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I-1.

I-2.

I-3.

T ®IC
Hr

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

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

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

FIGE

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

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

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

WA IT oW T



[-4.

® WH:JSON O & 7/BiFET 5 L &, HHEDIEH

® [FE : A FIIHE I B CEAIR RGBSR T T b b, BESEoR
HRERIMEETEONES LV KIS L TRERRIENEOREE 2 SO 2 TR H 5 7-
D3 5. AHEREDIEH

7 7 A MEHR

® (F¥a—F :UTF8
® 47 :JSON

® iR :json



11. C-CAT icHFo5HmE
I-1. 7 7 A N DEfHERE

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

II-2. A1

T — X WE DR S N2 Bn T2 (shortVariant, copyNumberAlteration, rearrangement,
otherBiomarker) 23, CATS 74—~y F~DANOWNRTT, HEHEEE 2 ONLELETRE
FADLEWTT I, ANEnEETERFEICHL, C-CAT FfEMRICH T 20 L v
X, %32 %27 ("reported”) HIEET L & TEIRTE T,

]

W3, AKGRHITIC B 2 R T REOBEMIIATI L, Ao, C-CAT #EME~NENT L5l
TrEw,

I1-3. HBHE

o TEHHIANMEREOIHHTHY, TEZE2ZFANLTLES W, IVEHLATLTCnTE
e, C-CAT AR RICE T XYL  DEFILHKRBEEHRA N E N0 | BEatt
DIRARRIME T2 L VL L T C-CAT AEMBROBEL LV @ E o720 T 2 AlREEDR &
DEF, 7. TEDIRD C-CAT fEMECTIEZ L AMHIN TR TD, FERDRTff
Han, I0% L DEWMMB TGN REELRH Y £ 5,

® T —XWHMPERINLETOBIETRE % (83 5 "reported”: false DBE(RT-HE b &
HT), TELRZIEHLTCTI W, 29 Thwe, MASLOMERHREREFO 7+ —~
v P RS E D o 725G, MEXtICHADEZ LY, HAEIC X o Tk C-CAT HHEH:
RO G- 720 T2 [REMEAH Y £ 7,

II-4. b

BIHHMN T C-CAT I OFEFHEIZ, ] Tl TwE T,



III. metaData % 7

A 2GRS 5,

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

nas,
*— VY EES S Vabalr it A
metaData WA d7 =7 b ARTFT—REK 2T
III-1. schemaVersion ¥ —
*— VAEES S Vabalr it A
pezll
schemaVersion W2 IERERHL JSON 77 A VDA F —<EFENN—V 2 v
AL0-9\\.]+$

III-2. referenceGenome & 7

V77 Vv A7 7 LSNCEES 2168 %2 LT %,

¥ — MRS 7 — 42 H Bz
referenceGenome WZH F7 27 b V7 7L v RT 7 LEEHNICEET 3 R

III-2-1. referenceGenome £ 7N D fifiit
¥ — e 7 — 2 wtHA
5l BRESLIC TR TR LZ) 77 L v T
name (E=3 IERIZRH ¢ e
N IEZR S A R
~+$
SCEEH| V7 7Ly A7 LSO GRC (77 5
greRel DAYl RIESE avy—vT7L)) ) —2 1D 2i#d 5,
case ~GRC.+$
BiH (KX 0~N. |name X ZICEL#WL72) 7 7 L v 27 7 LA
descri " S DB,
ptions s MR HHEES X 0 SfTIc oW T, comments X
AL+$) 7N D contents & 7 % A,
[II-2-2. referenceGenome % 77 5C & {3l

(f 1. NCBI o 20 #ifil)

"referenceGenome”: {




"name": "GRCh38.p13",
"grcRelease”: "GRCh38.p13",
"descriptions”: [
"Homo sapiens (human) genome assembly GRCh37 (hg19) from Genome Reference
Consortium."”

]

3

(f51] 2. UCSC o r#if)
"referenceGenome”: {
"name”": "hg38Patch11”,
"grcRelease”: "GRCh38.p11",
"descriptions”: [
"GRCh38 Genome Reference Consortium Human Reference 38 (GCA_000001405.22))"
]
}

(f51] 3. GDC DL #fI)
"referenceGenome”: {
"name”: "GRCh38.d1.vd1",
"grcRelease”: "GRCh38",
"descriptions”: [
"Homo sapiens (human) genome assembly GRCh38 (hg38) from GDC, GRCh38.d1.vd1"

]

3

I1I-3. configOptions & 7
C-CAT CKDB @ & 9 R A MR — R L D~ v F v 7%, C-CAT HEMRED X 5 it

AR ERE ~ D #Z HlfHl 3 25 2 7,

i

WH | T—X -
wtHA
A | m
i . | ATV | BAFERR R Dy F v R, AR RERE~ D
configOptions | L& e s e 4 .
=7 b | B 2 HIEEERER £ 7

* —

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

*— MRS T — 2 A
XA~ — R $B1F % "amplification” (2 & —#
feFl(Rx | 898 & LTI, MESHFERAOERT

typeLabelsInte I~d. e | s s o
~a X | R T N
rpretedAsKbA = - -
Lo FI) | RO bR (RAIACEERT)
mplification . . e
[EHRA] - "copyNumberAlterationType: amplification"

- "copyNumberAlterationType: gain"
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- "copyNumberAlterationType: duplication"

- "rearrangementType: duplication"

(77 4 v b : "copyNumberAlteration Type:
amplification", "copyNumberAlterationType:
gain", "copyNumberAlterationType: duplication")

typeLabelsInte
rpretedAsKbL

0SS

gl

5%

fcH (& &
1~3, XF
20))
[ER]

DBAHERR — R B 5 7oss” (2 v —FEd) &
LR E N2, RESHMEHOERRTFRE <
N,

R DERIE A 5EPR (BCHIN CTEEAT])

- "copyNumberAlterationType: loss"

