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I-1.

I-2.

LI
H#)

CHEIBAT 7 67w 7 74 ) v IBREOHFGON 2B TRE T — 207+ —< v b
2, BEMBESTTLIGEWYED S, COXERDED | H—NEEADO TH—D Y 7
7z TICko T, BIRTEET —xiC, L 7 2803 CEIRER 2 TR 5 2 &
X, BB THEEE o T3, DAY LREHBROMBM O LB TAL%E
IRINAEET 2 720113, EHENBAT 7 L7 a7 74 ) v ZREICE T 286 T2
T—RD— M7+ =~y PEEDDLIEHBMETH S,

KERHT, CRENBAT 2 47 u 774 ) v IBREIC X > THRONEIETRET — X0
—H7e 7+ —~<v b, CATS (XA /7 LRAEFEHE(L, cancer genomic test
standardized) 7+ —~= v F DILERZ MR L 2 &R CH 2, CATS 74— v F DT —
X+ AF—=<(F, JSONEFE 7 7 4 v "schema.json” ICX o TERINTEY, KERT
ZZNEMEHT D,

FHOHEIRUTCH 3, QRENBAT 7 5707740 v 7 RE 21T 5 RESHSE L.
CATS 74—~ FICT, C-CAT O X 5 Zaiinss RIEHBEB ~BIZ T R2E 7 — X 2k
T2, MEMSREFIEREIZ. CATS 74—~y F CERINEG TR E T — 2L,
BRR 7 — 2 S I L C. M & 7 280 EA PR FERAT T2 52, K71 —~<v
FCIEETRET -2 ENRE T 5, BKT— 21k, HioBF AL TIREI LT
THRESEIIN S 2 & ARG B W20, R E Lk,

FHRE

o MEMITIE : MEAMEL O URBNBAT ) L7077 4 ) v 7REDEIRT
BT 2%, T, WEE»OEIRT — 2 22 L., BDAFEERR—Z2%FHL T,
flfl % DB T H It & 7 2 @03 A 3 L OERR R TE R &2 R T 3 2 B6EE,
& LT, C-CAT,

o MEMEEITRE  WENARAY /) L7774 ) v IREOE A~ DB FRE T — &
1T R & 7x 2GR CERIREABRIG IR ASHLGT 1 & 7= F 8, filé LT, C-CAT i
HfR. MEMETIRE L 3840, MEBRRREE X, MEXHLRITT 2 &
ROWEE.

®  DAHGFAN— R HBADBIETEF I, oAl & 7r 2 WG HEA R AR % BEE A T 72
7T —2~_X—2Z, fl& LT, C-CAT CKDB (cancer knowledge database) %> OncoKB
(Chakravarty et al, 2017, JCO Precision Oncology),



I-3.

I-4.

MRS DN T

® W :JSON O# 2 7/ BFfET % & &, #HADIEH

o (T AR RINEICE W ORI CERGBIERICHT T ok b, RERtto®
HRRMEETEONES L) KM W TRERBRENREOREE L 5 2 Al H 5 7
D35, AHEREDIEH

7 7 A MEHR
® Y Fa—F :UTFS8

® %47 :]SON
® JLiRT :json



11 C-CAT iclH o HIE
I1-1. 7 7 4 L DENTHE

CIEIBAT 7 570774 ) v BB 2 EETRET — 213, BASHE%E2 S C-CAT
~. CATS (cancer genomic test standardized) 7+ —~%v M TEMNT Z2H4ERH Y £,

II-2. AJ1D#ipH

T — X WE DB ER S B T RE (shortVariant, copyNumberAlteration, rearrangement,
otherBiomarker) 75, CATS 74—~y F ~DANDOXWNRTT, BEEEEZ LN EETREE
FAN LB TFE v, AN SNIGRIETRFEICH L, C-CAT HEMRICHN T 20 LRwv
X, #%ib3 2 %2 ("reported”) ZIEET ST & TEINTE T,

B3, KGRFIMHIC & 2 R FREOEMIIATI L, 2o, C-CAT #FERME~NHT S L5l
ThEw,

1I-3. BFEAW

o (TEHEHHBRANERDOIHHTHY, TELZLTANLTLEI Y, IVEATLTWE
(&, C-CAT &R BRICHE T X V%  DEFICHREBRERAFINE N, Wit
DREARRIWMEF L L VXML T C-CAT HEMHROBEL LV EE o720 T 2 A[RetEs &
hEd, 7. BEORD C-CAT FAEMRCld 7z L 2HHI N TR TH, FEkofcfl
HEh, X% oERB TG INEA[REERH Y 5,

& T XWHIPHERINELECOERLRTEFE%Z (12ih3 2 "reported”: false DB THE D&
T), TEZRFELML T I, 25 Thve, MEXLOMEHRREEO 7 + —~
v bRk D o 1256, BMAESICHGLEE LY, HAEIC X o Tid C-CAT #EH
RO 2720 T 2 A[REERH Y £ 7

1n-4. iF

SIHHWNT C-CAT I oEEEHEIZ, X | IccdH LT T,



metaData & 2
A ZIERE LT 5,

I1I.

schemaVersion ¥ —, referenceGenome % 7', configOptions % 7', comments X 7' 23& ¥

na,
¥ — MRS T — 2l Bz
metaData WZH FT I | AR T—RERKE S
III-1. schemaVersion % —
¥ — RS 7 — 2l Bz
pEl
schemaVersion WA EHE R JSON 7 7 A VDR F =< EFENN—V 3 Vv
AL0-9\\.]+$

III-2. referenceGenome X 7

V77 VLYRT 7 LSBT 216z 5L #ls 5.

¥ — WZESAE F— 2 EE|
referenceGenome WA A/ V7 7L v R LEHNICEE T % 15

III-2-1. referenceGenome & 7 N D figsi
¥ — WA SAE T — 28 e
pEl .
i MESHIC T cSERHLZY 7 7Ly 2T 7
name (A=) IEAIERIA _
NV AR = A p
~N+$
o o X Y7 7Ly RS LA GRC (5 ) LB
grenieicase = BRI - avy—v 7)) Y —2 ID 2E#T 5,
AGRC.+$
MeH (K& 1 0~ | name X ZICRCE L &Y 7 7 L v AT/ LRCH
deseringi . N, 375 D,
escriptions = . -
P IERERH . HHSEE L ETIC DWW TIlE, comments X
AL +$) 7N D contents X 7 % 28,
[11-2-2. referenceGenome X 7 20 {fl

(1§ 1. NCBI @ 20 #5l)

"referenceGenome": {




"name”: "GRCh38.p13",

"grcRelease”: "GRCh38.p13",

"descriptions”: [

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

]

3

(f5] 2. UCSC o Z#if1)
"referenceGenome”: {
"name”: "hg38Patch11"”,
"grcRelease”: "GRCh38.p11",
"descriptions”: [
"GRCh38 Genome Reference Consortium Human Reference 38 (GCA_000001405.22))"
]
3

(f5] 3. GDC D Fr#kfl)
"referenceGenome”: {
"name”: "GRCh38.d1.vd1",
"grcRelease”: "GRCh38",
"descriptions”: [
"Homo sapiens (human) genome assembly GRCh38 (hg38) from GPC, GRCh38.d1.vd1"

]

