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LIZL®IC
I-1. HI

CREHIDAT 7 L7774 ) v REOHRGONIBETRET 207+ —~<v b
I, BERESE S IGBEWEH 2, ZOERDZD, H—WaHAD TR—D Y 7 +
V7K o T, BB TRE T — 2, B L 7 2B ICEEA R RER 2 R 5 2 &
I, BEHICE > THEEE o T3, BAYT ) LEEER OO — L TAlt%
HRMNAEE ST 2 72013, AFNBAT 7 570774 ) v 7REICE T 386 TR
T—RD—MR T A=~y P EED LI LBLETH D,

RERHT, QWA T ) 670774 ) v IBREBEC L > THRONI B TRET —40
—W7x 7+ —~<v b, CATS (BAT /7 LRERHE(L, cancer genomic test
standardized) 7 4 —~< v b DLk Z G L 72 ERCH 2, CATS 74—~y F DT —
&« AF¥—=<F, JSONEFE 7 7 4L "schema.json” IC X > TERINTEY, KERT
TN Z T 5,

FADEEIZLUTTH 2, GRENBAT ) L7077 4 ) v IBRERIT 5 RESHEII,
CATS 74—~y M T, C-CAT @ X 5 7l B HBERE ~ 8 7 855 7 — 2 %kt
T3, AR IZ. CATS 74—~ v M CREINELETRE T —&ICx L,
BRR 7 — 2RI L C. ef & 75 280 EEA PR FRA T2 32, A7 r—~<v
FCIRBETFRET -2 ENRE T L, BIRKT— 213, FtoBB AL TICREINLTL
THRESHIZMS 2 & BHRARCATREME A E W20, HRE Lk,

I-2. HI5&

o MEMIITIE : MEXMEL O UFBNBAT 7 2707 74 ) v 7REDBERT
RET— 2%, T, WEEIOEIKT — 2 22 L., BDAFBRN—2%FHL T,
flél % DB T-ELHE IR & 7e 2B I0EEA 3 X OREIRERIG R 2 R 3 2 BEEE, B
& LT, C-CAT,

o MAEMEITRE  WEHARAY /) L7 a7 74 ) v IRE O A4 OB TRETF — &
I, sl & 7x 208 SEE AT B REER G HSHAT b - EF . ple L, C-CAT i
HAER, WRAEMETERE L TR0, MERRREE L, RESHEIRIT T 2 RE
ROWEE.

®  DAMGEN—R 1 BADEEFREIC, &M & 7 28 GSEA - AR GAER % BT T 72
7 —Z~_X—2Z, fl& LT, C-CAT CKDB (cancer knowledge database)*> OncoKB
(Chakravarty et al, 2017, JCO Precision Oncology),



[-3. WZHSEMFIT DN T

® WIH:JSON DBl I FlEd 2 L &, MAHDIHH

o (R MERFERE I B CEACERABRER ICHLT oz b, REXEOBR
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II. C-CAT o5 »HIA
I-1. 7 7 4 L D% EE

G AT 7 L 7a 774 ) v I7REBEIC L 2 EETERE T — 213, BEStE) S C-CAT
~. CATS (gncer genomic test §tandardized) Tx—~v FMCCGEMNTIHERD Y T3,

II-2. A D#ipH

T — X WE PR E N EE T RER, CATS 74—~y F~D AT ORRTT, Bl L ¥
Wi & N7 BETEERAN LRV T T S v, AN E N3G T BE & 2 IR 2~ — 2
DER%Z. C-CAT HAEMEICHNT 20 LAavhid, B2 %2 (Preported” s X
Wgrade”) ZIEET 5 & CERTE £,

T NEETFEY] L. LT TS % shortVariants 7% EOBEETREZFRT EAiL
NXAVDF TV 27 b REL. FNEY T OEMEH—>—2 %5t 0oTiidH v T4,

INHLEBRIEYE 272 L C°, MEASHOREMEREE. 77132 NICHET 2| ICHE
INTEETEREDIFEREZ LT AL TE X v, ARH#FHICH 286 B ofF#HIZ. C-CAT
FAEER~DLTHITEEHIICLTFE W,

I1-3. BE

o (TEHHIANERDOIHHTHAY, TELZLETANLTLZI Y, XVE AL TV
&, C-CAT HEMBICHE VT L Y% DEAICHKEBRERA I TN | st
DIRARRIMEH 2 L 0 L T C-CAT fAERKOEER LV S E o720 T 2 A[RetEd &
DEF, £/, BEDOMD C-CAT HEMECIEZ & ZFEHIN TR TH, Rk Cff
i, X 0% < DERBG IRl »H 0 3, Blik C-CAT X v, EFEHHDA
NCOWTRHEIIG L THEET 2 223D Y 5,

& T AXNHEMPHERIN-ETCOERLRTEEY (b T % reported”: false DELT-HE D&
WT), TELRETEBMLTCT S, 25 Thul, BESOREMEREED 7 +—~
v bR D o -G A, MESICHAEDEE LD, HBEICX o Tid C-CAT &R
RO o720 T2 A[REMED H D £ 77,

1I-4. &

KIHHWNT C-CAT It oFEEEHEIZ, X ctidH LT T,



III. metaData & 2
A 2 ERETLEHT 5,

schemaVersion ¥ —, referenceGenome X 7', configOptions # 7', comments X 7 235 %

ns,
*— WA Vabalr it A
metaData WA d7 =7 b ARTF—REH 2T

III-1. schemaVersion ¥ —

¥ — A EE SR 7= B!
XA
schemaVersion WA IEHIZRI ¢ JSON 7 7 A VDR F —<EHFENN—Y 3 v
~0-9¥¥.]+$

III-2. referenceGenome X 7
V7 7Ly AT 7 LEHNCEET 2B EGLEHT %,

F— MRS 7 — 42 H Bz
referenceGenome WAIE Fd7Y 27 b V7 7L VR LEEHNICEE S 5 EH

[11-2-1. referenceGenome & 7 N D figdi

*— A B 7 — x B
¥4 \
= Ei;;fq . AT CERLZY 7 7Ly R T
name = A )
Ats LA & Bed S 5,

X3 Y7 7Ly RS ) LSO GRC (77 LB

grcRelease W IERIFRI Qv T )Y Y —% ID FEHT 5.

AGRC.+$

FeH (K& : 0~ | name 2 ZICRE#k L 720 7 7 L v 27 7 LEH
N. X541 DA,

descripti (9= . e
escrIptions EHFEH - FHSEE L USITIC oW TlE, comments &
~+$) 7 N D contents X 7 % Z:HE,




III-2-2. referenceGenome X 7 ZC &}l

(f5 1. NCBI @ RC#LHI)

"referenceGenome”: {

"name": "GRCh38.p13",

"grcRelease”: "GRCh38.p13",

"descriptions”: [

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

Consortium.”

]

}

(f5l 2. ucsc o FELHEH
"referenceGenome”: {
"name”: "hg38Patch11”,
"grcRelease”: "GRCh38.p11",
"descriptions”: [
"GRCh38 Genome Reference Consortium Human Reference 38 (GCA_000001405.22))"
]
}

(f5 3. GbC DFCHH)
"referenceGenome”: {
"name”: "GRCh38.d1.vd1",
"grcRelease”: "GRCh38",
"descriptions”: [
"Homo sapiens (human) genome assembly GRCh38 (hg38) from GPC, GRCh38.d1.vd1"
]
3

III-3. configOptions & 7
C-CAT CKDB @ X 9 B AHGHR— R L D= v F v 7 &l § 2 %27,

WA | TR .
*— o 1 e BH

F 7Y | BAHER— R D~y F v BT G ERER X

configOptions | &=
EVP =7 b | 7,




I1I-3-1. configOptions & 7' N D figiit

x —

WZHSET

P

N

B

typeLabelsInte
rpretedAsKbA

mplification

(5%

gl

FeA (R &
I~4, 3%
7))
[EHR

23 A HIGHR A~ — R 12 B1F % "amplification" (2 & —
BOgiE) & LR s, AN OER
THRE T~

R DFER A 5 FR (I CTEEAT])

- "copyNumberAlterationType: amplification”

- "copyNumberAlterationType: gain"

+ "copyNumberAlterationType: duplication”

- "rearrangementType: duplication”

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

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

typeLabelsInte
rpretedAsKbL

0SS

1

gl

AeHl (R &
1~5, XF
20))
LERA

DA — R BT 2 "oss" (2 & —%HA)
LTINS, RESHMAH OB TR2E 7
~)b,
R DERIE A 5ER (AN CTEEART)

+ "copyNumberAlterationType: loss"

- "copyNumberAlterationType: deletion"

- "copyNumberAlterationType: homozygous
deletion"

- "rearrangementType: deletion”

- "rearrangementType: exon skipping"

(77 4 v b : "copyNumberAlteration Type:
loss",

"copyNumberAlterationType: deletion",
"copyNumberAlterationType: homozygous
deletion")




