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ATt RfR L, ENE ) THOFMIEE —2—2%iET o TS D A,
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A ZERELH#T %,

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

na,
+*— RS T — 2 At
metaData WA 7T | ARXTRER RS,
ITI-1. schemaVersion ¥ —
+— WZESAE T — 42 B;
pEZl
schemaVersion Y| IERIZRE JSON 7 7 A VDR F —=EFENN—Va v,
AO-9¥¥.]+$

III-2. referenceGenome X 2

V7 7L v A7 LN T 2 1A RLEHT %,

F— IAZEES oS 7=z it i
referenceGenome Y| A7V | V77V VR LEANCE T 2 EHR.

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

¥ — WA 7 — 21 e
Hame i IE:;:%;J : Tﬁﬁ/ﬁ\*ﬂifﬂﬁﬁ’éﬁﬂﬂ L7277 VY RT )
At LA 4 & iCH T 5,
S| V7 7Ly R 7 LSO GRC (77 L5108
grcRelease W IERIFRE avy—=v74)) Y= ID %5L#T 5,
AGRC.+$
FCA(R & ¢+ 16~ | name X ZUCREHE L 72V 7 7 L v R T LA
. o N, X541 D,
descriptions B e g
IERERH HFHEES X EITIC 2w T, comments X
~+$) 7D contents X 7 % S8,
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[11-2-2. referenceGenome X 7 z0#{j

(f5 1. NCBI @ FL#kf)
"referenceGenome”: {

"name": "GRCh38.p13",

"grcRelease”: "GRCh38.p13",

"descriptions”: [

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

Consortium.”

]
}

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

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

I1I-3. configOptions & 7
C-CAT CKDB @ X 5 B3 AHIFHR— A L D~ v F v 7%l § 5 2 7,

WIE F— & .
T &fr | A i

F 7Y | BAHER— R D~y F v ZICEET B HIEEHRERN £

configOptions | &
&P =70 |7

11



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

*— Y eSS 7 =2 B!

DSAHERA — R B 1T % 2 v —BURH (X 72 13
oK) © "amplification" (2 v —HUElE) &
LCRRE NG, RERHMH OEE 128 B
HEE T o,

KB (E & - RDFERIE A 5IER (BHIN CEEART) .
typeLabelsInte I~ + "copyNumberAlterationType: amplification"
rpretedAsKbA (5 1)

mplification - "copyNumberAlterationType: duplication"

[ERA]

il

- "copyNumberAlterationType: gain"

- "rearrangementType: duplication”

(7 7 # v b: "copyNumberAlterationType:
amplification",
"copyNumberAlterationType: gain",
"copyNumberAlterationType: duplication")

DIAFERNR — 2B % o v —HURE (X 721308
(P D "loss" (= & —%d») & LT
It MESIHMEHOBELEF2 RIGHRET 7 X
.
R DERI D> HIFR (BN CEEARA])

+ "copyNumberAlterationType: loss"
e (F & | - "copyNumberAlterationType: deletion”
1~5, X% | - "copyNumberAlterationType: homozygous

51)) deletion”
[ER A - "rearrangement Type: deletion"

typeLabelsInte
rpretedAsKbL 55

0SS

il

- "rearrangementType: exon skipping"
(7 7 # v b: "copyNumberAlterationType:
loss".

"copyNumberAlterationType: deletion",
"copyNumberAlterationType: homozygous

deletion")

12



DA EE N — 2T B BEAE TR R D
"geneFusion" GELTRE) & LTHMIRENG,
BRAESEMH OB R L RIFHI 7~

R OEPL D &R (BN CEEARA])

- "rearrangementType: gene fusion"

FCA (R & -

typeLabelsInte - "rearrangementType: gene fusion and

1~4, 37
rpretedAsKbG (aR 1)
eneFusion - "rearrangementType: bidirectional gene fusion'

[ERA]

frameshift variant”

ol

- "rearrangementType: other”

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

"rearrangementType: bidirectional gene fusion")

D3P FRAN — 2T B B TR D
"inversion" (¥ifiz) & LTI s, AT
(R | OB TARFHREE 7 <,

1~3, F | ROERE D 53R (BN CEEAR) .

51)) - "rearrangementType: inversion"

typeLabelsInte
rpretedAsKbIn £

version

el

[EIR] - "rearrangementType: truncation"
- "rearrangementType: other”

(7 7 # v b: "rearrangement Type: inversion")

B3 ARG — 2B 1T 5 EUR T PR (F 72 13 =
v — ) D "deletion” (RKL) & L TR

%, AR OBR T2 RGE IR 7 <,

AIHH 131483 % shortVariants % 7 i1 5 K

KClx7e . copyNumberAlterations & 7" &

rearrangements X 7 DR K% EKT,

(5 & - RO FER L D> & I1FR (@ﬂﬁ'JW"C“E?EKED o

typeLabelsInte I~8. - "rearrangementType: deletion”

rpretedAsKbD (5 1)

eletion - "rearrangementType: splice variant"

[ERA]

il

+ "rearrangementType: truncation"

- "rearrangementType: exon skipping"

- "rearrangementType: other”

- "copyNumberAlterationType: deletion”

- "copyNumberAlterationType: homozygous
deletion"

- "copyNumberAlterationType: loss"

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

13




typeLabelsInte
rpretedAsKbD

uplication

(55

el

A (R -
1~6, X7
20))
[ER]

DA — 2B T B8 (X 72132
L — M P ) O "duplication” (FEHE) & L THR
IND, RESHMEHOME T2 BT 7~
Ly

R DR 2> &R (BFINCEELRA])

- "rearrangementType: duplication”

- "rearrangementType: tandem duplication"

- "rearrangementType: other"

- "copyNumberAlterationType: duplication"

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

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

"rearrangementType: tandem duplication")

typeLabelsInte
rpretedAsKbT

runcation

=

FA(RE -
1~7, XF
7))
[ERA]

DS AHIEEA — R BT 2R IR (21 =
—HURHE) O "truncation” (FEffi) & L TR
N5, WS OBR T2 RGERLE 7~

V%

R DEWE A 5N (BHIN CEEARA)
+ "rearrangementType: truncation"

- "rearrangementType: deletion”

+ "rearrangementType: inversion"

- "rearrangementType: other”

+ "copyNumberAlterationType: loss"

+ "copyNumberAlterationType: deletion”

- "copyNumberAlterationType: homozygous
deletion”

(77 # /v b : "rearrangement Type: truncation")

typeLabelsInte
rpretedAsKbE
xonSkipping

(5%

il

FA (R
I~4, 3
7))
[ERA]

D3 AHERA — 2 B 2 8L D "exon
skipping" (=¥ YV v R&K) L LTEREING, &
B OB ARG 7 <L,
ROFEFL 2> & FIR (BHIN CEEART])

- "rearrangementType: exon skipping"

- "rearrangementType: splice variant"
- "rearrangementType: deletion”

- "rearrangementType: other”

(77 # v b : "rearrangementType: exon

skipping")

14




typeLabelsInte
rpretedAsTran

slocation

(55

il

A (R
1~2, XF
51))
LERRA]

AR — 2 BT 38 s T FER D
"translocation" (RnfE) & LTINS, B
S OB R T A BF IS 7 L,

R DIERI A 5 &ER (AN CEEAR]) .

- "rearrangementType: translocation"

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

translocation")

typeLabelsInte
rpretedAsKbR

earrangement

£

il

fea (R e
1~18, ¥
20))
[EER =]

DA — A B 2B IE TSR (F 721 =
v —E ) D "rearrangement” (FAAEAL) & LT
fERE N5, AN OB T2 BIE L
7 Nl

R OEPL D &R (BN CEEARA])

- "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"

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

I11-3-2. configOptions & 7 5c &k {5l

(f51)
"configOptions": {

15




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

]7

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

:I’

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

]7

"typelLabelsInterpretedAsKbInversion”: [
"rearrangementType: inversion”

:I’

"typelLabelsInterpretedAskbbeletion”: [
"rearrangementType: deletion”

]7

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

]7

"typelLabelsInterpretedAsKbTruncation”: [
"rearrangementType: truncation”

16




[I-4. comments % 7
BAR T2 RUEL (variants), ~¥ A4 4= — 7 — (otherBiomarkers), sequencing sample {#
# (sequencingSamples) ICAf 3% 2 X v b ZF# T 5, itemlds ¥—&a A v P2 AND
contents ¥ —23&F LN 5,
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- | A MEERER 2 7,
comments (E=3 16~N, #+7 o
- fSlo&gA+7y 7 Pi3—EHThb &,
Y7 b)

II1-4-1. comments & 7N D fi g

| . ]
T olaw| T L
~ — 1 — B IR TSR Crartants)
BB (& fotherBiomarkers), sequencing sample—1EH#
O~N. = EsequencingSamples)@ itemld (¥ n]. EEIIAA]) %
itemlds | 4% ] el
g | PPV S AL b ERET 256, femlds R0 L
T
Xitemld %#5C# L 7256, C-CAT &M E~IEH I
e\,
B (5 & - ifemId KNT 222y F0ONA,
I~N. Y Eﬁﬁﬂﬁuii WRh ¥ 72 R AAGE. SISChoddTa — Fid
omtens | g | gy |BER BRLCRITE A 2 BRI EA <
ERgE | o N
A 1$) z%g?ﬁ@)ﬁ%ﬁ@éﬁﬂiﬂﬁﬁ: — F %59 4,000 XFL

[11-4-2. comments & 2 a3 &ifl

¢/1D)
"comments”: [

{
"itemIds": [],
TitemIdsHich DR X o0& IdERE~Da A v P 2EKT,
"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.",
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"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.”

