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LigU®Ic
I-1. HWY

IR AT 7 677 74 ) v IBEOHREONIBIETFRE T 2D 7 +—~<v b
I, BIEBRESHL L IGBEWEH 2, TOERDD, WA D FE—D Y 7 b
Tz TIC ko T, EBIETRE T — 2T, Bl & 7 2 @SR IRRER 2 ERT T 5 2 L
Nt koflﬁa&ofwé VAT ) LREAER DR O —L T Atz
ii ICARMET 2 7201013, WIEHIRAY 2 27 u 7 7 4 ) v ZREICE T 28 5T R
—ﬂ®%~%&7ﬁ—7yF%Eb%:kﬁ%%f%%o

ARERHE, WA T ) 6707 74 ) VY IREIC L > TR ONIEETRET 420
W77+ —~<v b, CATS (BAT 7 LRERHE(L, cancer genomic test
standardized) 7 + —~< v F D EZEE L 2 BRI CTH S, CATS 74 —~<v P DT —
X+ AF—=F, JSONEFE7 7 4 L "schema.json” ICX > TERINTEY, KERT

Tz NEEHT B,
FIHOAEIILU T Ch 3, AIEHRAY ) L 7a 774 ) v IBExIT O et
CATS 74—~ MiT T, C-CAT @ X 5 &k RETFE ~BIn T B 7 — & 2%

T2, MEMFBTRERE L. CATS 74—~ v P TREAINELRTFREE T — XL,
BRIRT — 2 b EIZ LT, fifili & 72 2 EIGHEA PRSI O ERN T 2§25, K7+ —=v
FCIREETRET -2 20RET 5, WRT — 23, WBEOBEBT LT ICRE TR TH
THRESIIH S 2 & AHRZR WATREME 720, R E L,

I-2. HEE

o MERMFITIEE  MESHEI O UENBAT /) L7 w7 74 Y v IREDBIET
BT — 2%, . WE»OEIKT — 2 2ZHE L., BDAFRRR— A% FHL T,
il % DIEAR T FE It & 7 2 80 EEA 3 X OERAREERIG R & 3T 3 2 #&ER,
& LT, C-CAT,

o MEMEIFNRE AN BAT ) L7 a7 74 ) v IBECHAZ OB TRET — 4
C\@ﬁkﬁ%@ﬁ%ﬁ@%%ﬁ%ﬁﬁﬁﬁﬁi%hh%@oMELT\CCAF%

i, MRAMRERE L 38400, MEMRREG S 3. MESESFIT T 2 &R

%@iﬁm o

®  DBAHGN— R BADEBIRTEEIC, A & 7x 585 HEA R BRREAER % BhE AT 72
T —2~_—2Z, file LT, C-CAT CKDB (cancer knowledge gatahase)f(J OncoKB
(Chakravarty et al, 2017, JCO Precision Oncology).
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[-3. HESHEITDWT

® WZH:]JSON o2 /B HEET 5L &, HHADIEHHE

o (T : MEMEIENEICE W CEACERREBERICHMAT TN MESTOMR
HERERBEEFEONEL L ) KIS N CTREMBETNEOREE 2 =0 2 AlREER 5 - 7=
D95, ANHEREDIEH

I-4. 7 7 A VIEHE
® YF¥a—1VF :UTF8

® x47:]SON
® JLIRT :json
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II. C-CAT g »HIE
1I-1. 7 7 4 LD EfHEEE

CIENB AT 7 77 7 A ) v 7BREICK 28 TERET — 21k, BESLEH» S C-CAT
~, CATS (cancer genomic test standardized) 7 + —~< v M CTEMNT 2 BE1EH Y 7,

11-2. AJ D #ipH

7 — X W SR & W2 BT B E - GhortVartants—copyNumberAlterations—rearrangement—
otherBiomarker)—23, CATS 74—~y F~DANONEKTT, BG5S
BEETFREERIANILACTTI W, ANINZEETFRE S ZNCHET 288 — 20 FR
%, e C-CAT FERFICHI T 20 Lavld, i3 2% %27 (reported” s &
WNgrade”) ZIEET 52 & TEINTE 9,

T TEEFEYE] &1, LT THHT % shortVariants 78 OB TFRE R T FArL
RADF 727 P EEL. ZNEXY FAOFMIEH —>—2%{ETOTEI D A,

INLEFEBEFREYEE 272 Lot REASHOMEREMREE. 232 NICHET IMEFIC
0H X N AP BIETEEOEREZVL T AT LTI W, o KRHE I H %58
7 Big oIz, C-CAT FAEMBR~VTHAITE L IICLTFX W,

II-3. BE

o (TEHHIANMEROHEHTHY, TELZZTFANLTLET Y, XWEK AN LT
&, C-CAT SEMRRICE VT LY % OEFCHEIRABRER AN E N0 BERH
DREMRREEL LKL T C-CAT FABEHROMER XV EE o720 T2 A[REEDH
D3, /2, HEDKD C-CAT FAEME TR L AHHI TR TH, PO T
Han, X% DERPFIE5 SRS H Y 97, K& C-CAT kv, (TEHEHDA
NICOWTHEIGE L CHEET 22830 9,

o T XMHEMNERIN-ECOERLRTREZ ($2ih3 % "reported”: false DEMLTRFE D&
HT), TEBZRTFTHLTCT I, ZH)Thve, MESMLOBRERREREED 7+ —~
vy MR E D o 1250, MBS ADLEEZ LD, BAICX > Tid C-CAT FEH
BOMERD WS 720 T 2R H Y £ 5,

11-4. i

FIEHWT C-CAT ICFAOFEFIHEIZ, [X] IcCid#ilL v T,
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III. metaData & 2
A ZERELH#T %,

schemaVersion ¥ —, referenceGenome % 7', configOptions % 2, comments X 7 3% %

na,
¥ — WZESEAE T — 2 At
metaData WA FT I | ARTF—RERKR Y

ITI-1. schemaVersion ¥ —

*— WIHSEAT 7= 2
P2l
schemaVersion WA IERIERH JSON 7 7 A VDA F —<EFENA—V a v
~0-9¥¥.]+$

III-2. referenceGenome X 2
V7 7Ly R LEANICBE T 215 A Ri#E T %,

¥ — WIESAE 7 — 28 A
referenceGenome WAR F7T 27t V7 7LV RT 7 LEEHNICEET 2 15

I1I-2-1. referenceGenome & 7' N D fisi

¥ — WIS 7=z M ]
P2l ‘
= E*ﬁ;f% . BEStLICTHTCERLZY 77 L v RT )
name = % )
ntd LI % R
grcRelease W IEMIFRE avy—s T ) =2 D FEHT 5.
"GRC.+$

MA(RE 1 0~ |name X ZICRl# L7 Y 7 7 L v 277 LcY
N, 341 D,

descriptions (=3 e g
IERIFRH - FHEES X EITIC 2T, comments X
~+$) 7D contents X 7 % S8,
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[11-2-2. referenceGenome X 7 z0#{j

(f5l 1. NCBI @ FL#H)
"referenceGenome”: {

"name": "GRCh38.p13",

"grcRelease”: "GRCh38.p13",

"descriptions”: [

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

Consortium.”

]
}

(f5il 2. ucsc D FEHEH)
"referenceGenome”: {
"name": "hg38Patch11”,
"grcRelease”: "GRCh38.p11",
"descriptions”: [
"GRCh38 Genome Reference Consortium Human Reference 38 (GCA_000001405.22))"

(f5l 3. GbC D FCHEKMHI)
"referenceGenome”: {
"name"”: "GRCh38.d1.vd1",
"grcRelease"”: "GRCh38",
"descriptions”: [
"Homo sapiens (human) genome assembly GRCh38 (hg38) from GDC, GRCh38.d1.vd1”
]
}

I1I-3. configOptions & 7
C-CAT CKDB D & 5 BB AHGE_R—A D~ v F v 7
TR T dilfES 5 £ 7

| F— & .,
T spp | ow i

F7Y | BARGHER— A D=y F VT
=7 b | FICBT 2 HIREREN X 7

configOptions | L&

20



III-3-1. configOptions & 2" D fi#&i

¥ —

7 57

B

typeLabelsInte
rpretedAsKbA

mplification

el

A (R
1~4, X
20))
[EER =]

23 AHIERAR — A2 B 1F % "“amplification"” (2 v
—¥EiE) L L ORI, AL o
LB 7~

RDFERI A 5ER (BHIN CEEART) .

