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I-1.

1-2.

1-3.

ZL®IC
Hi

AR AT ) 670774 Y v IBREOHEREONZBETRET 207+ —~<v }
. BERESECLIOEVWREDH 2, COERDLD, H—ARHAO FEH—D Y 7 t
T TIC Lo T, BETEET — &I, ElE 22 EI0EACHERRRZFERNF T2 &
EBEE &o“(.%&c‘:tzoflﬂé BT ) LB T iR %R@%;r{t%i’ilf/um%
)JJ$57 HBET B =01, BIEHRAY ) 6707 74 ) v ZBREICE T 55 TR
?—ﬂ@m~%&7ﬁ—77b%mbé_a#%ﬁfbao

AERNL, CENBAT 7 670774 ) v IIBREICL > UFONIBIETERET — 20
M—W7m 7+ —<v b, CATS (BAT /7 LBAEFHE(L, cancer genomic test
standardized) 7+ —~ v b OfLEEEMH L 2 ERCH B, CATS 74 —<v F DT —
2« AF¥—=i%, JSONEFK 7 7 4 )L "schemajson” IC X o> TEFKINTE Y, KERT
X ZNEMHT 5,

FAOERLUTTH 2, WHENBAT /) L7 07 740 v IREZIT ) RESHEIL,

CATS 74 —=v MicT, C-CAT D & 5 ZtReat RIEPREB ~BZ T2 7 — 2 238
T 5, MAEMFEIREEIL, CATS 7+ —<v P CREINABETRET — XL,
BRIR 7 — & WIS L <. f3Af & 7 2 BT EEAICHRIREA O BRI F 2 3 2. A7+ —=v
b OB E T RET -2 2 NR e T 5, MIKT — 21k, WEoEF AL TIREI LT
TRERHIIAN S & & BHRZWTTRIESE 720, HRE L,

I8

o M IITAER  MEESHE D SUENBA T 2707 74 Y v I REDEIET
HET—2%, 7o, FRE»SHIKT — 2 22 L., BAKB—2ZFHEL T,
fifl % DR TR E I & 7x 2 WIGEEA 3 X OREAREABRIG % R AT 3 2 BEBE. il
L LT, C-CAT,

o BEAEIENE  ARNDAY ) L7077 4 ) v S REOMH 2 ORI RE T — 4

I, R & T BB EEA R R BRGSO & - FHE, e LC. C-CAT #
HAER, MAMRERE & IR ), MEHRIEE L. MESHARIT T 2
RoWwEH.

&  BAFEAN— R BADBIRTREIC, B & 7 5 W I0HE A 0 WK U % BIEAT 1 72
T—%&_—2, fil& LT, C-CAT CKDB (cancer knowledge gatagase)'?’ OncoKB
(Chakravarty et al, 2017, JCO Precision Oncology),

IS IT DT



1-4.

® W :JSON OlZ I HFEET 5 & %, HHEDIEHH

o (LR MM RIERT I W CHEAPERSBRIERICHT T o Nz b, REXTOM
BRI EEONA D L Y Kk W CRERBFERE ORE % Mo 2 AlREtES & - 72
V95, ANEREOIHE

7 7 A MG

® (Fa—F :UTF8
® x4 7:JSON

® JLEET : json



1I. C-CAT icffE o5E
II-1. 7 7 4 L D%

CREIB AT 7 5 7a 774 ) v ZIREIC X 3 BETRET — 213, MESH%ED2 5 C-CAT
~, CATS (cancer genomic test standardized) 7+ —<v MCCENTILHESH Y 7,

1I-2. AJIO#HiBH

T — X B DR & N B T RE (shortVariant, copyNumberAlteration, rearrangement,
otherBiomarker) #3, CATS 74—~y F~DAJJONRTT, Btk Ex bN 28R TEE
BANLZRWTT X, ANSNEBETFREEICH L, C-CAT AEERICHENT 20 La v
X, #%Rik3 2 %72 ("reported”) %FEET S & TEINTEZ T,

W ARGRFIIC B 2T REOWEHRIIAN L, D, C-CAT EME~ENT L5l
TFEw,

11-3. BFH»

o (TEEHHRIANMEROEATHY, TELZLXFANLTLEI W, V&L ATIL T
Cl. C-CAT TR ICE VT L Y % < 0 EHCHRABIERA TN iz v, Birsth
DREREREEFEZ L VKL T C-CAT MERROBENR LV EE o720 T 5AMHEMS S
VET, 7z, FEDOMD C-CAT AR Tz & A S hTALTH., fEkofoffi
MEh, 0% oM G I n 2 REErH 0 £9,

o T XWHEMPHERINETCOBBETEE % (12ih3 % "reported™: false DEET-HE D&
»T), TEZRTTMLTCT I, 25 Thove, MESHOMEKEREHED 7 +—~
v PR EEERED - 12 5A. BREStKHADbEE LY, HAIC X > Tt C-CAT AL
ROEEDH 720 T 2RREEDH Y £,

11-4. b

HBIEHENT C-CAT ICFPEOEEFRIEIT, X KTl v T,



III. metaData % 7
A ZAERE LIRS B,

schemaVersion ¥ —. referenceGenome X 7', configOptions X 2°, comments X 7' 23 & %

ns,
¥ — A E s Vot ditl A
metaData WA FT2 I | ARTF—2EK RS

III-1. schemaVersion ¥ —

*— WIS 7 — & A S
pExl
schemaVersion WA IEAIRI ¢ JSON 7 7 A VDR F =< EFNN—V a v
~[0-9\\.]1+$

