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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”
]
3
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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

runcation

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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[I-4. comments & 7
Bl 7A B (variants), YA 74~ — % — (otherBiomarkers), sequencing sample ¥
(sequencingSamples) I 925 2 X v + ZFl# T 5, itemlds ¥—& a X v bE AND
contents ¥ — & E N5,

*— IAZEESGE 7 — & it B
AR 0 1
- AV MEEREN X
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$) Xitemld ZEC# L 728556, C-CAT JAEMRE~IZfEH I
’ AT
itemld I3 32X FOHNE,
EAlE: [ o o
N SUASCIE . REEE 72 X HAGE, SR oWfT 2 — NI
- ) HEh, FHHITEYTZ ED 256813V R THIT T
contents | 4A%H 4| .
g |
A +$’) | 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,
. IEHIZRI ¢ FoA4 - TLAMED=ALF - T LA
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 ] EA%/??@E : "TERT promoter] @ X 3 1=, BifF
RIS s s s A
[TERT| %#i# 3 %, [promoter]
X FEED regionType ICELH T %,
p&EZ| 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
. pE2]l .
strand = N " E DA,
[BRA transcriptld 2% null DEE 1%,
"strand": null L EET 5 2 & b H],
BEXtLOWEHFICRR T LTS
DNA L~ ToZl % fl#,
JFHIE LT HGVS cHELL 72Kk & &
pE2l 2.
cdsChange [WZH] E%,?\?Efﬁ : Ay kU x =y 2 ST RNA 3
ok a— NIk, h* k>
7 va—7 4 v 7 oORTEUN
i) null &322 & bARE,
BAEAOMEEICTBMI LTS 4
VoI E LS TOEA % R,
X4 T IMIT 1R E T S, 2 ofth
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,
g AT T 72l 4 o 1 FHZT R
shortVariantName TE IEHIRI ¢ %%EE@ODWJ\%K%‘ SERETAE
R DY
+3$ 1] : EGFR Exon 20 Insertions
%Bj\]”‘(ﬁjf$'§; "splicing variant"7z &', ¥GEY) L D%
calculatedEffects eyt A - HO(RE) o%R % Sequence
Ontology Tat#l 3 %,
~+9$)
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snpEff  — L d [Effect (Sequence
Ontology) | %, annovar Y — /L ®
VCF [Func.refGene] IZfH243 % 1H
H. annovar Tl%. User Guide, Gene-
based Annotation @ Output file 1
(refSeq gene annotation) (CfEREA &
h . HEXIEHHDOHGEE% Sequence
Ontology ICE#ATE 2,

Bislo 1 9552Ico% 1 HEEZEIY 4T
%,

B D& XL FAIT—ETH B T L,

AR 1 .
, (EF= | RAFyTTaHEEEOH L XY VD
skippedExonRanges B ~N. 7 | |
(HEHE) TH .
=7 b)
XA
transcriptld [4AZH] IERRIA transcripts X 7' N D fifah & 28,
NMN¥s]+$
— transcripts X 27 N D i & S8,
?‘
transcriptDatabaseName [w2H] et transcriptld Z A/ L 2856, AHEE D
EIR
” AN EHEET B,
XA
transcriptDatabaseVersion (§9=3 IERIERH ¢ transcripts &% 7' N D i % S,
~+$
X4
geneSymbol [wAZH] IEHIFRIA - transcripts X 27N O fifii % S,
NMA¥s]+$
X4 .
strand T X transcripts X 27N O g % S,
g4t i ’
Axy 7T BARERODH D XY VE
] R | g ;
exonRange [47H] 2. ) 5 O#IPH, FlG - KToxx Y vES
I S =t
totalExonNumber = B IXY VOB ERLEHT 5,
sequencing sample 15
PCC] aueneis FEmpE I ]
leltemld W e (sequencingSamples) @ itemld % 5t
sampleltem Tk eSS Z A -
P s | e MEERAHE RIS T
' WEHT,
. .. = X AHH G F >k 2> AR Bl e 5 871 i ok 2 72 B
variantOrigin B .
(HE5E) LER] o
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XC-CAT TId. Al Hke 2o A= Fie

