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- ACMG SFv3.2list (ACMG SF v3.2 list for reporting of secondary findings in clinical exome and genome
sequencing: A policy statement of the American College of Medical Genetics and Genomics (ACMG).
Genet Med. 2023 Aug;25(8):100866 [Epub 2023 Jun 22.]) ICEWT, Z VAL BTV —L/7 )
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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)
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NEBOCENIOT A FF4 v CHESE - ZREANS THINAZICHT 3 EEMEHEHE ¥ Lo,

7. AFEIEDERWHEESNSHRE
RIS CEREMEMARE 2R ) 2RO NELEEZRO T 2 A ¥ P 217 EH. XU,
MGPT %z 49 & 3 2B FHIRE CRIGIEESIEREED GPV 2EE S h 7z EMz Il EL Tw 3

8. AFFIZTDEEINDIFIHE
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FoA v OfEABBEL 25 L Bbh s,
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ARFG & DIFICE L 28213, HARERMEGEY 25 X WEETBRA A S 25 A S
ERATIEFZE [7 7 2GRS U DA TS5 2188 O HE & BIRENERICB T 2 B - thak
Hl o Ffi B X CEIR O & SIS 205t ] (WFEREE  FRR) o3Ric X 5, % Dt DR
LREDP L DR EF YR T Tz,

12. FSHER

ARTFB EMERA v N — DRE RIS, B X QAT R3S % FE L 72, R 2RI I
D WTIE, HAEGHERE 20N 1L 7%,

[Aug.15 IRf sl CROECR B « MERE Y ¥ COI % ii#k]

[EEE]
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ACMG/AMP 2015 M1 RS54~
American College of Medical Genetics and Genomics (ACMG) % Association for Molecular

Pathology (AMP) 2 U* College of American Pathologists (CAP) & &R CTERL L 7z, FHEE D E F - 5hi
mANY T v F O RS, UTOHAA F T4 v,

Richards S, et al. Standards and guidelines for the interpretation of sequence variants: a joint
consensus recommendation of the American College of Medical Genetics and Genomics and the

Association for Molecular Pathology. Genet Med. 2015; 17:405-24.

Comprehensive genomic profiling (CGP : BIEHIDAL ./ LTOT 74 ) VU JIRE)

XA A U 285 T OEAL 2 FEMEICHRNT L, 2 D25 A DB T B 1IN 3 2 1B SE LR
ABOEImER2 L 2B 3 2, EEHEMO & F 72 12+ o fE5 Hk DNA % v 2 ik
. SR & BRI EE&D) ZFRFICTHR 2 matched-pair EXRH 25, CEN % HIE L
CHBAT ) 570774 ) v 7, DABGT SAMVEEESEEINE LD H D,

DNA S XV wF{E1E (DNA mismatch repair: MMR)

DNA O T 7 — % EE T 2O 20T, FrictHfI Cldm Wi offli&be (DNA I R+
v ) REET IO L, DNA I 2~ v FEEICIE. MLHI, MSH2, MSH6. PMS2. MLH3,
MSH3 DY 7 b 6 OB TG T2 2 BAHMbNT WS, £/ DNABER LS -3, <47
3774 IS DNA O 1~EfEEO#E VR LES| o V23, IR~y FEBHE
e K 18 (deficient MMR: dMMR)IC X Y~ 4 7 a4 7 74 +F ORERBEELEL, ~4 70T
F A P ALENE (microsatellite instability: MSI) %5 Zii 9, I R~ v FEEMEEIR-NLTH D
IKHE % proficient MMR (pMMR) . #5922 & % H 5,

GPV (germline pathogenic variant)
ATEMIA R INICEED SN BRI T v b, BDAGEBEMEELRTIC GPV 2380 2861k, %48
B ICBEE T 2 RE DIEER DFDA ) A 7 235 K 72 2 IREE - (RNE %R T B MEIEEEMERE & 7r %,
CGP It BWTIEH % 2 v b v —ic v 2 Tumor-Normal ~= 7 #E cAFEMIIE R I T n
7-J%iI8 Y 7 v+ iz GPV TH 5, [ : PGPV (presumed germline pathogenic variant)]

HGVS Nomenclature
DNA, RNA, BX VX v X7 EDORHANY T v b3 5 720 O EFRIICERHA X 1L 72 FHEGE#
s HGVS Nomenclature (¥, FEKREE TNV 7V 2Bz 2720, EHRPILT — 2= T
NY TV ERET L0 TN S, HGVS Nomenclature (¥, Human Genome Organization
(HUGO) oo . HGVS Variant Nomenclature Committee (HVNC) I X o TGEE XL TW»
%,
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LDT (laboratory development test)
FDA (7 * U Z &MEHENE: Food and Drug Administration) Cid, “ERKRMEH%Z HAIC 1988 4

D R E YGEIE IR (Clinical Laboratory Improvement Amendments: CLIA) O T CREEE X 1,
CLIA O F CEEICEMRME LT O M EEZH 2 L T HE—DmEEN Ccikal. 3hE, X
B IRIEZW I ESE S, (In Vitro Diagnostics: IVD) "¢ EER I N 5,

MINAS (multi-locus inherited neoplasia allele syndrome)
2 DLl o2 ASBRENEEEGTIC GPV ZEoffl A, SSGT icH~<T., MGPT Tix MINAS & 2k

SN BB NS 5,

PGPV (presumed germline pathogenic variant)
IS AR A% D A el Hilzift DNA %32 CGP oW\, EEMRI 5 b BIKAN ) T v
L, [Z88 :GPV (germline pathogenic variant)]

SNV (single nucleotide variant)
7/ I DNA o~ b DI L L 72 b @, SNV o T, & 2 EHNTOHLD 1%L ED
HE RO LN D DEHHLA (single nucleotide polymorphism: SNP) & I3,

Structural variation (SV)
— I 1kb DA R ofEIICZE D 2 E 0L L, 2 ¥ =YY 7 v F (copy number variation:
CNV)<. W7, HfHsEE, 77 Lo EGHGEHE AL REK) 75 &% & UEIE T 2L O,

VUS (variant of uncertain significance)
NY TV OIRIENE TG 2 EHROER—EA TR0, WM E ORRARIEE RN T v
Fo

XESEEHMSEE (SHMhEIE) ME&E (X-linked recessive inheritance disease)
X QetfRk 0BT O GPV RIECRIET 2 BinMEEE, X ek bic GPV 231 av—5 3%
G XPEOEAER T ARKL2RWEEERERE L R0, XPEOKRZ 2 K OLMHIEFRIE L R W BT & 7t
50

7oty avEsS
BWEEY T I 7 BN T — 228N T 2720 IcHo N EEDOEFS, il 21X NCBI ©
GenBank TiZ A v+ v+ —RNA (messenger RNA: mRNA) OFfE SIS (V7 7L v X[
) AR TES L LT NM xxx Ktk EBXHW LB,

7L (allele)
Al U8 FRRICHIET 2 KRBk 2 WIdHHROEBLETFEZEINY TV b, #HE, ZNZNLOER
TS —D2FTODT LA EZZITHS, TLLDOHAEDLEERRE RS,

7L IVSEE (allele frequency)
BHLEMOPTREDT L AN ENL L WOMHE CHEET 2 2R TEE,
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BiEhoot oo
HEEANDBRFANEGICOWT, ZOEFAIZE, LDHEHYANE L X UOFRIE~DHE 2 N 4 H3HE
L., ZRNICHEILL T T 2T 5 7Te v %,

BIEFHIRE
BEIUOItav P77 a0, FRIFICEREZRLL 2, 2 Ofifkns ki ic /A 5 2 8E
THEH (AJEAIE RS OBIE T X VL 2 I 2 HH) 2L 20T 2 RH,

BB (genotype)
RS O BB EE & L CoBEEER, DNA OHEILES L L CE I, — Il o2 ik

W72, 1 DF 2 IEROEL TREICE T 2] (TL) oflAaEbyicksTREE NS, —
ODTLADREULEAE%Z [FEEAT |, Ba256% [~FuESH| Ly, [S08: RIRE
(phenotype)]

BEEFROU——TRE
MAENREL T E2EREZHBITNRET IR 7Y —= v 7BRE, NRET MBS, B—EERTH5
WITBGE TR Rk aEEE T, (B T A MRE]

NAGEEMEIEF (cancer predisposition gene £ U< I& cancer susceptibility gene)
GPV B 7256, BAIKHEET ) 27085 T 58T,

WA J IER
20 BE OIS X CIERHO7 ) MER (7 AUS 0L F+ 3 v 7 2150 &0 3) %
W CHRIED I - THRTH - SIETHI 252 75 B, RIEE DR E T 52 & 4ib 54, Bk
DEDBEDO VAT 7 LEEIL, REIEEZNRE LERIETH IR Ty,

934Uk
BIRA Y e ) v 7 2R 2 HAPEIR, KB L dMansg, FRCEEL TV ARWEELH Y,
BECTEIBL 774V EIFIEN S,

20—2M%&Mm (clonal hematopoiesis of indeterminate potential: CHIP)
BB TR D RRE R % FoH— G MEHIIE 2 & F64: U - MIRE2s85E L, imiiie o —ik £
T 3R T 2R, FFicEmiBEICs VW THARICRET 22250, 4 DA IEIEIRTH
%, —HofERCIAMECZ OMthDEMRDERE~LHETT LIV R 7BEEL L & HIC, BEEIFA
REEBEB L Vo2 % DIFEFOZE ML 22 Z L BAL L E L oTW 3,

7/ LEEHEE
77 LEROHEEIC BT 2 AN T8 2 E D, T AERO KR FEM L £ O ke Hig 3k,
IERAIRE” RE» 077 7 LEREZERPLOLTRIT oINS K 9T 5720 Dtk DA
2> OFHER 7 IC B S B EEAY & L C 2023 4F 6 H 16 Hiczeft - fifT T e, AERIX, 77 418
WY 2Bk, HAD 7T A vy — R, ERERICES Moz E&t, 7/ sERICE

(p.11)
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% BE DR ZRE S 5 132>, THIERAF O HEtE, AMBR. ER~OERIEM & Mg eER &, 7
J LEEOHBREICHESZ Y TS, HRICBT 27 7 AEEOEDA FE, EEY— 20D
BB ERHNE LTW 3,

5 LA REhEREMT (genome-wide association study: GWAS)
JEBSLEE DY & e EMcBE T 2 SNP ZEET 27201, 7 L2+ 38+~
BE T D SNP % M5BT 3 2 WH9E Tk,

JIN=F 252K (companion diagnostics)
SRR E SRS AN RE ICHR 2> &9 » RGNS TR 5 720 I v b 2 2 Wi, B
ST ORERCEEEGE AR, BETEME LD, A~—h—%2RELZWHT 2 FESHVw LR
5, avo=F VB, KEER (precision medicine) D%t 22 TH . BHEICHRDEL
TRBEEREIRT 3720 IR A RTH B,

—RA3DR
DA RRBIEEIE T O GPV RREFF IS L, EPAD R EHE TN B EaGICOwT, A DFH
Fe Rz HIviC 2 DMl 2> < FHERIC T 0 2 B,

SRES (U2 7L 2 XEE)

v — 7 TV RN ORRICEME & 7 MRS, S IEECYIZ. 2003 Fov T LT RY 27 R T
fEgt X =7 7 LEY] (SRES], V7 7 Ly ARSI IESR) REHEL 55, AH AR OL LT,
Genome Reference Consortium(GRC) ® GRCh38/hg38 % GRCh37/hgl9 & BHHbNT W5, U 7
7L VAR5 &, coding DNA 236 U CT% genome DNA OfLED 7 5,

R —O T — (next generation sequencer: NGS)

DNA % RNA OHEES % Sl 2o K@ ICFRFIC R T % 2 Xy — 7 = v xH iz EH L 72
fENTRS SR, PER DRRITE & ik L, 2 & b LR &2 KIEICHIR L 22235, B ToNY) 7Ty b, ¥
Wz —v Bz & 25EHICoTcE 5, AT, BEMEEEOZE. EALEZ &
&L IR B CItHE N G,

BReEhEn (HhEE) M%E (autosomal recessive inheritance disease: ARD)
WY FICEET 2 18 FOM 7 L i GPV 235 288 ICRIET 2 8RS, AR I
HILIERIE GPV 758 (RAE) TH 3, il s 1 oF> GPV 2RI EICRIET 5,
REE DOWE A S DWAM 7 L i GPV 24/ LIAET 5 AlfetklE 25% TH 3,

ERefEhEc (BMhEr) M&E (autosomal dominant inheritance disease: ADD)
HROE LICHEET 3 1LEETFOR O T LA GPV 3 2384 ICRIET 2 B E MRS, Mo
ELE LB GPVIRFFETH 2 2 L 3%\, FBEI2AGPV 24 LIRIcs Z#k < raeMIX 50% TH %,

DT A MRE
B 5 IR B O FeInE CRE S N RRERL O GPV O A % RN R & 3 2 1, [SEE
Z2O)—ZVJKRE]

oy

DEEF

!

