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[I1-2-2. referenceGenome X 7 z0#{j

(f5i 1. NCBI o FC# )

"referenceGenome”: {

"name": "GRCh38.p13",

"grcRelease”: "GRCh38.p13",

"descriptions”: [

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

]
3

(f5l 2. ucsc o ELHELHD
"referenceGenome”: {
"name": "hg38Patch11”,
"grcRelease”: "GRCh38.p11",
"descriptions”: [
"GRCh38 Genome Reference Consortium Human Reference 38 (GCA_000001405.22))"
]
3

(f5 3. GbC D FEHEMH)
"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 @ & 9 BB ARG~ —R L D= v F v 7 ZHliflls 5 % 7,
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III-3-1. configOptions & 27" D fiFai

¥ —

W

ES

fF:

7 —

B

typeLabelsInte
rpretedAsKbA

mplification

£

il

sl (&

I~4, 3
20))

[ERA]

DA — AT BT 5 2 v — B (72 1108
{7 FFRE ) D "amplification” (2 & —HUHIE) &
LTI N5, BT OEE LR EH
7~k

ROERIL D HFER (BLHIAN TEEAT]) ,

+ "copyNumberAlterationType: amplification"

- "copyNumberAlterationType: gain"

- "copyNumberAlterationType: duplication"

- "rearrangementType: duplication”

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

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

typeLabelsInte
rpretedAsKbL

0SS

(5%

il

Ao (R &
1~5, XF
51)
LERA]

BAFGER — AT EB T 5 a v —HRE (72108
(L FRER) D loss" (= & —Hdb) & LT
IN3, MEAKMEHOBETFERERT L,
RDFERE D 5N (BLHIN CEEAT])

- "copyNumberAlterationType: loss"

- "copyNumberAlterationType: deletion”

+ "copyNumberAlterationType: homozygous
deletion"

- "rearrangementType: deletion"

- "rearrangementType: exon skipping"

(7 7 # v b : "copyNumberAlterationType:
loss".

"copyNumberAlterationType: deletion",
"copyNumberAlterationType: homozygous

deletion")
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typeLabelsInte
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eneFusion

(55

il

A (R
1~4, X7
20))
[ER]

D3PI — R B 1T 2 B IRT-FHE R D
"geneFusion" GE{EZFRLA) & L TIN5,
AT OBEIRFARER T ~ v,

R OERI A 53R (BHIH CEEART) ,

- "rearrangementType: gene fusion”

- "rearrangementType: gene fusion and
frameshift variant"

- "rearrangementType: bidirectional gene fusion"
- "rearrangementType: other"

(77 # v b: "rearrangementType: gene fusion",
"rearrangementType: gene fusion and frameshift
variant",

"rearrangementType: bidirectional gene fusion")

typeLabelsInte
rpretedAsKbIn

version

il

5%

Ao (R &
1~3, XF
20))
[ER =]

D3 ARG — 2 B 1T 2 B8R T-FHE L D
"inversion" (¥ifiy) & LTERINS., BESH
DB TERER T ~ v,

R DERI A 53R (BEHIN CEEART)

+ "rearrangementType: inversion"

+ "rearrangementType: truncation"

- "rearrangementType: other”

(77 # /v b : "rearrangementType: inversion")

typeLabelsInte
rpretedAsKbD

eletion

5%

il

Ao (R &
1~8, XF
20))
[ER =]

DS AN — 2 B 28I PR (F 721k =
v —HEE) D "deletion” (KZ) & L TR
%, MESHMMHOBRFERER T ~ v, KIH
Hixt%ih 3 % shortVariants X 7' ICB1F 5 RET
1372 <, copyNumberAlterations % 7" &
rearrangements X 7 DR K% KT,

R DERIE A 53R (BLHIH CEEART)

- "rearrangementType: deletion”

+ "rearrangementType: truncation”

- "rearrangementType: splice variant"

+ "rearrangementType: exon skipping"

+ "rearrangementType: other"

- "copyNumberAlterationType: deletion”

+ "copyNumberAlterationType: homozygous
deletion"

- "copyNumberAlterationType: loss"

(7 7 # v b: "rearrangement Type: deletion")
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YA — 2B T 5 E AR (F 72 1k 2
v — 88 ) O "duplication” (FEH) & L THMR
ANt MESHMEHOBELR FEREFR T <,
R DER D> HIFER (BN CEEART])

BeF(F & | - "rearrangementType: duplication”
typeLabelsInte . o
" 1~6, XF | - "rearrangementType: tandem duplication"
rpretedAsKbD y=1
o A1) - "rearrangementType: other"
uplication i ] o
[ER + "copyNumberAlterationType: duplication"
- "copyNumberAlterationType: amplification"
- "copyNumberAlterationType: gain"
(77 # /v b: "rearrangement Type: duplication",
"rearrangementType: tandem duplication")
DS AFIFEA — A B 2 BRI (E 721k =
v — ) O "truncation” (KEAf) & L TR &
n3, RESHER OBIETFERER T <L,
R DEPR LD 5FER (BCHINCEEAT])
+ "rearrangementType: truncation”"
A (R . -
typeLabelsInte I~7. e + "rearrangementType: deletion
-~ AY %
rpretedAsKbT = 51) + "rearrangementType: inversion"
runcation e - "rearrangementType: other"
LERA] , , \
- "copyNumberAlterationType: loss
+ "copyNumberAlterationType: deletion”
+ "copyNumberAlterationType: homozygous
deletion"
(7 7 # v b: "rearrangementType: truncation")
DY AHTEEA — RS BT 5385 TR D "exon
skipping" (=% vV v X&) & LRI NG, &
HRMHOBEFERER T ~ v,
(R T+ | ROBIREA HFIR (BLHIAN TEEA]) |
typeLabelsInte . o
. 1~4, 35 | - "rearrangementType: exon skipping"
rpretedAsKbE = . .
o 1) - "rearrangementType: splice variant"
xonSkipping . . )
[ER - "rearrangementType: deletion"

+ "rearrangementType: other"
(77 # v b: "rearrangementType: exon

skipping")
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typeLabelsInte
rpretedAsTran

slocation

(55

il

AR
1~2, XF
51))
LERA]

DS AR — 21 B B B E T FRER D
"translocation" (#zfE) & LCERIN B, Bf
KA OB T EREWR T ~ v,

R DEPR LD 5FER (BCHINCTEEAT])

- "rearrangementType: translocation"

- "rearrangementType: other”

(77 # v b: "rearrangementType:

translocation")

typeLabelsInte
rpretedAsKbR

earrangement

(55

el

Ao (R &
1~18, ¥
20))
[EER =]

BIARGES — AT BT 2 BIEFERER(E 213 =2
v — B H ) D"rearrangement” (FFHERL) & L T
fERE N5, RESHMAH OBE TLRER 7 ~
N,

R DEPRIL D> 5 R (BCHINCEEAR])

- "rearrangementType: gene fusion”"

- "rearrangementType: gene fusion and
frameshift variant"

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

- "rearrangementType: tandem duplication"

- "rearrangementType: deletion”

+ "rearrangementType: inversion"

+ "rearrangementType: truncation"

- "rearrangementType: splice variant"

- "rearrangementType: exon skipping"

- "rearrangementType: translocation"

+ "rearrangementType: other"

- "copyNumberAlterationType: amplification"

- "copyNumberAlterationType: gain"

+ "copyNumberAlterationType: duplication"

- "copyNumberAlterationType: loss"

+ "copyNumberAlterationType: deletion”

+ "copyNumberAlterationType: homozygous
deletion"

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

I11-3-2. configOptions & 2" 3¢ &l

()
"configOptions": {
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"typelLabelsInterpretedAsKbAmplification”: [
"copyNumberAlterationType: amplification”,
"copyNumberAlterationType: gain”,
"copyNumberAlterationType: duplication”

])

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

]’

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

:l)

"typelLabelsInterpretedAsKbInversion”: [
"rearrangementType: inversion”

:l)

"typelLabelsInterpretedAsKbbeletion”: [
"rearrangementType: deletion”

:I’

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

:l)

"typelLabelsInterpretedAsKbTruncation”: [
"rearrangementType: truncation”

]

14




[I-4. comments # 7
Bin T ARG (variants), ¥4 A~ — 7 — (otherBiomarkers), sequencing sample {&¥{
(sequencingSamples) I 9% 2 X v b+ ZFl# T 5, itemlds ¥ —& a X b & AND
contents ¥ — R EFEN5,

¥ — MRS 7 — & Bkl
Byl (R 01
s A AV MEERERNI 2 T
comments (A=) ~N, A7 e
EESoE ATV 27 ViZ—BETHBHT L,
=7 }F)
I11-4-1. comments X 7' N D g
WAZH . -
¥ — st 7 — 2Rl GO
=S
R (& ~ — 7/ —., sequencing sample {& ¥} (sequencingSamples) D
. 5@;% itemld (%03 W], BEHEIIAW) % 3H,
comlds | o 5 | FEFl Ao a Ay b BT 254, itemlds DE X130 &
itemlds K oH
-é_ 6 (o]
IERZRIA ¢ ) . e g
Atd) Xitemld ZFHE L 7256, C-CAT TR~ BRI 1
' R,
R (X itemld I 5252 X FONE,
N x% TISOIE, HEEE 2 HA, FSChoikiTa — FiadE
s | %u WEn, FACYITEED 2 54RO ERTHIT T
contents | 4478
FLEL,
IR . ~ L . .
$) KEHERDOLTFEDOET ITSITa— F 2 &% 4,000 XFLA
N+
Mo

1II-4-2. comments & 2" &

(B

"comments”: [

{
"itemIds”: [1,
TitemIdsfcH DK X oD GG IIRERIE~Da A v F 2K T,
"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.”