+ "copyNumberAlterationType: amplification"

+ "copyNumberAlterationType: gain"

- "copyNumberAlterationType: duplication"

- "rearrangementType: duplication”

(7 7 # v b: "copyNumberAlterationType:
amplification",

"copyNumberAlterationType: gain",
"copyNumberAlteration Type: duplication")

typeLabelsInte
rpretedAsKbL

0SS

el

A (R
1~5, X
20))
[EER =]

DX AHIEEAS — AT B % loss"* (2 & —E
P) LT E S, BERHEHOEE TR
7~

ROER D 5 # IR (BN CEEARA])

- "copyNumberAlterationType: loss"

- "copyNumberAlterationType: deletion”

- "copyNumberAlterationType: homozygous
deletion"

- "rearrangementType: deletion”

- "rearrangementType: exon skipping"

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

"copyNumberAlterationType: deletion",
"copyNumberAlterationType: homozygous

deletion")
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23 ARG — ZIC B 1 % "“geneFusion™ GE{LT
AlA) & LCREnsg, At HOERT
R T~

R OEPL D &R (BN CEEARA])

- "rearrangementType: gene fusion"

A (RS - . .
typeLabelsInte |4, - "rearrangementType: gene fusion and
~ A %
rpretedAsKbG = 1) frameshift variant”
eneFusion - - "rearrangementType: bidirectional gene fusion"
[EER] , \
- "rearrangementType: other
(77 # v b : "rearrangementType: gene fusion",
"rearrangementType: gene fusion and frameshift
variant",
"rearrangementType: bidirectional gene fusion")
D3 AHGRR — 212 BT % inversion" G#ifz) &
LCRE NG, MAESEEN OELET7E 7~
(R | r,
typeLabelsInte U -
. 1~3, 35 | ROFERE2 5 FR (BHINTEHEAN])
rpretedAsKbIn = ) .
i A1) + "rearrangementType: inversion"
vVersion ‘am . " . n
[EIR] - "rearrangementType: truncation
- "rearrangementType: other”
(7 7 # v b: "rearrangement Type: inversion")
23 ARG — R B 1T 5 "“deletion™ (RE) &
L TR En s, RESEMEHOELETRE 7~
Lo ARIEH 23 5 shortVariants &£ 7 I BT
% R TiEi7: . copyNumberAlterations % 7" &
rearrangements X 7 DR K% KT,
R DERI D> HIFR (BN CEEARA])
BeF(F & ¢ | - "rearrangementType: deletion"
typeLabelsInte . ]
" 1~8, X% | - "rearrangementType: truncation"
rpretedAsKbD = . .
) 1)) - "rearrangementType: splice variant"
eletion . . o
[EIR] - "rearrangementType: exon skipping"

- "rearrangementType: other"

- "copyNumberAlterationType: deletion”

+ "copyNumberAlterationType: homozygous
deletion"

- "copyNumberAlterationType: loss"

(77 # /v b : "rearrangement Type: deletion")
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28 AR — 212 B 1F % "“duplication™ (E)
LTI E NG, mMESHEH OB TRY 7
~ )

o

R OERI 2> 5ER (BLHIN CTEEAT)

BeF(F & ¢ | - "rearrangementType: duplication”
typeLabelsInte . o
" 1~6, X% | - "rearrangementType: tandem duplication"
rpretedAsKbD =
o 1) - "rearrangementType: other"
uplication i ] o
[ER - "copyNumberAlterationType: duplication”
- "copyNumberAlterationType: amplification"
- "copyNumberAlterationType: gain"
(77 # /v b : "rearrangement Type: duplication”,
"rearrangementType: tandem duplication")
23 AR — A2 B 1 % "“truncation"” (%#id)
LTI NG, AN OB RE 7
~)b,
R DERI D> HIFR (BN CEEARA])
+ "rearrangementType: truncation"
A (R . -
typeLabelsInte ~7. e + "rearrangementType: deletion
~ Y %
rpretedAsKbT = 1) + "rearrangementType: inversion"
runcation U - "rearrangementType: other”
LERA] . . "
- "copyNumberAlterationType: loss
- "copyNumberAlterationType: deletion”
+ "copyNumberAlterationType: homozygous
deletion"
(77 # /v b : "rearrangementType: truncation")
28 A HIG A~ — AT B 1) 5 "“exon skipping"” (T F
VY RE) L LTEREI NS, AR O
L BH 7~
(R | ROFERED HER (BN CEEARR) .
typeLabelsInte . o
. 1~4, X% | - "rearrangementType: exon skipping"
rpretedAsKbE = . .
o 1) - "rearrangementType: splice variant"
xonSkipping . )
[EIR] - "rearrangementType: deletion”

- "rearrangementType: other”
(7 7 # v b: "rearrangementType: exon

skipping")
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typelLabelsInte
rpretedAsTran

slocation

£E

By (R &

DA~ — 212 BT % "“translocation"” (85
JE) & LTINS, st 0BG TR
7~

1~2, XF

R DERIE A 53R (BN CEEAA])

)
[E5L

- "rearrangementType: translocation"

- "rearrangement Type: other"

(7 7 # v b: "rearrangement Type:

translocation")

typeLabelsInte
rpretedAsKbR

earrangement

(55

ol

A (R
1~178, X
£371)
[ER]

28 A HIGEA~ — AT B 1F % "“rearrangement”” (5
) & LTREng, AR 0EET
BT~

RDFERIE A 5IER (BHIN CEEART) .

- "rearrangementType: gene fusion"

- "rearrangementType: gene fusion and
frameshift variant"

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

- "rearrangementType: tandem duplication"

- "rearrangementType: deletion”

+ "rearrangementType: inversion"

+ "rearrangementType: truncation"

- "rearrangementType: splice variant"

- "rearrangementType: exon skipping"

- "rearrangementType: translocation"

- "rearrangementType: other"

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

+ "copyNumberAlterationType: duplication”

- "copyNumberAlterationType: loss"

- "copyNumberAlterationType: deletion”

- "copyNumberAlterationType: homozygous
deletion"

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

<

D7/ S XN A =
1T A7 VINUUCTTTHAZ
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§

111-1111-3-2. configOptions & 7"zt #k {5l

<))
"configOptions": {

" 1.
)

" 1 .
° )

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

]’

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

]7

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

]7

"typelLabelsInterpretedAsKbInversion”: [
"rearrangementType: inversion”

]7

"typelLabelsInterpretedAskbbeletion”: [
"rearrangementType: deletion”

],

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

],

"typelLabelsInterpretedAsKbTruncation”: [
"rearrangementType: truncation”
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[I-4. comments % 7
Bin 8% (variants), 24 74~ — 75 — (otherBiomarkers), sequencing sample |&#
(sequencingSamples) ICXf 3% a2 X v P ZFL# T 5, itemlds F—L a X v bEAND
contents ¥ —23FEN 5,

F— WA SEAE 7 — 28 St
Fe(FE -0 .
e | A MEEREN £ T,
comments = ~N., A7 R -
DK A 7TV 27 PiF—ETHDE T L,
=7 }F)
II1-4-1. comments & 7N D fi g
WZE . .
+— 7 — Al Bis

St ’

BIn T E (variants), N4 4= — 7 — (otherBiomarkers).
Bed(F & | sequencing sample |§#R (sequencingSamples) D itemld (&
0~N. XF | #dal, \EEITAT]) %,
itemlds | #ZA ¢l FEFI RO 2 A v+ Z#T 2556, itemlds DR XX 0 &
IEREH | 35,

N+$) Xitemld Z5C# L 72 %56. C-CAT fHEME~ IR I
AR

itemId IZXf3 % 2 X v F DN,

BB |
1~; o BBISCI. I 2 AR, HUSChoWiFa — FidE
o ) W, B USTR &0 3 HA R OEHZTHITT
contents | WZAE ! .
EEER: | L B
At$) XEBERDONFEROEEHIISITI — F 259D 4,000 XFELL
' N

[11-4-2. comments & 2 a3t &ifl

(f1)
"comments”: [
{
"itemIds": [],
T itemIdsfidl D & X oD & I ERK~Da X v P 2 KT,
"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.”
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TEIAX I T2 &0 2561k, B0 EHRL LThld T 5,
]

},

{
"itemIds": [

"variant-1"

TFROEDZ B RICN T 22 XA v P 2E#T 25613, HROitemldzil# T 5,
:I’
"contents": [
"TSC1 functions independently of TSC2 and mTORC1."
]
}7
{
"itemIds": [

"variant-1",

"variant-5"

TEBOZEBINFERICNT 2 a2 v P 2d#fl( T 25681k, #HOitenldZ LT 5,
:I,
"contents”: [

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

]
}
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IV. testInfo % 7

B Z LT %,
¥ — WA 7 — 2 Bl
N
testInfo WF : | e £
IV-1. testInfo X 7N D fiEEi
¥ — WIS T — 2’ Bz
XA
testld WA IEHIFRI BREStECHEHIT 2T Eo ID
N+$
MECHET 2k MAGDYE,
- "tumor-only": JEEBIED B TR 21T > T
L858
- - "tumor and matched-normal": JEEM{A & IEH
%
testType WA LA BiEDOBRECHEHL Tw 255
VR - "tumor-only (cell-free)": &L 7 UV —ffAD A
TN 21T > TV 355
« "tumor (cell-free) and matched-normal"; &
7 ) — iR & IEERIROBECHERL CWw 354
p&E2l
targetRegi bed 77 ANV TEZRINT WS X —7 v FE D
VECEEON e | mmmm | = !
Version N—=T g v
~+$
o Y 7‘\ ‘ n
RPIANN 4=
pE2l
softwareNam " o
= IERIZRH R L7281y 7 v 274
e
AR
p&EZl .
softwareVersi o A softwareName ICEC#E L 72V 7 P 7 2 T OANN—Y
on a vV
~4+$
XA EH L 7z X2 VR E A,
panelName WA IEMERHT KRB S L TR WA VR EE CHEDTT
A +$ 1Z. FHijic C-CAT £ CEMHZEDC &,
pEZl .
panelVersion WZE T - panelName ICEC#K L 72 XA MR DN — a3 v
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A+$
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IV-2. testInfo & 27 sd &ifl

(f51)

"testInfo": {
"testId": "12345678901231900001",
"testType": "tumor and matched-normal”,
"targetRegionVersion"”: "target region A",

" .
M )

"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 3 —12 X % sequencing sample |H¥# % GC#l 3 5.