1II-2. referenceGenome % 7

V7 7Ly Ry LAY B EREZ RS 5,

¥ — WA TR A
referenceGenome WZH FT 2k V7 7Ly RY ) LEHICEET 3 158

1I-2-1. referenceGenome X 2" N @ fi#g

¥ — DB S 7= ]

name i F;;Q : @E%*ﬂljfﬁﬁﬁ“éﬁifﬁ LY 77V VRS

~rd LA 4 % BT %,

pel V7 7Ly AT LSO GRC (77 L5
greRel Pyl FHZEH : avy—=yT7L))Y)—XID %I 5,
case ~GRC.+$

BiH (& 0~N, |name X ZICREHKL 72V 7 7 L v A7 7 LELS

descri - X DA,
ptions IEHIRI - R SES X &FTIc 2w Tld, comments X

A+8) 7' D contents X 7 % 4,

1II-2-2. referenceGenome & 27 50 #kf5l

(f 1. NCBI o 2 # )

"referenceGenome”: {




"name”: "GRCh38.p13",

"grcRelease”: "GRCh38.p13",

"descriptions”: [

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

]

}

(5 2. UCSC D)
"referenceGenome”: {
"name”: "hg38Patch11”,
"grcRelease”: "GRCh38.p11",
"descriptions”: [
"GRCh38 Genome Reference Consortium Human Reference 38 (GCA_000001405.22))"
]
3

(5 3. GDC DL M)
"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 D & 9 AR R— Rt D~v v F v 7, C-CAT FAEMRD X 5 it
FERTERE~ o2 HIH 2 % 7,

WH | T—X -
*— P - G

FTY | BAUARER R D=y F v, REMIERE~DE

figOpti T=
configOptions | f =2 b | BT B SIS SER £ 7.

1I-3-1. configOptions & 7' D f#ak

*— RAGM | TR L

ARG — A1 B % "amplification” (2 & —%
BA(Rx | #iE) & LCMRans, RERTFER 0BT

typeﬁ:i}:ﬁ: |1 OF | BT o

rpretedAs =

pretedA ) | Ko bR (AN TR |
mplification

[EHR] - "copyNumberAlterationType: amplification"

- "copyNumberAlterationType: gain"
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- "copyNumberAlterationType: duplication”
- "rearrangementType: duplication”

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

gain", "copyNumberAlterationType: duplication")

typeLabelsInte
rpretedAsKbL

0ss

Big (&
1~3, XF
%))
[ER]

PAKEN — 2T BT 5 7oss” (a2 v —Hd) &
LT ng, REAKHMEHOBIETRE 7~
by

R OFEPI A O R (BEHNN CEEART)

- "copyNumberAlterationType: loss"

- "copyNumberAlterationType: deletion"

- "copyNumberAlterationType: homozygous
deletion"

- "rearrangementType: deletion”

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

deletion™)

typeLabelsInte
rpretedAsKbG

eneFusion

Big (&
1~8, XF
Fl))
(IR

P AHNFH A — 21T B % "geneFusion” GEI&T-Fl
A) L LTRSS D, B OB IE T2
T~
ROFEPI A O (BEHNN TEEARTD)

- "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

Y

5 AT U VS B D M A A R R E A~ D 18
Z 41 7 (true) 5 7E 23 W] HE




NOKRHIPHOERICBE L CTix, ¥ — B %adike
FTT 740 E2HEHT S, false ZF#T 5,
(577 # v b false)

v —BERERMEICBIL . 15D

hideCnaValue = 7= . .
hideAlleleFrequency % 7" & Al U,
~Ar7uyT 74 PAREE (MSD Kl icEE
hideMsiValue FE 7= H - .T AR ) HURH
L. kit hideAlleleFrequency % 7" &[] U,
i e (TMB) L., ki
hideTmbValue = 7=l .J;,:;z fir ) &\L . -
hideAlleleFrequency % 7" & Al U,
~7F a0k (LOH) #EicfL., ki
hideLohValue T 7=l 7 ok ) =Dy -

hideAlleleFrequency % 7" & Al U,

II1-3-2. configOptions & 7 ZC# I

()
"configOptions”: {

"hideTmbvalue”: true,

"hideLohValue”: true,

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

:I)

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

])

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

]

3

III-4. comments &% 7
BIn T (variants), ~¥4 F~ — % — (otherBiomarkers), sequencing sample &R
(sequencingSamples) ICHf 3% 2 X v b ZGl# T 5, itemlds ¥—t a X v FEANDS
contents ¥ =2 EFE N5,

[ - | waktr | Foxn —
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BiA (kX 0
comments (ES=3 ~N., *+7
ES/ Y

a A MEHERN 2 7,
B ogA 7y 27 big—HTHbI L,

1II-4-1. comments & 7 N DfEHt

¥ AL o m i
%{""- 7 i/l

G T-FH (variants), ~¥4 #+ < — 77 — (otherBiomarkers).
FiHl (& | sequencing sample |&#f (sequencingSamples) @ itemld (%L
0~N, X | du], EEIIAE) %,
itemlds | #%H E271 JEfl ko a X v F 2R 254, itemlds DR XX 0 &
IEHIREL . | 375,

~.+$) ¥itemld ZF0#L 7284, C-CAT #EMER~ B S hi

vy
Wl(Rx
?yﬁéx itemld 12X 9% 3 2 v F OAE,
N ””;IJ AT, BGEE 72 X AR SO %2 — F i3l
comtents s N TH. B BT R & 3 5O RS O B TH T TR
EMFRE |
o
*.+9)

1II-4-2. comments & 7 G0 #k{

)
"comments”: [
{
"itemIds": [1,
Titemldsfic5| o K X 300G & IR E R~ a X v F 2RKT,
"contents”: [

"Amplification of the FGFR1 gene is observed in 5 to 20% of squamous cell
carcinomas, and it has been reported that FGFR1 is sensitive to FGFR inhibitors in
vitro.”,

"FGFR2 and FGFR3 gene activating mutations and FGFR3 gene fusions have been
reported one after another, and their frequency is low at around 3%, but therapeutic
effects with FGFR inhibitors are expected.”