THCSE T2 &0 25613, BAORFRLE LTl Citid %,

15




]

}7
{
"itemIds”: [
"variant-1"
TREDZBBHFERICN T 2 a2 v P 25#T 25613, HRDitemldzil#l T 5,
:l’

"contents”: [
"TSC1 functions independently of TSC2 and mTORC1."
]
}7
{
"itemIds": [

"variant-1",

"variant-5"

T B OZEBRNFERICN T 2 2 A v P 2E#lT 256813, @ DitenldZ il T 5,

:l’
"contents”: [

"Although CP4 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.)”

]
}
]
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IV. testInfo % 7

AR Z LT 5,
¥ — S 7T — xR ]
testinfo v |77 . 7| it £ 7
IV-1. testnfo & 7' N D figai
¥ — B 7 — i
FH
testld WhZH IERIRE - AT 2EE D ID,
N+$
BRECHHT 2RO AEDE,
» "tumor-only": JEEHRIED A CTHT 21T o T
556
. + "tumor and matched-normal": JEEH{& & 1EH
testType W2 i%ﬁﬂ BiAoBECHEHL TWw 254
[ - "tumor-only (cell-free)": &L 7 J —ffAD A
TN 21T > TV 5 55
- "tumor (cell-free) and matched-normal"; &L
7 ) —fk L EEREORECHEHAL Tw 2 5&
targe'tRegion - Ei,;;z; : be‘d 7 TANVTERINTVE X =7 v FEOD
Version N—=T =z Vv,
~+$
pEl
softwareNam B
(F9= IERIRI - L 87Ty 7 b v =7 4,
c N+$
. pe2l - o s
softwareVersi o A softwareName ICEC# L 72V 7 b 7 =2 T D=
on Atd a v,
pE=l L 7z p A
panelName WA IERIZRI ¢ MBI E LT WA R R EE CHED S
N+$ iX. FATIC C-CAT ¥ CEMHED 2 &,
panelVersion e IE;;;;J : panelName ICFC#EK L 72 XA MR DN — 3
A+$ 7
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IV-2. testInfo & 7' s &ifl

(1)

"testInfo”: {

"testId"”: "12345678901231900001",
"testType"”: "tumor and matched-normal”,
"targetRegionVersion”: "target region A",
"softwareName”: "variant caller A",
"softwareVersion”: "ver.1.2",
"panelName”: "Multi-gene Panel A",
"panelVersion”: "ver.1.03-00"
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V. sequencingSamples & 7

KR > —7 v 3 —12 X % sequencing sample |F# % GC# 3T 5.
Y ES . .
¥ — 7 — &8 ELE!
F ]
sequencin e Al (K& 1~N, sequencing sample TEHREL £ 7,
gSamples - FTL 2N BSO#A7V s bid—HETHET L,

sequencingSamples % 7 DY DK & (X, tumorOrNormal Dl 23 fEE M A (tumor) F 72 1%
1E#E A& (normal), nucleicAcid O iz DNA #{4&(DNA) ¥ 7= 1Z RNA #{&(RNA) & 4 3
L. mRT4TH D,

V-1. sequencingSamples & "N D fi#&i

¥ — WS | T EE!
=7
. - EE;Q ko D,
item DAY= ST
A —JEFINT—REOXFITH B 2 L,
sequencing sample 52N EE A (tumor) 2> 1E
=5 ALz, D2 % .
tumorOrNormal WA Y%ﬂ Rk (normal) 5 & 5k
GERK] | - "tumor”
- "normal"
f* o N AY DNA BfAk k2> RNA #ifk
E21 k2> % Gl
nucleicAcid VA 5(%5] ok 2 L
LERE] | - "DNA": DNA #fkHisk
- "RNA": RNA ffAisk
] VAR .
resultQuality (§9=) : RERLDIE D 2 TR O S E 1F R
BREDHDE D 2 TG R O HE % 5L #E
at - pezdl - "pass": &g
state = [EIR=] - "reference": &#
- "fail": AR
tate O fIE D P G % FCH
S
= SR -
reson f Eﬁfs 2y 2 OIS Y,
’ HOHRE DM
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BESEOWEE KM I N TV I BAEDH

peE2l i
specimenType (E=3 IERERHL (1) FFPE
N+$
Intact
allReadCount (E=) 4[N ~y 7INTwiArnY —FE2Ee) — VG
fea (R
. = X1~ | U — FoHEFR,
sampleMetrics (fE5%) | N, 47 |BSlOEATY =7 b iz—EThBT L,
=7 F)
» . Y—FEL) —F - 7727 EOHIEE,
value (2] Bl (1) 91.52
e ig(;i@ﬁlj‘]ﬁbii > THEL D,
unit [@ZH] | IEHRI -
At () % ]
B3O A 1T null ZEC#KT 5,
Z—=T v FDRAT,
<"total: AV X—F v AT - X=F v b
. pezl .
targetType [ ] e o - "target": AV - X—7 v P DA
B N Et AT 1 1=
C-CAT I EHifk,
HED XA T,
- "unique": EEEZFR Y —F
duplicateType | [2] \j(?ﬁlj . "duPlicate”: Ei%ﬁ LTw3sY—F \\
[ERA] - "unique+duplicate": &£TD Y — b
X EEC AL &R 2 i 9 2 56 1%, SHATIC
C-CAT ICTEHE,
flio % 4 7,
- "count": Y — N
- "percentage": U — F o EG
* "medianDepth": 7 7" X 1 {l
. . peE2l s
unitType [ZE] - - "meanDepth": 7 7" 2 ¥-¥){E
LB X "percentage" % IR L 725G O R R & L T
&b [XII-3. sampleMetrics] % ZH,
X EECSL &R 2 (i 3 2 55613, SHHTIC
C-CAT i SEEi&,
. fyl(R | ESttoMEF B I N 2 EEESEX
tumorContent (s X~ | o
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N, &7
=7 F)
- . JEE 95 A
value (A2 ] Bl B 129%.
S afxrD 247,
ype L] FH - "pathological": JRELAH 72 S & A K,
GERA] | - "estimate™: H#EE L @5 &HFE,
- "unclear": A,

V-2. sequencingSamples & 77 5t &k {5

(%)

"sequencingSamples”: [

{
"itemId"”: "sequence-1-tumor-dna”,
"tumorOrNormal”: "tumor”,

"nucleicAcid”: "DNA",

"resultQuality”: {

"state”: "pass”

e

"specimenType": "FFPE",

"sampleMetrics”: [

{
"value": 91.52,
"unit": "%",
"targetType"”: "total”,
"duplicateType"”: "duplicate”,

"unitType": "percentage”
5
{

"value": 87.31,

”Unit”: II%H’

"targetType"”: "total”,
"duplicateType”: "uniquet+duplicate”,
"unitType": "percentage”

5

"value": 247,

"unit”: null,
"targetType": "target”,
"duplicateType"”: "unique”,
"unitType”: "medianbepth”
},
{

"value": 238,

"unit”: null,
"targetType": "target”,
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]

"duplicateType”: "unique”,
"unitType”: "meanbepth”

}
]
3
{
"itemId": "sequence-2-tumor-rna",
"tumorOrNormal”: "tumor”,

"nucleicAcid”: "RNA",

"resultQuality”: {
"state": "reference”,
"reason”: '"degraded”

})

"allReadCount”: 11928428,

"sampleMetrics”: [

{
"value": 9542742,
"unit”: null,
"targetType"”: "total”,
"duplicateType”: "uniquet+duplicate”,

"unitType”: "count”
3
]’
"tumorContent”: [
{

"value”: 50,
"type": "pathological”

}
]
3,
{
"itemId"”: "sequence-3-normal-dna”,
"tumorOrNormal”: "normal”,
"nucleicAcid”: "DNA"
}
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VI. variants X 2

X 7B T ARG % iK# 3 5, shortVariants % 7', copyNumberAlterations %
7', rearrangements X 7/ 3 EN b,

¥ — WZESEAE T — 2l B!
variants = A/ B TAREWREN 2 7,

VI-1. shortVariants X 7'

1 A SR

>N

AR D ACRI, KK LA EDRREZFLES 2,

x— | wmEtE | 7o A

- AR E - 1 | DHRRRZE SR, IR DAL RE, RK AL L
s 'ort a (T ~N. 7Y | OFEHERK &2 7,

riants =28 | EAORE TV Miz-ETHE I L,

VI-1-1. shortVariants & 7' N O fi# g

¥ — e 7 =" i
| ‘ S sy %< 3 1D,
itemId AEl BRI . -
At —JEFINT—EDOX I TH B L,
pe2l
chromosome sl AE*E%%EE : RtafhE 5,
[a-zA-Z0-
9 ¥-1+$
Qutafk L oYEALE, HEED KRB IE
I 1-based FEHFEZRZfEH L. VCF
vad.3 It TRtk 5, (Godkpl e L
CTVCFv4.3 ®page 13 IZH 5 X5
i, V7 7Ly RIEHED atCga, A H
. o . TR at-ga, V7 7L v RIFED CD
position WA B [ 3 DR, "position” 2,
"referenceAllele": "TC",
"alternateAllele": "T" & KT 5, %Kik
D@ Y . "referenceAllele" 12V 7 7 L
v AHGHE "alternateAllele" 3725 R
RS, )
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P2l