N RAN R AT BRER T 2 D3 AR~
—ADWNREZEZ T\ D, AJTHR

et MileE R (BE) omE-~
—ABEM I NS,

- "somatic": AHHIE K

- "germline": AEFHAMAL RS ik

- "likely somatic": LRI |3 LS D &
DEEICH VT, Fillluhsk e PR

na56 XEMieLER (B o

AN —ABFEHE NS,

- "likely germline": HIAYAY 1 |3 S D
DIREIC BT, AJEMI RS &

THRINGE  XKAEGEMI RN 2 R
(BH) DR —AMERI N5,

gtk & IR BUA % R L < L

tched =+
matehe e TS Ao

Gl

— LR

VI-1-2. shortVariants & 2 2054l

(5 1. SNV D FEHH)
{
"itemId"”: "variant-1",
TitemIdiC T S N7z B R FAREWRICN L, MESHHEE O I 2k 5,
"chromosome”: "9",
"position”: 135781005,
"cytoband”: "q34.13",
"referenceAllele”: "C",
"alternateAllele”: "G",

T "position” & "referenceAllele”. "alternateAllele”(XVCF v4.5D L — L IZHE > Catdld

%,

"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
}
]y
"geneSymbol”: "TSC1",
"cdsChange"”": "c.1960C>G",
"aminoAcidsChange"”: "p.Q654E",
"calculatedeffects”: [
"missense_variant"

]

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

"matched”: true

(il 2. insertion D ECHEH)
{
"itemId"”: "variant-2",
"chromosome": "78",
"position": 5524900837553568,
"cytoband"”: "p11.23",
"referenceAllele”: "TA",
"alternateAllele”: "TGGACAACCCAAGEGGE",
"alternateAlleleFrequency”: 0.4953,
"alternateAlleleReadbepth”: 368,
"totalReadbepth”: 743,
"variantType"”: "insertion”,
"transcripts”: [
{
"transcriptId”: ""NM_005228.3NM-025069-2",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon",
"number"”: 20+,
"totalNumber”: 28
}
:I’
"geneSymbol": "EGFRZNF783",
"cdsChange": "c.2307_2315dupGGACAACCCe63—64insAGESEE",
"aminoAcidsChange": "p.P772_H773insbDNPp=621-622insSE",
"shortVariantName": "EGFR Exon 20 Insertions"”

}

1,

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

"matched”: true

}
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(51 3. deletion D FCHMH)
{
"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”: "ENST0Q0000324856.13",
"transcriptbatabaseName”: "Ensembl”,
"transcriptbatabaseVersion”: "v99",
"regionStructure”: [
{
"type": "exon",
"number”: 12,
"totalNumber”: 20
}
]7
"geneSymbol"”: "ARIDTA",
"cdsChange”: "c.3340delC",
"aminoAcidsChange”: "p.P1115fs*46",
"calculatedEffects”: [
"frameshift_variant”

]
}
1,
"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,
"totalReadPepth”: 524,
"variantType": "delins",
"transcripts”: [
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"transcriptId”: ""NM_006015.6",

"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [

{

"type": "exon",
"number”: 1,
"totalNumber”: 20
}
]y
"geneSymbol"”: "ARIDTA",
"cdsChange"”: "c.579_580delinsTT",
"aminoAcidsChange": "p.E193_P194delinsbS”
}
])
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched”: true

(5 5. TERT promoter-® st #ifl)
{
"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”
}
: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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}

1,

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

"matched”: true

(4l 6. Exon skipping D aC#k{)
{

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

"position”: 116411892,

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

{
"transcriptId”: "NM_000245.2",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "MET",
"cdsChange": "c.2888-10_2909de CTGTTTTAAGATCTGGGCAGTGAATTAGTTCG",
"aminoAcidsChange”: null,
"shortVariantName”: "MET Exon 14 skipping”
_3
1
"skippedExonRanges”: [
_{
"transcriptId”: "NM_000245.2",
"transcriptbatabaseName”: "RefSeq",
"transcriptbatabaseVersion”: "Release 99”,
"geneSymbol”: "MET"”,
"exonRange”: [14, 14],
"totalExonNumber”: 21
2
1,
"sampleltemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic",

