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1. [FLHIC

DABILF/INNRIL (BAT ) ATOD 7+ )V TRE) OFREHNIE druggable
8T ) LB EREITDCEICHD. —F. TOERBRICII—EDHEERTL B
BUpsBY/NU P | (Germline Pathogenic Variant, GPV) € UL 34 5BHBi2R 51D
g RENNDIHWB/NI P>~ (Presumed-Germline Pathogenic Variant,
PGPV) H'E3FNsd. GPV/PGPV DEREIIHZEBRIUVZDMBGEDEFH VR
—IAXY FCRBNWTERRBRIRDBDCENS. ZOXIMICDNTHAERF/ R
IVRBICEDDFIEE UTERBUTRSCEFIEETHD.

(AT AEEDZINREREDERICEE T D5t (BEHBE) TEHNAE
LF/N\RIVEEZEM I DEZEE . bR (B&L)) DBy 7Y RO
SNEBEDIAMIIEC DT, DABLF/N\RIVEREDZRBARE UT, FhEhb
FRFRVICHEEN/N 7Y EHEESNEBEDXTNEHIC DT, BXIESNITIREZNE
L. ERREESOCRUICHMITDCE, KIZTZDERIKRICDNT, [RANTIEE
UNZICH U TCHEZMDCE, | EHD, NG ISHROEEZREICTITHD
—ERBDTEEBIBLTND, ZOLET. GPV/PGPV [Cx1 LESEREZEN R
HTEDLD, BhiEsrt UL I3 thhEsk & DEERGI ZEHE T DIUBENH D,

IBRRARIEH ISHEDEBICEOELIRBDEEZFERITDICEEHITDIENT
[F70Ns

2. GPV/PGPV IFIRTERSNDIAF
1) DABGEF/\RIVREDBE AR ERER T

AP TESEDNDIDAELF/NRIVREE UTE, BEMREMRBREZXT
REULLHAERF/N\RIVEE (WY TF EAPRE). BEMIEOHIZETRE UIZD A
BLF/N\RIVRE (T-only BRE) RKIUVME (M) ZXIRELEUFY RNAZT
Y— (LBx&&E) O I3 BHFETD.

VY F EARPREICHNTE, MRBRICXT T DI@EIABRELT GPV DEES
Nd. COREH. BREICHNT GPV ELTEESN. BREVR—I XY D8
BEDRHERHESLRF (&) EUTERBTND. BH. VYTFRRFPERATHOT
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GPV @REPIESEBNTHD., EEEROZHZBEHNE LICERFHRAC LT
BEEE - @BRIISNIERA TR (=ECFHREDRBICIRESEV) C&IC

T-only BERKV LBx BRATII. RANEIBHBIRFRS CEHBIR/ND 7Y FDXA
ETER20, NUPYERPUIVBEREICEDE GPV QUEHNSNNCENRISNT
NDERFD PGPV XIRERFERD (&), T-only/LBx TH PGPV @REICDL)
TE, ELMERZEOZMZEENE UITERZIREICHBR U TRERE « BEECER
BEUENSNC EICBEI DINBNGH D,

2) BIRZEREAA

BRZEAN RS YET GPV REBICXIDHBARN VR —I XY FHERS
NTNIHBETE. RERNEFOEEESFINTHD., BHIUEMZERIT IN2DD
D, FICBR CERRMEIHEETE. BrXIKRDSHIDTIIEL, MiEsREDERE
[CRDECERRERABEBEL TN TENMUBTHD.

3) BE (DWAELTF/\RIVEESIEE) ORB
DABILF/N\RIVIREICTROSNIZ GPV/PGPV OBERICDONTIE. EInICE
I JIEHRIBHALICEAITIBBEARAADREZEET D,
GPV/PGPV BRETDE -—DEZEL. %8I D GPV [CRDTFRSNDIEERHR
EV DI U, BRRHNVR—IAXY EHERTEDCELHD, IREELTE, D
WBILRF/N\RIVRBZZTIZRERAACINA, ZOMEEEERND,
BRARBIVR—I XY FORFYSICENDS T, BREDDAFRIEICHDDDIERE
LT GPV DO ZEDH TRV ZVEEICE. BRETDERIND.
DABLFNRIVEAZREIT DIBIEER. MEICM U TETAND YU VTE
SBRREDREDOEE, EERICDNTHDSEHBZTL). REORBEERI D,



4) Z0ft

BEERIBWR (Fin. MR, BEREAR. NI -V IYARXT—HRX MEE) ®
PGPV [ZXT UCIIEBEMADRIBRIS ENRE « S FICh U TERICERSIND,
3R GPV BRI, DFREEREBNHERRESENDEHOREDOEN TERHEINT
DA ZOISHEIIARIBEHDIIREI LR,

3. EnHRETTF
BRERBUIC Actionable EEZS5NDELFEEEI D, Actionable DEZIL.

GPV [CEDBHBEERBOFRIE') RO ICXTTDIFHORPARICAITIET —XRAS VA,

) ZOEEFM. (EZFHREDERRVR—I XY SEEOTHEY LAIBTEETHDT

&L ET D

MEZRFZ. AEEHICHITD GPV RREEELRFIE. UMTOWNIFND 1 DU LEZEE

gDz (1),

1) ABOBBUERRICXAIDIZEN1 RS V/HA RTvD/FSIEFT T GPV R
BEICX UHERSNDBARNVYR—I KXY bt (B—ARADSVR JRDERF
MEFRE) DOEED'HD,

2) ACMG SF3.2 list (DOl 10.1016/j.6im.2023.100866) *“ICiB&E=ND.