cytoband (E=3 BRI ¢ BLRFERDOH LV A PNV,
N+$
Pl Y77y R,
referenceAllele WA IERZRHE VCF v4.3 129> CTRell 3 %, sl
AACGTN]+$ | 52 position DA% S,
2 B AL,
VCF v4.3 1t > TRl d %, sedlflid
pl 52 position DERIH% &,
. IERIFRH - oA TV ED=AT - T LV
alternateAllele WAH ) .
AACGTN¥*] | 1Z. Ao shortVariants # 70 FEZE L L
+$ THJ T %, % DFE. comments
W RD itemld &=L F - T LU
THDLEZRLHT 5,
alternateAlleleFrequency DA El BiE R 7 L ASEE (0~1 D #ipH),
totalReadDepth (EZ) R AalFe R (RIME 1),
(§9= . e
alternateAlleleReadDepth (e B 75 BRI I o S G RS (e /IME 0) 6
BESHOMEFICRHM I TWw2E
RFERD XA T,
ROfED 5 FER L CTELHL
+ "SNV"
N g * "insertion”
variantType (E=3 -, . "delfenon"
- "delins"
- "indel"
+ "MNV"
¥ RIS 2 4 TERERT 2858
3. C-CAT Ic EH#HE,
REIEFEY) D IFH.
(R X ¢ 1 E{ﬁfﬁﬂ@%zwvlﬁ Mi—ETH2C
transcripts WZH ~N. 7 ° B
) AR RAERR X, YE%ACY % JEH
2 HER LERT 2 L OV 0GR
PG %
pEZ| o .
transcriptld [WAA] IR : WD) ID % Fe (1
NM_000368.4),
NMA¥s]+$ -
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EfEMED 72, sub-number (FDRF
THEE) &0 5 EEmHERET
5, A VE—Y =y 7HHBOERD
7= OEREPEY) ID DIEFAE L I WA I,
"transcriptld": null & EHEH T & D
Al

SEEEY) ID I 37— X X— 24,
KD 2200 6FIRT 5,

. - "RefSeq"
_ = Pl . ;
transcriptDatabaseName [ ] s - "Ensembl
[ERK] . . .
transcriptld 2% null DEE 1%,
" transcriptDatabaseName": null & Fl#
ER R N1
tRT—4&R=—2D "=V a3 vERL
: . XFH
transcriptDatabaseVersio " o
(E=3 IEAERH ot s oA
n rid XL WA X, C-CAT 230k
' Fex—Ya vAMERE S,
(R 11 . B
, . | BETEROMEICEET AR E R
regionStructure (E=3 ~N, 7 "
o
=7 b)
ARt OMEHF ICEHIN T 28
o+ DALE I B3 2 fill R AH
R D> H R L CTEEH
+ "promoter"
+ "upstream"
. - "downstream"
t [z /E‘] X%ﬁ” ne t s n
e WA . - "intergenic
P [ B
+ "5'UTR"
. "3|UTR"
. ”eXOn"
* "intron"
X ERCLUL @R 25 5 56
X, FHHTIC C-CAT IC ELHAE,
type T exon ¥ 7z (% intron % &R L 72
number (E9=) B G, 2x v vEsEif vy
FT & Rl
type T exon ¥ 7z intron %8R L 7=
totalNumber £ B G, zx v vERIEA v e vok

B FeH
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MESOMEF ICREH I N TV EE
14 GEETRES) % R Hl.
B TRFELRVWEGER

. XL "geneSymbol": null & FC#,
geneSymbol L] %%%ﬁ: [TERT promoter| @ X 5 ic. B
B s e sme.
[TERT| %&#d %, [promoter]
X TRED regionType ICEL#H 3 5,
A mEStoOMEFICRHMI LTV R
regionName (E9=3 IEMERHL HOEE S 5 Rl 7s sEIE A % Bk
N +$ 5] : D4Z4 repeat
LIRCADI TR N
. W7 LY R U & o551
strand = e im0,
&R . .
transcriptld 2% null DE5E 1,
"strand": null &EC#HE TS Z & HA],
EStoMEHFICHHINTH 2
DNA L~ ToZAt % Fli#k,
JRATE LT HGVS IcHELL 72 5K5d & &
pEZ| 5.
cdsChange (42 ] IE%??%IE : Ay kU x =y » G RNA 3
S a—-FI &k, * oXd
7w/ v aA—7 4 v B ORGEUS
) null &322 & D AEE,
mESttOWMEF ICRRHMI N T2 X
Vo7 L~ TOZEAL R L
pEZ| TIBIT I XFRIL LT 5, Zoft
aminoAcidsChange [WZE] ERIFRIA ICOWTIIJFEA]E LT HGVS ICHEHL L
~N+$ oKl $ 5,
FERERFEI S <7 3 7 A LA e 15
A3, null &35 2 &b AfHE,
"splicing_variant"7z &', $RHEY) EDZE
(B O % Sequence
FF (K& 1 | Ontology Tal#id %,
caleulatedEffects - ~N. X745 | snpEff v —1d [Effect (Sequence
IR : Ontology) | %°. annovar Y —/l @
~+9) VCF [Func.refGene | 1244 317

H, annovar Tlf. User Guide, Gene-
based Annotation @ Output file 1
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(refSeq gene annotation) (Cf#ERASH
v, HELIEH DO HEE% Sequence
Ontology ICZHTZ 5,

FeAlloo 1 B ico % 1 HEEZEIY 4T
%,

B o & X FHiF—ETh b L,

, (5=} EE?IJ(E:;:} Axy 74 HAEROH LT F Y D
skippedExonRanges , ~N, #7¥
(HEHE) T ¥
=7 F)
P2l
transcriptld [WZE] N e transcripts X "N O fifin & 218
NMA¥s]+$
. transcripts X ' N Dfiai % 28,
transcriptDatabaseName (28] zi%ﬁq transcriptld Z A/ L 2856, RIEHE D
IS oy 5.
XFH
transcriptDatabaseVersion (R=3 IERIFH transcripts X 7' N D i % 2,
~+$
P&l
geneSymbol [44ZE] IEHIRI ¢ transcripts X 7' N O % S,
MNA¥s]+$
strand = [i;;zg] transcripts X 7' N O % S,
y T - xﬂei?’?éﬂﬁ%{é@})él#‘/vﬁ
exonRange (428 ] 0. ) 5 OHEPH, Fillh - R TOZ XY vHES
ZHEIFICE T
totalExonNumber = B IV VORI EIET 5,
— sequencirllg sample ‘%iﬁ, )
» (sequencingSamples) @ itemld % &t
sampleltemId WAH IE?EA,E%IE : W S AR X L7y 7 s
e,
PRHINE H = 2 R Bl A % 81 H 2k 2> % BC
o
XC-CAT Tld. MM Hask 2 A Bl
) . (F9= pE=]l NERHN KD T, WK T 2 AR~
variantOrigin _ . .
(HE%E) LER] —ADWNREEZ Tb, AN kn

Biaix, IREAE R (BE) omEE~
— A Z’)S\{%}Eﬁ é é/l/ 5 o
- "somatic": ML H K
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- "germline": AEFEANAC R F1 a2k

- "likely somatic": HLRIFYIC (IS D A
DIRAEICEH VT, Filliadsk e TR
na&He XEHEER (BF) oM
R —ZARMEH I NS,

- "likely germline": JLRYAY (T (I 5 D
DIREIC BT, AJEMI RISk &
TR 56 XATHEMIERYIZR

() OHFER—ABEHING,

matched

£

il

7 — Al

gtk & R EBA % R LT L

72385 D5,

approved

= B

i

7 —

BESEOMEMEREE. 20132
NICHET 2 IC, AREwmE LT
AL E 7B T AR (true) 2. £ 9 T
72\ (false) 2,

(F7 4+ F:true)

grade

(55

el

pa2l
[ERA]

BESEOMEMEREE. 20132
NICHET ZMEF ICHMI N LR
R A

R IR L TEcHl,

- "clear": BERRE 7z {HRHL

- "equivocal": low confidence 7z &', &
HUCBEBR X 2338 %

- "suppl": HH OBEEK X O EE W ICE
boF, MR EERE L TERZIR
THEICERT 5,

(F7 N b "clear")

¥clear, equivocal DG, B A HIFEA~
— R flio 2R T 21T, REEM
HOFERL 2 2 5613, FHHlc
C-CAT Iz B,

reported

W

|

BESTOMEM MG EH, 213 %
NICHET ZHEE ISR I N LR T
H 5D

Xtrue D&, C-CAT TR ICH
N$ 5,

VI-1-2. shortVariants & 2 ZCa 4l
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(5l 1. SNV D FCERMHD
{
"itemId”: "variant-1",
TitemIdICIIMH S N2 BB TR RIGHRICHT L, BMESHEEO I %2R S,
"chromosome”: "9",
"position”: 135781005,
"cytoband”: "q34.13",
"referenceAllele": "C",
"alternateAllele": "G",

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

%,
"alternateAlleleFrequency”: @.54,
"alternateAlleleReadbepth”: 108,
"totalReadbepth”: 200,
"variantType": "SNV",
"transcripts”: [
{
"transcriptId”: ""NM_000368.4",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon",
"number”: 15,
"totalNumber”: 23
}
1,
"geneSymbol”: "TSC1",
"cdsChange”: "c.1960C>G",
"aminoAcidsChange": "p.Q654E",
"calculatedEffects”: [
"missense_variant”
]
3
])
"sampleltemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched”: true,
"reported”: true

(#1 2. insertion @ ECH#LH)
{

"itemId": "variant-2",
"chromosome”: "8",
"position": 37553560,
"cytoband”: "p11.23",
"referenceAllele”: "A",
"alternateAllele”: "AAGCGGC”,
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"alternateAlleleFrequency”: 0.4953,
"alternateAlleleReadbepth”: 368,
"totalReadPepth”: 743,
"variantType'": "insertion”,
"transcripts”: [

{
"transcriptId”: '"NM_025069.2",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon”,
"number”: 1,
"totalNumber”: 2
}
]7

