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Cellular schwannoma (CSCHW) :
palisading patternh'i2<. aSMANBFTHICEEZ I THo ez BRI

- Malignant peripheral nerve sheath tumor (MPNST) :
RFEITEKI-6 7R R EUME WV CEN S BRI

« Solitary fibrous tumor (SFT) :
CD34ZFfzlISTATODG R ENZROHSNBIIz0bRIt (data not shown)

« Glomangiopericytoma :
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« Synovial sarcoma (SYNS) :
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« Rhabdomyosarcoma (RMS) :
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WGS (Whole genome sequencing)

- 1K BEEERHEmMSHHUR]1 ugDDNAZ{ER

« IA4JIUYERL : TruSeq DNA PCR-Free High-Throughput Library Prep Kit
« 3-4>3>% : NovaSeq 6000 System
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Transcriptome sequencing
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« SA4J3U{ERL : Tllumina Stranded mRNA Prep Ligation kit

- 3—45>3>%4 : NovaSeq 6000 System
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WGTS (transcriptome sequencing)

logz-transformed adjusted

logo-transformed

Gene symbol Gene name Ensembl Ensempl FPKM value * fold change
Gene ID Transcript ID 3
Normal Tumor (Tumor / Normal)
PAX3 paired box 3 ENSGO00000135903  ENST00000392069 2.79 491 2.12
MAML3 mastermind like transcriptional coactivator 3 ENSGO00000196782  ENST00000509479 2.43 3.55 1.12
Neurogenic genes !
ALX3 ALX homeobox 3 ENSGO00000156150  ENSTO00000369792 1.86 4.11 2.25
NEUROG2 neurogenin 2 ENSGO00000178403  ENST00000313341 0.00 3.58 3.58
DBX1 developing brain homeobox 1 ENSGO00000109851  ENST00000524983 0.00 4.68 4.68
ALX4 ALX homeobox 4 ENSGO00000052850  ENST00000329255 2.46 3.96 1.50
ALX1 ALX homeobox 1 ENSG00000180318 ENST00000316824 1.50 5.42 3.92
GREM1 gremlin 1, DAN family BMP antagonist ENSGO00000166923  ENST00000300177 2.84 7.78 4.94
NTRK3 neurotrophic receptor tyrosine kinase 3 ENSG00000140538 ENST00000360948 1.76 5.13 3.37
Myogenic genes?!
MYOD1 myogenic differentiation 1 ENSGO00000129152  ENST00000250003 0.00 2.83 2.83
MYOCD myocardin ENSG00000141052  ENST00000343344 0.81 1.20 0.39
General developmental genes*
POU3F3 POU class 3 homeobox 3 ENSG00000198914  ENST00000361360 0.06 2.70 2.64
BMP5 bone morphogenetic protein 5 ENSGO00000112175  ENST00000370830 2.88 6.93 4.05
FGFR2 fibroblast growth factor receptor 2 ENSG00000066468  ENST00000358487 4.76 6.08 1.32
POU4F1 POU class 4 homeobox 1 ENSG00000152192  ENST00000377208 0.00 0.38 0.38
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EGITES1: Biphenotypic sinonasal sarcoma (BSNS)

- Biphenotypic sinonasal sarcoma (BSNS) (&. 201 2E(CHISH TIRESNFHRRAETHD ., FELL
4(CZ<, BfEE FERERICEHFFRET S,

. IR RIS FRAESAY, RS LB MRS — ERRANMTHS.

o fhiEAZAMRORCREZ KL fHRRERNIRIED I EXY —H—T#H5S100Lalpha smooth muscle actin
(aSMA) HENETNLLREREEERD.

« UHUAHS. S1001°aSMADFEIRN SIS S, BSNSOZITIREEE B3,

- BIFIRHEEPAXSEIE B F2BL. REHEAINTRPAX3-MAML I3RS E(EF(FBSNSAEFIDKY
79%I(CEHERIN. CORMSER FIMBOIEREPIE S Rk T EERHSN TR,

o AAEBNE, SRAART (SHhERAZAHRBAES D2 T BBED . HETEZ I (IEREE Taoofeh'. Filte{Az iU
whole-genome and transcriptome sequencing (WGTS)ICEDT. t(2; 4)(g35; q31.1) Az
THBAPAX3-MAMLIBEEEBIGFHNR ONDMETESZIICEDT,



EGIDEZER

o SIRAART(IHETEZINC(EZEST . Filite{Az AL\ cwhole-genome and transcriptome
sequencing (WGTS)(CEDT. t(2; 4)(g35; gq31.1) ErPE(CLDFIFIRIETNBPAX3-MAMLIFAEIE
oF%z&H 93 TBiphenotypic sinonasal sarcoma (BSNS)DHETEZRiICESIZAEHITHS.

o WGTSIFPAX3-MAMLIRE B F 2R BARLNIOZALEL T TR MESEREEYIEL TRIE TS

ENHRDIED . RSB FOREZLIDHENBEDET HIENHRD.

o SHERISELFICLOTEISRISNIHRIE, B8R BLU—MMIBIHAELE(CEAS I 8L FRIDFE

IRTLEDIRL (L. BSNSOWEEZITIOWEEZLIDEHBEN TSR FENFRIBIHR THS.