"matched”: true

|~

VI-2. copyNumberAlterations & 2"
BRI a v —BEREICHL LT 227 Th 5,

*— WS | T2 i
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eyl (R & -
1~N, #7
Y27 b)

av—HEREEN L T,
Ao+ 7Y 27 Miid—ETchsrT L,

il

copyNumberAlterations T

VI-2-1. copyNumberAlterations & 2N @ fi#ii

¥ — WG| T4 ]
- . Ej};;f}; | ERTARAHRISHY 4 5 D,
A —JEFINT—EDOXFITH B Z &,
pEZ
chromosome (EE) /\IE[fiszo_ Peta i T,
9 ¥-]+%
startPosition & B AREAE ORI based (= £ 550
(HE%E) #).
A
startCytoband (R=} IEREH - | FAtGLE D% 4 PNV,
~+$
. (EF= . Retafk E & T A7 (1-based I X 250
endPosition (He33) R 0.
pERl
endCytoband = IEHERE | BTHEDY A Py F,
N+$
2 v —BUERE OHIEE & HA7,
R (. value, unit ® 2 ODF =LK 5 A 7Y
- e = 7 b DORA, unit 2387 5 {H2S 2 DLL
copyNumberMetrics G | N ATy EH 2561k, RX 2L EoRY T
oy | o
WA D&EA 7Y =7 ME—EHTH DT
Eo
value [ ] RfiE v —HRHE OREHE,
HIEAE value D HfT,
g B IER D> & 3R Al HE,
unit (7] e o - "copy number": I & —%k
LR - "fold-change": TEHBRARICHT3 2 JEE
Wifko (BEHEL X 7z) FHHUERE O
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- "log2 fold-change": "fold-change"®
log2 Z 1t
- "fraction-of-gene": HIE X N7z BIET

FHIR D 5 B a v = L 7 E o E|
AN

o

XZ oMo N ZHHT 2858101k, F
HiiC C-CAT IC MR,

BESTOMEMREREE., T2ldzn
ICHEF 23 ICRiE S N o v — R

HDRA T,
R 5L CTELH
- "amplification”
) . . "gain"
copyNumberAlterationT o &2l o
sl e o - "duplication"
ype [E R v
- "loss
- "deletion"
- "homozygous deletion”
* "neutral”
X RSN D 2 4 TR 2561,
FHTIc C-CAT Iz ZhEfg,
[ ZI[€=3
. . 31~ . . L
transcripts sl . | shortVariants % 7' N D figai % S,
N, 7
7 F)
X4
transcriptld (F=) IEHIERHL ¢ | shortVariants & 7N DfiFGR & S,
NM¥s]+$
. . shortVariants % 7" D fifiai & 21,
transcriptDatabaseNa s XA )
= (et transcriptld # AJ) L7286, RIEHE S A
me IEYNT -
NSRS 5,
. pE|
transcriptDatabaseVer . ) R o
) = AR | shortVariants & 7N D g # =4,
sion
N+$
iesl (&
X1~ . -
regionStructure (E9=) . | shortVariants % 7' N @ fig&5i % S,
N, 7
7 F)
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type

[ 2]

pa 2l
[ERA]

shortVariants & 7' D g # S8,

number

(55

Gl

shortVariants & 7' D figéh # 8,

totalNumber

B

shortVariants & 7' D g # 8,

geneSymbol

[ 7]

pll
IEHIRI ¢
NN ¥s]+$

shortVariants & 7' D figdh # 8,

regionName

ezl
BRI
A+$

shortVariants & 7' D g # 8,

strand

Pl
[ERA]

shortVariants & 7' D figsn # 8,

cdsChange

el
BRI
A+$

shortVariants & 7' D figih # 8,

aminoAcidsChange

pezl
IEHIRI ¢
~+$

shortVariants & 7' D g # 8,

copyNumberAlteration

Name

|

IEAERIR

~+$

AN T 74 D 2 v —FUERE O
g2l

o

calculatedEffects

ity

(5%

el (K
X1~

~+$)

N, 3741
IEAZA

shortVariants & 7' D figih # 8,

skippedExonRanges

B (&
X1~

=27 })

N, #7¢

shortVariants % 7' N D fifsh % 2204,

transcriptld

[ ]