RS . .
¥ — 7 — & wtHA
- ﬁ RAR A = WL
sequencin W Al (R 1 1~N, sequencing sample |FEREN X 7,
gSamples | —— FTY ) WA DA T 27 iz EThHB L,

sequencingSamples % 7 DY DO E X (X, tumorOrNormal DAE 2 EER A (tumor) ¥ 72 1%
1EE#i{A& (normal). nucleicAcid Dfizs DNA #{4&(DNA) ¥ 7= 1% RNA #{&(RNA) & 4 3
L. RKT4TH S,

V-1. sequencingSamples & 7N O figiit

*— WS | T2 A
=207
. - IE;;;;J B ID,
item WoH S SR
A+ —EBINT—EOX I Th B T L,
sequencing sample 15 # 23 B A (tumor) 2> 1F
tumorOrNormal WZR X%ﬂ Rk normal) 2 8,
LERK] | - "tumor”
+ "normal"”
5o -SSR 28 DNA A3k 2» RNA Wik
T s B ;é. ‘o
nucleicAcid WA ?C%ﬂ SRR
- LERA] | - "DNA": DNA #ikiisk
- "RNA": RNA #f& ik
TR AL DYE © B N AG SR O VE % Gk
p&Zll - "pass": &
1 li =
resultQuality f£ LER - "reference": B#%
A Nt
pezll
specimenType T IERERH | St o REF IR T L 2 k0
N+$
iyl (=
_ . X1~ | HEMEDIE,
sampleMetrics = S c s .
- N, A7 |ESOEA TV 27 Pi3—BTHBH T &,
7 b)

31



HIE fiEL
value WZE e -
= (f5]) 91.52
HE A D HAL,
L HALIIBMENRICL > THR LS
DA TICXoTER D,
unit VA IERIERH
s s | %
— | BEREA RS 7 — %A null ZEHET 5,
HIEMED 2 4 7,
- "totalReadCount": =y I N Ty —F
EETHRY — P
- "totalMappedReadCount": ~ v 7 L7-# Y
— F
» Em | »
type WA LRt - "duplicateReadsPercentage": B
- "mappedReadsPercentage": = v v’ v /'
- "meanReadDepth": 35 R
- "medianReadDepth": FeHUREE O fE
X ERC LS o EIR I & 3 2 5613, FHiC
C-CAT I ZLHfg,
[2v 23| ©X97%EbL\DNA 7203
RNA ¥ v 7L DJREER EIR (FLY N CEEAR
A .
fcsl (F - "contaminated": =¥ X I OH[HENE
X 10~ - "deaminated": FFPEDNA B J 5> b v D
suspectedSample . - . N N
Seat (B N. XF | W7 I 7L BEE 72 nlRe:
ates
51 - "fragmentated": (FFPE DNA) Wi {b 23863
LGERA] | Z&rlRerk:
- "degraded": (RNA) J)fi#23 802 75 Al REVE
- "“low tumor purity””: {KAEEHIIEEH R
- "low depth"*: {KFHIREE
V-2. sequencingSamples & 7 g # {5
(f51)
"sequencingSamples”: [
_{
"itemId”: "sequence-1-tumor-dna”,
"tumorOrNormal”: "tumor”,
"nucleicAcid”: "DNA",
"specimenType”: "FFPE",
"sampleMetrics”: [
{
"value”: 91.52,
Ilunit”: ”%”’
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n

"type": "duplicateReadsPercentage

_h
{
"value”: 87.31,
"Unit”: H%”
"type": "mappedReadsPercentage”
1,
{
"value": 247,

"unit”: null,
"type”: "meanReadbPepth"”

"value”: 238,
"unit”: null,
"type"”: "medianReadbepth”

3
_ 1
)
_{
"itemId”: "sequence-2-tumor-rna”,
"tumorOrNormal”: "tumor”,

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

{
"value”: 11928428,
"unit”: null,
"type": "totalReadCount”
N Y
{
"value': 9542742,
"unit”: null,
"type"”: "totalMappedReadCount"”
_ 3}
1,
"suspectedSampleStates”: [
"degraded”
1
3
_{
"itemId"”: "sequence-3-normal-dna”,
"tumorOrNormal”: "normal”,
"nucleicAcid”: "DNA"
_ 1
1
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V-VI. variants X 7
X BT REE 28T %, shortVariants £ 7, copyNumberAlterations & 7',
rearrangements X 7 3 & N5,

% — 2

Sy

ff: 7= B!

~

et | AR

variants

B

F7Vxs b | R RSN £ 7

v-1_VI-1. shortVariants Z 2
1A R FERES O A RE, RELTFEAL EOERZELH#HT 5,

x— | wALE | Foxm 4]

- BO(EE 11 | 1 IR, ST O A k. KL LITAL L
SOTYE L rm | N Ay | o x o

riants

=7 F) B DOK/A T 27 PiF—ETHBHI L,

V-1-1_VI-1-1. shortVariants Z 27N D fiEii

x WA = g iy
— T A4 5
Sef "
XA
. o B FEEICH Y 4T3 ID,
itemld WA EHRERH
A —JEFINT—EDoXFITH B L,
peEl
IERRI ;
chromosome WA Pt k=
ANa-zA-Z0-
9 ¥¥-1+$%
Pettfk EoYRAIE, DR TTE
IZ1% 1-based WEFER %A L., VCF
va.3 ICft-o CREdE T 5, GGE#Efl L L
T VCFv4.3 D pagel3 ICH b L
i, U7 7 Ly AR atCga, AR
. . B at-ga, V77 LV RIEHED CoD
position WZH B e m e
f7i&E 2% 3 DIRE, "position™: 2,
"referenceAllele": "TC",
"alternateAllele": "T" & XKidd %, %l
D#E Y . "referenceAllele" 1V 7 7L
v AHGHE "alternateAllele" 3728 FiFHE
I, )
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3L

£ —
cytoband — IR ¢ BIETREOH LA PNV F
= ~N+$
2 Pl Y7 7Ly R,
referenceAllele = RS VCF v4.3 It > CrLdk 3 5, acafyl
“ | AACGTNI+$ | iF L&l position o aHil% 2,
2 G,
VCF v4.3 I > CRdd 3 %, aesdsl
. 13 _EFC position DFHH % S,
. P&l _ ~
A FIA - TLAMUED=LF - TL A
alternateAllele ) IEMERHL ) .
‘H 1Z. B D shortVariants X 7 DEE L
NNACGTNE]+$ .
DT CRLHET B, £ DFE,
comments % 7 IZXRD itemld & <L
FTLATHDLEERLEMT 5,
2
alternateAlleleFrequency = B ZEFRT L OVAARE (0~1 D i)
£ " e
totalReadDepth N B At Bt IR (R MiE 1)
: " sep
alternateAlleleReadDepth . BE 72 SR B o0 e R T (e IMiE 10)
BEMLOMEF TSI NL T 5E
LFrREDOXAL T,
RDAED HIER L CTELHL
. "SNV”
. * "insertion"
. £ pE=l ' )
variantType » - - "deletion"
= [EER .
- "delins"
- "indel"
. "MNV"
X ERCS o 2 4 TR fEH T 256
X, C-CAT I EFHER
REALGEY) D 1FH.
Blo®A 7Y 27 Fid—EThHBC
JZ FlFl(RX @ 1~ .
transcripts ) N, A7y =72 - ) _— . _
H b SRS RAE R 13, YE%BCY % SEBH
2 LR LBIRT L YOG #E
Vg z
. A pE2l BREFEY) 1D % FCdk (1
transcriptld .
g | ESFEE: | NM_000368.4),
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NA¥Es]+$ FHEYE D 72 %, sub-number (DR
THER) 2&0 5 & 2R
2, Avi—vYz=y 7iHBOERD
7= DEREFEY) 1D BEE L R W&
.
"transcriptld": null & EHE T 5 2 & D
A,
BB EYID I 37 — 2 _— 2
%o
RD 2 D2Hh6ERT 5,
transcriptDatabaseName “ ‘X?W +RefSeq”
A LERA - "Ensembl"
transcriptld 2% null D1,
" transcriptDatabaseName": null & i¢
Wz,
Sz J:‘gﬂ?*—ﬂ&*—XOD/\“w—*‘/‘\a v & FL
transcriptDatabaseVersion fE IERIZRE ?ﬁi
b= At XELH WG X, C-CAT 253k®
o=V avRfEHIN5,
| | S Mot Bt
regionStructure — | NN A7 =7 -
= ) "
BRESTOWEF ICEHI N T BIE
{EF DAZE IS B3 2 il 21,
K HER L TEi#,
+ "promoter"
+ "upstream"
- "downstream"
A pe2l - "intergenic"
type P . it o
- H LERK] - "5'"UTR"
- "3""UTR"
« "exon"”
- "“intron"*
KBRS @R 2 T 2 56
13, FATIC C-CAT I B,
type T exon ¥ 7213 intron %R L 7=
number g T e, XV vEsEiEA vy