THRUSLCSATZ &0 25k, Y 0EHRL LT Caliis 2,

]
3,
{
"itemIds": [
"variant-1"
TFEEOZ BTN T 2 2 A v P 2T 25613, HROitemldZ il T 5,
1,

11




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

"variant-1",

"variant-5"

THBOZRBHFERICN T 2 2 2 v P 23T 25613, HB@itenldZil#lT 5,
1,
"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 Tsc1-/- cells. (Kai Yang et al.)”

]
3
]
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IV. testlnfo % 7"

AR Z LT 2,
¥ — WRSAE T—2H B
wanio | |77 st s
IV-1. testInfo & 7' N D fifak
¥ — RS 7= A
pEZl
testld WA IEHIRHE - wESL AT 2 EED ID
hs
BECHAT 2 RiFOMAEDE,
- "tumor-only": JEEAR{KD L CTZ 1T o T
256
p—— - "tumor and matched-normal": FEE#R{A & IEH
testType DYl LEIRA] WO E TR L T 254
- "tumor-only (cell-free)": €L 7 U —ffkd &
TIT 21T > T\ 255
- "tumor (cell-free) and matched-normal": £\
7 ) —tRfk & IEERAORECHAL T3 5&
softwareNam RSl o
. (533 AR - AL 7B TFRTY 7 b o 2 T4
rt+$
softwareVersi . L softwareName ICFEf L 72V 7 bV = T DoN—
on E9=! IEHIRHE - Ny
ft$
SCEH fEH L 723k M
panelName OV TEHRH KRB S W Cnip WS I BT E SHRE DT
~t$ 1. FRiIC C-CAT £ CEMFHKD C &,
XTI
panelVersion WA TFHIRH - panelName IZFLHK L 7z S A ML DN = 3 v
rt$

IV-2. testInfo & 2 50445

()

"testInfo": {

"testId": "12345678901231900001",

13




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

14




V. variants X 7

M S N7 E TR 25083 %, shortVariants % 2°, copyNumberAlterations % 27,

rearrangements X 7 3 & E N 5,

¥ — WIESEIE Yaritl i
variants =3 F7Y =7 b BETREEREN £ 7

V-1. shortVariants % 7'

1RIZE S, RIS D AP R I, RI LA & ORER 2L 2,

x| WAl

A

shortVa

riants

[E=3 N, #7v =

1 AR

BRSO AP KK, REL ALY

DREREN 2 7
A o&EA7Y =7 PE—ETHEI L,

V-1-1. shortVariants X 2" D fi#ai

itemld PR E;;;f; : s PR é/lf > Ib-
/A.+$/ —JEFIN T—BEOXFINTH D Z L,
pEZl
chromosome WZH IERLEREL - RlofhFs
*[a-zA-Z0-
9_\\-1+$
etk b OYENIE, HEEORBTE
113 1-based MEFE% Z L. VCF
va.3 IThto CRllT 5. GlflE L
T VCFv4.3 D pagel3 ICdH D LD
T, V7 7L v R atCga, BHE
bosition L _— iﬁ%i)) at-ga, VY 7 7 1/ v Ao Co
I D 3 DI, "position": 2,
"referenceAllele": "TC",
"alternateAllele": "T" & i+ 2%, Bk
DY | "referenceAllele” 12V 7 7L
v AMEHE, "alternateAllele" 378 B R
ERT, )
referenceAllele WZE XTI V7 7L v AR,
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IERIRBL . | VCFv4.3 It > Calii 3 5, aoslfilix
"[ACGTNI+$ | =8 position DA% S,
A ENGEL,
VCF v4.3 It > Cat#i 3 %, il
-5 position DFiHH% S,
Pl = \
alternateAllele WZH IEHRERI b7 TR RO T s T
N X, HI® shortVariants & 7 OFEFE & L
ALACGTN\\*]+$ -
TH T CRLH T %, Z DB, comments
X RD itemld &~ F - T Lo
ThDEETLET D,
alternateAlleleFrequency WZE il ZRET LK (0~1 o HifH)
totalReadDepth = R ArarFiIEEE (Ml 1)
alternateAlleleReadDepth T R %2 ST RL o0 SeHR T (B /IMiF 1)
RESHEOWMET ICRHMEI LT sl
BFREOXA4 T,
ROfiD &I L CFH,
- "SNV"
. - "insertion"
variantType (S 5=3 L - "deletion”
[ .
- "delins"
- "indel"
- "MNV"
X LGSO 2 4 T EREHT 2856
1%, C-CAT IZ B
REIEF Y D1E .
FA(R&:1 | EAOKEA 7TV PiE—ETHDZ
transcripts Y| ~N, A7V | &,
=7 b) (—2o#ETICH L, —20fFEKik
GRHEY, )
HREFEY ID % GUik (f51: NM_000368.4),
IEfEMED 729 sub-number (EDRF
SCEEH THER) 205 2 & &R HEET
transcriptld M| FHER %, AvA—Vzzy JHEBOERD
~M\\s1+$ | e DEEEEEY) ID H3FETE L R W IBA IR,
"transcriptld": null & F#EHT L L D
al,
. WHEY ID 1T 57 — 2 =24,
transcriptDatabaseName | #%H o RD 200 HERNT 5,
[

- "RefSeq"
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+ "Ensemb]"
transcriptld 23 null D41,
" transcriptDatabaseName": null & F2#