- "copyNumberAlterationType: deletion”

- "copyNumberAlterationType: homozygous
deletion”

- "rearrangementType: deletion”

(77 4 v b : "copyNumberAlteration Type: loss",
"copyNumberAlterationType: deletion",
"copyNumberAlterationType: homozygous

deletion")

typeLabelsInte
rpretedAsKbG

eneFusion

BeA (= &
1~8, X
511)

[E R

ARG — R BT % "geneFusion” GE{n 1l
) L LTUERE NG, RESHMHOELR TR
7L,

R OEY A 5N (BHIN CEEAT])

- "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: other"

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

fusion")

hideAlleleFreq

uency

£

il

7 —

2T L OV EUE O B AR R IR E ~ 015 #
iTb 7\ (true)FEE DS BE




XOKGREIFH OIEHRICBI L Tt ¥ —HK%Z 5l
TF 7 H N b BERT S0, false Zid#iT 3,
(7“:7 z“/lxl“:false)

BORERBECBI L, ERC

hideCnaValue = 7= . .
hldeAlleleFrequency 27 LA L,

hideMsiValue - - ~A7u¥ 774 PALEE (MSD $dEicBd
L. k& hideAlleleFrequency % 7" & AL,

hideTmbValue (E= 7=l MR AT (TMB) BficRIL i
hideAlleleFrequency % 7" & [6 U,

hideLohValue {17 Jopmy |7 CEEEOHER (LOH) BMIcHL, L

hideAlleleFrequency % 7 & A U,

I11-3-2. configOptions & 7 GC#i

(f51)
"configOptions”: {

"hideTmbValue"”: true,

"hideLohValue"”: true,

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

:I ’

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

] ’

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

]

3

[I-4. comments X 7"
B 75 (variants), -4 #~ — % — (otherBiomarkers), sequencing sample ¥R
(sequencingSamples)ICXf 3 2% a2 X v } ZFl# T %, itemlds F— a X v FEZ ANS
contents ¥ —23F TN 5,

%Hﬂ

N
|
X
e

*— WIS
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sl (& 0
~N. #7
Yz h)

a Xy MEREN £ T,
HlogA 7Ty r Mig—EBThHsbT L,

gl

comments EE

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

¥ PR il EE|
— T — I —g
Gff ]

B FEE (variants), N4 4= — 77 — (otherBiomarkers).
ficsll (& ¥ | sequencing sample |&#R (sequencingSamples) @ itemld (%X
0~N, 3 | du[, EHEIFAA) Ziddk,

itemlds | #ZH 4 JEFI Ao a X v b 2T 2545, itemlds DR X130 &
IERIRE | 35,
A +3$) ¥Kitemld ZEC#E L 72856, C-CAT &ML~ 13 EEH I s
vy
el (=&
? ﬁlj\gﬁjc itemld ICXfF % a2 X v FODHNE,
o o SIS L, BERRE 72 iR HAREE, SUHSCH o 8T = — I
contents | #ZH e - L -
I, SIS TR &Y 2 55 XY O EFR TH T R
IERIZRI ¢
#o
AL+$)

[11-4-2. comments X 2 &=l

(f51)
"comments”: [
{
"itemIds": [],
T itemIdsfit#| D & X 300 H & IR ~Da A v P 2RT,
"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.”

TR IS T2 80 2556013, BAOEHE L Lo T Cad#lid 2,
]
5
{
"itemIds": [

"variant-1"

TROEOZBBHFERICN T 2 a2 X v P Z2E# T 2 5613, HRDitemldZid#l T 5,
1,

11




"contents”: [
"TSC1 functions independently of TSC2 and mTORC1."
]
5
{
"itemIds": [

"variant-1",

"variant-5"

THEEOZREBHFERICNT 22 2 v P 2# T 285613, B OitemldZ il T 5,
:l’
"contents"”: [

"Although Cb4 T cell percentage in Tscl-/- mice was not strongly affected by Bim
deficiency in vivo, TCR-mediated apoptosis of Tscl-/- Bcl2l11-/- double knockout CP4 T
cells was less pronounced compared with that of Tscl-/- cells. (Kai Yang et al.)”

]
3
]
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IV. testlnfo % 7
REFERZ T 2,
¥ — e 7 — &8 i
FT =l .
testInfo DAEl ; A HREN % 7
IV-1. testlnfo &% 7" D figgit
¥ — IAZEESCE 7= i
pE2]l
testld WA FHERE: | RESH T 2EE0 ID
r+$
RECHHT 2Rk MA G DY,
- "tumor-only": BEEM{RD A CIEMT 1T > T
256
. - "tumor and matched-normal": JEEMIA & 15
testType A ii%ﬁq BREOMETHENL T 2546
(AL - "tumor-only (cell-free)": &7 Y —FifkD &
TET 21T > T\ 255
- "tumor (cell-free) and matched-normal": ‘&
7 ) —ftk L IEFERAOBmECHERL Cw a3 5E
softwareNam X3l et
(F9=3 FHEE: |FHLAZEETRETY 7 by =274
¢ r+$
softwareVersi . L softwareName ICFC#{(L 72V 7 PV = 7 D=
on = ERERB |
r+$
Y&l fE L 7284 LA
panelName WA FHEE | XRBERI TR LR VREE CHED
A48 iX. FFATIC C-CAT ¥ TEM#HD C &,
pE2l
panelVersion VAEl IEHIZRI ¢ panelName ICFL# L 72 XA MR ED N —2 3 v
r+$

IV-2. testInfo & 27" 30k

(1)

"testInfo": {

"testId": "12345678901231900001",

"testType”: "tumor and matched-normal”,

13




"softwareName”: "variant caller A",
"softwareVersion”: "ver.1.2",
"panelName”: "Multi-gene Panel A",
"panelVersion”: "ver.1.03-00"