P2l

IEARH

shortVariants & 7' D figdh # =4,

AN ¥s]+$
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' shortVariants 2 "IN D fifai % 2,
transcriptDatabaseNa R pEZ| )
(] o transcriptld Z AJJ L 728564, ARHHEH D A
me [ER A HEES .
' X4
transcriptDatabaseVers . . .
] = IEHFH ¢+ | shortVariants & 7 N DO iR % 518,
ion A
X4
geneSymbol [WZE] | IEMIFRHL ¢ | shortVariants % 7 N Ok % 24,
NMA¥s]+$
strand (§9=3 [é;iﬂ] shortVariants % 27"\ @ fig&hi % S,
ies (R
exonRange [wAZH] X 12, ¥ | shortVariants % 7' N D fi#ai % S,
#0
totalExonNumber (§9=) B shortVariants % 7' @ figai % S,
X4
sampleltemlId W IE#IZRIL ¢ | shortVariants & 27'IN D figEt & S,
N+$
variantOrigin (i:%) [;;iﬁ] shortVariants &% 7'N D figai % S,
matched = 7 — WA | shortVariants & 7' N D figail % 28,

VI-2-2. copyNumberAlterations £ 2 GC#k {5

()

{
"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"
}
:l)
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched”: true

VI-3. rearrangements X 2

ERFRG, BEE. RuRE, Uik Lol r-HlRo Rz ai#8s 2,

¥ — AL 7=z it B
A (R o1 _ : .
. L | EETERERIEEREN 2 7,
rearrangements =) ~N, A+ 7 o .
’ 1) WA O&EA 7Y =7 ME—ETHDB I L,
€I

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

¥ — WS | T 4R s
&l
BnFAREHRICE Y 4C 5 1D,
itemld B | i |l T RSHRRICED S
A —JEFINT—EBOXFITHD T &,
fic4l (& . .
5 2( + B THERD 2 007 1L -2V F,
breakends WA ;ﬁ B oA TV 27 ViZ—BETHBZ
WA /4
Lo
k)
pEZl
ERFEIA .
h DAY Pt R T 5,
chromosome A[a-2A-Z0- RaihF 5
9 ¥-1+$
getaik E o FatEiiE (1-based 1 X 550
startPosition WA L 75 f IR base
#H),
pEZl
startCytoband (E=3 IEMERE | BIRAZIEE DY A P oYV B,
A
etttk F o TA7iE (1-based 1€ X 330
endPosition W R ;) PREOH T HLR(base
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P&l

endCytoband (§9=3 IEHERB . | RTAEOY A PNV,
~+$
Pl V7 7Ly R,
TR | EBIEH . | VCFvA5 20> Cat#l T %, sz
referenceAllele - ‘
(#t%%) | "[ACGTN] | #4uf [XV-2. matePieceLocation| %%
+$ i,
p&E=| 2 BAEEL,
(FP= IEMIEREL - | VCF v4.5 It o CReli 3%, sodfilix
alternateAllele -~ ‘
(#2F) | "NACGTY[ | 2 [XV-2. matePieceLocation| #=
¥]:0-9]+$ | M,
SRS FofEaRrbRi- L i, P
HAE LR CHIDES LG L T2
&1 "upstream", PJHRLLE i CREA L
matePieceLocation & L © 55 downstream”,
(Hex2) | GBI | B 220D 2o, T
AR o A 2 P
A 22 BB L 2l TXV-2.
matePiecelLocation| % £,
TL—2TV FeYdR—F+55)—F
supportingReadCount (R=} R #. b L < (T alternateAlleleFrequency
DI3Fo
TVL—20ZV %Y KR—1+FT5Y—FK
totalReadCount = B EHHR—F LAWY —FHOAE. dL
< 1% alternateAlleleFrequency D93k,
TL—27Tv P LTOERRT LS
alternateAlleleFrequen (§9=3 . FE(0~1 D).
cy (L) ik TL—J TV RS LICT LABHE 23
L7 %53 %,
[ ZI[€=3
X1~ .
transcripts WA .. | shortVariants % 7" N D figin % 28,
N, &7
=7 F)
pE=ll
transcriptld £ KA ¢ | shortVariants % 7' N D e # 24,
NMA¥s]+$
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shortVariants & 7N D figeht % S04,