(p.12)
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BEMEERICE T 2 J1KEL T OERE (genotype) DIRAFHICHE VT, KIM ( phenotype) 23
FIET DR, 100% DHERTRIES 2 LB ZERREL VI

S hEMRRSIFRR (germline findings)
AKOMEHWICED &3, kA ff - T ot & 7z MR 5 BEE 3 2 158k, CGP

7 & H O & L ARER I R YR ) 7 v Mt GPV, AETEIE RS 3 8 D L BRI N Y T v b
i PGPV &M Eh, germline findings iCidMiF28& th 23, [B8R : ZREIAAR (secondary
findings)]

S hEHRERSI/NY) 72 (germline variant)
W15 2503280 L T2k 52 DNA ofHEESIZ, AEiiiE (germ cell) &1, ¥

THL0EINTE2IEST, DO TCEET & LI, XIERIGERERZ G2 2 5%&E %2 oM cd
%o RGN DR CATEMIE RN ) 7 v MITFEET 5720, 25 DT CoMIMEICF UL 3G E
2, [S88: FH#F/NJU 72~ (somatic variant)]

tHR#EIR % 1E18 (homologous recombination repair : HRR)
DNA EEEEEMO—> T DNA ZAKHEUIM 2 E1E 3 2 LA, NZT7 vy ofFE R ied % Fio
DNA %§HM & L CHRESOEER 1T 5, tHE A2 EEICEED 2851 2 #&F L T HRR Ei&
Ty, S8 HRMBIRZIEEXRIE (homologous recombination deficiency : HRD)]

tHRAIR X B8 /78 (homologous recombination deficiency : HRD)

HRR &5 T OHEREIC B E 2348 LT 2R84 HRD &3, HRD 0FFliic iz, ST/ LR LE
£ (Genomic Instability Status: GIS) 227 08, BRCAI, BRCAZ2D Y T v hght (CRKEIER
WA &) HHEINE A% v, [SR HREAHBEZEE (homologous recombination
repair : HRR)]

{A#ARa/\N 72 I (somatic variant)
B iR Z KR4 2 AFEiia A o Ml (SHIIE somatic cell) IR ICAE U 2GR\ 02 {l, Al
DEEFERIZ KA IZZ T HRE N, [B0E 0 E5EHRRSI/N 72 b (germline variant)]

ZEBIEF/INRIVIEE (multigene panel testing: MGPT)
FFE DR ECIRREICE#E T 2 BB OB T2 FRFFHCHRE ST 2 ik, 2OTFEEF. 2PA, DINERE,
HiVREBE R EOBEMEEY X7 CRRZFHE T 5 -0 I s,

BHEDEGCHIEEEREBIDSEFMNRE (syndrome specific genetic testing: SSGT)
FiE DBLIEESIEERICN T 2 B iIRE, H2E8L 71 ~El<Th s &3% 0,

ZREIFRR (secondary findings)
[ D3 A DEZW R EE., FETFHIO-DIC, BRAMOMEHII NY 7 v b (RHIRERY) 2

(p. 13)
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TOHLHNTHEBEI NS bW BB AEET S VREICE T, AHEMIERINCE LEETE 58
V7 v b GEIETERY pREIhS L] CFEXDOKRL) L. "7/ 2EERICET 2 EMInET
ne ZICBTRIRE—Z D 1 BABET S A EELZTOIC (LEH2HR) " TERILTY
%, WA CIRERRIIC ZRIFTR (secondary findings) & v AEJEMIE R (germline findings)
DI G S B I B 5., [BER 1 EFEHAERSIFTR( (germline findings)]

BFREZS EERICHITDECFRIRE - ZERICBETDIHIRS1 )
BELEIEROEEIC T EE LEE L 72 T, Y2 %R NIOEEZRT - 2W 2 EiEd 2 729
IZ, EREEEPABE T REERWFELEFH 2T 072404 F 74 (2022 3 AXKE),

INU7 2k (variant)
7 LEWRD SRR R T HIEE. TI1C DNA O ERSIic B Rk L 72 2 7 7 LB (ZHE)
R AR 2453, NY 7 v PICRIEE R & ORI EE QRN 2 3 2 54,
ACMG/AMP2015 #' 4 F 74 v<ix, [JRERED Y (pathogenic) |, [HZ 5 {HIEFRD Y (likely
pathogenic) ], [JEIYEFAIH (uncertain significance) |, [¥&% & {mEFE 7 L (likely benign) |,
[fE 7 L (benign)| @ 5 2I1cH LT3, [ ZE (mutation)]

#FIAEY (phenotype)
BEMOREYZ T CEBRICBR I N2 lEoE R, RUERHNEZET2MHATH->TDH,

A URBA AR L RRS 2w, B8 1 EEE (genotype)]

TARTERRIR
ANYT v MR LT, X ORRIETEIC ORI 21T 9 F3E. MRl o L i3, ACMG/AMP
2015 WA F 74 v ST 2 eBHERINTN S, $HEFE, BETFILeN) TV FOFED
LT B b 72 RIEPE O RHIT i b fAlICiRE S T 5,

SIEIZHME (Analytic validity )
A DRGHEY: & SN D5, analytic sensitivity (MIELESL) . analytic specificity (MIERFFRE).
laboratory quality control (F5EE ), robustness (iEf#{E) © 4 DOERTHER I NS,

ANTFOESH
BIEWEEBEOFEK E 725 GPV 2HAHD T LADARERE L Tw 2 A, HYREOAEEER (BHE
r) WADOGHERRIEE D> RFRIE GPV {REE &b, HRORBETER (HdEr) BXogaix
RRE 22, [B8R R ERGE]

REERSR
b HEEHEREDIRK & 7 2 8EFicxf L, GPV 2l 7 L VICRFEL T 3 A, Rl UEEFHEIC

BT, AILT7TLAZHELTHLRE, SREOABEERERLR (HHER) BAOGEIEERE) X7
BEo, HROAEEER (BER) BRoG& AR, ~7 v #HZEH X 0 b EEbeRIE
R WEE 2SS 5, [B88  ATOEER]

(p. 14)
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ZH (mutation)
NYT v b eFEBERE®RE D OFEE, BRIFEEE R OBICIRE I NS I EEWITICER S H 5
728, EEEFNY 7 vk (variant) Z W R 2 3%, [BE NP2k (variant)]

R JI —w21)X2 X7 (polygenic risk score: PRS)
B THEZRORE - KE %2, ZBOBLRTEZHFREL CGHEL X2 7. X UOFHio &, #
—kﬁ¥ﬁ%5?5%//1~/7&%&b RV v z=v 7 eid, ZROELETFIPESET %%ER
FEERT,

RREES
HrE OEIEIEEE D GPV #E#E ¢, 20 ATERBIEL T WA, BIEY X2 2 HT 3 K%
JEZ DY —_A 7 v R, PHHERSRHZHOBNA»LEETH 5,

NS/ L% (whole genome sequencing: WGS/ whole exome sequencing: WES)
W7 7 NENT R, WGS 137 7 28k%w vy — oo v 2 LEHES #vE+ 5, WES I35/ 4
NOLZ ) VDBREWNRE LY —F vV %75,

EH1 2 (mosaicism)
O oDRHEHETIEH 325, Ml OBERCERERLSICEY, NV T Vv N E2ET 3l

&7 Mg S RAE L T 2 IR58, IRFEAE BB CiAiRic B im0 e 2 5 [l =94 7 &,
MR ORERSPINE) o —icob )Ty F2fo MER] €34 70355, AR B IcAE
U7z [AHINE) =34 7 CRHERICD SV T Y P2 A T2 808355, HIREY A 7 2080 5 13,
GPV 7% XA 5] & ik CHIBEMED B 5

EEPREE M (Clinical validity)
BEEEME IC B W IR RN T 2 BRI 2R 3RE. [BEEICE T 2 8FNRE 2
WHcBE4 2454 K74 v 2022 4 3 AT BT, "EE (REXD D L 2oBIER), FEE
(RED I & & of2MER), REORER, BiE@EhE, i@k, Sl REMoERR &
DIFHICTE D W CFHiE 3" g E LT 3

ERAREVERME (Clinical utility)
G 7B 2 HH2RICEAT 2 5005k 23l § 2 B E &3~ 5. WREEDHA

JEE. AR RIEHREDO G, FIEEMIE, <4 vy PR, @~ RFrEHL, fid. &HHE. £
=2 Y7Lz EL TN TCOERVEEN D,

(p. 15)
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b5

ACCE
ACGS
ACMG
ACOG
AD
AFAP
AMP
AR
array CGH
BHD
CAP
CDC
CGP
CHIP
CHRPE
ClinGen
CMMRD
CNV
COSMIC
ctDNA
dMMR
ELSI
ESMO
EUA
EUS
FAP
GAPPS
GIST
GPV
GRJ
GUS
HBOC
HDGC

analytic validity, clinical validity. clinical utility, ELSI ®ZEXF
Association for Clinical Genomic Science

American College of Medical Genetics and Genomics
American College of Obstetricians and Gynecologists
autosomal dominant

attenuated FAP

Association for Molecular Pathology

autosomal recessive

array comparative genomic hybridization
Birt-Hogg-Dubé

College of American Pathologists

Centers for Disease Control and Prevention
comprehensive genomic profiling

clonal hematopoiesis of indeterminate potential
congenital hypertrophy of the retinal pigmented epithelium
Clinical Genome Resource

constitutional mismatch repair deficiency

copy number variation

Catalogue Of Somatic Mutations In Cancer
circulating tumor DNA

MMR deficient

Ethical, Legal, Social Issues

European Society for Medical Oncology

examination under general anesthesia

endoscopic ultrasound

familial adenomatous polyposis

gastric adenocarcinoma and proximal polyposis of the stomach
gastrointestinal stromal tumor

germline pathogenic variant

GeneReviews Japan

gene of uncertain significance

hereditary breast and ovarian cancer

hereditary diffuse gastric cancer

(p. 16)
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B - BHERIE

HGVS Human Genome Variation Society

HLRCC hereditary leiomyomatosis and renal cell cancer
HRD homologous recombination deficiency

HRR homologous recombination repair

ICGC International Cancer Genome Consortium

IDP intensive downstaging polypectomy

IHC immunohistochemistry

LAM lymphangioleiomyomatosis

MAP MUTYH associated polyposis

MGPT multigene panel testing

MINAS multi-locus inherited neoplasia allele syndrome
MLPA multiplex ligation-dependent probe amplification
MMR mismatch repair

Mondo Mondo Disease Ontology

MRCP magnetic resonance cholangiopancreatography
MSI microsatellite instability

MSK- Memorial Sloan Kettering-Integrated Mutation Profiling of Actionable Cancer
IMPACT Targets

NBS Nijmegen breakage syndrome

NCBI National Center for Biotechnology Information
NCCN National Comprehensive Cancer Network

NGS next-generation sequencer

NIH National Institutes of Health

NLM United States National Library of Medicine
NSGC National Society of Genetic Counselors