14




V. variants X 7'

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

rearrangements X 7 03EE N5,

¥ — A ESe T — 2 At
variants = AN BloTREEREN 2 7

V-1. shortVariants % 2
1R SFIREY | D AR, REEFHEAL EOMEEZTLHEHT 5,
F— A ESe T — 2 At
hortV FAl(R & 1~ | 1A R | Ao AP R, RELTHEALRLE
shortVa
) TE N, #7v = | OfEREHN 2 7,
riants
7 h) B DEA TS 27 VF—ETHBI &,
V-1-1. shortVariants & 7' N D figai
* PR am B
- 7T 5
%tk ’
=5 ) o
. . f*‘fj BT IS # D % T 5 D,
item WAZH H ” .
I %f RN T O XTI TH S T L,
A . +
p&EZ|
chromosome R IEBLEH - gLt R
*[a-zA-Z0-
9_\\-1+$
et fk E oY BAiE, DRI GTE
IZ1% 1-based JEREER ZfEH L. VCF
v4.3 ICHEo TR T 5, (GUdRfl e L
T VCFv4.3 D pagel3 iCHd L
i, U7 7L v AR atCga, AR
WY at-ga, V7 7L v RIEREDO Co
position WA L it s ares ..
f7iE A 3 DR, "position™: 2,
"referenceAllele": "TC",
"alternateAllele": "T" & KiL$ 5, Hib
DY . "referenceAllele" 1V 7 7 L
v A EL . "alternateAllele” 1325 EiFEL
ET, )
referenceAllele WA p&Zl V7 7L v R,
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IERIFRIE VCF v4.3 12t > Cat#i 3 %, acdfilix
*[ACGTNI+$ | |3 position D% S,
2 HIGEL,
VCF v4.3 IZfit-> Cred 35, alaflix
k5t position DFEIEH%AZIH,
pe| - .
alternateAllele VA E EHRFRIE h7A T EoTT e T
e 1Z. Blld shortVariants X 770 FE L L
*LACGTN\\*]+$ -
T TR T 5, % DFE. comments
Z IR D itemld & v AT - T L
TH2EELHT 5,
alternateAlleleFrequency AZEl il AT L OVHERE (0~1 D #ipH)
totalReadDepth (F9=3 R Bt R (RMiE 1)
alternateAlleleReadDepth (A3 B 2 SRR B o0 SR BGR (B /MiE 1)
BEXOREFICRHEHI LTV LE
fLTEEDOXA 7,
RDAED HFER L CTELHL,
+ "SNV"
N —— + "insertion"
variant Type T= gt . delfetlon
- "delins"
- "indel"
+ "MNV"
X LR D 2 4 THREH T 256
3. C-CAT Ic AR
REFREEY) DIEH.
BH(E&:1 |BAo&E4+ 7y =27 Mid—EThHb T
transcripts WAE | ~N, A7 | &,
=2 F) (—2D\IEFICH L, —2> 0K
HEY, )
HREPEY) ID % se#k (f51]: NM_000368.4),
EfEED 72 %, sub-number (D FRFE
SCEEH THUEE) &0 5 iem RS
transcriptld WA | EHER: | . AVE—Yzoy sfHROLRD
AN\sT+$ | 72D EREEY) ID 2MEFE L R WS H I,
"transcriptld": null £ FE#E T B 2 & D
A,
. WREEY ID ICNT 57 — &2 _X—24,
transcriptDatabaseName | #ZH ‘X%ﬁq RD 200 biERT 2,
GER

- "RefSeq"
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+ "Ensembl"

transcriptld 2% null D&%,

" transcriptDatabaseName": null & Fl#
ER- R NI N

ERT -2 R—20D =V a3 v R

pe| ?ﬁ
transcriptDatabaseVersion | {F:i E%ﬁ%iﬁ : KA B A L. C-CAT 25
A . +
TeN—Vavhifflang,
BmEStOMEFICHMI N TV 2E
B4 GEIE TR S) 2 il H
X?ﬁ” e f— N H A
o BIRFHRFEL R GAER
geneSymbol WZH R _
C\\sT4$ "geneSymbol": null & Fe#K,
Al A +
° [ TERT promoter | ® X 5 ic, Bd#Eft
FON BT RHNIEATIT S,
LG D E,
- S LY L F LA E O5aT
" pEZ .
strand (5= - "+ A E ORI,
[EHRAK] . . a
transcriptld 2% null D& 1%,
"strand": null & EHEHT B Z & b AL,
RELHOMEF ICRHHIN TN
DNA L~ ToZl% itk
S HGVS ICHELL 7= R HERE I N 5,
cdsChange PR | TFHIEE A vx—y =y 75T RNA 28
~+$ a—-FInzwgaiE, (n* oX)
%/ v aA—7 4 v 7RO KIES
IZ) null &332 & D ATEE,
BESEOMEFICEKHI N TS X
S VX HE LRV TORALZECHE,
aminoAcidsChange W | TFHIEI : | HGVS Il L 22 R HERE I N 5,
~+$ FERERTIE T 7 I 7 A L 75 1
Al null &35 2 &b ARE
“splicing_variant” 7z &', $5EEY) LoD
778 () D% % Sequence
Bcs (X 1 0 | Ontology Tit#l 3 %,
~N., (FF Eff v — @ [Effect (S
calculatedEffects TE AL snp ect (Sequence
IEHIFRI Ontology) | %°. annovar Y —/L®
A +$) VCF [Func.refGene | IZFHY4 3 31

H, annovar Tl. User Guide, Gene-
based Annotation @ Output file 1
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(refSeq gene annotation) (Cf#=2H
D, Y%IHH DO HEE% Sequence
Ontology ICEATE 5,

Rl 1 258Ic> % 1 HEEZHEI D Y <
%,

A D& LFHNE—HTH D 2 &,

testMethod WA

paZl
[EE K]

3 b Nz A R 23 DNA MRk 2
RNA A& 2K 2> % Gl #,

- "DNA-seq": DNA # &k

- "RNA-seq": RNA #fk ik

Gl

variantOrigin T

Pl
[ERA]