3) BADEBIRZENA RS54V T GPV REBICK UHEESNDVR—I XV
FEtDEEN DD,

4) Germline Genetic Testing Panels [CB83 2 ASCO 11 RS+ " L&D
Do

1 BEEURZERAA RS Y/ A4 RTvD/FIIEFFIUTDOERD
EIEMRSAEREHCEE T DZE LT/ \RIVEE (MGPT) OF3IE 2025 Fht (2025)

BILMARZEZED( RS+ 2024 Fhk (2024)

EIEMEFEINERE (HBOC) 28701 k51> 2024 Fht (2024)

wBEhiliiE - NSAVTUA-VZEAC 51> 2018 (2018)
SHENDWBBESZERA FTv D (2013)

) — « DDA TERBFDZET 51> 2019 FEM v1.1 (2019
BREARMERRAE 1 B (L DU YINDBYR) 28N+ RS54 2018 (2018)

_5_



TEENMERICIEDEZMEER BB FS 1Y —WEIR— (2018)

DAY« EuN)L e UV EREDREZEDFSIE (2024 FhR) (2024)

NS « BRADIZHD Cowden fEIREE/PTEN :@RMBEREIZEN 1 RS> (2020 Fh) (2020)
INR « BRADZHD Peutz-Jeghers fEIREFSZ2ZEN RS> (2020 FhR) (2020)

INR « RADIZOHDEFER IR - EREFZED RS> (2020 FiR) (2020)
RINERIRERE BRI SRSBEE 28RN 351y (2024)

*2 American College of Medical Genetics and Genomics DhWEE U2, DUZAHINEI DOV —L/Z
7 WNEEITTC GPV DR SNIEIRICERKRENDIRSDHEESINDETFI R

x3SBEUCHA BSAVIEUTOERD
NCCN guidelines® Genetic/Familial High-Risk Assessment. Breast, Ovarian, and
Pancreatic (Version3.2024)

NCCN guidelines® Genetic/Familial High-Risk Assessment: Colorectal, Endometrial, and
Gastric (Version 1.2024)
NCCN guidelines® Prostate Cancer (Version 4.2024)
NCCN guidelines® Melanoma: Cutaneous (Version 2.2024)
NCCN guidelines® Kidney Cancer (Version 3.2025)
x4 ASCO Guideline. J Clin Oncol 2024, 42(21): 2599-615

FRRERELFEUT, AEHTEREEGER ) XD CEANDIELFDHEXTR
ETD (R1) SEBEANFTEINDIZELRF/NRILEE (Multigene Panel
Testing : MGPT) XDEIDY AR, £/ ABEATONBZREL. AP TES
B SNDIDAEBLF/ N\ RIVREICEH SN TUVVRNETFESFND.

x1 GPVEATREELTF

HESEREE 88 REF

APC, ATM, AXINZ2, BAP1, BARD1, BMPR1A, BRCA1, BRCAZ, BRIP1, CDH1,
RIDBEAA RS V/HA BT | COKNZA, CHEKZ2, DICER1, EPCAM, FH, FLCN, GREM1, HOXB13, MAX, MENT, MET,
A v D /FBIEICRRANYR—IAXY | MLHT, MSH2, MSH3 bi), MSHE, MUT YH (bi), NF1, NF2, NTHL 1 (bi), PALB2, PMS2,
~ICEIT DHEEREN' DD POLDT, POLE, PTEN, RAD51C, RAD51D, RB1, RET, SDHA, SDHAFZ2, SDHB, SDHC,
SDHD, SMAD4, STK11, TMEM127, TP63, TSC1, TSCZ2, VHL, WT1

RIDZEAA RS V/HA BT | ALK, CDC73, CODK4, CTNNAT, EGFR, EGLNT, EPAS 7, HRAS, KIF 7158, KIT, MBD4,
B v D /FEIEICHRRANYR—IXY | MCT1R, MITF, NRAS, PDGFRA, POT 1, PTCH1, RNF43, SMARCA4, SMARCB1, SUFU,
~ICBIT DHEESCHNTRN TERT

bi, @ UL (bi-allelic) DHBBI/NIPY LEBZ5NDIHEDH



GPV FHREEELRTFDDHB. ESMO Precision Medicine Working Group T®D
#351 (doi 10.1016/jannonc2022.12.003) (CT T-only SBIZFIEET VAF 1
30% (—BEE®) E LI 20% FBA/RK) TROOSNTIHBSIC 20 FEFIMU LD
YT GPV DtEX (Germline Conversion Rate, GCR) 1 5% M E ERBESNDER
F7Z PGPV R #EEnFETD (R2).

K2 PGPVETHEEELTF

APC «, ATM, BAP1, BARD1, BRCA 1, BRCAZ, BRIP1, COKN2A *, CHEKZ2, DICER1T #, FH, FLCN, MLH1, MSH2, MSHG, MUT YH (bi),
NF1, PALB2, PMSZ2, POLD1, POLE, PTEN *, RAD51C, RAD51D, RB1*, RET, SDHA, SDHB, TP53 *, TSC2, VHL

* SOmMAID
#: F1CDx/F1LCDXIZERFoh

JFEBEMEERRICENDDIELFICONTE, BICVYF RARPRAICT ACMG
SF3.2 list [CIBHSNDELFD GPV DEESNIZHZGICIE. BRERELRFICHS
92 BEEUUREDDAEILF/\RIVIREICHES » IRESN GPV & U THATRSN
DUBMN'DDELFERIICHITD),

#®3 GPVETHESLT GHESMHERD

HINF1A, SMADS3, TGFBR1, TGFBRZ2

HOE T, RESNE/NUTPY D BEOREECIRS UCHRIKR TN EH
BISNIZHBEEE. BEEED ) XONOESHEESNIEDITITEIRNCEICBRET D,

4, & CPG R&EICRIT DRERES



1) BEMREMRBEXIRE ULHABLGF/\RIVEE (WY FRRIPELR) ICRITD
Germline Pathogenic Variant (GPV) ANOxiigst 2025 TFhR

1. BIX

ARXTMIEEE. Yy FREARPREDHBR. £BBRIRIBERDIBSICERAKRRNIC
Actionable IS TEEM D' D& FICHIERBIRFR BB/ 7Y | (GPV) D@ 5N
IZIBEIC. BREFTI DN, FCERRADERINDINE DN ZHIIT D LETD—
DDSEENTHD., TOBMIE. BZBERKIUZOMBEICKT L. BEFHIE' XD
[C U@ EnEEZRH T DI CEICHD. Ko TREEERT DSEEMEDE
BICH U TRBDEEZERITDCEEWITIENTIREL, BUABEEMEE. K
ERfEttESEIC. BEEZPECKE DOUENDHDEEEIC, Actionable IERFNDE
MERBRRZRIIBBI/NU PV R (GPV)IZXT UEELEENMEH TS DL D, Bt
U<I3fBiEER & DEEIC K DAFIZRET S ENAROESND,

BR. BBSNEZNUPY RO REREHHDNIIIRBDEECIRS UTHTNIR
TRWECHIBIESNEBESE. GPV THDCEDNBESNLTNDITTERNCEISFEFREN
NETHD.