« WGTSZENISIET. NAB2-STAT6 (SFT). SS18-S5X (SYNS). $LUPAX3-FOXO1(RMS) Fh
BELFOR]REITZHEBR I DN TS, HERIZIIDIERE ZESHSTEN TEN,
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AR TREONIRERZAEVEREE(CDRAITICHC. BEBHEINICHEREZRO TITORENDD.
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T J LFEFRER

: . e p i
RAKIBEE U — K2R TR A I
Eﬁ%“m
[fEF=ZDNA] 2,930,090,364 111.7 100.0% 35.3%
[IEEDNA] 945,983,944 33.6 100.0% —
Y RVAND 2
(SNV, INDEL) Gene Name Type of Alterations VAF (%)
Cc.3140A>G
PIK3CA (p.H1047R) 18.6
c.527G>T
TP53 (p.C176F) 39.7
=370 B T VAN e/
(SNV, INDEL) Gene Name Type of Alterations VAF (%)
c.805G>A
KCNQ1 (p.G269S) 43.2
BRCA2 C.7052C>G 40.0

(p.A2351G)
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[fEF=ZDNA] 2,930,090,364 111.7 100.0% 35.3%
[IEEDNA] 945,983,944 33.6 100.0% —
Y RVAND 2
(SNV, INDEL) Gene Name Type of Alterations VAF (%)
c.3140A>G
PIK3CA (p.H1047R) 18.6
c.527G>T
TP53 (p.C176F) 39.7
=370 B T VAN e/
(SNV, INDEL) Gene Name Type of Alterations VAF (%)
c.805G>A
KCNQ1 (p.G269S) 43.2
BRCA2 c.7052C>G 40.0

(p.A2351G)
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PILRUZ T ETIRZA RS> MHEER(FDA) SN TULE T,

[ZXREARR] B F& N 77> hoDiESE Pathogenicity ACMGBIRISRBET " AR EY
c.805G>A
KCNQ-Z (pG269S) Pathogenic O 1RET
c.7052C>G —
BRCA2 ' ' '
(p.A2351G) Benign/Likely benign O (benign)

[ZREPRRSHE - #SRBERICHBITDIRAT > N]

v BRARNESE (FARAICHESRELUTHL<) — MBLOERIRE TIIQTERIIIEH ST . ZZARFEDIKIEESD.
v JNU 7> hOOFHM — ACMG/AMPA - K=~ >2C pathogenic. ClinVarTpathogenic

v FRUEBES. O—RASXANMEIILTED. Actionable E7RBELF CTHD.

v ARAORREIE, at risk &R DMFE DFE.

1. Miller, David T., et al. Genetics in Medicine. 2023. (ACMG SF v3.2 list)
2. Richards S., et al. Genetics in Medicine. 2015.
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JRIE. KIEENSEBEGMEEES. JEEEMRRCEET IFARMRE SN D AN B D,
faR(C LD CIFBIGHERIIR TOEBRNDO > U D 2HEhTDENDD.
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T J LFEFRER

KIS By — K5 TR wyTm SR
EE:;:IJI:I
[fE7ZDNA] 3,519,754,566 120.8 100.0% 71.9%
[IEEDNA] 784,079,768 29.9 100.0% —
X RVAND Iz
(SNV, INDEL) Gene Name Type of Alterations VAF (%)
c.110C>A
CTNNB1 (p.S37Y) 50.4
c.5001G>A
ARID1A 0.P1667= 33.0
C.1816A>G
BRD4 (p.K606E) >2.1
=270 RS T AN e/
(SNV, INDEL) Gene Name Type of Alterations VAF (%)
c.1702C>G
LDLR (p.L568V) 39.3
TN C.69657A>G 40.0

(p.R23219=)
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KIS BU— R TR wyTm SR
EE:;:IJI:I
[fE7ZDNA] 3,519,754,566 120.8 100.0% 71.9%
[IEEDNA] 784,079,768 29.9 100.0% —
X RVAND Iz
(SNV, INDEL) Gene Name Type of Alterations VAF (%)
c.110C>A
CTNNB1 (p.S37Y) 50.4
c.5001G>A
ARID1A 0.P1667= 33.0
C.1816A>G
BRD4 (p.K606E) >2.1
=270 RS T AN e/
(SNV, INDEL) Gene Name Type of Alterations VAF (%)
c.1702C>G
LDLR (p.L568V) 39.3
TN C.69657A>G 40.0

(p.R23219=)
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EANTEERURERD DDLIPELFERZRDFTEATULR.