AR e H >k 2> A= it e % 91 e ok 2> % R

#o

XKC-CAT Tld, Al sk 2 A Fii

N R HI kDT, SR 3 % 53 ARG~

~X®ﬂ%% 2TV B, AIH TR
Bid. RHiEZR (BE) O~

—ADMEME NG,

- "somatic": ALK
A Bt e % 51 ok
R VXSS D A
DREIC BT, Flilgdsk e P
nN256 XIEMaZR (BE) oM
R —ADMEH I NS,

- "likely germline": BRI I | JiEIE; oD A
DIREIC BT, FJEAIE RS ok &
TRINGE  XAETEMERYIZE R

() DR -2 TN D,

n : n
- "germline":

+ "likely somatic":

reported AZEl

> L

BESOREMREREEH. 72132
NICHEFT 2 IEFICEEH I N LR T

B 5 ED, True DEH. AR~

— A% o e FRA T 21T 5,

V-1-2. shortVariants Z 2 20 &l

(5] 1. SNV o 22 #kf51)
{

"itemId"”: "variant-1",
TitemIdiC (M H & N7z 86 T2

"chromosome"”: "9",
"position”: 135781005,

ISR L R AR

BOXFHN %5,
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"referenceAllele”": "C",
"alternateAllele”": "G",

T "position" & "referenceAllele", "alternateAllele"|ZVCF v4.3D v — VIChiE > CTaddk 3 %,
"alternateAlleleFrequency”: 0.54,
"alternateAlleleReadbepth”: 108,
"totalReadPepth”: 200,

"variantType": "SNV",
"transcripts”: [

{

"transcriptId”: ""NM_000368.4",

"transcriptbatabaseName”: "RefSeq”,

"transcriptbatabaseVersion”: "Release 99",

"geneSymbol”: "TSC1",

"cdsChange": "c.1960C>G",

"aminoAcidsChange"”: "p.Q654E",

"calculatedEffects”: [

"missense_variant”

]

}
1,
"testMethod”: "DNA-seq”,
"variantOrigin”: "somatic”,

"reported”: true

(f51 2. insertion @ FC&E )
{
"itemId"”: "variant-2",
"chromosome"”: "8",
"position"”: 37553560,
"referenceAllele”: "A",
"alternateAllele”: "AAGCGGC",
"alternateAlleleFrequency”: 0.4953,
"alternateAlleleReadbepth”: 368,
"totalReadbepth”: 743,
"variantType": "insertion”,
"transcripts”: [
{
"transcriptId”: "NM_025069.2",
"transcriptbatabaseName": "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "ZNF703",
"cdsChange": "c.63_64insAGCGGC",
"aminoAcidsChange"”: "G21_G22insSG"

}
1,

"testMethod”: "DNA-seq”,
"variantOrigin”: "somatic”,
"reported”: true
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(9] 3. deletion @ ZC &)
{
"itemId": "variant-3",
"chromosome"”: "1",
"position": 27097751,
"referenceAllele”: "TC",
"alternateAllele”: "T",
"alternateAlleleFrequency”: 0.12,
"alternateAlleleReadbepth”: 32,
"totalReadbepth”: 266,
"variantType": "deletion”,
"transcripts”: {
"transcriptId”: "ENSTQ0000324856.13",
"transcriptbatabaseName"”: "Ensembl”,
"transcriptbatabaseVersion”: "v99",
"geneSymbol"”: "ARIDTA",
"cdsChange"”: "c.3340delC",
"aminoAcidsChange"”: "p.P1115fs*46",
"calculatedEffects”: [
"frameshift_variant”
]
}r
"testMethod”: "DNA-seq”,
"variantOrigin”: "somatic”,
"reported”: true

(f51 4. delins @ ZC &)
{
"itemId"”: "variant-4",
"chromosome”: "1",
"position": 26696982,
"referenceAllele”: "GC",
"alternateAllele”: "TT",
"alternateAlleleFrequency”: .25,
"alternateAlleleReadbepth”: 52,
"totalReadPepth”: 524,
"variantType": "delins”,
"transcripts”: {
"transcriptId”: "NM_007294.4",
"transcriptbatabaseName"”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol"”: "BRCA1",
"cdsChange”": "c.579_580delinsTT",
"aminoAcidsChange”: "p.E193_P194delinsbS”
}y
"testMethod”: "DNA-seq”,
"variantOrigin”: "somatic”,
"reported”: true
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B

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

"itemId"”: "variant-5",
"chromosome”: "5",
"position”: 1295113,
"referenceAllele”: "G",
"alternateAllele”: "A",
"alternateAlleleFrequency”: 0.163,
"alternateAlleleReadbepth”: 15.9,
"totalReadbepth”: 92,
"variantType": "SNV",
"transcripts”: {
"transcriptId”: "ENST0Q0000310581.9",
"transcriptbatabaseName”: "Ensembl”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "TERT",
"cdsChange": "n.1295113C>T",
"aminoAcidsChange"”: null,
"calculatedEffects”: [
"TF_binding_site_variant”

]

1

"testMethod”: "DNA-seq”,
"variantOrigin”: "somatic”,
"reported”: true

}

V-2. copyNumberAlterations X 7
S ha v —BEEICHL CiHikd 247 ThH 2,

¥ — WS | T2 H e
AR 1 .
: - L A —BEEEN 2T,
copyNumberAlterations = ~N. *+7 L. .
SEPAS BAlof A7 27 PE—BTHBI &,
v

V-2-1.  copyNumberAlterations & "N O fi#ii

= BHGN | 75 ]

