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[11-2-2. referenceGenome & 2z f4l

(f5 1. NCBI D ECHEH)

"referenceGenome”: {

"name"”: "GRCh38.p13",

"grcRelease”: "GRCh38.p13",

"descriptions”: [

"Homo sapiens (human) genome assembly GRCh37 (hgl19) from Genome Reference

Consortium.”

]

}

(f5 2. ucsc DECHEH
"referenceGenome”: {
"name”: "hg38Patch11"”,
"grcRelease”: "GRCh38.p11",
"descriptions”: [
"GRCh38 Genome Reference Consortium Human Reference 38 (GCA_000001405.22))"
]
3

(f5l 3. 6bC D FCH M)
"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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typeLabelsInte
rpretedAsKbA

mplification

ol

FA (R &
I~4, 37
7))
LEHR

23 A HIFRA — A2 B 1F % "amplification” (2 & —
Bowig) & LTI s, AESHAEN 0#ER
THE 7~

R OER 2> 5N (BLHIN TEEAA)

- "copyNumberAlterationType: amplification"

+ "copyNumberAlterationType: gain"

+ "copyNumberAlterationType: duplication”

- "rearrangementType: duplication”

(7 7 # v b : "copyNumberAlteration Type:
amplification",

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

typeLabelsInte
rpretedAsKbL

0SS

il

Heal (R
1~5, XF
20))

[E R

P ARG~ — 21T B 1T B loss" (2 & —Hadd)
LTINS, RSN OBIEF2E
~)b,
R DEN D 5 F R (BHIAN CEEARA]) ,
+ "copyNumberAlterationType: loss"

- "copyNumberAlterationType: deletion"

+ "copyNumberAlterationType: homozygous
deletion"

+ "rearrangementType: deletion"”

- "rearrangementType: exon skipping"

(7 7 # v b : "copyNumberAlteration Type:
loss",

"copyNumberAlterationType: deletion”,
"copyNumberAlterationType: homozygous

deletion")




D3P — 212 BT % "geneFusion" GEf{n Tl
) L LUERE NG, BESEHOER T2
7~

R DER A 5 FIR (BHIA CEEARA]) ,

" : "
- "rearrangementType: gene fusion

A (R - . .
typeLabelsInte 4. e - "rearrangementType: gene fusion and
~4, XF
rpretedAsKbG = 51) frameshift variant”
eneFusion U + "rearrangementType: bidirectional gene fusion"
[ERA] . "
- "rearrangementType: other
(7 7 # )L b : "rearrangementType: gene fusion",
"rearrangementType: gene fusion and frameshift
variant",
"rearrangementType: bidirectional gene fusion")
DSAHIER~ — 21T BT 2 "inversion" (G¥ifr) & L
TIN5, MEXEMEN OB FRE 7~
A (RE « |,
typeLabelsInte ol -
. 1~3, 3CF | ROFEREA HFIR (BHIAN CEEAT])
rpretedAsKbIn = . .
) 1) - "rearrangementType: inversion"
version . .
[ER - "rearrangementType: truncation”
- "rearrangementType: other"
(7 7 # v b : "rearrangementType: inversion")
DAFERN — 212 B 1) 3 "deletion" (R4) &L
TR E N2, REXMMEH OBETR7E 7~
Lo ARIEH 3% 4 5 shortVariants X 71 BT
5 RETid7 . copyNumberAlterations % 7" &
rearrangements X 7 DX K% KT,
ROFERIEA HFER (BHIA CTEEAT) .
BeF|(F& | - "rearrangementType: deletion"
typeLabelsInte . )
. 1~8, X% | - "rearrangementType: truncation”
rpretedAsKbD = : :
) 1)) - "rearrangementType: splice variant"
eletion . . o
LR - "rearrangementType: exon skipping"

- "rearrangementType: other"

- "copyNumberAlterationType: deletion"

+ "copyNumberAlterationType: homozygous
deletion”

+ "copyNumberAlterationType: loss"

(77 4 v b : "rearrangementType: deletion")
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el

FEA (R &
1~6, X5
51))
[ER]

DXAHNFHEA — R 1T % "duplication” (FHE) &
LR Eng, RESHMEHOERFRE T <
V1N

R DER A 5N (BN CEEAA)

+ "rearrangementType: duplication”

- "rearrangementType: tandem duplication"

- "rearrangementType: other"

+ "copyNumberAlterationType: duplication”

+ "copyNumberAlterationType: amplification”

+ "copyNumberAlterationType: gain"

(7 7 # v b : "rearrangementType: duplication",

"rearrangementType: tandem duplication")
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1))
LEER

DA — 212 BT 3 "truncation” (FEiE) &
LR E N g, RESHEMEHOERRTRE 7 X
L,

R DERL D H#IR (BFIN CEEARA])

* "rearrangementType: truncation"

- "rearrangementType: deletion"

+ "rearrangementType: inversion"

- "rearrangementType: other"

- "copyNumberAlterationType: loss"

- "copyNumberAlterationType: deletion"

+ "copyNumberAlterationType: homozygous
deletion”

(77 # )L b: "rearrangementType: truncation")

typeLabelsInte
rpretedAsKbE
xonSkipping

5%

il

AR X
1~4, X
20))

[E R

23 A HIGR A~ — AT B 1F % "exon skipping" (= F
YRER) L LTINS, RESHEROER
THHE 7 <,

ROFERILA HIER (AN CTEEARTD) |

- "rearrangementType: exon skipping"

- "rearrangementType: splice variant”

- "rearrangementType: deletion”

- "rearrangementType: other"

(7 7 # v b : "rearrangementType: exon

skipping")
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rpretedAsTran T

slocation

el

translocation")

DS AHIEE~ — 21T BT B "translocation” (BREE)
LRI NG, REAESHEHOEEFRE 7
BHl(Rx @ | ~v
1~2, XCF | ROERED O3FR (BHINCEEAR) .
1)) - "rearrangementType: translocation”
[ER ] - "rearrangementType: other"
(77 4V b : "rearrangementType:

Heal (R
1~18, XF
21))

[E R

rpretedAsKbR £

earrangement

gl

frameshift variant”

- "rearrangementType:
+ "rearrangementType:
* "rearrangementType:
* "rearrangementType:
typeLabelsInte + "rearrangementType:
* "rearrangementType:
+ "rearrangementType:
+ "rearrangementType:
+ "rearrangementType:

+ "rearrangementType:

deletion"

D3 AR~ — 21T 51T % "rearrangement”  (FHH%
) & LTINS, BEASEMHOER TR
7L,
R DFERIL A 5IER (AN CTEEARTD) |

- "rearrangementType: gene fusion"

- "rearrangementType: gene fusion and

bidirectional gene fusion”
duplication”

tandem duplication”
deletion"

inversion”

truncation"

splice variant”

exon skipping"
translocation"

other"

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

- "copyNumberAlterationType: duplication”

- "copyNumberAlterationType: loss"

- "copyNumberAlterationType: deletion"

+ "copyNumberAlterationType: homozygous

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

III-3-2. configOptions & 7 5C &4

¢ID)

"configOptions": {
"typelLabelsInterpretedAsKbAmplification”: [
"copyNumberAlterationType: amplification”,

12




"copyNumberAlterationType: gain”,
"copyNumberAlterationType: duplication”

:l)

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

]!