TERBISCIC T2 80 25613, BoEFR L LTl Cidild 5,
]

}7

{
"itemIds": [

"variant-1"

TRPE OZ BRI T 2 a2 v b 25l#l( T 25681k, WROitemldZil#lT %,
:I,
"contents”: [
"TSC1 functions independently of TSC2 and mTORC1."
]
}7
{
"itemIds": [

"variant-1",

"variant-5"

TEEOZBEBHFTRICN T 2 a2 X v F 25# T 25613, EHDitenldZzil# 3T 5,
]7
"contents": [

"Although Cb4 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.)”

]
}
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IV. testInfo % 7

MEFEHRZ T 2,
¥ — IAZEE SR 7= i
FTV 2y .
testInfo WZH : BREBWREN 27,
IV-1. testnfo % 7' D fiFai
¥ — AZEES s 7= xR A
pE=]
testld VAEl IEMERHT mESECHEN T 2EED ID,
N+$
RECHM T 2 RikDMAEDE,
- "tumor-only": JEEBIED B TR 21T > T
256
. - "tumor and matched-normal": JEEM{A & IEH
testType WA ii%ﬂ BiEDOBRECHEHL Tw 255
LR - "tumor-only (cell-free)": &L 7 UV —ffAD A
TN 21T > T 256
« "tumor (cell-free) and matched-normal"; &
7 ) —tgik L IEERAORECHEHL T 255
targe'tRegion - IE;;;;J : be‘d 7 TANLVTERIN TS X =7 v FEHBOD
Version N—g v,
~+$ —
pE=]
softwareNam B
(§9=3 IERIRE - AL 8Bty 7 by =74,
© ~+$
softwareVersi o, Ei;;z; : softwareName ICEC#H L 72V 7 b 7 =2 T DN =
on Ath a v
CFH L 7z XA i 4
panelName WZE EHIFRIE MEBENEH E N TR WARANVBEEL CHED S
N+$ iX. FFAfIC C-CAT £ CEMHED Z &
panclVersion e E;;f}g : TnelName WCEH L 72 v ED AN — 3
r+$ —
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IV-2. testInfo & 27 sd &ifl

(f51)

"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
K> —7 v 3 —12 X % sequencing sample H# % GC#l T 5.

AT ES
¥ — 7 — &M G
f 3
sequencin W Byl (& @ 1~N, sequencing sample {EE#REMN X 7,
gSamples A7) | BHOEKF TV s bid—ETHBC L,

sequencingSamples % 7 OFY| DO K & X, tumorOrNormal Dl 23 EEAR A (tumor) ¥ 72 1%
1EE#i{A&(normal). nucleicAcid Dfi7s DNA /& (DNA) ¥ 7= 1Z RNA #{&(RNA) & 4 3
L. mRT4TH D,

V-1. sequencingSamples & 7N O figiit

¥ — WG | T At i
LA
itemld WA Eﬁ;ﬁ: AR ID.
At —EFINT—EOXLTFHNTH B T &
sequencing sample {5 # 23 EEH A (tumor) 2> 1E
tumorOrNormal WA Xiﬁq iR normal) 2 £ 5.
LERR] - "tumor"
- "normal"
55 Nz FE R 2 DNA Bk k2 RNA ik
nucleicAcid WAIH O
[3{R=] | - "DNA": DNA ik sk
- "RNA": RNA #ifk sk
o BRESHLDIE D B TG O M E G iz il
Ty ., o
resultQuality = b e L o ., ] -
BEREG it g
RE R AE D 2 TR O E % Bl
state g | | pas foff
[ER ] - "reference": =#
- "fail": AR
XFH] | state DA DB L FEM & Rl #k.
o IERIREL . | (D)
reason (5! A
NS | v 2 Ion[EEES D,
St | AR K,
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¥}‘ -
par)

IE\EE } { i\.;l

3L

BESAMHOWEF ICHIME N T 3 BEDHE
il

specimenType (E) IERERH .
(#51) FFPE
N R ——
+$
Intact
allReadCount [E= 2y ~ v 7INTnAEn) - FEE0e) — M.
fdstq Shbam A& ) — }@(E”E%H%ﬁ#@
TR,
BAlo#t+ 7Y 27 Pi3—EThdb L,
AR | &Rt 5ottt r5—5 o+
. (E9=3 X i1~
sampleMetrics - N s ] '
(ﬁé—é) N. &7 )i’j}* ) tdlgctTypc, duph ‘cTypc, ulutTyPC =
E74 ]‘) = ,'iac”tuta}” ”uuiquc+uuphuatc”, ”Luuui”i}i
—% E s zo
b=l e | S IS 75 S B VA S0 |, W, S | Za i
TH A WU TSI T3 IO, SAMPICIVICTICS T '@ 2=
77
)= FH ) —F - 77 R% LD fastqgbam
value [wz] A 7 E S EE,
(fil) 91.52
i BT,
XA | BALIIRENRIC L > TRE 2,
unit L] | EREH: | W) %
N+$ B it 7 — oA VA 1 null %
FLE(T 5,
RX—T7 v bDRAT,
<'total: AV X—F v b AT - X—F v b
AAA
- "target": AV - X—7 v b DK BBB
HTEAE DA
2 X n M O n ° 3 ) - ] it
targetType [4AZH | - totatReadCount <73t Ty T
— - T LER] .
”tutan\v{dppcdRcadCUuut” =" & %L,/_r(lu\ Y
" - " 2
. A
" AR 1D + " Y 22557
nrappeaneaast ercentage < - =
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" " =t N
—Jwu AN

" . n =k NS
- WL >

K ERCLML O 2 i 5 2 45
C-CAT I BHAK,

i, FAfIc

HHDO XA T,
- "unique": HEZFR Y — F €€€

. . SCEEH| - "duplicate”: EH#E L T3 J— F Bbb
duplicateType | [44%H] - - ] i R

[E - "unique+duplicate”: &= CTD J — F EEE
X _EFE DA oI 2 3 2 5503, FHRTIC
C-CAT IC B,
o x4 7,
< "count": Y — F#X
- "percentage": U — F D&l
- "medianDepth": 7 7" & fLfifi

o - “"meanDepth": 7 7" 2 V-

% . =
unitType [WAZH] X "percentage" &R L 726 O EFRH & L <
—_— E— LBEFRG] | . -

et [XII-3. sampleMetrics | # £,
X ERC DA O EINE &2 (3 2 55613, FHRTIC
C-CAT T B
. LISN=T=10 2 I S~ 5= AN e = Sl = HI 1
8 pc1LcuLd5c TREYN T 7T 3/’1!:! VITH /A WU /J <
2405 1119 | Z, > H7Y
| NIV T A ITTI= O, DdlllPlClVlCLll\,bJ & =T Ro
o=l
” (FX 1~ | mEStofEF IR I N0 3 EEESHRK
tumorContent = NN
——— N. 7 | OFR
=7 )
JEES & 2R,
value [wZE] BfiE
- BT 13 %,
S HRD XA T,
N pEl - "pathological": JiER 1) 70 S & A %,
type [J’Z\jﬁ] EE ", 573
- [ERE] - "estimate": #EE L 7SS A,
- "unclear": ABH,
scrspeﬁed-Sﬁmp-}e D . “comtamiated =3 O RHEE
States . ’ ‘ Sdeaminated s FEPE DN 5 &
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TN

3

" " val

L

" " e N I=M %7
Tow tumor puuLy—%W )\ EZl = e

== Hg e
- =N

" "

<.