OoMIM Online Mendelian Inheritance in Man®

PGPV presumed germline pathogenic variant

PJS Peutz-Jeghers syndrome

PMI Precision Medicine Initiative

pMMR MMR proficient

PPI public and patient involvement

PRS polygenic risk score

RCV Reference ClinVar accession

RRM risk reducing mastectomy

RRSO risk reducing salpingo-oophorectomy

SCTAT sex cord tumor with annular tubules

SFWG secondary findings working group

(p. 17)
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SNV single nucleotide variant

SSGT syndrome specific genetic testing
SV structural variation

SVI Sequence Variant Interpretation Working Group
T/N tumor-normal

TAT turnaround time

TMB tumor mutation burden

T-only tumor only

VAF variant allele frequency

VCEP Variant Curation Expert Panels
VUS variant of uncertain significance
WES whole exome sequencing

WGS whole genome sequencing

WTS whole transcriptome sequencing

(p. 18)
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31 8. BICHEREERE DR

EIGEESIEIREFDOBE

. BREEEAERREDOERNEIR

DBIDEE
100 FLA ERT2 & BAEME A MEE NS 2 WIIRIENICL R T 5 2 & (RIEEREE) BAsh v,

NS DEEZEE LU CEKEEEE (familial tumor) # 3 WIS EHED A (familial cancer) & FEFR X
NCwiz, KEEREEEOIRA L 7 2 8 A G EMEE 25 1990 £ 5 R W CRIE & 1. Kk
EHEECEREBERIC» 2D 5T, EEOKIEICHA G MREEEELRF MG 32 2 L3 HL KR
s U HiR % B EfES (hereditary tumor, hereditary cancer) & PFEFRS 2 X 5 ik -7, L2 L
BH G, BIEICE O TH FKIEMEME & OB EEES O A2 XAl X g, HEZHE <l oo i
WHNTWD, TFEBRFNEOERICE Y, BAGHEREERT (cancer predisposition gene) Dif
ROBINE Y, EETIRBN P OICEBEES oA L D b BBt A SR EAEBEE (hereditary

cancer predisposition syndrome) & %\ (ZERPEEEEMERE (hereditary cancer syndrome) 23 &4
5204 kol, TNODOMFEEOHEICITHMRICL o TH I E IR RMERH V. BN Z A 1
BRI ONTTVR Y, TI0oBTREZEFREL, AFIZTRPAGREERTEF ZHK L T2
PR - N R T HEE L L C EEHEESEER 2 Wb kit Lz,

QEGHEBEREDREE U TONAREEEEETF
D3 A BB EIE T (cancer predisposition gene ® L < 1% cancer susceptibility gene) 1%, AFH#HAER

HIJEI N ) 7~ b (germline pathogenic variant: GPV) #HF 3 2{H AN IcEB VT, ZYELTIcBEET 2
K€ DI DFDA Y 27 D EL 7 b,

QEGIHEBEIREF D

R VENEBE R L. FFE OBBOBSRIC A ZRIEL B WEHAA D Y (R 1-1), & ZICHATIER
WIEIED BT 5, £72. FFEORKEICEET 2 84S REMEET 3. PAEICX Y Bz, EErE
BHEERE OB S o3, FRE 2% GPV 2 L CTnTh, FRICEEST 252 REL Tk
VL WhW B BARRIEIRE CRIEER) bE&Ehd,

EETEEEEERE O & L CHURIE - BEFE I3, OFEFE (ROIFFRENR X 0 HEICHE S FIE)
TOBNARIE, Q% EM., EEME. &2 CIZWHIED A, QR 2 TN D 23 A, @FF I 72 Bk
i, @FDPBARERETFOND, T/, KEECTIFHEDOLADRKZFNE/MEE T N, BURK
i - BEEE B X OFIEEOJER A O FE D 03 A O ERBIEM 2 15 C. BinElEEEFZEECcZ 5L
085,

(p. 19)
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BRI EREGREICET S

ZEIF/INRIVIRE (MGPT) DF51E 2025 Fhk [R] oBFECMEEFS

1 - AL
& 1-1 ARNLOECMEESERBEDER, EGHEN. RRERINASGREBLELTFS JUERLRE
REA LA DA G R IER IR T F 7z NS AR - TS
Lynch FE#REE AD MUHTL MSHZ MSHO | s erui, i, BT - R RS
PMS2, EPCAM

Ex9/3iwNIZ] e AD APC KIGHE, & - NEGE Y — 7 REIEE
MUTYHBI#A Y - 2 AR MUTYH RIGRIE, Ko
BIECE AR AD CDH1 HE. FUE OhIEE)
AR Y — o RAEMREE AD SMAD4, BMPRIA HLERY =7, KiEE. B
Peutz-Jeghers fEfERE AD STK11 HACEEERE, MRS, FUE. T EERbE, O
Cowden it/ PTEN &3 fEAE R AD PTEN HLE R Y — 7 HURBUES;, T, FE B
ERPEFLEIN RS AD BRCA1, BRCA2 FUE. DRSO, AT, e
Li-Fraumeni fiEfH AD TP53 FURE, BEAE - A AIE, B RCE
von Hippel-Lindau & AD VHL PR RS - MM SRR, B, 18 AlieE
TEA P MR A Y P AD RBI MBI, A AN, K P
S VR (LR AD T7SC1, TSC2 PRI, BRI ANEIE, Y > IR A AL
WTI1BEEY 4 v L 5 AD WT1 7 4 b o AT (B M)
% ek NS IS AE 1 1Y AD MEN1 BIFRGGETZ ., B - B MR o W IEE, T A EE
% 6Nk NS RIS E 2 1Y AD RET TR BEARSE, 18 i e
R 3y 7 1) S« SDHA, SDHAF2, SDHB,

P AD SDHC, SDHD, MAX, SR <5 v 7Y A — | Bt

TMEM127
PFEARAEIEE 1 2 AD NFI PRERRMEIEAE . ARAEPIE, Fm, FLE
PFEARAEIEE 2 1 AD NF2 HOPERRRERRIE, FFREIES. HEE
AD: BRERIETER (BMHER). AREREFRELER (BHER)
@GPV DET BiEGIRIR

GPV 3284 H#H @ 10%Hi#21
HL oA, QTR THIlE, @b vEwvthi vworil

CHET B EHEEINTWS, GPV 12, OAKRAIC L o TRZNE, QI
GIFHRD 4 >ORE%#E T 2 ERIERTH

5 (?% 1_2) o
= 1-2 ECERD 4 DDOFE
O REH - RNCEWGEBERITEEZLL 2w

-HLERTFTHINEE, mEIT1IETL

@ JfEr oRtE, RN

- AN CEEHERIE LG 2
- [FSE S N AFEMIIERS N Y 7 v b b MRERCHE ST 280 7 v FERRLIRR—TH 3
c KHENT A A@‘lﬁ%ﬁ?ﬁi‘b#

niE, MEORERES L2 D

S FAERTZW, HIERTE
@ FR%E- P FERORIEE FHIT 22 L 03H D
@ doiFwuik XY TV ORABEROHIMIAED Y S B

RNY TV E Ao TP E N REOFE, FERICER, EELICEAERHD 5 5
c B EEOMES L LI

IRBIF MY ZD Y 5 5

(p. 20)
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OREVRAVICKLBDEGFDIE (B E25EBAT. F4E)

EARTEREEHEMRAE Tk, YOBIETIC GPV BB 201X 5T, FBIELH VA DY, BADF
FEY R 27 (RiEHR) 1R% 5,

BAGHERBEEEFIVERFICX VRERIIEL Y, PAGREEELETD GPV 26 L T3k
PEIEEREERE DA B LT RAZRIET 2 b T Tl (REREE), £7-. RELREIFR BT T
b, KA. T B (AR ICX WV RIES R 258D H D, BAGREEEET O AFIE
YR (RER) ~OFG L, GREH - TEREE - (KREE, b2 ITEBELSAOBETIEE Y
A7 YR ARY RZ KA I NG, FIREE/T ) A7 UTOH D3 % OEHIEE ML L T
NIRRT AN

B EEEREEO S IEROKREEER (BHEE) 2@ (autosomal dominant
inheritance : AD) % & %, SURIfICIL, BF R BloE RS EmIfIcB®E S 2 GPV 2 H T2, %
DYH. Z DT 50% DR TZ D GPV 25| &k b, JRIK & 7 2 23 A 58 EBEELE T 233 A
FlEETFTHh 2BRICIE. GPVIIRATDOTLADHRTH Y, b 3R FTDT LIV IFEHRIICHERETE 0k
BN Y T v b L, BPAEFIET S (two-hit theory), AD JERX % & % GPV 23 de novo THAEL 7285
By BELIMAENDO LI ICHRZEI LD D,

FAFETIE, Bl FILICPARIEY R 7P #HINTWwD,

2. BICHESEREDRON SIRDEEFIRE
ORIFEICH T SHELHT (S8R 1 55 2 Z BA1. BA3. FA1)

BRI 5E b N 2 BR OB AL, IESIE Ry — 27 = v ¥ — (next-generation
sequencer : NGS) ZH W 7-ftrffiosalag e 72 v . MEHHICERLA > Tw3 (K 1-1), $7xbb,
FE O BACVENESAE BEAE IS 0G5 2 IR T D A % f#HT 3 2 BIRERIM A (syndrome specific genetic
testing: SSGT) &, &3 L HFFEDEREEMER T, —HILH  OEERLR T2 MiT3 5 MGPT 12k
ME g, —HOBEHEME ICH 2 SSGT IFRMINE X LT 5, MGPT I3 D A 5 EHER
FH%—FE L CHHT3 % 3 DT, cancer-specific panel (23AFEH-¥4L) & comprehensive cancer panel

(WFE DA FA) IR EN D, S oI, MENEEFIREL LT, 27 Y — L (whole
exome sequencing: WES) 427/ Lf#EHT (whole genome sequencing: WGS)23 % 5, B{EEREEHE I
T ZBIGHEIESIEERF D SSGT . FERIVICIE MGPT 225 WES, WGS 75 & ORI IS 1T 3
ZA[REMED E I NS, 72, TN A NF 2 WES/WGS &\ o 7= 5 E (R P I O ffb s R
ELC, REORID L L T WiBEFICHRINEHEDH 2 GPV 23R 2 AlRetEd &
b, WEEET 5B EEIND,

XA RXE1-1

DAFER MGPT Tld. &HERICH T 2 BAREY 2 2 2 E5E L CRSEETISEE X . @ 10 - 20
RED = L 23% v, QRN A ST, EHE T EOBETENRICT 3 2 L2 %0, wih
D MGPT &, SRREHKRE 2 H OEEERECHITNRER T2 REL T2 2 LICHE L, BEFHIR
ORI % F IR 2 DERD 2,

(p. 21)
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B - mEEIE
g [ 0 B A D ST
| 1 P ] 1T (i o | AFC MATYM, MLES, MEHF
ol g Ay
- il I_ | A A L
| | SSGT SHGT e STHIL TPSS
\At ARIMGPT , ABRIMGPTY &7 A RERIMG PT/ .= ___J“L‘-FEB?MEPWHHE T
i k- 5 - ™0, A TR SR, SRS
NOEpai eyt SFIEE O S SRR WL, o)
;1' ) % + -, e ;
L) SHERA A A D T REETE Y (B, ML)

S 2xsy—LRFNES)  2RETOZ LY 28
S LEBIR{NGS) L S LR

B 1-1 EEMEESERROEGFIREDH

NGS ic kv Enz ) 7 v bk, —HHFEDE( (single nucleotide variant: SNV) 23F{ATH %,
Structural variation (SV) I3/, M, A, Hhr, HMELEME R B Z &8 1kb M EOK & 7R
T OMEZ ORI EREIND, SV © X5 AEREERTE o iZ, MLPA % (multiplex ligation-
dependent probe amplification: MLPA) 7 L 4 CGH % (array comparative genomic hybridization: array
CGH) ZftHnspEL s 2 b3 (4 2% BQ3 &),

QBFEMNAT/ LTOT 7L U THRE (comprehensive genomic profiling: CGP) DFERICE
D< germline findings (Z88: 5 2 & BA6)