3

II-3. configOptions & 7
C-CAT CKDB O & 9 ms ARGk~ — R L D= v F v 7, C-CAT

T RERE ~ DB 2 filfHl 32 % 77

FERRD L5 it

WH | T—X -
At

eSS el

FTY | BAAGER— R D=y F v e, REGRTRE~ D

configOptions | {£= ‘ .
&P =7 b | BB 2 HIEERER & 2,

* —

=

III-3-1. configOptions & 7 N D figqit

F— WZHSEAT 7= &M At




D3 AR~ — 21 1T % "amplification” (T & —
Bowig) & LCRE s, mAESHEN O#ER
THE 7~

R OERI 2 0 FER (BLHIN TEEAA)

BeF(F X @ | - "copyNumberAlterationType: amplification"
typeLabelsInte 4 )'C: . NumberAl T o
~4, % | - "copyNumberAlterationType: gain
rpretedAsKbA (E9= > ) Pes .
L 1)) - "copyNumberAlterationType: duplication”
mplification . . o
[EIR] - "rearrangementType: duplication”
(7 7 # v b : "copyNumberAlteration Type:
amplification",
"copyNumberAlterationType: gain",
"copyNumberAlteration Type: duplication")
P3P — R BT B 7oss” (2 & —HKD)
LTINS, RSN OBIE 2 7
~b,
R DERIE A 5IFR (BCHIN CEEAT]) ,
+ "copyNumberAlterationType: loss"
- "copyNumberAlterationType: deletion”
A (R - . :
typeLabelsInte L35 X: + "copyNumberAlterationType: homozygous
-~ A} %
rpretedAsKbL (E5=3 ; " deletion”
0ss U + "rearrangementType: deletion”
GER] . S
- "rearrangementType: exon skipping
(7 7 4 v b : "copyNumberAlteration Type:
loss".
"copyNumberAlterationType: deletion",
"copyNumberAlterationType: homozygous
deletion")
D3 ARG — 1231 % "geneFusion” GEIL Tl
&) L LRI NS, BESHHOEET R
W7,
RDFERIEA HFER (BCHIN TEEARA) |
Besll (X @ | - "rearrangementType: gene fusion"
typelLabelsInte . )
- o 1~4, X5 | - "rearrangementType: gene fusion and
rpretedAsKbG = . .
I — 1)) frameshift variant"
eneFusion . . o )
. [ERF] - "rearrangementType: bidirectional gene fusion"

- "rearrangementType: other"

(7 7 # ) b : "rearrangementType: gene fusion",

"rearrangementType: gene fusion and frameshift

. n
variant |

10




"rearrangementType: bidirectional gene fusion")

AR — 212 BT B 7inversion” G¥fiz) & L

TIN5, BRESHMEH OEE R 7~

B (RE |,
typeLabelsInte o . -
. 1~3, XF | ROERED O3FE R (FHIN cEEAR) .
rpretedAsKbIn )= ) .
- 1)) - "rearrangementType: inversion"
version ag N " . n
[ER A - "rearrangementType: truncatiton
- "rearrangementType: other"
(7 7 # )L b : "rearrangementType: inversion")
DIAHIFEAR — 212 BT 3 deletion” (KE) &L
TR E N5, RESHMH OB RE 7~
WV, ARIHH 1383 % shortVariants % 7' 1)
5 RKTid7 <, copyNumberAlterations X 7" &
rearrangements X 7 DR K% KT,
R DEN A HFR (BHIN CEEARA])
Besll (X @ | - "rearrangementType: deletion”
typelLabelsInte - )
- . 1~8, X5 | - "rearrangementType: truncation”
rpretedAsKbD = . .
Y 1)) - "rearrangementType: splice variant”
eletion . .
[ERF] - "rearrangementType: exon skipping"
- "rearrangementType: other"
- "copyNumberAlterationType: deletion"
- "copyNumberAlterationType: homozygous
deletion”
- "copyNumberAlterationType: loss"
(77 4 )V b : "rearrangementType: deletion")
D3 AR~ — 212 B3 % "duplication” (F#H) &
LR E 02, RESHMHOEEFRE 7 X
A (RE | v,
typeLabelsInte R R -
I L 1~6. XF | ROERED 0 3FE R (Fdd AN cEEAR) .
rpretedAsKbD = .
- 1)) - "rearrangementType: duplication”
uplication S o
- [ - "rearrangementType: tandem duplication”

- "rearrangementType: other"

- "copyNumberAlterationType: duplication”

11




- "copyNumberAlterationType: amplification"

- "copyNumberAlterationType: gain"

(7 7 4 v b : "rearrangementType: duplication”,

"rearrangementType: tandem duplication")

DA — 212 BT B "truncation” (JEiE) &
LRI NS, ESHEHOBEFREE IR
g

R DEF D H#IR (SN CEEARA])

- "rearrangementType: truncation”

typeLabelsInte Mii - "rearrangementType: deletion”

rpretedAsKbT (= % - "rearrangementType: inversion"

runcation . - "rearrangementType: other"

- [ESRE :

- - "copyNumberAlterationType: loss"

- "copyNumberAlterationType: deletion”
- "copyNumberAlterationType: homozygous
deletion”
(7 7 # L b : "rearrangementType: truncation")
23 A HIER A~ — AT B 1F % "exon skipping” (= F
YRR L LUERING ., BESHERHOEKR
THRHE T <,

FCHI(R X 1 | ROERED HFER (EFINCEEAT])
typeLabelslnte 1~4, 3 | - "rearrangementType: exon skipping"
rpretedAsKbE = ; . .
W ‘ 1)) ‘ - "rearrangementType: sphce' variant
- [ER] - "rearrangementType: deletion”

- "rearrangementType: other"

(77 # )L b : "rearrangementType: exon

skipping")

D3 AR~ — 2T BT % "geneFuston™ (sl

“rrearrangement” (FHfERK) & LTI I

%, MESHEH OB FRE 7 <0,
typebabetsinte R DERIE D 5N (BCHIN CEEAT]) ,
rpretedAsKbG MeF(JR& @ | - "rearrangementType: gene fusion”
enelustontype ” 1~817, X | - "rearrangementType: gene fusion and
LabelsInterpre s FH) frameshift variant”
tedAsKbRearr LER] - "rearrangementType: bidirectional gene fusion"
angement - "rearrangementType: duplication”

- "rearrangementType: tandem duplication"
+ "rearrangementType: deletion”

+ "rearrangementType: inversion"

12




+ "rearrangementType: truncation"
- "rearrangementType: othersplice variant"

- "rearrangementType: exon skipping"

- "rearrangementType: other"

- "copyNumberAlterationType: amplification"

- "copyNumberAlterationType: gain"

- "copyNumberAlterationType: duplication”

- "copyNumberAlterationType: loss"

- "copyNumberAlterationType: deletion”

- "copyNumberAlterationType: homozygous

deletion"

(77 # )L b: "rearrangementType: ToTr's

fustonother")

2R BT U VAEE R O M A R R E A~ 018 E]
Z1TH 7\ (true) I5E 23 A fE

hideAlleleFreq . . e -
T=E 7= SORGRFIP O E GBI L TiE. ¥ — B R EEE
uenc e .
Y F57 40 b BT 55, false 2T 5,
(77 #+ v b false)
. v —EERMEICE L, ki
hideCnaValue & 7= ) CoE 8 .
hideAlleleFrequency % 27" & [A] L,
i ~A 7u¥T 74 PALENE (MSD i
hideMsiValue £ 7 — Al . ,T A« ) HL=HA
L. _E&C hideAlleleFrequency % 7 & [6 L,
. fEE A R e s (TMB) #dfEicBdL ., L
hideTmbValue TE 7 — Al o ( ) A

hideAlleleFrequency % 7" &[] L,

~7 uiEAMoiHk (LOH) #fHicB L, kil

hideLohValue £ . .
hideAlleleFrequency % 7 & [6 U,

> LR

il

I1I-3-2. configOptions & 7 GC#ifl

(f51)