DX AHNFEA — R BT 5 "geneFusion" GEfn 1l
#) L LUERI NG, BEREHOER TR
7~

ROER 2> IR (BLHI N CEEATA)

- "rearrangementType: gene fusion"

A (R - . .
typeLabelsInte | ~d. Y - "rearrangementType: gene fusion and
~4, XF
rpretedAsKbG = 51) frameshift variant”
eneFusion U - "rearrangementType: bidirectional gene fusion”
[ERR] , .
- "rearrangementType: other
(7 7 # /L b: "rearrangementType: gene fusion",
"rearrangementType: gene fusion and frameshift
variant",
"rearrangementType: bidirectional gene fusion")
DSAHIER N — 21T BV B "inversion”" GFfiz) & L
TR E N5, RESEMHOELETRE 7~
AR E « | 2,
typeLabelsInte N -
” 1~3, F | ROEWR A HFER (EHINCEEART])
rpretedAsKbIn = . .
. A1) + "rearrangementType: inversion"
version . . .
[ER - "rearrangementType: truncation”
- "rearrangementType: other"
(7 7 # v b : "rearrangementType: inversion")
BAHHER — 212 BT B3 "deletion" (KK) &L
TIN5, BRESHMEN OEEFR=E 7~
Vo RIEH 13183 % shortVariants & 7' B 1F
% R Tlid7 { . copyNumberAlterations & 7" &
rearrangements X 7 DR K% KT,
R DFERIE A 5 ER (BHIH CTEEART) .
fcs (& @ | - "rearrangementType: deletion"
typeLabelsInte . )
. 1~8, 3% | - "rearrangementType: truncation”
rpretedAsKbD = . .
. A1) - "rearrangementType: splice variant"
eletion . . o
[ER - "rearrangementType: exon skipping"

- "rearrangementType: other"

- "copyNumberAlterationType: deletion"

- "copyNumberAlterationType: homozygous
deletion”

+ "copyNumberAlterationType: loss"

(77 # v b : "rearrangementType: deletion")

10




typeLabelsInte
rpretedAsKbD

uplication

(55

Gl

sl (&
1~6, X5
511)
[E R

XA KA — R 31T % "duplication" (FH{E) &
LTI N2, BMESHMEHOERTRE 7 <
o
R DERIE A 5EPR (AN CTEEART)

+ "rearrangementType: duplication”

- "rearrangementType: tandem duplication”

- "rearrangementType: other"

+ "copyNumberAlterationType: duplication”

+ "copyNumberAlterationType: amplification”

+ "copyNumberAlterationType: gain"

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

"rearrangementType: tandem duplication")

typeLabelsInte
rpretedAsKbT

runcation

=

sl (&
1~7, X
511)
[EHR

AR — 212 BT % "truncation" (FEifE) &
L TR En g, RAESHAHOEERETRE 7~
o,
R DFER A 5 R (BHIN TEEAT])
+ "rearrangementType: truncation"

- "rearrangementType: deletion"

+ "rearrangementType: inversion"

- "rearrangementType: other"

- "copyNumberAlterationType: loss"

- "copyNumberAlterationType: deletion"

- "copyNumberAlterationType: homozygous

deletion"

(7 7 # ) b: "rearrangementType: truncation")

typeLabelsInte
rpretedAsKbE
xonSkipping

(5%

gl

sl (&
I~4, 3%
511)
[EHR

3 AR~ — 212 51T % "exon skipping" (=% ¥
YRSE) & LTHRE NS, BESKHEHOER
THRE T~

R DERIE A 5EPR (AN CTEEART)

- "rearrangementType: exon skipping"

- "rearrangementType: splice variant"

- "rearrangementType: deletion"

- "rearrangementType: other"

(7 7 # /L b: "rearrangementType: exon

skipping")
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typeLabelsInte
rpretedAsTran (S

slocation

Gl

translocation")

DS A HIEE~ — 21T B % "translocation" (HrEE)
LTINS, ESHEN OBIE T2
BFl(Rx @ | ~ov
1~2, F | ROERE D O3FR (BN CEHEAA) .
¢, - "rearrangementType: translocation”
[ER - "rearrangementType: other"

(77 4L b: "rearrangementType:

AeHl (R &
1~18, XF
20))
LERA

rpretedAsKbR £

earrangement

gl

frameshift variant”

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

+ "rearrangementType:

deletion"

DXAHNFEA — R BT 5 "rearrangement”  (F3A
i) & LTSN, mESAEN 0@ s 152
7,
R DERE A 5EPR (AN CTEEART)

- "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 # /L b : "rearrangementType: other")

I1I-3-2. configOptions & 7 Gt &4

(B

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

12




"copyNumberAlterationType: gain”,
"copyNumberAlterationType: duplication”

];

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

:Iy

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

:Iy

"typelLabelsInterpretedAsKbInversion”: [
"rearrangementType: inversion”

]’

"typelLabelsInterpretedAsKbbeletion”: [
"rearrangementType: deletion”

:l)

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

:l)

"typelLabelsInterpretedAsKbTruncation”: [
"rearrangementType: truncation”

]

13




I1I-4. comments & 7
B 75 (variants), -4 #~ — 7 — (otherBiomarkers), sequencing sample ¥R
(sequencingSamples) IZXf 3% 2 A v b Z5l# T 5, itemlds ¥F— L a XV F 2 AND
contents ¥ —EHE N5,

¥ — WA Vabal it Bz
Fesl(EX 20
e LA v MEREN X S,
comments = ~N., A7 R
s b BiAlog A7y 227 Mii—BThiT &,
I

[11-4-1. comments & 7 N fiEsi

* Sl =i
—_— 7-- — I —é
St ’

B T8 (variants). 2¥A4 4~ — 71 — (otherBiomarkers).
Ficyl (X & | sequencing sample {##i (sequencingSamples) ® itemld (#2
0~N. 37 | A, HEEIAT]) ZlH.
itemIds | #%H 4 FEFI RO 2 X v P il 256, itemlds DR X130 &
IEREH . | 35,

~+9$) XKitemld ZFCHEL 7256, C-CAT FHEEAE R~ 13 I8H S
A

itemId I3 2 2 X v F ODHE,

gl X
?§§EX$ BISCIE . HEE 1 AT, BRI
. ) Hahn, RS WSTE S 2B O BEECHIT T
contents | 4AZH | ~
e T e
;+5' METEREOLTFHOGEHIRITa — F %2 & 4,000 SCFLL
' 2]

[11-4-2. comments & 2 5t &=l

()

"comments”: [

{
"itemIds": [],
TitemIdsfitdll DR X 20D A IIMRERAR~Da X v F 2RKT,
"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




TEIAICS T2 E® 256813, BV0ERE L THITCid#dT %,
]
1,
{
"itemIds": [
"variant-1"
TROEDZRBHAERICN T 22 A v P 2T 25513, NRDitemldZFl#k T %,
:Iy
"contents": [
"TSC1 functions independently of TSC2 and mTORC1.”
]
IS
{
"itemIds": [

"variant-1",

"variant-5"

T HBOZ BRI T 23X v P 2id#l T 25613, EEDitenldZil#T 5,

:I’
"contents": [

"Although Cb4 T cell percentage in Tscl1-/- mice was not strongly affected by Bim
deficiency in vivo, TCR-mediated apoptosis of Tscl1-/- Bcl2l11-/- double knockout Cb4 T
cells was less pronounced compared with that of Tscl-/- cells. (Kai Yang et al.)”

]
3
]
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IV. testInfo Z 7

AR Z LS 5,
¥ — WS 7 — &M it B
R FT s .
testInfo WA ; BREEREN 2 7
IV-1. testlnfo % 7N D figai
¥ — S 7— 2 B!
CFH
testld AEl IEHERHL mES TN 2EED ID
~+$
BECHEMNST 2Rk AGDE,
- "tumor-only": BEER{RD A CIEMT 21T > T
256
. - "tumor and matched-normal": FEER{A & 15
testType VA E i%ﬁq koA CHEH L Tw 354
(A - "tumor-only (cell-free)": &L 7 Y —H{RkD &
TN 21T > T\ 255
- "tumor (cell-free) and matched-normal": ‘v
7 ) —ffk e IEEREoORECHEH L Tw 2545
targe'tRegion - Ei};;;{ : b(\?d 7 TANTERIN TS X =7y FHBO
Version N—a Vv
~+$
A
softwareNam o
= IERIFRH B L 28Ity 7t o =74
© ~+$
softwareVersi . IE?,;;;J : softwareName ICC#( L 72V 7 bV = 7 D=
on /\.+$ a v
p&EZ| fERH L 7z p vkt
panelName A IEHERHL MR T LT AR IR R CHEDTT
N+$ iX. FFATIC C-CAT ¥ TEMZKD Z &,
A
panelVersion WA IEMIFERH 0 | panelName ICFCE L 72 ¥ A MR DO N =2 5 v
~+$

16




IV-2. testInfo & 7 s & {5

(B

"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
X —7 v ¥ —IC X % sequencing sample &% & T 5,