TrzLH],

LT R—RDN=Va VR

pExl i
transcriptDatabaseVersion | {T:7& _ﬂ{%,??%}ﬁ : KEHAE B A 1. C-CAT 30k
T e vavagmEas,
AR OWMEF ICETHINL TV EE
) B4 GBS T30 5) & 50l
\ K maitete LaoBa
geneSymbol VAR | TFHIER .
E\\s]es "geneSymbol": null & Fl#,
[TERT promoter| ® X 51z, BHHft
FonBETRHNIFIATIT 5,
REomE,
SR ) LEY & [F U & oBa
" XTI "
strand 5= LA " A & OB AIE-,
transcriptld 2% null DA 1%,
"strand": null & FEHT 2 2 & D],
RESHEOWET ICRHKI LTS
DNA LA TOZ(L %K,
b=l HGVS IC#ELL 7= K3t s n 2,
cdsChange WA | FHEE Avar—yz=vy 7HRET RNA 2
A +$ a—FINAaVEAIE. (L DX
7w va—7 4 v IO RIEI
i) null &332 & bHRE,
WEAStOMEEICTHIN TS X
SCEH YRTBE LR TOZEALE
aminoAcidsChange WZE | TFFE | HGVS ICHELL 72Kl s a5,
~+$ JEFFRGEINEE 7 3 A L2 7
Al null &322 & bTAHE
“splicing_variant”7z &', #nG#EY) Lo
2 (HE) O % Sequence
BeH(F X : 0 | Ontology Tit#ld %,
caleulatedEffects - ~N. XFF | snpEff ¥ —1d [Effect (Sequence
IERIRH - Ontology) | %, annovar Y —/L®
A+$) VCF [Func.refGene] ICH243 378

H, annovar Tl%, User Guide, Gene-
based Annotation @ Output file 1
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(refSeq gene annotation) (CfEGEASH
b, YFIEHDHEE% Sequence
Ontology ICZ#ATE %,

fyo 1 ZHRICo & 1 HEEEE Y 4T
%o

BLH o & LI —ETHh b T L,

testMethod WA

Pl
[ERA

55 N7 MRS SR 2 DNA Btk
RNA #fk ik 2> % Gl

- "DNA-seq": DNA #ifk i3k

- "RNA-seq": RNA #f&pizk

variantOrigin =3

Pl
GER]

PAHHE F ke 2 AR BEARIE 5 51 K 2 % 5
i,

MC-CAT <3, Mfiifiw sk A
RN AL BRER T 2 DS ARIERA
—ADMRELEZT B, ANIHIw
Bk, (RifaZE R () o~
—ABFEREI NG,

- "somatic": ALK

- "germline": A:BEHINEZ I H2k

- "likely somatic": HAYRIC 13 O 4
DREIC BT, ATk e P
na%e XEMIRZER () oHl
R —2pfEHEIND,

- "likely germline": #1113 B D
DRATIC BT, AT R ok &
TRINZGE KATEMNIR IR

(BE) DHMFE~—ZABFEHRING,

=y

reported WA

Ny

G OMAERRRES, 2132
NICHET 2SR ICRER I N LR T
B 508, True DFE. DBAKIHE~
— R %A o 72 FERF T 21T,

V-1-2. shortVariants & 2z &5

(51 1. SNV o Z#51)
{

"itemId”: "variant-1",

TitemIdiC (M X L7208 G T EE IO L, TSR0 CFEH 2k 5,

"chromosome”: "9",
"position”: 135781005,
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"referenceAllele”: "C”,
"alternateAllele": "G",
T "position" & "referenceAllele", "alternateAllele" i VCF v4.3D )b — L IZfE > CTRLHK T 5,

"alternateAlleleFrequency”: 0.54,
"alternateAlleleReadbepth”: 108,
"totalReadbepth”: 200,
"variantType”: "SNV",
"transcripts”: [
{
"transcriptId”: "NM_000368.4",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "TSC1",
"cdsChange”: "c.1960C>G",
"aminoAcidsChange”: "p.Q654E",
"calculatedEffects”: [
"missense_variant”
]
}
T,
"testMethod”: "DNA-seq”,
"variantOrigin”: "somatic”,
"reported”: true

(9] 2. insertion O ZCH )
{
"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"
}
T,
"testMethod”: "DNA-seq”,
"variantOrigin”: "somatic”,
"reported”: true
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(f51] 3. deletion @ ZCH )

{

"itemId”: "variant-3",
"chromosome”: "1",

"position”: 27097751,
"referenceAllele”: "TC”,
"alternateAllele": "T",
"alternateAlleleFrequency”: 0.12,
"alternateAlleleReadbepth”: 32,
"totalReadPepth”: 266,
"variantType”: "deletion”,
"transcripts”: {
"transcriptId”: "ENST00000324856.13",
"transcriptbatabaseName”: "Ensembl”,
"transcriptbatabaseVersion”: "v99”,
"geneSymbol”: "ARID1A",

"cdsChange”: "c.3340delC"”,
"aminoAcidsChange”: "p.P1115fs*46",
"calculatedEffects”: [
"frameshift_variant”

]

})

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

(51 4. delins D L)

{

"itemId"”: "variant-4",
"chromosome”: "1",
"position”: 26696982,
"referenceAllele”: "GC",
"alternateAllele”: "TT",
"alternateAlleleFrequency”
"alternateAlleleReadbepth”
"totalReadPepth”: 524,
"variantType"”: "delins",
"transcripts”: {
"transcriptId”: "NM_007294.4",
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "BRCA1",

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

: 0.25,
: 52,

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

"reported”: true
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E

(5] 5. TERT promoter @ zZC#if)

{

"itemId”: "variant-5",

"chromosome”: "5",

"position”: 1295113,

"referenceAllele”: "G",

"alternateAllele”: "A",

"alternateAlleleFrequency”: 0.163,

"alternateAlleleReadbepth”: 15.9,

"totalReadbepth”: 92,

"variantType”: "SNV”,

"transcripts”: {

"transcriptId”: "ENST00000310581.9",

"transcriptbatabaseName”: "Ensembl”,

"transcriptbatabaseVersion”: "Release 99",

"geneSymbol”: "TERT",

"cdsChange”: "n.1295113C>T",

"aminoAcidsChange”: null,

"calculatedEffects”: [
"TF_binding_site_variant”