"configOptions”: {

"hideTmbValue”: true,

"hideLohValue": true,
"typelLabelsInterpretedAsKbAmplification”: [
"copyNumberAlterationType: amplification”,
"copyNumberAlterationType: gain”,
"copyNumberAlterationType: duplication”

:l )

"typeLabelsInterpretedAskKbLoss": [

13




"copyNumberAlterationType: loss”,
"copyNumberAlterationType: deletion”,
"rearrangementType: deletion”
:l)
"typelLabelsInterpretedAsKbGeneFusion”: [
"rearrangementType: gene fusion”,
"rearrangementType: gene fusion and frameshift variant”,
"rearrangementType: bidirectional gene fusion”
31,
3

"typelLabelsInterpretedAsKbInversion”: [
"rearrangementType: inversion”

1
"typelLabelsInterpretedAskKbbeletion”: [
"rearrangementType: deletion”

1
"typelLabelsInterpretedAsKbbuplication”: [
"rearrangementType: duplication”,
"rearrangementType: tandem duplication”

1
"typelLabelsInterpretedAsKbTruncation”: [
"rearrangementType: truncation”

]
2

14




III-4. comments X% 7
JBn T (variants), ¥4 4~ — 7 — (otherBiomarkers), sequencing sample ¥
(sequencingSamples) I35 2 X v + ZFl#T 5, itemlds ¥—& a X v bE AND
contents ¥ — R &FT N5,

*— IAZEESGE 7 — & it B
fA(Rx 0
- | AV MEREN X T
comments (RS ~N, A7 o
20 BcSlofA+ 7 27 Pid—EThHhb I L,
I

III-4-1. comments & Z7'N D fi#tsq

S A T A
ESGE
BB (variants), ¥4 4~ — 77 — (otherBiomarkers).
Fcdl (R & © | sequencing sample {&#i(sequencingSamples) D itemlId (#
0~N., X7 |#dv], EEIAT) %il#.
itemlds | #ZH ¢l JEfI Ao a X v b 2id#k T 256, itemlds DR X130 &
BRI | 35,
A +3$) Xitemld %#FC#E L 7256, C-CAT JHEMRE~IIBHEH I
7\
A (& i:t‘emld &ci(q‘j‘:é aAxvh @zlj\]ﬁi - \\
<N )'C; AU, TEERE 22 (X HARGE, SUSCh oddT 2 — VI3
. HEn, FHIHAXICEITEZED 25 RS O BEFR THIT T
contents | 4A%H | ~
ERgen | )
. +g) i%%?ﬁ%o))‘(??ﬁl@é\éﬂi ST — F &2 & 4,000 37 LA

[11-4-2. comments X 27 0 &

(f51)
"comments”: [

{

"itemIds": [1],
TitemlIdsfitd| D& X 23005 & I ERE~Da X2 v F 2FEK T,

"contents”:

L

"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.",

15




"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.”

TIHASC8 T2 &0 2561k, BAIOEHREL LTHT Cal# T 5%,
]
}y
{
"itemIds": [
"variant-1"
TROE DZBEHFRICN T 2 2 XA v P 2d# T 25613, NROitemldZFl# T 5,
:l)
"contents”: [
"TSC1 functions independently of TSC2 and mTORC1.”
]
}7
{
"itemIds": [

"variant-1",

"variant-5"

THEEOZEBHFERICONT 22 XA v P 2id# T 25613, HHOitemldZ 5T 5,
1,
"contents”: [

"Although CP4 T cell percentage in Tscl-/- 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 Tscl1-/- cells. (Kai Yang et al.)”

]
}
]

16




IV. testlnfo & 2
A ERZ LT %,
*— WY EES S 7 — & H Bz
A4
testInfo WA : - MR wREN £ 7
IV-1. testInfo % 7N D fiEaH
¥ — MRS 7 — & B!
XA
testld WA AR - mESE AT 2{LED ID
r+$
WA Cfi 3 2 koA B b,
- "tumor-only": JEERIKED B TN 21T > T
356
— - "tumor and matched-normal": JEEM{E & IEH
%
testType WAZH [t BAROMRECHAL T 255
I - "tumor-only (cell-free)": &1 7 Y —F{KD &
TN 2T > T\ 355
- "tumor (cell-free) and matched-normal": v
7 ) — R & IEEREORECHEHL CWvw 354
pE2ll . X
m . pere— be\:d 7“7’/[11/“6‘%%3?@’01‘55?“77 I fEIEk D
Version - N—=T g v
~N+$ E—
TR SAEDIE © 5 WHE S 2 R 72 L T e
testForRefere .
- = 7 — M Wi, MEMERESEMEE 32 2E 0
nceOnly .
— (F 7 4 b false)
pa&l
softwareNam " e
(5= FHZRE | EALAEGETRTY 7y 2T 4
¢ rt$
=%l _
softwareVersi . Sl softwareName ICECH L 72V 7 7 =2 T D AN—
= IERIZRH .
on a v
rt+$
SC fEH L 72 s p AR A
panelName WA IEHERHL MR S LT A A ViR E 2 CHEDTT
AL+$ X, HEHIC C-CAT L TEM#ED C &,
p&l
panelVersion W FHFEE panelName ICFEHE L 72 ¥ F VD N =V 3 v
r+$
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IV-2. testInfo & 7 Z0#

(f51)

"testInfo”: {

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

"testForReferenceOnly”: false,
"softwareName": "variant caller A",
"softwareVersion”: "ver.1.2",
"panelName"”: "Multi-gene Panel A",
"panelVersion”: "ver.1.03-00"
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V. variants X 7'

B N2 BETRE 2T 5, shortVariants % 7', copyNumberAlterations & 7',

rearrangements X 7 B3 & E N5,

F— VYRS 7 —xHl B!
variants = F7Y 27 b Bl BEEEREN L 7

V-1. shortVariants & 2
1A R ERE O A RE, RELTFEAL EOEREZELH#HT 5,
F— WY EES S 7 — & H Bz
hortV (R & 1 | 1IEREAR, BRI OmACKE, RELHEALRL
shortVa
- = ~N. #7Y | OfEREHN X 7,
riants
=7 F) B D{A 727 M3Z—BTHBT L,
V-1-1. shortVariants % 7N D fiftsk
* PR s 2
- 7 i
Sl i
=l
_— i | ey, [ETRECHD 55 D,
item WAIH H ” .
i ’%f BN T EOXTIITH S T b,
A . +
pEZl
chromosome WAIH IEBLZHL - et k=
ra-zA-Z0-
9_\\-1+$
etk E oY) PN E, ORIk
IZ1% 1-based JEREER ZfEAH L, VCF
v4.3 It o CRiH T 5., Gl#EplE L
T VCFv4.3 D pagel3 ICHd LD
i, V7 7Ly RS atCga, AR
W at-ga, V7 7L v RERERDOCoD
position WA R e e e ..
fZIE DS 3 DR, "position": 2,
"referenceAllele": "TC",
"alternateAllele”: "T" & XKidd 5, b
DiE Y . "referenceAllele" 1V 7 7 L
v A EL . "alternateAllele" |35 EiE
wFET, )
referenceAllele Y E| peE=l Vo7 yL v REHR,
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IEAFRI