IATEES B}
*— — & i
s ]
sequencin e BeFl(K & : 1~N, | sequencing sample 1HE#HEN % 7
gSamples - ATV ) B DEA TV 27 FMid—ETHDB I L,

sequencingSamples & 7' DY D& & X, tumorOrNormal O i3 fEE (A (tumor) % 72 1%
IEH A (normal), nucleicAcid D {25 DNA A& (DNA) F 72 1 RNA #{A&(RNA) & 3 %
L. RKT4THD,

V-1. sequencingSamples & 27" O i

¥ — MRS | T4 A
=%l
itemId WA E;;;{ . | AR D,
em T T | e Eoich s T L,
sequencing sample {H#H 2 EEAHR A (tumor) 2> 1E
=~ I P N % o
tumorOrNormal WAZE X%ﬂ Bt (normal) 2% Gk
[EER + "tumor”"
* "normal"
B o N7 AR 23 DNA Mk sk 2> RNA ik
leicAcid o ezl o3k 2 % S0
nucleicAci WZE
LER] | - "DNA": DNA #ifk sk
- "RNA": RNA {4k %
FRE S DIE © 5 fENTHRE R O fE % FE,
p&EZ| - "pass": &%
li =
resultQuality T ]  reference”: B
< "fail"s AR
ezl
specimenType (§9=3 IERIRE | MESHOMEF ISR S 1T 2 BRI D ]
~4+$
Kl (&
| L oE i~ |
sampleMetrics T N, 472 | BFO&F TS 22 b E—EChs oL,
=7 )
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value WA il

HIEAE,
() 91.52

p&EZl
unit WA TERIERI -
~4+$

HIEAE D AT,
BALIIENRIC L > TR %,
(%) %
BEBMEL A H 7 — D5 1T null Z5C#KT 5,

paZl

type 2 1
[E R

HIEMD 2 4 7

- "totalReadCount™: = v 7T N Tl —F
EEUHRY — VI

- "totalMappedReadCount™: = v 7I 7=k
— M

- "duplicateReadsPercentage": E#EH

- "mappedReadsPercentage": ~ v v’ v 73

- "meanReadDepth": ¥ HUEE

- "medianReadDepth": FeHURE D H YLl

X ERCUAS DEIRK & 3 2 A ld. Fiic
C-CAT c ZEik,

Hes (&
X 10~
= N, ¥
51))
[ERA]

suspectedSample

States

[av x| ©X57%%bL\wDNA F721%
RNA 4 v 7 v DR % ER (AN TEEA
LIPS

- "contaminated": 2 ¥ % I O A[FEME:

- "deaminated": FFPEDNA iCE 75> F > v D
Wi 7 3 2 AL 23 BEE 7o Al HELE

- "fragmentated": (FFPE DNA) Wik {23863
7z "l ReME

- "degraded": (RNA) 7323803 72 vl REME:

+ "low tumor purity”: {KfEEMILEH =

- "low depth": {KHHGRE

V-2. sequencingSamples & 7 5t &1

()
"sequencingSamples”: [
{
"itemId": "sequence-1-tumor-dna"”,

"tumorOrNormal”: "tumor”,
"nucleicAcid”: "DNA",
"specimenType”: "FFPE",
"sampleMetrics”: [
{

"value”: 91.52,

"unit”: "%",
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"type": "duplicateReadsPercentage”

};
{
"value": 87.31,
"unit”: "%",
"type”: "mappedReadsPercentage”
})
{
"value'": 247,

"unit”: null,
"type": "meanReadbepth”

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

}

]

5

"itemId”: "sequence-2-tumor-rna”,
"tumorOrNormal”: "tumor”,

"nucleicAcid”: "RNA",
"sampleMetrics”: [
{
"value": 11928428,
"unit”: null,
"type": "totalReadCount"”
};
{
"value': 9542742,
"unit”: null,
"type”: "totalMappedReadCount”
}
:Iy
"suspectedSampleStates”: [
"degraded”
]
})
{
"itemId": "sequence-3-normal-dna”,
"tumorOrNormal”: "normal”,
"nucleicAcid”: "DNA"

3
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VL. variants X 7'

B BB TR 2 50#E 3 5, shortVariants £ 77, copyNumberAlterations & 7,

rearrangements X 7 03EE N5,

F

Sl

SN

% — 2

f: 7=

B

=

variants

e | AR

A7V b

BT REGHREN 2 7

VI-1. shortVariants & 27

IR R, FREIOFFALRKK, KK AL EDORRZILET 5.

* — MRS 7 — & AR

hortV e (& 01 | 1EEAR, RV o ALK, RELFHEARY
SNor a

- = ~N. 7Y | OfERERK 2 7,

rants 228 | BB F T s M ETHL L,

VI-1-1. shortVariants Z 7'N D fi#tsh

VAE| _ ' -
¥ — st F— 2’ i
. . L B TREICE Y 4T3 ID,
itemlId WA | IEBIRIA o -
At —HEFINT—EOXFHNTH B C &,
pEZ
chromosome AEl LRI Qeta iR
AN a-zA-Z0-
9 ¥¥-1+$
Qutafk LoV ERATE, HEEDRETTE
1Tl 1-based FEEER ZfHEH L. VCF
v4.3 ICHEo TR T 5, (GUdRfl e L
T VCFv4.3 D pagel3 iCH b LD
2, V7 7Ly R atCga, AR
. . N IS at-ga, V) 7 7 L v RHfFEDO C D
position WA R . .
HPLIE DS 3 DI, "position": 2,
"referenceAllele": "TC",
"alternateAllele": "T" & FKid T %, kil
DY |, "referenceAllele" 13V 7 7 L
v AR, "alternateAllele" |78 I EL
KT, )

21




Pl

T .
cytoband . IR B FREDHZH A LNV F
T /\'+$
% paZl U7 7Ly R,
referenceAllele - IERIFRH VCF v4.3 1> TRl 3 %, scdfl
“| AACGTN]+$ | i3 E3 position D% 5,
AL TR
VCF v4.3 IZff > CRl# 3 5, sL#ifl
. 12 _EEC position DA% A,
. P2l _ -
IA oA TV ED=AT - T LV
alternateAllele . IERIFRH . .
ZE| 1Z. B® shortVariants & 7 D% &
NACGTNY*]+$ o
LT CRL#d 5, % DEE,
comments Z 7 ICHRD itemld & <L
F-TLATHDEZLIKT %,
M
alternateAlleleFrequency N #iE R T L VHHEE (0~1 D HipH)
'ff y EIREE N =)
totalReadDepth » B B EtFe R (R ME 1)
{55 " BTN
alternateAlleleReadDepth . I 72 SR HL oD Se R FE (s IMiE 0)
mEALOWEF ICRHB I T 28
fTREDO 247,
ROfEH 53R L CTELHEL,
"SNV"
. * "insertion”
_ fE: pa2l ,
variant Type . . - "deletion”
= [ER] W
- "delins
- "indel"
. "MNV"
XN D 2 4 TR 256
. C-CAT IcHAHER
REAEGEY) DG,
flosA+ 7y =7 Pii—EThHb T
% A (R 1~ .
transcripts N, A7 =z7 ° . B _
P 8 . T | K RIS % S
2 HER LBIET I & oW OiRERE
Y&z (5
. A XA BREFEY) 1D % GCdk (i
transcriptld
ZH IEHIFRI NM_000368.4).
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NA¥Ys]+$

EHEH: D 72 8%, sub-number (D RFE
THE) % &0 5 & wim fiET
5, AvEA—=—V =y JTHEBOLED
7= DERFFEY) ID 23MFHE L 78 Wity
1Z.

