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https://www.ncc.go.jp/jp/c_cat/jitsumushya/030/Potentially_Actionable_SF_Gene_List_Ver4.2_20231003.pdf

ESMO20230DE/ReRIERR

Box1H"50n-tumor/Off-tumorz Hll BR

Box 1. Recommendations for genes to be induded for germline-focussed analysis and triggering of germline sample laboratory confirmation

Any tumour type Associated tumour type only
Tumour arising any age BRCA1 RADSTC FLCN
2019 BRCA2  RADSID FH
BRIPT RET BAPI
MLH1 SDHA POLE
MSH2 SDHAF2
MSH& SDHB
PALB2  SDHC
PMS2 SDHD
VHL® 75C2
MUTYH®
Tumour arising age <30 only RB1 TP53"
APC NF1

Box 1. Recommendations for genes for inclusion for germline-focused analysis and follow-up
CSG actionahility All ages Age <30
class
2023 Most BRCA1 MLH1 MSH6
BRCA2 MSH2 PALB2
RET
High BRIP1 RAD51D SDHD* APC
MUTYH® SDHAF2° TMEM127¢ PTEN®'
PMS2 SDHB Tsc2' RB1
RADS1C SDHC® VHL® TP53"
Standard ATM FH POLE CDKN2A
BAP1' FLCN SDHA SMARCA4
BARD1 NF1f SMAD3*
CHEK2 PTCH1® SMARCB1°"
DICER1 POLD1 SUFU*®
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UANSUED T (FESSRREE%E)

on-tumor/off-tumorz IR B R 4L I DN . geneBll (CHESR (Supplementary
Table S4):BAP1, FH, FLCN, POLEICH I 2MEZARBE #Eon-tumorst &z HI bR
(INTCreT — =R

SEE NS, JAO0—Fv—MEEDISE. PTEN, STK11, TP53Mtotal GCRI3<1%
I, APC ,NF1, RB1IPPEDH1-9% (NF1IEFITER)

off-tumorlcH T BHERIRE (L. VHL 0 (Arenal tumor)zifiF. CDH10
(ABreast tumor)ZziEN

RBEELE | SMARCB1/A— [, TSC2 00O
F—ASEINIDOFRRZNET : BUPR1AA, MAX A, POLD1 ©, WT1A
Age<30%iBfNl : CDKN2A, SMARCA4(BIZFE#T)

BNE{LF : DICER1, PTCH1, SUFU

HIBRELTF : NBN

GCR(germline conversion rate)(d 113 © 50%LL £ O10-50% A5%LA T
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Grade

AAA
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T-only PaneliZ

Grade
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e
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R

=i

BLWTRENAUT > FAEEL -ESOEZNE S (Actionability) & 0 BETEEE
E7ER
BEETENAUT Y FESEBICHTASEAHOAANFZA A EETE BES0FFAICELSE
ACMGSFv3(T3BET) rEEEEEREEEET
NﬂWﬁ#h?#/ﬁﬁﬁﬁ?f*—A/7/2,‘

MOCMH R = f e
T 1 T

4®ﬂ®ﬁt?f£%mif ﬁtfﬁuﬁTﬁ“f BH0
ACMGSFv3(738EF) cEEEERLA0REREETF
—HoEToiATETEEORSLHD

ETEZENA T80

BOWTPGPYV*#iHLT-BEII, SEREFRIEERETETET 2HEEE - EEEELEE
ERER
Germline Conversion Rated* = W (4a50% LI E) /-6, REIE LTHREEREFEETS
Germline Conversion RateA" 0o E L (i #210-50%) /-0, TESF|IEIREREETS
Germline Conversion RatelZE T2 7T —4AZ LW Enn, BEET2EER+*ET2E
DA, BEEETEETS
Germline Conversion Rated Bz (5% L 7)., BET3ERE*E T35S, B
FleErEETS
BEOEE (FR2E) F"EHot0Thr3ESE. FEBREZEETS
ETESHNEEOEE0ESE. EIREERERETS

= EEETda g £ soe

ﬂ%m%écdxﬁfiﬁéudmﬁg ﬂiai?*aiw#ﬁi ETA2ESICET
BEFERET S

EEEE0ESIIR. EFELH VG TOMOVHLERERE 257388 REEES:
/TS

Breast Cancer, CNS Cancer, Glioma, Nerve Sheath Tumor, Peripheral Nervous Sysiern,

* Associated tumor tvpe

FHEO-FPGL

Adrenccertical Carcinoma, Bone Cancer, Breast Cancer, CNS Cancer, Colorectal Cancer,

** Associated tumor tvoe Embryonal Tumor, Geslational Trophoblastic Disease, Glioma, Soft Tissue Sarcoma,

Wrims Tumor

y oD
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NCCNTTA RIA1 2 CU— N1 T2 ADNEZE ST CLDBDAA
TOMDBIEF CEERY CHRTHEENBHIEDA

e e L e

PALB2*
BRIP1*
POLD1*
POLE*
RAD51C*

RAD51D*
BAP1*
BARD1*
FH*
FLCN*
ATM*
MET*
SMARCB1

DICER1
PTCH1
SMARCA4
SUFU

NTHLI1(biall

eic) *

*NCCN

a

HBOC-like
Ovarian Ca
Polymerase Proofreading-Associated Polyposis (PPAP)
Polymerase Proofreading-Associated Polyposis (PPAP)
HBOC-like

HOBC-like

BAP1 Tumor Predisposition Synd

Cancer Predisposition Synd

Hereditary Leiomyomatosis and Renal Cell Cancer: HLRCC
Birt-Hogg-DubéfiE {& ¥

Cancer Predisposition Synd

Hereditary Papillary Renal Cancer

Rhabdoid Tumor Predisposition Syndrome 1
SCHWANNOMATOSIS 1

DICERJE & 3¥

GorlinfE &£

Rhabdoid Tumor Predisposition Syndrome 2

GorlinfE &£

FAP(NCCNIZIF, RR—D AV OISR B EIN TLND)

CEK

MA-CSG
HA-CSG
SA-CSG
SA-CSG
HA-CSG
HA-CSG
SA-CSG
SA-CSG
SA-CSG
SA-CSG
SA-CSG
SA-CSG
SA-CSG

SA-CSG
SA-CSG
SA-CSG
SA-CSG
NCCN

AA
AA
AA
AA

AA
AA
AA
AA
AA
AA
AA

™ ™ W™ W™ >

W @ > W W W@ @ > > T > >

R
R
R
R
R
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