VCF v4.3 Zft»> CEd#i 3 %, ol

“[ACGTNI+$ | L3 position DFtHH% S,
22 R AL,
VCF v4.3 It > CRLdl 3 %, soddlix
5 position DEHHA% A,
X o4 s TLAM EDO=ALTF - T LU
alternateAllele W | TFHEE ) R
CEACGTN\\#14$ %, Bl shortVariants X 7 ORFHE L L
THIFCRL#E T 2, % DFE. comments
XTI RD itemld &~ F - TLv
THDHEZILET 5,
alternateAlleleFrequency WA HE AT L ASEE (0~1 OHIFH)
totalReadDepth (§9=3 R At R (R /IME 1)
alternateAlleleReadDepth (E=3 B 7% B FE D TGRS (Fe/IMiE 1)
BEAStoWMGEICHHIN TV S E
LFREDXA T,
R DD bR L TEiHl,
- "SNV"
N - + "insertion"
variantType (A=) [T . ”del'enon”
- "delins"
- "indel"
- "MNV"
X RSN D &2 4 T H T 2 55
i¥. C-CAT Ic EAH#%
REILZFEY) DIEH,
Blo&A+7Y 27 Pi3d—EThHbZ
A (RE—: | &,
transcripts W | 1~N, 7Y | —ooXFERM IR F, Y
=7 b) Gl 7% oD O ER LB et
=2 L DY OREKI T HEY 5K
A
HRG Y ID % sl #l (4l NM_000368.4),
IEHE: D 72 %, sub-number (DR
S| THED) &0 52 & kim dHEsET
transcriptld W | IEHIFREL 5, A VA=Y =y JTHBOLED
AIM\\sT+S | 72 DERGEEY) ID 2MFLE L 7 W I,

"transcriptld": null £ FCHE T SH L D
IR
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BLEREY) ID IS 27— 2 R— 24,
RD 22065 RT 5,

g - "RefSeq"
%
transcriptDatabaseName | 447H - - "Ensembl"
[ER] . .
transcriptld 2% null DEE 1%,
" transcriptDatabaseName": null & FC#
ERR- R TN
FRET—&_R—2DN—V 3 v
X4 "
transcriptDatabaseVersion | {17 : B}
P B’%f KEMAE B AL, C-CAT A
A . +
o=V aviMERIN,
REXEOMEF M I LTV SHE
{14 GBIEFitS) % siil,
X4 o N
» BIRTFHRFEL R EE
geneSymbol WA FH I -
CM\\sT46 "geneSymbol": null & Fl#K,
A A +
> ['TERT promoter| ® X 5 ic, Ba#Eff
FoNEETHRHENIEIATIT 5,
LIRCADI IR0
. ST 7 LECHI L [E UA & o6
” X . '
strand (E=) [t "+ E DA IR,
R transcriptld 2% null DEE 1%,
"strand": null L FHET 5 2 & DA,
ELEOWEFICHEHMI LTS
DNA L ~LToZfb% qd#,
SCEH| HGVS ICHEMLL 7= Rl I 1 2,
cdsChange W | IFHE A v i ===y 73BT RNA 28
A48 a—FanhwEaiE, (nr L)
7 va—T 4 v B ORTLEUI
I2) null &322 & bAHE,
MESttOWMEF ICEHHM I LT D X
SCEH| VR LT DAL R BLE
aminoAcidsChange WA | FEERE | HGVS ICHELL 72 REE»HERE I N 5,
ALt FIERIFRGEI G 7 3 7 WAL D3 T 3
Hid, null L322 & D AHE,
“splicing variant”7x &', BB EY oD
e N I
N. e 8 (RE) O#)E% Sequence
calculatedEffects (F= IE%‘E%I% ) Ontology TiL#T %,
4 $; . snpEff » — 1 d [Effect (Sequence
A . +

Ontology) | *°. annovar Y —/L-®
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VCF [Func.refGene| IfH2Y4 3 %18
H, annovar Tl%. User Guide, Gene-
based Annotation @ Output file 1
(refSeq gene annotation) (Zf#EFI23H
b, YFIEHEDOMHEE% Sequence
Ontology ICZHiC% 5,

BeHloo 1 #EIco % 1 HEEZEID 4T
%,

BCH D& LFHNE—HTH 5 Z &,

testMethodsampleltemId

A

XA
IERIERI ¢

A= LA R
ST (- e

Lo

p={ 11}
o

" "

" n

sequencing sample 1

(sequencingSamples) D itemlId % it
Hil. UBEEIBRBINLY v TG
WMEES,

variantOrigin

P2l
[EE R

A i ok 2 AR A A % 51 H ok 2 %2 5D
#o

XC-CAT Tld, MR 24 SiEi
NaR Ak A>T, BER T 5 23 ARIRR~
—ADWNREZEZ T b, AT
Gitrid, iz (R ORI~
—ADBMEHEI NS,

- "somatic": AHIIE R

- "germline": AEFHEAMNE R 5 Hik

- "likely somatic": HLRIAYIC (3 IS D A
DREIC BT, Fliflgdsk e P
na5a XMz R (B o
R —ABEHE NG,

- "likely germline":#IR [) 1 | 35S D A
DIREIC BT, AJEMI RS &
TRINGE XAETEMIRYIZR

(HH) DR —AnMFEHI N5,

matched

{E:

Gl

7 — M

A & IR B A 2 i L T L

72 35 D5
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et et o RATKE RS, F7ix
PUCHES B B ICRIR S n R
B % DA, Froetrue OEE, HAH
s — R & o 72 T R 1T

reported WA 7 —

V-1-2. shortVariants Z 27 20 &y

(1§ 1. SNV o 30 #kf5l)
{

"itemId”: "variant-1",
TitemIdiC i3 S N BIETREICH L, MESHMEEO XTI %K S,
"chromosome”: "9",
"position”: 135781005,
"referenceAllele”: "C”,
"alternateAllele”: "G",
T "position" & "referenceAllele", "alternateAllele"|lZVCF v4.3D v — VIcfiE - CTRddl 3 5,
"alternateAlleleFrequency”: 0.54,
"alternateAlleleReadbepth”: 108,
"totalReadbepth”: 200,
"variantType": "SNV",
"transcripts”: [
{
"transcriptId”: ""NM_000368.4",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "TSC1",
"cdsChange"”: "c.1960C>G",
"aminoAcidsChange"”: "p.Q654E",
"calculatedEffects”: [
"missense_variant”
]
}
] ’
"testMethod+——"'DNA-segsampleltemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched”: true,
"reported”: true

(f51 2. insertion D gC.#LfH)
{
"itemId": "variant-2",
"chromosome”: "8",
"position": 37553560,
"referenceAllele": "A",
"alternateAllele"”: "AAGCGGC",
"alternateAlleleFrequency”: @.4953,
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"alternateAlleleReadbepth”: 368,
"totalReadPepth”: 743,
"variantType": "insertion”,
"transcripts”: [
{
"transcriptId”: ""NM_025069.2",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol"”: "ZNF703",
"cdsChange"”: "c.63_64insAGCGGC",
"aminoAcidsChange"”: "G21_G22insSG"
}
:l)
"testMethod—'DNA-segsampleltemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched”: true,
"reported”: true