2. REFICERI DNESREBox A
DABILCF/N\RIVEEZFEI DBIEL. IRBE. KEREICNA. SHAPR. KRIE
PIR%E. BLMEEDHRKRZHICEND DDIMRDERZITOTHR., 5FMU. T&E
M- ZHRME. REEEV OE—RISERMRBEDRHEOEN. MR-V RE, BE
DEGMREICEET IRIFAENDBO SN, ELMEBDRONDIBEICE. DAER
FNRIVREDERMBICEAND ST, @—bHDNSBEEMEDOEPIZERDHDINIIERE
BEPFINDIVTILT —Y 3 VDRSNS,

3. FTXIRELRTF

BRI R FICIBBY/ N P Y RHROSNIEIHES. Actionable I &z F CTldd>T

E. FRICH—RA SV AOFHAEEZTEOXTMNTENEDNIEEME C EICE
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Eo TN DIEMN DD, TDIEH. GPV HATHRELRTF A NREZSEIC, RE
BRUZDEOMIMZENT SSERMEOEIBICIH UTERET D,

4. BEV/NU 7Y DORER (Box_B)

D ABILF/NRIVREDTEBNIMEBRD/NU P Y FICEDNCERIERTHD. =
ZIRERSSICEHSNDRREHRICIZ. COSMIC FDHmY/NI PV ~ DB ICE
O< C-CAT ®REECTOFHD/SEESECND, —F3. GPV [T DM TIE, &
SERBIRREI TORRMEZ5HD I IMEN DD, ZDIEH. ClinVar, MGeND FDZ2EY
DB ICRITDEEMBERINTODT - 23R UDD. ACMG/AMP 14 R34V

(DOI: 10.1038/gim.2015.30) Z2ZE(CRHOIET YV RXICEDZHIMI B,

B3R, —MRWIC GPV DIBSEICIEMEMRICCTEESNDBI/NIPY ~OPUILEE
E (VARIX 50%EEEFRSND, COEEGXDEENHZSICE, Z0—UHSMm
DETSADDUREEICDNTESEBIHUEERD,

5. TFR/\N\—=F/\R)LTDIEEY (Box_C)

TR CSDELRFIC GPV DRESNZHRE, TF/IN=KN\RIVICTGPV &
U CORBRH#ERIC DN TR I B,

BR. VO0—YMEMDESA VDIEMDED. —8DV Y F EXRPERE

(GenMine TOP) TIIMEXIRETFUNDELFICHBDH SNTHEBY/NI P Y SOV

SAENERDCEICBRNYUB TH D, BRARSEN SHBETRIDECFIRE
ERDECMBEOIRMENRENONDIBGICIE. GPV DEIESNTVSWNSEICEE
CEEREPFINOIVTILT—Y 3V aERET D,

6. fERMAT (Box_D)

THFRN=FN\RIVICTHREEEZR DI GPV [CXT U, Z2FIB3EE UL[IMEER T
DFIETRESNDEMDBRZHT I D, ZREISENSHRZHIFI DR, ME(IC
WU TEGAND Y Y TBIEOAREEZRDD,

_9_



GPV ICES& UCEHSIBIREEILNDO Y B Y D 2RI DICH. EL-ANDO VY
VOBBHBIANDIVYILT—Y3Y (@) 217D, MEICMU T, REORIFEZH
£9 D,

TELNDYE) VT RKOEIBIRZRIIRE (Box_E)
BNV VIBHEER. GPV DEESNLERERLIUREEFICXT L. MER
BHRORBHEETND YU VT ZERET D,

NABLGFNRIVEERVYFRRPRETCHD CTEELRENEEE LT
validation SN TLVRL) (BBERBOAIREZOTUVRL) CEND, BRREREDER
N5l validate SNTEGCEHREICKDEREERRI D EEZEANICEEIT D,
EUCHBSIIRFREE UCOERICRDELCEIC, MigE TRA—DELRFHREZ
Eh I DEDHBEITY FO—I)LOREHRERD. MEE TEEI DECFNREDREZ
REICEDEERRINETE D, LR UEEREIIRTEESER « RIRESSNLCREE
[F72 > TULVRVVZ8., ERFHNREDME M AR C & ICRETT D,

NV F RERPEETCRESNIZ GPV [CXI T DiEREESE U C—RICIEY VD ILT A
MEENRESNDD. RIRZBE CTEMIEDELZINEE (BIZSIDRDAREBIC XT
925 BRACANalysis) DB TEET. D DOXRERIZSICIEE—ELRTFE UL IIERICXT
JELCFIREEERIND. FCHAELF/\RIVEEDERMUEICEREESPT
ANDDVYILT—Y 3 UDERSINTIZHBE (Box A '5D70-) [ClE. DAELF
INRIVEET GPV/PGPV DMEHESNDTEEMEERD L. 8—&nFEULIIEE
[CXT T DECFINEREDERZIRITT D,

DNAELF/NRIVEBETAHNONDRERY =D T Y ARMDIERE LT, KSR
BA « REXDT Y FOVESICKTT DEEBRBEMENC ENETLSND, CDEH. B
AEBIGF/\RIVEET GPV D'EESNZN - EIBEE. BKRRREEZREZ TEN
DEGFINEEDREZEEIT D,
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DAEBILF/N\RIVEE (WY FRRVRE) CRITD
GPVxIuigst (20255FhR)

Box A EinEiEsZ s DRITE
(JRRE » KI%FE)
H |
GPVRETRXRELRFIC
meY/ND P Y MR
Box_B
JNV 7Y S ODIRIR MDD

Box_C
EPCOREMHELREDIREY

HEEH D | HEERZU

GPVIEEm

Box_D
GPV#EREm

Box_E EhovteU>o
FHEARARRFIZHS « IR E ZIEEY

- 11 -



A (%29 25 BOX OFMIIAN DFEEHZSROZE)

ERARFARD SEIEMEEBORNONDIBSICE. DABLF/N\RIVEEDERRICEN ST,
BEEESFINDODIVTILT—Y 3V 2ERIT D (BOX A, DABLEF/\RIVEAT
FhEBIRRIBI/NIPY ~ (GPV) DRESNZHES. 20T —IN-AEESHR
L. RIOIETYRICEDE@ESNL/NIUPY hZiHET D (BOX B), TFXR/N
— FNRIVTREESNE GPV ORTRHEZHMRIIS (BOX C). FHm#E GPV (.
BIEE UL 3R FIR CTRESNDEMNIREICHTR I D (BOX.D), ELADOVE
)V J1B5Ed. GPV PEESNEREBIUREZFIC L. MEBRIBROEHCE
ROV IV TZRHTSD (BOX E).