V-2. sequencingSamples & 77 52 &k {5

(f5)
"sequencingSamples”: [
{
"itemId”: "sequence-1-tumor-dna”,
"tumorOrNormal”: "tumor”,
"nucleicAcid”: "BNA",
"resultQuality”: {
"state"”: "pass”

3,
"specimenType”: "FFPE",
"sampleMetrics”: [

{

"value”: 91.52,

”Unit”: ”%”’

"targetType”: "total”,
"duplicateType”: "duplicate”,

"unitType”: "percentage"”
_h
{
"value"”: 87.31,
"unit”: "%",
"targetType”: "total”,
"duplicateType”: "unique+duplicate”,
"unitType”: "percentage”
1,
{
"value": 247,

"unit”: null,
"targetType": "target”,
"duplicateType"”: "unique”,
"unitType”: "medianPepth”

"value”: 238,

"unit”: null,
"targetType": "target”,
"duplicateType"”: "unique”,
"unitType”: "meanbepth”

" .
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LLEVEEN Y-Sl Q1 B9
Vatde o7
My i M. 10/
Ut —

n n. n 1 n

n n. n 1 n

—3
3,
{

"itemId": "sequence-2-tumor-rna’,
"tumorOrNormal”: "tumor”,
"nucleicAcid”: "RNA",
"resultQuality”: {

"state"”: "reference”,

"reason”: "degraded”

_ b
"allReadCount”: 11928428,
"sampleMetrics”: [

{

"value': 9542742,

"unit”: null,

"targetType”: "total”,
"duplicateType”: "unique+duplicate

n
b]

"unitType”: "count”

3
1,
"tumorContent”: [£

{

"value”: 50,
"type": "pathological”

n 1 .
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n n.

n "

"itemId”: "sequence-3-normal-dna”,
"tumorOrNormal”: "normal”,
"nucleicAcid”: "DNA"
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V1. variants X 7

X N8B TA

2 BB 2 LT %, shortVariants &£ 27, copyNumberAlterations

X 7', rearrangements X /W EEN D,

* —

~
/k\

Sy

7

~

7= 57 ]

variants

et | AR

B

A7V s b | BETERGRISHTREN 2 7,

VI-1. shortVariants & 7
1A R FERAES O ACRE, RELTFEAL EOERZELH#HT 5,

¥ — WIAZAE 7 — 27 e
hortV B & 01 | DA R, HRERY O AL RE, RELFALRY
sSnor a
) = ~N. * 7 | OERER & 7,
riants
=7 F) B DOK/A T 27 PiF—ETHBHI L,

VI-1-1. shortVariants & 2PN D figtas

¥ — A EE S T — 28 B!
peEl
. » R ARG ESEHIcH Y 1T 3 ID,
itemId WZH IEHFRI
At —EFINT—EOXTFIITH B T L,
pEZl
IER SR .
chromosome WA ® Pt RS,
Na-zA-Z0- -
9 Y¥-1+$%
Retafk EoYBNIE, BEORIEGTE
1213 1-based PERER Z A L. VCF
va.3 ICfEo CRtEi T 5, (GedEfl e L
CTVCFv4.3 ® page 13 ICH 5 X 5
2, U7 7Ly 2D atCga, AR
WHEA at-ga, V7 7L v REHED Co
position WF K e

fZiE 2% 3 DI, "position": 2,
"referenceAllele": "TC",
"alternateAllele": "T" & K7L T 5, il
DAY . "referenceAllele" 13V 7 7 L
v AMGHEE, “alternateAllele" 348 BIFHL
BRI, )
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paZl

cytoband (E=3 IEHIZRI ¢ B fRREFEDH 294 SV F,
N+$
pE=l Y7 7Ly R,
referenceAllele VA E IERIZRE VCF v4.3 Icfit > Credk 3 5, acafilix
NACGTN]+$ | EFC position DFRAA% 214,
2R BLIE I,
VCF v4.3 19> TRtk %, meakflix
el 52 position DEIH% &,
. IERIZRE ¢ A - TULAMUEDeALF - T LV
alternateAllele AEl ) .
ANACGTN¥¥* | 1Z. B shortVariants X Z7OEFE & L
1+$ DI CEEHT 5, ZDFE. comments
ZTIWHRD itemld &~ F - T L
THDLEXLHET 5,
alternateAlleleFrequency WA i BB T L AVBHE(0~1 DHifH),
totalReadDepth E%j E EEtEe B (F/ME 1),
(HE%E) -
(F9=3 . .
alternateAlleleReadDepth (e R 22 SRR 0 e E (B IMiE 0)
mESttoWMEFICRRMI N TV 2
R AERNSFD R4 T,
ROAED &R L CRLH
+ "SNV"
| N g . "inser"cion"
variantType (RS 55t . "del'et1on"
- "delins"
« "indel"
. MNV"
X EFeUAN D 2 4 TR FHT 2856
it C-CAT 1Bz,
REBIGEY) DIEFH,
(B % : 1 ﬁfﬁ”@%ﬂ*7‘/l7}‘6i HEThrZ
transcripts DAY El ~N., #7¢ ’ . -
) S AR (X, YME%ACY % SEH
2 HER LEET Z & oW OREE
Vg%
FH e -
transcriptld [ A2 | BRI FRIEDDID & R
- - NM_000368.4),
NAY¥Es]+$ -
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FEHEE D 728, sub-number (DR
THEE) &0 5 MRS
2, AvE—Y =y JHEBOERD
7= OUREFEY) ID 2ETE L 72 WA 1L,
"transcriptld": null &I DT & B
Al

HGPEY ID IS 3 2 7 — 2 R — 24,
RD 2 2h61FERT 5,
. - "RefSeq"
. o Pl \ ,
transcriptDatabaseName [nzE] et - "Ensembl
I transcriptld 2% null D561,
" transcriptDatabaseName": null & 5C#k
ERR-R R TN

. ERT & R=2D "=V 3 V&
) i pezl i
transcriptDatabaseVersio FHER - #o
n } T | KEEAECEA L, C-CAT 25

N+$ )
=Y avMiENng,

o
s

FeHl(RX : 1
~N. 7
=7 }F)

R T AR OMEICBET 2 16 &
gaiﬁio

gl

regionStructure {f:

BERtOMEFICTKHI N TV EHE
(L DALE B3 2 fili R 1H
K> 0 IER L CTEidk,
- "promoter"
- "upstream"
ey - "downstream"
type [nz] gt . ::1r'1terge:nc"
- "5'UTR
- "3'UTR"
+ "exon"
* "intron"
X RS @I 2 (3 2 56
iX. FEATIC C-CAT I EhEfK,

type T exon ¥ 7z % intron % FER L 72
number (§9=3 B Lith, ¥V vESEREBA v ey
F5 % s,

type T exon ¥ 7z % intron % FER L 72
L&, XY vERIFA v RO
Bk Gl

totalNumber =

eI
5
o
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REXTOHEF ICRHEHIN T 5HE
¥4 GEIE TR ) &2 il
BIRFHRFEL RnHAER

L "geneSymbol": null & ik,
geneSymbol BRI . .
N [TERT prOInoteTJ DX ST, BEhEfA)
FoN2EET VD 554,
[TERT] %#i# 3 %, [promoter]
1T TEED regionType ICRE#K 3 %,
FH mEStOMEFT ICRHMIN TV R
regionName = IEHERHL HOEE T 5 Rl 70 sHIR A % Rl
N+$ 5] : D4Z4 repeat
[TREADIE 2N
S8 7 LEHI L F LA & o861
. pE=l "
strand = o "+ Wm0 AR,
LR transcriptld 2% null D&%,
"strand": null & T 5 2 & D A],
mESttOWMEF CRHHI ATV
DNA L~ ToZA{t % s,
JRAlE LT HGVS ICH#EfllL 72Kk &
pE2l 2.
cdsChange E*,??%IE : Ay Rz =y 2 AR RNA 75
S - FERAGEAE, (* 05
7/ v a—7 4 v B ORTEUS
i) null &322 & AEE,
MRELOWMEHF ICRHMI N T2~
VoL A TOEALE FE,
pE=l TIBIT I XFRIL LT 5, £ Dfth
aminoAcidsChange IEMERHL WKOWTIHFEATE LT HGVS ICH#E#LL
N+$ KL T 5,
FEFERFEIRE 7 I VAR R
i, null &322 & D AEE,
“"splicing_variant" 7z &', ¥£HEY) Lo
ZH(RE) o%3R% Sequence
AF (K & - 16 | Ontology Tal#lid %,
~N. 3CFF | snpEff vV — D [Effect (Sequence
calculatedEffects =
ISR Ontology) | %, annovar Y —/L ®D
~+$) VCF [Func.refGene | 1244 3IH