_— v | e |ETRICED 55 D,

1tem KoH .
| e moxERTh s < L,
=297

chromosome (EE5) ﬂf;;;;ii' ROk
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*[a-zA-Z0-
9_\\-1+$

startPosition

BB

Pett ik o BGAIE (1-based T X % 50#)

endPosition

fio354

yeft R ok 7 60E (1-based 1T & 2 50H)

copyNumberMetrics

£

el

fea (&
0~N, #*
A4
)

o v — R O fIENE & BT,

value, unit ® 2 2D F =LK 54 7Y
=7 F ORELH, unit 2357 A 2 DL
LH25E1Z. BT 2 U Eoldd|c&
o

Bo&4+7Y 27 Pi3—EThHb

&

value

WA

b2 g

= v — B O HIEME

unit

P2l
[E R

HIFENE value D B,

BASTIER D> 6 3E R Al fE,

- "absolute copy number": % o v —%
- "fold-change": TEHB{ARICN 3 5 fif5
ko (FHEfLa ) GHEEE O

+ "log2 fold-change": “fold-change” ®
log2 Z 1t

- "fraction-of-gene": JIiE X N7z 85 F
HHD 5 b 3 v —HEA L 225 O Fl
o

KZ DDA Z S 25581Cid, F
Hiic C-CAT 1 BEAH .

copyNumberAlterationT
ype

WA

P2l
[ERA]

BESEAMEFICRE L 7z 2 v -8R
[ AOF

RH> o iER L CTELHk,

+ "amplification”

+ "gain"

+ "duplication”

+ "loss"

- "deletion”

+ "homozygous deletion"

+ "neutral"

X RSN D 2 4 TR T 2 561X,
T C-CAT Ic ZE#E,

transcripts

Aeol (R &

1~N, *

A4
)

shortVariants & 7' N D fifgi & 208
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SCFA
transcriptld (=) E#iZH] ;| shortVariants % 7' N D fiFEn % S
"L \\s]+$
‘ . shortVariants & 7N O figai % 2,
transcriptDatabaseNa s pE=]l )
TE (et ] transcriptld # A L 72856, RIEHEH D A
me ERF ~
- NEHESET 5.
=7l
transcriptDatabaseVer . SR . . .
) = F#iZH : | shortVariants % 7' N DfiFEi % S
sion . s
P
geneSymbol W EHFH « | shortVariants X 7" WO i 2 2
AL \\s]+$
SCFA
strand T . ) shortVariants &% 7' @ fifii % i
i) 5
pe|
cdsChange 5= E#iZH : | shortVariants X 7N DG % S
o
pe|
aminoAcidsChange (=3 E#iZH : | shortVariants X 7N DG % S
)
Hes (=
T 0~
calculatedEffects (=) N. X4 | shortVariants & 7' N D g % 2
IERIRH
r+$)
SCFA . N
testMethod AYEl . shortVariants % 7'N D fi#ii % 28
[ERA]
P . _
variantOrigin (R=3 - shortVariants % 7' N D figai %
[EHRA]
reported il 7 — AL | shortVariants & "IN O fifgi % 2
V-2-2. copyNumberAlterations & 7 50 #i

(f51)

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

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

"copyNumberMetrics”: [

23




{
"value": 0.2309,
"unit”: "fold-change”

5
{
"value": -2.1147,
"unit”: "log2 fold-change”
}
]’

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

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

}

1,

"testMethod”: "DNA-seq”,
"variantOrigin”: "somatic”,
"reported”: false

V-3. rearrangements X 7'

ER ARG, EE. RORE, Uik & ol R AR o FRz i 5,

¥ — WA 7 — & Al Bz
BeA(F& 1~ . .
. N Bin AR IEREN % 7,
rearrangements T N, #7v= o .
s 1) BiAlog A7y 227 Mii—BThirT &,

V-3-1. rearrangements & 2 N D fifiit

¥ — WIRSE | T4 At
=2
_ wii | e |EFRECHD 52 D,
item WA :
PIRE | seppe—gox AT L,
BRI 22071 —27 T v
Mﬂ@é;?
breakends WA 2, AT ’ L
D& A 7Y 27 MI—ETH B2
=7 }F)
&
p&EZl
chromosome WA IEBLEH - PetaiiF s
*[a-zA-Z0-
9_\\-1+$
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ettfh b o Btk E (1-based 12 X 3 50

startPosition VA E TR
2w
PettifR | of& 7 (1-based 12 X % 5C
endPosition VA E| B - i (1-base
#)
S| EofEA R b Rz & Z i,
YyBfE L el oEcH] & FEA L Tw
% 513 "upstream”, P)BEAE T I CHRY
&L Tw 38413 downstream”,
. . " pEZ| ELTREA S Z Dfth o FRERK
matePieceLocation (A=) .
[#R] | (“rearrangementType”: “other”) D¥#H
X, IEWEZR T ) 2B DBIED 729,
LE T B C L Am A HERE T B,
FEM 2R ERER X PR TVII-2.
matePieceLocation| % £,
JL—27xT v FELTOEEFHI—F
totalReadCount = B " a
B
TL—7TV FELTOEERMT L L
alternateAlleleFreque $EPE (0~1 D HipH)
a 1 e | L :
ney TL—7 TV RN EILT VABEE % B
HL7-fE%Z#iT %,
By (R X
] R 1~N, * . ) N
transcripts WA s shortVariants & 7"\ D fig&i z 2
AN /4
)
pEZ|
transcriptld (5 TF#IFE | shortVariants % 7' N D fifai % 21
ALM\\s1+$
. . shortVariants % 7N D figai % 28,
transcriptDatabas . P2l ,
N A=) A transcriptld 2 AJ1 L 72856, ARIEH D
eName RS -
AN ZHERET 5,
=20
transcriptDatabas . X5 ) R .
) T= FHi#H : | shortVariants % 7' NG % 2
eVersion
r+$
pEZ|
geneSymbol A TF#IFE | shortVariants % 7' N D fifai % 21
ALM\\s]+$
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paZl