_12_



2) BEMROAEINRE UEDABELRF/INRIL (T-only) BEICHITD Presumed
Germline Pathogenic Variant (PGPV) ADXI ST 20250206 tHETHR

1. BIX

NEREBEL. T-only REDBR. FhEHBIRRIIBRK THNILERKRENIC Actionable
ISTREMNHDELFIC PGPV DEROHOSNIE. BRZHR UERREISESCED
HEININEDIHZHHITDLETHD—DODSEERN THD, ZDEMIE. BHUEBEER
KUOZDMBEICK U, BEFAELE) RIS UL BU/RECEREZRTEIT D EICH D,
RO TREZEM I DISEBMEOERBICIH U TRBOEEZERITDCE2ZMITDIE
DTIFISV, BUESSEEREII. REREBIESEIC. BEZHEICKHDOMUEN DD
ELETBIC, Actionable 'REmFDEIBMRZRIIEBI/NI PV = (GPV)ITXT Litlis
BILEEMEHTETDLD. Bt UL 3R s DEEICKDEFEBEIT DL
NRHHND,

BR. BBSNEZNUPY RO REREHHDNIIIRBDEECIRS UTHTNIR

TRWCHSNZZEE. £ERRIBRDB/NI 7Y FTHDITENBESN
DT TERNCECEFRDNMETH D,

2. REFICERI DNESREBox A
DABILCF/N\RIVEEZFEI DBIEL. IRBE. KEREICNA. SHAPR. KRIE
PIR%E. BLMEEDHRKRZHICEND DDIMRDERZITOTHR., 5FMU. T&E
M- ZHRME. REEEV OE—RISERMRBEDRHEOEN. MR-V RE, BE
EILMEEECRET DXRIFEN DO SN, EBLEEBORNONDBSICIE. DAEIS
FNRIVREDERMBICEAND ST, @—bHDNSBEEMEDOEPIZERDHDINIIERE
BEPINDIVTILT —Y 3 YHHERESIND.

3. PGPV BERXIRELTF
EHEABARRHIICIHEBY/NL 7Y ROESROSNIZHEE. Actionable '$&IzF ClEdH>T
E. FRICH—RA SV AOFHAEEZTEOXTMNTENEDNIEEME C EICE
_ 13 _



BOTV\DIEEND D, CDIZH. PGPV BHRHERELRF I AR EEZSEIC, &
BRIV ZDEDONMZRME T DSEREEDRIBICH U THRET D

4, mBYND P Y EDER (Box_B)

DAEILRF/\RIVREDFEBIAEBIZDRBI/N P SICEDNCEREIRTH O,
LB ERSSICEHHSNDBREFIBICIZ. COSMIC FDFEABiRmaI/N P
T—INR—=X (DB) [CED C-CAT RESCTOFHMREESEBICESND, —T.
PGPV A\DxIiTld. EBE#iRIITORRMZTHE T DIUENLNH D, TDITH.
ClinVar., MGeND FD28) DB [CRITDIEEMIBRIITODT —F 2B UL DD,
ACMG/AMP 41 S+~ (DOl 10.1038/gim.2015.30) Z&EICRFIDILEST
VRICEDEHIIT B,

BB, ADJ7O0—E, HABLF/\RIVEBETRESND, I—FEEMOICRTSA
VVTBEBRDBEERENSIEA « REZARE LUTND, DAELF/\RIVERET
(&, COEMNS, DE—HEE (CNV ; Loss, Amplification) EERESINDDH,
PV RPUIBEICKD GPV OOgEHsHiN CTERVBEICIE. AT70—DXIRE
LISWTeNUPY RPUIVEEE ] B8R), MERICKD, Loss [CRET DE5ERIZRS
DIEEEN R UERIBSICIE, ELFCEDEEECECINTEHRIERITITDC
E—FIBITR0N

5. PUIBEICKS THIEMRRIIREZHLET IRHEDERF Box_C)
INUPYRPUIVEBE (VAF) MEETh > CEATEMIRRIIBEOIEMEDSU)
EILFEUT BRCAT, BRCA2 @O 2 EnFNHBHETI D, FE. ¥r20UF>51
AZEM (MSD DR5N. NDIRAV Y FEEELRFICHKEN/N P RDHRHoNIZ
BEICIE. Y FERBIOTUREM ZBRE U CHIEMRRIERREZIRER I ©. MSID
mOONBENBETE. MMR EFOHIBY/N P> SOV EIBHIRRSIBRO TR

BESINDDITTIFRUNZE. MSS DIBEICIE Box_EF [CEHBILHHT D,
R, DABLFNRIVEETHRNONDIRUAY DT Y RAEMTE. KEXHE
A+ RE&K (arge-Indel) RSO~ O VESI (deep-intron) ICHITD GPV ERE(S

_ 14 -



R ESND. TEAEIMSIZUHTEE T T-only BETEESNIZ PGPV H'GPV
TIRNWESNEHBETE. BARBPARD ST Y FERBFNERNONDIBEICI large-
indel/deep-intron ZZHICRBNYESECFNREZERI D ([11.£5EMIRR
IRE ] 28,

CNODELCF2ZMELFEXBI U THK O TNDEBHD—DIC, CNSEERDEKE
(ECMEFEINRREREE, )Y FERED (S BN PY MREBEICHT DEFHE
B« -—RASVRIEIDIETYRADARRLCNDTENEITSND, SHERICH
WTIE. SN5OHEBI/NI 7Y MREBICHIIEERHIZENE<ERL TR L
NLEFND.

6. NUPYERPUILEE (VAF) (Box D)

PGPV ELT@RHSNIZ/INUP Y B GPV THDEERN VAF EHBEELTNSDC
E. FRZDOBEDBREGCFICKDERDCENTINTLNSD (Annal Oncol
2023 34:215), AIEHTEEZT—FICEDE VAF ' 30% (—RBEE#R) ELL
[E 20% (BA/RKR) DZBEIC GPV DEERD 5% MU EERESNDELRFICDNT,
WBNI PV R PGPV E UTCHTERET D (PGPV BT ERELRF).