]
})
"testMethod”: "DNA-seq”,
"variantOrigin”: "somatic”,

"reported”: true

3

V-2. copyNumberAlterations % 7
Bt Ehiza v —BEFICBEL G T2 Th 5,

*— RHGM | T—2M A

AR 1
v —REREEN 2 7,
~N. A7 = B ER

. IO {EATY 27 PI—EThHbT L,
Yz b)

copyNumberAlterations (S =3

V-2-1.  copyNumberAlterations % 7' O fifit
¥ — WIS | T2 B
cemld e j@f” AT HFICH Y YT 5 D,
item PAVE e
PR pipe o wirls s kL
proem
chromosome T Ej@;;ﬁj : ROk FS
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*[a-zA-Z0-
9_\\-1+$

startPosition

ki

etk o BAIAAIE (1-based 1< X 3 2iik)

endPosition

Ei5

Ptk Lo T (1-based 1 X 2 FLik)

copyNumberMetrics

Bod (R X
0~N, #*
A
F)

o v —HUERE OMEME & HAT,

value, unit ® 2 0D F =P LKL+ 7Y
= 7 b OELH, unit BAE7xZ{E 2 DL
EH 25613, R 2U LofdcE
%o

RAloE+ 727 Pid—EThd
L,

value

WA

e

o v — R o HIlE E

unit

R

S
i)

HIESE value O BT,

BRI R > & 5FR T HE,

- "absolute copy number": #xf 2 v —%{
- "fold-change": TEHRARICN 3 2 fEi5
Btk (b X hiz) FeBUGRE O

- "log2 fold-change": “fold-change” ®
log2 25464

- "fraction-of-gene": € & 7= @5 T
IO 5 b 2 v B L RO H
=

Xz ofh oA & EH T 25 A3, F
fific C-CAT ic EAHk,

copyNumberAlterationT
ype

R

P2l
GER]

ARG F IR L 72 2 v —H%
WXL T,

Kb HIEPR L TR

- "amplification”

+ "gain"

- "duplication”

+ "loss"

- "deletion"

+ "homozygous deletion"

* "neutral”

¥ LMD 2 4 T RERT 285613,
HATIC C-CAT 1 B,

transcripts

WA

Beg (R

1~N. &

TV
F)

shortVariants & 27 N @ fifint % 218
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SCFH
transcriptld (S 5=3 E#FHE | shortVariants & 7' N D figHi & S
AL*\\s]+$
hortVariants & 7' O figdi & S,
transcriptDatabaseNa . S shor e.man * " )
[E= [iegst] transcriptld # AJ1 L7256, AEBE D A
me £
T ey s,
.
transcriptDatabaseVer i X5 . . -
. FE iz | shortVariants X 7N O fifEi % 214
sion \ s
SCFH
geneSymbol WA T | shortVariants % 7' N O fifai % SR
ALM\\s]+$
pEl
strand = shortVariants & 2" D g % 2
[t i}
S
cdsChange £ F#I%H : | shortVariants % 7' N D fifia % S
rtS$
pe]l
aminoAcidsChange =3 E#15B : | shortVariants & 7' N D figait % S
)
22163
X 10~
calculatedEffects = N. ¥4 | shortVariants % 7' N O fifii & S
IEMFRE
*.+3)
pEl .
testMethod WZH - shortVariants & 7' N D fifai % S
[ER
SCFH .
variantOrigin T - shortVariants & 7' N O figiit % 21
[ER
reported WA 7' — B | shortVariants & 7' N O g % 218

V-2-2.  copyNumberAlterations Z 7 ikl

()

{

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

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

"copyNumberMetrics”: [

23




{
"value": 0.2309,
"unit”: "fold-change"”
})
{
"value": -2.1147,
"unit”: "log2 fold-change”
}
T,
"copyNumberAlterationType":
"transcripts”: [
{

"transcriptbatabaseName”:

”LOSS”,

"RefSeq”,

"transcriptbatabaseVersion”: "Release 99",

"geneSymbol”: "ENO1"

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

}

V-3. rearrangements X 7

B FRlG, B, RORE, ik & oBEFEMROEREZLHT 5,

¥ — WG 7= B0
l(RE 1~
- e s AT PR EIEN £ 7,
rearrangements & N, #7v = s
s 1) BHo&E4 7Yz PiI—ETHBI L,

V-3-1. rearrangements X 2" N Dfifdt

*— WS | T—4aH B
emld W f%f” EIETREICH Y 4T3 1D,
item KoZH :
IR e goxEaTh < L,
KA BIETEEKD 2207 L —2 v
R,
breakend VE |2 ATV
reakenas A , })/ BHO&4 7Yz s ME—ETh ST
= L,
XFF
chromosome W E[iﬁ?%fﬁ U iR
*[a-zA-Z0-
9_\\-1+$
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Yett ik o BRI E (1-based I X % 5T

startPosition WA ki .
T W
Yot ik Lo T A7E (1-based i€ X 258
endPosition Y| ki * f T base
)
SR EofE AR, O R & ¥,
YIERALE FI TRl OB L fEE L T
254 13 upstream”, YJEEALE T TS
&L T 5413 "downstream”,
. . " pEZl JEAR T-RlE S Z D fth D TSR
matePieceLocation = .
[#RK] | (“rearrangementType”: “other”) DH
13, IEfE7r 7 220D 7 o,
LT A T L AR CHEET B,
FEAN 22 BEEH 1 iR TVII-2.
matePieceLocation| %%,
TL—27TV FELTOAGFY—F
totalReadCount = B " a
8
T =7V FELTOERMT L
alternateAlleleFreque BHIE(0~1 D #iPH)
T e i | - .
ncy TL—7 Ty FTEICT LIVHE Z G
HL72fl% T 5,
Bigl (R &
. - 1~N, # . .
transcripts PR . shortVariants & 7" N O fi#qi % 20
A
)
pEZl
transcriptld = E#IZFH « | shortVariants &% 7' N fifi & S
ALM\\sI+$
shortVariants % 7"\ D it % 2,
t iptDatab pEl
rANSCHptAtadas | rwm S0 | transcriptld & ATy L Bia, ATHH b
eName [ER -
A= HERET 5,
=v]
transcriptDatabas . XAl . N
. (9= F##8 - | shortVariants % 7" N O fFat % 1R
eVersion )
)
pEZl
geneSymbol W E#IFH | shortVariants % 7' N figsi & S8
ALM\\s]+$
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XS