"transcriptld": null L E#EFT L LD
A,

transcriptDatabaseName

Pl
[ERA]

BRGEY) ID IS 5T — XX — 2R
Ho

RD 2 DHh HFERT 2,

- "RefSeq"

+ "Ensembl"

transcriptld 2% null D E 1%,

" transcriptDatabaseName": null & it

W2z,

transcriptDatabaseVersion

o R

pezll
IERIRHL
~+$

FEHF— 2 R—2DNN—V g VAR
HHo

XELHD WA X, C-CAT 233 ®
ToN—=YavMEHINS,

regionStructure

o R

BB 1~
N, &7 =72
)

AR TS OB 1B 3 2 5 & i
o

type

paZl
[ERA]

BRESMHOWMEF ICHWMIN TV 3E
¥ DALIE I B3 2 il e 1 Hio

R IR L CTEi#,

+ "promoter”

+ "upstream"

- "downstream"

* "intergenic"

- "5'UTR"

- "3'UTR"

+ "exon"

* "intron"

X RSN #2535 56
iX. FFATIC C-CAT I FLH A,

number

0 R

B

type T exon ¥ 7z 1% intron % #R L 72
Lit, =¥y vEeEliifvioy
Feo % i #,
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type T exon ¥ 7z 1% intron % &R L 72

totalNumber E L Bt ¥V ERIIA v rryoR
= H % TR,
RESOMEF ICRHHI LT 5E
L% GBI TEl5) % sl
BIETHFELRWEAIE
. FH . . .
geneSymbol A A geneSymbol": null & Fl#,
el [TERT promoter| ® X 5 ic, BHHEft
NMA¥Es]+$ S
o N BEIET 0D B HE.
[TERT| %id#kd %, [promoter]
I3 FRECD regionType ICFCH T 5,
" P2l RELEOWMEHF ICRHMI T 5 5
regionName . IERIZRH W OMEE T 5 Rl 2 nEi A & Bl
= ~+$ 5] : D4Z4 repeat
REDmE,
" g %%ﬁﬁ’i:/ LA LR U & 051
strand . - "+ A E DAL
= LEIRA transcriptld 2% null D E 1%,
"strand": null L EC#E T 5 Z L HA],
mEStOMEF ICREHI LTS
DNA L~ ToZ1b% itk
. JEHTE LT HGVS IC#LL 7-Kid &
2 P2l 3.
cdsChange 4 IE%;??‘%}EJ Ay ke x =y 2 UG RNA 30
3 a—FIamvHEaE. (* k)
v a—7 4 v IO RGEELS
i) null &332 &b A[HE,
BESTOMEHFICRHHI LT %
VRO LSV TOEA R L,
“ XA TR 1 FREL LT B, £ DM
aminoAcidsChange i IR ICOWTIHERIE L€ HGVS I #E4L
a N+$ L7=Kidk 3%,
JERFRGEIRE T 2 BE L W
i, null &322 & D A[HE,
RO (& ¢ 0~ Ziplicing:zariani’ﬁ &L MEHEEY) Eo
" N 255 (HE) A@@ﬂ%% Sequence
calculatedEffects = L Ontology TRt# 3 %,
ALS) snpEff  — L ® [Effect (Sequence

Ontology) | %, annovar Y — /L ®
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VCF [Func.refGene] \ZfH243 % IH
H. annovar TIi%. User Guide,
Gene-based Annotation @ Output file
1 (refSeq gene annotation) ICf#F2% %
D, Yi%HEHDOHGE% Sequence
Ontology ICZH#aTZ 5,

FCHlo 1 2R ICo2 1 HeEZHEI0 4 <
%o

B D& L FHE—ETH 5 Z &,

sampleltemld

H

Pl

IEAIERH

N+$

sequencing sample &
(sequencingSamples) @ itemld % &t
#H, UHREREIMIBEI NS v T E
WEET,

variantOrigin

i R

P&l
[ERA]

FAHH CL >k > A Bl e % 471 e >k 2 & B

#,

XC-CAT Tld. MAHNE sk 2 2R Bl

N R AN HIR DT, BRER T 2 D3 A KR~

—ZADNREEZ T b, AJIH7R0»

Gt leZe R () DR~

— AN S,

- "somatic": AR HK

- "germline": AEFHAMNE R A Hik

- "likely somatic": HLAYFYIC |3 IS D

HOMRAICIH T, Rk & 48

INnHGG XKML RE (BE) o

HIFE~N — A XN 5,

- "likely germline": B 1< |35

HDIREIC I T, GRS sk

ETHEINGGA  KAENEMIERIIZE
BO(RHE) OHER— AT

%,

matched

i R

s

eI & IR MR 2 L CRgtT L
728 D

approved

i R

s

Tﬁ %ﬁ:@*ﬁﬁ%%ﬁ H, ¥kixz

ICHEF 2R EIC, AR LT
uaﬂié é’bf’:lu{z:? L (true) 2> % 9
T7\ (false) 2,
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(F7 b true)

grade

o R

Pl
[E R

BESEOMREM MG EH, £7213%
MICHES S H IR T W2 Z RO
B
R HIEPR L CTReH

- "clear": BEBEK X 7% < HEHY

- "equivocal": low confidence 7z &',
B I BERR X 2558 5

- "suppl": MHOBER X DA W ICE
HoF, BRICNET S HRERBL
e WGEICENT 2

(F7 +1 b "clear")

X clear, equivocal DHE. A HFEA~
— A%AfE o RN T 2179, LEC
SO 2 5 2356 13, FHHiliC
C-CAT I EHfE,

reported

7 — Al

BESEOMREM MG EH, £7213%
MICHES 2 HGEH ICRCi T e B] T
B B DD

Xtrue DYy, C-CAT FEMEFICH
3%,

VI-1-2. shortVariants & 7 20 &l

(5 1. SNV D ECE)D
{

"itemId"”: "variant-1",

TitemIdiC (FRH & NzB R RE IO L, BMESHHEE O FI 2k 5,

"chromosome"”: "9",
"position”: 135781005,
"cytoband”: "q34.13",
"referenceAllele”: "C",
"alternateAllele”: "G",

T "position" & "referenceAllele”. "alternateAllele"(ZVCF v4.3D L — L ICHE > CRidL 3

%,

"alternateAlleleFrequency”: 9.54,
"alternateAlleleReadbepth”: 108,
"totalReadPepth”: 200,
"variantType": "SNV",
"transcripts”: [

{

"transcriptId”: "NM_000368.4",
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"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{

"type": "exon",

"number"”: 15,

"totalNumber”: 23
}
:Iy
"geneSymbol”: "TSC1",
"cdsChange"”: "c.1960C>G",
"aminoAcidsChange"”: "p.Q654E",
"calculatedEffects”: [
"missense_variant”

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

"matched”: true,
"reported”: true

(5l 2. insertion DFECHEH)
{
"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
}
:Iy
"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

(5 3. deletion DECHMH)D
{
"itemId": "variant-3",
"chromosome"”: "1",
"position”: 27097751,
"cytoband”: "p.36.11",
"referenceAllele”: "TC",
"alternateAllele”: "T",
"alternateAlleleFrequency”: 0.1203,
"alternateAlleleReadbepth”: 32,
"totalReadPepth”: 266,
"variantType": "deletion”,
"transcripts”: [
{
"transcriptId”: "ENST00000324856.13",
"transcriptbatabaseName"”: "Ensembl”,
"transcriptbatabaseVersion”: "v99",
"regionStructure”: [
{
"type": "exon",
"number”: 12,
"totalNumber”: 20
}
1,
"geneSymbol”: "ARID1A",
"cdsChange": "c.334@delC"”,
"aminoAcidsChange"”: "p.P1115fs*x46",
"calculatedEffects”: [
"frameshift_variant”
]
}
:Iy
"sampleItemId”: "sequence-3-normal-dna”,
"variantOrigin”: "somatic”,
"matched"”: true,
"reported”: true

(5 4. delins DECHEHI
{
"itemId"”: "variant-4",
"chromosome"”: "1",
"position": 26696982,
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"cytoband": "p36.11",
"referenceAllele”: "GC",
"alternateAllele”: "TT",
"alternateAlleleFrequency”: 0.0993,
"alternateAlleleReadbepth”: 52,
"totalReadPepth”: 524,
"variantType": "delins"”,
"transcripts”: [

{
"transcriptId”: ""NM_006015.6",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon",
"number"”: 1,
"totalNumber”: 20
}
:Iy

"geneSymbol”: "ARID1A",
"cdsChange"”": "c.579_580delinsTT",
"aminoAcidsChange”: "p.E193_P194delinsbS”
}
1,
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched"”: true,
"reported”: true

(5] 5. TERT promoter D FC#H)
{

"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”: "ENST00000310581.9",
"transcriptbatabaseName"”: "Ensembl”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{

"type'": "promoter”
}
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1,

"geneSymbol”: "TERT",
"regionName”: "TERT promoter”,
"cdsChange": "n.1295113C>T",
"aminoAcidsChange"”: null,
"calculatedEffects”: [
"TF_binding_site_variant”

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

"matched”: true,
"reported”: true

VI-2. copyNumberAlterations # 7
S ha v —BEEICHL TiHkd 247 ThH 2,

¥ — WM | T a0 i
FA (R - .
. o | A —HEEEN 2 T,
copyNumberAlterations | {T5E I~N, #7 . .
SEUSS AV OKEA 7Y 27 Mid—ETHE T L,
v T

VI-2-1. copyNumberAlterations % 7" D figai

* — S T — 2 A
XA
EInFREICE Y 4T3 ID,
itemId WA IEHIERIA -
e g | O EOXTIITh B L,
XA
ERISRIE
chromosome = I PetaiiF s
~Na-zA-Z0-
9 ¥¥-1+$
startPosition = B etk b o Btk E (1-based 12 X % 50#0)
XA
startCytoband (§=3 IERIERH © | BASRALE DY A b Ny R
~4+$
endPosition = B etk o T & (1-based 12 X % 50#0)
XA
endCytoband (E9=3 IEHERBL . | THiEDOY A P F
~4+$
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copyNumberMetrics

el

£

iyl (K
X0~
N, &7
=7 }F)

o v — R O fIENE & BT,

value, unit ® 2 2D F =L 54 7Y
= 27 b+ DOEH, unit 2557 A{ED 2 DL
EH25E1Z. BT 2 U Eoldd|c&
o