VAF OERIG. —IBESBONSRRE « BABRED/NU P ~O4IERIRFRIIB
RTHDDDHEEICFATEETH DN, CNV T VAF BRHNESNIRNIZSIEEHED
TERNCTELBERDO—DXIREIF UL,

T-only BRAICAVNSNITHRIEBEBIRIRNICHIT DIEEMIREIS (ourity assessment)
NBEDHZBEICIE. FHBRBRORI/INI Y ETH>TE. BERPUILDBERD/N
P RPUILDIBIRICKDENT ES VAF E13DTREMN DD, 1HICEENFIER
FDBEICE. FBIRBKRTEREMRIEIGEARENDBEX TRI CENBDD. —A.
BEMRIIENMEBEDRES. CNERESBRIC VAF 2RI BaICEEICENS T4
IERBRRRIIBRZEE D,

7. TFR)\N\—= F/\R)LTDI%ET (Box_E)

_16_



FREREERDELFIC PGPV BMRBSNEHEES, TFR/\—F/\RIUICT PGPV
EUTORTHEICDNTREI I D, RRICUGERAD Y Y TIBHEPICHITD
FIEHRERRAENERINDID BEDEHRES UL [IEFBENHEDIZHDERF
FREMRIZEN C/S > CTONDELRFICDONTIE, ZEIESRICHITDIERENRED
EHEIC DUV TERETI D,

TRP53 XoKZRETD APC, YILI—NICRITD RBT s CEEMRICHVNTSIEE
[CHRBYNI P Y FMBHSNDELRFO. STKT71718E GPV ThHIZIBEICE. g5
DORIFAZIRICE U CVDIRMD GV ELRFICDONTIE, XTI DEGIMEERICE
9 DIXRIFHEZBPIPCFHI LI DA T, MERICEEMIRRIERREZIER I D,

8. #ERFET (Box_F)

THF)N= N\R)VICTHTEEER OZ PGPV IZXT U, 2BB3EE UL [dhEER
TOHOFIETHRESNDEMNDERZHT I D, 2EIBBENSHERZHIATIE. ME
[CCCGERAD YV TBABORPBREZRDD,

ELND V)T EEEMRRIBEDIRTDIZD. EoNDOU) U TI1BHES
ENOIVYILT—Y3Y (]8T Z17D. YEICMU T, KEDEREZHET D,

QBIRAND YT VT EEBMRRIIREDIRET (Box_G)

EILAND YUY TBEER PGPV DEESNZHBERKIUOREFICT L, U2
ISBRODEBHEETCND Y RUVIZRHIDECEIC, GPV ERDICHDELFH
BREZIRMI D, RSN ELFWREEZBRENZIRI DINEDNCDONTIE, RE
[CX > CELCHERBEDUREMENERSNLIHZSIC, ZTNICK O TRERADVZORIEIC
EIEOTSNDIFEICDNT. AASHARDICEFR UL D Z TRESNDIUENLN DD, Z
DIEH. BLFRER>FDRELCAND Y VT2 TRSNSITNI3

PGPV [CXI9 dEBRAELE L T—RICIEIY VY IILY A+ FMREDREESNDD ., RIR
2R CRBYURLELRTIRE PIZLINEDALERICXIT DS BRACANalysis) DYE
JEET, DNDOREMDBSICIEE—BILFEUSIIERICT I IECFHRETES RS
Nd., FLHVAVELF/N\RIVEEDEBURICELERSFINOIVYILT—Y 3 VD
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ERSNLTHBE (Box ANSNDT70-) ICIE. DABIEF/NRIVEET PGPV Hi&EH
SNDIRMEEBSRD L. B—ELFE UL I[IERRBICXT T DELFHREDERZIE5T
EESE

DABLCF/N\RIVEETRNONDRERY =D T Y IARMORRE LT KES
BA « REXOA Y FOVESICXT T DRERBREMENCENEITOND, CDIZH. B
AEIRF/\RIVERET PGPV DEESNEN S IZIBEDED. PGPV & UTEESN
1ZWBINU PV RGPV TRO S IZIHBEICE PGPV & LIZEDH second hit T
gt REZER L. RARPIRECEZBIEZA CENDEGFHWREDIEREZERE I D,
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DABIEF/NRIVEE (T-onlylR&) [CHITD

PGPVADxnigET (20255 k)

Box_A

EInEEE 2R DRIRE
(SR - KR

210

A 4

PGPVERXIRELFITHE/ N P Y ~EH

A4

Box B FS80/N1) P DFERR

\ 4

Box_C

" BRCA1, BRCAZ2

&/t MSI-HDDMLH1, MSHZ, MSH6, PMS2”
DD VAF>10%

LNZ 30

Box_D VAF

—IBEE®] | >=30%
BA/RK >=20%
*ZHEILF CIAREFE 30y) TERE

=(A A1+

A 4

PGPV & L7z

v v

Box B pGpv & L TEPTREIRHHEDREY

BB | EREL

PGPVIERT

\ 4

Box P PGPV#REIT

A 4

Box_G

1AL A cAY D)
EHEHBARTIGZH - TESRIRE Z1R5Y
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88 (%3935 BOX DFFHBIIAXDEHZSROCE)
ERRFTRD S8 EEBEDNRNINDBSICIE. DAELTF/ \RIVEEDZEMICEN 5T,
ELEBRIPFINDIVTILT—Y3VEaERTD (BOX A, BABBLGTF/\RIVEET
Presumed Germline Pathogenic Variant (PGPV) HEESNZHZES. 2’87 —4
N=2ABRESRLU. RFOIELT VY RICEDE@ENLENUPY bZ&FTHHT D
(BOX_B)., Ss&inFh BRCA1 €ULLIE BRCAZ DIB&EIE/NUPY HEE (VAF)
[CRANB T, FE MLH1, MSH2, MSH6 £ LLIZ PMS2 DIB&IIY 200575+
FARLZEZTRIEE T, H'D VAR10%DHBEICTFR/N\— ~/NRILTOREIXTR E
93 (BOX_C)., ZDMD PGPV BERXIKRELRFICDONTIEI/NIPY ~Digkd (—18
HBB/IBARK). VAR, FWMZEZR L. IFR/N\N—N\R)VETHEEZHITD
(BOX_D): IFXR/N—=FN\RILTIERESNIZ PGPV OBERHEZHIKIT D, GPV
THHOIEHBEICASNDRIFEEE UTCVDITEMND S WERF T, BRBRPIRESRR
923 (BOX_E), BEEE UL[ZMHEFIRCTRESNDED PGPV ZBEBICHRT
D (BOX_F), EcADYEUYTELEEE. PGPV DRAESNIZEERKIURES
CXT L. MERBIRDBHEETRNDOIEI VD GPV ERDIZOHDELFHRES
Bmdd (BOX_G),
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3) MPBEIRES DNA ZXiRE LD AEIRF/NRIV (Bx) BEICHITSD Presumed
Germline Pathogenic Variant (PGPV) ADXI ST 20250206 tHETHR