strand (§9=3 et ] shortVariants &% 7' @ i3 % S
CFH
cdsChange = IEHIRIA ¢ | shortVariants % 7' N D figii % 24
~+$
aminoAcidsChang S . ) N
(§9=3 F4H « | shortVariants % 7' N O fifi % 27
© rt$
Ao (&
T 0~
calculatedEffects = N. XF%| | shortVariants & 2" N D figiit % 2
IEHERHL
AL+$)
R TEERIcEWT 7L -2V F
% F 7z CEIRTFHOEE T RIERH Y
T,
transcripts ICFLHEL L 72 geneSymbol
%, BEDIEGMICEDET"-" TOk
o 728 Z21E, geneSymbol A, B 1T}
L. A 255 i, B 2MEE TiRICH
286, "A-B" KT,
AR | X AHGRR — AR OFE, 2 0J7m
X0~ | 1EHRSIMREI NS, KX T OFLHEL
genePairs T N, XTI | WAL, geneSymbol D=7, HRE
IEHERE | TRoERE b oL LTifbi,
AL +$) B TR D72 LT THIGER — &
BRI N D,
KARZ 7B 5 (2,
matePieceLocation DFL#E A 72 \) Hd
X, geneSymbol D& W 5 <7 HfF
L CHREBEINE T, BmEEM<
HlfH L 72 ik, ["A-B", "B-A", "C-
B"l @ X 5 ICEHEHT &\,
B D& FHIE—ETH B Z &,
B T LD 2 00T L= TV FD
insertedSequence (S5 IE*Q;}Q : RIS e
N AN T NI BLADTATE L 72 WA IS,
A[ACGTN]+$

null Z5l#E 3 5%,
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supportingReadCount & B PHR—F Y —FE
totalReadCount (F9=3 B Aty — VK
B TR & L CoZRB 7 LV
. . FE(0~1 D#ipH)
alternateAlleleFrequency (B3 ¥ 1 >0 e TR & L C3HEE L 7 M %
FLHET 5,
éﬁéﬁ(;{(\f] ’ RNA-seq 72> b3 b 7z FEHHE O IF .
expressionLevelMetrics (593 . Blo#A+7y 27 Pi3—EThb
AN 4
b) -
value WA 4 FHi = OfE
FETL & D HAT,
BT R D 53R,
. "TPM"
. - "EPKM"
unit WA j(%ﬁu - "FPM"
LER]
- "RPKM"
. "RPM"
X LR o B 2 9 2 5 A 1%,
HATIC C-CAT IC B,
ﬁffjl\i% ;C; AR T 748 % DBIR TR
D4, Bl Z1E, "EML4-ALK
rearrangementNames R H ]
I - fusion”,
. vp) A D& LFHNE—HTH D 2 &,
AN EREF IR L 7285 T
ko x4 7,
R DIER L D> &R,
- "gene fusion”
- "gene fusion and frameshift variant"
. - "bidirectional gene fusion"
rearrangementType Vsl LS - "duplication”
LER]

- "deletion"
n: : n
- "inversion
+ "truncation”
n : : n
- "splice variant
- "tandem duplication”

+ "other"

27




X BN 24 TEGRHT 255
i¥. FHATIC C-CAT Ic BLEAK,
pEZ| -
testMethod VA i shortVariants &% 7' @ figihi % S i
GER
CFH .
variantOrigin = o shortVariants & 7" D fig&hi z 2
LERR]
reported Y E 7 — A | shortVariants & 27 N D figain % 2

V-3-2. rearrangements & 7 sr#f

(5] 1. genePairs ’FTET 2 556)
{
"itemId"”: "variant-13",
"breakends": [
{
"chromosome”: "2",
"startPosition"”: 42510050,
"endPosition”: 42510050,
"matePiecelLocation”: "downstream”,
"transcripts”: [
{
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "EML4"
}
]
}y
{
"chromosome”: "2",
"startPosition”: 29445240,
"endPosition": 29445240,
"matePiecelLocation”: "upstream”,
"transcripts”: [
{
"transcriptbatabaseName”: "RefSeq"”,
"transcriptbatabaseVersion"”: "Release 99",
"geneSymbol”: "ALK"
}
]
}
] ’
"genePairs”: [
"EML4-ALK"
1,
"supportingReadCount”: 30,
"totalReadCount”: 430,
"alternateAlleleFrequency”: 0.07,
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"rearrangementType”: "other”,
"variantOrigin”: "somatic”,
"testMethod”: "DNA-seq”,
"reported”: false

B2, 7v—2xv FTLICARHY — P8 TV ABELZRET 256
{
"itemId"”: "variant-13",
"breakends": [
{
"chromosome”: "2",
"startPosition”: 42510050,
"endPosition”: 42510050,
"matePiecelLocation”: "downstream”,
"totalReadCount”: 330,
"alternateAlleleFrequency”: 0.06,
"transcripts”: [
{
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "EML4"
}
]
}y
{
"chromosome”: "2",
"startPosition": 29445240,
"endPosition": 29445240,
"matePiecelLocation”: "upstream”,
"totalReadCount”: 570,
"alternateAlleleFrequency”:0.07,
"transcripts”: [
{
"transcriptbatabaseName”: "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "ALK"
}
]
}
1,
"genePairs": [
"EML4-ALK"
1,
"supportingReadCount”: 30,
"rearrangementType”: "other”,
"variantOrigin”: "somatic”,
"testMethod”: "BNA-seq”,
"reported”: false

29




(5] 3. insertedSequence 23 F1ET 556
{

"itemId": "variant-14",

"breakends”: [

{
"chromosome”: "14",
"startPosition”: 234567,
"endPosition”: 234567,

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

"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: null
}
]
}y
{
"chromosome”: "2",
"startPosition”: 321672,
"endPosition”: 321672,
"matePiecelLocation”: "upstream"”,
"transcripts”: [
{
"transcriptbatabaseName": "RefSeq"”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "LINC@1865"
}
]
}
:Iy
"insertedSequence”: "GTNNNNNCAT",
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 9.07,
"rearrangementType”: "other”,
"variantOrigin”: "somatic”,
"testMethod”: "DNA-seq”,
"reported”: false