H. annovar Tl%. User Guide, Gene-
based Annotation @ Output file 1
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(refSeq gene annotation) IZfi#Gi 2% &
D, HELIEH D HEE% Sequence
Ontology ICZETE 5,

Byl 1 EFEico%x 1 HEEZEIY 4T
%,

BH D& LFHE—ETHh b L,

. = Eﬂﬁﬁ%% Axy 74 nEkoH XY v O
skippedExonRanges - ~N, #7¢ -
e | T e,
=7 F)
X
transcriptld [44ZH] IERRI transcripts X 27" N D fifint & S8,
M) +$
. transcripts &% 7N D fifai & S,
transcriptDatabaseName [ ZA] i%ﬂ transcriptld # A L 728556, AEHHE D
VERA] AN ZHESET 5,
transcriptDatabaseVersion = IERIER ¢ transcripts &% 7N D fifai & S,
~+$
X
geneSymbol [WZH] IERIFRIA ¢ transcripts &% 27N D g % S,
NS +$
strand (A= [ﬁ] transcripts & 7' N O figin & 24,
3 R - x#ifﬁéﬁ%ﬁ®%éi#7%§
exonRange [42H] ) S OHIMH, Bilth - B Toz*xy vES
- FHEIFHICE D,
totalExonNumber (53 B XY VO ZHT %,
sequencing sample [H#Rk
pe=l (sequencingSamples) D itemlId % &g
sampleltemlId WA IERERHL ., UHEEIMH TNV v TG
A+$ Wk,
PRHINE H o 2 R Bl R 81 H 2k 2> % 5
e
. . XC-CAT Tld. MM H 228 bl
variantOrigin FEx Xy N R A2k A>C. BFET 2 23 AHEEA
(HE%E) LER

—ZADNRELEZ TS, A7
Biaix, IREA R (BE) oM~
—ABMERHIN 5,
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- "somatic": AT H K

- "germline": AEJEHAE R H1 Hk

- "likely somatic": AT X AEE D A

DREEICE VT, Filldihsk e P X

nNa56 XEHMIEZER (BE) oH

W= ZADMEH TN D,

- "likely germline": J YY) 1T 13 IS D

DIREICE T, AJEMIR IR &

TRIN GG XKAEHEMIE R 2R
() OHFER—ABFEHING,

SRR & IEHBR 2 () L CgdT L

- N
matched = 7 — Al T
BRESEOMEMEREEH. 2132
- MICHET 2 HEFIC, AREH L L <
approved - 7= A | RS W B A B (true) 26, %
(HE%E) i —
5 7\ (false) 20,
(F 7+ b true)
BRESEOMEMEREEH. 2132
MICHET ZIEF IR I N AL RD
R A
R 0 IER L CTEdk.
- "clear": BERRE 7x {HRHE,
- "equivocal": low confidence 7z &', &
HOCHRR X 235K %,
orade - pEXl - "suppl": #EHOBEER X DA IR
LERA] boF, iR EERE L TEREZR
THEICHENT 5, Eiefmsohy
R A i 5
(F7 4 b "clear")
¥ clear, equivocal DE . B3 AHFE~
— A&l R T 21T 9, LECE
HoERE 2T 25613, FAiiC
C-CAT I BEEfg,
BRESEOMEMEREEH. 2132
MICHES ZIEF IR T NALR T
reported AEl 7 — Al B B hE D

Xtrue DA, C-CAT FEREICH
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VI-1-2. shortVariants & 2 2. &4l

(5l 1. SNV D FELED
{
"itemId”: "variant-1",
TitemIdiC I3 S N2 B R FARERSEH IO L, BMESHEE O X2k 5,

"chromosome”: "9",

"position”: 135781005,

"cytoband”: "q34.13",

"referenceAllele”: "C",

"alternateAllele”: "G",

T "position” & "referenceAllele”. "alternateAllele”ZVCF v4.3D L — LITHE > CRLEd

%,
"alternateAlleleFrequency”: 0.54,
"alternateAlleleReadbepth”: 108,
"totalReadbepth”: 200,
"variantType”: "SNV",
"transcripts”: [
{
"transcriptId”: ""NM_000368.4",
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon”,
"number”: 15,
"totalNumber”: 23
}
]y
"geneSymbol”: "TSC1",
"cdsChange"”: "c.1960C>G",
"aminoAcidsChange"”: "p.Q654E",
"calculatedEffects”: [
"missense_variant”
]
}
],
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched”: true,
"reported”: true

(il 2. insertion DFECHELAI)
{
"itemId": "variant-2",
"chromosome”: "8",
"position”: 37553560,
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"cytoband"”: "p11.23",
"referenceAllele”: "A",
"alternateAllele”: "AAGCGGC”,
"alternateAlleleFrequency”: 0.4953,
"alternateAlleleReadbepth”: 368,
"totalReadbepth”: 743,
"variantType”: "insertion”,
"transcripts”: [
{
"transcriptId”: ""NM_025069.2",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
"type": "exon",
"number”: 1,
"totalNumber”: 2
}
]y
"geneSymbol"”: "ZNF703",
"cdsChange"”: "c.63_64insAGCGGC",
"aminoAcidsChange"”: "G21_G22insSG"
}
:I’
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched”: true,
"reported”: true

(5l 3. deletion D aECHHI)
{

"itemId": "variant-3",
"chromosome”: "1",
"position": 27097751,
"cytoband”: "p.36.11",
"referenceAllele”: "TC",
"alternateAllele”: "T",
"alternateAlleleFrequency”: 0.1203,
"alternateAlleleReadbepth”: 32,
"totalReadbepth”: 266,
"variantType”: "deletion”,
"transcripts”: [
{
"transcriptId”: "ENSTQ0000324856.13",
"transcriptbatabaseName”: "Ensembl”,
"transcriptbatabaseVersion”: "v99”,
"regionStructure”: [
{
"type": "exon”,
"number”: 12,
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"totalNumber”: 20
}
:I’
"geneSymbol"”: "ARIDTA",
"cdsChange"”: "c.3340delC”,
"aminoAcidsChange”: "p.P1115fsx46",
"calculatedEffects”: [
"frameshift_variant”
]
}
]’
"sampleItemId"”: "sequence-3-normal-dna”,
"variantOrigin”: "somatic”,
"matched”: true,
"reported”: true

(5 4. delins DFECHEHI)

{
"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"”
}

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

"matched”: true,
"reported”: true
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(f§l 5. TERT promoter D gC#kfl)
{

"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”
}
]y
"geneSymbol”: "TERT",
"regionName”: "TERT promoter”,
"cdsChange”: "n.1295113C>T",
"aminoAcidsChange"”: null,
"calculatedeffects”: [
"TF_binding_site_variant”
]
}
]’
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched”: true,
"reported”: true

VI-2. copyNumberAlterations % 7
I nza v —BRECHL BT 227 TH 5,

*— MR | T2 i
AR X -
: - | A —BEEEN £ T,
copyNumberAlterations = 1~N. *7 - N
SIS oA 7y 27 Miid—EHThd I L,
v

VI-2-1. copyNumberAlterations % 7" D iz
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¥ — WG | T2 G|
peE2l
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startPosition = ok Betafk L OBAATIE (1-based I X % 5L
(HEXE) #H).
CFH
startCytoband & IEHRE - | FABAIEDO YA oYV b,
N+$
endPosition £ o Petifk Lo T H7E (1-based 1€ X 550
(HE%9) #H.
pE2l
endCytoband S IERIREL | THRIEO Y A4 by,
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—BEE OMIENE & AT,
A O value, unit ® 2 2D F =LK 54 7Y
. Xt 1o~ =7 b OEH, unit 2387 Z{ED 2 DL
copyNumberMetrics G | N ;7/ L& 25461k, BX 2 U Loy TE
=7 }) e .
o4+ 7y 27 Pii—ETHb
&,
value [wnz] | — B ORIEME,
HIEfE value D HAT,
HALZIE R D> 6 IR AT HE,
- "copy number": 2 ¥ —%{
- "fold-change": TEHBR{AICH 3 2 5
Bitko (FHELINn) FREERE O
it L) pE2l - "log2 fold-change": “"fold-change"*®
- - LERA] | log2 A