1. BIX

NEREBEL. LBXIREDRBR. EiBHBiRRIIBE THNILERKENIC Actionable 7%
MDD HDIELFIC PGPV NESROSNITER. BRERT UERRAICES C ENH
RINDINEDNDZHMI D ETDO—DDSEERNTHD., ZTDEMNIE. BHEBDX
OZ0MigEICK U, BEFAEE RDICH ULB/REEEZREITDCEICH D,
RO TREZEM I DISEBMEOERBICIH U TRBOEEZERITDCE2ZMITDIE
DTIFEL, BUSISEEHEES. XEREEHZSSIC. BREEZBRREICLU TR
ENBDEEEIC, Actionable B FOAENEMIRRINHREN/NI P> & (GPV)ICX)
UBHSECEBEMNMRETE DL D, Bt UL (SR & O&EEIC K DIERHIZHEEE
I DIUENRDSND,

BR. BBSNEZNUPY RO REREHHDNIIIRBDEECIRS UTHTNIR
TRWCHIBIESNEBEE. GPV THDICENBESNTNDITTRERNCEICITER
NINETHD.

2. REFICERI DNESREBox A

DABILCF/N\RIVEEZFEI DBIEL. IRBE. KEREICNA. SHAPR. KRIE
PIR%E. BLMEEDHRKRZHICEND DDIMRDERZITOTHR., 5FMU. T&E
M- ZHRME. REEEV OE—RISERMRBEDRHEOEN. MR-V RE, BE
DEGMREICEET IRIFAENDBO SN, ELMEBDRONDIBEICE. DAER
FNRIVREDERMBICEAND ST, @—bHDNSBEEMEDOEPIZERDHDINIIERE
BEPFINDIVTILT —Y 3 VDRSNS,

3. PGPV BERXIRELTF
BRI R FICIBBY/ N P Y RHROSNIEIHES. Actionable I &z F CTldd>T
E. FRICH—RA SV AOFHAEEZTEOXTMNTENEDNIEEME C EICE
_ 20 _



Eo TN DIEMN DD, TDIEH. GPV HATHRELRTF A NREZSEIC, RE
BRUZDEOMIMZENT SSERMEOEIBICIH UTERET D,

4, mBYND P Y EDER (Box_B)

DAEILRF/\RIVREDFEBIAEBIZDRBI/N P SICEDNCEREIRTH O,
LB ERSSICEHHSNDBREFIBICIZ. COSMIC FDFEABiRmaI/N P
T—INR—=X (DB) [CED C-CAT RESCTOFHMREESEBICESND, —T.
PGPV A\DxIiTld. EBE#iRIITORRMZTHE T DIUENLNH D, TDITH.
ClinVar., MGeND FD28) DB [CRITDIEEMIBRIITODT —F 2B UL DD,
ACMG/AMP 41 S+~ (DOl 10.1038/gim.2015.30) Z&EICRFIDILEST
VRICEDEHIIT B,

BB, ADJ7O0—E, HABLF/\RIVEBETRESND, I—FEEMOICRTSA
VVIBERDBEEBRENSIIEA « REZARE U TND, DAELF/\RIVERET
(&, COEMNS, DE—HEE (CNV ; Loss, Amplification) EERESINDDH,

P RPUIVEE (VAFRED) ICXD GPV DUEEMFTHHN TERNHESICIE. &K
J0—DRREURU, HBERICKD, Loss ICRIT DENEMIRRIIDERIEE N ERRT
ERIBEICIE, BnFCEDNEERECEEDNTHRERSTT D EEWITRN

5. NUPYRPUIVEE (VAF) Box_C)
BRREEMBZEXIRETDINAELRF/N\RIL (T-only) BRETIE. PGPV &UTER
HENIZ/INI TPV RGPV THDEED VAF CHBELTNDCE. EEZ0MBED
BIFELCFICKDERDCENTRSINTUD (Annal Oncol 2023 34: 215), —7a.
LBx REICHNTERHONIZ PGPV D' GPV ThDtERD, Z0DORRD VAF EDBES
[EDNTOFBIFRSNTIND (J Clin Oncol 2018 36: 3458), CDiEH. &5
T VAF DV 40% U E (—IREBH. BA/RKEE) THROHSNLEHE/NI TP Y
Z PGPV &L, ZOMRZRFTIDIO—ZRMmI DN Si& LBx RANSD GPV
FEICRITDINRNERITDCEICKDEESNDURMNDHDICEICBRT D,
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188, Liauid Biopsy IR&ETIZDO0—YMEMOIEMIC DN TEERINMETHD
(8.00—-VHSMEEELRFZSR)

6.20—HEmEEE&EnTF (Box D

Liquid biopsy IR& T3 EEBIROEDIFEEMABIRBEKD DNA ICRITDIELFE
ftE@ESN. FICOO—UHEM (Clonal Hemapopoiesis, CH) DRREZ M D13
BICIE CH TE U TR/ Py EHAREESN DI AMERSN TS, CH &
N E CBICIBNTDESNTNDD EZEERECEBHRAF CSDUREEN DD,
CH TN DRBN/N 7Y FIZLDIBEIEVAF THDIND. TPS531:ETIE50%
ZiB8 A2 VAF TROHONDT —RXAERSEINTND, 1212 LEDD Liquid biopsy &
EBRTIIEIEMIARINEI/NU P Y ~ & CHDXBIEBR TIFRL, T ELFHHE
WIRACEHEREC2DUREMEH D, CHEEERF T CH QUREMENRENNITIS
BICIE. MARZARVSELFIRETORBI/NIPY FPUIEEESEIC L. MEIC
iy UCIMRMAZ BN DERIREIC DN TESET D,