(1] 3. deletion D ECHH)
{
"itemId”: "variant-3",
"chromosome”: "1",
"position": 27097751,
"referenceAllele”: "TC”,
"alternateAllele”": "T",
"alternateAlleleFrequency”: 0.12,
"alternateAlleleReadbepth”: 32,
"totalReadbepth”: 266,
"variantType": "deletion"”,
"transcripts”: {
"transcriptId”: "ENSTQ0000324856.13",
"transcriptbatabaseName”: "Ensembl”,
"transcriptbatabaseVersion": "v99",
"geneSymbol"”: "ARIDTA",
"cdsChange"”: "c.3340delC"”,
"aminoAcidsChange"”: "p.P1115fs*46",
"calculatedEffects”: [
"frameshift_variant”
]
}y
"testMethod+—"BNA-segsampleltemId”: "sequence-3-normal-dna”,
"variantOrigin”: "somatic",
"matched”: true,
"reported”: true

(4 4. delins O FCHAH)
{

"itemId": "variant-4",
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"chromosome”: "1",

"position”: 26696982,

"referenceAllele”": "GC",

"alternateAllele”": "TT",
"alternateAlleleFrequency”: .25,
"alternateAlleleReadbepth”: 52,
"totalReadbepth”: 524,

"variantType”: "delins”,

"transcripts”: {

"transcriptId”: ""NM_007294.4",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol": "BRCA1",

"cdsChange”: "c.579_580delinsTT",
"aminoAcidsChange": "p.E193_P194delinsbS"”
})

"testMethod+—"'BNA-segsampleltemId”: "sequence-1-tumor-dna’”,
"variantOrigin"”: "somatic”,

"matched”: true,

"reported”: true

(51 5. TERT promoter @ zt#k{)
{

"itemId”: "variant-5",
"chromosome”: "5",
"position”: 1295113,
"referenceAllele”": "G",
"alternateAllele”: "A",
"alternateAlleleFrequency”: 0.163,
"alternateAlleleReadbepth”: 15.9,
"totalReadbepth”: 92,
"variantType”: "SNV",
"transcripts”: {
"transcriptId”: "ENST0Q0000310581.9",
"transcriptbatabaseName”: "Ensembl”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol"”: "TERT",
"cdsChange”: "n.1295113C>T",
"aminoAcidsChange": null,
"calculatedEffects”: [
"TF_binding_site_variant”
]
})
"testMethod——'DNA-segsampleltemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic",
"matched”: true,

"reported”: true
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V-2. copyNumberAlterations X 2

BTz a v —BRECHL KT 227 TH 5,

¥ — MRS | T4 Bl
eyl (R & - .
) " — | av—EREEEN LT,
copyNumberAlterations = I~N, *7 N -
] BHO&FT s b E—ETh BT L,
Y/ )
V-2-1. copyNumberAlterations % 7" D figai
¥ — MRS | T4 Bl
=%l
- - y%? ST REICH ) 4<% 1D,
item Y E| H " .
Eﬁﬁf IO I TS T &,
A . +
ezl
chromosome = IEBLEHL - AR EN Sy
*[a-zA-Z0-
9_\\-1+%
startPosition = B etk E O BLAAIE (1-based 1T X 2 Fidk)
endPosition = B gettfk F &7 H7iE (1-based 1€ X % El#K)
a v —HURE o HIENE & AL,
value, unit ® 2 2D F —0 b5 4 7Y
fesl (K e .
x—:0 = 7 F OEH], unit 25587 BEHD 2 DL
copyNumberMetrics TE N ' ;7 | BB aEAIE. KT 2 U LoBHITE
. ¥
#%o
7 b) .
- RAIO&EATY =7 b E—TETh DO
&
value WZH e a v — B o WIE E
HIEE value D HfT,
BAZIZ R D & 3 E IR AT RE,
- "absolute copy number": #fiff 2 v —#
- "fold-change": IEFRMAICHIT3 2 fE5
" i XA iAo (BEdEfvxhrz) FHBUEE O
unit HK7H
[ERZ] + "log2 fold-change": “fold-change” ®
log2 %44
- "fraction-of-gene": HIE X L7z ElnT
T D 9 b a v —HEAL L =58 oH
AN
Ho
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KZ DD BALZ T 2551213,

AiC C-CAT 12 EEFHE,

£

BASASWEEICRH L 722 v —$R

HDEA T,
R HER L CTELH
- "amplification"
- "gain"
copyNumberAlterationT W p&E2l - "duplication"
ype - [ERAT | - "loss”
- "deletion”
- "homozygous deletion”
- "neutral”
X BN D 2 4 TR T 25613,
HATIC C-CAT I BHAK,
[ ZI[€=3
I— 1~ B
transcripts WAZA — | shortVariants & Z'N D figgit % 218
N, A7
=7 F)
pEZ
transcriptld T E#iZ8 ;| shortVariants % 7' N D fifan & S
“[*\\s]+$
. shortVariants % "IN D fiai & S,
transcriptDatabaseNa ezl .
= et transcriptld Z A1 L 2856, AEE D A
me [ERA] ——
transcriptDatabaseVer SR . ) N
) TE E#IZH | shortVariants X "N D figdi % i
sion . v
pERl
geneSymbol W EHIZH | shortVariants % 7'N D fifian % i
*[*\\s1+$
strand (=3 [2;2] shortVariants & 7N D fifa % M
XA
cdsChange (E=3 E#ZH ;| shortVariants & 7' N D fiFan & 2
»+$
A
aminoAcidsChange (E=3 E#ZH ;| shortVariants % 7' N D fifan & 2
.
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ics (R
T 0~
calculatedEffects EE N. XFF | shortVariants % 7N D fifai % 18
IERIH
~.+$)
X4
BRI .
testMethodsampleltemId WA — | shortVariants % 7' D figai % 24
- N+ SEER
74
XA -,
variantOrigin (§9=) i shortVariants & 7N D figai % 28
[EHR]
matched = 7 — W | shortVariants & 7N D figgi & 218
reported | 7 — A | shortVariants & 7" N O fifii % 2

V-2-2.  copyNumberAlterations & 7 5t #kf]

(f51)

{

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

"startPosition”: 8921059,
"endPosition”: 8939151,
"copyNumberMetrics”: [

{
"value”: 0.2309,
"unit”: "fold-change”
}7
{
"value": -2.1147,
"unit”: "log2 fold-change”
}
]’

"copyNumberAlterationType”: "loss"”,
"transcripts”: [
{
"transcriptbatabaseName": "RefSeq",
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "ENO1"
}
]

)
"testMethod+——"BNA-segsampleltemId”: "sequence-1-tumor-dna"”,

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

}
V-3. rearrangements X 7
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statisticType

XA

Sifal & DR,
IR A B IEIR,

" "
* mean

* "median"

- "standard deviation"

BN

(7 #1 F:null)

