"

- "deletion"

* "inversion"

+ "truncation”

- "splice variant"

- "exon skipping"

- "translocation"

- "other"

X EFEN D 2 4 TR T 2 561,
HATIC C-CAT IC Zidi,

peE2]l
sampleltemlId W IEBIZRHA ¢ | shortVariants & 7' D figsi % S,
~+$
(R=} XA
variantOrigin B i ) shortVariants & 7' D figii % S,
i (50 | GRRR i
matched (EF= 7 — B | shortVariants &% 7" N D it % 28,

VI-3-2. rearrangements X 27 C#ifl

(#1 1. orderedGenePairs 23fF1E S 25H)

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

"chromosome”: "2",
"startPosition”: 42510050,
"startCytoband”: "p21",
"endPosition”: 42510050,
"endCytoband”: "p21",
"referenceAllele”: "A",
"alternateAllele”: "A[1:29445240[",
"matePiecelocation”: "downstream”,
"transcripts”: [
{
"transcriptId”: ""NM_001145076.3",
"transcriptbatabaseName": "RefSeq"”,

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

thpell: Hexonll’

"number”: 7,
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"totalNumber”: 22

}
]7
"geneSymbol”: "EML4"
}
]
})
{

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

"referenceAllele”: "A",
"alternateAllele”: "]2:42510050]A",
"matePiecelLocation”: "upstream”,
"transcripts”: [

{

"transcriptId”: ""NM_001353765.2",
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{

"type": "exon",

"number”: 3,

"totalNumber”: 10

}
])
"geneSymbol”: "ALK"
}
]
}
:l)

"orderedGenePairs”: [

["EML4", "ALK"]
1,
"supportingReadCount”: 30,
"totalReadCount”: 430,
"alternateAlleleFrequency”: 0.07,
"rearrangementType"”: "gene fusion”,
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic",

"matched”: true

2. 7v—2rx v P LichHEHY — PG T UVAVBEHEZE R T 2355)

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

"chromosome": "2",
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"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"

]
3

"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
}
],
"geneSymbol”: "ALK"

]
3
1,
"orderedGenePairs": [
["EML4", "ALK"]
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1,
"supportingReadCount”: 30,

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

"matched”: true

(f§l 3. insertedSequence 2STELES 3 54)
{

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

"chromosome”: "14",
"startPosition”: 234567,
"startCytoband”: "p13",
"endPosition”: 234567,
"endCytoband”: "p13",

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

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

]
}y
{
"chromosome”: "2",
"startPosition”: 321672,
"startCytoband”: "p25.3",
"endPosition": 321672,
"endCytoband”: "p25.3",
"matePiecelLocation”: "upstream”,
"transcripts”: [
{
"transcriptId”: null,
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "LINCO1865"
}
]
}
])
"insertedSequence”: "GTNNNNNCAT",
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 0.07,
"rearrangementType”: "other"”,
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic",
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"matched”: true

}

(f5] 4. exon skipping D ¥iér

{
"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
}
]7
"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”: [
{
"type": "exon",
"number”: 15,
"totalNumber”: 21
}
1,
"geneSymbol”: "MET"
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1,
"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”,

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

(f5 5. translocation DEEY)
{
"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"

]
3

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

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

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

"type": "upstream”
}
],
"geneSymbol”: "MYC”
}
]
}
])

"supportingReadCount”: 120,
"totalReadCount”: 435,
"alternateAlleleFrequency”: 0.31,

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

"matched”: false
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VII. otherBiomarkers % 7
variants X 7' ICH 2 B T EZBGERUIN DAL < —H —ICBT 2 1FHREiLHE T 5, B
£, =4 7037 74 PARERMSD, 5 RAM(TMB), HRD, ctDNA Tumor
Fraction ® 4 fifH DO N F~—H—ICHNIGL T3,

¥ LA 7 — &2 at HH
- 7 — 24l B
i ]
By (&
. ( variants X 7125 28 ZRIEWRUAIN D AN A= —H — 1B T
otherBiomark . 1~ . , R
= | BTEEHER 2
ers N, #7¢ . .
B o&EATY =7 PiI—ETHD I L,
E