HEE AR TRl 2 XA BB T ORI N Y 7 v F 0% I, EEMEO &R IcEL 5, £/, &
(EEIEEERERIC GPV 2 H 4 2 AAD 2 AMIIBIC BV TIid, GPV 283 kD T T oMiid, T72bb s
ARIC bR S, Lzdo T, GfENBAT ) 27w 7740 v 7k (CGP) &, MEEAHAKIC
B2 HRMIEERTOMEOMED T Tldd 55, GPV 2BHEEINEH L IdEEbN S (presumed
germline pathogenic variant: PGPV) Z &23H %, Th b ok, ko CGP o HTH 2 [—XHY
i) & XA L T germline findings (\»HW % —XIFTH: secondary findings) & L CTH D b 3,
JESEALRE D & % FH~ % CGP(tumor only: T-only) Tix PGPV 2532® &, EMEEEEERETH 28
I D HEDPD B 70 Iid, EEMSLOBE (% IR I X 2 MEPBEL 75,

QU UIJIT1 MRE (S8R 5 2 EB01. BA2)

YV IAYA MERER, WToZo0oHWTITbN S,

1) BEcEKAAIC GPV BRE I Tw AN Gele) w2856, 2o Aollig#F icFE L GPV
BH 25 E D h R HE,

2) CGP THii X #1172 PGPV %3 GPV T& % 7> & 5 2+ 2 Wt

(p. 22)
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OECFNRBZEZERITDICHIE>TOREEE (S8 5 2EB08)

AR EREEEERE O W 7B R A2 O 7z 01k, MEREO WY - HBEOHRIZEETH 5, i
., B TBEERESEREE L LOACHBEINS X5k, HARTIZFRK 30 (2018 £)12 Hic
MEAT & N EIRESE O —8 % SUE 3 2 ik « UEEREGEEER 57 5) C. #i/zic NEE TR - Retfk
B | OB E O I L CRR T b, £ OFEMICHR 2 K EEFEYE & HlH2E D b vz,

3. RUTY R EZOBR
ONUP Y - OREHE (B8R 5E5%)

e b OBIY ) L (Y ) LIRS 55 0%AE ()T ¥ b)) RKET 3HEIE, Human
Genome Variation Society (HGVS) [http://varnomen.hgvs.org/]iC X % 5e#liik % A% 2 & 23—k <
B5, W, SREIIER CEER ZCOEROIAICEE#T 2, —kiviciia—7 12 DNA (c)
PRVAY (p) LATHRBEND T LS,

@INU 7 FDERERRIR (S8, 1 5 2 & B15)

ANYT VR EIREENE ORER) 382 Y. 2TONY T Y MR L TZ ORFIEC D TR
EATOMEYD 5, HE, ¥ — 7 v AETOEA & BB ERE BICBE 3 2 T SO R 78003 1
A, BRECIoTHRHINEAN) 7V P OBIIRERICHEML T3, ZOFR2 S, American
College of Medical Genetics and Genomics (ACMG) % Association for Molecular Pathology (AMP) & T
College of American Pathologists (CAP) L &RICTY —% v 77V —T7%3b BT, HGEDEFRCHEM 2
ANY TV iR &L ACMG/AMP 44 FZ 4 v 2015 ZER L 7z,

ACMG/AMP 74 F 742015 TiE, )7 v b OFEMEZLTD 5 DI LT3,

- FEFE D Y (pathogenic)

- BZ L HENERED Y (likely pathogenic)

- JRIEFABH (variant of uncertain significance: VUS)

- BZ 5 A HREE % L (likely benign)

- PR EFE %R L (benign)
ACMG/AMP 774 F 74 v 2015 13, RERDRAZICHE SN TE Y, 2 ORFEPIRA, EnFHFRD
REHIESEE ST 2 2 LICHEL 2\,

OFHRRES 1 2 /N) 7 2 MIBEONTIZRRICIE ?

GPV T, IMREMNT L 72BN ) 7 v b 7L ASEE  (variant allele frequency: VAF) 13iliE B35 &
Z50%& 7%, VAF 2MEfEICR 5 & Ficid, AAIIEE YA 7 OnlREtE 2 E T 2 0803 H 5, ADFE
BB i rREDEMIEEY A 2 267 2856, &% GPV I X 358 X 0 b — R R ERARTER ITE
g nlwvbha, Flildey 4 72 zRioBr o HAE L, ZYEIETIC GPV Zffo ik, il
) 7 BB RIS E R & L C OfRFGE % & 5, R PEEEAEMTE B EER T IR 5 4 7 RN
VTV FERFL T2 B8AEEIR, Db 1000 A47-0 1 AL EEHER &S, TSC1/2%° APC
TS WHEECRIEI NS LD, D H 5, EFREFEICETREINZANY T Fofucd,
TN BRI 5 7 v — v &Il (clonal hematopoiesis of indeterminate potential: CHIP) (22
WS2b08EEN05 52 LICHHEPLETH S, L &ic, GPV tiflilae 4 7, CHIP LIE5RIE
#% DNA (circulating tumor DNA: ctDNA) & ORI AREER Z LD H 5,

(p. 23)
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4. EEENTEAXD O SEGFBRICEDVEIRIAILNEXT (BB FIE)

GPV PHEE L 7235603, EENE SN2 L O REHE ~0F %N (actionability) 23EE I/ bh, &
GTTLIREINE AT AV MIR A3,

W, PAGREBEELRTFICK s T, RBEFZ ST — XA FZ VAR AREE Y X 7 KIKICDW0»
THICTTE DG E NI BA A F 74 v HAENNCTRIEI o205 2, EINICE W BB TEESE
EREICBIE S 22 A K 74 vl x CT& 7, EAbcld, KED NCCN (National Comprehensive
Cancer Network) 2MEK L7274 F 74 vAEHI NS Z &% 0,

MGPT DENT N GGG T CTH 3 A BREMEE I, O—EREOI T v 2452 (BN o
HARTAVE), QT Y ABRATITHSL (FA F 74 VRIET VAL N DEGSCIFAE
L7aWEE) o 2 YD 5, MEREY A7 OREICOVWTH ELI YT VARA A REBIETHEE
nazcedds,

CGP THEFE N T2 0347 /7 LEFRPZIL ARG —XKINTR Y —F v 7 ov—7

(SFWQG) [ 23 AR T34 it R A BE BN #EBERERI Y X+ (Verd.2_20231003)] <%, fif
ISR D A & R B D ABIE T3 A AT CGP(T-only)ic BT PGPV % L 723854 i A5l i
FYNERRIRE % S NE 3 2 FIWTEEHE - FHEHESEEL & | GPV 2MEE L -85 E D EFARBIA (actionability) 2
b DOFIRHELEEE D 2 DA T b, BIZTFHIC Grade R I T 5, %BF DEFNBLIA (actionability)
25 DBIREIREE D 5 B Grade AAA 13, H2SET GPV (REFF ST 228D H A4 F 7 4 v HFEAE
T5, HEVITIZTNICHEL 28I T & E b, Grade AA 12 NCCN 474 F 7 4 v1IBHEL T T —~ 4
7 VAD FRHRIN TV 2EETTHY ., ~EREDOIET vV ARD 501 A 58 EMEEETFRHICEY
T 5,

5. BzhootUoT (SR:E2EBW)
OEAI eI TEIE
AT Vv vy rid, HRESRS [ERICET 3 EEZNRE - ZWICBET 254 F54 v
(2022 EHET) | oHT, FEEROBBEMBELGICOWT, ZDE¥NFE, LHSEEL X R E~
DEE NA P LEICL T 222t 7rexTchbdeand, 2ormewxicix, O
FEERORAE S L HRO RN ZGHGI T 2 720 OFKERFES X WEOMIR, @ BEHR, #HE, ~4v
AV b, T, BHE BLUOMRCOVWTOEE, @ 4 v 7+—LFFafx (el 2TolA
BRIEIR), BX XY R7CRAE~DBEILERET 272000y v ) v 7, EREIND, kK
ELERA 7 v+ 7 —1#% (National Society of Genetic Counselors : NSGC) OEHR#ZHEL T3, &
LAy ve) v 73R 2 IERRE O TIIR, 27742y O BEMERSITREE 722 X 5 A0
It SR 21T 25 TH 5,

\

QEGHESEERHNROND I S1 I MINT &Y IEI VT
EARTEESREERE SO N B FRIC D, BEDLIEZ 74 v F DEIBHY X7 % & 7 EERRD
DHER & G, ELEREZ ST Y R 7 FHliEOBET LE RO IR, Y R 7 IS SROMFRE
BUE oG LER IO R, (OB 8 SR I BIESERRL #iE L o R Y ooEv oh 5,
BABERICE T 2T Ve ) v 7 CRERN L OHE~DRE Z1T\vo2, Bt dFHil & fFH
REFEZWEYNATS kD o5, £, BIEEHRIT, MigE - LRTHAEINLD, ZhiconT

(p. 24)
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D—AN— ANOHfFE, R, Buv, H20IEFEZHIEF. ThZnBR 2, BACEKBICHES LEPAZL,
WMARD 2L, KEOHTOBEROAKERAONDL I LIFAARRZIETHD, HL DAL, K
MofiEe &b ICHS TR AZBE L2 Y FKEOMBEICHIG LV T2 B8 TELZLINT VD
EEEIIEECRKEEZEDLECTHSFY 2o, HECHKAZ VR cEAnC L 3EFETH S C k%
D, WA OV ARER LD TEZ R TEIRBEZRAET L EREHEETH S,

WE OB ABEOHIC ﬁwf%ﬁﬁ%iﬁ?%@*’%bé%ﬁﬁﬁiféfﬁo FIRECHEAM

I X Y BLEEARZ T 2F L C, T+ ARl ERLERI N W 20088k Th 5, EBE, #Eis
NV VWIS FEICIZEDLSLZ VD, Bhvve) v IIICEEN WA S 2D CERE
ELTHEMBEIND LOKFFIZEZ L LPRETLINERETHE, L2LAEDED, BEAvvv) v
JIIHEM AR L R 2 L, FRECHFEDOERAZ v 7B TR T2 EET 2 2 LIZEH TR,
BLREACET 2HECTHEOBER TR IcBHE Tl o b DBEICE W TIE, 4L b EMP
BEAECEAMEIC O BT HFIRIETE 2 L RBL RV, ZNWRIC, PABEICKFET LT
RCOEBHEDPHERN R BRELOHGRE HET 2HEARG 2T 2L e dic, Bizhvvr) v
FEMEICHEY L, K EEM & WY s 2 B o CEEN R ERO EEICEHIR T 2 8 R 0
TENELRKDLNT WS

QEMGFEIROMUIKRL, F—9HEF (B BQ9)

EIGTEESEREE X, PAPEMOERICE LR 720, =4 T v RICHE5T 228N 1 oT
v, BB ECHE LN GPV F#IT. %Lﬁé SR ERERCHAET 5 2 et BEE
FIcHED 2 720 IC b EHE L 72 5, 2022 FEICSUE S M- HAREY S [EHFRICE T 2 BRAIRTE - 2
KT 2 HA N 74 v ] B0 Th, BEEFHREOHKE., BEERE a2 CoBHELRE ERLTE
DB OB, F— LEEOHEEIC ﬁ%tt5$%@% ICBAfRT SRR HRE CHATE 2 L O &
ANTICHIT 2 2 EBBETH L BN TV 5, BIFELEICEIH S N2 B R PR E O fFHRic 2
WEYNCE DS 2 A TE B X5 ic, EEEEICE L TIE, EBRERICT 7 A TR 2 ERIEFEE
X LT BREAOHEARWA. B X A OB RIEROEY] 72 Bk I1c B3 2 FIHIC DO W T 477
HEH - WHEZIT ) FHAKD LN 5, DR ICHIR 2RI 2561k, Rit3 2 WA L #iflico
WIS 2 2 LA E L,