transcriptDatabase . p&EZ| )
= - transcriptld Z AJ) L 72856, ARIEH D
Name [EER] -
AN RS 5,
. pEZ
transcriptDatabase . 3
. (E=3 FHFERE © | shortVariants & 7' N D figsn = 214,
Version
N+$
I ZI[€=3
ionStruct R Sl hortVariants % 7" D fi#i % 2
regionStructure shortVariants xS,
& () | N, +7 ”
E
peE2]l
tvpe il i shortVariants & 7N O figai & 2,
P BEN ’
(EF= " ) . -
number ‘, R shortVariants % 7N D figai % 28,
(HELE)
totalNumber = B shortVariants % 7' N D f#ai % S8,
pE2]l
geneSymbol sl IEHIZRIA ¢ | shortVariants & 7' D figai % S,
NMA¥s]+$
e, pEZl
regionName ( T’é;) IERIZREL ¢ | shortVariants & 7 N D fER % S,
~N+$
pEZl
strand TE . ) shortVariants % 7N O fifi % 2,
R "’
pe2]l
cdsChange = IEHIFRIA ¢ | shortVariants & 7' N D it % S,
N+$
pE=ll
aminoAcidsChange (E=3 EHFIA ¢ | shortVariants % 7' N D g # 24,
N+$
Bl (K
X il~ .
calculatedEffects = L shortVariants & 7" D g3 % 2,
N, X541
BRI
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~+$)

BETFHEBRICEVWT L2V FE
¥ 72 CEBIEFHDEG RS Y =T
DA,

transcripts @ 2 2 ® geneSymbol % it
HL2RE 2D % FEFRICRD,
geneSymbol (FERE DNETT [ H b+ T
L, —EET 5, Lz
geneSymbol A, B ixf L., A 255 |
Ui. B DHETIICH 255,

"orderedGenePairs": [

A, ")
ey (K : B
orderedGenePairs R X1~ £
(HE£E) N. ) KO ARG — AR OBE, < OF71AfE
WAk s, 7z& 21X ["A", "B"] ]
DG, ["A","B"] 0ABRKEI NG,
[["A","B"], ["B","A"] ] o&é&. ["A",
"B"] &["B","A"] BxhET MBI
2. [['A""B'], B, "A"), ['C", "B"] ]
D X5l il 5 & & b AlHE,
HKEIMBLIZWDICE>T, KK 7D
ANEZEZTFE 0,
MKAR 2 T PEM X =56, breakends
T @ geneSymbol D=7 XHLE 5 [0 DIF
Wbl L b, WITHED~
THRRRIND,
fa:ﬁ‘zj\(:ic transcripts @ 2 2 ®d geneSymbol % .
(orderedGenePairs @ . L HDNEFMICHbE 7R E 2 DXXFY
sl T
THHR) DECHI,
IERIZRHT
(ff) ["EMLA", "ALK"]
~N+$)
iﬂﬁz‘]iﬁ B FEMERIC X 20822 28T
affectedGenes E%j N, 75 DI ) ) o
(HE5E) T long deletion 7z & CHEEDIBIE T 23HI R
Atg) INndGe. AHEHO AN LT 5,
skippedExonRanges = fH(R | BETHERICLsTRAFy I nkx
(HE2E) X1~ | FY ol
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N, # 7 | rearrangementType (C"exon skipping"
=7 b)) | BBERLEGAE. AHE D A2 iR s
%,
pEZ|
transcriptld WH IEBIFRIL ¢ | shortVariants % 7' N D figii % S,
NMA¥s]+$
. . shortVariants &% 7' D figtii % S,
transcriptDatabaseNa . XA )
WA (et ] transcriptld 2 AJJ L 72856, ARIEH D
me %
EEN | A ety s,
T4
transcriptDatabaseVers . LF . . .
. AR=3 EAFKEL © | shortVariants % 7' N D fidan # =4,
n
io A
XA
geneSymbol [wZE] | IEBRI ¢ | shortVariants % 7' N D figai # 2,
NMA¥s]+$
XA
strand (E9= shortVariants % 7" O fifii % 2,
EIEN :
Bl (K
- A¥y FINTT XY vERSOH, F
exonRange [wZA] X2, &% o gt e A
) M- ToT XY vESRHEICED,
%
totalExonNumber (§9=) I shortVariants &% 7' D figEii % S,
TR | 7 LSO 2007 L —27 v Ko
ertedS . IERRB - | iIcH AT Lz,
insertedSequence =
a A[ACGTN] | # A & h 7= RUFIAHATE L 7 B A i,
+$ null Z5#T 2,
KEYHF—FF2)—F dLL
supportingReadCount (=) AL s -
I alternateAlleleFrequency @431,
R P R—F 32— FEE Y F—
totalReadCount (E9=) I FLZEWY — FEoAR LI
alternateAlleleFrequency D 73Hf,
BE TR E L CoZERMT LV
(§9=3 (0~1 D H#ipH),
alternateAlleleFrequenc _ Bl e . -
T e |7 1 2 03BETFHA & LR L e ffi %