[ZXREARR] B FH& N 77> hoDFESRR Pathogenicity ACMGRIRXT5R" FIRARES
c.1702C>G . -
LDLR (p.L568V) Pathogenic O TREY
C.69657A>G . . —
TTN (p.R23219=) Likely benign © (benign)

[ZIREVPRE M - #RERICIHSITIIRA > N
v BlRRNEs (RREICHESR) — RACEIEERESD . SME/ DIMEEOFRIERESHD.

v JNUT7> hOFHl — ACMG/AMPAH A RS- 22T pathogenic. ClinVarTPathogenic/Likely pathogenic

v BRUESES. H—RXASOIAMEZILTE D, Actionable 7R BB F CTHB.
v ERKANOREREIE, at risk& R DMiFEDFEE.

1. Miller, David T., et al. Genetics in Medicine. 2023. (ACMG SF v3.2 list)
2. Richards S., et al. Genetics in Medicine. 2015.
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AR =

o MAREFIRIA

(in=)

WBC 3.3x103 /uL
RBC 401x10° /uL
Hb 12.0 g/dL

Ht 35.8%

Plt 7.5%104 /L

[5EE] - #RiER]
PT (#) 9.8
PT C&) 130.0

(X1 IV RIRE]
HBsiIREZ 0.00
HBsUATEE -
HBCATEE -
HCVHUAE™ -
HCVHATE!E 0.07

(Mm&E - &1k)

[£4EF]
AST 69 IU/L
ALT 50 IU/L
LDH 864 IU/L
T-Bil 1.2 mg/dL
Alb 4.1 g/dL
yGTP 155 U/L
ALP 260 U/L
CHO-E 255 U/L
T.CHO 174 mg/dL
TG 81 mg/dL
LDL-C 106 mg/dL
HDL-C 57 mg/dL

CRP 0.03 mg/dL

Na 139 mEg/L

K 4.8 mEq/L

Cl 105 mEq/L

CEA 6.7 ng/mL
CA15-3 95.1 U/L
PIVKA-I 506 mAU/ml
AFP 4.0 ng/mL

7 LA0ZE> (BFEH)
- XN\OF>(FhE M ) AR
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Discussion point (2)

F/RICHIEDFRIATDIZE (BohD2EUIOEED)
- Germline Findings& U TR =N ENWD C

- PMMZE DT ETEDLDIRMRNEULE I N ?
Az thDE&HR(LHDDFIN ?

S5 FENADET ) LEFICBIT 2 A B AEESESE



FERERDIBORAIODM CBEHIIEVIIESD)

> SOESNIEPIRICDUNTOEREA
xiEEE L A>0O—)LIMAE(FH)DIRERIERF TH D LDLREETFDR) N 77> hhitkEH SN/,
FHIZAERDERLELDL-CeE=(CEMME LOER (IR . BEIZIMHDAFETH DD,

> FHinadDS '/féd)/ = - '&_F%EEE(;’%'_'Zégigz
« FHIZRHAEZINEEIC K DB LOFIETER T BJEEIMIRETHEHDL.
FH AT HESEDGE(ICIE. AIF 2 ZE—EIREE T IESIMEEEEMNER N TS,

MIFBENDECFNHE(CET DIEHREE - BEFHNiRE
Fima (I11I-3) OFH (IV-1, 2) YEE (111-4, 5) (FENEN50%DaIsEE TR URiY/ (U 7>
ZHBLUTW. Eﬁ:ﬁ’ﬁﬁ’étﬁ Iitfdari% FHODZI &7 DY, SLDUE(FRIEEIFDLDL-C
E180mg/dLL b)) BEZEMIEHLE R D BIEFIIRE (F2022FE K DREINGESH TN TLB.
ﬁ%HE%J@E\%%ﬁjmt%ﬁﬁwﬁ%éCDMTEﬁ@WE@Eﬂ%%NéﬁﬁZOU—
SO(PRT— RAOU—Z20YMEE SN TS,
lm,%@ﬁxqﬁm@mrwﬁrangﬁw%%t@D BEHRZI E S IABENREEE CHh
. NBEANSIKEEIIERIAEDIE UWEBEFEZB(CDITD EEFC, BUE, B E DEIARIE{CAE
@ﬁ@ﬂ?%baﬁotﬁw\%MEb%@%%ﬁ%cj>hD—»?é:tﬁ%gﬁﬁéu

1. —MREEEAN BARBSIRE(CFESHPK D (https://www.j-athero.org/jp/specialist/fh_for ms/) 31
2. RBRAFEEE DL ATO—)LMEEZEHA RS1> 2022



https://www.j-athero.org/jp/specialist/fh_for_ms/

F1 EA (158ElE) FH OZHRE#E

1. & LDL-C Mm% (Gki&EFM LDL-C {8180 mg/dL LI L)
2. RERE (FY5. i. BSFXRE7FUAREE) $2VIEEEMSaE
3. FH 3L EEEMEHIREBOREE (F—ELHE)

@ thDEENE - SiRMUBEEEREEMRA LA L TR T 5.