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

]y

"typeLabelsInterpretedAsKbInversion”: [
"rearrangementType: inversion”

:l»

"typelLabelsInterpretedAskKbbeletion”: [
"rearrangementType: deletion”

])

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

])

"typelLabelsInterpretedAsKbTruncation”: [
"rearrangementType: truncation”

]
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[1I-4. comments X% 7'
B 7B (variants), ¥4 #~ — 7% — (otherBiomarkers), sequencing sample |&#
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e A v MEREN X S,
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B oE A7y 27 PE—BTHE L,
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[11-4-1. comments & 7 N fiEsi
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¥ — T — 20 Bz

St ’

BT E (variants), 2N A4 4~ — 71 — (otherBiomarkers).
ficsl (K & : | sequencing sample {##R (sequencingSamples) ® itemld (#2
0~N. XXF |#dv], EEIIAN) %il#.
itemlds | #%H el JEfl D a X v+ 25T 256, itemlds DR X130 &
IEREH . | 355,

N +$) Xitemld ZFC#E L 7256, C-CAT fAEMRE~ I3
AR

itemIld I d 2 a2y DN,

feH (& .
1~1\§ e SERHSCIE, SEEEE 2 IF HAGE, SR oddTa — it
- ) W, FACHTEED BBA RS OEE T ﬂjf
contents | #AZH 4| e
EEE |
. +$’) L XREEOCTROAH RS T — F R a0 4,000 CELL
' M

I11-4-2. comments & 2" 30 &4l

(f5)

"comments”: [

{
"itemIds": [],
TitemIdsficdl| O R X Ao G IIMERE~Da X v b2 KRT,
"contents": [

"Amplification of the FGFR1 gene is observed in 5 to 20% of squamous cell
carcinomas, and it has been reported that FGFR1 is sensitive to FGFR inhibitors in
vitro.",

"FGFR2 and FGFR3 gene activating mutations and FGFR3 gene fusions have been
reported one after another, and their frequency is low at around 3%, but therapeutic
effects with FGFR inhibitors are expected.”

14




TEIA I T2 & ® 25613, BV 0oEHRE LTHIFCidid %,

]

})
{
"itemIds": [
"variant-1"
TREOEZBBHFERICN T 2 a X v P 2i#llT 25613, HRDitemldZil#li T 5,
]’
"contents"”: [
"TSC1 functions independently of TSC2 and mTORC1."
]
})
{
"itemIds": [

"variant-1",

"variant-5"

T HEEOZ BRI T 22X v P 2id#fl(T 25613 HEDitemIdZil# 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. testlnfo % 7'

MAEERZ LT 5,
¥ — e 7 — 2 EE!
R F7TT s .
testInfo WA : REEWREN 2 7
IV-1. testlnfo & 7' D figai
¥ — A RS 7= ]
pEZ|
testld AE IEHERHL AR M 2EE D ID
N+$
WECHEH T 2 koM A G,
- "tumor-only": JEEHRIARD B CHEHNT 21T o T
556
. * "tumor and matched-normal": JEEH{A & 1EH
testType WA i%ﬂ BiEDORAECHMAL T 255
[EERA - "tumor-only (cell-free)": &7 Y —H{RD &
TN 21T > T 2 55
- "tumor (cell-free) and matched-normal": + /v
7 ) — ke EFEBREORECHEML T 255
targe‘tRegion - Ei/;;f/; : bt?d 7 TANTERINTWE X =7 v FEOD
Version N—a Vv
N+$
A
softwareNam B
(§9=3 IEHERHL i L 7 8E ity 7 b =74
c N+$
softwareVersi o IE;,;;;{ : softwareName ICFC# L 72V 7 bV 2 7 D=
on Atd a v
A i L7z p i,
panelName WA IEHERH MR I LT AR R E Y SHEDT
~+$ X, FHIC C-CAT £ CEAMFHD Z &,
pEZ
panelVersion WA E IERIZRI panelName ICFR#E L 72 XA VDN — 3 v
~+$
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IV-2. testInfo & 7 Z0 &l

€]

"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"

17




V. sequencingSamples & 7

KMy —7 v ¥ —I1C X % sequencing sample % il 3 5,
T EES . .
¥ — 7 — EILE!
F ]
sequencin W e (& @ 1~N, sequencing sample {HEHREN % 7,
gSamples - FT ) B DOEA TV 27 Mid—ETHDBI L,

sequencingSamples % 7 DRSO K X 1%,

tumorOrNormal O {23 B (tumor) F 7 13

E##iA (normal). nucleicAcid D iz DNA #i{&(DNA) ¥ 7= 13 RNA #i{&(RNA) & 3 3%
L. mKT4THB,

V-1. sequencingSamples & 7' N D figait

¥ — IR | T wtHA
X4 .
itemld v | |00
At —HEFINT—EOXTFINTH S Z &,
sequencing sample & #H 2 EE A (tumor) 2> 1E
tumorOrNormal WA R | WA (normal) R
IR ] + "tumor"
+ "normal"
5 b - AL 5 2% DNA MR K 2> RNA #ifAk
o L pE| 2k 2> % Bl
nucleicAcid WA
[#iRx] | - "DNA": DNA Fufkisk
- "RNA": RNA #fA sk
BRELD3E D 2 TR F O ' % GlH
_ . P&l - "pass": A%
resultQuality = R  Mreference": B
- "fail": AR
pEZl
specimenType (§9=3 IEREHL © | ARt OMEF ICEEH T T 2 fE o)l
~+$
sl (&
‘ . T~ | MEME D EHR,
sampleMetrics R} s N
N, #79 |BHo&EAF 7Y 7 Pid—BThbT &,
=7 1)
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value

A

#fiE

HIE fiF
() 91.52

unit

/‘\25:

P2l
IERIERH

AN+$

HIEAE D HAT,
B ENRIC L > TER S,
(%) %
BEBE A A 7 — DB E null #5083 %,

type

WA

P&l
[E R

HEfED 24 7,

- "totalReadCount": = v 7I LTl —F
rEURY -V

- "totalMappedReadCount™: = v 7T 7z
— M

- "duplicateReadsPercentage": EEH

- "mappedReadsPercentage": ~ v v v 73

* "meanReadDepth": 5 HGFEE

* "medianReadDepth": FHUARE D F UL

X EFCAS OEIR R 2 i 3 2 A id. FHiic
C-CAT Iz Z#i,

suspectedSample

States

s (R
I 0~
N, X
20
[ER

[avx 3] ©X57%%b L DNA F721%
RNA ¥ v 7'V O fREE%ER (BHIN CcEEAR
Al .