DBEICEWTH T AEREHEEL . FRFCGEBRL - 77 2 EHRICEE D < 2200 A 3% % 251k
T AL LT, 202346 Hic [RE» YT 7 LEEZERARLLTCZIObND L1 T 57
% DJEK DA W) DD FHEIR e HEEICBE 3 2 36 (O A BEIRE) 2SHIDE 3 1lifT 3 e, SRAE
DEMEZ IR LITBAL L Tl 72003, BEL =T/ LEFERICE S 2 BN R EHE 2K E S n
L btk b,

(p. 25)
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2

foam 2

EIRIEEEIEREEICH TS MGPT

1. ECHEEEIREFICK T S MGPT B2
DOxige (SR : 2 FEBA1)

AR TEEEE RIS b N B 5 R, [REA 2 O BEIEESIEREE S SEbNE 2 94 v+ ], [F
it ANEWatd 2274y b 2 [HARZEFULRLE R FA v M] BREPETFOLND,
MGPT i X O BEMENEE O HEE 2 W A58 Y] 7 AN IS D 7223 2 AlREEA S U . MGPT DX RE X
BAFIEOFIEICEAD 5, &3 L bRIEOFEMMPERICIRE i,

QBRE (SR 52 EB01. BG2)

MGPT 3469 L b FFEDIRBABEEL T, —FIcS { OEMhEET 2T 2 2 &<, 8L Btk
JESFEMERED U R 27 34l & HEE WA TIRE L 72 2, C Do, BHERE - KIEED b EEbNTs D o 723815
YIRS O BRSO N2 2 L b H 2, Fi€ OB EIEEEIEEEICNIGT 2 BE T 04 2 MITT 3
B P (SSGT) TR X N REFIS—EEGRIAThh, MGPT 232 iR S T rEEER S 5,

T HICHADERMEERT % SSGT & L TEEFFI~2 X0 &, MGPT id X b Zffiic i <. zh%
7 BREENC G35 2 L A S 5, RETIX 2014 FZ 20503 BE - INEBAEH
~DBIEEIBRE X BRCAL/2® SSGT X Y MGPT 28Kk & < EE-Tw3 b,

QERFREYERE (B8 : 552 FBA3)

MGPT %, TN REIETFOULMTH 5720, MGPT % L 728 A DG Y = 2 & @G ICFE
filic¥. AADELEHY R 7 I1CHES W7 HAHLER ORI D 72232 Z L IFHRKINICERITH 5.
£7:. SSGT XY b BIEVEEEHEMREZIT 3ARAT & 22 0 | Iefd] & B OHIKS TZ 5,

GEREERE (SR - 552 B03. B4, BAT. 3 E, F4EFE)

ENSMCER D 23 A Z R EER R F AN R L L 2SR 2 2 WA Td . MGPT i< X 2 st
TEMEREOMEEZW IR ARG RE 22 L 23H 5, BIEEEEEROZWIL. 234 %% EEEET
LICBHE T 2 KRR L L /2. U R RG-S RIAFE R 3 2 IR0 R E R RE L T B, — A
MGPT C##T L 72 B3 A e BB R 71 GPV S S e d - 258 I3 BB e E 2 Tb 3. A
MNICHE L 7287272 ) 2 7 BB REAREL 72 5,

MGPT oFf# & LTk, VUS D8 & BRI FTEDSEH & 2> Tl 70\ 23 A 5 e MBS T 3 i 1
BINDZLAELDH D, SHLICHARFEOMBEL L CTid, 2024 4 8 AMYE CHME (ERM, [EEHE
wEDME, AR R EEOMREICE T 2EH) ORI E S MGPT 2SfFEL 22 &, /IR
PRELTRINERTH 2 7-0HEZBRCRETH 2 2 R ERFETF b5, MGPT (L@ (5FE2 W72
BHWTIR R, 2 0%0 B O Z &0 7 Bl OFRGIRERF A K D b, HARICE T 2 thafiEssin
ffoTwuinBR2H 5,

(p. 26)
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® MGPT EfEfEskICH 1T DHHIElR (SR 525 B, H5EETIVXE)
MGPT % #HHICE A3 2 BB C i3, UM o@SIEH 2175 2 &gk %,
O MEStEL DI RENR L 7% 2 034 G REEEE T O L . MGPT offifd, k&2
Wr D NG D AT, B IEHE IS4 2 758 (DL 5V oETAY 7 v b @Rl & R L T
% D2, EE#HREE (amended report) #5473 5 D22) 7 L OiEE
BRI Dl O Bl & WY - HBRICEE 35 7 v — Rk
R OTHE & FAEFOME « & BB O H R T % il 8 % A
TR OBIRITIE © f R DR 514 O MEEEH O 17512 T OIF R E RHER
P = T v 2 EHI ORER © %2R S hEsk & O EEEREIEE (SR EH & 3 THH % EfE
Je L WHT 2 A)
Koo & B IREINT A ERREEI O BURIC X > TR 228, JRHIE LT MGPT FEfE R < 13 ik R
WG U 72 g & c o #2480 5 Rfl s it S 2,

©@® e e

©® MNGPT FHRESDEHAD
MGPT OEHEDOLHAR L TER T, FRESLICI VS h vk, HlT 2 RERN RN

BRIconT, UFIcHE+T 3, (£1-3)

*1-3 NGPT FREZDCHHI

[
THHRR

Original text ‘ BAERER
|
Reporting No. ] LR—+ES EREWEA
<Patient/ordering physician > <BEH EREBZOERIEER>
Patient ID BEID RARHOBEEL—MHY
Date of birth XL
Gender EZ]]
Reason for testing (indication) BEOEH GER) RIEEGE
Ordering physician EREEME
Facility ez
< Sample/specimen > <RRIRTER>
Sample ID ®IKID
Sample type (collection site) BiAOEE MAEACERE
Date collected BIRERA
Date received (accession) BiAZER
Date reported FER®|ER
FPUSITEVE/NEGATIVE7UNUERTAIN

< Testing resylts > <HBEHER>

Pathogenic.”likely pathogenic variants (Result) )RRV OSUTUROE R (BR)
Variant Genomic alterations (Gene + variant detected+amino acid change) TILNER GEGETFE+/\UTUOFEE+T7I/BOEIL)
details Transcript mRNA D7 7t av &S NM_xxx % &
(summar rv)  |Zygosity EeH hetero/homo

Classification X5 pathogenic/likely pathogenic/uncertain significance
clinical Cancer risk evaluation HAFIE) R il
summary Management recommendation EFHEEDHEE

Methodology BRAHE NGS 221 T
Test details [Limitation RADRF

Datebase used

FHEICAL T —9X—2X

|
Gene list BREZITOBEFOURE
| | | |
[Disclaimert [REFE | |
References SE X
| |
Labo BERHOEATOERSE

MGPT SEFICEHHM I N T 2 FHIEHIC O W TEMESLOREZITE L. @) e & iRk
DL REHEHICOWT, FEBEBESIY & Th 5,

D VvE-IHFS SHRESUEIHEREERT 2 -00HFS

2) BE/EEEEEOTRER BRENREOHBRIELTIZ, 7742y MEHREZEVEX

(p. 27)
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mOERAREREZE L, HATH S, HAEYRO [ERICET 28R FNRE - SHncBE s
BHAFTA V] 1F 2022 FFICUOE I N, Q&A O CHIRIFICELLASLATIE R LI X
WA NEREEESE2UTT 2L 9kvoNn2 X5 ICho7z, ERALID CEMT 3BT, 4
FEHHCHERN., SRS ERY 7 & OB BEHHRSL. WERIH & & oBEE#RIC X > <
WAL, EEERENY EZ 2 WEELERZEEOB LI L LETH D,

Bl - MGPT (i X 2 A 37

AR (R 1-4)  #5BROME, ~NY 7 v b o, BRWER, MEHEOFMICAN X

%o

F1-4 MGPT RERBRDAR

SR OB

NY TV OE

1 (positive) 2F&: (negative) D & H L W I N T W BEGERDH %,
OB, BE/IEHoERICGERT 5, BPAGEBEEER TICEEEDO YY) T
VEBME SN, GPV 2O oThET L, ic VUS BB o728 L
T (positive) Lt I 5, —/TVUS O ANREEMEEE X nW-56E
22 (negative) L RLEZ L5, AR OWE L I CHERE %2 HkrE 3,
V7 v ol o IciERETRETH B,

BMHINZNY) T v POl REXMETHHELEZANY T v F ORINER
DMl ELE T N B,

P PR 17 fi R OMEL DS positive & s S N G6. SR ICB T 2 3 AFRIE D R 7
RINIEZNEHICOVWTHBING, 2% oMERLTIHAEROM
A3 positive LG I N7 T4 v Mgkt L, BEEHRZ LS L IERLE
LCH—_A 7 v 2T 2 C L 2 BT 2 LENA S,
WA ST % 0 FEl NGS D&, BEORA, FHlICH VT -2 =2 UHE#ian s,
5) MEAFTo78EFD Y 2 b vz MGPT OEH TSR & 7 o 72 53 40 5 B B P E 1
6) REHEIH
7)) ZEW
8) MLt DT EA S
(2% 3R]

1) Kurian AW, Ward KC, Hamilton AS, et al. Uptake, results, and outcomes of germline multiple-gene sequencing after

diagnosis of breast cancer. JAMA Oncol. 20181 5 4 (8) : 1066-72.

(p. 28)
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FEEDR) W7 NI TS
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ZROBEHY

A,
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BQ4: MGPT [CEAD ZBIENT>E> ) CRES
NETER?

BQ8: E=IHEBEIREE OFEE I CIRDR
EREEEETBRINEILG?

BEEMEESBAERET || REUTS MMRHENR || &
DT NOIEEOMIE

z‘x’éllt

TRERJUTY h (VUS)RHRHURIE S

DI

w7

A
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pathogenic variant
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BQ1

ENDKIGY 54 LY CHECHERBEREDEESHDIZHD
MGPT DWREXDH?

ORT—hEXUk
MGPT DOMRIIHT UEREDNRHICREINDEDTII AL, BARE @Eﬂ’éﬁbﬂ“mﬁw,ﬁi
FREBRR) ZERURZERLEITIENNVRTHIEVZ S, FIC. [RERD SEGIEERIE

ZERENBEONDISA IR IFHNAZRE TS ISA I b [ERRZETFADNBERD S
A I ICIEMGPT Z58< #3R 9 D, NEERMEEBIERHESIMINLEOMEE (RAKRRIE. HA
BRFAELLIC) ) ICE MGPT DEEHNEERIN D,

EEI=)
A

— A R AR PSR R & B 5 R/ L L T,

c %3 - SEPADEERD B

R T AR 0 S AU BEE DS B B

T BADEEND B

C EEFIEDS A DBHEDR B B

CREODBADRFNER DD 5 (RIEEDH %)
REBEF LN, BEFIREICL 2WESHAER I NS, EF, B CILEE M EEE R o0&
(REEWIRZINC L, B4 RIRER OB A G RENEE T %2 5T MGPT 2 H W 2 FESHEML Tw 5,

OFf#sH

MGPT (&, BAFRIEE. RIREE Ol 72 <. BHEECKIEDIRIEZ: & O RBIR A 5 CliE FHl L 2
I\ RS E R 2 B L 9 23R R ERFIIRED L L EA OS5, MGPT OFEMICH 7=
> Tk, R INZANY TV ERY R7RHFDE ) 2 at T & 2. I N5 HEiR D b & TDEE
DERIND,

. NEEEEEEEHRRERORRUEFIINAREE] ZHRICUTZMPTICELD
EICERRBEIRE D2

BRI 2 RIEIE 75 & D FIA 9 OBIKMEIBEHE GRS R & 5 5 AT 1< 51 25RIB IR
L T MGPT #@&Rd % C & C, EaMEsiEtiemt o nfgettidm B3 %, MGPT ic X %2 GPV ofR
HRIZ, HATO2SAMS & ORHBHEFI I « =2+ — I b SFWE S I LT s 18 (%
2-1).