@ T TICEMABBPNDIFS., BROZ - ITELE-IBEEESEICT S,

@ 7L ARIEEIZ X SEEIC L) EM8.0mm LI E, 2475 mm BlE., 252 WEEBEEICEY BEM46.0 mm LI E. Z145.5
mm Rl EICTEMT 3,

@ EEEMEAEICRREREIS LV,

@ ERMTEIRER I B1E55m K. E65mAm CRIE L/ -BEREEEEET 5.

@ 2EBLLEZHBATIHBSICFH &2HdT 5,

@ 2EELEEBLIHEWVEESTH. LDL-C #7250 mg/dL LI EDIFES., $5 I 2 F/~E 3 7L LDL-C 160 mg/dL
LIFDIZEI: FH 258 <55,

O FH REMBEZFEEN H2ESIE FH L2HT 2,

OFH A EEESEIVEDLDNIEESLBEFENREICLIIZMPILEE L, EMHPE LV FH A7 OESHEEV LIBEFEHRE

@ ZOEMERIX FH REESEICHYUTIEIES,

OFH E2HLABE. FERICOVWTHIARZZ L HIEE LS,

2. RAFEESILAFO—)VIMAEZEN A RS> 2022
D 5 FEENADEY ) ©EITICEET 2 A B RHEESSE 32



1. SLDL-CMfE (FKAHMEFDLDL-CHE180 mg/dLLlE)
2. MEGE (F5. M B3 73 L AREER) b5 EEEEEEEE
3. FH® AW ERMTEHIREEORER (B—EIHRE)

| OB - MRMEEREE RN TES | . :_
o]

Yes

Y
| mE1-30> s2mBEMEERLT

No
v
+ LDL-C #250 mg/dL Bl E

H3niE
2% =133 %37 L LDL-C #1160 mg/dLLIE

Yes
No

Y

1 EE2%E LE—ERREDOLDL-CH180 mg/dL Ll E
Yes B30T
- BRMTEREBEORHK £ /- BT E

Yes l l No
\ 4 v

FHERCEES FHO TR % V)

O FH LRI L EBESEAEO7O—-F v — b,

OFHME (LN AIFGAIEFHICEL BRI HEBEIN3,

® FHOOEEM N & 2 1FS I EFREFEDS ERBMELEITV. NTUITOEMICENTIE
REN L EMREEERT 5.

E10 A (158LElE) FH 2Fo70—F+v— b

2. RAFEESILAFO—)VIMAEZEN A RS> 2022
D 5 FEENADEY ) ©ETICET 2 A B RHEES S
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h' ATREBRIR B T DIERETS EEIS R F DR R IR S

- IEESMHEREREOR/RCEALTE. FMEBOBEFIKEDEERZFDDERHREfEZEDHTLD,
1. NU7> MDD pathogenicitysHifie FTRIREL DIEER

EBIERZANFIR h AR BRR T W ARRFERR

4 ) 4 )
R (S } .
o G REREE
tREFh
J

< RRELE 7 E3= i)
e RE
. J .

TEIRBO/ 7> NS - BRPRPR R OHEER - IGVORER

& Q P
= ﬁlll = -

2. Germline Finding Board (GFB) [cHF3HREHRDER

@
e ®eo ol
& 4 2 4 s
OMEECEDGFB DA—IR—ZATOIENNER BBRRHIBF D HDAGFB
(1EEBER //\IB - fR381 / ARAY)

S5 FENADET ) LEFICBIT 2 A B AEESESE
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FEH(HEBI2-3)

« NADBEBRNTERUEWGSICHULT,. Germline Findings& LT

A HEHHRERAIDIREY/ N 77> MR SN D aJgEER D &

FIIEEB MEERIEERBR ORI/ 77> MR SN B AIEEEN DD Z EICDULT.
SHICERBAL. ARBECRAUTCESR - MBECH U CHEREZ U TE K ZENRE.

dnl

BHICRIERZ MR I DR, IFEB SR RRORN/ (U 7> M
RESNDAIEIEEER U, BATRPHEEIIREBOEHELE
WALASNDIREEC DWW TCEMER U THE S SEMEF UL,

- FRE INUT72 bORNER EBEORIRBZHERLIZD5,
HRROBREGHD ANDDEE(CITD.

¢« AANDHY—RAS2 X, at riskEDMFEZMMOBLEEEEH. EIrZEEFITHILT .
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REHIES4 : FEFIYYY—

R 635 Wit
U SN A, B  BREESRIE. AR T3cNOMO (IIIH))

Performance Status (PS) : O

BT/ SHHE : 36k BEXR (Fifr). 55 =0ME (RAR)

KIRRE « XAHE IIENA (485%). RAHIE FH A (515).
RANEZ B A (425%). BAHER BEHA (705%5E)

AR BYELRL ZILO-)L  BEERE

IR - JAEFE
XEXH R AR T =)
XEX+6H CT CIEREEZIEE. QU%D\A/ODZAL)?
XEX+7H EiF=E2iE+mAldE2stIBR + Kbt + i8R IBIEE eI bR
XEX+8H myChoice®iZ i X7 AEEIRH
XEX+8H TCEE (Paclitaxel + Carboplatin) Biga
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RIREE - ZRAR