Bilo#A+ 7y 27 Pi3—EThb

&

value

#fE

= v OHIEE

unit

WH

paZl
[ERA]

HIEAE value D B,

BT IR 0> & 3EIRATRE,

- "copy number": 2 v’ —#%{

- "fold-change": TEHB{ARICN 3 5 fif5
Btk (LI n7z) FHURE O

+ "log2 fold-change": “fold-change” ®
log2 %=1

- "fraction-of-gene": i€ X N7z B F
T D 5 b 2 v — AL 75D E
Ao

XKz OO B ZMEMT 2551213, F
HiiC C-CAT I ZEAHE,

copyNumberAlterationT
ype

paZl
[E R

BELHORERIREE. 3z h
ICHES SR ICRI I e 2 v —HR
Hox4 7,
K H> o R L CTEl#,

- "amplification”

- "gain"

- "duplication”

+ "loss"

- "deletion"

+ "homozygous deletion"

* "neutral"
X ERLLSN D 2 4 TR 2 551,
HHTIC C-CAT I ZEHH,

transcripts

WA

Kl (&
X1~
N, &7
=7 )

shortVariants % 7N D fifsh % 218

transcriptld

(55

sl

P&l
IERIRH

shortVariants & 7' N D fifgi & 208
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NA¥Ys]+$

shortVariants & 7N D figsh # S04,
transcriptld # AJ) L 7285564, REEH S A
N zHERET 2,

transcriptDatabaseNa i« P
me ' [EHR]

il

pEl
T IEHIFRH ¢+ | shortVariants & 7N O fifsh % 218
~4+$

transcriptDatabaseVer

sion

iy (R
. T 1~ .
regionStructure (E=3 . | shortVariants % 7' N D figdhi & 208
N, 7

=7 }F)

P&l

\ shortVariants &% 7' @ fifii % i
%5 "

o
RN
/4

type

number T

i
i
B

shortVariants & 7' N D fig gt % 24

¢
5
5

totalNumber TFE shortVariants % 7N D fifsh % 2218

pE&EZ
geneSymbol W7 KA ¢ | shortVariants & 7' N D it & 208
MA¥¥s]+$

pEZ|
regionName (E9=) IEHFKIA ¢ | shortVariants & 7' N D it & 18
~+$

pEZ|
strand = ) shortVariants % 7' D f#ii % I8
[#i i

P
cdsChange = IEHIRIL ¢ | shortVariants & 7' N D fiii % 211
"+$

pEZ|
aminoAcidsChange (E=3 IEHIZRIR ¢ | shortVariants & 7N D figdi % 218
~+$

Fic A (R
X 0~
N. 5
IR ¢

calculatedEffects iR

il

shortVariants & 7N O fi#sn % 28
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"+9)
S
sampleltemId AR IERMIRHEL ¢+ | shortVariants & 7N D figgh % S
"+$
P . .
variantOrigin = e o shortVariants & 7" @ fig&hi z 2
[EHRA]
matched (S95) 7 — AL | shortVariants & 7N O figd % 2
approved A3 7 — AL | shortVariants & 7N O figii % 2 i
P
rade (5= . shortVariants &% 7' @ figihi % S
° [EHI] ]
reported il 7 — A | shortVariants & 27" O fifii % 2

VI-2-2. copyNumberAlterations % 2 5C#k {5l

(B

{

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

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

{
"value”: 0.2309,
"unit”: "fold-change”
}y
{
"value": -2.1147,
"unit”: "log2 fold-change”
}
1,

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

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

3

1,

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

"variantOrigin”: "somatic”,
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"matched”:

true,

"reported”: false

3

VI-3. rearrangements X 7

B FREA, BHE, ROREK, Uik & 0B MR oG Rzl 5,

¥ — WAL 7 — s iy
AR 1 ~ \ .
- | BETERERERES 2 7,
rearrangements = ~N, #7¥ s
20 W&+ 7Y =7 PiE—ETHbI L,

VI-3-1. rearrangements X 2"N D fif i

¥ — HmEM | T4 AiEH
pEXl
Bl PR ICE Y 4T3 1D,
itemId WA IERIZRI ¢
o g | AN EOXEITE L,
Bl (& . .
5 2( ¥ BIETEEBRD 207 L —271 v,
breakends WA - WS O&A 7Yz Mz —EThHsC
AN /4
Eo
)
pEZ
IERIZRH
chromosome e Aa-zA-Z0- P ERLNIR S,
9 ¥¥-1+%
etk F oAt A1E (1-based 1€ X % &0
startPosition WZR B REH PRI (1-base
#)
pExl
startCytoband (E9=3 IEMERE - | BB E D A oS B
N+$
ek F oo 17 {7iE (1-based 1€ X % &0
endPosition WZH B REH FETE(1-base
#)
pEXl
endCytoband (F=3 IERRI . | RTHIEOY A PNV ¥
N+$
) ) s pEZl ZIRES LG Erb Rz i, ¥
matePiecelLocation a1 e . . .
LENA] | B E B clofy e L Tnwb
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A3 "upstream", YJPRALE T CREG L
T 35413 "downstream”,

BIE TG 2 Ofthd FERK
("rearrangementType": "other") D&
3. LR T ) LELORED o, G
I s e rm RS 5,

FEAH 7R R I 2R [XTI-2.

matePieceLocation | % £,

TL—J LV P Y R—+rF25)—F

supportingReadCount (E9=) R #. 3 L < % alternateAlleleFrequency
Do
TL—7 TV FEYFR—1r325Y)—F
totalReadCount (ED=3 B EHR—F LAWY —FHDOAEN dL
1% alternateAlleleFrequency D43Ek,
TL—7 TV FELTOERRT LS
alternateAlleleFrequen ) JE(0~1 D#ipH)
! (3 U A . o
cy TL—s Ty FTLIeT LVHEE R
L7 % sl# 3 %,
262
. . 31~ . \ .
transcripts W . | shortVariants & "IN @ fi#gi % 2 i
N, #7¢
=7 b)
XFH
transcriptld EE | IEBIRB ¢+ | shortVariants % 7' N D i % S|
NMA¥¥s]+$
. . shortVariants & 7N O fifin % 2,
transcriptDatabase . X )
N = (A transcriptld Z AJ) L7256, ARIHHE D
ame R .
AN =HERET B,
. pe|
transcriptDatabase . . . N
) TE IFHRFEH ¢ | shortVariants & 7 N D fEE % 218
Version
~+$
iesl (&
. T rl~ . . N
regionStructure = . | shortVariants & "IN @ fi#gi % 2 i
N, #7¢
=7 b)
XA
tvpe WA ) shortVariants & 7N D figa5 % 21
P EIEN ’
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number (5= BE shortVariants % 7' N @ fi#&5i % Z: i
totalNumber (9= R shortVariants & 7' @ fig &5 % Z: i
pe|
geneSymbol WA IEHIZRI ¢ | shortVariants &% 7' N D fi# & % 4
NMA¥Es]+$
pEZ|
regionName 51 IEHFKIA ¢ | shortVariants % 7N D i % 18
~+$
strand (E=3 [é;i&] shortVariants % 27"\ @ figai % 22 i
XFH
cdsChange (E9=3 IEHIZRI ¢ | shortVariants &% 7' N @ fi# & % 24
~+$
pe|
aminoAcidsChange 5= IEHFKIA ¢ | shortVariants % 7N D e % 218
~+$
iesl (&
T 10~
calculatedEffects = N. 3FF | shortVariants &% 27" N @ fi# & % 24
IERIFRHL ¢
"+9$)
BETHBRICEWT L2y Vi
7 CEBIETFHOWBE N HIEFEDH ) =T
DRECH,
transcripts @ 2 2 ® geneSymbol % it
HL72RE 2 DN % FERICF D,
Bcsl (& | geneSymbol 1FEEE DNE TS A &dbE T
orderedGenePairs () X0~ |E#HL, —EBE&T5, &z
N. %) | geneSymbol A, B ixf L. A 23x5E F

Ui B URETHICH 254,
"orderedGenePairs": [

A", "B
]
LECHT 5,

36




KB AHGER — AR OBE, 2 OITHIE
WMk I N5, 728 2 ["A", "B"] ]
oEé. ["A","B"] AR INDG,
[["A","B"], ['B","A"] ] o&&, ["A",
"B"] &["B","A"] Bz ENMEIN
2. [['A","B'), ['B","A"), ['C", "B
D X S5 cHliA < HlfET 5 2 & b AlhE,
MEIRRLZVDICE > T, KX 7D
AN ZZEZTTF I,

MKAR 2 TR EM S -5, breakends
T @ geneSymbol D=7 (FHLE 5 [0 D1F
W7 b DL LCifbin, MiJjmo -~
TR INDG,