FILEPME M % K3 (B =Tk
V)T null % 20E

X EF DAL oERIE 2 3 2 56
2. FEATIC C-CAT IC B,

sampleSize

gy

9

EHImat B2 iR L R0 v Iy
A X
X statisticType 1€ null T 72 Wl % 5K

L7856, AHE DL EHERE T 2,
(77 # v F:null)
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FI &% control GEH) Bk 6 FELL
< Control . - 7z (true) 2>, NEEHEIARD D ERELL 72
— — | (false) 2>,
(77 4} false)
SOttt 2 o TS
rearrangementNames (§9=3 N, )'??ﬁu Q%ﬁﬁo iz, "EMLA-ALK
T fusion”,
. 5) B D& FHE—ETH B Z &,
BRESHIREE ICREE L 286
KD 24 7,
R DERI D> 53R,
- "gene fusion"
- "gene fusion and frameshift variant”
- "bidirectional gene fusion”
- "duplication”
. - "tandem duplication"
rearrangementType WA XL - "deletion"
[ER] L
- "inversion
- "truncation”
- "splice variant”
- "exon skipping"
‘errderrduptication
- "other"
X RS D 2 4 TR 255
X, FATIC C-CAT I Bk,
pE|
. IEHERH ) . .,
testMethodsampleltemId WZH — | shortVariants &% 7' N fi#& % I8
Ean)
variantOrigin (E9=3 A shortVariants & 7N D fig&5 % 26
[ER]
matched = 7 — V| shortVariants &% 27’ N D i % S8
reported A 7 — WA | shortVariants & 7N O figgit % 28
V-3-2. rearrangements & 27 &yl
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(#5] 1. genePairsorderedGenePairs BF4ET 5 54
{
"itemId": "variant-13",
"breakends”: [
{
"chromosome”: "2",
"startPosition”: 42510050,
"endPosition”: 42510050,
"matePiecelocation”: "downstream”,
"transcripts”: [
{
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "EML4"
}
]
}’
{
"chromosome”: "2",
"startPosition”: 29445240,
"endPosition”: 29445240,
"matePiecelLocation”: "upstream”,
"transcripts”: [
{
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "ALK"
}
]
}

]y
"eenePairsorderedGenePairs”: [
R["EML4=", "ALK2"]
1,
"supportingReadCount”: 30,
"totalReadCount”: 430,
"alternateAlleleFrequency”: 0.07,
"rearrangementType"”: "other"”,
"variantOrigin”: "somatic”,
—estethed e ae
"sampleltemId”: "sequence-1-tumor-dna”,
"matched”: true,
"reported”: false

B2 7v—rxv FZLichEY — VL TULVEEZRET 256
{

"itemId": "variant-1314",

"breakends”: [

{
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"chromosome": "2",
"startPosition”: 42510050,
"endPosition”: 42510050,
"matePiecelLocation”: "downstream”,
"totalReadCount”: 330,
"alternateAlleleFrequency”: 0.06,
"transcripts”: [

{
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "EML4"
}
]
})
{
"chromosome”: "2",

"startPosition"”: 29445240,
"endPosition”: 29445240,
"matePiecelocation”: "upstream”,
"totalReadCount”: 570,
"alternateAlleleFrequency”:0.07,
"transcripts”: [
{
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "ALK"
}
]
}
:l ’
"senePairsorderedGenePairs”: [
2[VEML4=", "ALK“"]
:l ’
"supportingReadCount”: 30,
"rearrangementType”: "other"”,
"variantOrigin”: "somatic”,

n n. n n

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

"matched”: true,
"reported”: false

(#5] 3. insertedSequence 2SFAET 554
{
"itemId": "variant-+415",
"breakends": [
{
"chromosome”: "14"
"startPosition”: 234567,
"endPosition": 234567,
"matePiecelLocation”: "downstream”,
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"transcripts”: [

{
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: null
}
]
}’
{
"chromosome”: "2",

"startPosition”: 321672,
"endPosition”: 321672,

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

"transcriptbatabaseName": "RefSeq"”,

"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "LINCO1865"
}
]
}
1,
"insertedSequence": "GTNNNNNCAT",
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 0.07,
"rearrangementType”: "other”,
"variantOrigin”: "somatic”,
—estdehed e an
"sampleltemId”: "sequence-1-tumor-dna”,
"matched”: true,
"reported”: false

(f51] 4. exon skipping DFE)
{
"itemId”: "variant-16",
"breakends”: [
_{
"chromosome”: "7",
"startPosition”: 116771654,
"endPosition”: 116771654,
"transcripts”: [

{

"transcriptId”: ""NM_000245",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",

"geneSymbol”: "MET"

—
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"chromosome”: "7",
"startPosition”: 116774881,
"endPosition”: 116774881,
"transcripts”: [

{
"transcriptId”: ""NM_000245",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "MET"
__ 3
_ 1
_ )
1,
"skippedExonRanges”: [
{

"transcriptld”: "NM_000245",
"transcriptPatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "MET”,

"exonRange”: [14, 14]

_3
1,
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 0.07,
"rearrangementType": "exon skipping”,
"variantOrigin”: "somatic”,
"sampleltemId”: "sequence-2-tumor-rna”,
"matched”: false,

"reported”: true

|~
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VI. otherBiomarkers % 7

variants % 7' IC® 3B FREEUN D ANA F~—H—

BT afE Wz RS 5. BIE. <

A7v% 774 PALEEMSD, HBEARARH(TMB), ~7 n#E&5EOHKA(LOH) D 3
DO AN, F=—H—ITHIG LT3
WZH . .
F— T — & Bz
Stk ”
fic 4 (&
) ( variants X 712 & %8R FRELIN DA F = — A — 1B 51
otherBiomark X 0~ , R
EE | S| s,
ers N, A7 N -
fF oA 7y =7 b3 —BETHD I L,
=7 }F)

VI-1. otherBiomarkers Z Z'[N D fi#Ek

- CE ] o 5
itemlId WA Eii;{ : A=A ISl HC S ID.
/A.+$/ —JEFINT—EDOXLFITH B Z &,
T 2 AT~ =T —D XA T,
KA TVERD BIFER,
< "TMB": fiEE28 % £ 45 (Tumor Mutation Burden)
N < "MSI": w4 7 u¥ T 7 A4 ARLEHMicro-
biomarkerType WA i%ﬁq Satellite Instability)
[EHRA] - "LOH": ~7 v &M%k (Loss Of
Heterozygosity)
X ERMSN D 2 4 TR 2561 Fhiic C
CAT I BH4K,
SI(E X : 0 AR DG, N
biomarkerMetrics (E=3 ~N, 7]‘7“_“/‘\ EE?U@%j‘7 Y7 PEEETHEC L.
o b KEHAERT R, MRS DIHDOA 7Y = 7 |k
Z A,
- . WA E
value WA Bl ®D) 5.15
. FREBUE D HAL,
it e T : BT ENTIC L > TR 5,
s (1) %
BREBUED A A1 7 — D56 13 null ZELHT 5,
metricType Y:l p&2l WMEEMED 2 4 7, (f5]) Mutations per megabase
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IERIZRI ¢ MSIsensor score
) percentage of MSI sites
NA F—Hh — DIREE & R DE IR D> 53N,
. "high"
. HIOW"
+ "intermediate"”
. pezl - "stable"
state (E=3 . . .
[ER] + "cannot be determined"
WA & SEh L 7225, SR Eidbisf oA E, null %
AL 178
X EFCUA OFEIN 2 FH 3 2 5613, Faiic C-
CAT IC ELHEAR,
BeH (R @0 . .
N 5@_% B Ko 7L EM A & ORI,
descriptions (E9S) ) fEHSEE L HITICO W T, comments & 7' ND
IEHISRI R
contents X 7 % %,
AL+$)
XA B
biomarkerOrigin TE . shortVariants % 7' N D fifai % 28
R
pezdl
sampleltemlId WZH EHHFH shortVariants % 27"\ @ fi# & % 2
fLt$
matched = 7 — LAl shortVariants & 27N @ fi#ait % 218
reported WZH 7 — Al shortVariants & 7' D i % 24