VII-1. otherBiomarkers & 7'/ D figi

WH _ - -
¥ — oy T =21 G|
itemld WA E;;Q: AT D TS D
s | P EoXTsICaLC L,
T2 AT~ =T —D XA T,
KA TVERD BIFER,
- "TMB": #5245 (Tumor Mutation Burden)
- "MSI": ~ A 7 v H T 74 b AREM(Micro-
. o A Satellite Instability)
biomarkerType A [ER - "HRD": #H [FI#H {4 x &8 X8 (Homologous
Recombination Deficiency)
+ "ctDNA Tumor Fraction": ctDNA Tumor Fraction
X ERLUN D 2 4 T RAER S 25613, FiHiic C-
CAT I SEHi#g,
| s oy | PR B
biomarkerMetrics T N B A+7Y 27 PI—BTHBZ &,
(H£5%) o) ARG RIE IR IX, MRS OO A 7Y = 7 |
ZEFERITAE R,
oy " B,
velue e i () 5.15
N Wt Bt o B,
K eI X TR B
unit [ 2] IEMIRH -
o W) % 4
FRAFE I AL W56 1T null ZE0HE0T 5,
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. BMEEED 2 4 7,
P2l :
- (f51) Mutations per megabase
type (24 ZE] IERZRI
At MSIsensor score
. percentage of MSI sites
NA F = — 71— DIREE & R DERL D 5 I1EIR,
. "highll
. HIOW"
- "intermediate”
(R=3 X + "stable"
state i v N e
€ji9) LER] - "positive
* "negative"
- "cannot be determined"
X ERCLAN OERKE 2 3 2 5613, FHiic C-
CAT Iz 2K,
AR E 0 1 . s
N. <=5 BREMED KD J7 P BN & DFAS,
descriptions (§9=) ) R SEE L OCEITIC OV TIiZ, comments X 7' ND
BRI .
contents X% 7 % 1,
N+$)
(R=} A
biomarkerOrigin B i ) shortVariants % 7'N® variantOrigin &% 7" £H4,
U g | nERsy i
A
sampleltemId sl IEHIERIE ¢ | shortVariants % 7' N D figai % S,
~+$
matched (F=) 7 =B | shortVariants & 7N DGR & S,

VII-2. otherBiomarkers & 2 3¢ # ¥l

¢D)
"otherBiomarkers”: [
{
"itemId": "biomarker-1",

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

{

"value”: 5.15,

"unit”": "%",

"type": "percentage of MSI sites”

3,

{

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

3
1,
1B CHREEIE H T8 7R 2 B\ OEXSEEIFE T 5 56013, "biomarkerMetrics” X 77 NIC A F
FCER
"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"”

]y
"sampleltemId”: "sequence-1-tumor-dna”,
"matched”: true

})

{
"itemId"”: "biomarker-2",
"biomarkerType": "TMB",
"biomarkerMetrics”: [

{
"value": 34.5680122,
"unit”: "Muts/Mb",
"type”: "Mutations per megabase”
3
])

"state”: "high",
"sampleItemId”: "sequence-1-tumor-dna”
}»
{
"itemId”: "biomarker-3",
"biomarkerType"”: "HRD",
"biomarkerMetrics”: [