30




VI. otherBiomarkers X 7'
variants X 7' ICH 2B T BEUND AL F~v—Hh —ICBFT 215 HRZLHET 5, HE. <
A7 8% 774 PALEEMSD., EEZREH(TMB), ~7 v #4610 HAL(LOH) D 3
HHEOANf A<= — TG LT W3,

WH

- s 7— 2 S|
EN
FeA (e & . — ,
therB; K 0~N. o variants X 712 % 2B REUND AN F=—F — BT 215
otherBiomar ~N. i
FE | WA £ 7,
ers A . .
M) Bl &EA 7Y =227 ME—ETHEZ L,

VI-1. otherBiomarkers & 7'\ D figt i

kS . B
¥ — 7 — &M At
# "
Z %l
temld o L NA A== —IicHIY YBT3 ID,
item W ZH HZRIH - . .
Eﬁ%j BN T RO XTI TH S T b,
A . +
AT AIANNAF~—Ih—DX AT,
2 A TIER D HIFER,
- "TMB": [EEZ B A (Tumor Mutation Burden)
. <"MSI': w4 7 a7 74 ALEMMicro-
. o ezl . .
biomarkerType WA (et Satellite Instability)
I CLOH": ~ o A PED 45 (Loss Of
Heterozygosity)
X BRSO 2 4 TERGRT 28561%. Fiiic C-
CAT 1 ZHHg,
Fedl (KX 0~ . L
) ) = . FREEE & BT,
biomarkerMetrics T N, #7v = .
2 1) iAo+ 727 Mid—EThi e,
A Bl
1 WA I
vame Hih (#) 5.15
LA BB EUE D HAL,
unit WA EHFEE | BAIRENRIC X > TEER S,
~+$ (#) %
. NA G —Hh — DIRREH R DFEIRL D 5N,
tat ,f{:b: X%ﬁ” nh' hu
state = - "hi
[ e
+ "low
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* "Intermediate”
- "stable"

+ "cannot be determined"

AL,
K BRI D@ 2 (9 2 54013, HFRlic C-
CAT Ic B,

BEZEML 7225, RS LA DOEEIZ, null 2

I 0~
RIS O st s gy ok » o B,

. . = N‘ Xiﬁ” — = N Y >
descriptions = fEHEES L OSITIC DWW TlE, comments X 7N D
IERIFERH .
contents & 7 % £,
r+$)

XA . N
biomarkerOrigin (E=3 i shortVariants & 7N O fifai % 2

[EH]
reported WA 7 — A shortVariants % 7' @ figihi % S

VI-2. otherBiomarkers & 2 s #ifl

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

"biomarkerType”: "MSI",
"biomarkerMetrics”: [
{
"value”": 5.15,
"unit”: "%"
3,
{
"value": 2,
"unit"”: "MSIsensor score’

}
1,
1A CHEIEE CH 7r 2 I DEPEEGFE T 55613, "biomarkerMetrics" % 7 N IC fid%1]| 3%
RS

"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"”

]’

"reported”: true
IS

{
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"itemId": "biomarker-2",
"biomarkerType”: "TMB",
"biomarkerMetrics”: [
{
"value": 34.5680122,
"unit": "Muts/Mb"
}
:Iy
"state”: "high",
"reported”: true
}y
{
"itemId”: "biomarker-3",
"biomarkerType”: "LOH",
"biomarkerMetrics”: [
{
"value": 24.14,

”Unit": ll%"
1,
"state": "neutral”,
"reported”: true
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VII. compositeBiomarkers % 7
shortVariants % 2% copyNumberAlterations X 2, rearrangements X 27 DEE %A &b
#T, HE~Y—H— (BEIETREOMAADLYE, 3HEIZTOMALRY) OFREILET

%o
WA . .

= F s I
%t "

Bl (= &
compositeBio . 0~N, & |#HA~— I —DIFWEK X 7,
markers T 7Y s | EBSogA TV 3B THE L,
M)

VII-1. compositeBiomarkers % 7" O fi# &)

DAZEES . B
¥ — 7 — 2% B!
(a8
_— s | i te—n—c#Y %< 5 D,
t KnoH :
tem PR EpegokThs < L,
fedl (R & 2~
- N. =28l | SR & 72 28 5 T2 (itemlId) B4,
componentltemIds WAZH — e
FHER : | BSOS FIRE—ETHD 2 &,
~+3$)
IS L | it dcRRE Row s liET - —hE
biomarkerNames VA N, X5 AU,
E%ﬁf' A0 & I —TECB B L,
ey (X 0~
El\?(iiﬁﬂ HE~—h— DA,
descriptions (E5) ) i EES L SEITIC OV TlE, comments X 7D
IERERHL .
contents X 7' % Zf,
~+$)
reported WA 7 — T shortVariants &% 7' @ fifii % i

VII-2. compositeBiomarkers % 27 5 &5l

(1)

" compositeBiomarkers": [

{

"itemId”: "composite-1",

"componentItemIds”

: L
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"variant-14",
"variant-15"
1,
"biomarkerNames”: [
"BRAF-NRG1-ALK fusion”
1,
"descriptions”: [
"Three genes are fused together to produce the fusion gene BRAF-NRG1-ALK."
]’
"reported”: true

iy
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VIII. sequencingSamples & 7
KMy —7 v ¥ —1C X % sequencing sample &% sl 35,

IATEES . B}
*— 7 — & i
fF ]
sequencin - Bes (£ X 1~N, # | sequencing sample HE#HEN X 7,
gSamples - A B DEA TV 27 FMid—ETHDB I L,

sequencingSamples & 7' DY D& & X, tumorOrNormal O i3 fEE (A (tumor) % 72 1%
IEH A (normal), testMethod DfE2S DNA {4 (DNA-seq) ¥ 7= 13 RNA #{A(RNA-seq)
EdsL, RRT4TH S,