@/2

d.75 d.72y d.70's d.78y
y dx.70’s fEHYA
/@ 1 /ﬁ 2 3 64 5
d.75y o d.48y - 7d.70 86y d.71
dx.51y ¥Lh'A  |dx.48y JEEENA y y
jé 1 2 é3 4 5 6 é7
50y 7 66y ’63y 60y 52y 55y 51y
dx.42y T P dx. 63y smehin o
‘ M| GIENA
1 <> 2 ©3 4 — 7) @ LA,
37y 34y 33y 29y 7 iZANY
1 IBERINEH: XEX+9H
Q [BERIEME: 111-3
5y BEIRINER: OO0OO00 RBEELHI>TES—)

13 WAVAVAN 51157+
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FiiRiE (YOO8 E)

*ﬁﬂiiﬁﬂjﬂ@%% ' W% DIE

. FE. K. FEREIEIEFSED

JRIEZIN® - SEEEY Eyi}Tﬁi'IEE (EINEIRF), pT3cNOMO.

. mE”‘JEm/&'IEF%Fﬁ{ﬁ'QD% (> A), £IIE, Kill, F=2iEE. YIS ABERICREDB.
- FEEOFRE(IAET. =KL mmK§T@Eﬁ~¢%%ﬁ%@%5hé.

1 2 3 4 5 6 T 8

9 10 11 12 13 14 15

a. ZSIEFRE(C(INEEINHBND (KER).

b. Ki8EEARICREEL.

AREIDIEETIERZENZREE U TU\D. (KEE: WGSHERHT [#ift] I2HEARK)
S5 FENAOERYT ) LAFEITICET R AMB TS S
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REEF PR R

- FEONE (CHERIESNE X AJE (serous tubal intraepithelial carcinoma ; STIC) RUNESEEZZRO

EQU""((_ (ZtSTICTcL L/ ?E WEE(;, 2R 2R DR,

_J_

g Ynadis

N v 1 OG- B 3 . R S

S (5 — > (a) . ERIREEOEARERE (b) BB, BROABETREEOEENISND
FERERSF I Z BB 2BV (Cox L TULVD. (Soslow et al. Mod Pathol. 2012. 25, 625-636.)
LD RGZZRDHD (b, inset). ANERICIISTICH A5 (K5E). BHEL TOEEEBROHSND (0).

D 5 FEENADEY ) ©EITICEET 2 A B RHEESSE



Y J LNiEHT(CBIS 5808 - A ES

MEgZRBEIRIFChOI. MBTCEEEZ3II—RXITo/EECAT, FBELD
25 ) IN>—DOT >R (WGS) OIAFRICDVLTERIAN D D /.

(EILRIAANE)

fEfstHTE & MRIRAZHE CRETT 3. IS N/zaRHIERILL TEE SN S.

MRICK D> TESNDERENEN D DFTR

OBDIRTZDTIR=ICEIET DR

—IRDZIE. BERICED TEB LIRDFARMNMESNTIHEIZERCIRII T T &N AlEE.

@ZDMH IR MGEDEREIR(C DN DR

SIWIEDTIRKICTIT TIEL . BOKRREEEY JELFOEIENRONDEEEEN D, AN TR
Fa L ERE T DERMEOEEN R DONDAIEMEN B D.

MR TRONITRERZAEVEREE(CDRAITIICHIC, BEBEINIHEEREZ RO TITORENDD.
JRIE. KIEFEMNSEGMEEE (CEET DFARMRESNDaIEEN DD FERICK D TCITEGHERINE TDE
LHO2TUDTZHEDHT DI ENDD.

QDBIRIRHEDTHE. AR THESNIZOQDIERDFTENDIDERL(LEIRAJEETHD.

= WRCAR. —ANFRESOAERRCONT. AA - REAOBRESZSN.

B 5 FENADET ) LEEICBIT 2 A B AIEESSE
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JLfriaR (1)

1 YN 2K 7 45178 = \ 7 1:_0 HE%%HH@
*ﬁ‘*[ﬁ*ﬁ [ [ IJ - I\%;& :Fi,’jﬁkg 7‘/ jz%‘_—‘ IJ _ |<>—_%‘_—( ﬁﬁ%-uél\
[FEZDNA] 4,755,872,932 156 99.6% 77.0% 40%
[IEEDNA] 863,005,832 35 99.5% 81.6% -
TMB
4 Muts/Mb
VAN g
Type of 9
(SNV, INDEL) Gene Name Alterations VAF (%)
[Genomic findings with None
therapeutic information)
[Genomic findings with no «
therapeutic information) P53 M237fs*1 82
POLE G2046R 61
[VUS]
FH V456L 18
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) LftiaR (2)

Y EOVAND e
(Structural Variant) Gene Name tliremeselns! T @ description
location (hg38) Alterations
[Genomic findings with no RB1 chr13:48417334- duplication intron 17
therapeutic information] 48463783 P -exon 21
=27 RE ST AN e/
(SNV, INDEL) Gene Name Type of Alterations VAF (%)
None
. Chromosomal Type of ,
(Structural Variant) Gene Name location (hg38) Alterations Ratio
[Genomic findings with BRCA1 chr17:43035670- deletion 0.46

therapeutic information)

43050250
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ZIN-TATT1AHY>3a> (1)

- BN LEEITFERICOWVWTER (actionable) P R(E&HDEITH ?
- SBICHEERINEEIE (MWERT—F) (FHDFEITH ?