(p. 30)
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BE - gEHEE
= 2-1 HZAOD MGPT #%E
«= |MGPTIZ&EHh N = 2K FHE/N) 7k [BRCALR JR#/\
poE 3 N MGPTHEE BEETH MGPTIZEFENHELF B (%) T MR (96)

STK11, PTEN, CDH1, NF1, TP53,
NBN, ATM, CHEK2, PALB2, BRIP1,
BARD1, RAD51C, RAD51D,
Kaneyasu® BRCAL2 R RN A 568 nARER |28 EPCAM, MLH1, MSH2, MSH6, 6.6 —
PMS2, RAD50, XRCC2, RAD51B,
MRE11A, FANCC, BLM, FAM175A,
RINT1, FANCM, RECQL

BRCA1L, BRCA2, PALB2, TP53,

Inagaki? AHA 1995 MAFERI PTEN, CHEK2, NF1, ATM, CDH1, |5.1 3.9
NBN, STK11
BRCA1, BRCA2, MLH1, MSH2,

Hirasawa® BREMNA 230 MNARER 11 MSH6, PMS2, RAD51D, ATM, 17.8 11.8

MRE11A, FANCC, GABRA2

BRCA1, BRCA2, PALB2, TP53,
Momozawa® RV 7051 MAFER 11 PTEN, CHEK2, NF1, ATM, CDH1, 5.7 4.2
NBN, STK11

. BRCAL, BRCA2, HOXB13, PALB2
5 |are e < , , , ,
Momozawa RIILARAY A 7636 HAFERI 8 CHEK2. ATM, NBN, STK11 5.1 1.3

APC, ATM, BARD1, BMPRI1A,
BRCAL, BRCA2, BRIP1, CDK4,
KBAA CDKN2A, CDH1, CHEK2, EPCAM,
Fujita® 12503  |[HABIERS |27 HOXB13, NBN, NF1, MLH1, MSH2, (3.3 0.5
MSH6, MUTYH, PALB2, PMS2,
PTEN, RAD51C, RAD51D, SMAD4,
STK11, TP53

APC, ATM, BARD1, BMPRI1A,
BRCAL, BRCA2, BRIP1, CDK4,
CDKN2A, CDH1, CHEK2, EPCAM,
Mizukami’ EAA 1005 NARER |27 HOXB13, NBN, NF1, MLH1, MSH2, |6.7 34
MSH6, MUTYH, PALB2, PMS2,
PTEN, RAD51C, RAD51D, SMAD4,
STK11, TP53

APC, ATM, BARD1, BMPRI1A,
BRCA1, BRCA2, BRIP1, CDK4,
CDKN2A, CDH1, CHEK2, EPCAM,
Usui® BAA 10426 NAGFER |27 HOXB13, NBN, NF1, MLH1, MSH2, |3.7 13
MSH6, MUTYH, PALB2, PMS2,
PTEN, RAD51C, RAD51D, SMADA4,
STK11, TP53

2. EFIRSZHEORLEY ) X VERFMREEBRNADLEDHICHERF (BAKXRRE. B
AWEEFEELEIC) 1TO MGPT IS & B & B TR D DK

MGPT O#ERZS, AR EHICHET 2 L w ) KEOREIC X 3 &, BAFERLHETIZ ke -+
MGPT % %fiti§ % Universal Genetic Testing D5, 2,984 il 23 A B#F D 397 #] (13.3%) < GPV
RO, FDHHERERELGETD GPV £H25 149 # (38%). HAXMIIC 23 il (kD 0.7%. =i
BEHRBURT D 28%) 23 Z OFERICHE DS THHRBAHEET L T % F T EFEAEHE 9,079 4
ERRE L2FFETid, 71041 (7.8%) ICiBEASAd~—Hh—t 7% GPVSHBIL, 2D 5 % 289
(3.2%) 7% OIEMR%E HIC L =3 HNEE L Z T Tz 10,

3. NEGEUEEEREICEELRZ PV ZEIT S 51T bOMmEsE (BAXRRIE. DA
BERAEIEIC) | ZWRE UTz MGPT [C K DB G R EIREE DI

AR MEEEYE R ICBL#E L 72 GPV 2SR S AR R TH > Th, MFEFH I LT MGPT % i s
52 &T, PHIL A WEEENZKHAEONE Z 08355, KEANTHHIL T3 GPV O L~
LEEIC R, MGPT 2 EfE3 5 & & CHEIRMENEEAE R O 2Wi 2584 < IEMEICE S, MGPT 2%
ML 72N OERRE I CH L3 CTE, BIRIMNICAERTH 5, A RRBIEMBEE (n=3,696) % X
RIC MGPT (47 BinT) %AW 7IEE OB E % i L 7-KE o cid, Bing & Bk

(p. 31)
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% GPV 2MEE © 6.2%(230/3696) TR & 41, 2% D IMGEE <13 EEOEET-IC GPV 23 X 17z
Lt ExhTng 1,

EREMA . MGPT ofIHAEE U<, BRMEEEER 2 5ok WA Cofif, (ERIEHEZ
BLFHERRTOREZE COMHADHEREEDETONE, N4 F v s - Py it X Y IEES
W MGPT AEfI N7z TRARIIETE 2 EERIENICHB A OFKIERED R EA GEFIN IR I 3
Fodavbuo—AgE) ] 452, HILATF 4 AN - AHNY 2 IS LA 47 L3 53
EheE sz MEFHBER 2+ — ] 2 SEEEESERECcH 2 2 &2V HHT 2 AR —EREET
32 E0bdro T, BIEHEEEEEROZWNIE., ) X2 2@ L - BEBICE IR & 7
2R B B,

(&% k]

1 Kaneyasu T, Mori S, Yamauchi H et al. Prevalence of disease-causing genes in Japanese patients with BRCA 1/2-wildtype
hereditary breast and ovarian cancer syndrome. NPJ Breast Cancer 2020; 6: 25.

2 Inagaki-Kawata Y, Yoshida K, Kawaguchi-Sakita N et al. Genetic and clinica landscape of breast cancers with germline
BRCA1/2 variants. Commun Biol 2020; 3 (1): 578.

3 HirasawaA, Imoto |, Naruto T et al. Prevalence of pathogenic germline variants detected by multigene sequencing in
unsel ected Japanese patients with ovarian cancer. Oncotarget 2017; 8 (68): 112258-112267.

4 MomozawaY, lwasaki Y, Parsons MT et a. Germline pathogenic variants of 11 breast cancer genesin 7,051 Japanese
patients and 11,241 controls. Nature communications 2018; 9 (1): 4083.

5 MomozawaY, lwasaki Y, HirataM et a. Germline Pathogenic Variants in 7636 Japanese Patients With Prostate Cancer and
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BQ2

REDECEERERRDERFIREIEDK S EWRE TIRE
ERCY N

O@AT—EXUk

FEDSEGHEEBIEREODEEFIIRE (SS6T) ZIRSATINREELT. (1) RERHSFHED
EEEERERNZRSE. EU<E (2) KNAERAR (QVNZA IBEE) REDZHIC. 5
EDECIHEREREDODMZELEE T IENDITS5ND,

OF=R
EARVEEE R EE D2 WL, XA FHIERL 2 AREREOEROEIEL L THEECTCH Z, HATIE
—HR DB FHIRE S RIBE] & 7o T3 1 SR oI, el - EHNLER IR & i s
FIREDOFRENRE 22 2 e BEI NG, BIREREHIZEEL T T, 5% MGPT bR
AENs 2 eBTFRINDE 2, BURTIRIREER. = v =4 2ok, BHAHEORRILD .
FiE O BB TEESAERIE QW D 720 IcH— 3 L  IFEBORE T N7z FIRERE T 0 BIn I RE
(SSGT) AFERI N2 Z L HBH

OFf#sH

SSGT DIRFHE IFKE < T 1. RE D o K iE O EURTENEEEMRAE 2 58 5 &, b L <13 2. BHE,
23 A IRIR R CREE O BB TEREEHEMREE L W 5 Z LT EHIcBE b 2 (BE) b ond,
EIREG IC bW CRIBHEESIERIE 25 BT £ ¥ETH 2, 7742V P HEDBURNE - BE
RS KIERED O HE OERICBE T 2 REHICOWTEE Y 5iey. 72 1322 02 AR S O — k2
ICB T b ERE DRIE O BEICIEESEMRE 2 58 9 50035 5, RFE (28R ICBE 3 2 FARM 72 ARk
iz, 7 74y Mok L CEYI ZEBEHEPHERz RS 2858 13D 5, 7742 FORHEIL
Hbhe T, EEEROEMFRICL 2%, @AV V) v 7 ~OMNZ RS 5, BInEEEAER
D GPV REF SR I N TV 2 KA DIMRE L 1. OGEICERT 5 LELLN S,

. HEDEGEERERRER O NRE

BRI - BECEIE 2 30l 7 RRIE D HEIN A . HEE OB RERSE IR I IC R D BRPT R 03380 & 1,
Z Ol OBEMEIEBEMGRE O FIREME 2 72 v B L CIME W & F 2 6 4 2 501 YR E s TR BB AE R
DHIRZWI BTN 2 L 23H 5. HIRZHIEEZIEB ORI ROBEA{L L . U3 2 HAKIC L -
THE &S W5 2 L 0% v, BIEHHBMICL D, 774 Y b3 X GRS 1< LR EFIE O IR 7%
DR FHIR S — A 7 v 2O L. XY EEARHASEO NS RS S V| BEFIREC
LBHEEBWI b EE NG, COBARIFNEEZ SN HBIETD SSGT %17\, GPV s s
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AT I2HLELD D, 2T hop e, @5 OELEMEEEIEREEOZEN A ¥ 74 v TRED
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152 EMAEER b D EERTRT (K 2-2),

BAEICH T DECIEEBIEREICEE T SRIREINEDIRE (2024 F 8 AHHE)

Elnt-c.-l"':lﬁ-ml_ 'SR PO.200 (B 208
ER‘:-H‘]! E:-'F-I E.F:I. .i.'l:l.?:l! .I.I.I .3:'.1.".‘
SO AL . I EF:CFd?!E-'F{I_E ‘Erd. i!:-\.ﬂ-:l! .I:I:I_ Ca0an
TR :I.ﬂ.-‘ 1'.-'.""':1'11"; I:-'l .E.F:“Enfd.d!Eﬂi SRl 20,200 h .;."3151.
A T T FirGhake. GAL o MR 20
TiLLE L] T it N — GRL 2,200 I 2000
L T [, S EE, FRER BREAZWETRE SR 0,200 il 2000
R ERS IR It b o S W A S S BRCATORETHE SR ooood im0
L;, T ta [P T I elrd BRCAERETHE TP
:_.I'.r.- S R TR -E.R.? R ERERREL #‘iﬂi ﬂndr. ET[ICI EI. R
AR A el h T ) |- — - il
[ e F RN -t |~ RN miﬂll-ll-'!'rli Foche 5700 :I:||| D
R EERATL |, WRE, FEER ET AERE 5000 K 2008
HEEEN wiLY Emiy ﬁl’ FHEE. FREED R il 5000 h# 2o
I:, Ut P 1 e e e LR e ol il 1 B | '1'-'|'$'E"i'!r'.l*-|"|-3‘£e'ifﬁﬂﬂ' l'-'-’.LI:ZIJ.d i a -ﬂ.‘ 2‘-?1"
Ekaty
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|, TR PR IMENT B BO00 A 2000
T T LT S WET HEE [tn¥E GA0D [GiA Dok

hmE EaEEEN ER

BE oA

RAWCEIGHIEEEGRE O %2 72 A2 5 Y. GPV BEMOGE., % oligE b YikEn
BT R D TEEZWT D 72 0 OB FWRAEDONR & 70 5, MEE 2 BIRFIE % HifT 3 5 BRI i,
FiE DM B EFENRERERESRICY v A 4 MRE (BEETREINZASYV T VDA
ERRETEME) BITH) L HRAETH B, SSGT & v v AP 4 MRECIIREE P EL 2 DT,
RAEANDOBIRFEHROBIICIIEET 5,

F 7z, BRARRA 2 MG L < IR A3, ﬁ@(ﬁﬁﬂ)%%fbrmé%é\mﬁﬁﬁﬁﬁ
SSGT DR DN R L e 2EBH 5, T DX ) RIGEITIE, BEIRT ORADSEHKTE L RBIL
S N BE AR ESIREERDO 72 IC B L 5 7b>)\ %ﬁﬁ‘ 774V ORERE., EEAHR