5 & Gk
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type T exon ¥ 7213 intron % #ER L 7=
B Gith, ¥V v EREA v v ofl
Bk iiH,

totalNumber

|em |FR

AL OMEF IR EILTw5iE

o4 GEIZ TRl ) Z il

ez BIRFAFEL R HAER

P "geneSymbol": null & Fi#k,

geneSymbol H %ﬁaﬁﬁ : [TERT promoter] @ X 3 ic. BEff
e T

[TERT| %#id#d %, [promoter]

X T RED regionType ICFLE T 5,

Pl BEXOWREF I CEEHIN T LR
ISR MRS 5 Kl Ze kA % Gl
N+$ 5] : DAZ4 repeat

regionName

|om |FR

1
I BE
(-t B

;F/xﬁ /_\gﬂ %iliimzjjﬂ\k% ) ho==]
NEo IS I T~ nLENC UV 9o I=E
1
=

=
3
J

Mz 2 > 24 ) =1=Ek
NN V)AET/ C kuu o

T

et |

ok L= A cee g
e J_uLA//\ I‘VJJI':T/ X

pdv
i
=i
il
3
=
M
a5

VSO il Y

N = = [ T o

LB DA %,

’/%55’7“/ LB LR U & oSE1
M E DA
transcnptld 23 null DEE X,
"strand": null & EE TS5 Z & b H],

pE]l
[ERA]

strand

e R

- BESTOREHICRHKI LT3
o 2 Eﬁ;ﬁ. DNA L~ Aozl ik,
cdsChange i SR JEHI & L C HGVS ICHEHL L 72 5304

+$ 1&\7’;éﬂb58§—50
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A vir—v =y 7% T RNA 28
a—FIhhvgHEEEE., * kD
v a—7 4 v I ORELUS
iZ) null &322 &b AEE,

aminoAcidsChange

pez]l
IR ¢
~4+$

BESTOMEHFICRHHI LT3 %
VARTEHL RV TORLE L,
TI/BRIZ1IXFRIL LTS, Xt
WO WTIEA & LT HGVS i #EfiL
L7RiL e T 3 oHEbes4vs,
FERERAEIREE 7 2 AL v
A, null &322 LD AEE,

calculatedEffects

e R

feH (& : 0~
N. X4
IEMERHL
~+$)

“splicing_variant”7z &', 55 #EY) Lo
2R () ORI % Sequence
Ontology TiC# 3 %,

snpEff 7 —)Ld [Effect (Sequence
Ontology) ] %°. annovar Y —/L®
VCF [Func.refGene| IfHY4 3 %18
H, annovar Tl¥. User Guide,
Gene-based Annotation @ Output file
1 (refSeq gene annotation) I fi#gi 2 &
D, Y%HEHDHEE% Sequence
Ontology ICZfAT % 5,

Byl 1 EHFICo % 1 HEEZEID 4T
2o

BH o & LFHE—HTh b L,

sampleltemld

ezl
IR ¢
~4+$

sequencing sample |F#R
(sequencingSamples) D itemld % &t
o UREEIMIBINY v T
WEHRT,

variantOrigin

0 R

paZl
[ERA]

PRHHNE Hh e 22 A Bt i R 81 H ok 2 % B
#,

XC-CAT Tld. MMl Bk 2 2R Bl
NRFNHR DT, KT 2 A3 A M~
—ADNRELEZ T\ b, AND TR0
Liaid, RileER (BE) D~
—ARMFEHI NS,

- "somatic": AHHIAEH R

- "germline": AESHEAALR Y ik
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- "likely somatic": HLAYRYIC |3 IS D
HORAEICH T, Flllid sk & 748
InsGe KRR LR (BEF) o
HEER— AR I N5,

- "likely germline": BLAY Y I | X i
HOREIC BT, EJEMNE RS kR
LTI GG AEGEMIER 2
(B oM~ —ZABER T
%,

matched

i R

7 — Al

JEAZRR A & IR 2 (] L Tt L
f: /\J)Iz:l< 7\7))0

approved

|emt |FR

|

’fﬁﬁ/\ﬁ@i‘ﬁﬂf*%#ﬁm By X723 X
ICHET B HEE I, KRR L L T

uaﬁ‘ IN7- bfﬂ%ﬂﬁ%(true) D

f;b!(false) D%
(77 # L b true)

grade

=

X7
[E R

BRESHOMEMERE T, 2132
hicHEF 2 EFHICEHI N AL RO
ORI A

R 5 ER L CTEdik.

- "clear": BRI 7o { BRHIHEHEER
Ftrr

- "equivocal": low confidence 7z &',

Tﬁu”j Hﬁﬂik’éﬁ ﬁé%%z‘l’o%

e = 23 HE Fo LN
S 353 BYTECEA *CC C D

- MHOBEK I DEEWICED
l’oﬂ" 25 Hm?’élﬁ%ﬁ%?@fﬁbt
ﬁ‘iﬁﬁ?‘% .

(77 #1 b:"clear")

¥clear, equivocal DE. A A HIEEA~
— A&l ZFERAN T 2175, BRI
SLoERZ I 285613, FHic
C-CAT T B,
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BRESEORERREEE, /4132
NICHET 2 fiEF I IN-ER T

A . B 50D
reported . 7= L
H Xirue Dy, C-CAT A EICH

N3 5, truePEEH A ik<—3X

Zold 2 e
(R SR [ 5 DY VAN

fx 2, 5 2
v a1l Jo

\=1-2.VI-1-2. shortVariants & 2 20 &l

(5l 1. SNV D FLE
{
"itemId"”: "variant-1",
TitemIdIC IR T N2 BUR T RE IS L, MESHEEO I %R 2 .,
"chromosome”: "9",
"position”: 135781005,
"cytoband”: "q34.13",
"referenceAllele”: "C",
"alternateAllele”: "G",
—F"sesition’ | "position” & "referenceAllele”, "alternateAllele”(ZVCF v4.3D /L —)L(C
fit > CRLHE T %,
"alternateAlleleFrequency”: 0.54,
"alternateAlleleReadbepth”: 108,
"totalReadbepth”: 200,
"variantType": "SNV",
"transcripts”: [
{
"transcriptId”: ""NM_000368.4",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [

{

”type”: ”exon”’
"number”: 15,
"totalNumber”: 23

b
1,
"geneSymbol”: "TSC1",
"cdsChange”: "c.1960C>G",
"aminoAcidsChange"”: "p.Q654E",
"calculatedEffects”: [
"missense_variant”
]
}
]7
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin": "somatic",
"matched”: true,
"reported”: true
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B

(5] 2. insertion D ECHEHI)

{
"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
b
1

"geneSymbol"”: "ZNF703",
"cdsChange"”: "c.63_64insAGCGGC",
"aminoAcidsChange": "G21_G22insSG"
}

]’

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

"variantOrigin": "somatic",

"matched”: true,

"reported”: true

(#l 3. deletion D ECHLHI)

{
"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”: [
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{

_ "transcriptId”: "ENST@Q000324856.13",

__"transcriptbatabaseName"”: "Ensembl”,

__"transcriptbatabaseVersion”: "v99",
"regionStructure”: [

g
"type”: "exon",
"number”: 12,
"totalNumber”: 20
3

1
__"geneSymbol"”: "ARID1A",
__"cdsChange": "c.3340delC"”,
__"aminoAcidsChange": "p.P1115fs*46",
__"calculatedEffects”: [
_ "frameshift_variant”

_ 1

_ 1

1,

"sampleItemId”: "sequence-3-normal-dna”,

"variantOrigin”: "somatic”,

"matched”: true,

"reported”: true

(il 4. delins DFCEH)
{
"itemId": "variant-4",
"chromosome”: "1",
"position”: 26696982,
"cytoband”: "p36.11",
"referenceAllele”: "GC",
"alternateAllele”: "TT",
"alternateAlleleFrequency”: 0.0993-25,
"alternateAlleleReadbepth”: 52,
"totalReadbepth”: 524,
"variantType": "delins”,
"transcripts”": [
{
_ "transcriptId”: "NM_006015.6",
__"transcriptbatabaseName": "RefSeq”,
__"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [

{

”type”: Ilexonll’

"number”: 1,

"totalNumber”: 20
)

1,
__"geneSymbol": "BREATARID1A",
_ "cdsChange"”: "c.579_580delinsTT",
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__"aminoAcidsChange": "p.E193_P194delinsbS”

_ 1

1,

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

"matched”: true,
"reported”: true

(4] 5. TERT promoter @ aC.#f5l)
{
"itemId"”: "variant-5",
"chromosome”: "5",
"position”: 1295113,
"cytoband”: "p15.33",
"referenceAllele”: "G”,
"alternateAllele”: "A",
"alternateAlleleFrequency”: 0.163,
"alternateAlleleReadbepth”: 15-9,
"totalReadbepth”: 92,
"variantType”: "SNV",
"transcripts”: [
{
__"transcriptId”: "ENST@Q@00310581.9",
__ "transcriptbatabaseName”: "Ensembl”,
_ "transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [

{

"type": "promoter”

i

1,
__"geneSymbol”: "TERT",
"regionName": "TERT promoter”,

n

e
__"cdsChange”: "n.1295113C>T",
__"aminoAcidsChange": null,
__"calculatedEffects”: [

"TF_binding_site_variant”

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

"matched”: true,

"reported”: true

V-2.VI-2. copyNumberAlterations & 7
BTN a v —BEAEFICHEL eI 527 Th 5,
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IERIEH
~+9$)
X4
sampleltemlId Y| IEBZRIA ¢+ | shortVariants & 7' N D figiit % 2
N+$
pEl . .
variantOrigin (E=3 . shortVariants % 7' @ fi#ai % 2 i
GERA]
matched = 7 — A | shortVariants % 7' N O figi % 2
approved =3 7 — V| shortVariants % 7" N O figahi % 2
X
rade = X - shortVariants &% 7' N @ fifEit % 18
B = | ERsY -
reported WZH 7 — VA | shortVariants % "IN O fifgi % 21

V=2-2_VI-2-2. copyNumberAlterations % 7 L&}

()
{
"itemId"”: "variant-9",
"chromosome”: "1",
"startPosition"”: 8921059,
"startCytoband”: "p36.23",
"endPosition”: 8939151,
"endCytoband”: "p36.23",
"copyNumberMetrics”: [
{
"value”: 0.2309,
"unit”: "fold-change”
}7
{
"value”: -2.1147,
"unit”: "log2 fold-change”

3

1,
"copyNumberAlterationType”: "loss"”,
"transcripts”: [

{
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "ENO1"
}
]7
"sampleItemId”: "sequence-1-tumor-dna”,
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"variantOrigin": "somatic",

"matched”: true,
"reported”: false

3

V=3-VI-3. ~rearrangements X 7’
BiRFEA. B, RORE, ¥k & OBEEFHERKOMEEREZ LIRS 2,

% — wREN | s 1
ICERR ‘
I - N( s | TR 2 7
= ~IN, v
rearrangements 4 Bl o4t T x s b T Ch DT L.

W=3-1VI-3-1. rearrangements X 7 N O fifii

¥ — WS | T i
P&l
BinTREICH Y 4T3 1D,
itemld pA | EmEm e |0 oA
At —HEFINT—BOXTFIITH B Z L,
Bl ) )
y Z(Eﬁ BIEFHERD 2 o0 7L —2 2V,
breakends WA o flo&4+ 7Y 27 Pi3d—EThb
AN /4
&,
)
P&l
IERIZRE ¢
chromosome A E| Aa-2A-70- RERFE T
9 ¥¥-1+%
Jutafk o AR AL IE (1-based I X 250
startPosition WZE ELey HOHF i (1-base
)
p&2ll
startCytoband [E9=3 IEHRERH - | R EDO YA PNV F
" +$
Petofh E & T rE (1-based 1€ X 550
endPosition VA E| 2% - L (1-base
)
pE2ll
endCytoband [S9=3 IEHIREL | BTAED A YV F
"N +$
PieceLocat o pE2]l S| EofEARr bRz EIT, P
matePieceLocation =
LEINA] | BLE LR Cllofd &AL Tw b8




&t "upstream", YJEEAE TR CREG L
T % B3 "downstream”,

AR TRl Z D fth D FHERL
("“rearrangementType"”: "“other"”) ®
Btk BT 7 DL OIEIRED 7-
O, BT emlHELRET 5,

ARl 2 B i [VXIT-2,

matePieceLocation| # &M,

TL—J TV FNEYKR—+FTBI)—F

supportingReadCount (E=3 B . % L < IF alternateAlleleFrequency
D7 ¥
TL—2 TV FEYKR—1+F5) -V
totalReadCount (E) B EYR—F LAWY —FEOER B L
< 1 alternateAlleleFrequency D93k,
TL—7T VY Fe L COERMT LM
alternateAlleleFrequen . . FE(0~1 D #ipH)
1 ae g | - :
cy TL—27 TV LT VAEE IR
L7fEZal# 3 5,
A (=
. \ SR . , "
transcripts | . | shortVariants & 7" O fiin % 2 I
N, A7
=7 b)
pEZ|
transcriptld = IEHIZRHL © | shortVariants & 7N D figii & 2
NMA¥¥Es]+$
shortVariants % 7' D figii % S,
transcriptDatabase . pEZ| ) 1 ’
N = . transcriptld Z A1 L 72856, KIEH D
ame ENF B
= AN EHERT 5,
. pezdl
transcriptDatabase . . . N
. = IEHIERIE ¢ | shortVariants & 27/ N O figii % 201
Version
~N+$
Fics (=
) . 1~ . . -
regionStructure = — _ | shortVariants & 27" N D figiit % 2 I
N, A7
=7 })
p&2ll
type WA — shortVariants & 7' N D figai & S
=B EIEN :

49




number (B3 B shortVariants % 7' D fifin % 218
totalNumber [E ) B shortVariants & 7N O fi#iit & I
pEZl
geneSymbol WZH IEHIRIE ¢ | shortVariants & 7' N O fiii % 21
NMA¥Es]+$
A
regionName £ IEMIFRIA ¢+ | shortVariants & 7' N D figiil % 218
s
strand = [éii] shortVariants & 2'N D figai % 218
pEZl
cdsChange (E= EHFEH ¢ | shortVariants % 7N D fifat % 7
N+$
pE=ll
aminoAcidsChange (§9=) IE#IFRIE ¢+ | shortVariants & 7' N D i % 218
~+$
sl (&
T 10~
calculatedEffects (E=3 N, XF% | shortVariants % 7N D figai % 218
BRI
~+$)
EE TR IcE T L -2V VR
¥ 72 CEIETHDOETEHEFH ) =T
DECH,
transcripts @ 2 O ® geneSymbol % it
eyl (| #L2RE 2 ofdd % FERICEED,
orderedGenePairs = X 10~ | geneSymbol IFEEE DA FICHbE T
N, B%) | 8L, —EL T2, 2& 2 Id.

geneSymbol A, B I L, A 2EE L

Ui. B 2SRETRICH 5

"“orderedGenePairs"”: [
["A", "B"]

ii/_il:l\

50




LECHT 5,
KD ARG — AR ORE, Z 077 mlE
ﬁ#m%éhéothiH%%%ﬂ]
oEé, ["A","B"] DABREKIND,
a7, "B7), B, "A"] ] o, ['A,
"B"] &["B","A"] BExNETNMEKEIN
2. (A", "B, ['B","A"], ['C", "B"] ]
D X9 D < HIfHIT 2 2 & b AfhE,
KEIMBLIZW»ICE>T, KX 7D
AN EZEZTEFE 0,
MR R 7 HEME X 786, breakends
T @ geneSymbol D=7 (ZHRE S7 [ DIE
Wazwbol Lcibh, WI7ED~
TOMEIND,

K|
X 2(1‘%3( transcripts @ 2 DD geneSymbol %
(orderedGenePairs @ U ;ﬂﬁ\U EEDIETRICEDE R E 2 03T
J \5/\ %
FER) T - DEH,
7 Ju e (’fﬁu) [IIEML4II, nALKu]
A +9)
BLErEERICsTtxFy FEI N
Kl (= .
é 1 :\:V V@‘I‘FJ:‘TE&O
skippedExonRanges = N j—7 rearrangementType IZ"”exon skipping"”
Y \/ - Y -
ZEINL 7256, RIEHE S AN 2SS
=7 b)
b5,
XA
transcriptld WA IEMIFEH © | shortVariants & 2" D figdit % 218
NA¥Es]+$
_ shortVariants & 7' N D fiai % 2 1A
transcriptDatabaseNa » pe=ll
il T~ transcriptld # A ) L 72856, ARIEHE S
me JE
S o ey s,
) pe2]l
transcriptDatabaseVers . . . .
) F= R ¢ | shortVariants & 7N D fig g % 218
ion At
XA
geneSymbol W IERIRHL ¢ | shortVariants & 2N D fifGi & S
NA¥Es]+$

51




P&l

strand = shortVariants & 7' N D fi et % 2 H
LR ] i
lid % (&
) v | s P8 axsvsnnz sy RBoWN. W
S I N LR S RS A% L T
%
totalExonNumber T L I XY VOB ETLET S,
P& 7 ) LD 2 oD 7L —27 v Kol
) edS - R - | A X 2 iddl,
insertedSequence =
a AACGTN] | #A & M7= BeFI AT TE L 7 W 1
+$ null Z5d# 3T 5%,
HERZd R =+ F25)—FE. LK
supportingReadCount (E9=) R -
I alternateAlleleFrequency D43,
HHERZY R -+ T2 P K-
totalReadCount = R FLZAWY — FEO&ERF LI
alternateAlleleFrequency @ %},
BETAERE Lo R T L ASHE
(0~1 D HipH)
IternateAlleleF T BfiE .
alternateAlleleFrequency f e | > o3 E T TR & L2 Ll
ALET D,
fiesl (&
g RNA-seq 2> 515 5 172 FIHE D IEH.
expressionLevelMetrics (S8 o | BB AT 27 FIFETHEZ
N, &7
Lo
=7 k)
value WAIH BfiE FI & DOfE
FIW 8 D HAHT,
BT I3 R D 6 3FER,
. "TPM"
g - "FPKM"
%
unit VA | e | EPM
1@- I . ”RPKM”
. ”RPM”