Aic 4]
y Z(E)'C transcripts @ 2 2D geneSymbol % .
(orderedGenePairs @ » Hﬂ ) B DNEAICH DY 2K E 2 DT
WA A
TE5R) DL,
IEMIERHT
(W'J) ["EML4", "ALK"]
~+9)
BETHEBRICL>TAFy a3 N
Hes (= L
x 11 * V®‘I\ﬁ$ﬁo
skippedExonRanges (5= N 7]_7 _. | rearrangementType IC"exon skipping"
N v -
ZIERL 7256, RHE O AN 25T
=7 b)
%o
P2l
transcriptld W7 IEHFKIA ¢ | shortVariants % 7N D e # 18
NMA¥¥s]+$
hortVariants & "IN @ fi#gil % 21
transcriptDatabaseNa o A ot e.u’lan ’ "
9% | et transcriptld Z AN L 72555, ARIHH B
me IR B
ANz RS %,
. pE2]l
transcriptDatabaseVers . . . -
) H= EHIFRIT ¢+ | shortVariants & 7' N D fi#dh % I8
ion At
P2l
geneSymbol sl IEHFKIA ¢ | shortVariants % 7N D e % 218
NMA¥¥s]+$
pE2]l
strand = . shortVariants & 7N o fieh % 28
i) :
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A (=

2Fx v TFINTF Y vBSOHF, B

exonRange W7 X2, B ) e
0 ih - KT O Xy vERSIIHIICE T,
%
totalExonNumber (5= R XY VO ZHET %,
XFH | F U LB D 2007 L —2 v FOR
) . IEMERBL - | I A T Lz,
insertedSequence = .
ANACGTN] | #fiA S N7z BCHIDMETE L 72 WA I,
+$ null Z5#HT 5,
Rz —F325)—F#, dL<
supportingReadCount (5= BE -
I alternateAlleleFrequency D 4%3¥-,
PRz R —F 32— FEE ¥R —
totalReadCount (E3= BE FLZRWY — OGN LI
alternateAlleleFrequency D43+,
BR TR S L COZRMT LS
(0~1 D#ipi)
IternateAlleleF T Kfie
alternateAlleleFrequency f Ml | o0 E TR & L C2hET L - (%
FLHT 5,
Hes (=
g RNA-seq 2* b3 b L7z FEEEH OTHH,
expressionLevelMetrics (E=3 | B0 A T s i ETHBC
N, A7
Eo
=7 b)
value el il FEH R DA
FEEL R D BT,
HAZ TR D 6 2R,
. "TPM"
X'_._’ﬁlj . "FPKM"
unit WA . M - "FPM"
[ERA]
- "RPKM"
. "RPM"
X EE DS o B 2 T 2 5613 F
Hiiic C-CAT I1C BhHAK,
ZRIBat = D,
FERE R D> & 3F IR,
t g | R T
e = ) - "mean
P GER |
* "median

- "standard deviation"
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(F7 1 F:null)

FEHIR N HIE % R 3 (EHETRE TR
W5 null & EREL,

X EEC S oER 2 9 2 56 1%,
HHIC C-CAT I ZhHAK,

sampleSize

55

Gl

B

ERIHEIREZFE L R0y v Iy A
Z

¥type IC null ThRWEZZGCHEH L 728
. AHH b 2SS 5,

(77 # b :null)

1sControl

£

7 — Bl

FHBIR % control (IEH) A 2> & £EL L
7z (true) 2. MRS & BRI L 72
(false) 22,

(77 # v b false)

rearrangementNames

5%

ol

I ZI€=2
X 10~
N, 374
IERIZRHE
N +9)

RE XL T 72l 4 DS T FHRERK D
i, il 21X, "EML4-ALK fusion”,
DS X FHNE—ETH BT L,

rearrangementType

WA

Pl
[ERA]

BRAE DAL FICECI L 728 s 1 P
x4 T,

R DIERI D> 5 IR,

- "gene fusion"

- "gene fusion and frameshift variant”

- "bidirectional gene fusion"

+ "duplication"

- "tandem duplication"

- "deletion”

+ "inversion"

+ "truncation”

- "splice variant"

- "exon skipping"

- "translocation”

- "other"

X EFCUNND 2 4 TR 554513,
FHTIC C-CAT I BEHAg,

sampleltemId

WA

AN
IERIERH

N+$

shortVariants % 7N D fifai & 2208
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pE2]l . .

variantOrigin (=) e shortVariants & 7"\ D figai % 2
[EHRAK]

matched (R=) 7 — A | shortVariants 2 7N O figa % 2218

approved (=3 7 — A | shortVariants & 2N O figi % 28
P2l . .

grade TE e shortVariants & 7N O fiFai % 2218
[E R

reported WZH 7 — B | shortVariants 2 7N O figa % 2218

VI-3-2. rearrangements & 27 st f

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

orderedGenePairs 23 F1E 3 % 5H)

"matePiecelLocation”: "downstream”,
"transcripts”: [
{
"transcriptId”: ""NM_001145076.3",
"transcriptbatabaseName”: "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
"type": "exon"”,

"number": 7,
"totalNumber”: 22

1,
"geneSymbol”: "EML4"
}
]
5
{
"chromosome”: "2",

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

{
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"transcriptId”: "NM_0@1353765.2",
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
"type": "exon"”,
"number": 3,
"totalNumber”: 10
:I,
"geneSymbol”: "ALK"
}
]
}
:Iy
"orderedGenePairs”: [
["EML4", "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—27x v FZEichHEHY — VR 7T UVAVHEEZEEEHT 255)

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

"chromosome"”: "2",
"startPosition”: 42510050,
"startCytoband”: "p21",
"endPosition”: 42510050,
"endCytoband”: "p21",
"matePiecelLocation”: "downstream”,
"totalReadCount”: 330,
"alternateAlleleFrequency”: .06,
"transcripts”: [
{

"transcriptId”: ""NM_001145076.3",

"transcriptbatabaseName": "RefSeq"”,

"transcriptbatabaseVersion”: "Release 99",

"regionStructure”: [

"type": "exon"”,

"number": 7,

"totalNumber”: 22

],

"geneSymbol”: "EML4"
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]
5
{
"chromosome"”: "2",
"startPosition”: 29445240,
"startCytoband”: "p23.2",
"endPosition": 29445240,
"endCytoband”: "p23.2",
"matePiecelocation”: "upstream”,
"totalReadCount”: 570,
"alternateAlleleFrequency”: 0.07,
"transcripts”: [
{
"transcriptId”: "NM_0@1353765.2",
"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 23MF1ES 3564

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

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

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

"transcriptId”: null,
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"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: null
}
]
}r
{
"chromosome”: "2",
"startPosition”: 321672,
"startCytoband”: "p25.3",
"endPosition”: 321672,
"endCytoband”: "p25.3",
"matePiecelocation”: "upstream”,
"transcripts”: [
{
"transcriptId”: null,
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "LINC@1865"
}
]
}
]’
"insertedSequence”: "GTNNNNNCAT",
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 9.07,
"rearrangementType”: "other”,
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched"”: true,
"reported”: false

(5] 4. exon skipping D ¥ér

"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”: ”exonll’
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"number”: 13,
"totalNumber”: 21

}
1,
"geneSymbol”: "MET"
}
]
5
{
"chromosome”: "7",

"startPosition”: 116774881,
"startCytoband”: "p22.1",
"endPosition”: 116774881,
"endCytoband”: "p22.1",
"transcripts”: [
{
"transcriptId”: "NM_000245",
"transcriptbatabaseName": "RefSeq"”,

"transcriptbatabaseVersion"”: "Release 99",
"regionStructure”: [
thpell: ”exonll,

"number”: 15,
"totalNumber”: 21

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

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

(#1 5. translocation DA
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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"

]
1
{
"chromosome”: "8",
"startPosition": 127735729,
"startCytoband”: "p11.23",
"endPosition”: 127735729,
"endCytoband”: "p11.23",
"matePiecelLocation”: "upstream”,
"transcripts”: [
{
"transcriptId”: null,
"transcriptbatabaseName”: null,
"regionStructure”: [

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

1,

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

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

"matched”: false,
"reported”: true
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VII. otherBiomarkers & 2
variants X 71 H 5B TRHELUND AL F~—Hh —ICBEHT 2 HFHRE LT 5, HE. ~
4 7a% 774 PAREEMSD, BEARAR(TMB), ~7 & HA(LOH)D 3
HEOANA A~—H— WG L TW 3,

WA . .
¥ — s 7 — xR G|
ES
s (= . — ,
therB; K X0 variants X 712 % 2B REUND AN F=—F — BT 215
otherBiomar D0~
£ s s,
ers N, &7 NN 2=
2 1) Bl &EA 7Y =227 ME—ETHEZ L,
X