[B5& (actionable) BATR]

[(EFRINSEIR (BELRT—F) ]

SH 5 FEDADET ) LBATICBI 3 2 A B I o



) LftiaR (2)

Y EOVAND e
(Structural Variant) Gene Name Lliremeselmsl T @ description
location (hg38) Alterations
[Genomic findings with no RB1 chr13:48417334- duplication intron 17
therapeutic information] 48463783 P -exon 21
= 2T RE ST VAN e
(SNV, INDEL) Gene Name Type of Alterations VAF (%)
None
. Chromosomal Type of ,
(Structural Variant) Gene Name location (hg38) Alterations Ratio
[Genomic findings with BRCA1 chr17:43035670- deletion 0.46

therapeutic information)

43050250
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BRCA1 deletion (Ii&&R{&F IGV)

BRCA1

el

B 5 FENADET ) LEEICBIT 2 A B AIEESSE
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BRCA1 deletion (Ii&&R{&F IGV)

|

BRCA1

el

D 5 FEENADEY ) ©EITICEET 2 A B RHEESSE
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BRCA1 deletion (Ii&&R{&F IGV)

BRCA1

el

B 5 FENADET ) LEEICBIT 2 A B AIEESSE
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BRCA1 deletion (Mi&#k{%x IGV)

43,035,670 bp 43,035,680 bp - 43,050,250 bp 43,050,260 bp
I I I I I
I I

G A

A

GAGGTAAGCTTTATAGCA S AAATA
T
A

GAGGTA
GAA A A

GAGGAAAGCTTTATAGC

a aataaaaattagctaagecgtagagt AACTCCAGAGGTAAGCTTTATAGCAl

BRCA1 S

D 5 FEENADEY ) ©EITICEET 2 A B RHEESSE 48
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BRCA1 deletion (lE/EfHEIRE IGV)

43,040 kb a3 b
| | |
|

BRCA1

| | = [ — el
RNDZ2

D 5 FEENADEY ) ©EITICEET 2 A B RHEESSE
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atiEIR

T+ R)\— M\RIVIC K BiRETER

& b Yo f— *%E’\JE{£¥ET%A USF I EESER It“g_‘\\/x RIAY 4
BRHEIL T DIESE HELRTREE UAUL BERODE H
[55—1&H#] BRCA1 exons 22-24 deletion Olaparib A B
[ZREPRR] BInFd JINUT7 > hOORERE Pathogenicity ACMGRIRAISR' IIZHE BRI
BRCA1 exons 22-24 deletion Deleterious O AAA

[ZREFRE M - #RBERICHITBDRA > K]
v BCHEBRZRE DERARNER > RITMEFEDIENA (BEFRIEESD D). INEN ADZKIERE
v JNUT7> b — ACMG/AMPAH A RS- 23T likely pathogenic (PVS1, PM2)
v BEEM A (on-tumor) FEAEE CTORAY/ (U 77> MEH
v ARADBBENDFE, at risk &/ DIMIRE DFE
1. Miller, David T., et al. Genetics in Medicine. 2023. (ACMG SF v3.2 list)

2. NAEBGTFRIUEE ZXNMR BEMR #HEER DX N (Verd.1) https://www.amed.go.jp/content/000087774.pdf
3. Richards S., et al. Genetics in Medicine. 2015.




BENIEUZDDRAY M

> SEESNCPiRIC DUV TD:REA

BRCAlngIz:?usmtngh:IE@ HESLLIHNEEZSND/INUT7> MM ENE.
ZEICAVWDIZO(IC(IHERIRE 73%\%&%25“5

BRCAN‘ )N 77> R ZRIFUTWVBIGE, IIENADENANAFOERERIEI A IOMNE<RRS

C EMFIBNTWA.

HinaDSEOEE - (ZREBIE(CE5XIEE
BRCAZ4INEN AFIBULERERZ O E LA & UC. PARPBHEH! (Olaparib%) HhMR&ER &
XD TCTULB.
IRENADBBIR A ZHINS, ANDNADH— X152 R, U DKRFNZIRET.