ErRAan ’%)%L“C%kﬁﬂ'% 7o, MEE TH o THHImE & 87 25 OB RV ISAEEE D u]
RETEDS R S N2 6 i, MGPT ERBFZE I N 256D H 5,
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2. BABRER CEGEESEEREDZHIIGERAHREDZHICHEELRDINRE

DBAGRIBERD 7 7 4 T v MICk LTI A REIHY RSB R AR o Fii % et L, R icB s
LA ZAT 5 2 3%\, FRIC, 2024 SEHITECld. BRCAI/ZEIE IR IZRBOE<H 5 &
IR E R 5 2 5720, BABRFHEYEIC X ZRENILCITOITW 5, RETEHIE
ZHIE LEBETH o Th, FE OBIRTEESHEMAE % 58 5 BiA 1 LB IR EZ ICH@E L T v 5 HY
RICK2ZECEBEAY V) v I ERFET 5, FEORBEELEY) 7 Tk 0 R o 58 H k23
HNCTH o> Th, BEFIREDHE GPV 23380 b 7= A LEEEROHMFKICHE L, BF2 T
T L MFEFE DSHZDORIEIC OV TG T 2 LE 2 H 5 2 L b ZMATICEE AN L KIEICHHAL Tk
<o

BATRIBEOHE T X ThN 2 BELNBREIZa Y = vElich 2, BHEKREE L CIEEEH
i (g o AIMERHIE GEMBMEEICEE L Tuhwv, b LIBRICESEEZ Z T Tnirnig
#)) b EEHBSE T LN, WiECHRIB S GPV LB IEEEERE O MEEZWT & 72 5 25,
%EH OGBS O EE 2 RB T 2 Ic L EE B0, MEEZWIE LT, SSGT 721
VYV IAIA PERERRET 8% (K 2-2),

EZ BT
L HEHEERE A B AR AR IE 2. (RIS 0T 25859 hip://www kentaikensa jp/ (S 2024-08-26)
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BQ3

MGPT D45 & ERREVE FITEIL 7

O@AT—EXUk

MGPT [IFFATIRICE < DDAZRBIEEGFHEENTH Y. NPT ZXMET 5 C & TEIGIEERE
(ZEEDZMEHFA LT B EHRETHD. ARIC, MHNERTADONI 7D FOREXRELERT
Do

EEIEERERRDBMENM LTS EICELY . PV REFEADEYR) R OEEDOR M EN AR
FERIROESOIBINNRAZ N, EBRRIERAMELE.

VUS 1R DB ERAR IS S M TIIRVEEFHFERICEEN DS C EICIEBERD B ETH Do

E1=1
A

EHRALD 10%PEEETH S 1 L) DODERDL L DEFTH 572208, MGPT ORItz %
BT 2L AMENMAT0E, PABBEBCHAL CGERAATZ20RWEREZNEE L
MGPT o#EIC X 3 & BAGREEERLRFICB T2 GPV MEHEIL 55%~17.5%TH v, #a 10%
BEICHAAGREBEMELETF DO GPV 280 25 L WIHIFERTH 72, BAREE TIX.7%~17.5%., K¥
TEFHICR2 & 4.7%~10.2%*0 TH > 7=, T MHE S N7z GPV (IR 2 (£ (homologous
recombination repair : HRR) BHi#E (s 7% DNA I 2~ v &€ (DNA mismatch repair: MMR)&{x
T DEEDED o T2, I CILERIEESEREEE O ZHTIC MGPT 2179 C L3 EH & m> T3,

O

MGPT (3B D 53 A 5 BT % £ & O TN 2 R A <. AR 4 (Cancer-
specific panel) & @5 AA ¥4 L (Comprehensive cancer panel) ® DI KAlE 3,

DIAFERNANSNIFFE DB AMER Y 27 ICBET 2 HBOERTZ2HEHL T h ., AL LK
g s A icfRER I N5, MERKBIC X o THEIN2EE T I35 75 525, Pl IEKREEY R 7 BE
B FlE. NCCN A4 F o4 v iciadinled APC. MUTYH, MLHI, MSH2, MSH6, PMS?2 .
BMPRIA., SMAD4, PTEN, STKI11, TP53 # &L ~_& L LTk, EFOEKERICE > T
DI % EINT 2 ERD 5,

UG DA AT, DA G REMEEE T 2 MBI T 2 DT, &XN5EETIE 20~100
MU L ERH 2, 3 2B FROEINCH G, Bilidhs GPV & VUS 132 225, W#E D
R IR FERICERAI L CER T 21T Ty, 72, BITEREFEIEMIC X v R
FAFT2EIGIEGPV X0 b VUS oFiviEe 2,

723, MGPT IcH# I N2 2 A5 REHERET I, BAFIEY X7 ~0F5I1C X Y miridEk - hig
BE - REED L EmY Z7 () 227 45U - ) =2 2~445) - 1KY 227 2HEELT)
SICKMEIND T L3S, BREDOHHIEMANAKFICLY VA7 BRAPT RiroHnohns

(p. 36)
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- ERELL

LA IFABABEEER T OHmE TH oS XD
FENTBIR T D13 H 5 23,
REINTORVWELRTFREINTVE I LICIHET 20 ELDH 5,

1 &%

2

3

4 LIFiC SSGT, v v 744 ML kL 7285
5

6

7

& L7 Tl Ry,

L\i})

Z DFEMll 2 S %,

&2-3 SSGT. VT MREELLER UTIHE D MGPT 4588

#“ D MGPT O & #)

Ko -HEETH Y. RRAFEZ TR
W DN R NI BT S BRI A F 1 2SI I

I\

BE OB ESEEROETENGE
(Syndrome specific genetic testing;
SSGT)

LB F/NFIIRE
(Multi-gene panel testing: MGPT)

IR D A D IBIEERIRE
[>T Y A FRE]

(Single site analysis)

MAREY RV ICEET EHROELRT %

DABOCRIEEZ ED L FRSNDEET

HHBELTFOREDN)T Y FOEEZH

B |—EICRE~REENRE SR
B ARIMGPT . SIEHMGPT) AN D BELEFIRE N3 BLEERE
. N N - w - BERFOFED/NY 7> b
BT R | B+t ~HEREOERTF 1 ~BEDOELRTF CBETH BRI )
B SBOPABRELRET ORI | BED (—o0d) oBEMESEER | n PAT/LTRT AT
L3S 5155 DEEEET OREESS BELEY) PHEEDOEEFHNRE TRE
ENFNY TV R OBERBIFT .
—EICEZBOERUEBEREFOFMS | - FRRNICEEZEOSWREDETRKERES | - BRNICEEEOSWEE OERIEES
A TH D10, [i] ~ [vi] OGPVIEH [SEIREED ZHTA AIRE fE(RRF DU A A] BE
Rhm LT3, - BN RBEABRESIND O, BED | - REEREICE L. BrIEXRLAFUW.,
[i(] XBE KT 2EEZFDGPV EeER A 22, ASERBFTORRIT D=5, BRI,
[ii] RBA L —ZHLBRVEETDOGPV
[iii]] 2 2 EoBEEFDOGPV
[iv] PABERICERRIER & 4 5GPV
[vl] (MGPTEHEEEZTFICL->TIE) &
2EEREBEELE (B8R MRBORE
s BT OGPV

[vi] NAFIEY o & OBEE bR S
EARERRE B F OGPV

- [ix] RE@EmAN (20245E8AKEE) D
BETHS.

- B OBERFEEHEIRANS &L Y =2fT
&Y. H> TAT(turn around time) H iEHE
Ins.

RN TV A EESINGED 5725
A, BEMULICENOEBEFNREZTTD
RFLIE AR N

k=

- B E OB ESAE R LU O EEFH

- [vii] VUSOIEHEEAENS (HULrE L
BEAE SN,

FRATHER I B

BRERERAE SN DAL LA B)
LCEBAG | e o D Ao R mR s R
- [viii] Structural Variation (SV) ®i% ; o o
BER | B2, BMREETS BEICRANE
B/=

.

- ORI DERT ST h R WD, BRIk
RTH-THHEGUEBSERBATETE
LHIFTIE L.
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1. GPVIRERRAFL
ORBEE—HIT DELEFDGPV [i]. RIRBE—FHRURVERFDGPY [ii]

MGPT 3 —EIC S OB T 2T 3 2720, GPV BRI & . FE 0B EMHEEEERER 08I
PRI AE (SSGT) ICHIR LAFRO R Wighi Rk & 5,

Z DR A RTIRILE LT, target genetic testing (NCCN 54 F 74 vEOHHEEZ H LI LR
Y—=v 7 X b, mEETD L RZME LK VIALTTE) LORKRTRING Z L3, B8
AFECHEITIA, ZWiER 7 L3BEIRANA T RO WA AREEERZ R L L7z MGPT o#ftisic ks &,
target genetic testing TIZZMNRE 25 R WIERI, b LR 2L FHII N8BT L ITRE 2
BRI GPV 28R & L7z Efl 23, GPV fREFH D#) 30%IC580 b, T i3 ZiR#E 2R D 3.9-6.4%
ICHHY 2 7, X Hic, 165,000 FlZxR & L7 MGPT O Tld, BRCAL/2 Mt FHED B % jii 72
Fad— b Tt E N7 GPV D 67% 5 BRCAL/2UANDEIETTH Y. Z DIt Lynch JEERE O R
KCTdH 23 MMREE T2 5.2% & EN T\, £7- Lynch JEMREEOREILED B &= L - HBH Ic BT
% GPV 0FHUA L (53.8%) 1& MMREHRT-LASACIHE 41, Z DHicid BRCAL/2D 88% b & i
Tk 8, target genetic testing IC X 5 fRAZ/R L T 5,

@2 DULEDEEFD GPY [iii]

MGPT I X ) 5 DB G T D GPV 28B4 3 2 & 3% %3, Whitworth & (3 2 DL D23 A 5Bk
BT IC GPV Z R offl{A% . Multi-locus Inherited Neoplasia Allele Syndrome (MINAS) & FRL T
%9 ZhFETH BRCAI & BRCAZ DiE{n1ic GPV 28SEIE I NS Z LiZASTE Y, 32,295
® HBOC i D Tld % DM 1L 0.3%10CH - 72, MGPT O K&ic X ) MINAS O#E5Z 2016
FLARE, WiHEL Cwa 1,

MINAS O X, 10,000 FILA B2 R (HBAFEREFED) & L7z MGPT o#idic X 5 & GPV iR
FFED S BRI 3WRETH 2 47812, 72, ZOBEETOMAGEDE L LTl BRCAIH L <X BRCA2
ZEUTDDDBT1.4~T45% L k% TH o 7= W18, BIRMEIIEAA VX7 F 1156 flz iR e L& T
ZEEM D 5 LD HBOC 28 88 fil, %™ 9 5 MINAS 28 10§l 3¢ », HBOC @ 9 H# 11%73
BRACA1/2 5z GPV %{##: L, BRCA1/2 D » @ SSGT Tl IGHEIESEMREED W IC E & 7 WiE
BlRd s Ldbdb,

BRIRATIG DR & 72 2 D 13 MINAS TIERBIM GEEFEICEIER) IS8R H 205, HIMD L
MBI REERD 2 D05, FENDEBT— 2BV ELAHTH 3, BRcRBRBEINEZZNE
no GPVICH LRI NN R ZTTo T ongYBeEZLND,

QhABERICERIFIRNESNSAEEME [iv]

MGPT TRE & 12 #5113 HRR £ MMR ICBhE#ES 3 254 B REEMER 725 % ., HFEREEZ &
8 /%18 (homologous recombination deficiency : HRD) (¥ PARP [HEI S 77 F FHFIKZED,
dMMR (MMR deficient) 13%JEF = v 7 KA v FHEKORFHIRNF 22 B3> TED .,
DA B HEEREEL T REOERIZ. PARBICEVLTHEABIRO N[ F~—h—& L THHLRIBER
&7V 9%, 7272 L. REGEIMEE O RERIEFGETUCIZANEICIZMATE A L ITES