VII-1. otherBiomarkers % 7'N D figtEh

kS . B
¥ — 7 — &M At
# "
T
. 1 W LT:;;;IQ NAF=—Hh—ICEH Y YT 3 ID,
item WZH K L -
At —JEFINT—EOXTFINITH L L,
ST AEANA T~ —DE AT,
XA TR D 6 FER,
< "TMB": fifi#528 5 £ 45 (Tumor Mutation Burden)
. <'MSI': w4 7 a7 74 ALEMMicro-
. o ezl . .
biomarkerType Y :| et Satellite Instability)
s S "LOH": ~7 o410 i#% (Loss Of
Heterozygosity)
X RN D 2 4 TR 2561 FHiIIC C-
CAT 1 ZHHg,
TREEUE D ITEH
B (RS 10 e B
. ) | B A T P —ETHB I L,
biomarkerMetrics (E=3 ~N, A7 s . . ~ ‘s
» 1) XA AE BRAERRE 12, MY D D A 7Y = 7 b
I
S,
A Bl
1 WZH BAE
e i (#) 5.15
TR HAE D BT,
X %ijﬂﬁﬁp\]gb XoTH%LR 2
A H D Fe /L o
unit WA | T =
e | o
' BRERIER A S T — DA IE null 2T 2,

46



FH MERMED %2 4 7, (ffl) Mutations per megabase
type WY E| IEHIFRI MSIsensor score
~+$ percentage of MSI sites
NAF = — 71— DIRFE 2 R DR 0IER,
 "high"
* "low"
+ "intermediate"
X - "stable"
state (FS3 . :
LERR] + "cannot be determined"
MAEZFEML 7225, #R2 LS o5A&IE, null 2
FL#L
X ERCUS O EIRK & 3 2 A id. e C-
CAT I SLHHg,
E?N”\(ii;’ ;J) WA D3R 172 TR & D BT
descriptions (R=3 A SEES L CSITIC DWW T, comments X 7' N D
IERIFEH .
contents X 7 %S,
~+$)
biomarkerOrigin TE Xiﬂ shortVariants & 7N O figai % 21
[ERA]
pE2]l
sampleltemId WZH IEHIFRIL | shortVariants & 7' N D figii % 24
+$
matched =3 7 — A shortVariants & 7'N D fifai % 11
approved (§9=3 7 — A shortVariants & 7'N D fifai % 21
grade TE [E;Q] shortVariants % 7'W D i = 2
reported A 7 — Al shortVariants & 7"W D i = 2

VII-2. otherBiomarkers & 27" 3¢ #{jl|

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

"biomarkerType": "MSI",
"biomarkerMetrics”: [
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{

"value": 5.15,

"unit”: "%",

"type’: "percentage of MSI sites"”
3,
{

"value": 2,

"unit”: null,

"type": "MSIsensor score”

}
1,
16 UM IEH TR 7 2 B OEXEETTFE S 25513, "biomarkerMetrics” # 277 NIClid%l| 3£
EMCIR
"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"

]r
"sampleItemId”: "sequence-1-tumor-dna”,
"matched"”: true,
"reported”: true
}’
{
"itemId”: "biomarker-2",
"biomarkerType"”: "TMB",
"biomarkerMetrics”: [
{
"value": 34.5680122,
"unit”: "Muts/Mb",
"type": "Mutations per megabase"

3
:Iy
"state": "high",
"sampleltemId”: "sequence-1-tumor-dna”,
"reported”: true
}’
{
"itemId": "biomarker-3",

"biomarkerType”: "LOH",
"biomarkerMetrics”: [

{
"value": 24.14,
"unit": "%",
"type": "LOH score"”
3
]r
"state”: "intermediate”,
"sampleltemId”: "sequence-1-tumor-dna”,

"reported”: true
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VIIL. expressions &
expression 1E¥R Z il # T 5,

*— A -ESts 7= at

fitd (& : 1~ | expression 1E#HEK £ 7,
N, 7Y =27 V) | B 7Y 27 Pd—EBTHEH T &,

expressions (F9=3

VIII-1. expressions & 7N D figqit

¥ — WIS 7 — &M wt
pEZ|
FEHRICHY T3 1D,
itemld WA | R e
At —EFINT—EDOXTIITH B T &,
readCount (E9=3 B U — M
feA (R
transcripts WZH 1~N, # 7 | shortVariants & 7N D g5t % 21
Yz b)
pEZ|
transcriptld £ MK ¢ | shortVariants % 7' N D % I8
MA¥Es]+$
. Datab — shortVariants % 7" D figai % 2
t tDat -+ =
R 2 - transcriptld % AJ) L7286, AIEH & A 2
seName [ER %
t iptDatab i
ranscriptDataba
.p = EHIFREL © | shortVariants & 7' D figéi # 218
seVersion
~+$
AR X -
regionStructure £ 1~N, # 7 | shortVariants % 7N D i % I8
Y7 b)
pEZl
tvpe il i shortVariants &% 7' @ figihi % S
P LR
number = B shortVariants % 7' @ fifii % 1
totalNumber (E9=3 B shortVariants % 7" N O figai % Z: i
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paZl

geneSymbol IERIEBL © | shortVariants % "IN D figdi % 2
MNA¥Es]+$
peE2]l
regionName IEBIZEBL © | shortVariants % "IN D figdi % 2
N+$
ezl
strand shortVariants & 7N D figdit % 218
LR ’
p&E2]l
cdsChange IERIZEBL © | shortVariants % "IN D figdi % 2
N+$
peE2]l
aminoAcidsCha . . o
IEHZRIA ¢« | shortVariants & 7' N D ek # 218
nge
N+$
BH (R :
0~N. 3(F
calculatedEffects = | shortVariants & 7' N D fifgi & 208
IEHIRH -
"N +$)
) BH (R :
expressionLevelMe . . .
' 1~N, #* 7 | rearrangements X 7' N D fi#ai % 28
trics
VER/AY
value Bl rearrangements X 7' N D figai % 2
ezl
unit rearrangements X 7 N D fif i % 2 HH
FEEN ¢ '
p&E2]l
tvpe i ) rearrangements X 7 N D fEEh # 218
P [ ] & i
sampleSize B rearrangements & 2 PN D fif it % 2
isControl 7 — A | rearrangements & 2N D fEE & 27
ezl
sampleltemlId IEBIZEBL © | shortVariants % "IN D figdi % 2
N+$
approved 7 — AL | shortVariants & 7" N O it % 2 i
peE2]l .
grade =3 shortVariants % 7'W D i = 2

[ERA]




reported sl 7 — | shortVariants % 27" O i

&

|77
el

VIII-2. expressions & 77 ic #ifl

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

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

3

"value": 134.2,
"unit": "TPM",
"type": "standard deviation”,
"sampleSize": 20,
"isControl”: true
}
:Iy
"sampleltemId”: "sequence-4-normal-rna”,
"reported”: true
3
]
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IX. armLevelChanges % 7

etk - ReEfRBIRE O Z LD IE IR E LT 5,

¥ — WESAE 7 — xR e
armLevelCh . Besll(& & : 1~ | armLevelChange 1&#REMN £ 7,
anges TN ATV ) [ BHORA TV PE—EThE T L,

IX-1. armLevelChanges % 7N D figiit

¥ — AZEES s 7 — &M wt
. . ) Jetufh - R o2 LicH v 24T 3 ID,
itemId W7 IEMIERHT o
At —JEFINT—EDXFHTH 2 Z &,
Qutafk - R O Z D 2 4 7,
ZA TRERD»HFERT B, FEMlIC O VTR
International System for Human Cytogenomic
Nomenclature (ISCN) 2020 % =04,
- "amp": ¥EIE
armLevelChangeT e A - "del": R4
ype ” Gyl | - Rk
- "inv'": WLL
- "dup": EH#
- ox"s HEHE TR PR R
X ERCUS O EIR K & 3 2 A id. e C-
CAT I ZEHK
Mo (R e
cytobands sl 1~N., &7 | 4 b NV FOIEH,
Y7 b)
pEZl
chromosome W7 IERHL - RtafhF S
~Na-zA-Z0-
9 ¥¥-1+$
iRz, XD 200 6ERT 5,
SCFA o
arm (E=3 U - "p": HE
[ER A s Bl
pEZ|
region (F=3 BRI - | F A P oYy N ORI
~+$




A (R -
0~N, X7 | AL WEF ISR L 2R 6k - RetafhiliEo
armLevelChangeN " L
(E9=) 5] ZALD #4Hil
ames
IERRE . | B ORXFINI—ETH B T &,
~+$)
SCFA
sampleltemlId W7 MK ¢ | shortVariants % 7' N D % I8
~+$
approved (E=3 7 — AR | shortVariants & 7" N O fifEh % 2 i
SCFA
rade (E9=) shortVariants & 7N O fifai % 2
° [#HR) ’
reported WhZH 7 — A | shortVariants & 7" N O fig3i % 218

IX-2. armLevelChanges % 7 5t #(f

(f51)
"armLevelChanges”: [
{

"itemId”: "arm-1",

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

{
"chromosome”: "7",
"arm”: "q"