{
"value": 0.94,
"unit”: null,
"type": "HRD"
}
]y
"state": "positive”,
"sampleItemId”: "sequence-1-tumor-dna”
}
]
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VIIL. expressions & 7
expression {F# Z 5L#T 5,
¥ — A E S 7= i
) . BeFl(R X @ 1~ | expression TH#HEN % 7,
cxpressions TN ATV ) [ ESlORF TV bk ETHEC L,
VIII-1. expressions & 27N D
¥ — B 7= atHe
4
b Id ,Z/E Ei;}% . %IE% &C%IJ D H:_/]‘/C %) IDO
e s | HERINTEOXERITB 5 S L
.+
readCount R B U — M.
(HE2E)
A (R -
transcripts WA 1~N, # 7 | shortVariants % 7' N Dt % S,
Y7 b)
CFH
transcriptld (EF= IE#IZRIA ¢ | shortVariants & 27'N D fEEt & SH,
NMA¥s]+$
. Datah — shortVariants % 7" D fifai & 21,
I B~ | anseriptid & Ay U A, AU S A & HiEsE S
seName [ER 2
T X4
tDat . =
ANSCHPEUAEDA | pre | I | shortVariants % 2N 0 & B,
seVersion
~+$
AR
regionStructure = 1~N, # 7 | shortVariants & 7'NDfEE % SH,
Y7 b)
pel .
tvpe [ A] \ ‘ shortVariants & 7' O fi#ghi = i,
P FeN ’
number (E9=) R shortVariants &% 7' @ fig&i % S,
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totalNumber (E9=3 B shortVariants % 7N D fifai % 28,
pEZ
geneSymbol (442 IEHFEI ¢ | shortVariants % 7N D fiah % 28,
MA¥s]+$
pEZ
regionName (=) IEHIFRIA ¢ | shortVariants & 7' N DR % SHH,
N+$
P&l
strand (§9=) . shortVariants % 7N D fifai % 28,
ESEN :
pEZ
cdsChange (§9=) IEHIFRIA ¢ | shortVariants & 7' N DR % SHH,
N+$
pEZ
aminoAcidsCha . . ) N
= EHFIR ¢ | shortVariants % 7' N D % 27,
nge
& N+$
Fedl (R & -
1~N, XF
calculatedEffects = | shortVariants % 7N D figai % 28,
BRI
N+$)
. AR & -
expressionLevelMe o . N .
] WIE 1~N, #* 7 | rearrangements X 7' N D # 214,
trics
ER/
value [ ] Kl rearrangements X 7 N D figait % 2,
p&EZl .
unit [ 247 i rearrangements X 27 N DfigEi % 208,
[#45t] K ’
(§9=) pEZ
type B i ) rearrangements X 7 N D fif i % 24,
P (5% | [RIRA] © i
sampleSize (§9=3 B rearrangements X 7" N O ffE & 2,
isControl = 7 — Bl | rearrangements X 7 N D& S,
pEZ
sampleltemlId sl IEHFEIR ¢ | shortVariants % 7N D % 14,
N+$
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VIII-2. expressions & 77 zC @kl

(f51)
"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

3

"value": 134.2,
"unit”: "TPM",
"type": "standard deviation”,
"sampleSize": 20,
"isControl”: true
}
]’
"sampleItemId”: "sequence-4-normal-rna”
}
]
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IX. alterationNotes & 7"
ZZ B - druggability - pathogenicity 122\ C, ME XM OMERS RHAE, Txzh
ICHES I E O S N HIRZ LT 5,

*— WG | T8 G

AR | ZREMNHEEREN X 7,
X0~ |BHoEA Tz PEI—ETHEI L,

N, A7 | X2 ToOEREHR, druggability, pathogenicity
=7 F) | IKNLUCAREH%GZHT %,

alterationNotes WZH

IX-1. alterationNotes & 7PN D

¥ — MRS | T Bl
pE2l
itemId WA IEHIERE | ZERERD itemld % 5CH
~+$

RAXAORAERFMEE. TldxhiclES
reported A TR ZWEFICRHEMI NERTH LA
Xtrue DY, C-CAT fEMEICH 1T 5,

BB (2
$ i1~ | RELALORERERAS, o ThcES

reportSections (§9=3 N. X4 | 2EFOH T, ZERLPTHI NI v a v
IEMEE | o= DA,
~N+$)
MO RRES. 32 nicES
. R L | BEEEERIC, ARREWE L TRl AR

approved fE 7R (true) 2>, % 9 Tl (false) 2>,

(77 4L b:true)

MEXthOMAERBREREE. Lz hiclES

2R FICRIE X N2 E R oM EFN,

K HIER L CTRLH

. - "clear": BERR X 7z < HRH,
grade = ‘jcj_éﬁq - "equivocal": low confidence 7z &', HH ICHBERR
[ER]

IHKD,

- "suppl": MIHIOBEIR X DEAWICED 3, #fi
RIZEERE L CERZ RS ICENT 5,
(F7 41 b "clear")
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¥clear, equivocal D, AN — R & AH
o TR T 247 9 . RECLASt oI & ff
T 3541, HATIC C-CAT I BLEH,

IX-2. alterationNotes & 27 a0 &l

/D)
"alterationNotes”: [
{
"itemId”: "shortVariant-1",

"reported"”: true,
"reportSections”: [
"Somatic variant"”
])
"approved”: true,
"grade”": "clear”
}»
{
"itemId": "copyNumberAlteration-1",
"reported”: true,
"reportSections”: [
"Variant of Uncertain Significance’
]7
"approved”: false,
"egrade”: "equivocal”
}y
{
"itemId": "rearrangement-1",
"reported"”: true,
"reportSections”: [
"Somatic variant”
:l)
"approved”: false,
"erade”": "suppl”
}y
{
"itemId"”: "otherBiomarker-1",
"reported"”: true,
"reportSections”: [

!