¥ ER DA OB AT 25412, F
Bilc C-CAT o Eifg,

52




statisticTtype

=

Pl
[ERA]

R at 8 DR,
RN R D> 53R,
* "mean"
- "median"
- "standard deviation"
(7 #1 F:null)
FEELE A HIE E % R 3 (EHHEH R T
V)EE IR null % FEH
X ERCLME O E R % 3 2 A1,
HHTIC C-CAT 12 B,

sampleSize

=

B

PRI R 2 L 2Rf 03 v T A4
z

XstatisticTtype I null TZg W E % FC#E
L7856, AEBE S RLH RS 2,
(7 #1 F:null)

1sControl

(55

il

7 —

FHI8 % control (IE#) Wik &L L
7z (true) 2>, MR D> HERELL 72
(false) 22,

(7 7 4 v b false)

rearrangementNames

(55

il

A (=
X 10~
N. X541
BRI
N+$)

AR AT 7248 % OB F-FHEIK D
%, Bz X, ""EML4-ALK fusion"”,
B D& TFHNE—HETH B T &,

rearrangementType

WA

P&l
[ERA]

BRSPS REE I L 72 B8 E T
KD %A 7,

ROERIEL 2> &R,

- "gene fusion"

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

- "duplication”

- "tandem duplication"

- "deletion”

* "inversion"

- "truncation”

- "splice variant"

- "exon skipping"

« "translocation"

- "other"

53




X EFCLAAN D 2 4 T fEH T 254 1.
HAHTIC C-CAT 1c 2,
X
sampleltemlId WA IE#IFRIE ¢+ | shortVariants & 7' N D @i % 218
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pEZl . .
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[ERA]
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V=3-2.VI-3-2. rearrangements X 7 i #fjl

(51 1. orderedGenePairs D’ TEIET B HE)

{
"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
1,
"geneSymbol”: "EML4"
}
]
}7
{
"chromosome”: "2",

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

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

"transcriptId”: ""NM_001353765.2",
"transcriptbatabaseName”: "RefSeq”,

"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
”type”: ”exon”,

"number”: 3,
"totalNumber”: 10

i

I —
__"geneSymbol”: "ALK"
}

}
1,
"orderedGenePairs": [

["EML4H’ "ALK"]
1,
"supportingReadCount”: 30,
"totalReadCount”: 430,
"alternateAlleleFrequency”: 0.07,
"rearrangementType"”: "gene fusion”,
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched”: true,
"reported”: false

W2, 7v—2xz v FZTLICEEHY) — FEL. TULABEE 2 EH T 2858)
{

"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”: [
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”typell: ”exonll’
"number”: 7,
"totalNumber”: 22

1,

"geneSymbol”: "EML4"

"chromosome”: "2",
"startPosition": 29445240,
"startCytoband”: "p23.2",
"endPosition”: 29445249,
"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
1,
"geneSymbol": "ALK"

}
],
"orderedGenePairs”: [

["EML4", "ALK"]
]7
"supportingReadCount”: 30,
"rearrangementType”: "gene fusion”,
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched”: true,
"reported”: false

(5] 3. insertedSequence TFTET % &t
{

"itemId"”: "variant-15",
"breakends”: [
{
"chromosome”: "14",
"startPosition”: 234567,
"startCytoband”: "p13",
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"endPosition”: 234567,
"endCytoband”: "p13",

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

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

"chromosome”: "2",
"startPosition”": 321672,
"startCytoband”: "p25.3",

"endPosition”: 321672,
"endCytoband”: "p25.3",

"matePiecelLocation”: "upstream”,
"transcripts”: [
{
"transcriptId”: null,
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol"”: "LINCQ1865"

}
1,
"insertedSequence”: "GTNNNNNCAT”,
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 0.07,
"rearrangementType"”: "other"”,
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched”: true,
"reported”: false

(5] 4. exon skipping- D&

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

"chromosome”: "7",
"startPosition”: 116771654,
"startCytoband”: "p22.1",
"endPosition”: 116771654,
"endCytoband”: "p22.1",
"transcripts”: [

{
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"transcriptId”: "NM_000245",
"transcriptbatabaseName": "RefSeq”,

"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
”type”: llexon”’

"number”: 13,
"totalNumber”: 21

}

]
-_ -
"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
3

:|
J— N
”genesymbol” . ”ME "

3

}
1,
"skippedExonRanges”: [
{
"transcriptId”: "NM_000245",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "MET”,
"exonRange”: [14, 141,
"totalExonNumber”: 21
3
1,
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 0.07,
"rearrangementType”: "exon skipping”,
"sampleItemId”: "sequence-2-tumor-rna”,

58



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

3

(#5] 5. translocation—DIHHE)
{

"itemId"”: "variant-17",
"breakends”: [
g
"chromosome”: "14",
"startPosition”: 105857793,
"startCytoband”: "p11.2",
"endPosition”: 105857793,
"endCytoband”: "p11.2",
"matePiecelLocation”: "downstream”,
"transcripts”: [
g
"transcriptId”: null,
"transcriptbatabaseName”: null,

"geneSymbol”: "IGH",
"regionName”: "IGH"

"chromosome”: "8",
"startPosition”: 127735729,
"startCytoband”: "p11.23",
"endPosition”: 127735729,
"endCytoband”: "p11.23",
"matePiecelLocation”: "upstream”,
"transcripts”: [
{
"transcriptId”: null,
"transcriptbatabaseName”: null,

"regionStructure”: [

{

"type": "upstream”

3

1,

"geneSymbol”: "MYC"+
Il],_.eg]eql 53”: " SStFEEHH”

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

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

"variantOrigin"”: "somatic”,

"matched”: false,

"reported”: true
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otherBiomark . X 10~ , R
[ et s
ers N, A7 R ”
fdslo#4+ 7Y 27 Pi3—EThb T &,
=7 F)

vi-1.VII-1. otherBiomarkers & 7' N D fi#tgi

W ES . .
¥ — T — 2 M Bz
# ’
XA
N P i NAF=—Hh—icEH YT ID,
item WZH S -
At —HEFINT—EOXLTFHNTH B Z &,
AT I A~—I—DX [ T,
2 A TIERD 6 FER,
- "TMB": #5252 A i (Tumor Mutation Burden)
. <'MSI': w4 7 a7 74 b ALEH(Micro-
. . A . .
biomarkerType WZE (et Satellite Instability)
I - "LOH": ~7 uiEAtoiE%k (Loss Of
Heterozygosity)
X BRI D 2 4 TR T 2856 1%. FRiic C-
CAT 1T BHi4K,
TR BAE DTG
RAI(EE 0 s .
, _ ~ C  EAosA T2 b R—ETH B L,
biomarkerMetrics Ey=) ~N. 7 B ‘ . _ L.
, 1) XS RER R X, YYD A 7Y = 7 b
I
BRI,
FREEE
1 WZH e
e - (#1) 5.15
TR EE D HAT,
s | -
) o HALIBENBICX > TR AR S,
unit WA IERFRI
| %
' BEREA R H T — DA null ZLHWT 5.
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LA MEEMED 2 4 7,  (##]) Mutations per megabase
metricttype VA IER SR MSIsensor score
N+$ percentage of MSI sites
N A F = —H— DIRAE & R DERIL D 5 IER,
 "high"
- low"
- "intermediate”
LA - "stable"
state (S5) ,
[EIRA ] - "cannot be determined"
W % S L 7228, fER2 LRCUAAN 05 1E, nul %
FCk,
X EECMALOE IR 2 i 3 2 54 1%, FATiC C-
CAT ic ZdHg,
%Ei}”fi;‘; WE i 0 sk 77 0 T 7 & DB
descriptions = A FHSES L I TIC O W TlE, comments & 7 D
contents X 7 % £,
~N+9$)
biomarkerOrigin = \X?ﬁu shortVariants &% 7'\ O fi# & % £ i
LER]
pEZl
sampleltemId WH IEMIFRIR ¢ | shortVariants & 7' N D et % 07
~+$
matched (=3 7=l shortVariants % 7'\ O fi#&i % 22
approved T 7 — N shortVariants % 7' O fifai % 221
grade [S9=3 [;;i] shortVariants % 7' N @ figai # 218
reported W 7=l shortVariants & 7' D fifdhi & 218

VvI-2 VII-2. otherBiomarkers & 7 g0 &4l

()
"otherBiomarkers”: [
{
"itemId”: "biomarker-1",
"biomarkerType": "MSI",
"biomarkerMetrics”": [
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"value”: 5.15,
"unit”: "%",
"metrieFtype”: "percentage of MSI sites”
1,
{
"value"”: 2,
"unit”: null,
"metrieFtype": "MSIsensor score"
}
]

TR UM IEH 57 2 AL OME X EETFTE T 25612, "biomarkerMetrics” & 27 NI ECA
FKicd %,

"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"

:I’

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

"reported”: true

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

"itemId": "biomarker-3",
"biomarkerType": "LOH",
"biomarkerMetrics”: [
{
"value": 24.14,
"unit": "%",
"metrieTtype”: "LOH score”
}
]’
"state”: "intermediate”,
"sampleItemId”: "sequence-1-tumor-dna”,
"reported”: true

63




64




N5

NI\

—*

%

compos
iteBio f
marker b
s

%

N/
o

. S PPN o1l B R S
s B AETTP T < NV KT U — Co
- A 49
> %a\ §E N ALz, [
comporrentlt ) Ho % 5
A %ﬁl-} S, St _
emtds R = S e

RS

3
y

65




P

M
O s

2
J

—#hH~

COIIIIIITIILS

ko ¥ 70 S )~ ) )1
(=N

O oaoa <@ K~ ULXT TV v

I FH

77
Ao

E2MNY

7] =P
4

=" W

7] =P
4

77
S

JJ =p
|

™ EH

i
Eas)

H| 4|

H| 4

ST

1)

" .

n

Neamnacita-_1!