MFE\DELFNZE(CH T DIEHRIEE - BcFHIRE

Fine (III 3) OFHK (IV 1, 2) ERE (I1I-4, 5) (FENENS50%DBIEEE TEIZL TULD. Ein
FHRRECHE LD EHEE. BREBECDIUTDICENARETHD. MEDAUY b - T AW
I\O)uﬁﬂﬂ%’:ztﬂ' DA C. Iﬁa’a’:’_’Bb\&Db‘(IZ&AOD%EE BICKD.

FOA (ITI-1), IRENAICER UGS (L. BFRICBRCAL/2BFHNREMMRRER L7120,
REFZBEE RO TEHE(CE. T—RAS AP A VERFMERRER 3D,
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Discussion point (2)

> MFE\DELFNZE(CEH T DIBHmILE - ELFIIRE (i)

o RFEIEMBFEDIZE. BRCAL/ 2:EBIGTFODELGCFIRABIFBE COMILERD. IIRTIIAE
fRIBHNDIRB CHRIE SRR TEEES. TDREROT—RA S A PGHEEGFREERN &
XD TCTULB.

« RBZITNDRVSETE. NAFRIEYRX D&M UIZ DX TONMAIRZIRERZITDE
BT =ERAT D.

o BFICTMTBRCAITRININU 7> haBI D ENDM o 12mE (BIREIV-2), FRERISH
EHINERLM (IR - 2EAREOFEPEFHIEIROXIG(IC DT, HERUAN ST T
D.

+ At risk &R D/NEDMiFEDIBLEFRIMRE(CDUNT:
WAFEREY XD (E—RZICRABRLARE TH D 2 ENS. BIoFRNRE(IRADEEERE (JH U
TR ABRLABR (CHRET 9 B.

[T
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Discussion point (2)

> WGS(icnr‘ﬁﬂnﬁnB STHD. BEEERMN D EIFTVIIRRVNCENS., IRIREZE(C

W3 7z&H

([C(SHEERARBENWE  * FMlEE 3T =SSR

XAERTIEE

SIEFIRE RN DB FES (BEERE) MRESNTNS.

= WA LU T, EOLDREHTimicImaN @) cLL O ?

S5 FENADET ) LEFICBIT 2 A B AHEESSE
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Discussion point (2)

> WGS(ic

I

CICHASRERPE TR D, BEMEEMN D EFVWR BN EMNS., IRIRZEIC
FHO\B T (CIFHERIERBEHNME  x5FHll(IE3IT =TSR

NAEFITIIEIEHRR R DEETFER (IBEEE) MaESNTULS.
X Rl el gE

O A& GEER) R ZXIRE Ul K235/ FEER =

@ LERPIAS MBI EE Z R o] He
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> WGSIIFELEHAREPE TH D, BBEMERMN T EEVERRNC EMNS., IRIREZE(C
AW EHICISMHERPIEBENNE *x 3F(IE3IBEZ SR

XAGEGI TEXEIEMAERIIDE R FEE (IBEREE) MRESNTULD.
© MR (3EiER) RAEZRRE UTe. FTIZ(3hE5/IEES & X B nl§e

@ BRI A S IIBIEE R Z 1R I e

Xfrzimic sEIRE S UC. TEEDIRENBIEETHD.
REDIERA REXTSR 5L - AR

BRCA1/2 LBlifg R/ \U 772 MREZBINEY S, T

BRACAnNalysis® m® —EEEZHALUTE D, SOOI DRIBEEERLD
G
MLPA 157 ShniEBEEFEFRL(CEL TS, BURRERNTHD.

(f51:FALCO HBOC=>J)LB A ~*)

BEANCHETOMIGERD.

5> H—IEFRIT(EMLPAIEIC K DBERD/N\U 77> hOBEZIEE DR, MFEEZINCAVSNDZEBE0).
MLPA: multiplex ligation-dependent probe amplification

S5 FENADET ) LEFICBIT 2 A B AHEESSE

55



EE b\mﬁ(hj (I\-C o)*ﬁn-j

> HEERMRE E UC. RIRE2E T CBRACANalysis® Z==Eht L
BRCA1 exon 22-24 deletionh\#Es2=1/=.

XAGEGIIENEN ADTZHRIRIEA TDOELGFIIIRBEZEME CETDIN. BETOMIG
EIRRDMABNZ N EICERERRENE.
fBDBRCA1/ NI 77> MR BIREIMRE(C DT -

myChoice®zZlti> X7 A JhEBERAEZ U BRCA1/242|S%EH ZEBREZBNELTED. AiE
FRRFNBRDX B LTSRN,

FoundationeOne®CDx(3T-only (lEEt&AZ AW TCTHRHIRRZEEEZEZBNEUTRR) /\RILTH D,
AHEHRRRA/ NV 77> ROHESPIRBE E U TANE. £, BEEEMRHESNDZ E(EHDIEDD,
TN E (CBAR ESNTEARE IR TIEIR W OMEERE & U CIEANE.
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7 J Lt ER(QC)