- "contaminated": 2 ¥ &% I O AJREM:

- "deaminated": FFPEDNA iCE 75> F > v D
Wi 7 2 7 AL 2SBEE 7wl REE:

- "fragmentated": (FFPE DNA) Wik {b238E
75 A RETE
- "degraded": (RNA) Z3fif A3 882 7z v AElE
+ "low tumor purity”: {KfEEHIEEH X
* "low depth": {KHHGEE

V-2. sequencingSamples & 7

R

(B

"sequencingSamples”: [

{

"itemId”: "sequence-1-tumor-dna”,

"tumorOrNormal”: "tumor",

"nucleicAcid”: "DNA",
"specimenType”: "FFPE",

"sampleMetrics”: [

{

"value": 91.52,

"unit”: n%n ,
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]

}
{

}

n

"type": "duplicateReadsPercentage

}}
{
"value": 87.31,
"unit”: "%",
"type": "mappedReadsPercentage”
})
{
"value'": 247,
"unit”: null,
"type": "meanReadbepth”
}y
{
"value": 238,
"unit”: null,
"type”: "medianReadbepth”
}
]
’
"itemId”: "sequence-2-tumor-rna”,

"tumorOrNormal”: "tumor”,
"nucleicAcid”: "RNA",
"sampleMetrics”: [

{
"value": 11928428,
"unit”: null,
"type”: "totalReadCount"”
})
{
"value': 9542742,
"unit”: null,
"type": "totalMappedReadCount”
}
:l?
"suspectedSampleStates”: [
"degraded”
]
)
"itemId”: "sequence-3-normal-dna”,

"tumorOrNormal”: "normal”,
"nucleicAcid”: "DNA"
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VL. variants X 7'

B S BT RE 2 50#H T 5, shortVariants %4 27, copyNumberAlterations & 27,
rearrangements X 7 03EE N5,

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

VI-1. shortVariants & 7
1 R E RV O A RE, REEFHEAL EOFMELZTLHT 5,

¥ — MRS 7 — & B
B (& 01 | 1A R, HHEV O APLKI, RELFHFALRY
shortVa L. , ; .
- (E9=3 ~N. *+7Y | O#RER £ 7,
riants 228 | ESIO/F TV i ECHEC L,

VI-1-1. shortVariants & 2N @ figgi

¥ — LA 7= i
eSS
L B TFREICEH Y 4T3 ID,
itemId W | IEBIERI e
! —EFINTEOXTFIITHBE T L,
pez]l
chromosome A E IR Qe fhd S
~a-zA-Z0-
9 ¥¥-1+$
Qutafk L OYPRALIE, HEEEDRBITT %
I 1-based FEEERZMEH L, VCF
vA.3 ICfEo TRl T 5, (Gh#iple L
T VCFv4.3 D pagel3 ICHd LD
<, V7 7 Ly RMEHED atCga, AR
. - . TR at-ga, V7 7L v RIFEREDO COD
position WY E| L [ 3 DR, "position” 2,
"referenceAllele": "TC",
"alternateAllele": "T" & K7L T %, kil
DY | "referenceAllele” XV 7 7 L
v AL, "alternateAllele" (378 BIEIL
KT, )
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Pl

£ . , .
cytoband " IERIZRHT BIEFREDH LI A LNV F
SN /\'+$
JZ pEZl V7 r Ly R
referenceAllele = IERIFRH - VCF v4.3 I > TRL#3 %, sedikfl
| AACGTNI+$ |13 3 position D% 5,
A BIGH,
VCF v4.3 It > CRL# 3%, si#kdl
. 1% _E5E position DFRIA% S04,
. p&E| B
A FIA4 - TULAM EDwLT - TLL
alternateAllele BRI ) .
A 1Z. Bllo shortVariants X 7 O EE &
A[ACGTNY¥]+$ o
LTI Cal#d 5, DR,
comments # 7 IZXERD itemld & <L
FTLATHDLEZLET %,
W
alternateAlleleFrequency - Al ZE AT L OVHE (0~1 D #iPH)
(i8 . BT
totalReadDepth . R At FEIRE (/) ViE 1)
£ . BTN
alternateAlleleReadDepth . R 72 SR HL o0 G R FE (B MiE 0)
Mttt oWMEFICTHMI LTV SiE
LrREDOXA T,
RDAEAH &I L CEL#H,
. "SNV"
. * "Iinsertion"
. £ XA . o
variantType » - - "deletion
=3 [ERE .
- "delins"
- "indel"
. "MNV"
X RSN D 2 4 72T 256
3. C-CAT I EA#%
REIGEY) D IFH.
B DO{EATY 27 MI—ETHDZ
% BH(RX : 1~ »
transcripts ) N, A7y =7 - ) - . _
H b SRS RAE R 12, M EZRCY % SeBE
2> 6 ER LIBIR T & & oY O G E
PGz HH,
. A pE=ll HRGPEY) ID % s dl (f:
transcriptld
ZH IERIZRI ¢ NM_000368£>0

22




N s +$

1EfEHED 72 %, sub-number ( FDRF
THEES) #&» D5 L w2 HESET
2, AvE—Y =y ZiEBOERD
7= DUERGFEY) ID 2MFE L 7 e

=

"transcriptld": null 2T EH L D
A,

transcriptDatabaseName

H

P&l
[ERA]

HGEY ID I 5T — &R —2
Ho

RD 220 HIFERNT 5,

- "RefSeq"

- "Ensembl"

transcriptld 2% null D& 13,

" transcriptDatabaseName": null & i¢

#HTzz Ly,

transcriptDatabaseVersion

af

pezll
IERIRH .
N+$

FRHF— 4 N—2D A=V g v ER
o

XELH WG X, C-CAT 23ik®
o=V avpEHEIN,

regionStructure

af

By (& @ 1~
N, #7v=x=7

M)

ER TR OALE TR 3 2 & i
o

type

Pl
[ERA]

BEAStOHREEICHEHI LTV 5HE
{LF DALIE I BE S 5 i R 1 .

RH> o iEIR L TELHk,

+ "promoter"

+ "upstream"

- "downstream"

+ "intergenic"

- "5'UTR"

- "3'UTR"

- "exon"

* "intron"

X EFCUAN ORI 2 3 2 %6
i3, FETIC C-CAT IC B,

number

I

ki34

type T exon ¥ 7z intron %#iER L 7=
Litr, ¥y vESEREIA v ey
Fe5 & alflo
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type T exon ¥ 7z 1% intron % #R L 72