- "fraction-of-gene": HIE X 7B T
D 5 B a3 v — KA L 225 o F

Ao

XZ ot B2 AT 3355
B C-CAT I BEAHEK,

IiE, E
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MESEORERRREE, i3t h
ICHEF 2R ICRIH S iz o v — R

Hoz47,
R HEIR L CTRoH,
- "amplification”
] . ”gain"
copyNumberAlterationT . &l L
WZH e - "duplication”
ype [lj‘iyilft] " "
* "loss
- "deletion”
- "homozygous deletion"
- "neutral"
X EFLLAAN D £ 4 T fEH T 2 5A 1.
FHHTIC C-CAT I 2R,
mes (&
, X 31~ . ‘ .
transcripts WZE . | shortVariants % 7’ WD g % S,
N, #7 -
=7 )
pEl
transcriptld (E9=3 IEHIKIL | shortVariants X 7N D gl # 2,
NAEs]+$
shortVariants & 7N D figai % 2,
transcriptDatabaseNa . &l . ' ’
f= (A transcriptld Z A1 L 72856, KIEH S A
me EYNT -
NS 5,
, pEl
transcriptDatabaseVer " . . N
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' N+$
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. = é : 1~ . > =)
regionStructure TE | shortVariants & '[N D figiit % 28,
N, 72 -
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XFH
tvoe [AZE ] : shortVariants % 7N D fifa % 2,
P R pERs T
number (S=3 B shortVariants X 7' N OfFai S,
totalNumber (S=3 LT shortVariants X 7’ N OfFai &z S,
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paZl

geneSymbol [wzE] | IEBIRBL ¢ | shortVariants X 7N D g% S,
ANA¥Es]+$
X
regionName £ IERIZRHL ¢ | shortVariants X 7N D& % S,
~+$
strand 593 X?ﬁﬂ shortVariants & 7" D fifai & M,
LERA] -
pEl
cdsChange (E9=3 IEHIKBL ¢ | shortVariants X 7N D gl # 2,
N+$
X
aminoAcidsChange (F9=3 IEHIKBL ¢ | shortVariants X 7N D gl # 2,
N+$
fes (&
510~
calculatedEffects 593 N. X531 | shortVariants X 7N D i % S,
IEMIFRH
"+$)
sl (&
skippedExonRanges EE 2 1T . | shortVariants & 7' N D fifi & S,
N, #7¢
=7 1)
X5
transcriptld [wZE] | IEMIFRIR ¢ | shortVariants % 7' N D% 7,
NAEEs]+$
' shortVariants % 7' N D g % S,
transcriptDatabaseNa . pe2ll ;
[AZ] o transcriptld Z A/ L 2560 RIHH D A
= BERAL S e a.
. XFH
transcriptDatabaseVers . . .
. = IFHIFI ¢ | shortVariants & 27N D g # 2218,
— ~+$
X5
geneSymbol [wzE] | IEMIFRIR @ | shortVariants % 7' N D % 27,
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. X . . 72 7
strand = o shortVariants % 7' N D fi#an = 1,
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AA (R

exonRange [ A2 ] X 12, % | shortVariants & 7' N D% 28,
)
totalExonNumber (53 B shortVariants % 7' N D i % S,
X
sampleltemId WA TEHIEBL ¢ | shortVariants X 7N Ofigdi & S,
N+$

£ P2l

variantOrigin _ k i shortVariants &% 7' N D figii = S,
(HEHE) LER -
matched (RE=3 7 —AR | shortVariants X 7N OfiFEt % S,
(S=3 . . . 7 2
approved \{ 7 — A | shortVariants % 7’ W D& % S,
(HEHE) -
pEl . -
grade = e shortVariants % 7' O i = S,
LERA -
reported WA 7 —AAR | shortVariants X 7N O % S,

VI-2-2. copyNumberAlterations & 27" 5t #k {3l

(%)

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

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

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

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

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

}
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1,
"sampleItemId”:
"variantOrigin":
"matched”: true,
"reported”: false

"sequence-1-tumor-dna”,
"somatic”,

VI-3. rearrangements & 2

EURFRlG . EHE, RORK, S & oG F RO E#RE Il 2,

% DERME | T A
AR E 1 i .
e | BIETEREREEREN 2 7
rearrangements = ~N, #7¥ o s
s 1) B D& A TV 27 FMiZ—ETHDB I L,

VI-3-1. rearrangements & 2" N D fiEqit
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value

BifE

FEHEOMHE,

unit

P&l
[E R

FHLE O HAT,

BRI R D 6 2R,

- "TPM"

- "FPKM"

- "FPM"

- "RPKM"

- "RPM"

X ERCLAf o B 2 T 2 a1k, F
Aific C-CAT I EhHifg,

type
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gl
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[ERA]

Rt DR,
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- "median"
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IERIFRH
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[ERA]
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- "gene fusion”

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

+ "tandem duplication"

- "deletion”

+ "inversion"

- "truncation”

- "splice variant"

- "exon skipping"

- "translocation"

- "other"

¥ EREAN D 2 4 T ERFERT 2561,
HATIC C-CAT I ZHAK,

P2l
sampleltemId | IE#IZKBL - | shortVariants X 7N O i & S8,
"+$
= pE=l
variantOrigin B i shortVariants X 7' N D% S8,
° (G50 | GERK e
matched (=3 7 —AR | shortVariants &% 7' WO s % S0,
= . : . .
approved \, 7 — A | shortVariants & 7N O figait & 2,
(HE%E) —
Pl
rade (=3 . shortVariants & 7N D figai & 2,
;i [ e
reported | 7 —AR | shortVariants & 7' WD fEsl &2 S0,

VI-3-2. rearrangements X 7 Gt

(#5 1. orderedGenePairs 23MF1ES 5 5H0)

{

"itemId"”: "variant-13",
"breakends":

{

"chromosome”: "2",

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

"endCytoband”: "p21",

"referenceAllele”: "A",
"alternateAllele”: "A[1:29445240[",
"matePiecelocation”: "downstream”,

"transcripts”: [
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"transcriptId”: '"NM_001145076.3",

"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [

{

__"type": "exon",

_ "number"”: 7,
__"totalNumber”: 22
3

]}

"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
b
1,—
"geneSymbol”: "ALK"

}
]7
"orderedGenePairs": [

["EML4", "ALK"]
1,
"supportingReadCount”: 30,
"totalReadCount”: 430,
"alternateAlleleFrequency”: 0.07,
"rearrangementType": "gene fusion”,
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin": "somatic",
"matched”: true,
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"reported”: false

b

W2, 7v—2xv FZLIChHEH) — P& TUABEEZIEH T 2858)
{

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

"chromosome”: "2",
"startPosition"”: 42510050,
"startCytoband”": "p21",
"endPosition”: 42510050,
"endCytoband”: "p21",
"matePiecelLocation”: "downstream”,
"totalReadCount": 330,
"alternateAlleleFrequency”: 0.06,
"transcripts”: [
{
"transcriptId”: '"NM_001145076.3",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
__"type": "exon",
__"number”: 7,
__"totalNumber”: 22
3
]’
"geneSymbol"”: "EML4"

"chromosome”: "2",
"startPosition": 29445240,
"startCytoband”: "p23.2",
"endPosition”: 29445249,
"endCytoband”: "p23.2",
"matePiecelLocation”: "upstream”,
"totalReadCount”: 570,
"alternateAlleleFrequency”: 0.07,
"transcripts”: [
{
"transcriptId”: ""NM_001353765.2",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"regionStructure”: [
{
__"type": "exon",
__"number"”: 3,
_ "totalNumber”: 10
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3
1,—
"geneSymbol": "ALK"
}

}
1,
"orderedGenePairs”: [
["EML4", "ALK"]

1,

"supportingReadCount”: 30,
"rearrangementType"”: "gene fusion”,
"sampleItemId”: "sequence-1-tumor-dna”,

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

(5] 3. insertedSequence FET S 5H)

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

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

"geneSymbol”: "LINCO1865"
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]
}
1,
"insertedSequence”: "GTNNNNNCAT”,
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 0.07,

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

"matched”: true,
"reported”: false

(f51] 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
}
]’
"geneSymbol"”: "MET"

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

{
"transcriptId”: '"NM_000245",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
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"regionStructure”: [
{
"type": "exon",
"number”: 15,
"totalNumber": 21
}
]7
"geneSymbol”: "MET"
}

}
],
"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",
"sampleItemId”: "sequence-2-tumor-rna”,
"variantOrigin”: "somatic”,
"matched”: false,
"reported”: true

($1 5. translocation D¥GE)