"geneSymbol"”: "ZNF703",
"cdsChange": "c.63_64insAGCGGC",

"aminoAcidsChange': "G21_G22insSG"
}

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

"matched”: true,
"reported”: true

(9l 3. deletion D aECHMHI)
{
"itemId": "variant-3",
"chromosome”: "1",
"position": 27097751,
"cytoband”: "p.36.11",
"referenceAllele”: "TC",
"alternateAllele”: "T",
"alternateAlleleFrequency”: 0.1203,
"alternateAlleleReadbepth”: 32,
"totalReadbepth”: 266,
"variantType”: "deletion”,
"transcripts”: [
{
"transcriptId”: "ENSTQ@000324856.13",
"transcriptbatabaseName”: "Ensembl”,
"transcriptbatabaseVersion": "v99",
"regionStructure”: [
{
"type": "exon"”,
"number”: 12,
"totalNumber”: 20
}
]7
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"geneSymbol”: "ARIDTA",
"cdsChange'": "c.3340delC"”,
"aminoAcidsChange”: "p.P1115fs*46",
"calculatedEffects”: [
"frameshift_variant”

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

"matched"”: true,
"reported”: true

(f5 4. delins D FCLHLMHI)
{
"itemId”: "variant-4",
"chromosome”: "1",
"position”: 26696982,
"cytoband”: "p36.11",
"referenceAllele”: "GC",
"alternateAllele”: "TT",
"alternateAlleleFrequency”: 0.0993,
"alternateAlleleReadbepth”: 52,
"totalReadbepth”: 524,
"variantType”: "delins”,
"transcripts”: [
{
"transcriptId”: ""NM_006015.6",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon",
"number”: 1,
"totalNumber”: 20
}
],
"geneSymbol"”: "ARIDTA",
"cdsChange”: "c.579_580delinsTT",
"aminoAcidsChange"”: "p.E193_P194delinsbS”
}
];
"sampleItemId”: "sequence-1-tumor-dna"”,
"variantOrigin”: "somatic”,
"matched"”: true,
"reported”: true

(f§l 5. TERT promoter D iC# )
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"itemId”: "variant-5",
"chromosome”: "5",
"position”: 1295113,
"cytoband”: "p15.33",
"referenceAllele”: "G",
"alternateAllele”: "A",
"alternateAlleleFrequency”: 0.163,
"alternateAlleleReadbepth”: 15,
"totalReadbepth”: 92,
"variantType”: "SNV",
"transcripts”: [
{
"transcriptId”: "ENSTQ0000310581.9",
"transcriptbatabaseName”: "Ensembl"”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "promoter”
}
],
"geneSymbol"”: "TERT",
"regionName"”: "TERT promoter”,
"cdsChange”: "n.1295113C>T",
"aminoAcidsChange": null,
"calculatedEffects”: [
"TF_binding_site_variant”
]
3
]y
"sampleltemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched”: true,
"reported”: true

VI-2. copyNumberAlterations % 7
BihEnza v —BEEICEL CRHIT 527 Th 5,

¥ — WS | T B
A (R - \ ‘
. . | A —RBEREEN 2 7,
copyNumberAlterations | {LE I~N, #7 - -
Sz ) BVlos4+ 7Y 7 P3—EThHb T &,
v

VI-2-1. copyNumberAlterations &% 7N D &5

*— WS | T2 i
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P2l

EEFERERICH Y 4T3 ID,

premid A B’?i’% | RN T oK TH B T L,
X4
= IEREE | -
chromosome (He45) Aa-2A-70- RtafkEa,
9 ¥-1+$
startPosition = o Qutufk Lo RiGAziE (1-based I X 550
(HEXZ) #)o
XFH
startCytoband (E=3 EHRFKE | FRMEO A PNV F,
N+$
endPosition (=3 ok Qetufk L& T ziE (1-based I X 550
(HE4E) #o
XFH
endCytoband (E9=3 IEHERB | RTHEDOYA PNV,
N+$
2 v —HEE OMIEME & BT,
value, unit ® 2 2D F =L 54T
sl (& TN R
- 1~ = 7 b OB, unit 2857 B EH 2 DL
copyNumberMetrics B | EBagAE. BT 2L EoRITE
(He%8) | N, A 7Y oy
=7 F) ‘o -
oA TY 27 MZ—ETHSZ
o
value [2az] K v — R O WENE,
HIE(E value D HAL,
BT R D> 6 IR ATHE,
- "copy number": = v’ —%{
- "fold-change": TEH AR5 2 s
Btk (LX) FIEE O
pE2l - "log2 fold-change": "fold-change" ®
unit [ 242 ] .
LEIRAK] | log2 & f2

- "fraction-of-gene": HIE & N7 BIET
D 5 B 3 v =L 225 D E
=
K DR ZHEH T 2561k, F
fific C-CAT I B,
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MAESEOREMBEREE, 232 H
WCHEST 2R EICEHEH I N/ o v — 5 R

WorA47,
R H1EPR L CRL#k,
+ "amplification”
] . "gain"
copyNumberAlterationT . p&l o
WA - - "duplication”
ype [%T}_—\Iiﬁ] n n
+ "loss
- "deletion”
- "homozygous deletion”
- "neutral”
X RN 2 4 T EREHT 25511,
HAIc C-CAT IC B,
i (&
. . T l~ . . .,
transcripts | . | shortVariants % 7N D fiEai % S,
N, &7
=7 F)
pe2l
transcriptld = IEHFRIA ¢ | shortVariants & 7' N D it & S,
NMA¥Es]+$
‘ . shortVariants % 7N D fi@ii % 28,
transcriptDatabaseNa ” X4 )
f= LR transcriptld Z AJJ L 728556, AIEHHE S A
me R ~
NS 2,
) pezl
transcriptDatabaseVer " . . N
) = R | shortVariants & 7 N D fEE %2 SHH,
sion
A+$
B (R
: . ERIN S . \ .
regionStructure = . | shortVariants & '[N D figEit % 28,
N, A7
=7 F)
ezl
type R ) shortVariants % 7N D i % 24,
P [T ’
number = B shortVariants % 7N D i % 27,
totalNumber = B shortVariants % 7’ N D fi#ai % 208,
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P2l

geneSymbol [wZE] | IEMIFRIE ¢ | shortVariants % 7' N D% 4,
NNN¥s]+$
X4
regionName (=3 IEHIFRI ¢ | shortVariants % 7' N O % S,
N+$
strand (=3 [gﬁ] shortVariants & 7" N D i & 2,
pe2l
cdsChange = IERIFRHL ¢ | shortVariants X 7' D fiFai % 2,
~+$
pE2l
aminoAcidsChange = IERHFRIA ¢ | shortVariants & 7' N D it % S,
~+$
fiesl (&
X il~
calculatedEffects 591 N. XF%¥| | shortVariants % 7N D i # 2,
IEMERHL
~+$)
fiesl (&
X1~ . .
skippedExonRanges = | shortVariants % 7’ N D fiEan % S,
N, 7
=7 })
pE=l
transcriptld [#ZH] | IEMIFRIE ¢ | shortVariants % 7' N D fi#a % S,
ANN¥s]+$
' shortVariants & 7N D fifai % 2,
transcriptDatabaseNa . pe2l )
(] e transcriptld Z A1 L 728556, RIEH D A
me [ERA] P
‘ XFH
transcriptDatabaseVers . . N
, =3 BRI ¢ | shortVariants % 7’ WD g % S,
ion At
pE=l
geneSymbol [ZH] | IEMIFRIE ¢ | shortVariants % 7' N D fi#a % S,
MNA¥s]+$
strand (E9=3 [i;;ig] shortVariants & 7N D fifai & 2,
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ey (=
exonRange [4AZH] X 12, # | shortVariants & 7' N DfEE % 204,
#0
totalExonNumber = R shortVariants & 7N D figai % .
XA
sampleltemlId WA IE#IRI ¢ | shortVariants & 7N D fifii % 24,
~+$
= X . -
variantOrigin o - shortVariants & 7" N D fiali 2,
(HE4E) [ERA]
matched = 7' — WAl | shortVariants & 7' D figai % 27,
d fEx 7' — VAl | shortVariants % 7' N O figil % S
approve _ — B | shortVariants Fank 2
°P (E30) i
X . .
grade = . shortVariants &% 7' N D figai % S 1,
[ ]
reported | 7 — A | shortVariants % 7" N D figail % 2,

VI-2-2. copyNumberAlterations % 27 gt #fyl

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

e
{
"value": -2.1147,
"unit": "log2 fold-change”
3
]’

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

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

}
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1,

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

"matched”: true,

"reported”: false

VI-3. rearrangements & 7’

BEFRLG, B, RORE, Hifik & OBIEFHEROEREILHT 2,

¥ — DA e 7 — 2 i
FAl(RE 01
B e £ 7,
rearrangements (E=3 ~N. 7 .
s BSlo&A+ 7Y 27 PiE—ETHE T &,