T
totalNumber LE L e, =XV vERIEIA v borvok
= Bz ik,
BRESOWMEZ ICHEH I N TV EE
% GEIETReS) & sl dl,
. B FBFEL WSS
. p&l -
A "geneSymbol": null & FC#K,
geneSymbol IERIH . .
ZH ['TERT promoter] @ X 5 ic, BH#Eff
NA¥s]+$ e o
T o BLETFLH 554,
[TERT] %#&#k3 %, [promoter]
X FRED regionType ICRLEIT 5,
T pezll BESTOWMEF ICEHEHIN T2 R
regionName N BRI MRS 5 Rl Ze s & Bl
= N +$ 5] : D4Z4 repeat
RE D,
W87 ) LARCH| LR U al & 06T
T el o o a
strand . (et +", WA oG-,
- R transcriptld 23 null D&E 1%,
"strand": null & ECHET B T & D],
ESttoWmEEICTHHEHIN TV D
DNA L < COZA % 2l #l,
. JEHIE LT HGVS ICH#EHLL 72K &
7 p&Zl F2
dsCh IESIFRH ’
cas-nange H E“i% Ay x—2x =y Z¥HE%C RNA 25
N+
a—FEInavgsiE,. b X
/v a—T 4 v 7EE ORI ELAS
i) null &332 &b AHEE,
mESttOMEF M I LT D X
VR TBE L)L TOEAE L E,
7 pezl TIMII I XFRILE TS, Zofth
aminoAcidsChange . IERIZRHT ICOWTIEJHEAIE LT HGVS I HEHL
A +$ L7t ¥ 2,
JERNERGEIREE 7 2 AL I\ i
At null &322 & DATHEE,
“splicing_variant” 7z &', BB EY) Eo
gl a co~ | 0 CTETER
. ZH (BH) DR % Sequence
(6% N, 374 -
calculatedEffects N . Ontology Tat#l 3 %,
- T snpEff v — L d [Effect (Sequence
A +$)

Ontology) | %°. annovar Y —/L®
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VCF [Func.refGene] ICfHY 3 2 TH
H, annovar Tl¥. User Guide,
Gene-based Annotation @ Output file
1 (refSeq gene annotation) IZfi#qi 25 &
D, Yi%HEHH DO HEE% Sequence
Ontology ICE#ATX 2,

Beslo 1 HHRICo2 1 HeEzZHIY 4T
%,

B D& LFAT—ETH B T &,

sampleltemld

P&l

IERIERH

A

sequencing sample 1E¥
(sequencingSamples) @ itemld % &t
W YHERPBRH SN v T
Wekd,

variantOrigin

R

Pl
[ERA]

A C H > > A2 il % 51 E o 2> %2

#,

XC-CAT Tld. RHIIE R 2 A FiEA

N RSN DT, BB 2 3 A HEE~

—X@ﬁ%% ZTWw5, ANHan
merid, LR () DRI~

—ABMEMRI NS,

- "somatic": AHHAEHR

- "germline": AEJHEAMHNE R 5 Hk

- "likely somatic": BRI |3 D

HOBAEICE T, FifEHk L P4

EnGh XEMRZR (BF) o

HFE~R—2AnMfER L5,

- "likely germline": B/ ) 1 |3 5 o

H DA BT, ATEME RS Hsk

ETREINDYE  RAETEMIER Y2
HBO(ARE) oRMFER—AnfEHI

%,

matched

R

7 U

JEIS AR & IR R & L CREgfT L
T2 D5 D

approved

R

7 U

@ Kt omEfREREE, 2132

ICHEF it E I, AL LT
uﬂﬁiéntx_fx? L (true) 2>, % 9
Tz (false) 2,
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(F 7 4L b true)

P&l

d
grace LRI

af

BEStOREMEREE. 20132
NICHEFT G FICEHINALERD

B

KA HIER L TR#,

- "clear": WEBEK X 7% < B

- "equivocal": low confidence 7z &',
B IC IR & 235% %

- "suppl": MHDOBERR X DA IR
bod, BRICAHET 2EREeRIL
TG E IS 2

(77 41 b "clear")

Xclear, equivocal DE;é, AR~
— R %Mo RN T 21T 5, LR
S BRI 23 255613, FHRiic
C-CAT Iz HHifg,

reported

L

BRESOMAEMSREREE. 72132
NICHET ZEFHICREM I WA LR C
B 50D

XKtrue DYy, C-CAT
35,

%

BRRICH

VI-1-2. shortVariants & 2 Z0 a4l

(f5 1. SNV D FEHE]D
{

"itemId": "variant-1",

TitemIdIC I3FH & 7B a5
"chromosome”: "9",

"position": 135781005,
"cytoband": "q34.13",
"referenceAllele”: "C",
"alternateAllele”: "G",

T "position” & "referenceAllele”,

%,

"alternateAlleleFrequency”: 0.54,
"alternateAlleleReadbepth”: 108,
"totalReadbepth”: 200,
"variantType": "SNV",
"transcripts”: [

{

"transcriptId”: ""NM_000368.4",

L, MAESMHEEO XTI %R 5

"alternateAllele”lZVCF v4.3D L — LITHE > CEdidl ¢
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"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon",
"number”: 15,
"totalNumber”: 23
}
]y
"geneSymbol”: "TSC1",
"cdsChange"”: "c.1960C>G",
"aminoAcidsChange"”: "p.Q654E",
"calculatedEffects”: [
"missense_variant"
]
}
])
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched”: true,
"reported”: true

(5l 2. insertion DFECHH)
{
"itemId”: "variant-2",
"chromosome”: "8",
"position": 37553560,
"cytoband"”: "p11.23",
"referenceAllele": "A",
"alternateAllele”: "AAGCGGC”,
"alternateAlleleFrequency”: 0.4953,
"alternateAlleleReadbepth”: 368,
"totalReadbepth”: 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"
}
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1,

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

"matched”: true,

"reported”: true

(9l 3. deletion DaECHHI)

{

"itemId": "variant-3",
"chromosome”: "1",
"position”: 27097751,
"cytoband”: "p.36.11",
"referenceAllele”: "TC”,
"alternateAllele”: "T",
"alternateAlleleFrequency”: 0.1203,
"alternateAlleleReadbepth”: 32,
"totalReadbepth”: 266,
"variantType”: "deletion"”,
"transcripts”: [

{

"transcriptId”: "ENSTQ0000324856.13",
"transcriptbatabaseName”: "Ensembl”,
"transcriptbatabaseVersion”: "v99",
"regionStructure”: [

{

"type": "exon",

"number”: 12,

"totalNumber”: 20

}
]’

"geneSymbol"”: "ARIDTA",
"cdsChange"”: "c.3340delC",
"aminoAcidsChange”: "p.P1115fs*46",
"calculatedEffects”: [
"frameshift_variant”

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

"matched”: true,
"reported”: true

(5] 4. delins @ FC#kH
{
"itemId”: "variant-4",
"chromosome”: "1",
"position”: 26696982,
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"cytoband”: "p36.11",
"referenceAllele”": "GC",
"alternateAllele”": "TT",
"alternateAlleleFrequency”: 0.0993,
"alternateAlleleReadbepth”: 52,
"totalReadbepth”: 524,
"variantType": "delins",
"transcripts”: [
{
"transcriptId”: ""NM_006015.6",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon",
"number”: 1,
"totalNumber”: 20
}
:l’
"geneSymbol"”: "ARIDTA",
"cdsChange"”": "c.579_580delinsTT",
"aminoAcidsChange": "p.E193_P194delinsbS”
}
:l’
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched”: true,
"reported”: true