{
"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"
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"chromosome”: "8",
"startPosition”: 127735729,
"startCytoband”: "p11.23",
"endPosition”: 127735729,
"endCytoband”: "p11.23",
"matePiecelLocation”: "upstream”,
"transcripts”: [
{
"transcriptId”: null,
"transcriptbatabaseName”": null,
"regionStructure”: [
{
"type": "upstream”
}
]7
"geneSymbol"”: "MYC"

}
1,
"supportingReadCount”: 120,
"totalReadCount”: 435,
"alternateAlleleFrequency”: 0.31,
"rearrangementType"”: "translocation”,
"sampleItemId”: "sequence-1-tumor-dna”,
"variantOrigin”: "somatic”,
"matched”: false,
"reported”: true
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VII. otherBiomarkers Z 2

variants X 2712 & % B2 RGEAEEFLAN DA == —ICB T SR il T 5,
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otherBiomark . X 16~ E—
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VII-1. otherBiomarkers & Z7'N O fi#3i

WAZH B
*— st 7 — 2 At
xx
. d o E;;EEJ NAF~—Hh—ic#EHh YT 3 ID,
item WZH 3 -
At —EPINT—EOXTFINTH L Z L,
LET I F~—H—DX AT,
2 A TR D HIER,
- "TMB": JEEZ B &M (Tumor Mutation Burden)
e <'MSI': w4 7 a7 74 AREMMicro-
biomarkerType VA E [‘Ea;_ﬁ] Satellite Instability)
IR - "LOH": ~7 uiE&5%o ik (Loss Of
Heterozygosity)
X BN 2 4 TERFEHT 255 1F. FHEjic C
CAT 1T B4R,
KB % REEE DB,
) ) = | B A T 27 PE—ETHL T L,
biomarkerMetrics - 16~N., A7 e )
C(HERE) | ’ 1) XA AE BRI, RS D DA 7Y = 7 b
v
ST,
TR B,
value [ A2 | Bl PO
- (f5) 5.15
. TREELE D HAL,
HALIIMBENRICL > THRR S,
unit [WZE] ISR
S BN RO
' BEBAEA A S T — DA X null ZLET 5.
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MERED 2 4 7,

X :
. (f51) Mutations per megabase
Ttype [ A7 IERIFRH
- - MSIsensor score
N+$
percentage of MSI sites
NA A= —F1— DIRAE % R DIERI D> 5 I3ER,
. ”high"
. HIOW”
+ "intermediate”
(F9= X - "stable"
state . . :
(HE%E) LERA] - "cannot be determined"
A 2 S f L 72 23, SRS FRCLASL oA IR, null %
GL
KRR OEIRIKL 2 E 3 2 5413, HAiTic C-
CAT I HHfE,
A (R
16~N, X | REED KD TR R % & ORI,
descriptions (F9=3 A fEHEES X SITIC O W TIE, comments % 7 A D
TFHEH - contents X 7 % %A,
N+$)
. . (5<% pEZ shortVariants % 7' @ variantOrigin & 7 #5142
biomarkerOrigin - -
(HEHE) LER M,
pEl
sampleltemId Y| IERIZRH ¢ shortVariants X 7’ N OfFai &= S,
~+$
matched (R=3 7= Al shortVariants & 7’ WO fFai % S0,
(R=3 . . . -
approved - 7 — Al shortVariants & 7N D figai % 2,
(HE%E) —
pEl
rade & shortVariants & 7N O figai % 22,
i LR T
reported WIH 7 — A shortVariants X 7' N OfFai = S,

VII-2. otherBiomarkers & 27" =g # 3]

(f1)
"otherBiomarkers”: [
{
"itemId": "biomarker-1",

"biomarkerType": "MSI",

55




"pbiomarkerMetrics”: [
{
"value”: 5.15,
"unit”: "%",
"type”: "percentage of MSI sites”
1
{
"value": 2,
"unit": null,
"type": "MSIsensor score”
}
1,
TR UM TE H TR 7 2 AL OME X EETFTE T 2 561X, "biomarkerMetrics” & 27 NI LA
FKicd %,
"state”: "stable"”,
"descriptions”: [

"MSI sensor score 10 points or more was MSI-H, 3 points or more and less than 10
points was indeterminate (MSI-I), and less than 3 points was microsatellite stable
(MsS). ",

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

]7

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

"reported”: true

}7
{
"itemId": "biomarker-2",
"biomarkerType": "TMB",
"biomarkerMetrics”: [
{
"value": 34.5680122,
"unit”: "Muts/Mb",
"type": "Mutations per megabase”
}
]7
"state": "high",
"sampleltemId”: "sequence-1-tumor-dna”,
"reported”: true
}7
{
"itemId"”: "biomarker-3",
"biomarkerType": "LOH",
"biomarkerMetrics”: [
{
"value": 24.14,
"unit"”: "%",
"type": "LOH score”
}
]7
"state": "intermediate”,

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

"reported”: true
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VIIL. expressions X 7
expression ¥ % FL# 3 %,

*— WAZEESEE T — 2R B!

fd#|(F& : 1~ | expression 1HHMEN X 7,
N, #7Y=z7bF) |BESOE{EA TV 27 MEI—BETHBZ L,

expressions =

VIII-1. expressions % 7" O f# a5

*— WIS | T wtH
=7
emld i EE;Q | REEIIEIY 4T3 ID,
rem e | HERNTEOXEIICH T L,
readCount X AL U — M.
(HEHE) -
A (R -
transcripts WA 1~N. 47 | shortVariants % 7’ WO fifii % S,
/)
pE2]l
transcriptld (E9=3 IERIZRHEL ¢ | shortVariants X 7 WO % S,
NA¥s]+$
. Datab - shortVariants & 7’ N D&% S0,
tDat = -
franseriptlataba (E9=3 . transcriptld Z A/ L 2856, REEH S AN 2 #E5E 5
seName [EHA] %
N pE2]l
Tt | mMAE | shortVariants X 7 WO R & B,
seVersion —
N+$
A (R X -
regionStructure (F9=3 1~N, #7 | shortVariants % WDz S,
Y7 h)
pEl .
type [ ZE] shortVariants X 7'IN D s % 204,
& SR I TEN B
number = B shortVariants & 7 WD fiFai = S,
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totalNumber = B shortVariants & 7 WD fiFai = S,
Pl
geneSymbol L] IERIZRHEL ¢ | shortVariants X 7 WOl % S,
AMAEs]+$
Pl
regionName £ IERIZRHEL ¢ | shortVariants X 7 WOl % S,
~+$
Pl
strand = ) shortVariants % 7'N D f@iii % 28,
EEIEN R
pEl
cdsChange (E9=3 IERIZRHL ¢ | shortVariants X 7 WO % S,
~+$
pEl
aminoAcidsCha ” . . N
= IERIZRHEL ¢ | shortVariants X 7 WO % S,
nge
& ~+$
A (R X -
16~N, X
calculatedEffects = A shortVariants & 7 WD fiFai = S,
IERIFRHL -
~+$)
. A (R X -
expressionLevelMe o R R .
i WAH 1~N. # 7 | rearrangements % 7N D figii & 2,
trics T
Y7 h)
value L] i rearrangements X 7N D fifai % 2,
pEl
unit [ A2 | ) X rearrangements X 7" N O fifai & 2,
S eRs i T
= Pl
type _ i rearrangements X 7" N D fifa & .
P G | LR ° e
sampleSize (S95) AL rearrangements X 7N O fifai % 28,
isControl (E9=3 7 —ARl | rearrangements X 7' N DfEFE S,
Pl
sampleltemId WA IEHIERHL : | shortVariants X 7N DR % S0,
~N+$
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= . . -,
approved B 7 — A1 | shortVariants % 7’ N D g % S,
(HEHE) -
Pl .
grade £ et shortVariants &% 7' N D figii % S,
EEIEN B
reported WhZH 7 =AM | shortVariants % 7N Ofi#E % S,

VIII-2. expressions & 77 zC#i 5l

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

"readCount"”": 9928,
"transcripts”: [

{
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol": "MET"
}
:I}
"expressionLevelMetrics”": [
{
"value": 28.24,
"unit”: "TPM",
"isControl”: false
}y
{
"value": 142.7,
"unit": "TPM",
"type": "mean”,
"sampleSize": 20,
"isControl”: true
}y
{
"value”: 134.2,
"unit": "TPM",
"type": "standard deviation”,
"sampleSize": 20,
"isControl”: true
}
:I’
"sampleItemId”: "sequence-4-normal-rna”,