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

¥ — MRS | T— 4T AA
XA
BIL T2 FRIGHRICEH Y 24T 3 ID,
itemld BE | s | L ARIERICED
rid —JEFINC—BEoXXFHTch B L,
BcHl (& . .
5 2( + EIETHEKD 2 207 L—27 2V F,
breakends WA . X ES DA T 27 Vii—ETHBZ
VAR /4
Lo
)
peEl
IERZRHE
chromosome WA ® Pt kBT,
ANa-zA-Z0-
9 ¥-1+9$
etk o FAEAIE (1-based 12 & B30
startPosition WA I * * PRI (1 -base
#) o
T
startCytoband (§=) IEREI - | FASGIE D34 PNV F,
A +$
etk o T HAiE (1-based 12 & 330
endPosition WA B RO FeT LB (1-base
),
XA
endCytoband (E9=) IEHIRE | THREOT A PNV,
A +$
referenceAllele = pe2l V7 7L v R,
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(HE2) | IEBIKBL : | VCFv4.3 IHt > Cal#id 5., C#piliz
AACGTN] | #R [XIII-2. matePieceLocation| %%
+$ i,
&zl AL S E
& | IEBEB : | VCFv4.3 It > Cadilid 5, sl
alternateAllele _ ] )
(HE2E) | "NACGTY| | b TXIII-2. matePiecelLocation | %%
¥]:0-9]+$ | B,
SWE LofsaRrb Rz 2T, ¥
HAE LTl OB LG L Tw b
£t "upstream", YJEELZE TR CRE A L
. . (E=3 pExl TWw 35413 "downstream",
matePieceLocation _ e . -
(HE%E) LEIRK] | BT 7 2B {LofiRD -0, Fldld
5 e xmlHERET 5,
FEAH 7 B 12 ik [XTIT-2.
matePieceLocation| % %A,
TL—0 TV ¥ FR—=+rFT5Y—F
supportingReadCount (=) LS #. % L < ¥ alternateAlleleFrequency
¥
TL—2T VP FR—-1+FT250)—-FE
totalReadCount = B EVFR—PLARWVW) —FHDAG, L
1 alternateAlleleFrequency D53,
TL—7 TV FELTCOERMT LM
alternateAlleleFrequen (E=3 - J£(0~1 D#HiPH),
_ = . . s S
(H42) TL—2 TV T EIT LAKHE #EHE
L72fli%5# T 5%,
fcs (R
. . T~ . . .
transcripts WAIH . | shortVariants & 7" N D figiit % S,
N, A7
7 b)
pExl
transcriptld (E9=) IEHIEKH © | shortVariants & 7N D figii % 4,
AN ¥s]+$
_ . shortVariants % 7' N D fifEai % 4,
transcriptDatabase . Pl
N (A= . transcriptld Z A1 L 728556, ARIEH D
ame IR
AN ZHERET 5,
, XA
transcriptDatabase " . N N
. (E=) IEHIFRIA ¢+ | shortVariants % 7N D% S,
Version Ats
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AeA (&
) (E=3 I 1~ ) R -
regionStructure B . | shortVariants % 7" N D figgit % 22,
#E2E) | N, A7
=7 F)
pEZ|
type WA k ) shortVariants & 7N O figai % i,
P [ '
(E9=3 . ) R -
number L T shortVariants & 7N D figdh % 0,
(i)
totalNumber = B shortVariants & 7' N D figdh % 0,
pEZ|
geneSymbol W7 IE#IZRIA ¢ | shortVariants % 7N D% S8,
AN ¥s]+$
o P&
regionName | IEMIEH | shortVariants & 7 N O f#FHi & S,
€jiz>9)
N+$
pExl
strand = ) shortVariants &% 7N D fifEai % 2,
LR i
pExl
cdsChange = IEHIZRIL ¢ | shortVariants & 7" N O fifh % S,
N+$
pEZ|
aminoAcidsChange (§=) IEMIFRIA ¢ | shortVariants & 27/ IN Dt % 214,
N+$
AeA (K
T l~
calculatedEffects = N. 3CFF| | shortVariants & 27PN D figsi % 218,
IERIZRE ¢
A+$)
BLEYEERKIcCENTTL—2Z VN
¥ CEIETHOWBEHAETH ) <7
. FeA (&
) (E=3 DELH,
orderedGenePairs B X1~ ] -
(HE%%) N E5) transcripts @ 2 2 ® geneSymbol % it
’ HL72RE 2 0l % THERECHD,
geneSymbol (ZHEF DNETTIAIC & DE T
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RE L., —EET 5, &z
geneSymbol A, B ic¥t L., A 2555 |
Ui. B 2ETRICH 2 56
"orderedGenePairs": [

A", "B"]

LELHET 5,

KD AHFER — AREBORE, 2 DITHE
Wk s, 7z& z [ ["A", "B"] ]
DEA. ["A","B"] AR ING,
[["A","B"], ["B", "A"] ] &, ["A",
"B"] &["B","A"] BExNETNMmEIN
2. [['A""B'], ['B", "A"), ['C", "B |
D &5 iciliA < HlHS 2 2 & b HEE,
KEIMB LIl koT, KX 7D
ANZEZEZTEF I,

MKAR X 7HREM I N6, breakends
T @ geneSymbol D7 (FHRE 7 [ DIE
Wb oL LTifvbil, MJTHO~
TR I NS,

a7
f ﬁZJ(EjC transcripts @ 2 2D geneSymbol % .
(orderedGenePairs @ R Hﬂﬁ‘ﬂ EEDIESAICEDLEREX 2 OXFEY|
WA gt
ES DL,
TR IEARB -
('fﬁ”) [VIEML4H, nALKn]
N+9$)
fcsll (K
é.i SEET MRS X 385 %0 3 EIET
T ' D
affectedGenes { B N, 3741 i . . I
(M5 | o, |lons deletion % & CHIMO iS4l
;+5' ENBWE, KHEO AN EHRT 5,
BLFHBRIC L > TAFy TNz
oG | ’
. g * v DR,
skippedExonRanges (Tﬁ’lj;é) N. j‘7/ rearrangementType IZ"exon skipping’"
, 1) ERL 7256, REHE S AN 2 s s
5 o
pEl
transcriptld WZE | IEBIFRIA ¢ | shortVariants &2 27N D figa % 28,
AM¥s]+$
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shortVariants X 7' N DfiFE % 24,

t iptDatabaseN T4
ranseriptaabase T WA [ii;é] transcriptld # AJ) L7256, AHE D
e EUR o a5,
t iptDatabaseV i
ranscriptDatabaseVers .
. P 75 | EBIZEHL | shortVariants % 2N iHH & B,
ion At
pezl
geneSymbol [Z8] | BRI ¢ | shortVariants % 7’ N fig&i % S,
NMr¥s]+$
pezl
strand (E=) shortVariants % 7' O g3t % S,
iRt :
I ZI[€=3 ..
® ] | x o AFy TENTTXY vESOHM, H
R yo | RTOZEY VRIEEMIC AL,
totalExonNumber (E=3 B shortVariants % 7" D f@ii % 218,
SCEH | 7 AEH D 20D 7L — 2 v F O
) 4s . IERRE | IcHiA I 2B,
insertedSequence =
1 AACGTN] | A & M7 BFIATFE L 75 LA .
+$ null ZE#HT 2,
PR EPR—1rF2)—FE. dL<
supportingReadCount = B
It alternateAlleleFrequency D743 F,
ARz R— 3250 - FEE Y FR—
totalReadCount (E=3 B FLZAWY — FEoAR H LR
alternateAlleleFrequency D77k,
BIL TR E L COERT VOV
(E9=) (0~1 D H#HipH),
IternateAlleleFrequenc _ e _ . e
o P e 150 {ET R LA L fli%
LT 5,
ey (R
g RNA-seq 2> b3 b N7z FEHE D IH .
expressionLevelMetrics (E=3 o | BB/ A TS 27 P IF—ETHBH
N, A7 L
=7 1) ’
value [4ZH] #iE Fe T DfH,
i - pezl FEH & D BT,
unit [wh2] e s -
GEGA] | HALIER A R,
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- "TPM"

- "FPKM"

- "FPM"

- "RPKM"

- "RPM"

X LA D AL 2 EH S 2 561k, F
HiIC C-CAT 12 Bk,

R R O,
FERNER D> 53R,
* "mean"
+ "median"
pezdl - "standard deviation"
type (E=3 i i .
[EIRA] | (577 44 bnull)
FEHIR D HEE %2 £ 3 (EHHEHE C Xk
V)5A 1T null % Gl
X RSN &R 2 (3 2 5560 1.
HAHTIC C-CAT I BEHifg,
ERIMEIEZEHE L Ko v I a4
=z,
sampleSize (E9= T Xtype IZ null THRWEZGHE L 725
A, AEHbIEHEHES 2,
(F7 # L F:null)
FEBIE % control (IEH) MRk 2 & BRI L
isControl i | e | e R BRSO HRINL 7o
(false) 22,
(F7 4} false)
ics (&
. X 1~ | RESHDT 72 fE 4 OB G TR D
rearrangementNames (T@”% N. XFF| | 4Hi, #lz41X. "EML4-ALK fusion",
IERERH | B oR&FIE—ETHb T L,
N+$)
A S AMEF IR L 728 s T P
LDz A7,
R DIERIL D> & 3R,
rearrangement Type VA E| j(?ﬂ ' gene fus?on" . )
[FER ] - "gene fusion and frameshift variant"

+ "bidirectional gene fusion"
- "duplication”

- "tandem duplication"
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- "deletion”

+ "inversion"

+ "truncation"

- "splice variant"

- "exon skipping"

- "translocation”

- "other"

X BN D £ 4 TR FER T 2561,
HHiIC C-CAT IC Bk,

pe=l
sampleltemId MR IEHIZRH ¢ | shortVariants & "N D figin % 24,
~+$

= Pl

variantOrigin ~ k shortVariants & 7N D fifai & 2,
(HESE) [ER
matched = 7 — N | shortVariants & 77N D figii % 22,
d R 7 — B | shortVariants & 27N D f#éi % 14
approve \r — A | shortVariants Fanx 208,
(H#E4E)
pE=l . .,
grade = o shortVariants % 7" D fifa % 2,
[EHR
reported PH 7 — A | shortVariants &2 7N D fifah & 2,