7. TFR/N—=F/XR)LTOEET (Box_E)
FTEREERDELFIC PGPV MMEREESNZBE, ITFR/\N—FN\RIVICTPGPV &
U CORBRH#ERIC DN TR I B,
APC. NF1, PTEN, RB1, STK1113EDELFIE. BEMIRICHNTSIEEICHEE
INUPY ERREBSNDEDD DB, RICTNOSDEIEMRAIIBR CHOLHE. O
SNORIBEZIRICE UCVDIEMDS. NS5 GPV THHIZBEICIE. @sh
DORIFEZIRICE LU TN DTREMENSVERFICDONTIE, XIhT 8 RMERRICET
DRIFEZFPIWCFHE LI2 D AT, UEBICEIEMBIRRIERREZIIRET I D,
TP53 IsE0 D —VHEMICENDELFDBRSICIE. ZOTREEC DN TERY
fRNT D, RAIE U GEIGAND Y VY TJIBAEPIICHIT DL IEiRERRAN SRS
NN EEHERET UL [FEEENHEDIZHDELFHRENRIZE N C 7%
NDEEFICDONTIE, ZEBIRCRTDIECFIREDERIC DN TERFYTED.

_22_



8. iERMT™ (Box_F)

THF)N= N\R)VICTHTHEEERS DZ PGPV [ZXT U, 2BB3EE UL [dhEsR
TOFIETHRESNDEMDHERZRT I D, ZEIBIENSRBRZHHFIT IR, ME
[CMCCGERAD YV ITBABORFBREZRDD,

ELNDVE ) U0 EEEMRRIBEDIRTDIZD. EoNDOUt) U TI1BHES
ENDOIVYILT—Y3Y (]88 Z17D. YEICMU T, KEDEREZHET D,

9. BIzNDO Y VT ELEMRRIIREDIET (Box_G)

EIoNO YUY IBEEE. PGPV DEESNLERERIOREEFICKT L. KE
IRBERODEBHEETRAND YR VT ZRHITDIECEIC. GPV ERDITHDERFEY
BREZIRETI D, BOSNCELCFHNREZEZENZRIDINEDNCTDONTIE. &E
[CK > CEGHMRBEDUREMNTERSNITIBEIC. ZNICK D> TEERANDZDRIEIC
ELOSTNDREICDNT, AASHADICEB UL DA TRESNDUEBENDH D, Z
DIZWH. ECFHREE+DRECND V) VT &R TRSINRITNIELIS

PGPV [CX1 T dREREE UC—RICEY VIILY A FREDREESNDD. RIR
2 CRM OB RFIRE (BIZIFIVRDAMERICXTT D BRACANalysis) DhE i
OJgE T, N'OREMDBEICIIE—ELFELULBIERICN T IECFHRELESRES
Nd. FLHAPELF/N\RIVEEOERMUBICECEESPFINOI VY FILT—Y 3 D
ESNIZHBE (Box ADSN270-) [Cld. DAELRF/\RIVRET PGPV H&EH
SNDIRMEEBSRD L. B—ELFEUL[IERRBICXT T DELFHREDERZIE5T
EESE

DABLCFNRIVEETRNONDRERY =D T Y IAFRMORFRE LT KES
BA « REDA Y O VESICKT T DREBREMENC EDETESND, DD, B
PBILF/NNRIVEE T PGPV DEESNZN >IZIHBEDEN. PGPV & UTERESN
IZWBVNU P Y RGPV TRO S IZBEICE PGPV & UIZEDH second hit Tohd
gt REZER L. RRPIRECEZEBIEZ CENDEGFHWREDIEEZERE I D,
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HABIGF/ \RIVEE (Liquid Biopsy) ICRITD

PGPVADxTtgEt (20255 hR)

Box A BLHEEER S RN
(JRFE « XIERE)
H0 |
PGPVES RS2 BIE R IR/ P g
Box B FSHI/N Y DR
Box.C VAF  >40%
120 = ARV
Box D
CHO AL DT
JRENEDEH PGPV E LIEL)
SoxE PGPV & U TEP TORIm#EE DR
WD | EREL
PGPVIEEST
Box P popvitspsm
Box_G SBEHOYEY VS

eI RIIFZH - TESRIRE & iR5Y
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A (%29 28 BOX OFMIIANDEEHZSROZE)

ERARPT RN O EEHEENRONDIBEICIE. DAELTF/\RIVEREDEEICEEN S T
BILERSPINOIVYILT—Y 3V EERT D (BOX A, DABLEF/N\RIVIEAT
GPV HERHEELFANRESNLES. BZH0T —IN-ABESRL. RAOILEST
VRCEDIE@ESNEZ/NIPY FZFHD TS (BOX B, SF/NUPY EANITPY
FEE (VAF) 40% U ETEESNTNDHSEIC, TFR/N\— EN\RILTORFIR
£ (BOX C), ZDEE. VO0—YMESHMOUREEICDNTCERAMRZSHTER
923 (BOX D)o IFR/N—=F/N\RIVTREESNZ PGPV ORTHEZHRIT D,
GPV THOIEBGICASHDRIFEZE U CVDIRMN SV ERF TIE, ERKRAR
t2RI D (BOX E). BIEE UL[BHEHEFIETRESNDED PGPV Z2&&EI1C
R I D (BOX F), EnADYEUYIBHEER PGPV BEESNLERERKV
FEFCKT U, URRBROEBHOERANDYEI VT, GPV #RDIZHDERFH
BREZRENI D (BOX G,
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B : AT HREELF IR