MigamT AN,

)

TcCiTro— COMpPoSTTC=
.

n

“

Nyyoydan+ 14"
Vatriaht

4

Moy an+ 10N
Vatriaht

.

"

oo TOTT

AL=1AY

"DDAE_NRCT1-_AlK fucian!
DIAT — N

r
C

Ndacerintianc!.
GESCHIPtTIOoNRS

+run

"vroanavrtad.

T ot

T CPOT—TCo

66



A= N

oz HLL L
NETN

e

-

EIEN NAZ g "5 >

|2 L Iy & ]

=i %
=T <

h})J—

[E=ES

==

=
X

S

RNAAR AR CRNA):

[

T4

o

n

"

n

[

4E
~F

s

el

M= %R

A
7

—

A
g

—itemid

——amalysisQu

g

El

67



"

LLIVANE Vs e
= =R
"

m

PASSITOTIIIAT .

DI ol = Rl =
IdI1 .

»e

n

; J
L -
. 6 Gl
f=nN NJ _ﬂm Ln iy °
B o 3 T | ]
S= — v
Ny i ° = L g
M 7 - ~e .
. 1(0] = RE
W 3 .EEn I oﬂ = L
s ; (i R0
e e E ~+ N |+ 5
i 4 3 L 3
ﬁ It ) wil . ol
%I B\ H ) of Bl )
: id | 7 o R NEHE: k:
£ 1 W J e 1 3 N x| B R o
A S Hel A oI S x| § 4o ] T
13 é & | L & S| £| | 2| F| £| &
E LTl o S ” @l El :
VAV \\_ .ﬁ TInIJ .HA .HA L o WN HLL = A = Hu
ARt y oK =l B = =| =24 e B

H=E

%_%

%_%

N
=
sl
sl

R

s

H|

R

A

: :
| | B &

—sampleStat

wmmm gy Wm

N/

~JJL

n

68




N/

=k
L

"

n

cEg

mo

227357 (0/
==\70)

o

N
I

=i
~JrJL

N/
>

L

1 2 L TYNTA 2
ISFEE A T vy DINZY L 7C

5 > by g

=N

o

~

cEe

\ Bk

plary

"

"

"

n

TN

TG AT
n

ANz Sy L2 23
VU7~

N

n

TN

N/

=S
\nJL

2

2

=3

——efi

VIII. expressions X 7

i

n

" .

n

" .

"5

¢

n

n

" .

n

n

n

.

n

n

n

" .

n

.

n

n.

n

.

n

n.

n

n

n

.

"3

69



n

n

.

n

n

n

1 .o

n

" .
.
" .
n
"

.

n

EARNERD

.

"

n

.

n

T

70



expression ¥ & FL# 3 %,

¥ — eSS 7—xH wt
. . FeH(RX 1~ | expression THE#REN £ 77
expressions 53 s s e
N, #7v =2 1) |BAOFA TV =2 MI—ETHDZ L,

VI11-3_VIII-1. expressions X 7' N D i

¥ — AZEES e 7 — 28 At
pE2l
. o FIEICH Y 4T3 ID,
itemld WA IEMERHL . -
At —IEFINT—EDOXFITH B Z L,
readCount (5= R U — M
AR X -
transcripts | 1~N, #* 7 | shortVariants & 7' N D figiit % 2
Y7 b)
pE2l
transcriptld = IE#IZRIE ¢ | shortVariants & 2N D figgit % 218
MNA¥¥s]+$
' . shortVariants & 7' @ fi#ai % 21
transcriptDataba . peE=l ) .
TE o transcriptld Z AJ) L 728556, ARIHHEH D AN RS
seName [EH] 2
. pE2l
transcriptDataba . ) . N
. (5= IR ¢ | shortVariants & 7' N D figint & 201
seVersion
N+$
FA(R X
regionStructure TE 1~N, # 7 | shortVariants & 7N D i % 218
Yz b)
LA
type WhZE N shortVariants & 7N O fifii % I
=B %45t -
number £ B shortVariants &% 7' N @ fiftiit % 28
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totalNumber (E9= B shortVariants % 7' N O figii % 21
P
geneSymbol WA IEFHFKIA ¢ | shortVariants X 7' N D figait & 2214
NMA¥Es]+$
P
regionName (A3 IEBIRIE ¢ | shortVariants & 7N D figiil & 28
~N+$
pEl -
strand (595} b shortVariants £ 2" D gt % 2
LER
pE2l
cdsChange £ IEMIFEE © | shortVariants & 2PN D figit % 218
N+$
pE2]l
aminoAcidsCha ” ) . N
e IFHIFEI | shortVariants 2 27N D fiai % 2218
nge
8 N+$
Fedl (R &
0~N, X%
calculatedEffects = | shortVariants &% 7' @ fig&5 % i
IERIRE ¢
~N+$)
. Fedl (R &
expressionLevelMe o N R -
) WIH 1~N, 4 7 | rearrangements & 7' N D fi#ai % 218
trics
Y2 )
value MR #iE rearrangements & 7' N O it % 217
pExl
unit W i ) rearrangements X 7 N O fif i % 28
[t ]
pE2l .
statisticTtype = - rearrangements X 7 N O i3 % 217
B [ERA]
sampleSize = AL rearrangements X 2 N D fifii & S8
isControl = 7 — Rl | rearrangements X 7N D fiEEt & S8
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pEl
sampleltemlId WA IEHFKIA ¢ | shortVariants 2 7' N D figin % S8
~+$
approved TE 7 — VB | shortVariants # 7N O figiil & 28
SCF . .
grade (E=3 NN shortVariants &% 7' @ fiin = 2 i
E— iR i
reported WIE 7 — A | shortVariants & 7'N O figiit % 28

VI11-4_VIII-2. expressions & 7 zC&ifl

¢,
"expressions”: [
{

"itemId": "expression-1",
"readCount”": 9928,
"transcripts”: [

{
"transcriptbatabaseName”: "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol": "MET”
}
]7
"expressionLevelMetrics”": [
{
"value: 28.24,
"unit": "TPM",
"isControl”: false
1,
{
"value": 142.7,
"unit": "TPM",
"statistieFtype": "mean"”,
"sampleSize": 20,
"isControl”: true
1,
{
"value”: 134.2,
"unit": "TPM",
"statistieFtype": "standard deviation”,
"sampleSize": 20,
"isControl”: true
}
]7
"sampleItemId”: "sequence-4-normal-rna”,
"reported”: true

3
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IX. armLevelChanges % 7

Qetafs - et o Z L oGl % LE T %,

F*— Ve 7 — &M B
armLevelCh - fid4|(F & : 1~ | armLevelChange {E#H&EN % 7,
anges = N, #7Y =2 1) |BSlofEA+ 7Y =2 bi3—EThHsT L,

IX-1. armLevelChanges % Z'[N @ fi#&i

*— A ESES 7 — 28 B
. . L etk - Reta ki 0 ZkicE b T3 ID,
itemlId WH ISR . -
o —EFIN T -EDOXFIITH B Z L,
Qutafk - R O Z{LD X 4 7,
ZA TERD0EIRT 5, FllicowTid
International System for Human Cytogenomic
Nomenclature (ISCN) 2020 % g,
- "Zamp"”: HEIE
armLevelChangeT o P&l - el R
ype - LERK] - BRI
- iy AT
- "dup"”: HE
- "ex" AEHE T K
X R DAL oE IR 2 - 2 56 1. FHiic C-
CAT I ZhHHg
A (R T
cytobands WA I~N, &7 | 34 F NV FOFER,
Y7 )
XFH
chromosome WA Aﬁ[i% RtafhEF T
9 ¥ |49
G EliZ, XD 200 0#EIRT 5,
" XFH .
arm (£ S I R .
- 2q" B
pe2ll
region = IERIERI 0 | 34 b oYV N O
N+$
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A (R & -
0~N, ¥ | RESHSEEF IS L 23Ok - ROABiliEo
armLevelChangeN . .
(i8] Fll ZAL D 44,
ames
IERRHEL . | B 0% T IE—EThd T L,
N +9$)
Pl
sampleltemld WH IERIRHL @ | shortVariants X 7' D fiFEt & 2 IR
~+$
approved TE 7 — V| shortVariants & 7' N O figai % 28
Pl
rade T - shortVariants & 7N O fi#ii & 2 I
— (R :
reported WZH 7 — AW | shortVariants & 7N O figgit % 218