VI-3-2. rearrangements & 27 5t & f

(#51 1. orderedGenePairs 23fFLES 2 560)

{
"itemId": "variant-13",
"breakends”: [
{
"chromosome”: "2",

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

"referenceAllele”: "A",
"alternateAllele”: "A[1:29445240[",
"matePiecelLocation”: "downstream”,
"transcripts”: [
{
"transcriptId”: ""NM_001145076.3",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
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"regionStructure”: [
{
"type”: "exon"”,
"number”: 7,
"totalNumber”: 22
}

:I)

"geneSymbol”: "EML4"
}

]

}’

{

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

"referenceAllele”: "A",
"alternateAllele”: "]12:42510050]A",
"matePiecelLocation”: "upstream”,
"transcripts”: [

{

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

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

"type": "exon",

"number”: 3,
"totalNumber”: 10

3
]a
"geneSymbol"”: "ALK"
}
]
}
1,

"orderedGenePairs”: [

["EML4", "ALK"]
1

"supportingReadCount”: 30,
"totalReadCount”: 430,
"alternateAlleleFrequency”: 0.07,
"rearrangementType”: "gene fusion”,
"sampleltemId”: "sequence-1-tumor-dna”,
"variantOrigin": "somatic”,
"matched"”: true,
"reported”: false

W2, 7v—osxz v FZLichet) — FEL TUABEEZEE T 2 5E)
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"itemId”: "variant-14",
"breakends”: [
{

"chromosome”: "2",

"startPosition”": 42510050,
"startCytoband”": "p21",
"endPosition": 42510050,
"endCytoband”: "p21",
"matePiecelLocation”: "downstream”,
"totalReadCount”: 330,
"alternateAlleleFrequency"”: 0.06,
"transcripts”: [
{
"transcriptId”: "NM_001145076.3",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion"”: "Release 99",
"regionStructure”: [
{
"type": "exon",
"number”: 7,
"totalNumber”: 22
}
:I’
"geneSymbol”: "EML4"

]
3
{
"chromosome”: "2",
"startPosition": 29445240,
"startCytoband”: "p23.2",
"endPosition”: 29445240,
"endCytoband"”: "p23.2",
"matePiecelocation”: "upstream”,
"totalReadCount": 570,
"alternateAlleleFrequency"”: 0.07,
"transcripts”: [
{
"transcriptId”: ""NM_001353765.2",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion"”: "Release 99",
"regionStructure”: [
{
"type”": "exon"”,
"number”: 3,
"totalNumber”: 10
}
1,
"geneSymbol": "ALK"
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3
1,
"orderedGenePairs”: [
[HEML4I}, HALKH]

1,

"supportingReadCount”: 30,
"rearrangementType”: "gene fusion”,
"sampleltemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,

"matched"”: true,
"reported”: false

(f5 3. insertedSequence D’ TETET 554
{

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

"chromosome”: "14",

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

"matePiecelLocation”: "downstream”,
"transcripts”: [
{
"transcriptId”: null,
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: null
}
]
};
{
"chromosome”: "2",

"startPosition": 321672,
"startCytoband”: "p25.3",
"endPosition”: 321672,
"endCytoband”: "p25.3",
"matePiecelocation”: "upstream”,
"transcripts”: [
{
"transcriptId”: null,
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion"”: "Release 99",
"geneSymbol"”: "LINCQ1865"

]
3
1,
"insertedSequence”: "GTNNNNNCAT",
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"supportingReadCount”: 30,
"alternateAlleleFrequency”: 0.07,

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

"matched"”: true,
"reported”: false

(f5] 4. exon skipping D&

{
"itemId": "variant-16",
"breakends”: [
{
"chromosome”: "7",

"startPosition”: 116771654,
"startCytoband”: "p22.1",
"endPosition”: 116771654,
"endCytoband”: "p22.1",
"transcripts”: [
{
"transcriptId”: '"NM_000245",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion"”: "Release 99",
"regionStructure”: [
{
"type”": "exon"”,
"number”: 13,
"totalNumber”: 21
}
]7
"geneSymbol”: "MET"

]

3,

{

"chromosome”: "7",
"startPosition”: 116774881,
"startCytoband”: "p22.1",
"endPosition”: 116774881,
"endCytoband”: "p22.1",
"transcripts”: [

{
"transcriptId”: 'NM_000245",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion"”: "Release 99",
"regionStructure”: [
{

thpe”: Hexon”’
"number”: 15,
"totalNumber”: 21
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}

]’
"geneSymbol”: "MET"
3
]
3
:I’
"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

(5] 5. translocation DEE)

{
"itemId": "variant-17",
"breakends”: [
{
"chromosome”: "14"

"startPosition": 105857793,
"startCytoband”: "p11.2",
"endPosition”: 105857793,
"endCytoband”: "p11.2",

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

"transcriptId”: null,
"transcriptbatabaseName": null,
"geneSymbol"”: "IGH",
"regionName": "IGH"

]

3

{

"chromosome”: "8",
"startPosition”: 127735729,
"startCytoband”: "p11.23",
"endPosition": 127735729,
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"endCytoband”: "p11.23",

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

"transcriptId”: null,
"transcriptbatabaseName": null,
"regionStructure”: [

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

"supportingReadCount”: 120,
"totalReadCount”: 435,
"alternateAlleleFrequency”: .31,
"rearrangementType”: "translocation”,
"sampleltemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,

"matched”: false,

"reported”: true

3




VII. otherBiomarkers & 7
variants & 7' IC® 5B FEBRIGMUN D AN F~—Hh — BT 2Bz ii T 5, H
E. A4 7837 74 PALEWHMSD, MEZRARH(TMB), ~7 n#E&EOHEEL
(LOH)® 3 fip 4 A =—H—icHGLTWw 3,

WAIH . .
*— . 7 — & B!
%
g% (F
therBi L . variants X 7 \C® % B TERERUN DA d~—H— 1T
otherBiomar 1~
= N. 7 BIHmEN X 7,
ers . : N
2 1) B o&E+ 7y 227 PE—BTHBT &,
I

VII-1. otherBiomarkers & Z7'N @ fi#ai

* LA 7 — 2 3]
— Vakel St i
Sl ’
=297
N P E;;Q NAF=—H—ICH Y YT 3 ID,
item Y| HFH
At —JEFINT—EOXFHNTH B L,
LTI A~—h—D 2L T,
2 A TNER D HIFER,
- "TMB": JEEZ 2 A% (Tumor Mutation Burden)
N - "MSI": v A 7 a7 74 b ARLER(Micro-
. . A . o
biomarkerType WZH (A Satellite Instability)
U CLOH": ~7 oo #4: (Loss Of
Heterozygosity)
X EReS o 2 4 TERGRAT 28561, FRiC C-
CAT IcBEHK
TREEE DB,
| EmeEs e B
. ) = | B A T2 PEI—ETHDL I L,
biomarkerMetrics B ~N., A7 - ‘ . ~ N
€jiz~y) 1) KRAAE RO, SEH DDA 7Y = 7 b
I
ST,
FRE U,
alue [ HfiE
e (f51) 5.15
TREFE D HAL,
L %i&ﬂﬁﬁﬁ‘]*ﬂ ToTE%R3
DA HICL->THERTD,
unit ] | EHER -
Asd ) %
' BB R 7 — DB A null 2T 2,
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BEBED %2 4 7,

P2l :
o (f1) Mutations per megabase
type [W/ZH] BRI
MSIsensor score
~N+$
percentage of MSI sites
NA A= — 71— DIRAE % R DIERI D 5 IFEIR,
. "high"
. "10W"
- "intermediate"
= Pl + "stable"
state ~
(HEHE) LER] - "cannot be determined"
M2 L L 7228, AR LA G A IE, null %
ALk,
K EFCUA O EIR R & (3 5 55613, HATic C-
CAT Ic 2k,
BAI(RE 1 . _
N BREEDOKDTLEWR L & ORI,
descriptions E9=) ) fEHEES L OBITIC DWW T, comments X 7D
IEHERHL .
contents X 7 % £,
~+9$)
= XFH
biomarkerOrigin B . \ shortVariants % 7' @ variantOrigin & 7",
U g | nERs i
X
sampleltemId WAH IERIZRI ¢ shortVariants % 7' D figa % .
N+$
matched = 7 — il shortVariants & 7N D fifai % 2,
approved & 7 — Rl shortVariants & 7" N D fifahi & S,
(HE%E)
X
rade (A=3 i X shortVariants &% 7' IN D figai % S,
i LRI "
reported WAH 7 — Al shortVariants % 7' D figa % .