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

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

:Iy
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"approved”: false,
"grade”: "clear”

3,
{
"itemId”: "armLevelChanges-1",
"reported"”: true,
"reportSections”: [
"Appendix”
1,
"approved”: false,
"grade”": "clear”
3
{
"itemId”: "nonHumanContents-1",

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

:l?
"approved”: false,
"grade": "suppl”

}?

{

"itemId": "compositeBiomarkers-1",
"reported”: true,
"reportSections”: [

"Appendix”
:l»
"approved”: false,
"grade": "clear”
}’
{

"itemId”: "druggability-1",
"reported"”: true,
"reportSections”: [
"Drug"
]’
"approved”: false
}y
{
"itemId"”: "pathogenicity-1",
"reported”: true,
"reportSections”: [
"Appendix”
]’

"approved”: false
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X. armLevelChanges % 7
etk - R O Z L OFHRZ LT %,

F— MRS T —xHl B!
armLevelCh . Besl(F X @ 1~ | armLevelChange 1H#H&EM % 7
anges - N, 7Y =27 bF) | BIOZEATY 27 PiI—ETHSZ L,

X-1. armLevelChanges &% 7N D fi# &5

¥ — AZEESCE 7= ]
, . x5l Betfk - PRI 2 icEl b 4T 3 1D,
itemId WH BRI - .
Aid —JEFINT—EDOXLFINTH B Z L,
Betafk - R O ZLD £ 4 7,
ZATRRD0ERT 2, FEllICOVnTiR
International System for Human Cytogenomic
Nomenclature (ISCN) 2020 % 04,
- "amp": ¥EIE
armLevelChangeT G p&E=l - "del": K&
ype B [EH] S AR
< "inv"s W7
- "dup": E#H
- "ex": HEME TR P
X EFCA @R 2 i 3 5 855613, FaTic C-
CAT i BLE&,
AR
cytobands WA I~N, &7 | 4 + v F OlEHR.
Y7 b)
A
chromosome [wAZE] /\IE[fiiiO- RtafhE T,
9 ¥-]+%
. g Eﬁﬁ?’ﬁgﬂ%i’ﬁ(@ 200 6ERT 5,
i G | Lmws) | P
- "q" R
i pEZ
region _ IEHRE | 34 by P o,
aem |
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Ao (R e
I~N., XF | MAXPREZTICFER L 72 Ok - LR Bii o
armLevelChangeN (=) "
L 4| ZAL D £ il
ames €jiz=y)
IEHRE . | B o& X FIE—EThdT L,
N+$)
pEZ
sampleltemlId WH IEBIZRI ¢ | shortVariants &% 7' D figin & 24,
N+$
X-2. armLevelChanges % 7 G0 #(f
(1)
"armLevelChanges”: [
{
"itemId"”: "arm-1",
"armLevelChangeType": "amp",
"cytobands”: [
{
"chromosome”: "7",
"arm”: "q"
3
] ’
"sampleltemId”: "sequence-1-tumor-dna”
})
{
"itemId”: "arm-2",
"armLevelChangeType”: "del”,
"cytobands”: [
{
"chromosome”: "17",
"arm”: "p"
3
:l ’
"sampleItemId”: "sequence-1-tumor-dna”
})
{
"itemId”: "arm-3",

"armLevelChangeType": "t",
"cytobands”: [

{
"chromosome”: "X",
llarm”: Ilqll’
"region”: "28"

3,

{

"chromosome”: "14",
llarm”: Ilqll’

"region": "11.2"




b
{

3
:l}
"armLevelChangeNames”: [
"t(X;14) (928;911.2)"
:I!