Sequencing
Sequencing platform
Tumor sample
Normal control
Tumor content

Call platform

Per sequence QC

Depth coverage

Average depth

Mapped reads
Duplicated reads

Whole genome sequencing
HiSegX

Bone marrow

Oral swab

98%

Genomon-Pipeline 2.6.2
Parabricks v3.6.0
GATK 4.0.4

% >=Q30 95.7% (tumor) / 91.2% (normal)
% >=Q20 99.6% (tumor) / 99.3% (normal)

20x  99.7% (tumor) / 73.5% (normal)
30x 99.0% (tumor) / 22.9% (normal)
50x 93.0% (tumor) / 0.5% (normal)

76.2 (tumor) / 24.3 (normal)

99.6% (tumor) / 94.7% (normal)
24.1% (tumor) / 38.0% (normal)
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4 ) AR #E5R (Mutation call)

« SNV: no significant mutations

« SV: FEEEFEZRL
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Positionl

Dirl

Chr2

Position?2

Dir2

Mode

Genel

Gene?Z

22

23566914

5080913

translocation

BCR

JAK2

VAF(30.1931
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, | W BCR-JAK2
BCR I == Goaas e D S,
____________________ domain 812 JAK2 13
T BCRO5BILIAK2D 3 BN EES
JAK2 | SRS R ety IH|! i —H
Biochemical Pharmacology 71(6), 713-721
AAEF Dbreakpoint
JAK2 iatione VAN JH2RAAE, H1OFS —CEHEIIHITS.
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204 547 / 81 875 Y1007

535
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JH2 KINASE (JH1)

Exp. Hematol., 43, (2015).
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® BCR-JAK2FESZ2B I HRRBICTIDIAK2AE
I2IEHHD.

BCR:: JAK2& &M 2siRIE(CXT I B8N F LD

Reference Age Sex

FEDFNRFRERTHD. BCL2PAEZEFREZHA T DL THIRIENDE
Case Rep. Hematol., 2021, 2348977 (2021)

Disease Treatment Follow-up

CML-like MPD, myeloid Imatinib, hydroxyurea, Complete hematological response. 20 months after diagnosis, she developed myeloid blast crisis and

Griesi tal [2 63 F
riesinger etal. [2] blast crisis interferon-alpha died.
Kantarcioglu et al. [3] o4 F MDS Not described Died 3 months after diagnosis
Cuesta-Dominguez et . : .
HIUT‘,’ Id ominguerel - sg M B-ALL Not described Not described
Cirmena et al. |5] 67 F AML Not described Not described
Tirado et al. |6] 14 M B-ALL Not described Not described
MPN with eosinophilia, Hydroxyurea, cl therapy, i . i . . . . i ==
Snider et al. [7] 59 M Wwith cosinophitia ydroxyurea, chemotherapy Transformation to MPAL 12 months after diagnosis. No evidence of disease 30 days after allo-SCT. T KI‘Y\_’)JA Klzﬂﬂ_zﬁlj %1@% é
MPAL allo-SCT
Elnaggar et al. [8] 84 M CML-like MPD Imatinib Lost to follow-u ;I’ [ 5 tb \&% }g}i T HE
28 P & 2\, /|:| L
Ruxolitinib 20 mg BID, allo- Complete hematological and cytogenetic remission on ruxolitinib. Relapsed after 18 months upon which —_
Schwaab et al. [10] nfa nfa Myeloid neoplasm g ' P = yiog P P ' I ET\ Hii)
SCT referred for allo-SCT. _|-_E (& j == d\ \ =<
Ruxolitinib 20 mg BID, allo- ) ) o . NTAN E w2 N\
Schwaabet al. [11] 69 M MDS/MPN SCTg Complete hematological, cytogenetic, and molecular response. AlloSCT while in remission ] ﬁ \ l T L \78\ L \
He et al. [14] 36 F MPN with eosinophilia Dasatinib, allo-SCT No response of dasatinib. No evidence of disease 18 months after allo-SCT.
Bellesso et al. [15] 54 M BCR-ABL CML Imatinib, dasatinib, allo-SCT No response of imatinib or dasatinib. Died of aGvHD 53 days after allo-SCT
Imatinib, dasatinib peg-
Impera et al. [16] 49 F MPN-unclassifiable ! I_ .l f b peg No initial response with imatinib or dasatinib. Partial hematological response with peg-interferon
interferon
Atypical CML with leukemia
Lane et al. [17] 44 M ypica ut\'t] 1 leukemia Not described Not described
cuns
Thakral et al. [18] 31 M MPN with eosinophilia Hydroxyurea, allo-SCT No evidence of disease three months posttransplantation

CML, chronic myeloid leukemia; MPD, myeloproliferative disorder; MDS. myelodysplastic syndrome; B-ALL, B-cell acute lymphoblastic leukemia; AML, acute myeloid leukemia; MPN, myeloproliferative
neoplasm; MPAL, mixed phenotype acute leukemia; allo-SCT, allogeneic stem cell transplantation; BID, twice a day; aGvHD, acute graft-versus-host disease; F, female; M, male.
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