VII-2. otherBiomarkers & 2" 3¢ &5l

(f)
"otherBiomarkers":
{
"itemId": "biomarker-1",

"biomarkerType'": "MSI",
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"biomarkerMetrics”: [
{
"value”: 5.15,
"unit”: "%",
"type": "percentage of MSI sites”
3,
{
"value": 2,
"unit": null,
"type": "MSIsensor score'

}
1,
T [A UM IE H CH 7 2 BT DMEEBATFIE T 2 55613, "biomarkerMetrics” & 7 NIClidHl| 3R
L9 5,

"state": "stable”,

"descriptions”: [
"MSI sensor score 10 points or more was MSI-H, 3 points or more and less than 10
points was indeterminate (MSI-I), and less than 3 points was microsatellite stable

(MSS).",
"https://www.gi-cancer.net/gi/ronbun/archives/201901-01.html"”
1,
"sampleItemId”: "sequence-1-tumor-dna”,

"matched"”: true,
"reported”: true
3,
{
"itemId"”: "biomarker-2",
"biomarkerType”: "TMB",
"biomarkerMetrics”: [

{
"value": 34.5680122,
"unit": "Muts/Mb",
"type": "Mutations per megabase”
3
:l’
"state": "high",
"sampleItemId”: "sequence-1-tumor-dna”,
"reported”: true
3
{
"itemId"”: "biomarker-3",

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

{
"value": 24.14,
"unit”: "%",
"type": "LOH score”
}
]’
"state": "intermediate”,
"sampleItemId”: "sequence-1-tumor-dna”,
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]

3

"reported”: true
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VIIL. expressions X 7

expression ¥ % GL# 3 %,
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expressions E=)
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VIII-1. expressions & 77 N D fig it
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transcriptld (E9=) IEHFKIA ¢ | shortVariants % 7' N D figin & S,
N ¥s]+$
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t t t ¥ =
ransenprataba = . ) transcriptld Z AJJ L 72556, AREHHE O A 2SS
seName [ER ] 2
t iptDatab Ll
ranscriptDataba
P & | EMEB: | shortVariants & 7O & B,
seVersion
~+$
BeHl (R -
regionStructure = 1~N, # 7 | shortVariants % 7' N Dfigai % 2,
Yz b)
pExl
tvpe i8] i i shortVariants & 7N D figai % 2,
P EREN i
number (E=3 B shortVariants % 7' N D & % S8,
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totalNumber (E=3 B shortVariants &% 27" O figai % S 1,
pezdl
geneSymbol [44ZH] IEHIZRIR ¢ | shortVariants & 27N D % 204,
NMA¥s]+$
pezdl
regionName (E=3 IEHIZRIR ¢ | shortVariants & 27N D % 204,
~+$
pEZ|
strand FE i shortVariants &% 27’ N D fig&h % S,
[534 5] :
pE2l
cdsChange 591 IERHFKIA ¢ | shortVariants & 7' N D g % S,
N+$
pE2l
aminoAcidsCha . . . .
= EHIFRBL ¢ | shortVariants X 7N D s % 18,
nge
8 N+$
FeH (R -
1~N, XF
calculatedEffects (E=3 | shortVariants % 7N D fi@ii % 218,
IEHERH
~N+$)
. feH (R -
expressionLevelMe o R . -
_ WZH 1~N. # 7 | rearrangements % 7N D gt & 2,
trics
Y7 b)
value [wAZH] HUH rearrangements X 7 N D fifai % 28,
pE=]l
unit B i rearrangements X 7 N D fEER % 218,
[ i i
£ A .
type ‘, e rearrangements X 27 N D fifai & S,
() | BRI ]
sampleSize (=3 R rearrangements X 7" N D fifa & 2,
isControl = 7 — Bl | rearrangements X 7' N DfE % S,
pE2l
sampleltemId W IEHIFRI ¢ | shortVariants % 7’ N O % S8,
N+$
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= . . .
approved ‘f 7 =AM | shortVariants % 27N D figtgit % S,
(HE$2)
Pl . -
grade (E=3 - shortVariants & 7" N D figai # S,
[ER]
reported WA 7 — A | shortVariants % 7’ N D figan % S,

VIII-2. expressions & 7 G &kl

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

"readCount': 9928,
"transcripts”: [

{
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol"”: "MET"
3
:I)
"expressionLevelMetrics”: [
{

"value": 28.24,
"unit”: "TPM",
"isControl”: false
3,
{
"value”: 142.7,
"unit”: "TPM",
"type": "mean”,
"sampleSize": 20,
"isControl”: true

by

"value": 134.2,

"unit”: "TPM",

"type": "standard deviation”,
"sampleSize": 20,
"isControl”: true

}
1,
"sampleItemId"”: "sequence-4-normal-rna”,
"reported”: true
}
]
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IX. armLevelChanges % 7
etk - et AR O Z L DM E FLEH T %,

+*— WIASAE 7 — 2 Bz
armLevelCh . fcsll (& & : 1~ | armLevelChange 1E#REMN £ 7,
anges TN, ATV ) | RO A TV s MiE—ETH BT L,

IX-1. armLevelChanges % 2N O figiit

¥ — AZEES LS 7=z " EILE!
. . i etk - etafRBiiE o Z2 i v 24 C 3 1D,
itemId Vsl IEMERHL . .
At —JEFINCT—EOXFITH B Z &,
Retafk - etafRRIRE O Z LD 2 4 7,
ZATRIRD0ERT 5, FHllicoOnTi
International System for Human Cytogenomic
Nomenclature (ISCN) 2020 % £lH,
- "amp": IEIE
armLevelChangeT o pe2]l - "del": K&
ype ] [ER] SR T
- "inv'": Wf7
- "dup": E#
- "ex": AEHE TR PR AL
X ERCLAN OEIRE 2 3 2 51k, SFATic C-
CAT Ic BHifE,
FA (R
cytobands WA I~N, &7 | 4 F NV FOFEHR,
Y7 b)
pE=]l
chromosome [44ZE] /\E[fiii()— RetafkE T,
9 ¥-]+%
. ez E?ﬁ?’n‘%ﬂﬁi%éz@ 200 6ERT 2,
arm den | pmisy |0
- "q" Kb
o A .
region () E%%i%_? | ¥4 oYy FofE,
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PRA 24 23S IS RO L 72 etk - B fRpisied o

A (R -
I~N, X%
armLevelChangeN (E=3 e
o 2l ZAL D 4 Hil,
ames (HE%E) - e
IEMERE | BSOS LTI —ETH B 2 &,
~+9)
pel
sampleltemId Y| IEHIRIE ¢ | shortVariants & 7'N O fiii % 24,
N+$
approved & 7 — AL | shortVariants % 7’ N D g % S,
(HEXZ)
pel
rade = . ) shortVariants % 7' D figai % 24
i [#HA] ’
reported WA 7 —AR1 | shortVariants X 27N D figaht % S,
IX-2. armLevelChanges £ 7 50 #{f
(f51)
"armLevelChanges": [
{

"itemId": "arm-1",
"armLevelChangeType": "amp”,

"cytobands”: [

{
"chromosome”: "7",
Harm”: HqH

3
1,
"sampleItemId”: "sequence-1-tumor-dna”,

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

"reported”: true

3
{

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

"cytobands”: [
{
"chromosome”: "17",
”armll: Hp”

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

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

"reported”: true
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3,

{

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

"chromosome”: "X",

n n n..n

arm”: "q",
"region”: "28"
},
{
"chromosome”: "14",
arm”: "q",
"region”": "11.2"
}
])
"armLevelChangeNames”: [
"t(X;14) (q28;q11.2)"

n

:l’
"sampleItemId”: "sequence-1-tumor-dna”,
"reported”: true
}’
{
"itemId"”: "arm-4",
"armLevelChangeType": "amp”,
"cytobands": [
{
"chromosome'": "21"
3
:l’
"armLevelChangeNames": [
"iAMP21"
])
"sampleItemId”: "sequence-1-tumor-dna”,
"reported”: true
}
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X. nonHumanContents & 7
v AN EYFE(T A VR TR E)ICOWT DIEREZELHET S,

¥— | RAK | F—x 3]
nonHuman o feA(FE 1~ nonHumanContent {FERER X 7,
Contents = N. #7272 F) | BEAOEA TV 27 FiZ—BTHbT L,

X-1. nonHumanContents & 7 N D figdi

¥ — WA 7 — 2 A Bl
itemId W Ei;;é AH® ID.
item VoZH SIS T
nvd —JEFINC—BEDOXLTFHTH B &,
el
organism WZH IERIEREL - REEOMEF I T LT 2 A % Gl ik,
AR
. fid% (£ & : 1~ | otherBiomarkers % 7' ® biomarkerMetrics X 7'%:
contentMetrics = L
N, 7Y =27 F) | K,
. . otherBiomarkers & Z'IN® biomarkerMetrics & 7'
value [WZE] Bl
S8
=5l
. X3l otherBiomarkers & Z'IN® biomarkerMetrics & 7'%
unit [WZE] IEHZRI -
N+$ e
o X3 otherBiomarkers Z 7' N @ biomarkerMetrics & 7%
type [wrzH] IERIRH - -
A +$ e
(X 1~ -
(R . nonHumanContent @ B,
N, X4

descriptions 5= fAEES L SUTIC DWW TlE, comments X 7 ND
P IEBIFRH g
contents X 7 % %4,

~+$)
X
sampleltemId 9uex| IERRE shortVariants & "N D figai % 2,
~+$
approved (=3 7 — Al shortVariants & 7' D fifdhi & 2,
X . .
grade (E=3 - shortVariants % 7' D figii = S,
[EHRA
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reported WA

A |

X-2. nonHumanContents & 27 st &ifl

(f1)
"nonHumanContents”: [
{
"itemId"”: "nonHuman-1",
"organism": "HBV",
"contentMetrics”: [
{
"value”: 65,
"unit": "reads-per-million”,
"type": "virus-derived read sequences”
}
]’

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

]’
"sampleItemId”: "sequence-1-tumor-dna”,
"reported”: false
}
]
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XI. compositeBiomarkers X 2
shortVariants % 7°% copyNumberAlterations & 7', rearrangements % 7 D E & %A EH b
A - — (BEETFEREROMAGDE, 3ELETFOMALR L) OFEREZIH

35,
- ii 7 5 ]
Bl (F
compositeBio - X l~ |EHE~—I—DIFHREN X,
markers TN, ATV | BHOKEA T s PE—ETHB T L,
=7 )