VI-2. otherBiomarkers % 7

AL

(f5)

"otherBiomarkers":

{

"itemId"”: "biomarker-1",
"biomarkerType': "MSI",
"biomarkerMetrics”: [

{

"value”: 5.15,
"unit": 2%

"metricType”: "percentage of MSI sites”

3
{

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

}

1,

T [ CBAIHE CH 7 2 B OEBEEEE T 55612, "biomarkerMetrics" & 27 NIC Bt 41|58
LY %,

"state”: "stable"”,

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

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

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

:l)

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

"reported”: true

}’

{

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

"itemId"”: "biomarker-3",
"biomarkerType": "LOH",
"biomarkerMetrics”: [
{
"value'": 24.14,
"unit": 2%M"%",
"metricType”: "LOH score”
}

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

"reported”: true
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VIIL

compositeBiomarkers & 2

shortVariants % 2 %° copyNumberAlterations X 2, rearrangements X 27 DEZE Z A5 b
#C, HH~v— - BErREEOMAAEDLYE, 3BETFOMERY) OWEREZFIHT

%,
o ii F o s o
iesl (R
compositeBio . X0~ | HES - —DEWMENX T,
markers fEx N, #7¢ | o&ELr 7Y 7 PE—EThHb T &,
7 1)

VII-1. compositeBiomarkers % 27" D fiFai

INZEES -
¥ — 7= 2 ]
I 3
. s | o A —eH) %<5 ID,
item T PR e gokEch s < L,
A . +
MAI(RE -2
o ~N. CFH | R 7 B BT R (itemld) D ECH,
componentltemIds WA - o
FHFER | BTN —ETH L T L,
A +$)
RAGRE 1 o st o s i RIS T BHA~ — —Fi
biomarkerNames VAE ~N, X¥5 sk,
Eﬁ#f‘ A D& CFAI—ETh B < &,
A . +
FeA(RZ 0 .
NJ(EX””_?IJ HE~—h—OFHL,
descriptions & e HHSEEES L SITICD W TlE, comments X 7' ND
IEHERHL .
contents & 7 % £,
N+$)
reported AE 7 — Al shortVariants &% 7N @ fif&i % 2

VII-2. compositeBiomarkers % 27 5 #fil

(1)

"-compositeBiomarkers”: [

{

"itemId": "composite-1",

"componentItemIds”

: L
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"variant-14",
"variant-15"
]7
"biomarkerNames”: [
"BRAF-NRG1-ALK fusion”
:l’
"descriptions”: [
"Three genes are fused together to produce the fusion gene BRAF-NRG1-ALK."
]’
"reported”: true

352
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VIII. sequencingSamples & 2
KM —7 v ¥ —I1C X % sequencing sample [ ZL#EH T 5,

I -ES

¥ — 7 — 2 it
f ]
sequencin | fFE4 | BHI(RE @ 1~N, sequencing sample EHEN X 7,
gSamples A EAAE S/ B D& AT 27 MiZ—ETHBI L,

sequencingSamples % 7 OFH| DR X X, tumorOrNormal Ol 23 EE A (tumor) £ 72 1%
IEH A (normal), testMethodnucleicAcid D73 DNA #{A(DNA-seq) ¥ 7= 1Z RNA #{k

(RNA=seq) & 35 &, |RRKT4TH 5,

VIII-1. sequencingSamples & 7'N D figg
¥ — MRS | TR S|
itemId WA g, | PO,
t J \5/\ :
item E*ﬁﬁf BN T RO LI TH B T L,
A . +
sequencing sample |52 EEB{A (tumor) 2> 1E
ON | e XFEH| | HRAR (normal) > % FLEL
t J \5/\
umorOrNorma ] \ Feamor®
+ "normal"
5o n 7=k 25 DNA B H 32 RNA fifk
testiMethodnuclei i p&c2l H 2k 2> % B,
cAcid [#4] | - "DNA-seq": DNA #rfkiik
« "RNA-seq": RNA #{k sk
duplicateReadsP
APRCHEREETE Bl | (%)
rcentage
dReadsP
PAPPEERASTE ) e it |~ v ey rR%)
centage
meanReadDepth (§9= BiE P B HUR
dianReadDept - .
:e B B 5 Bl | FEE o ki
Wil
iﬁ];ﬁ [avxI] ©X57%5Db L\ DNA 720
suspectedSample - N ;j(r“ RNA ¥ v 7L OREEZFIR (VN CEBEA
= N ¥
States 1) ml)
- "contaminated": = ¥ & I DO A[EEM:
[t )
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- "deaminated": FFPEDNA I B35 F v v D
Wi7 3 7 AL23 8 75 Al RELE

- "fragmentated": (FFPE DNA) Wik {L23uaE
75 Al RETE

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

VIII-2. sequencingSamples & 77 G2 &kl

(f5l)
"sequencingSamples”: [
{
"itemId": "sequence-1-tumor-dna"”,

"tumorOrNormal”: "tumor”,
"testMethodnucleicAcid": "DNA-segq',
"duplicateReadsPercentage”: 91.52,
"mappedReadsPercentage”: 87.31,
"meanReadbepth”: 247.8,
"medianReadbepth”: 238

})
{
"itemId": "sequence-2-tumor-rna",
"tumorOrNormal”: "tumor”,
"testMethodnucleicAcid”: "RNA-seq",
"suspectedSampleStates”: [
"degraded”
]
}»
{
"itemId”: "sequence-3-normal-dna”,
"tumorOrNormal”: "normal”,
"testMethednucleicAcid”: "DNA-seg”
}
]
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IX. expressions X 7

expression [ Z 5L# T 5,

X WG F_ =
, . FeHI(R X 1~ | expression |HHRER X 7
Spen BN 47V b) | B0+ TY s bt EThBC L,

IX-1. expressions & 27" N D figii

¥ — AZESiS 7 — 2" i
=]
_— s | | B 5 D,
tem DAYE R . = -
1 BB | ey moxcEsthsC L,
A . +
readCount [E9=} B Jy—F¥
A (R
transcripts MR 1~N, # 7 | shortVariants & 7N D figin % 218
Y7 bF)
X5
transcriptld = IEHIFERIA | shortVariants & 7' N D figi % 24
MY +$
Db S shortVariants % 7' @ fifahi & S
t tDat R =
Rl B | transcriptld % AJ) L 7 8er, AREH b A RS
seName LER] 2
=7|
transcriptDataba ” X ) . - .
: T F#iZe8 : | shortVariants & 2" D fifli % B
seVersion _
TR " 43
P&l
geneSymbol WA IEMIFIA ¢ | shortVariants & 7' N D fEit % 24
MM\\sI+$
X5 .
strand = - shortVariants & 7' N D figdi % 24
%45t -
Pl
cdsChange [E9=} IEHFEIR ¢ | shortVariants % 7N D fia % 218
N +$
Pl
inoAcidsCh O -
TRROSESEE | el | EMAH | shortVariants 4 /OB B
nge A
+$
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As (R &
0~N, XF
calculatedEffects = 1 shortVariants % 7'N @ fifai # 218
IERRE
N +$)
. Fcdl (R &
expressionLevelMe o - -
: WZH 1~N, #* 7 | rearrangements X 7 [N D % 28
trics
Yz b)
value WZH B rearrangements X 7' N O figaint % 2 I
p&2ll
unit WZH - ) rearrangements X 2" N O g % S i
— - LERK]
p&2ll .
statisticType [E9S) - rearrangements X 7N D fifai % 28
- LER
sampleSize = B rearrangements X 7N D fifai % 28
isControl = 7 — W | rearrangements & 7N D fiEE & 27
pE2ll
sampleltemld MR IE#IERIL ¢ | shortVariants & 2N D figant & 218
N+$
reported WA 7 — A1 | shortVariants % 7' N O fifhl % S
IX-2. expressions & 77 ic #ifyl
(1)
"expressions”: [
e
"itemId”: "expression-1",
"readCount”: 9928,
"transcripts”: [
{
"transcriptbatabaseName”: "RefSeq”,