"reported”: true

}
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IX. armLevelChanges % 7

Qethfhs - Qe iRBiRiE o 2 L 01w % SLE T %,

F— MRS 7 — 2 # A
armLevelCh - fid#|(F & 1 1~ | armLevelChange {&E#H&EN % 7,
anges TN ATV ) [ BHORA TV PE—ETHE L,

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

~+$

¥ — RS T — xR At
. . e Qutafk - RetafRMiREIOZE LI » 2T % ID,
itemId WA IEMERHL . .
At —IEFINT—EDOXFIITH S Z &,
etk - Qa0 Z Lo 2 4 7,
ZATRIRHPDERS 2, FEllICONTR
International System for Human Cytogenomic
Nomenclature (ISCN) 2020 % £,
- "amp": MEIE
armLevelChangeT W FH - "del": K&
ype a LER] -t HRE
< "inv": WAL
- "dup": HEH#
- "ex": MEHE TR PR
X ERCLAN OEIRIKL 2 E 3 2 5413, FHAiTic C-
CAT I BhHH%,
A (R
cytobands PWAH I~N, &7 | 4 b XV FOIFH,
Y T)
FH
chromosome L] ’\IE[fi}ﬁZ“O— RetafhFT,
9 ¥¥-1+%
. - ?Eﬁﬁ'?>1%ﬂfi%ﬁﬁ@ 200 6EERT 5,
o e | Lmws) | P
-"q" R
(E=3 I . .
region GE3D) IEMEREL . | A PoYy o,




feA (R
16~N, X |BESESIEF ICEHE L 23k - QiR o
armLevelChangeN (E=3 - e
o T ZAL D 4 i,
ames €z
— | IEREE . | ESo&TFIE-ETH L T L,
~+$)
XFH
sampleltemId WZH IERIRHEL ¢ | shortVariants X 7 WO 2 2,
~+$
(5= . . . -
approved _ 7 — B | shortVariants % 7N O figai % 2,
(HE%E) -
grade = Xl shortVariants % 27’ O fi#ai = S,
[EHRA -
reported WA 7 —AAR | shortVariants X 7N D il % 2,
IX-2. armLevelChanges % 7 5t #i
(f51)
"armLevelChanges": [
{
"itemId": "arm-1",
"armLevelChangeType”: "amp"”,
"cytobands”: [
{
"chromosome”: "7",
"arm": "q"
}
] ’
"sampleItemId”: "sequence-1-tumor-dna”,
"approved”: false,
"grade": "equivocal”,
"reported”: true
}’
{
"itemId": "arm-2",
"armLevelChangeType”: "del”,
"cytobands”: [
{
"chromosome”: "17",
"arm”: "p"
}
] ’

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

"grade": "equivocal”,

"reported”: true
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3
{

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

{
"chromosome”: "X",
"arm”: "q",
"region”: "28"

3,

{
"chromosome”: "14",
"arm": "q",
"region”: "11.2"

}

1,

"armLevelChangeNames"”: [
"t(X;14)(g28;911.2)"

:I’

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

"reported”: true

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

{
"chromosome”: "21"
}
]7
"armLevelChangeNames”: [
"i{AMP21"
:I}

"sampleltemId”: "sequence-1-tumor-dna”,
"reported”: true
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X. nonHumanContents & 7
e A DEYTE(T ANV R TR E) IO T OREMRERLEHT 5,

¥ — RS T — 2 B!
nonHuman . (X 1~ nonHumanContent {HFHEH % 7,
Contents - N, A7 z21V) |BEMO&KEL T 27 Miz—BEThdT L,

X-1. nonHumanContents & 7 N D i

- RHEEN | Fosm )
=]
: Id WIE Ei;;{ : HHOID-
item A ” +$’ ’ —JEFINT—EOXFIITH B C &,
LA
organism O TR MBS OMEF LM I LT 2 BV 2 T,
~+$

Fe3 (& : 81~ | otherBiomarkers £ N ® biomarkerMetrics X 7'%

contentMetrics (E=3 N. #7922 1) ﬁ,’ﬁ-g_out}.c.Biuumukcm .
otherBiomarkers % Z'A® biomarkerMetrics & 7%
value [aizH] i . . .
pEZ|
unit L] IEAFH -
N+$
Xl otherBiomarkers % 7' @ biomarkerMetrics X 7%
type [wszA] BRI - . . . P
A‘+$ o $ [ A
FeH (R 1 16~

. nonHumanContent ® A,
o . N. 4 . o R
descriptions (=) A HHEEE L %I TIC 2 W T, comments X 7 PN D
i . contents X 7 & ZHE,

~+$)
X
sampleltemlId WA IERIZEL shortVariants & 7N D fifai = 2,
~+$
approved (R=3 7 — shortVariants % 7’ WD % 1,
pel
rade (§9=3 i X shortVariants % 7' D figai % 21,
i EEN T
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reported AYEl 7 — shortVariants % 27'N @ fi#

X-2. nonHumanContents & 2 5 &ifl

(f51)
"nonHumanContents”: [
{
"itemId"”: "nonHuman-1",
"organism": "HBV",
"contentMetrics”: [
{
"value": 65,
"unit”: "reads-per-million”,
"type": "virus-derived read sequences”
}
] ’

"descriptions”: [
"Hepatitis B virus.”

1,

"sampleltemId”: "sequence-1-tumor-dna”,
"reported”: false
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XI. compositeBiomarkers & 2
shortVariants % 7' copyNumberAlterations & 7, rearrangements X 7 DB HE % A EHD
. HAE~—h— (BRTFZEGRSTofsGbE, 3ERTORMER L) OffHz

FLHET 5,
WA . .
¥ — 7 — 2 ]
%AF ]
fiesl (&
compositeBio - T 10~ | EHES - —DEWMEN X T,
markers TN ATV | ESORA TV 2 Miz—ETHB L,
=7 F)
XI-1.  compositeBiomarkers % 7" D figgi
OUTEES . .
¥ — 7 — M At
F ]
pEl
— W FHE BHE~—H—icElvY 4T3 ID,
item HKZH LK P ¢
At —HEFINT—BOXFHTH 5 T &,
AR -2
. ~N. 3CFH] | DR & 7 28R 122 SIS (itemId) O FES
componentltemlds | #ZH N
IERERH BT D& LFHNE—ETH B T &,
~+9$)
AR o1 4
N MEMLOWMEF CEHEHMINL TV IEAE~Y— 4%
biomarkerNames el Ei‘ﬁ?ﬁzf;' AU
A +$; | BSOS TH B T b,
AR X
16~N, ¥ | #HA~— 71— DY,
Bdescriptions T 4l i S8 X SITIC DWW TlE, comments &% 7 ND
IEAFEH - contents X 7 % £,
~+9$)
#approved (E=3 7 — LRl shortVariants & 7' W D& = S0,
X4
rade = shortVariants % 7' N D fif & % S,
i LRI —
reported WA 7 — shortVariants & 7’ WD e & 01,
XI-2. compositeBiomarkers £ 7 5C & ffl
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(5
"compositeBiomarkers”: [
{

"itemId"”: "composite-1",
"componentItemIds”: [
"variant-14",

"variant-15"
1,
"biomarkerNames”: [
"BRAF-NRG1-ALK fusion”
],
"descriptions”: [
"Three genes are fused together to produce the fusion gene BRAF-NRG1-ALK."
]7
"reported”: true
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XII. druggability % 7

A ICB S 2 IE R AT %,
¥ — AESis 7 — 28 ]
druggabilit . B E—1 druggability [EHEN X 7,
y = | ATV 2 b | EeRAF IS b s s