(ffl 5. TERT promoter @ ic#kffl)
{

"itemId”: "variant-5",
"chromosome”: "5",
"position”: 1295113,
"cytoband"”: "p15.33",
"referenceAllele”: "G”,
"alternateAllele”: "A”,
"alternateAlleleFrequency”: 0.163,
"alternateAlleleReadbepth”: 15,
"totalReadbepth”: 92,
"variantType": "SNV",
"transcripts”: [
{
"transcriptId”: "ENSTQ0000310581.9",
"transcriptbatabaseName”: "Ensembl”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "promoter”

}
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])
"geneSymbol"”: "TERT",
"regionName": "TERT promoter”,
"cdsChange”: "n.1295113C>T",
"aminoAcidsChange"”: null,
"calculatedEffects”: [
"TF_binding_site_variant”
]
}
]y
"sampleltemId”: "sequence-1-tumor-dna”,
"variantOrigin"”: "somatic”,
"matched”: true,
"reported”: true

VI-2. copyNumberAlterations % 7
T a v — BRI L RT3 2 ThH b,

¥ — WIHSEME | T wt
sl (& -
. . ( | e —BEEEN 2T,
copyNumberAlterations | {T-7 1I~N, #7 . .
gy |EAIDETT S s b Th BT L
Yz

VI-2-1. copyNumberAlterations & 2N D fi#3i

¥ — MRS | T— xR EE|
p&El
B FRFEICE Y 4T3 ID,
itemId W 1ERIERIA
e g | RN EoxERce s L.
p&El
IEAIFRIA -
chromosome = /\[a-i-ZO- et R
9 ¥¥-1+$
startPosition = B Pett ik b o BB E (1-based I X % FL#R)
XA
startCytoband (§=3 IEMEREL - | BAMfiE D% f oy F
~4+$
endPosition = L YettifR o4 7 (1-based 12 X % 50#L)
XA
endCytoband (F=3 IEHRE | BTHHEDY A PNV F
~4+$

30



a v —HUEE O JIESE & AT,

value, unit ® 2 2D F =L 54 7Y
= 7 b OFCHI, unit 23E 7 B{EA 2 DL,
L®25E1F. BT 2 U Eoldd <&
o
RIOEA 7Y =7 PE—HTH2C
&

iesl (R
X 10~
N, A7
=7 b)

i

copyNumberMetrics T

value WA Refie v — B OHIE(E

HITE fE value D HAfL,

BAZITR D & F R AT BE,

- "copy number": I &' —#

- "fold-change": IEHBAICIT3 2
ko (I NZ) FIEE O
A - "log2 fold-change": “fold-change” ®
[EINA] | log2 £

- "fraction-of-gene": HIE X N7z EnT

D 5 B3 v —HZE L 72O E
=

KZ DB ZHEH T 2 561213, F
Aijic C-CAT IcEAHE,

unit WA

RAEStEOREMRREGE, £23xh
ICHES 2 Mt R ICRCE S Tz 3 v — R R
HDLA4 7,

KA oiER L TELH

- "amplification"
) . . "gain"
copyNumberAlterationT - X .
A E| e - "duplication”
ype [E R o
* "loss

+ "deletion"

- "homozygous deletion”

- "neutral"

X BRI &2 4 TR 25613,
FHAHNIC C-CAT Ic 258K,

I ZI[€=3
: . 31~ . ‘ .
transcripts WA _ . | shortVariants % 7' IN @ fig&5i % S i
N, A7

=27 })

Pl

shortVariants % 7N D fifsh % 2208
R - '

Gl

transcriptld £
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NA¥Ys]+$

shortVariants & 7' D figsh # =4,

transcriptDatabaseNa . XA )
re= A transcriptld Z A ) L 72856, RIEEH D A
me EF -
= NEAEET 2.
XA
transcriptDatabaseVer . . . N
. (=) IE#IFRIL ¢ | shortVariants & 7' N D figii % 228
sion
~+$
ies (R
: T l~ . ‘ .
regionStructure = | shortVariants & "N D figiit % 238
N, 7
=7 b)
X4
tvpe el i shortVariants % "N D fifai % 28
P [0 "
number (R=} B shortVariants % 7N D fifai % 28
totalNumber = B shortVariants % 7N D fi#ai % 218
A
geneSymbol sl IE#IZRIL ¢ | shortVariants & 2N D figgi % 218
NMA¥Es]+$
A
regionName F= EHIFRI © | shortVariants % 7N D fifah % 28
~+$
pERl
strand = . shortVariants &% 7" @ fif&i % 2
[i5iR) ’
pERl
cdsChange (=3 IERIFEHL © | shortVariants % 7N D figai % 21
N+$
A
aminoAcidsChange £ IEMFKIR ¢ | shortVariants & 7' N D i & 218
~+$
sl (&
IR | N
calculatedEffects = . shortVariants % 7' @ fi#&5i % Z: i
N, 351
BRI
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~+9)
XA
sampleltemId WZH IEHIFRIE ¢ | shortVariants % 7' N D fiEai % 28
~+$
pe| . -
variantOrigin (=) - shortVariants & 7"\ D figdhi % 2
[ERA]
matched = 7 — A8 | shortVariants % 7" N O fi#gi % 21
approved T 7 —AH | shortVariants & 7" N O fifi % 2
pe| . -
grade (§9=3 e o shortVariants &% 7" O fif&i % 2
[EHRK]
reported | 7 — A | shortVariants & 7" N O fifii % 2

VI-2-2. copyNumberAlterations % 7 5o #k {5l

()

{

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

"startPosition”: 8921059,
"startCytoband”: "p36.23",
"endPosition”: 8939151,
"endCytoband”: "p36.23",
"copyNumberMetrics”: [

{
"value”: 0.2309,
"unit”: "fold-change”
}?
{
"value": -2.1147,
"unit”: "log2 fold-change”
}
]’

"copyNumberAlterationType”: "loss”,
"transcripts”: [

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

}

1,

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

"variantOrigin”: "somatic",
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"matched"”: true,
"reported”: false

3

VI-3. rearrangements & 2/

BIRFAIEG. BE, RURE, #iik & OB HERO R ZiLHT 5,

*— WZHSET 7 — 2R G

eA(RE : 1
rearrangements (§9=3 ~N, #7v

=7 }F)

Bl HERERIEREN % 7,
Al A 7 27 FiZ—EThHb L,

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

¥ — WESE | T2 B!
pE=l
B TREICH Y 4T3 ID,
itemId WZH IEHIRI ¢
1 e | ERNT EoXEIITBAC L,
Biedl (& . .
5 2< N BRTFHEKD 2 007 L -7V ),
breakends WZH . ’ D& T 27 P iF—ETHB T
WA /4
Lo
M)
pEXl
KR |
chromosome el S Yuth (kT
"Na-zA-Z0-
9 ¥¥-1+$
etk OBt E (1-based 1T X 50
startPosition WZE e el PRI IE (1-base
#)
pExl
startCytoband T ISR | BfRAIE DO A P oYV
~+$
Y F o T {rE (1-based I X 53
endPosition WZE e el # THLE(1-base E
#)
pExl
endCytoband = IERIERE | BRTHEOH A PNV
~+$
) _ " pExl S| EoftERr bRz 21, P
matePiecelLocation & . . o 1 s .
LRI | BAE R chloBdd &AL Tw b
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A1 "upstream", P)EEALE TR CRE A L
T 3 5E 13 "downstream”,