"transcriptbatabaseVersion”:

"Release 99",

"geneSymbol”: "MET"

=L

"expressionLevelMetrics":

{

"value": 28.24,
"unit": "TPM",

"isControl”: false

_
_ g

"value": 142.7,
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llunit". IITPM"
"statisticType”: "mean”,
"sampleSize"”: 20,
"isControl”: true

|

"value”: 134.2,
Ilunit”: IITPM”’
"statisticType"”: "standard deviation”,

"sampleSize": 20,
"isControl”: true

3
1,
"sampleltemId”: "sequence-4-normal-rna”,

"reported”: true

3
1
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X. nonHumanContents & 7’
b LA EYE(Y A L 2 E)IC DT DIERE LT S,
¥ — WIASAE T — 2 A
nonHuman - FiH (8 X : 1~ | nonHumanContent |&#ER & 7
Contents — N, A7V =2 b)) | FHO&EA7V 7 Vd—BEThb T b,
X-1. nonHumanContents & 7 N D figtai
¥ — WA S T — Al At
=%l
- » X5 I Ho 1D,
t K 7H o - .
ftem % N T EOEIITHH T L,
A . +
pE2ll
organism WZH IERERH AN OWET ICEHEM I LT 2 Y % il il
~4+$
A (K& 0~ . .
contentMetrics = ( — otherBiomarkers & 7N D gt % 22 1A
—_— N. #7727 }F)
value WIH E otherBiomarkers % 7N D figgii % 218
p&Ell
unit WAZE ERH SR otherBiomarkers & 7' D fiftsi # 2218
~4+$
p&Ell
metricType WA FH T - otherBiomarkers % 7' D figiaii % 5 i
r+$
fes (& : 0~ .
N< - nonHumanContent ® g,
\ ¥ _ —y N
descriptions = — HHEES L WITIc oW T, comments & 7 ND
—— contents X 7' %%,
A +9)
pE2ll
sampleltemld WZH EHE R shortVariants % 7'N D fifai % 2
r+$
reported WZH 7 — Al shortVariants & 7' WD figdhi =
X-2. nonHumanContents & 7 0 & {5
@
"nonHumanContents”: [
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{
"itemId”: "nonHuman-1",
"organism": "HBV",
"contentMetrics”: [
_{
"value"”: 65,
"unit”: "reads-per-million”,
"metricType”: "virus-derived read sequences”

_ 3

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

_1
"sampleltemId”: "sequence-1-tumor-dna”,
"reported”: false

3
1

50




BEXL B HIH
EERHIC WD T 5,

XI-1. itemld
itemld DfilZ. 77 ANVHNT—ETHBZ L, fHIZ. FEDLFEI,

P1=1+X1-1-1.  itemld o Z0H#HH
itemld 28EE 4 2% &% SN TD itemld DfE D EEHH]IC > WTRT,

variants X 7'

‘ "itemId”: "variant-1"

‘ "itemId”: "variant-2"

‘ "itemId”: "variant-3"

otherBiomarkers Z 7'

‘ "itemId": "biomarker-1"

‘ "itemId": "biomarker-2"

‘ "itemId": "biomarker-3"

sequencingSamples % 7'

‘ "itemId”: "sequence-1-tumor-dna”

‘ "itemId"”: "sequence-2-tumor-rna’

‘ "itemId"”: "sequence-3-normal-dna”

compositeBiomarkers &% 27’4

‘ "itemId”: "composite-1"

‘ "itemId”: "composite-2"

‘ "itemId"”: "composite-3"

XI-2. matePieceLocation
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breakends & 7 NICIFIE T % matePiecelocation IZ DWW THEER T 5, Hijle s LT, Gefk
DS WEELH ECYIERALE O T3 D 7 WFT A iR (upstream), FHLSS WIGFTE TR
(downstream) &% 3%,

X OEREEYIECS O LR - TiE 13RS

B-2-1XI-2-1.  matePiecelLocation @zl &kl
B Of % 25FC VCF JE (v4.3) TOXRBZIZR L7205 matePieceLocation DL
HTEERT,
e BEHER S VCF OHlIZUATO N * 2 XY FOREKESRELEL2DDTH 5:
The Variant Call Format Specification VCF v4.3 and BCF v2.2
https://samtools.github.io/hts-specs/VCFv4.3.pdf

FRE R D1

() 7 7 v v AFCHI DY E O FHbH3E 2 % 5 10)

v

876543 876544

CalmC,
1200000 1200001
2222233 2222234

Chr3 ﬁ— —@

VCF s co it #l:
FRoFNFNoBLEFERED VCFvA.3 It 7208 RD L 5 1ck b, UTHloLE
WZh 5% EROFBFICXIET %,

#CHROM  POS Ib REF ALT QUAL FILTER INFO

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

1 876543 bnd_W C C13:2222233] 6 PASS SVTYPE=BND
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®@ 3 2222233 bnd_Y T T11:876543] 6 PASS SVTYPE=BND

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

K7+ —=v b TOLHE:

e,
Rtk F S 2 Mok ER» B2 & SRS TR OB IcE E fib > TWw 3 D
T, 7L—27TV FDA 7Y 22 D matePieceLocation DfE |t "downstream" & 72 %,
—J7. BeAET 1llofaR» o R 5 &, Lol oBdsIcE 2Hib > T3 DT,
matePieceLocation Offi{3"upstream" & 72 %,

(D)

"breakends": [

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

3

n

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

}
]
@)
Rtk S 1 llofEamr» 0 B2 &0 SR T i35 O BHNICE Z b > T3 D
T, 7Y =7 } @ matePieceLocation DfilZ "downstream" & 725,
Peta kS 3 HlofE G 2 & R854 b [Ffk 7R © . matePieceLocation DfE X
“downstream” & 7z %,
(H1)
"breakends”: [
{

"chromosome”: "1",
"startPosition”": 876543,
"endPosition”: 876543,
"matePieceLocation”: "downstream”

3

53




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

}
]
I3
RtafhFT 2 MlofE 2O /5 &0 SIREH] BRI ORCHNICE Z fib > T2 D
T, #7Y =z 7 b D matePieceLocation DfEi ¥ "upstream" & 7%,
Pt (A5 3 DFEE 2 O /728546 b A7 © ¢, matePieceLocation DX
“upstream” &7z 5%,
(©)
"breakends": [
{

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

3

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

XIL  BR&Ek
C-CAT ~V 7 F R
E-Mail: helpdesk_c-cat@ml.res.ncc.go.jp
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