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

¥ — WA 7 — &7 Bz
companionDiag (S 9=3 BA(RE 1~ | av - =d 2o fEHR,
nostics (HE2%) N, #7227 bF) | BIOEF TV 27 MI—BETHbZ L,
pE2dl
E?Kl:ll:ll %ﬁ@ IDO
itemld [WZE] IR
- T | T | Ehc—soxisthsce.
ferationlt X5
alterationlte
d (7] IERIRE IR &7 52 BAE R (itemld)
m
— ~4+$)
FA(F& 1~
N, 74 .
drugNames [ ] E%ﬁ?ﬁ e SR INe AR
~+$)
fey (R 1~
aAXV L,
o . N, 375 — R
descriptions TE I HEHSES L I TIC OV TIE, comments % 7 N D
IERZRIA
—_— contents % 7' % &,
~4$)
approved Eii 7 — Al shortVariants & 7' D figdhi & S,
- €ii9) -
reported [ZE] 7 — LAl shortVariants % 7' N D fifih % 2208
comprehensive . Ch s . N
: . (S95) WA 1~ | BAT /5707740 v 7OER,
GenomicProfili — . e
— | () N, ATV ) | FBOEATV 2 P ETHDH I L,
ng
pel
emld L] FEZET =S G HR oD 1D,
1tem WoH e e
E— T$) —JEFIN B FIITh b &,
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3

alterationlte R )
7101 [zE] AR W5 & e 52 B (itemld),
m
— A +$)
fey (R 1~
N, 375 .
drugNames [ 4] % 25 358 it 44 PR
~+$)
B (R & 10~
knowledgeB N. X541
- = - Higk~R— 24,
ase IR -
~4$)
T
evidencelLev A=} el .
— IERIRHL - IEF VAL,
el (HE2E) -
= EEE— N +$
pe=l
cancerCode = EAHFRE - BAfEa—TF,
S
pE2dl
cancerName A=} IERFRI DALY,
B
eyl (B & : 16~
aRXvh,
o . N, 374 — o .
descriptions = - fHHEEE L OfTIc oW Tl comments X 7N D
—= contents % 7' % 2,
~4+$)
approved Ex 7 — Al shortVariants % 7N D fifsh % 2204
pp— (ﬁi‘v%) e o 4 = /o
reported [WZE] 7 — LA shortVariants & 7' N O fig it % 24,
XII-2.  druggability & 27"zt $kf

(G

"druggability”: {

"companionbDiagnostics”: [

{
"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
_1
2
n 2 2 .
n "
NatamTAN NAdruooahil1+y_CHy 1"
itemld druggability-Chx—1+"
n 1. n _ n
)]
n n
[P P N
afatinib’y
“ertotinib"
- 3
J—
Moy auyad! +rin
approved—true;
Noeanart+adle +40014
reported’:—true
—
—
_L}
n "
NatamTAN N"Arucoahil1+y-_CCD_1"
itemld druggability-CGP-H"
n 1. n _ n
)]
n .
Nalaetinih!
T CC T TCTITTIT y
Mmrd gt s
crizotinib
- 3
PE—— B
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XX,
FEHEEICOWTIRT 3,

KI=1XIII-1. itemId
itemld DfiiZ. 77 AN T—HEThdZ L, flHiZ. EEDOXFE,

BX=1=1XIII-1-1. itemId @ 0 &I
itemld 3BT 2% &% 7N TD itemld DE DL HEHH IO W TRT,

variants & 7'

"itemId"”: "variant-1"

"itemId"”: "variant-2"

"itemId"”: "variant-3"

otherBiomarkers Z 7'

"itemId"”: "biomarker-1"

"itemId": "biomarker-2"

"itemId"”: "biomarker-3"

sequencingSamples % 7'

"itemId": "sequence-1-tumor-dna”

"itemId"”: "sequence-2-tumor-rna”

"itemId"”: "sequence-3-normal-dna”

compositeBiomarkers % 7'

"itemId"”: "composite-1"

"itemId": "composite-2"

"itemId": "composite-3"
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X1=2-XIII-2. matePieceLocation
breakends % 7" WICf7#1E§ % matePieceLocation IC DWW TS %, Hifg& LT, Yok
D SRR E B E O F M D 7 BT A B (upstream), FHIOS% WIGFTE R
(downstream) &% 3%,

X OERTEYIECY O B - TiiE 3R 5

X=2-1XII1-2-1. matePieceLocation @ i #
FHERL Ol 221 C Z =
#WHEE RS, VCF B (v43) TORBICOWTHIERT 5,

HBEEE L -VCF OFIIZUTOFF 2 XY P ORKRELZELEZDDTH S:
The Variant Call Format Specification VCF v4.3 and BCF v2.2
https://samtools.github.io/hts-specs/VCFv4.3.pdf

He e matePieceLocation DE¢

PR D1

(V7 7L v AEH| DY AL E O T 238 2 % F7 W)
876543 876544

v

“ O ®
W Vv
1200000 1200001

S 2 ui C,
u X
2222233 2222234

- e
Y Z




& 32 2222233 bad ¥ T T13:g786431 5 PASS  SVTYPE-BND

2 1206080+ brd=x £ 2222234 6 L SYPE=BND

&
3 2222234 bad—Z &  {2:12000016 6  PASS  SVTYPE=BND

K7 +—=v b TORHE:

1@
REARFET 2MoEGR» O 2 & ZIREH] TRl OFCHICE & b > Tw 5 D
T, 7L—27T VY FDA 7Y 7 D matePieceLocation Df % "downstream" & 72 %,
—77. BehEFT 1llofaRro /5 &, EFfllash oI E 2#ib o> T 5 DT,
matePieceLocation Ofifi |3 "upstream" & 7z %,

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

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

3
]
1(©)
RtafhFS L llofEEm» 0 /5 L. SEESI TR B ORI E Z b > Tnh3d 0
T, 7Y =7 } @ matePieceLocation O |%"downstream" & 7z %,
et kTG 3 oFEE H 2 b B7-546 3 Ak 7 © C. matePieceLocation Dff %
"downstream" & 7z %
(#1@)
"breakends”: [
{
"chromosome”: "1",
"startPosition”: 876543,
"endPosition”: 876543,
"matePiecelocation”: "downstream”
3
{

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

b

e
RtafhFS 2 MloREER2 O R 5 &0 SIECH] R O FCICE 2 Hib > T b 0D
T, * 7Y =7 b D matePieceLocation DfH ¥ "upstream" & 72 5,
Rtk FT 3K G R b K286 b [Afk7Z D T, matePieceLocation D%
"upstream" & 7z %,

([©)
"breakends”: [
{
"chromosome"”: "2",
"startPosition”: 1200001,
"endPosition”: 1200001,
"matePiecelLocation”: "upstream”

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

VCF TJE T ol HL:

PR Dl & H o v oiHn GO VCF v4.3 IKiE> 7= CEEHT 2 L RD L H Tk
%o UTHlOEICH 2 FE D HHFEROHIOFSITHIET 5,
#CHROM  POS i) REF ALT QUAL FILTER INFO
1 876544 bnd_V G  12:12000001G 6 PASS  SVTYPE=BND
D 2 1200000 bnd U A  A[1:876544[ 6 PASS  SVTYPE=BND
1 876543 bnd_W C  C]3:2222233] 6 PASS  SVTYPE=BND
@ 3 2222233 bnd_Y T  T111:876543]1 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 HHHEAFA T4 D sampleMetrics X 7718 D W CHiEF 55—,
unitType X 7'IC percentage &N T 2 FFE45H50, ettt onThiigd 2, T
KA DFE. unitType X 7'IC percentage ZiEIR T 2 LSOO, —targetType £ 7
& duplicateType X2 7 DfaDfil# KT, B DIFZ DA A— VT =L DHF LS \l:w}—%
n%nwc—iﬂé.@“é umitType % count A= A5 A0 B oA E 85

22 27

J74-targetType X 7', duplicateType & 7', umittype —unitType

R 7‘\0)@7%?5?"0 SERZ. Fb X 7 ofETlE7e { . allReadCount & 7 DfHICIHHY T 515
HbHD FlziE, THREL DIT) , Hoso

D W, SRR ) o Pianl L. ] 1 LT VanW o Z 23 0q R 7~ ]
SAMPICIVICTITCS  Cvd targetrype auprcaterypes ulllLl_y})C COfEL <f, C 4u CAUVETV Y © « < C
L IS N S B A N || E== il = ol = VARSI EENE I N = 1 ianl E + Z. 52
C VK J 7N CTC &N C VHTIENETH/AZ © < /CC VTTUTEAX T . umtType v~ pereentage "« 2=

> LE A et o~ H- -+

7] [[HVIZS ES
VAN R rd
JJ - ]

# A B 755K
(unitType = ‘percentage’) targetType & ; 8 .
A i A &
targetType duplicateType A targetType duplicate | unitType
Type
1| total unique+duplicate n¥ total unique+ | count
duplicate
9 allReadCount
2 | total unique A total unique count
] total unique+ | count
duplicate
3 | total duplicate i total duplicate | count
] total unique+ | count
duplicate
4 | target unique+duplicate T target unique+ | count
duplicate
9 allReadCount
5 | target unique Tt target unique count
bk total unique count
6 | target duplicate ¥ target duplicate | count
ik total duplicate | count
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XIV. BG4
C-CAT ~VFF R 2
E-Mail: helpdesk_c-cat@ml.res.ncc.go.jp

Lk
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