XI-1.  compositeBiomarkers & 7" D figgii

VYRS
*— 7 —x Al ate
F ]
Al
N e EQ;;J Ha~—Ah—icEHl v K43 ID,
t Ko7H U TR
e g | EANTEOXFIITH L,
A(RE 2
o W ~N. 3CFH] | DR L 7 2B I5 T2 RE#H (itemld) D BLF,
t KoH
componeRTERE EHER: | RAlo# XAl —-EThs L,
N+$)
(R o1
. 1§\T<iﬁﬂ§ﬂ BEXOMEF I CHEHINTWIEE~Y— - %
biomarkerNames sl IE%:%?&%f:' FLH
o | ESoRIFIIE-ETHE T L,
~+$)
AR E 1 -,
N. = e~ —h — OB,
descriptions = Ei“ﬁ?ﬁfﬁ ] I EESE L I TIC 2 W T, comments X 7D
e contents X 7' % £,
~+9$)
approved (=3 7= shortVariants & 7" D figdhi = 1,
T4 .
grade = [;;fﬁ] shortVariants % 7' O fif&hi & 2,
reported el 7= shortVariants & 7N D fifa & 2,

XI-2. compositeBiomarkers & 27 5 &3]
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(f51)
"compositeBiomarkers”: [
{
"itemId": "composite-1",
"componentItemIds”: [
"variant-14",
"variant-15"
]7
"biomarkerNames": [
"BRAF-NRG1-ALK fusion”
]7
"descriptions”: [
"Three genes are fused together to produce the fusion gene BRAF-NRG1-ALK."
:l’

"reported”: true
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XII. druggability % 7

S R A T 5

*— RS 7= xR ]
druggabilit . . - e R
(=) FTY T druggability {F#HEN X 7
y

XII-1. druggability & 27" @ fi#ai

¥ — WZESAE T — 2% AHA
companionDiag (=3 (R 1~ a vz v BHOEHR,
nostics (E32) | N, A7V =2 b)) | FHORA T2 PE—EThsT e,
pEl
itemId L2] IE#IZH AR ID-
item WA H I -
A+$) —JEHINT—EHOXTIITH DL L,
Iterationlt X
alterationlte
) (7] IEFF R &7 2 B BEH (itemld)
m
~+$)
BeA(FE 1~
N, 75 s
drugNames [wZH] A =8 i 44 PR
A +$)
Al (& : 1~
=1 SV SR
o . N, X551 L - N
descriptions = A SR X S TIC 2Tk, comments X 7 D
j\ $/) . contents % 7 % £,
.+
approved =X 7 — L7 shortVariants & 7' N D fi &t % 1A
pp (ﬁ'ﬁﬁ) =4 A Z Ko
reported [ZE] 7 — LAl shortVariants % 7N D fifsh % 208,
comprehensive . o i .
, . (G9=1 AR 1~ | BAT /6707740 v 7 DOER,
GenomicProfili _ N . =
(J#352) [N, A7V =2 1F) |BESOEL 7Y 27 PE—ETHDI L,
ng
XA
EEEFEER D ID,
itemld (7] IERZRIA
e s —HEHINT—EO XTI TH S T &,
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P2l

alterationlte -
d (78] IERZRIA TR & 7 B2 BEHR (itemld),
w A +$)
eyl 1~
N. X4
drugN W7 B SR
rugNames [ ] A SRS
A+$)
eyl 2 1~
knowledgeB N. XF%| )
s g K~ — 2%,
ase IEHIZRH
A +$)
p&El
evidencelLev = .
- IEMIZRHT IEFVYRALR)L,
el (HE2%) R
+$
pEZ|
cancerCode = IERZRIA ¢ AT — T,
N+$
p&E2l
cancerName = IERIZRH D3 AR
N+$
A (R 1~
. a XV b,
. . St N‘ X%ﬁ” == N
descriptions = R SES L OSITIC O W TiE, comments X 7' ND
IEMIZRHT
Ats) contents & 7 % £,
approved X 7 — shortVariants & 7" D figdhi = 1,
(JE4%)
reported (w52 ] 7= shortVariants & 7" D figdhi = 2,
XII-2. druggability & 7 50 &
(4
"druggability”:
"companionbiagnostics":
{
"itemId"”: "druggability-Cbx-1",
"componentItemid”: "variant-1",
"drugNames":

"afatinib”,
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"erlotinib”
1,
"approved": true,
"reported”: true
}
1,
"comprehensiveGenomicProfiling”: [
{
"itemId”: "druggability-CGP-1",
"componentItemid”: "variant-2",
"drugNames”: [
"alectinib”,
"crizotinib”
1,
"knowledgeBase": [
"0OncoKB"
1,
"evidencelLevel”: "A",
"cancerCode”: "NSCLC",
"cancerName": "Non-Small Cell Lung Cancer”,
"approved": true,
"reported”: true
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XII. = EHIE
FEEEEICOWTHRT 3,

XIII-1. itemlId
itemld Dfil. 77 AAHNT—ETHBI L, fliZ. FEDLFEY,

XII-1-1. itemId @ 3¢ &
itemld 23&EB 4 3K X ZHNTO itemld DO D EHH I D WTRT,

variants & 7'

"itemId”: "variant-1"
"itemId”: "variant-2"
"itemId”: "variant-3"

otherBiomarkers # 7'

"itemId”: "biomarker-1"
"itemId”: "biomarker-2"
"itemId”: "biomarker-3"

sequencingSamples & 7'

"itemId"”: "sequence-1-tumor-dna”
"itemId"”: "sequence-2-tumor-rna”
"itemId”: "sequence-3-normal-dna”

compositeBiomarkers % 7'

"itemId"”: "composite-1"
"itemId”: "composite-2"
"itemId": "composite-3"
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XIII-2. matePiecelLocation
breakends % 7"WICfFTET % matePieceLocation IZ DWW TR T %, Rifg& L T, Befafk
D SEEY ECYBLE O F M 7 BT B (upstream), FHIDS% WIGFTE TR
(downstream) &% 3%,

X OERFEYIRCA O B - TiE 13875

XII1-2-1. matePieceLocation @ 3¢

PR D 5 % 251 F T matePieceLocation DEd#7iE%~d, VCF FERX (v4.3) ToEHIC

DWTHIRRT D,

R BFHEKE VCF DI TOFF 2 X v FOREREZRELZDDOTH 5:
The Variant Call Format Specification VCF v4.3 and BCF v2.2
https://samtools.github.io/hts-specs/VCFv4.3.pdf

R DB

(V) 7 7 v v ARCH| DY PR IE O F LAY 2 5 J5 1)

876543

Chri

)

1200000

Chr2

876544
\
@

1200001

0

2222233

Chr3

0-

K7 x—=v b TORLH:
FID

Y

)

2222234

o)

v

REARES 2MofEGR» 6 /-2 & SIREH] TR 5 ORHICE 2 b > TWw 3 D
T, 7L—27 TV FDOA 7Y =7 F D matePieceLocation DL "downstream" & 72 5,
—77. BehEFT 1llofGREr o2 & Bl AN E 2 b > T2 DT,
matePieceLocation Ofifi |3 "upstream" & 7z %,

(FID)



"breakends”: [

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

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

]

@)
Reta kS 1 HloftE a2 0 /2 &, SREY] TR ORIICE &b > T3 D
T, 7Y =7 b D matePieceLocation {3 "downstream" & 7z %,
RtaiiF S 3HlofEA M2 5 B7256 D Ak 7 © ©, matePieceLocation D X

"downstream" & 7z %

)

"breakends”: [

{
"chromosome”: "1",
"startPosition”: 876543,
"endPosition": 876543,
"matePiecelLocation”: "downstream"
} ’

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

]

e,
RERFET 2 llofEGR» O R & SIEA R3O RHICE 2 b > T b D
T, A 7Y =7 b D matePieceLocation DfE | "upstream" & 72 %,
RtafpFS 3flofiAa R b R 56 b Ffk7 O T, matePieceLocation D 1k

"upstream" & 72 %,

(1)
"breakends”: [
{

"chromosome”: "2",
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"startPosition”: 1200001,
"endPosition": 1200001,
"matePiecelLocation”: "upstream”
3
{

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

VCFIER o0
FHERR DO % VCF va. 31> CHHT 2 XD L5 1ch b, UTHIOLEICH 2 HFHELERERK D
HloFBEHICHIET 5,

#CHROM  POS Ib REF ALT QUAL FILTER INFO

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

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

2 1200001 bnd_X C [3:2222234[C 6 PASS SVTYPE=BND
® 3 2222234 bnd_Z G [2:1200001[G 6 PASS SVTYPE=BND
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XIII-3. sampleMetrics
sequencingSamples % 7' H1 D sampleMetrics & 7 1CD T, unitType X Z'IC percentage %
BT RO, DFLaBHcOWTHiRT 5, THRA DHiE, unitType X 7'IC percentage
ZiBINT 5D, targetType £ 7' & duplicateType % 7 DfEDH| %K 3, B DF|iZ%Z DX
—k VT VDT LR NE Y T 5 targetType % 7', duplicateType X 7',
unitType % 7% KT, oHHE, 20 b X 7DfETli7 . allReadCount & 7" DA ICHH
LT rEabH D (BlxiE., TR#L OFT)

# A B
(unitType = ‘percentage’)
targetType duplicateType targetType duplicate | unitType
Type
1| total unique+duplicate n¥ total unique+ | count
duplicate
ik allReadCount
2 | total unique T total unique count
3Bk total unique+ | count
duplicate
3 | total duplicate Vi total duplicate | count
3Bk total unique+ | count
duplicate
4 | target unique+duplicate Vi target unique+ | count
duplicate
Rk allReadCount
5 | target unique Van target unique count
ik total unique count
6 | target duplicate ¥ target duplicate | count
93 Bk total duplicate | count

XIV. B2t
C-CAT ~Vv 7T R 7
E-Mail: helpdesk_c-cat@ml.res.ncc.go.jp

LIk
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