B TEG S Z Ofth D PR
("rearrangementType": "other") DH&
3. EfERT ) LELOEREDO D, G
I s emHERET 5,

FEAH 7 B X Rk [XTI-2.

matePiecelLocation | % %A,

TL—J v FEYFR—+FB5)—F

supportingReadCount (§9=) B #. b L < T alternateAlleleFrequency
Do
TVL—20 XV Y KR—1+F5Y— N
totalReadCount (R=} R Y FR—FPLAaWwY - VDGR, DL
< 1% alternateAlleleFrequency D93k,
TL—2 TV P LCOERMT LIVH
alternateAlleleFrequen . B (0~1 o)
! 71 wit | . o
cy TV =2y P LICT LA R A
L7-fa% a3 5,
[ ZI[€=3
: o 31~ . \ .
transcripts WA . | shortVariants & 27" N D figait % 214
N, 7
=7 b)
FH
transcriptld fEE | IEBERH ¢+ | shortVariants % 7' N D % 4
NMA¥Es]+$
hortVariants % "N O g % S,
transcriptDatabase " FH et e'man ) "
(A= e o transcriptld Z A L 728556, ARIEH D
Name [EIRK] -
AN =HRES B,
_ X4
transcriptDatabase . ) N N
) = EHIFKE © | shortVariants X 7' N D fifai % 218
Version
N+$
[ ZI[€=3
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AFy FINFT XY vFESOHF,

exonRange sl X 12, % . .
) e RT oy vESITHPICED,
%
totalExonNumber F= L IV VOREETLET S,
pEX 7 LD 2007 L —27 v FOf
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insertedSequence = .
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+$ null Z5d# 3 %,
R ZYR—PbF20)—F&. LK
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g RNA-seq 7* b3 b 1L 7= LB D15,
expressionLevelMetrics T . LB A T 27 MIEETHD T
N, &7
L,
=7 F)
value W Bl IR OMH
FI R O AT,
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(77 # b :null)
FEPLRANRE i 2 K3~ (BRI HE T 7x
V)I5A T null % ZHE

X EEEAAN O EIRB & 3 2 B A1
HAHTIC C-CAT IC BhHifk,

THRIET R 2R L R0 v 79 A4
Z,

sampleSize (§9=3 B XKtype IZ null TZ\WEZECEHE L 728
A, AHEHE D EH RS 5,
(F7 4/ b:null)
FIE % control GEH) Mk 2 & FRELL
< Control - Seam | (true) >, MEERRIKA DRI L 72
(false) 2>,
(F 7 4 b false)
fes (R
X0~ | RESHEG 72 4 O s TR D
rearrangementNames (§9=3 N. X745 | %4Hi, iz iX, "EML4-ALK fusion",
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X . -
variantOrigin (=) - shortVariants & 7" D figai &
[ERA]
matched TE 7 — A1 | shortVariants 2 7N D fifai % S8
approved T 7 —AH | shortVariants & 7N D figah % S8
X . -
grade = - shortVariants & "N D fifai % 28
[ERA]
reported W 7' — AL | shortVariants & 27N D fifa % 13

VI-3-2. rearrangements & 27 zC &L

(5 1. orderedGenePairs B F1ES 554
{
"itemId": "variant-13",
"breakends": [
{
"chromosome”: "2",
"startPosition”: 42510050,
"startCytoband”: "p21",
"endPosition”: 42510050,
"endCytoband”: "p21",

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

"transcriptId”: ""NM_001145076.3",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [

"type": "exon",

"number”: 7,

"totalNumber”: 22
]7

"geneSymbol”: "EML4"

]
3

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

{
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"transcriptId”: ""NM_001353765.2",
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
"type": "exon",
"number”: 3,
"totalNumber”: 10
:l )
"geneSymbol”: "ALK"
}
]
}
] ’
"orderedGenePairs”: [
[”EML4", "ALK"]
1,
"supportingReadCount”: 30,
"totalReadCount”: 430,
"alternateAlleleFrequency”: 0.07,
"rearrangementType"”: "gene fusion”,
"sampleltemId”: "sequence-1-tumor-dna”,
"variantOrigin"”: "somatic”,
"matched”: true,
"reported”: false

Bl2. 7v—2 v FTLICARHY — VL TLABHELZRET 256
{
"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
1,
"geneSymbol”: "EML4"
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]
3,
{
"chromosome”: "2",
"startPosition”: 29445240,
"startCytoband”: "p23.2",
"endPosition”: 29445240,
"endCytoband”: "p23.2",
"matePiecelocation”: "upstream”,
"totalReadCount”: 570,
"alternateAlleleFrequency”: 0.07,
"transcripts”: [
{
"transcriptId”: ""NM_001353765.2",
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
"type": "exon",
"number": 3,
"totalNumber”: 10
1,
"geneSymbol”: "ALK"

]
3
1,
"orderedGenePairs": [
["EML4", "ALK"]

1,
"supportingReadCount”: 30,
"rearrangementType": "gene fusion”,

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

"matched”: true,

"reported”: false

(5] 3. insertedSequence 23F1ET 2556
{

"itemId"”: "variant-15",

"breakends”: [

{
"chromosome”: "14",
"startPosition”: 234567,
"startCytoband”: "p13",
"endPosition": 234567,
"endCytoband”: "p13",
"matePiecelocation”: "downstream”,
"transcripts”: [

{

"transcriptId”: null,
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"transcriptbatabaseName": "RefSeq"”,

"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: null
}
]
})
{
"chromosome”: "2",

"startPosition”: 321672,
"startCytoband”: "p25.3",
"endPosition": 321672,
"endCytoband”: "p25.3",
"matePiecelocation”: "upstream”,
"transcripts”: [
{
"transcriptId”: null,
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "LINCO1865"
}
]
}
]7
"insertedSequence”: "GTNNNNNCAT”,
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 0.07,

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

"matched”: true,
"reported”: false

(f5] 4. exon skipping DH)
{
"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”’

43




"number”: 13,
"totalNumber”: 21

}
]7
"geneSymbol”: "MET"
}
]
}’
{
"chromosome”: "7",

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

}
]7
"geneSymbol”: "MET"
}
]
}
]’
"skippedExonRanges”: [
{

"transcriptId”: ""NM_000245",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol"”: "MET",
"exonRange": [14, 141,
"totalExonNumber"”: 21
}
1,
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 0.07,
"rearrangementType": "exon skipping”,
"sampleItemId”: "sequence-2-tumor-rna”,
"variantOrigin”: "somatic",
"matched”: false,
"reported”: true