strand FE [t shortVariants % 7" N D fifiii % 26
pEZ|
cdsChange = IEHIRIL ¢ | shortVariants & 7' N g% SR
~+$
aminoAcidsChang i . .
5=y E#iFH « | shortVariants & 7' N O figai % SR
¢ rt$
Be g (&
X0~
calculatedEffects AS=3 N. X774 | shortVariants &% 27" N D fiai & 4
BRI -
AL+$)
BETFEERICBWT L -2V F
% 72 CEIE T4 DG AIETF 5 Y
<7,
transcripts ICFCH# L 72 geneSymbol
%, BEE OIS AICA& DY T TOXR
o 72¥ Z21E, geneSymbol A, B 1Txf
L. A 2355 13, B 285 Fiicd
24, "A-B" LT,
EAHI(R | XA — AR O, 2D J51m
X0~ | HRBIRE NG, KX 7O
genePairs 5S=% N, X745 | WA, geneSymbol O~ 7 (%, #EE
IEREE - | TROHEHRI Wb DL LTilbi,
~4$) | BIETHAOMERF R LT THES — 2
BERIND,
MKARX 7B 5 (5D,
matePieceLocation DFL#E A 7 \>) By
1%, geneSymbol D& & W % <=7 HNEfF
L THRRINT T, BBEEMAL
I L 72 B A i, ["A-BY, "B-A", "C-
B"] X ICEHET I,
BF &L FFIE—ETh b T L,
o 7 AEHD2 00T L -7V FD
insertedSequence G5 ﬂ:ﬁ;;q : HICHfA S D sl
- A S NARIIBHTE L R WiBA I,
~[ACGTNI+$

null % 5#K T %,
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supportingReadCount = R PHR—FU—FH
totalReadCount T B HEt Y — P
BEE TR E L CoZERAT LV
. " FE(0~1 D#ifH)
alternateAlleleFrequency (5= il 1 > O3HE TR & LCE1ET L 7%
LT 5,
éﬁéﬁol{(ji ’ RNA-seq 7* 513 b 1L7- FELE D 1E .
expressionLevelMetrics =3 . BHlo&EF 7Y 27 biI—ETHBZ
G720
) o
value WA il FEH RO
FHIE D HT,
BT IZR A &R,
- "TPM"
sepmy | M
unit PR LRt - "FPM"
- "RPKM"
- "RPM"
X LFEUA o BAT & 3 2 56013
HHATIC C-CAT I ZEAf,
Eg”f i Bt 2 (1 72 % G TR
. D4, HZ1E, "EML4-ALK
rearrangementNames =3 2| o
L fusion”,
. 5) B &L ENE—HTh b L,
Mt RE T ISR L 28T
D% 4 7
ROERL D> &R,
- "gene fusion”
- "gene fusion and frameshift variant"
- "bidirectional gene fusion"
rearrangementType WA L - "duplication" )
LER .
- "deletion"
- "inversion"
- "truncation"

- "splice variant"
- "tandem duplication”

- "other"
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X LS D 2 4 TRERT 356
X, FHTIC C-CAT I ZLEfK,

.y pEl . N -
testMethod W oo | shortVariants & 7" fi#ai & 1
GER

. . e 34 . o
variantOrigin E9=1 i shortVariants & 7' N D fiiai % S5
LEPR

reported WZH 7 =T | shortVariants % 7' N O fifait % 28

V-3-2. rearrangements X 2z f]

(f5] 1. genePairs FEIET 254
{
"itemId"”: "variant-13",
"breakends": [
{
"chromosome”: "2",
"startPosition”: 42510050,
"endPosition”: 42510050,
"matePieceLocation”: "downstream”,
"transcripts”: [
{
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "EML4"
}
]
})
{
"chromosome”: "2",
"startPosition”: 29445240,
"endPosition”: 29445240,
"matePiecelocation”: "upstream”,
"transcripts”: [
{
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "ALK"
}
]
}
T,
"genePairs”: [
"EML4-ALK”"
1,
"supportingReadCount”: 30,
"totalReadCount"”: 430,
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"alternateAlleleFrequency”: 0.07,
"rearrangementType”: "other"”,
"variantOrigin”: "somatic”,
"testMethod”: "DNA-seq”,
"reported”: false

B2, 7v—2r v FZLICHFH) — PG TUVBEELZ T 256
{

"itemId”: "variant-13",
"breakends”: [

{

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

{

"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "EML4"
}
]
})
{
"chromosome”: "2",
"startPosition”: 29445240,
"endPosition”: 29445240,
"matePiecelocation”: "upstream”,
"totalReadCount”: 570,
"alternateAlleleFrequency”:0.07,
"transcripts”: [

{

"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "ALK"
}

]

}
T,
"genePairs": [

"EML4-ALK"
]7
"supportingReadCount”: 30,
"rearrangementType"”: "other”,
"variantOrigin”: "somatic”,
"testMethod”: "DNA-seq”,