VIII-1. sequencingSamples % 7" D &)
¥ — MRS | T4 A
=%l
. » XA wR o D,
item 0y :
Eﬁ%? BN T TH B T b,
A . +
sequencing sample 1E# 23 EE A (cumor) 2> 1E
A = 1) %> % Gk,
tumorOrNormal WAZH ‘X%ﬂ W B (normal) i
LERAX] | - "tumor”
- "normal"
5o 7= AR 25 DNA BiiAf k2 RNA ik
&9 K> % Gk,
testMethod WA j(%ﬂ oK o
[ERZ] - "DNA-seq": DNA F{f ik
- "RNA-seq": RNA #fA& ik
duplicateReadsPe
P (5 Wil | EER%)
rcentage
mappedReadsPer " N N
(A=) Bl ~ v 7K (%)
centage
meanReadDepth (F9=3 #iE Y HEER L
medianReadDept I
) Pl B | SRR o s
Bl (& & [avx 1] ©OXH7%EDb LV DNA 720
suspectedSample - 0~N. 3 | RNA ¥ v 7L DREEZ IR (BN CEEA
States = Z51) CIDIS
[ERE] - "contaminated": = v & I OA[REM:
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- "deaminated": FFPEDNA icE 5> F > v D
Wi 7 X 7 AL 23 BEE 7n AT REM:

- "fragmentated": (FFPE DNA) Wik {b 238
7z [ RETE

- "degraded": (RNA) 73fif23 883 7z Al REME

VIII-2. sequencingSamples & 7 5l &

(f51)
"sequencingSamples”: [
{
"itemId"”: "sequence-1",

"tumorOrNormal”: "tumor”,
"testMethod”: "DNA-seq”,
"duplicateReadsPercentage”: 91.52,
"mappedReadsPercentage”: 87.31,
"meanReadbepth”: 247.8,
"medianReadbepth”: 238

}’

{
"itemId"”: "sequence-2",
"tumorOrNormal”: "tumor”,
"testMethod”: "RNA-seq”,
"suspectedSampleStates”: [
"degraded”
]

}r

{
"itemId”: "sequence-3",
"tumorOrNormal”: "normal”,
"testMethod”: "DNA-seq”

}

]

37




IX. #FEZHIHE
EEFHIEICOWTEIRT 3,

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

IX-1-1. itemlId o # W
itemld 23& 3 24 &% 7N TD itemld DfED EEHEHH]IC DWW TRT,

variants X 7'

"itemId”: "variant-1"

"itemId”: "variant-2"

"itemId”: "variant-3"

otherBiomarkers Z 7N

"itemId": "biomarker-1"

"itemId": "biomarker-2"

"itemId": "biomarker-3"

sequencingSamples X 7'

"itemId”: "sequence-1"

"itemId”: "sequence-2"

"itemId”: "sequence-3"

compositeBiomarkers 2 '[N

"itemId”: "composite-1"

"itemId”: "composite-2"

"itemId”: "composite-3"

IX-2. matePiecelLocation
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breakends Z Z"WICTELET % matePiecelLocation IC DWW THEERd %, AijiE s LT, $aff
DS WELH ECYBEAE O BV I WIGFT A EiR (upstream), FHLAS L WIGFTE TR
(downstream) &9 3%,

X OEREEYIRS O L - TiiE 38275

IX-2-1. matePieceLocation D zCH
FRER OH| 2% F < VCF B (v4.3) TORBZIR L 72235 matePieceLocation DED
HITEERT,
B E VCF OFlZUTO 22y P OREZRKLEL2SDTH 5!
The Variant Call Format Specification VCF v4.3 and BCF v2.2
https://samtools.github.io/hts-specs/VCFv4.3.pdf

PR D B

(0 7 7 v v AECH O YBLLIE O F A 2 5 75 1)

v

876543 876544
Chrl @— —@
1200000 1200001
Chr2 $ —@
2222233 2222234
Chr3 ﬁ— —@

VCF B Tt ot
FRoO#FNFnoBEFERKD VCFva3 It 72288k L 5 1ck b, LTl
WZd 5HEFH EROFFICIET 5,

#CHROM  POS Ib REF ALT QUAL FILTER INFO

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

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

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

K7+ —=v b TOHLHE:

@,
Qe fhBS 2 lofER» O R 5 &0 S TR OFCHICE Z fib > T2 D
T, 7L—=2TV FDA 7Y =7 b D matePieceLocation DfiEi(3"downstream" & 72 %,
—77. REAES 1o GRE»r 6/ 5 & Ritfll2silofsiciE 2 b > Tn 5 DT,
matePieceLocation Ofi|3"upstream" & 72 5,

(HID)

"breakends": [

{
"chromosome": "2",
"startPosition”: 1200000,
"endPosition”: 1200000,
"matePiecelLocation”: "downstream”
5

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

}
]
1@
Rt kTS 1 HlofEAm» b R 2 & SRV T2 oBAICEZ b > T30
T, 7Y =72 } @ matePieceLocation DfiilE "downstream" & 725,
Pt (A %5 3HloFEE S O B854 b FfE7Z T, matePieceLocation DfE
“downstream” & 7x2 %,
(H1)
"breakends”: [
{

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

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

}
]
e,
RtafhF T 2 Mo G R2 O R 5 &0 SIRECH] EFEIAH OFCHNICE Z ffib > Tnh 2 D
T, A 7Yz 7 b D matePieceLocation DfiEiiZ "upstream" & 75,
RS 3o A R b A7 5A b [k © T, matePieceLocation D%
“upstream” &7z %,
(1(©)
"breakends": [
{

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

X, Bl&eL
C-CAT ~VTFF R

E-Mail: helpdesk_c-cat@ml.res.ncc.go.jp
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