(#5] 5. translocation DGHE)
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{

"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”: [

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

1,

"supportingReadCount”: 120,
"totalReadCount”: 435,
"alternateAlleleFrequency”: 0.31,
"rearrangementType”: "translocation”,
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic",

"matched”: false,

"reported”: true




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

W . s
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(F9= | EER A
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5 1) S Ar 7Y/ PI—EBEThbI L,
I

VII-1. otherBiomarkers & 2PN @ fi# i

WA -E S . .
¥ — F— 2 S|
# ’
=2
1tem WZH 5 ST
At —JEFHINT—EHOXFHITH D T &,
LTI NAF~—Th—D XA T,
2 A TIERD HER,
< "TMB": fi#E528 % £ 45 (Tumor Mutation Burden)
N <"MSI": =4 7 v 7 74+ ARLE(Micro-
. . P2l . ..
biomarkerType WAZH et Satellite Instability)
I C"LOH": ~5 m & 0% (Loss Of
Heterozygosity)
X LR D 2 4 TR T 2 561%. Fiijic C-
CAT 1T EHERL
FREEUE D 1EF
RAl(Ex 0 | o .
) . o | EHoEE AT 27 ME—ETHD T L,
biomarkerMetrics (E=3 ~N, &7 s . . s
2 1) XAHAEAERERR X, YD DA 7Y = 7 b
I
ST,
TR #
1 VA E e
e - (#1) 5.15
TR EE D BT,
e %FL@EW%&; THRA3
VA HICLoTHEIRD,
unit WA IEHISRI
At B %
' BREBIER R H T —OBE T null ZEET 2.
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A MERMED % 4 7, () Mutations per megabase
type WA IEHIFRI MSIsensor score
~+$ percentage of MSI sites
N A F = — 71— DIRE & R OERE D 5IEIR,
 "high"
- "low"
- "intermediate”
X - "stable"
state (G5 :
LERK] - "cannot be determined"
A ZFEML 7225, #RS Lo 5EE, null 2
FLHK
KBGO ER I & 3 2 55613, FATIC C-
CAT I S,
%EZ”(%;?S Wt o i 15 2 50k A & DI,
descriptions (E9=) HASEES L SIS TIC DWW TlE, comments % 7' ND
IERIZH .
contents X 7' % S,
"+$)
biomarkerOrigin TE ?Ciﬁq shortVariants &% 7' N D fifai % 28
GERA]
X
sampleltemId WA IERIRHEL ¢ | shortVariants % "IN D fiat %
N+$
matched (E=3 7= shortVariants &% 7' @ fif&i % 2
approved (S=3 7=l shortVariants & 7' O i % 2
grade = [;;iﬁ] shortVariants & 7" D i % 2
reported WA 7 =B | shortVariants & 2" N D fifgi % S

VII-2. otherBiomarkers & 2" 3¢ # {4

CD)
"otherBiomarkers": [

{

"itemId": "biomarker-1",

"biomarkerType': "MSI",

"biomarkerMetrics”:

C
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{

"value”: 5.15,

"unit”: "%",

"type”: "percentage of MSI sites”
3
{

"value”: 2,

"unit”: null,

"type": "MSIsensor score'

}

1,
TR UM EH c58 7 2 BT DB EEBIFAE S 5254612, "biomarkerMetrics” & 7 I il 3R

LY %,
"state”: "stable"”,

"descriptions”: [
"MSI sensor score 10 points or more was MSI-H, 3 points or more and less than 10

points was indeterminate (MSI-I), and less than 3 points was microsatellite stable

(MSS).",
"https://www.gi-cancer.net/gi/ronbun/archives/201901-01.html"”

1,

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

"reported”: true

3,

{

"itemId"”: "biomarker-2",
"biomarkerType": "TMB",
"biomarkerMetrics”: [
{
"value": 34.5680122,
"unit”: "Muts/Mb",
"type”: "Mutations per megabase”
}
]7
"state”: "high",
"sampleltemId”: "sequence-1-tumor-dna”,
"reported”: true
}»
{

"itemId”: "biomarker-3",
"biomarkerType"”: "LOH",
"biomarkerMetrics”": [

{
"value": 24.14,
"unit”: "%",
"type": "LOH score”
}

]’

"state"”: "intermediate”,
"sampleItemId”: "sequence-1-tumor-dna”,

"reported”: true
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, X4
transcriptDataba . . . N
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trics
/AN
value el HfE rearrangements X 27" PN D fi# i & 218
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BTN i i
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type (§9=) i rearrangements X 2" N O fig& % S i
P BN i ’
sampleSize = I rearrangements X 7' N D g5 % 218
isControl = 7 — WA | rearrangements & 7N D fEE & S 7
pEl
sampleltemId WA IEHIZRIA ¢ | shortVariants & 27N D figh % 218
~+$
approved (§9=3 7 — AL | shortVariants % 7" N @ fi#t % 2
X4 . .
grade (§9=3 e shortVariants &% 7" D fig3i % 2
[ER
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reported sl 7 — WA | shortVariants & 7N O figi % 28

VIII-2. expressions & 277 GC # {5l

()
"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
}

:l)

"sampleItemId”: "sequence-4-normal-rna”,

"reported”: true

}

]
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IX. armLevelChanges % 7

ek - PR O Z L OIE IR % LT 5.

¥ — ST 7 — xR G|
armLevelCh . fcsll(& & @ 1~ | armLevelChange 1E#HEN 4 7,
anges TN, ATV ) | ESlORA TV s ME-ETH DT L,

[X-1. armLevelChanges % 7N @ fi#ai

¥ — e T — xR it B
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A (R
0~N. XF | AP IEF G L 72 ok - JeafRBiiEo
armLevelChangeN " .
(§9=) il ZALD #4Hil,
ames
IERREL | BB XFINE—HTH B T &,
~+$)
X4
sampleltemlId sl IEHFIR ¢ | shortVariants % 7N D e % 217
N+$
approved (§9=3 7 —AH | shortVariants & 7" N O fifii % 2
X4
rade = i X shortVariants % 27" @ fi#&h % 2
° [t ’
reported W 7 — | shortVariants & 7' N D figan % 2

IX-2. armLevelChanges £ 7 5 &yl

(1)
"armLevelChanges"”: [
{

"itemId”: "arm-1",

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

{
"chromosome”: "7",
"arm”: "q"
}
1,
"sampleltemId”: "sequence-1-tumor-dna”,

"approved”: false,
"grade”: "equivocal”,
"reported”: true

}7

{

"itemId”: "arm-2",
"armLevelChangeType": "del”,
"cytobands”: [

{
"chromosome”: "17",
”arm”: Hp”
}
1,

"sampleItemId”: "sequence-1-tumor-dna”,
"approved”: false,

"grade”: "equivocal”,

"reported”: true
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3
{
"itemId": "arm-3",
"armLevelChangeType": "t",
"cytobands”: [
{
"chromosome”: "X",
"arm": "q",
"region": "28"
3,
{