"reported”: false
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(1 3. insertedSequence 2 FEEET 2 Hé
{
"itemId”: "variant-14",
"breakends”: [
{
"chromosome”: "14",
"startPosition”: 234567,
"endPosition”: 234567,
"matePiecelocation”: "downstream”,
"transcripts”: [
{
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: null
}
]
})
{
"chromosome”: "2",
"startPosition”: 321672,
"endPosition”: 321672,
"matePiecelocation”: "upstream”,
"transcripts”: [
{
"transcriptbatabaseName”: "RefSeq”,
"transcriptbatabaseVersion”: "Release 99",
"geneSymbol”: "LINC@1865"
}
]
3
] ’
"insertedSequence”: "GTNNNNNCAT”,
"supportingReadCount”: 30,
"alternateAlleleFrequency”: 0.07,
"rearrangementType"”: "other”,
"variantOrigin”: "somatic”,
"testMethod”: "DNA-seq”,
"reported”: false
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VI.  otherBiomarkers % 7
variants &% 710 % 2 8L RELUN DAL F~—Hh — B3 2 R E LT 5, BHE, <
4703774 PARREEMSD, BEEZRAR(TMB), ~7 n#Z&E0#E K LOH) o 3
FEEOANA A~ —H— WG LT W5,

WZH . .
¥ — sop 7 — 2 A
ES
BeHl (R & . .
therBi k 0 1\5 + variants X 7105 5 UG T BEN DA < —H — BT 2 1E
otherbiomar ~INS
[ES=3 . WEK £ 7,
ers VAZE Y .
b Y OEF 7TV P3—BTHL T L,

VI-1. otherBiomarkers & "N D fi#ai

DAZEES . .
¥ — TR i
{fr "
itemId e - N4 A==l Y KT 3 ID.
t KIH o
rem R | im0 EnTh s < L,
T 2NN A~e—h—Dx [T,
2 A TIERD HIFER,
« "TMB": #5725 5 £ 3 (Tumor Mutation Burden)
. < "MSI": w4 77 74 bARLREEMicro-
. o pExl . -
biomarkerType PR gt Satellite Instability)
i - "LOH": ~7 1 A HED 1% (Loss Of
Heterozygosity)
X BRI D 2 4 TS 25513, Fiiic C-
CAT IC EHi#,
Fd% (K& 0~ ‘
. . ” . TRAEEAE & BT,
biomarkerMetrics (A3 N, #7v = .
2 1) BAogA7y 27 bI—BEThHBT L,
A A
| e ¥
value A B ) 5.5
XA TR AUE D HLAT,
unit i TFHER | BZEIRENRTICI > TRE S,
~t$ ) %
. NA Fe =T — DIREE % R OFERNL D> &I,
tat (i3 LA "high"
state p=3 « "hi
N I I
+ "low

31



- "intermediate”

- "stable"

- "cannot be determined"

W E EM L 7243, RS LIS OEAE L, null 2
AL,

X EEEUA OER R 2 3 2 Bi& 13, Fifiic C-
CAT 1o Zdifk,

| ~
Ezj(ii; RAEfE D KD T CEW R & DA,
descriptions = E;ﬁ?%ﬂ . RS EES X SITIC 2 Tld, comments X 7 D
o contents & 7' % &M,
A +3)
. . pE| . R -
biomarkerOrigin [E=3 . shortVariants % 7' D figii % =
[EER]
reported WA 7= shortVariants & 7" D fifii % 214
VI-2. otherBiomarkers % 2"zt #{f5
(#1)
"otherBiomarkers”: [
{
"itemId": "biomarker-1",
"biomarkerType": "MSI",
"biomarkerMetrics”: [

{

"value”: 5.15,

llunit": "%"

3,

{

"value”: 2,

"unit”: "MSIsensor score”

3

1,

TR UHEIEE CH 7 2 AL O EEFEE T 2 56 1%. "biomarkerMetrics" # 7' N IC Be!| 3R
Y5,

"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

Ip
{
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3
{

"itemId"”: "biomarker-2",
"biomarkerType”: "TMB",
"biomarkerMetrics”: [
{
"value”: 34.5680122,
"unit"”: "Muts/Mb"
3
:I)
"state": "high"”,
"reported”: true

’

"itemId"”: "biomarker-3",
"biomarkerType": "LOH",
"biomarkerMetrics”: [
{
"value”: 24.14,
"unit”: "%"
}
])
"state”: "neutral”,
"reported”: true
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VIL

compositeBiomarkers & 2

shortVariants % 7'% copyNumberAlterations % ', rearrangements X 7 O EHZ % fHlHEb
#C, HEY—— (EETEEOMAG LY, 3BETORMEGRY) OERELHT

%,
WZH

¥ — T— 28 I
IF i

FeH (R ¥
compositeBio - 0~N. # |HE~— 7 —olFREN £ 7,
markers T vves | EAOKEF T2 P R—ETHET L,
)

VII-1. compositeBiomarkers % 2N D fif3it

WA B S .
*— 7 — & B
" 7 U
el v | T e —n—c#o %ca D,
tem B el B TR R A L
fAl(R& 2~
componentltemlds | 44%H N, S| MR E BB temld) DR
FHFEE | RIS FIE—ETHdT L,
~.+$)
RIS I | it oM 1 1R S T 0 B A~ — 7 — i
biomarkerNames WA N, 5 FLil,
RV LTS SIS TS
@zwiig~ Btre— - ORI,
descriptions (S =3 T%ﬁj’%ﬁ o | HAEEE X UYITICO W TIE, comments X 2D
. " | contents % 7' %%,
n+$)
reported WIH 7 =B | shortVariants % 7' D fifgi % 218

VII-2. compositeBiomarkers % 2 50 {5l

(f51)

" compositeBiomarkers”: [

{

"itemId": "composite-1",

"componentItemIds”

N
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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."
1,
"reported”: true

3
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VIIL. sequencingSamples % 2
KBRS —2r ¥ —1 & B sequencing sample fifHlE LT 3.