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

’

"itemId"”: "arm-4",
"armLevelChangeType": "amp",
"cytobands”: [

{
"chromosome”: "21"
}
1,
"armLevelChangeNames”: [
"iAMP21"
1,
"sampleItemId”: "sequence-1-tumor-dna”

61




XI. nonHumanContents X 7

bt P DEYIE(Y 4 L R E)IED T OfFERE I T 5,

¥ — WA 7 — 2 Bz
nonHuman . FiH(J8 X : 1~ | nonHumanContent {&¥RERK & 7
Contents TN ATV ) | BAOKEEF TS 22 M I BTHDE T,

XI-1. nonHumanContents X 7' D fiFi4

¥ — IS 7 — xR ]
X4
itemld P IE#IH A ID.
1tem P ‘f/\ N 24 :
A —HEFINT—EDXFIITH B Z &,
CFH
organism W IERIZH A OWMEF I T LT 2 AP % il
N+$
, . Fi5 (K& : 1~ | otherBiomarkers & 7N ® biomarkerMetrics % 7%
contentMetrics =) NN
N. &7 =2 }t) | H,
otherBiomarkers % 7' ® biomarkerMetrics &% 7°%
value L] $efi o 1 1
X4
_ . N otherBiomarkers % 7' ® biomarkerMetrics &% 7'%
unit [44ZH] IERIZH -
~+$ e
A
» otherBiomarkers % Z'N® biomarkerMetrics & 7'%
type [ZH] IERIRI - -
~+$ o
FeA (R« 1~ B}
N el nonHumanContent D i3,
N ¥ o g g .
descriptions = S ES X ORITIC oW TIlE, comments X 7N D
IEHERHL .
contents X 7 % i,
~+9$)
XA
sampleltemlId WA IEHISRI ¢ shortVariants & 7N O fifai & 2,
~+$

XI-2. nonHumanContents X 7 &5l

(B

"nonHumanContents”": [
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"itemId": "nonHuman-1",
"organism”: "HBV",
"contentMetrics”: [
{
"value": 65,
"unit"”: "reads-per-million”,
"type”: "virus-derived read sequences
}
:l}
"descriptions”: [
"Hepatitis B virus.”
:I!

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

n
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XII. compositeBiomarkers % 27

shortVariants % 2 %° copyNumberAlterations X 2, rearrangements X 27 DEZEZ A5
+C, HAE~Y - — (BETEREHROMHAAGDE. 3BEIETOME R L) OERZIH

‘j‘ % o
WA .
¥ — VA Eitl e
S ft '
Fesl (e
compositeBio - X~ | EHE~— D —DEHREN X T,
markers TN ATV | WO T2 M E—TETH BT L,
=7 b)
XII-1. compositeBiomarkers & 2" N D fig i
WAZEES .
¥ — 7 — & i
fr i
2zl
emld e EQ;;J Ha~—Hh—icEH Y Y43 ID,
t J \5/\ 3 o .
e e | RN EoXTHICE LT L,
AR =2
Fremld W ~N., CFH] | MR L 7 2 BIE T ARG R (temld) DECA,
tit KoH
componentiiemies EHER | A0Sz —EThb T L,
~N+$)
Al (R 1 B}
NJ(EX”*EJ mEStOmMEH I IN W IEAE~—I—% %
~N\ ¥ -
biomarkerNames WAZH T - ALK
RN LS E L[S R
~N+$)
FlFl(Rx 01 -
N. e BHH~—Hh— DRH,
descriptions £ ) HHEES L S TIC oW TlE, comments & 7D
IERIERH ¢ R
contents & 7 % 2,
N+$)
XII-2. compositeBiomarkers & 7 5 &5l
(5
"compositeBiomarkers”: [
{
"itemId": "composite-1",
"componentItemIds”: [