Tonly | PGPVAAHE
Gene HB4E HEE | PanelTOPG E30EKRHND
PVBIRIER | BADH
ALK NEUROBLASTOMA, SUSCEPTIBILITYTO, 3; NBLST3 B
APC FAMILIAL ADENOMATOUS POLYPOSIS 1; FAP1 A v
ATM BREAST CANCER {Breast cancer, susceptibility to} A v
AXIN2 OLIGODONTIA-COLORECTAL CANCER SYNDROME; ODCRCS A
BAP1 TUMOR PREDISPOSITION SYNDROME 1; TPDS1 A v
BARD1 BREAST CANCER {Breast cancer, susceptibility to} A v
BMPR1A JUVENILE POLYPOSIS SYNDROME; JPS A
BRCA1 BREAST-OVARIAN CANCER, FAMILIAL, SUSCEPTIBILITY TO, 1; BROVCA1 A v
BRCA2 BREAST-OVARIAN CANCER, FAMILIAL, SUSCEPTIBILITY TO, 2; BROVCA2 A 4
BRIP1 BREAST CANCER {Breast cancer, early-onset, susceptibility to} A v
CDC73 MELANOMA, UVEAL, SUSCEPTIBILITYTO, 1; UVM1 B
CDH1 DIFFUSE GASTRIC AND LOBULAR BREAST CANCER SYNDROME; DGLBC A
CDK4 MELANOMA, CUTANEOUS MALIGNANT, SUSCEPTIBILITY TO, 3; CMM3 B
CDKN2A MELANOMA-PANCREATIC CANCER SYNDROME A v
CHEK2 TUMOR PREDISPOSITION SYNDROME 4; TPDS4 A v
CTNNAT - B
GOITER, MULTINODULAR 1, WITH OR WITHOUT SERTOLI-LEYDIG CELL TUMORS; MNG
DICER1 FrI/BLY A v
PLEUROPULMONARY BLASTOMA; PPB
EGFR LUNG CANCER({Lung cancer, susceptibility to} B
EGLNT - B
EPAS1 - B
EPCAM LYNCH SYNDROME 8; LYNCH8 A
FH HEREDITARY LEIOMYOMATOSIS AND RENAL CELL CANCER; HLRCC A v
FLCN BIRT-HOGG-DUBE SYNDROME 1; BHD1 A v
GREM1 POLYPOSIS SYNDROME, HEREDITARY MIXED, 1; HMPS1 A
HOXB13 PROSTATE CANCER, HEREDITARY, 9; HPC9 A
HRAS COSTELLO SYNDROME; CSTLO B
KIF1B NEUROBLASTOMA, SUSCEPTIBILITYTO, 1; NBLST1 B
KIT GASTROINTESTINAL STROMAL TUMOR; GIST (Gastrointestinal stromal tumor, familial) B
MAX PHEOCHROMOCYTOMA, SUSCEPTIBILITY TO A
MBD4 MELANOMA, UVEAL, SUSCEPTIBILITY TO, 1; UVM1 B
MC1R MELANOMA, CUTANEOUS MALIGNANT, SUSCEPTIBILITY TO, 5; CMM5 B
MENT MULTIPLE ENDOCRINE NEOPLASIA, TYPE I; MEN1 A
MET RENAL CELL CARCINOMA, PAPILLARY, 1; RCCP1 A
MITF WAARDENBURG SYNDROME, TYPE 2A; WS2A B
MLH1 MULTIPLE ENDOCRINE NEOPLASIA, TYPE I; MEN1 A v
MSH2 LYNCH SYNDROME 1; LYNCH1 A v
MSH3(bi) FAMILIAL ADENOMATOUS POLYPOSIS 4; FAP4 A
MSH6 LYNCH SYNDROME 5; LYNCH5 A v
MUTYH(bi) FAMILIAL ADENOMATOUS POLYPOSIS 2; FAP2 A v
NF1 NEUROFIBROMATOSIS, TYPE I; NF1 A v
NF2 SCHWANNOMATOSIS, VESTIBULAR; SWNV A
NRAS NOONAN SYNDROME 6; NS6 B
NTHL1(bi) FAMILIALADENOMATOUS POLYPOSIS 3; FAP3 A
PALB2 BREAST-OVARIAN CANCER, FAMILIAL, SUSCEPTIBILITY TO, 5; BROVCAS A v
PDGFRA GIST-PLUS SYNDROME; GISTPS B
PMS2 LYNCH SYNDROME 4; LYNCH4 A v
POLD1 COLORECTAL CANCER, SUSCEPTIBILITY TO, 10; CRCS10 A v
POLE COLORECTAL CANCER, SUSCEPTIBILITY TO, 12; CRCS12 A v
POT1 TUMOR PREDISPOSITION SYNDROME 3; TPDS3 B
PTCH1 BASAL CELL NEVUS SYNDROME 1; BCNS1 B
PTEN COWDEN SYNDROME 1; CWS1 A v
RAD51C BREAST-OVARIAN CANCER, FAMILIAL, SUSCEPTIBILITY TO, 3; BROVCA3 A v
RAD51D BREAST-OVARIAN CANCER, FAMILIAL, SUSCEPTIBILITY TO, 4; BROVCA4 A v
RB1 RETINOBLASTOMA; RB1 A v
MULTIPLE ENDOCRINE NEOPLASIA, TYPE IIA; MEN2
RET BLU A v
MULTIPLE ENDOCRINE NEOPLASIA, TYPE IB; MEN2B
RNF43 SESSILE SERRATED POLYPOSIS CANCER SYNDROME; SSPCS B
SDHA PHEOCHROMOCYTOMA/PARAGANGLIOMA SYNDROME 5; PPGL5 A v
SDHAF2 PHEOCHROMOCYTOMA/PARAGANGLIOMA SYNDROME 2; PPGL2 A
SDHB PHEOCHROMOCYTOMA/PARAGANGLIOMA SYNDROME 4; PPGL4 A v
SDHC PHEOCHROMOCYTOMA/PARAGANGLIOMA SYNDROME 3; PPGL3 A
SDHD PHEOCHROMOCYTOMA/PARAGANGLIOMA SYNDROME 1; PPGL1 A
SMAD4 JUVENILE POLYPOSIS SYNDROME; JPS A
SMARCA4 RHABDOID TUMOR PREDISPOSITION SYNDROME 2; RTPS2 B
SMARCB1 RHABDOID TUMOR PREDISPOSITION SYNDROME 1; RTPS1 B
STK11 PEUTZ-JEGHERS SYNDROME; PJS A
SUFU MEDULLOBLASTOMA PREDISPOSITION SYNDROME B
TERT LEUKEMIA, ACUTE MYELOID; AML B
TMEM127 PHEOCHROMOCYTOMA, SUSCEPTIBILITY TO A
TP53 LI-FRAUMENI SYNDROME; LFS A v
T7SC1 TUBEROUS SCLEROSIS 1; TSC1 A
7SC2 TUBEROUS SCLEROSIS 2; TSC2 A v
VHL VON HIPPEL-LINDAU SYNDROME; VHLS A 4
wr1 WILMS TUMOR 1; WT1 A
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