AZEES . .
¥ — 7= B
lis 3
sequencin - FiHl(F & 1~N, # |sequencing sample H#HEMN & 7,
gSamples - ETAS WHlo&+ 7Y ME—ETHB L,

sequencingSamples % Z°DRF| D F X 1%, tumorOrNormal D23 fEEHifAk (tumor) F 72 13
IEE A (normal), testMethod DA% DNA #ifA(DNA-seq) % 7z 1¥ RNA ik (RNA-seq)
tFse mKT4TH S,

VIII-1. sequencingSamples £ 2N O fifait
¥ — WIS | T B
cromTd L X mR o D,
item W A .
¢ PRI e o cracs s L
sequencing sample 1&#HAMEEH A (tumor) 2 1E
e I nis,. A 1 ﬁ) é .+\O
tumorOrNormal WZH ‘K%ﬂ Fi R (normal) 2> % LR
LERA] | - "tumor”
* "normal"
B o AR A DNA iRtk 2 RNA #ifk
pExl Hisk 2 % Seilk,
testMethod W
e | GRS | - "DNA-seq™: DNA feffilik
- "RNA-seq": RNA #ff sk
dupli ReadsP
upresteReatstel tr Bl | EEE(%)
rCeUtage
dReadsP
TPPEEREASTE ) e Bl |~ ey K%
centage
meanReadDepth (S =3 Bl G HR
dianReadDept
:e AR B | I O bk
fFl(RE | Tavx ] okdkib Ly DNA £k
suspectedSample - 0~N, X |RNA % v 7L DIRERFEIR (FH|NTEER
States = 1) 1P
[EdR =] - "contaminated": = ¥ &% I OA[HEM:
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- "deaminated": FFPEDNA icBJ 5~ > v D
Wi 7 3 7 ALHS R 7 AT Rt

- "fragmentated": (FFPE DNA) Wik {L235EE
7 A RetE

- "degraded": (RNA) 7fi#23 8% 7z vl RETE

VIII-2. sequencingSamples % 2 if

]

(#)

"sequencingSamples”: [

{

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

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

IR

"itemId”: "sequence-2",
"tumorOrNormal”: "tumor”,
"testMethod”: "RNA-seq”,
"suspectedSampleStates”: [
"degraded”
]
})
{
"itemId": "sequence-3",
"tumorOrNormal”: "normal”,

"testMethod”: "DNA-seq”
}
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IX. PRI
EEFHICO W 5,
IX-1. itemId

itemld DfiZ, 77 A AVHT—ETH B L, fHIZ. EEDOFH,

IX-1-1. itemlId @ ZC#HI
itemld 23& %53 24 & 7N TD itemld D D ELHHN T2 WTRT,

variants X 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"

"itemId”: "sequence-2"

"itemId”: "sequence-3"

compositeBiomarkers % 7'

"itemId": "composite-1"

"itemId": "composite-2"

"itemId”: "composite-3"

I1X-2. matePieceLocation
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breakends & 7' PNICTFEFE S % matePieceLocation (DWW TR $ 5, Rifgd LT, Rk
DS IECH L YA E O T2 D 7 WIGAT R L3 (upstream), HHLAI S WIGATE TR
(downstream) &3 3,

X OREEYRCY O L - Tie 1258753

IX-2-1. matePieceLocation @ FC#kf
TERERK Dl % 2817 € VCF JE (v4.3) TORBIZIET L7245 matePieceLocation Dt
WHEERT,
B E VCF OFRLTO N2 Xy FO-REZEELZDDTH 5!
The Variant Call Format Specification VCF v4.3 and BCF v2.2
https://samtools.github.io/hts-specs/VCFv4.3.pdf

FHHEK Dl

(V7 7 v v XS O YBEALE O FH S 2 5 77 1H)

876543 876544
Chrl —@
1200000 1200001
Chr2 Q —@
2222233 2222234
Chr3 a— —@
VCF JE coid#l:

EMoZnFNoBEETEER D VCF vA.3 It o 720ifild kD X 5 ici 3, LTl
b B HEFSTD LEROFFICHIET 5,

#CHROM  POS ID REF ALT QUAL FILTER INFO

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

1 876543 bnd_W C C13:2222233] 6 PASS SVTYPE=BND
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®@ 3 2222233 bnd_Y T T11:8765431] 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 TORLH:

B
RafhkFS 2 MofEars» o /5 &0 SRESITREAH ORI E 2 b > T 5D
T, 7V—27 TV FDOAF 7Y 2 F®D matePieceLocation Dffilx"downstream" & 72 %
—77. BREEFS LllofaR» b /5 . Lol oBsIcE &b o T2 DT,
matePieceLocation Ofii¥"upstream" & 72 %,

HID)

"breakends”: [

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

},

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

H
R ppEET 1 llofam2r b /5 L, SRES TR OBSICE & b > Tw3 0
T, * 7Yz } D matePieceLocation D i "downstream" & 7z 3,
Pt fh 5 3 MORA S S R4 b Ek R D T, matePieceLocation D IZ

“downstream” &7z %,

H1®)

"breakends”: [

{
"chromosome”: "1",
"startPosition”: 876543,
"endPosition”: 876543,
"matePieceLocation”: "downstream”
1
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"chromosome”: "3",
"startPosition”: 2222233,
"endPosition”: 2222233,
"matePiecelLocation”: "downstream”

}
]
©)
RufhFS 2 MoER» 5 R 2 &0 SRE] L2 OBCHICE 2 b > Tn 20
T, A7z 7 b D matePieceLocation DI "upstream" & 725,
PtafhkF5 3OS R b R-556 b Ak © T, matePieceLocation Dfiil
“upstream” &7 %,
o)
"breakends"”: [
{
"chromosome”: "2",

"startPosition”: 1200001,
"endPosition”: 1200001,
"matePiecelocation”: "upstream”

},

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

X,  BHAeE
C-CAT ~V7F 22
E-Mail: helpdesk_c-cat@ml.res.ncc.go.jp
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