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

BT lEEmEEE T 5,

7l<|:|l:|
¥ — MRS 7 — 2’ e
druggabilit . .
= F* 7 b druggability HHEMN X 7,
y

XII-1. druggability & 2N O figqit

F— MRS 7= EE!
companionDiag T BH(RE 11~ | av =4 V2B o,
nostics (#E2E) N. #7272 bF) |BEHOEF TV 27 FZ—BETHBZ L,
p&E=l
53 S o 1D,
itemId L] AR AR =
) I T EOXFACH BT L,
. pEZ|
alterationlte o
mld [w4ZA] BRI - XR & 75 528 BAER (itemld),
~+$)
Fed (& @ 1~
N. 541
drugN [ahZ8] 7 S 4 PR
rugNames FBIZEE 5= 358 S A4 B
~N+$)
A (R 1~
. axXv b,
. " N. 74 . o .
descriptions (EY= A A SER L UTIc 2\ Tld, comments & 7N D
j\ +$; . contents X 7 % &,
comprehensive . .
, » = FAI(RE 11~ | BAT 76707740 v 7 OER,
GenomicProfili _ . e
ne (#22) | N, A7V =2 b)) |BHOEKEL 7Y 27 ME—ETHBEI L,
pEZ S D 1D
itemld L] M - RIRKAIRLD 1D
A+S) —HEFINT—EDOXFITH 5 T &,
. pEZ
alterationlte o
mld [wAZH] IERIRI ¢ X5 & Tn 528 B (itemld)
N+$)
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(X 1~
N, 74
drugNames [W7H ] FSE e N
g IE%E/JEEIE . SR HH
A +9)
(X 1~
knowledgeB N, 7% .
& 75 I~ — 2 4
ase IEHISRI
A +9)
=297
evidencelLev = X .
- IERIRE ¢ IEF VAL,
el (HE5%) N
+$
pE2l
cancerCode = IEHIFRI DAFEI—TF,
A+$
p&El
cancerName = IR DBAFEL,
A+$
(R @ 1~
. aAv b,
o " N. 341 . o R
descriptions (E= A SR L WfTIc2W»ClE, comments & 7D
T contents X 7' % g,
~+$)
XII-2. druggability & 27 5t &
¢/D)
"druggability”: {
"companionbiagnostics”: [
{
"itemId": "druggability-Cbx-1",
"alterationItemId”: "variant-1",
"drugNames": [
"afatinib”,
"erlotinib”
]
3
1,

"comprehensiveGenomicProfiling”: [
{
"itemId": "druggability-CGP-1",
"alterationItemId”: "variant-2",
"drugNames": [
"alectinib”,
"crizotinib”

1,
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"knowledgeBase"”: [

"OncoKB"
1,
"evidencelLevel”: "A",
"cancerCode”: "NSCLC",
"cancerName”: "Non-Small Cell Lung Cancer”
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XIV. pathogenicity & 7
pathogenicity IZB3 2§ 2 id#l 5 %,

¥ — MRS 7 — & =5 B
pathogenici BF(FX 1~ . \
T h TEREK & 7,
ty f N, A7 =2 1) pathogenicity T HER

XIV-1. pathogenicity % 7" D figai

¥ — WAZESEMT 7= EE!
T4
cemld L] ﬂ;‘;?@fa pathogenicity fE#H o 1D,
t DAY= S i M
- o MBI T—E DA TH D &,
XR & 7 528 BEH (itemlId)
RAI(RE « 1~ A
IterationltemId N FEARWIC 1 DB RIGHRE LT 5,
alterationltem .
[w4ZH] A 772 L. EBOERERPFRFICHFEET 2 LItk
S I Ju - -
rs$) THKIZ 3 % pathogenicity D&, %4 T3 2 TCOER
+
Bzl T %,
pEZ .
knowledgeB L 4] Eagen: |
nomERRERRe i £ ' (fi]) COSMIC, ClinVar
N4+
pEZ
knowledgeBase . s
_ = IERIERE F—ER—=ZADN=V 3V,
Version
N+$
knowledgeBase L] FA(RE 11~ | 7—%_—=20L a— &,
Records TN ATV | ESloKA TV bir—ETh BT L,
o pEZ
recordld - IEHERHL La—FoID,
(HE2) N
+$
BH(RX 1~
field WZH L a— FOEH,
* N, #7927 }) "
=%l
o Ei;;fé . 74—V F4,
e e (#1) CLNSIG
N+$
= pe| 7 4 = FZITH T 5 fH,
value WhZH .
IEHERH (f51) Pathogenic
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A+$

AR 1~
EP A
o . N, X5 . o R
descriptions (B A fEHEES X S TIC 2T, comments X 7 ND
- contents X 7 % Sl
"+$)

XIV-2. pathogenicity & 77 GC&

(f51)

"pathogenicity”: [

{
"itemId": "pathogenicity-001",
"alterationItemIds”: [
"TEST0Q1"
:l ’
"knowledgeBase"”: "COSMIC",
"knowledgeBaseVersion": "vXX(20240123)",
"knowledgeBaseRecords”: [

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

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

]

3,
{

"itemId": "pathogenicity-002",

"alterationItemId”: [
"TEST002",

"TEST0Q3"