"chromosome”: "14",

n n.n

arm”: "q",
"region”: "11.2"

}

])

"armLevelChangeNames”: [
"t(X;14)(q28;q11.2)"

]7

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

}7

{

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

{

"chromosome”: "21"

3
]y
"armLevelChangeNames”: [
"iAMP21"
:l)

"sampleltemId”: "sequence-1-tumor-dna”,
"reported”: true
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X. nonHumanContents X 7'
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N+$
AR & : 0~ .
contentMetrics (E9= R otherBiomarkers & 7' D figdit % 218
N, 7Y =27 })
value WZH FfE otherBiomarkers & 7'\ D figii % 215
pEZ|
unit WZH R otherBiomarkers % 7'\ D f#ai % 218
N+$
p&EZl
type WZH EHFRIE - otherBiomarkers &% 7' D fid i % 214
N+$
(R & : 0~ .
N. =l nonHumanContent D&,
Y % — > — >
descriptions (5= i EEES L OCSEITIC DWW TIE, comments X 7 N D
IERIERI ¢ .
contents X 7 &% &4,
~N+$)
pEZl
sampleltemId WhZH IERIRI ¢ shortVariants & 7" N D figai & 2
N+$
approved (E=3 7 — Al shortVariants % 7" D fifai % 21
pEZ|
rade = shortVariants &% 7'N @ figai % 218
® [ERA] '
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reported WA

LT

shortVariants & 7' N O fi#

X-2. nonHumanContents & 2" 3¢ & {4l

(B
"nonHumanContents”: [
{
"itemId"”: "nonHuman-1",
"organism": "HBV",
"contentMetrics”: [
{
"value": 65,
"unit"”: "reads-per-million”,
"type": "virus-derived read sequences”
3
] ’

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

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

"reported”: false
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XI. compositeBiomarkers X 7°
shortVariants % 7% copyNumberAlterations % 2, rearrangements X 27 DEE %A E D
#T, HE~Y—H— (BETREOMAADLYE, 3HEIETOMALRY) OFHEiLEHT

%o
W . .
*— T — 2R it
s ]
ics (R
compositeBio . X0~ |EHE~—T—DFRENL T,
markers TN ATV | BEAIOoBF TV s FiE-ETh BT L,
=7 b)
XI-1.  compositeBiomarkers % 7N O fi# &)
IAZEES . B}
¥ — 7 — 28 EE!
i ’
pEZ|
G&~—7—IcE Y 4T3 1D,
itemld A | wmEme | e
Aid —HEFINC—BOXTFIITH B Z L,
AR E 12
» ~N. XFH] | B R & 75 5B 5B (itemld) D ECSI
componentltemIds A . -
IERREL | B0/ XFINIE—EThd T L,
~N+9)
A (R -1 B}
N MAESOWEFICHEHINL TV IHEA~Y—I—%%
biomarkerNames AE - %‘% 5 }: ] sk,
| EFORIFIIE-ETh B T L,
~N+9)
AR Z 10 .,
N HE~— 1 — DI,
descriptions TE E%\Eﬁéfﬁ | RSB L UBITICOWTIE, comments X 7D
TR | contents % 2 % B,
N+$)
approved (E9=N 7 — Al shortVariants &% 7' @ fif&i % 2
XA
rade (§9= shortVariants &% 7N D fifa % i
i [0 3
reported WIH 7 — A shortVariants & 7N D fifait % 26
XI-2. compositeBiomarkers % 27 Zi#fil
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(B
"compositeBiomarkers": [
{
"itemId": "composite-1",
"componentItemIds”: [
"variant-14",
"variant-15"
:l,
"biomarkerNames”: [
"BRAF-NRG1-ALK fusion”
],
"descriptions”: [
"Three genes are fused together to produce the fusion gene BRAF-NRG1-ALK."
:l)
"reported"”: true
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XIL FEIH
FEHIFICOWTHRT 5,

XII-1. itemlId
itemld DfEiz, 77 A VAT—ETH 2 &, flid, EEDOF,

XII-1-1. itemId o g2 Hif5
itemld 23& 3 24 X N TD itemld D D EHEHH]ic >\ TRT,

variants X 7'

"itemId”: "variant-1"

"itemId”: "variant-2"

"itemId”: "variant-3"

otherBiomarkers Z 7'

"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 &% 27’4

"itemId”: "composite-1"

"itemId”: "composite-2"

"itemId”: "composite-3"
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XII-2. matePieceLocation
breakends Z 7' NICTELE$ % matePiecelLocation I D WS4 5, BiiE & LT, R
DSIGECH b CYBALE O B A D 70 5T 2 LI (upstream), #FHIASS IR % T
(downstream) &9 3%,

X OB EYIECS O LR - TiE 13RS

XII-2-1. matePieceLocation @ FC
HREE D fl %257 < VCF £ (v4.3) TORMZEER LA 5 matePieceLocation DL
HITEERT,
B S VCF Ol TO FF 2 XY PORKREUEL2DDTH 5:
The Variant Call Format Specification VCF v4.3 and BCF v2.2
https://samtools.github.io/hts-specs/VCFv4.3.pdf

P DB

(V7 7 L v ARH| OYELE O F A 2 % J71)

v

876543 876544
Chr1 @— —G
W \
@| |
1200000 1200001
Chr2 Q —@
U X
®
2222233 2222234
Chr3 ﬁ_ _6
Y Z
VCF B coit#k:

FHo#FNnNEFnoBLEFEME O VCFvA3 It 7-a8#iilz kD L 5 ick b, UTHloLE
ZH 5ESD EXOBFITHIGT 5,

#CHROM  POS Ib REF ALT QUAL FILTER INFO

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

K7+ —=v b TOLHE:

)
RtafRF S 2 Mok A RA B2 & SRS TR OBCHIcE E fib > T2 D
T, 7VL—27T Vv FDOA 7Y =2 b D matePieceLocation Dl ("downstream" & 7z %,
—77. REAES Lo GR» 6/ 5 & Rifll2sil o BdiciE b > T3 DT,
matePiecelLocation D3 "upstream" & 72 5,

(HID)

"breakends”: [

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

3

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

}
]
@)
PRetafhk TS 1 oA E» b /2 &, SRV TRz oBIICE b > T2 D
T, 7Y =7 F D matePieceLocation DfH |1 "downstream" & 72 %
Pt kS 3 MG 2 & R854 b [EEk 7R © ¢, matePieceLocation DfH %
"downstream" & 7z %,
(1)
"breakends”: [
{

"chromosome”: "1",
"startPosition”: 876543,
"endPosition”: 876543,
"matePieceLocation”: "downstream”
}y
{

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

}
]
e,
RtafhFS 2 MlofEER» O R 5 & SIS BRI OfHICE E fib > T2 D
T, A 7Yz 7 b D matePieceLocation DA "upstream" & 7z %,
PetofhF T 3G N2 b 7256 O A7 © ¢, matePieceLocation D 1%
"upstream" & 7z %,
()
"breakends”: [
{

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

3

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

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

Pk
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