LT B,
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meA (&=

RNA-seq 7* b3 b 1L 7= LB D15,

expressionLevelMetrics (=) o 1T | BRI A T 2 MIF—ETHD T
N, &7
ohy |5
value [AZH] il FHE DOfE,
Fe i D HAT,
BT R D 638K,
- "TPM"
- "FPKM"
: - XFH
unit [wAZA] - "FPM"
[ER
. "RPKM"
. "RPM"
X EEbSN o i 2 I 2 561k, F
Aific C-CAT I SHAK,
LRI R O,
FRNE R 2> 53R,
* "mean”
* "median"
peE2]l - "standard deviation"
type (E9= . \ _
LEIRA] | (57744 binull)
FEBLRAAE % £ 3 (EHIHEEHE Tk
W) E T null & ERE
X EFCAA D E IR 2 (3 2 5560 1.
HATIC C-CAT IC EHifL,
RIET R 2GR L R0y v I A
29
sampleSize (§9=3 B Xtype IZ null T WEZECE L 7255
&, AHEHED R HEREST 2,
(77 42 F:null)
FHIRE % control (IEH) A& 2> HHEL L
sControl i | renm | (true) 2>, JESGHEIARD HIRINL 72
(false) 2>,
(77 #+ v b false)
s (K
. T~ | AT T 7 4 DB PR D
rearrangementNames (Tﬁi%) N, 374 | #4Hi, flZ1E. "EML4-ALK fusion",
IEREH © | B oJ X FHE—EThs T L,
~N+9)
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BRESH MG EH ICRCHE L 7281
KD 2 AT,
R DER L 0> 5 5FER,
- "gene fusion”
- "gene fusion and frameshift variant”
- "bidirectional gene fusion"
+ "duplication”
. - "tandem duplication"
rearrangementType sl \X%ﬂ - "deletion"
el |
- "inversion
+ "truncation”
+ "splice variant"
- "exon skipping"
- "translocation"
+ "other"
X EFCLAN D 2 4 T HfERH T 25613,
HHTIC C-CAT I SR,
pal
sampleltemId AT I ¢ | shortVariants % 7' N D ek # 214,
"+$
variantOrigin E%j ‘X?ﬂ shortVariants & 7N D figai # 04,
(HE2E) [ERK]
matched = 7 — WA | shortVariants & 27N D figdi % S04,

VI-3-2. rearrangements & 27 C @i fl

(51 1. orderedGenePairs BTE1ES %56
{

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

"chromosome": "2",

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

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

{

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

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

”type”: ”exonll,

"number”: 7,
"totalNumber”: 22

}
1,
"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

}
])
"geneSymbol": "ALK"
}
]
}
]’

"orderedGenePairs”: [

["EML4", "ALK"]
1,

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

"matched”: true
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Bl2. 7v =272y FTLICARHY — P TLABELZRET 2 56)
{
"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"

]
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

}
:I,

"geneSymbol”: "ALK"
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3

]

3
1,
"orderedGenePairs”: [

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

(4] 3. insertedSequence BTFETET S5 G
{

"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

]
3
{
"chromosome”: "2",
"startPosition”: 321672,
"startCytoband”: "p25.3",
"endPosition": 321672,
"endCytoband”: "p25.3",

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

"transcriptId”: null,
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "LINCO1865"
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"insertedSequence”: "GTNNNNNCAT",
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 0.07,

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

"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
}
:l’
"geneSymbol”: "MET"
}
]
}y

{
"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
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}

1,
"geneSymbol”: "MET"
3
]
3
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”,
"sampleltemId”: "sequence-2-tumor-rna”,
"variantOrigin”: "somatic”,
"matched”: false

(#5] 5. translocation DIGE)
{
"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”
}
]7
"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"
2 BE R - druggability - pathogenicity + BFAERIC O W T, MBSO EMBREEH. £
723 NICHET s E T S N TE AL T %,