1,

"knowledgeBase": "ClinVar",

"knowledgeBaseVersion": "20240321",

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

"field": [
{
"name”: "CLNREVSTAT",
"value": "criteria_provided,_multiple_submitters,_no_conflicts”
}7
{
"name”: "CLNSIG",
"value"”: "Pathogenic”
}
]
}

1,

"descriptions”: [

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

]
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XV. iEEHIEH
FEFHIC OB T 3,

XV-1. itemld
itemld DfilZ. 77 ANVHNT—ETHBZ L, fHIZ. FEDOLFEY,

XV-1-1. itemId @ 3kl
itemld 23359 % % % 7N T D itemld DED LA O WTRT,

variants X 7'

"itemId”: "variant-1"

"itemId”: "variant-2"

"itemId”: "variant-3"

otherBiomarkers Z 274

"itemId": "biomarker-1"

"itemId": "biomarker-2"

"itemId": "biomarker-3"

sequencingSamples % 7'

"itemId”: "sequence-1-tumor-dna”

"itemId"”: "sequence-2-tumor-rna’

"itemId"”: "sequence-3-normal-dna”

compositeBiomarkers % 7'

"itemId”: "composite-1"

"itemId”: "composite-2"

"itemId”: "composite-3"
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XV-2. matePieceLocation
breakends % 7"WIC#£7E T % matePieceLocation I DWW T3 5, Hitgd LT, FEiR
D SRES| ECYBLE O F D 7 WA B (upstream), FHIDS% WIS A R
(downstream) &% 3%,

X ORHEYIRCA O B3 - Tiite 138k 5

XV-2-1. matePieceLocation @ it #i
FRERL Dl % 251F T matePieceLocation Dit#k/jiE% /"3, VCF R (v4.5) TCoORBIC
DWTHIRT %,
B E VCF ORI TOF*a Xy FOMKEZHELDDTH D!
The Variant Call Format Specification VCF v4.5 and BCF v2.2
https://samtools.github.io/hts-specs/VCFv4.5.pdf

P DB -

(V77 vy AR 0P PN IE O EE 2 2 F5 W)
876543 876544

Chr1 @— —@V
©

@

v

1200000 1200001
Chr2 Q
U X
®
2222233 2222234
Chr3 6— —@
Y z

K7 —~v b ToORHE:
HID
RtafhFs 2 oG R» O R 5 & SIS T M2 ORCHICE Z fib > T2 D
T, 7L—2 TV FDOF 7Y =7 b D matePieceLocation OfHE L "downstream" & 72 %,
—77. BeakEFes 1llofaRro R 5 &, EifllasilofddicE 2 b o> T3 DT,
matePieceLocation Offi{3"upstream" & 7z %,

(FID)



"breakends”: [

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

3

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

}
]
1@

Rtafhk S 1 HlofEAE» b /2 &, SRV TRl 2 oBIICE b > T3 D
T, F 7Y =7 F D matePieceLocation Df ¥ "downstream" & 72 %
PRk BE S 3MOFEE S 6 B 72856 b FfE7Z © T, matePieceLocation DfH 1%
"downstream" & 7z %,

(#1®)

"breakends”: [

{

"chromosome”: "1",

"startPosition”: 876543,
"endPosition”: 876543,
"matePiecelLocation”: "downstream”

3

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

}
]
1©)
REAES 2MofEEaR» 6 /2 & SIEA] BRI 5] ORCHICE % b > TWw b D
T, 7Yz 7 F ® matePieceLocation Dfi|3 "upstream" & 7z %,
P RES SHIOMES E2 b B84 D AR D ¢, matePieceLocation D 1
"upstream" & 72 %
()
"breakends”: [
{
"chromosome”: "2",
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"startPosition”: 1200001,
"endPosition”: 1200001,
"matePiecelocation”: "upstream”
}y
{
"chromosome”: "3",
"startPosition”: 2222234,
"endPosition”: 2222234,
"matePiecelocation”: "upstream”

VCFE co ik
FRER DHI % VCF v4. 51> CRl#l T2 e RD X H1C7m b, LLTHIDEICH s DEER D
FlDFFITHIET 5,

#CHROM  POS Ib REF ALT QUAL FILTER INFO

1 876544 bnd_V G 12:12000001G 6 PASS SVTYPE=BND
O 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

XVI. &2k
C-CAT ~V 7T A7
E-Mail: helpdesk_c-cat@ml.res.ncc.go.jp

A
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