IX-2. armLevelChanges % 7 5 #

@
"armLevelChanges": [
_{

"itemId”: "arm-1",

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

. {
"chromosome”: "7",
"arm”: "qg"
N
_ 1
"sampleltemId”: "sequence-1-tumor-dna”,
"approved”: false,
"grade”: "equivocal”,
"reported”: true
)
_{
"itemId”: "arm-2",

"armLevelChangeType": "del”,
"cytobands”: [
{

"chromosome”: "17",

n

3

1,

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

n.n

arm”: "p

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

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

{
"chromosome”: "X",
"arm”: "q",
"region”: "28"
_h
{
"chromosome”: "14",
"arm”: "q",
"region”: "11.2"
3
1

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

1,
"sampleltemId”: "sequence-1-tumor-dna”,
"reported”: true
3,
_{

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

g
"chromosome”: "21"
3
1,
"armLevelChangeNames”: [
"iAMP21"
1,
"sampleltemId”: "sequence-1-tumor-dna”,

"reported”: true

_ 3
]
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11.X. nonHumanContents & 7

b SO AEYIE(Y 4 VR E)IC D COERE LT 5,

¥ — RS T — 2 B!
nonHuman . Ei%|(F & : 1~ | nonHumanContent [HHREFK Z 7,
Contents . N, #7271V |BHo&EA 7TV =7 Mii—EThHbI L,

vi11-5_X-1. nonHumanContents X 27'N D figkih

¥ — IAZEESCE 7 =2 EE!
=]
itemld WA Ei;fﬁj AR ID.
item K7H LK P ¢
At —HEFINT—BOXFHTH 5 T &,
X
organism WhZH IERIZREL - BEXEOMEF I S T 5 LY % ik,
N+$
FlA (R &« 0~ .
contentMetrics (E=3 ( . otherBiomarkers % 7N D figiiii % 218
N, 7Y =7 })
value W Bl otherBiomarkers % 7N D figiiii % 2 i
pe=l
unit W2 IR otherBiomarkers & 7'\ D figgii % 218
~+$
pEZl
metricttype PAZE| BRI otherBiomarkers &% 7'\ D figigii % 2 i
~N+$
FeA (R &+ 0~ .,
N< - nonHumanContent D&t
N =R . —r .
descriptions T EHEES L OBITICO W T, comments X 7N D
IERIZREL - .
contents X 7' % £,
~+9)
X
sampleltemId WA IEHIZRH shortVariants % 7' N O fifai % 221
~+$
approved TE 7 — shortVariants % 7' O fifai % 21
S
rade F= - shortVariants & 7N D fifai % 218
B Eoey ’
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reported WIH 7 — B

shortVariants & 7' N O fi#

1T Fal + PR 2= == 1
VI =6+ nomrrumanContents SO ECT

X-2. nonHumanContents & 2" 3¢ &ifl

()
"nonHumanContents”: [
{
"itemId": "nonHuman-1",
"organism": "HBV",
"contentMetrics”: [
{
"value": 65,
"unit”: "reads-per-million”,
"metrieTtype”: "virus-derived read sequences
}
]7

"descriptions”: [
"Hepatitis B virus.”

1,

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

"reported”: false

n
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XI. compositeBiomarkers X 2

shortVariants % 7' copyNumberAlterations & 7', rearrangements X 7 D BE % A EHD

A~ —h— BEFEFEOMLADLE, SBEFORIER L) Oz il#s

5o
WA
¥ — 7 — & aiiH
— &ty | T —
fcyl (&
compositeBio - X0~ |EHE~—N—DERENX T,
markers — | N, A7 | W&+ 7Y/ b iz—HEThHs L,
=7 )
XI-1.  compositeBiomarkers % 7PN D fEii
DAZEES . B}
¥ — - 7 — &l i
pEll
emld e e Ho~—N—icE YT ID,
item M ZH % S
rid —HEHIN T HOXFITH 5 C &,
FeHl(RX 2
. ~N, FH | R & 7 BB B (itemId) DRECS,
componentltemlds | #ZH . .
IERIERH - BeH D& XTI —EThb T L,
N +9$)
Fer (R @1 B
m BEStOREFCHERIL W HAY—H %%
biomarkerNames WNZH ﬁ ALE,
| OE XTI —ETH B L,
A+$)
A (RE 20 -
m HE~— 71— DOFHL,
descriptions = ——— | FHEEL L ORITIC oW TlE, comments X 2 ND
— IERIZRH
— | contents X 7' %A,
~N+$)
approved = 7 — L shortVariants % 7' O fifai % 21
p&ll
rade = shortVariants & 27N D fif i % 218
B [Ees] :
reported WZH 7 — 7l shortVariants & 7N D figai & Sl
XI-2. compositeBiomarkers £ 77 5t &k fjl
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(f51)
"compositeBiomarkers”: [

{

"itemId”: "composite-1",

"componentItemIds”: [
"variant-14",
"variant-15"

1,
"biomarkerNames”: [
"BRAF-NRG1-ALK fusion”

1,
"descriptions”: [
"Three genes are fused together to produce the fusion gene BRAF-NRG1-ALK."

1,
"reported”: true

_ 3
]
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BEXIL FEHIE
HFEHEIEICO VTRt 3,

¥I1-1-XII-1. itemld
itemld DfiiZ. 77 AN T—HEThdZ L, flHiZ. EEDOXFE,

B=1+=1XII-1-1. itemld @ ZCE
itemld 3BT 2% &% 7N TD itemld DE DL HEHH IO W TRT,

variants & 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 % 7'

"itemId"”: "composite-1"

"itemId": "composite-2"

"itemId": "composite-3"
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¥I-2.XII-2. matePieceLocation
breakends Z 7' WIC{E7E$ % matePieceLocation 12 OWCE#$ 5, Wit LT, $bfk
D SRR E B E O F M D 7 BT A B (upstream), FHIOS% WIGFTE R
(downstream) &% 3%,

X OERTEYIECY O B - TiiE 3R 5

1X-2-1X1II-2-1. matePieceLocation ® it #
KoM %255 C VCF JE (v4.3) TOXRBZIR L7225 matePieceLocation DFL
HTEERT,
mBEEEE VCF OfIIZUTOFF 2 XY P ORKRELZELEZDDTH S:
The Variant Call Format Specification VCF v4.3 and BCF v2.2
https://samtools.github.io/hts-specs/VCFv4.3.pdf

PR D

(Y 7 7 v v ZARE| O PIRE O FHAE 2 % 51D
876543 876544

Chr1 ‘!’m ._(E)
W@@Y

v

1200000 1200001
@
u X

®
2222233_ 2222234

- o 'e
Y YA

VCF ER coad#k:
EROFNEFNOBEFEMK D VCFvA.3 It 7-ad#iz ko L 513, UTHloL
WH5HE SR EROFFTICHIGT 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 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

K7 +—=v b TORHE:

FID
RafhE s 2o G R0 R % & ZRES TR B OESICE 2 fib > T3 D

T, 7L—2T v FDOF 7Y =7 b D-matePieceLocation DffiiL"downstream" & 72 %,
—J7. BaRES 1 oS0 /12 &, BRI OBYNICE Z b > T b DT,

matePieceLocation Ofifi |3 "upstream" & 7z %,

(HID)

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

3,
{
"chromosome”: "1",
"startPosition”: 876654,
"endPosition”: 876654,
"matePiecelLocation”: "upstream”
}
]
170
RtafhES 1 llofEER» O R 2 & SEES TRl oy iIcE 2 #ib > Twd D
T, 7Y x 7 r ®-matePieceLocation Dffi{—"downstream"-& 7z %,
et fhkFK S 3HIDREE S b R84 D FFk7Z © ¢, matePieceLocation—Dfl 13—
"“downstream"*~ & 72 %,
(#51@)
"breakends”: [
{
"chromosome”: "1",
"startPosition”: 876543,
"endPosition”: 876543,
"matePieceLocation”: "downstream”
3,
{
"chromosome”: "3",

88



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

}
]
[©)
RtafhFS 2 MloREER2 O R 5 &0 SIECH] R O FCICE 2 Hib > T b 0D
T, 4+ 7Yz 7 b D-matePieceLocation Dffii3"upstream"-& 7z %,
etk FH 5 3OS S b R 7256 S A7 © T, matePieceLocation— D 13—
"“upstream"* & 72 %,
(#H1®)
"breakends”: [
{
"chromosome”: "2",
"startPosition”: 1200001,
"endPosition”: 1200001,
"matePiecelLocation”: "upstream”
3
{
"chromosome”: "3",
"startPosition”: 2222234,
"endPosition": 2222234,
"matePiecelLocation”: "upstream”
}
]
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