¥ — WG | T—xH ]
A (R | ZRMTEREN X 7,
alterationNotes WA ¥ 0> (RIIDEA TV =7 P EHTHEC L
N, A7 | X2 ToOEREHR, druggability, pathogenicity
=7 b)) | ICRLTAREH%ZEHT 5,
IX-1. alterationNotes & 2N D fi# &5
¥ — IR | T At
pEZ
itemId WA IEREH © | ZRIGEFRD itemld % 5#H,
~+$
MR OMERRMEE. - 3zhcHET
reported WA 7= | ZIEF KB I NAERTDH B0,
Xtrue OYif. C-CAT &R ICHIT 5,
[ ZI[€=3
T l~ | RESHEOMEMIRRE ., T3 hicES
reportSections = N, X591 | 2@iEEOH T, BRIPLHINR IV a v
IERIERIE | 2= D,
~N+$)
MO RRES. 32 nicES
. R L | BEEEERIC, ARREWE L TRl AR
approved = 7R (true) 2>, % 5 Tr\(false) 2>,
(77 # v b:true)
BESOMERMRRESE. 32 nicES
5 MEF IR & L Z R o R
K HIER L CTRLH
- "clear": BERR X 7z < HRH,
. A . " . . -
grade T= ] ) - "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

}y

{

"itemId": "wildType-1",
"reported”: true,
"reportSections”: [
"Appendix”
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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”
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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

T 5,
o ;; F o s o
iesl (R
compositeBio . X~ | EHE~— D —DEHREN X T,
markers fEx N, #7Y | o&ELr 7Y 7 Pi—EThHb T &,
7 1)

XII-1. compositeBiomarkers £ 7'N D figgit

IS ‘ B
¥ — 1; F— p A Bl
=9
emld e EQ;;J Ha~—Hh—icEH Y Y43 ID,
e g | RN EoXETs s L.
AR 2
Itemld G ~N. CFH] | AR L 7 28R T2 AR (itemld) D BcF,
componentltemIds ZH T T e ———
N+$)
I X1
S | BB O R R ATy ey — 7 — 8%
biomarkerNames VAE . i‘\ﬁ 2@{; ] AU
| EAlosFIliE-ETh B T L,
N+$)
(R 1
%ﬁgi*ﬂ HaE~— 7 — DI
descriptions £ e HHEES L S TIC oW TlE, comments & 7D
IEHERHL .
contents X 7 % 2,
~+9$)

XII-2. compositeBiomarkers % 27 Zi#fil

(f5)
"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<|:||:|
¥ — AZEESCE 7 — X8 EILE!
druggability (E9= 7T druggability [FEREN X 7,
XIII-1. druggability & 2" N D figiit
¥ — e 7=z EE!
companionDiag T FH(EX 1~ | v =+ v2HolERi,
nostics (E5E) | N A7V =27 b)) |BHO/A 7Y 27 P iz—EThE I L,
pEZ
EEEE L E R D 1D,
itemId [wZA] IEHERHL
e s I T DI TH B C L,
BlH(RX 1~
alterationlte N. X4
WA E| XR & 7 528 5 itemld),
lds [ 4] T - R & 75 222 RAEWR (itemld)
~+9$)
BlH(RX 1~
d WE % 3L O [
rugs [wZE] N, 472 [ 3 5 D1
drugN e MAESMOMEF ICEHEHI N TV B EEBRLITZ R
rugNam 2 YR - 2 N Sz A2
8 AR IR ﬁﬂx 2o
e At 0
A
innDrug o IE*E;IE : 5 32 i [ R — % % (International Nonproprietary
Name Name),
N+$
| P~
ied (R & a Ay,
o " N. 541 . L R
descriptions (B i SEER X CUITIC 2\ TlE, comments X 7D
IERIRI - .
contents X 7 % ZH,
~+$)
comprehensive " o . .
. » 9= BH(EX 11~ | BAT /6707740 v 7 OfER,
GenomicProfili _ . ‘e
(HE2E) N, 7Y =2 bF) | BHOEATY =27 PE—ETHhbI L,
ng
pEZ
cemld L] ﬂf*ﬁ;}% . I IEEHR O 1D,
item WA STE
~t) —EFINT—EOXTITH B &,
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(X 1~
alterationlte N, 7%
f\é/ﬁ: v é: 7 j{ﬁg,\jz‘ 1 Id o
lds [ 4 ZE] T N5 & e B2 EAFH (itemld)
A +9)
(X 1~
d "‘25: 7i< @ 1% o
rugs [4hZE] N, #7922 b) st D i
p&E2l .
drugN D T By 9N G
rugNam e A fﬁ At oMEFICEIHEH S L RN VSE SRy
e %jko
~+$
=297
innDrug e Ei;;;{ : 5 32 i FE S — % % (International Nonproprietary
Name Name),
A+$
fF(FX 1~
knowledg N. 54 .
= =24,
eBase ff IFHFRH - Al e
A +9)
=%l
evidence = Xl e
B IERIRE ¢ IEF VAL,
Level (HELE)
~+$
pE2l
cancerCo .
d = IERIZRH DAFEI—TF,
© AR
p&El
cancerNa )
= IERIZRI BATEY,
me
~+$
| ]~
Feyl (R 01 a Ay,
o i, N, 75 . )
descriptions (E= A SER L UfTIC 2\ Tld, comments & 7N D
IERFRIA
contents X 7' % A,
A +9)
XII-2. druggability % 7 5t &l