}

1,

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

n n. n 3 n
grade”: "equivocal”,
"reported”: true

1
"itemId”: "arm-2",

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

{
"chromosome”: "17",
"arm”: "p"
}
1,
"sampleltemId”: "sequence-1-tumor-dna”,
"approved”: false,
"grade”: "equivocal”,

"reported”: true
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5
{
"itemId": "arm-3",
"armLevelChangeType": "t",
"cytobands”: [
{
"chromosome”: "X",
"arm": "q",
"region”: "28"
5
{
"chromosome”: "14",
"arm": "q",
"region": "11.2"
}
1,
"armLevelChangeNames": [
"t(X;14)(q28;911.2)"

1,
"sampleltemId”: "sequence-1-tumor-dna”,
"reported”: true
1
{
"itemId”: "arm-4",

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

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

}
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X. nonHumanContents X 7'
e DAY A L 2R E) IO T OIEREFEHT S,
F— A ESas T — &l Bz
nonHuman o i (X : 1~ | nonHumanContent [EEER & 7,
Contents TN ATV o) | RO A T 2 s VI ETHBC L,
X-1. nonHumanContents Z 27N D fi#ai
*— WYEES S Vabalr it 2tHA
pEl|
itemId WA Bﬁ%ﬁb AR ID.
item DAY=l M Ly .
A —JEFINT—EBEOXTFIITH L &,
p&EZl
organism sl IEHERHL BRENEOMEF ICEEM S LT 2 Y % Gk,
N+$
fes (& - 0~
contentMetrics = (E ) otherBiomarkers & 27"\ D figiit & 2218
N, A7 z27 1)
value WA Bl otherBiomarkers & 7N D s # 218
XA
unit WA AR - otherBiomarkers & 7 N D fifa % 2218
N+$
p&EZ|
type W7 IERIZRI ¢ otherBiomarkers & 7' D fifai % S i
N+$
fEs (& - 0~
N (i%ﬁu nonHumanContent ® ZHH 3,
N ¥ . _ .
descriptions (9= A S s L O®ITIC DWW Tk, comments X Z N D
T contents X 7 % %M,
A +$)
XA
sampleItemId | EFR shortVariants Z 7' N O fifa # 214
N+$
approved (E=3 7 — A shortVariants & 7N O figait % 2
p&EZ|
rade T ) shortVariants % 7N D fifai % 218
& [t i
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reported WA 7 — LA

shortVariants % 7" N D fifa & 2208

X-2. nonHumanContents & 27 3¢ #({¥l

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

"descriptions”: [
"Hepatitis B virus.”

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

}

]
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XI. compositeBiomarkers X 7

shortVariants % 2% copyNumberAlterations X 2, rearrangements X 27 DEE %A &b
#T, HE~Y—H— (BEIETREOMAADLYE, 3HEIZTOMALRY) OFREILET

%,
WZH . .
¥ — 7 — 28 wtHA
Stk i}
Fic A (R
compositeBio . X0~ |EE~—N—DFWENL T,
markers TN ATV | BORA TV s P E—ETHB T L,
=7 b)
XI-1.  compositeBiomarkers % 7N D fi# a5
DAZEES . .
¥ — T — M B!
F i}
T4
. » Ei;;fﬁb Mt~ —H—1cHlY %<2 ID,
item W HEH
At —JEFINT—EDOXFITH B Z &,
feo (R -2
" ~N., SCFH] | 5 e e 2B n T 2 (itemld) D FCA,
componentltemlds | #ZH N "
IERERHL B D& X FHiZ—ETh b L,
N+$)
o (R o1 .
N. e MmASttOWMEFICEHIN T IEA~Y— %%
biomarkerNames VAEl T *\E - AU
| iAlosTliE—ETh s T,
~+$)
A (RE -0 -
N HhH~—h—DFHHKL,
descriptions = fl:*é%f% ] I SES L W TIC2WTIlt, comments X 7 D
e contents X 7' % g,
~+9$)
approved = 7 — LAl shortVariants % 7N @ fi#ai % 218
FH
rade (§9=3 shortVariants % 7' @ fifii % i
i [ i
reported VAEl 7= shortVariants &% 7' @ figii % i
XI-2. compositeBiomarkers % 7 zC &
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€]
"compositeBiomarkers"”: [
{
"itemId": "composite-1",
"componentItemIds”: [
"variant-14",
"variant-15"
:I,
"biomarkerNames”: [
"BRAF-NRG1-ALK fusion”
],
"descriptions”: [
"Three genes are fused together to produce the fusion gene BRAF-NRG1-ALK."
1,
"reported”: true
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XIL ST
EEFHIEICOWTEIRT 3,

XII-1. itemId
itemld DfilZ. 77 ANVHNT—ETH 3L, fHIZ. FEDLFEY,

XII-1-1. itemId o g2 &if5]
itemld 23& 3 24 &% 7N TD itemld DfED EEHEHH]IC DWW TRT,

variants X 7'

"itemId”: "variant-1"

"itemId”: "variant-2"

"itemId”: "variant-3"

otherBiomarkers % 7'IN

"itemId": "biomarker-1"

"itemId": "biomarker-2"

"itemId": "biomarker-3"

sequencingSamples X 7'

"itemId"”: "sequence-1-tumor-dna”

"itemId”: "sequence-2-tumor-rna”

"itemId"”: "sequence-3-normal-dna”

compositeBiomarkers & 7'

"itemId”: "composite-1"

"itemId”: "composite-2"

"itemId”: "composite-3"

60



XII-2. matePieceLocation
breakends % 7' WICTFEE 3 % matePieceLocation IC DWW TR T %, Hifg& L T, Bfaik
DOSIGEH b CYIBALE O B2 D 70 5T 2 LI (upstream), LA S W% T
(downstream) &9 3%,

X OERBEYIECY O LR - TiE 3R RS

XII-2-1. matePieceLocation ® FC#fl
R o #2255 < VCF X (v4.3) TORBZIR/R L 72255 matePieceLocation DED
HITEERT,
e BFHER L VCF OHlIZUATO N F2 XY FORKESRELDDTH 5:
The Variant Call Format Specification VCF v4.3 and BCF v2.2
https://samtools.github.io/hts-specs/VCFv4.3.pdf

P D -

(U 7 7 L v ARSI OYELLE OB 2 % J71)

v

876543 876544
Chri (E’— -—(E’
W Y
1200000 1200001
U X
2222233 2222234
Chr3 ﬁ_ _Q
Y Z

VCF FER coaddk:
FRoO#FNnFnoBEFERKD VCFva3 Icit - 72208k L 5 1ck b, LUTHloE
WZH 5 %5 EROFFICXIET 5,

#CHROM  POS Ib REF ALT QUAL FILTER INFO

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

1 876543 bnd_W C C13:2222233] 6 PASS SVTYPE=BND




@ 3 2222233 bnd_Y T T11:876543] 6 PASS SVTYPE=BND

2 1200001 bnd_X C [3:2222234[C 6 PASS SVTYPE=BND
3 2222234 bnd_Z G [2:1200001[G 6 PASS SVTYPE=BND

K7 +—<v b TORLHE:

IO
Rtk F S 2 lof AR~ B2 & ZIEH TR O BCHIcE 2 b > TWw 3 D
T, 7L—27TV FDA 7Y =7 b D matePieceLocation Df % "downstream" & 7z %,
—77. WREAES Lo GRE» 6/ 5 & RFtfll2silofciciE 2 fib > Tn 5 DT,
matePieceLocation Ofi|3"upstream" & 72 5,

(@)

"breakends": [

{
"chromosome”: "2",
"startPosition”: 1200000,
"endPosition”: 1200000,
"matePiecelocation”: "downstream"
}}

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

]

%@
Rt kTS 1 HlofEEE» b /2 & SRV T2 oBAICEZ b > T 5D
T, 7Y =7 } D matePieceLocation O |3 "downstream" & 72 %,
RtafhFs 3lofGE R b /7256 0 [FEk7 © . matePieceLocation D 1%

"downstream" & 7z %,

(#1®)

"breakends": [

{
"chromosome”: "1",
"startPosition”: 876543,
"endPosition”: 876543,
"matePiecelocation”: "downstream"
}r

{

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

}
]
e,
Qe kBT 2 lofEER» O R 5 &0 SIECY] BRI OFCHICE Z fib > T2 D
T, A 7Y 7 b D matePieceLocation Dfi |3 "upstream" & 72 %,
PR B S 3OS M2 b B854 [F#E7R © ¢, matePieceLocation DfH |
"upstream" & 7z %,
(1(©)
"breakends": [
{

"chromosome": "2",
"startPosition”": 1200001,
"endPosition”: 1200001,
"matePiecelLocation”: "upstream”
}’
{
"chromosome”: "3",
"startPosition": 2222234,
"endPosition": 2222234,
"matePiecelLocation”: "upstream”
}
]

XII. BfEEEkE
C-CAT ~AV 7 F R 7
E-Mail: helpdesk_c-cat@ml.res.ncc.go.jp

DIk
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