€]
"druggability”: {
"companionbiagnostics”: [
{
"itemId"”: "druggability-Cbx-1",
"alterationItemiIds"”: [
"variant-1"

1,
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"drugs”: [

{
"drugName"”: "afatinib"”,
"innbrugName": "afatinib”
}y

{

"drugName": "erlotinib”,
"innbrugName"”: "erlotinib”
3
]
3
]y
"comprehensiveGenomicProfiling”: [
{
"itemId": "druggability-CGP-1",
"alterationItemilds”: [

"variant-2"
:l?
"drugs”: [
{
"drugName”: "alectinib”,
"innPrugName”: "alectinib”,
"knowledgeBase": [
"OncoKB"
])
"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”

]

73




XV. wildTypes % 7
PRI B9 2z el %,

¥ — A E S 7= EILE!
AR 1~
wildTypes | f£% | N. #7¢ =2 |wildType S#5E#H % 7.
M)
XV-1. wildTypes & 7" N D figiit
¥ — e 7 — & it
=%l
_— . Ei;é BRI D,
t ) \5/\ 3 o :
e o I T O XTI TH S T L,
o BA(RE 1 1~ | BB T OEHR.
genes (428 ] s s .
N, A7V =22 bF) | EHOEA TV 227 PI—ETHEI L,
pEZ
geneSymbol [44ZH] IEAIRE ¢ shortVariants &% 7' D figkii % S,
NMA¥s]+$
pEZ
transcriptld T IERIERH ¢ shortVariants & 7N O fig&5 % 18
NMA¥s]+$
A
origin = e shortVariants % 7'N @ variantOrigin X 7"£H4,
GERA]
) BAESTOWEF ICEHEH S LT 2B D 4 Fi % 5
wildTypeName 5= IEHIFRIA - SRR !
#,
~+$
I 1~
Feol (& & SR,
o " N, =5 . o R
descriptions = SR L I TIC DWW Tt comments % 7N D
IERIZH .
contents X 7 % £,
~+9$)
XV-2.  wildTypes & 7 5t &l
€]

"wildTypes"”: [

{

"itemId": "wildType-1",




"genes": [
{
"geneSymbol”: "BRAF",
"transcriptId”: "ENST00000288602.6"
}

]y
"origin”: "somatic”
})
{
"itemId": "wildType-2",
"genes”: [
{
"geneSymbol”: "KRAS"
}y
{
"geneSymbol”: "NRAS"
}
:l»
"wildTypeName”: "KRAS/NRAS wild-type”
}
]
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XVI. #EHIH
EEHHEICO WD T 5,

XVI-1. itemld
itemld Ofix, 774 VHAT—ETHDL I L, flHiZ. EEDOLFI,

XVI-1-1. itemId @ 20 &H
itemld 28EE 4 2% X SN TD itemld DfE D EFHH]IC > \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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XVI-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

XVI-2-1. matePieceLocation @ Fr &
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

XVIL BEE5E
C-CAT ~V 7T A7
E-Mail: helpdesk_c-cat@ml.res.ncc.go.jp

A
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