(p. 38)
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%,

1990 FLARRIC B Fk X 172 84,297 fRDERKERER D 5 B4 A<= —H—& LT GPV ABFIH I WD IL
8871 (1.1%) T, mIHMEDE VD IF BRCA2 (228 k& : 25.7%) & BRCAI (224 B} : 25.3%)
THo72o HRR ICB5F 24 F~—h—5% SFIH 4. BRCAL/2 S cli. HRD GHIGE /7R
D) (80 3Rk 1 9.0%). PALB2 (59 ikB& : 6.7%). ATM (55 Bk : 6.2%) LA\ T3 14,
MGPT THHAEE O v HRR BEE (R D ATM % CHEK2 13, BRCAI1/2 ¢ A% @ PARP [HEHRZ
IHBHEFCE 2 LIRS AW 5, Al &b GPV OFEHRIZERRBIEROh FL b ) 2,

DA BED 10%TRE B BA G EBMEE T D GPV 28 LT 0., 200 BN ETFHIR T L 72
D53z l, TR LIZEEL 2 WEBIETFD GPV A —E0HESTHRIBINE Z L2 MkT 3 L.
DS AZIIIREIC MGPT %29 2 2 L id. Z DROBEREIRICHEREREZEON RS H 5, 72
7L, EAG A& v o= F VB SR R AL H D,

@FEREMFBEMEEEMHEE (Autosomal Recessive Disease(ARD)) DREELELRFD GPV

[v] :ARD DIREEZH

MGPT 121 ARD O L 22 BEFHAEREETNTVWE e B% v, ZaboficiE, 0
GPV Z~7 0 AR IR T 28 ICBARIEY 2R 7 B LR T 285725 5,

T ZIREIC L > TRAIT 2 L. BRCALZ DX 5 1c~T u SR OIRETHATIIEY R 7 28 L5
X LICREHEARDINEES & Fanconi BlflD X 9 AEEARKELZF ERRTEET . MUTYH O X
IE~T O EAEROREBTEBPATIEY A7 ~ORBICNT 2HERTZ T VAR RV, SEES
RDIREETS & MUTYH B#R ) R — > RA(MUTYH associated polyposis: MAP) DK & 72 % X 9 70
BFHH 5, 2hbd GPVIREFT 12 ARD OfRKFE (FEkiVic GPV ISR 3 2 B % FhE T 5 "Rtk
Fige A v, BEGPVERL T Y, XKIMRIEZ 2A[REEDH 5E) THH., NCCN A A4 F
FA v TRINOBERFICEATIEEAY V) Vv ICRETHORED ED 2 XZ L LTWwd,

OMARIE') R U & DRHEM P EIBIEH N FIAEREEEFD GPY [vi]

MGPT I N2 BEFIZEHIEH T 2T Vv ADHETC VW DS ENTEY, 20D
ERARIA M 28 MGPT I 5 0 258D —2TH 5, ENOH A F 74 v 8582 e il {EicBIL <
SEICINDE Z D%\ NCCN HA4 K74 v 0 i3Em~HhEREY) 270 20 B FIcBET 3588 0 H
BH, HRINLEANEMPHELL Ty, b L RHAROERFHCHMLCwAand ongE
Nz, 2072 MGPT EEICH7zoTid, ZOFRELRFICOVWTEAL TS ZeAEF L, &
LHEMEMcoFE L MERBZOELEI Y v ) v 7PN S Tnwd L, )27 EHORMICE
LCid. o7 v 2AOIUE L BiE T 2 2Rkl co it 2 i n s,

2. BIGERICEAUFEDNNELRSEIE
@VUS (Variant of uncertain significance) D&M [vii]
MGPT <iZ VUS £ ms 2 21718, REEMSLHITERLR TR L Chinnizo, 1Bk

VUS #HSEE o FEIZREECH 3 23, BEFEOHREIC L 522 MGPT 1231 3 VUS OSEE 13132 30%F2

(p. 39)
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JE Rl 32.6%(10.5-47.4%)68.17.1921 G g 5,

7ok VUS MHSEEICIAEZRH D EdbHIoNTEY, IFAADOHBAANL D bEHELE L, JFE
HADOHTRTYTAICE W 2, Zhid, N)T7 v boFEEHEICHCZ ST -2 -2 c&En
2EMoEICEZDDEEZOLND,

@Structural Variation (SV) OAREFERE [viiil

SV 13, DNA OKRZ X437 1kb LA EOFIROZAL 2R L. WALCWHHRIE, 7 Lo (ff
AR —fic a e —%08Y 7 v b [Copy Number Variation: CNV] & FEIN 5 ) &y, K& &
BFZLDRIFTH 2, BEILFRIBEBPELFERREICZLZ KT L GPV Ko IN5 Z L23d 5,
MGPT THith & 2 B A BREEMEET D GPV @ 5 H#) 7-10%23 2 @ X 5 @K RE L vwbh
% 22, —J5, FEIRT 5 MGPT offiHIC X o Tid, SV O X5 hEmXEERE omitge im < wnwe
EbHb, ZDEAICIE Multiplex Ligation-dependent Probe Amplification (MLPA) 7 L 4 CGH
(comparative genomic hybridization) FDHFHAHE ICHLTE L 72 528, MEStEIC X - T SV o F
EITER B,

F-BRTFICX o THHEINS GPVICH® 2 SVOEIGREALZ Z LA TE Y, SV OMED
EWiBRT L LT STKI1, MSH2, BMPRIIA, PMS2, RAD51C, CDKN2A. CDHI, BRCAI &3
HIFoh, TNOLDBETTIEGPV DI H SVOED 2EIGR 10% A ETH S LARINTWS %
MGPT EfEicH7z Y, BILTFIC X > TIE SV O 25iThizav: 2 & 23 FEK TRz L 72 5 1]
REMEDSH 5 2 L I3H > THELBLEDLH 5,

3. it
{RPR&ER (ix)

2024 4F 8 HHIfE. HA<TIX MGPT IZfRBuEMS C©H 5, & 51 MGPT CTHIBAL 72#5 3R % ¥ —~ 4
7 v AR ) A7 RIRTAM & v oo ZEFEHICH G 3, BE R L OIBE & b ICEBRINZIRO NG

L0055, BB X ORISR C2 a0 B RS R aEREBEDRon T3,

4. MGPT DERFREYE MY
O EEGTFDRIFHERT

MGPT 3 OELTZILFIC A N—F 2 L & B ICFARFICHEITT 2 2 L BA[ETH 5, Zhic X
D, FAADAGHERMEICET 2 ) 227 2 E@EAICHHE T2 & & b ic, BInMEEEERER O BWHIR %2
M EXe2%, GPV 2R 2AAZBEST 22T, =4 TV RLBARIE) 2 7 KD 720D
MR Z RN L L R TE B, 72, LHIER 2RI cZ 2 2 & 13, SSGT Ickk~T
R TH Y, Kl BHOHIICR S,

(p. 40)
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AERHMEFBED RE
GPV SRFEFED X NLNDOBIEHI Y R 7 ickko % it I Nz —< A 7 v 2L ) A7 M TiE L
Vo T HBA—RKTHT - ZRTHIREIRT 5 2 L AFHEE 7 B,

AL ClE. 2R 2 X b BRIE D H 5 2R 7% SSGT X v b EHRIZAR MGPT D /573
FIMICZ Y OD0H 570, HATDH MGPT DEFREREL TR OHETD 5,

(&% k]
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BO4

MGPT ICRANDBEIEAV ) VI TEBINETZER?

O@AT—EXUk

EEMEBEREOEGNV ) DV IDEFNEER (B15F) (SR, MGPT DOXFERIEDESLRS
DU ITTIE. NPT DFBRUEBHINTVWSELRFCENIET Y REERLELT, 754
IV REUTDRICOVTEICHAICELES CEMRRDHENSD,

- U RO EBAECRERNTHLIEGTD GPV HMRES NS ATsEM

- BESND GPV BRI N D RIREM

- WUS IREDEV C & & ZDHZEDR IS

- RERERANA THDI L

2024 & 8 AIRTE MGPT IMFRIZHERAA THY . IVINZFVBETIIRz6. EHEREAIC DOV TEE
BICRENYVETH D,

@:IBE

MGPT Tfgtr & 2B oficid, I N2 ) R 7EHFIERHL IR > Tk, H 50
BERARIEY) A7 ICET 2TV ABAR LT LELRETFIETN TS, 2024 4 8 HEE, HA
THEMET 5 MGPT 32 CRBGERINTH b, MEICER S LT 2 BB 00 E M EIE T DE
BEET S, 2OHT, PORELZERT L. [E2ETHMEL - MbRWTEL 2], RERHE L
T [wofTo2 ), 7274y b0 AARGERAAIRE L 72 2 LERE AR AT S L B EETH D |
SSGT & 1387 2\ ERVPHET 5,

OfiFen

EAREREEERRE O JRE & 72 2 A B EMEERTIC GPV 2 A3 2 A, ERFZITICHED
WY R R E AR T 2 S e ko b b, BEMEEEEEROZEOBICEREE X, AA
KOS 1 B E R ER M CTE 2 X OB L T S BEETH 5, B IREHEEER
oMY Vv v 7 OBERIFEME R T 2 BEFWREOBEICER R C BT 228, MGPT
FERRET DFRICTIIFFAEDRA v F BB 5,

1. REEEIOETRHAYIEI VT
D REEOFM (SR :E55E RREDEHAE)

MGPT TIIFFEDEEAET T L EMATFETH V. BRAWBREORICHAA S EEEELRT %
KD IA T 72 @ O FIRIE AN & AT ICAT 5 EAAHTIE SSGT I L TEL R, LA LARS, [EY
MWEBOTET VAR TR WHBAGEEMEETO GPV 28 E I NABRIE. N 7 v b Ooffil
WG 5 L & D ICERRIIXIIGIC O W TR T 2 0B WL H 5, & ORF, FhiE I BT 2 RIEEHR-©
%A T B BE IR R ERIRTE SR (DB A LN RIEEER % &0 - BHERE) . KIEE (KiENE

(p. 43)
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MR &) 2 FE LBRNERZIHME ST 2 2 &2 6, MAEROREEFRIIELECTH 5,

QEREBICEET B inikieit

MGPT TIZHEBD 2 A G EMEE T2 RICR Y . 2 TOHEEMEL SSGT & FkICERS
MIRRATRTICHBT 2 2 3L, 7 94 2V F OR8> O B E O BB TEEEIE R % 5 0 A0
AT, ZHEEBCOCTERIRE T 2, — A CREDHEELZE TE ZvnHAaIcit, EinthE
BHEMREOMZE L . MGPT #5522 CEANER 2G5 2 L BHENTH 5,

QMGPT DHFBICEE 9 DiFERIR Mt
MGPT 355N 2 EWMER S V20, ZRICKZFEEREAMNELCCTL 22 LicEE L, Hifo
ERRMECE R T ENETH B, (F2-4)
&/ 2-4 MGPT REDF= - BES

IR c % OVBAGBEEEE TR RICE TN S 720, GPV % Ak & 2 wAlEME v
cEHEofR Tk, HRATO BB E i EEEREEREREICET 2 ) X7 % 5 2 RER
HcE 2

BMES | - EENY R EHETECIREEI A RE~H Y R 7 #8ET O GPV 238 & 5 ]hE

s 2 [KIE 1)]
- HES D GPV 23 X L2 e B 2 [KIH 2)]
- VUS oA A3 3 [XRIE 3)]

1) )R OBEBAECREZRNFAELTFD GPV HRESN S ATEENE

MGPT DN NRELETFIZ. OE¥N AT Y AR a v vy A5 0 ) 27 EHAERHTR X
nTwz (ENNOZENA V74 VvEOHELEHZ), QT v RAvavt VY ARAHHTHY
VR 7EBHEPAHTHE BBIETA VT ITA VPRI ET VAL XA DEWVI LB L R 0E), D
2 FEEICKAE NG, BEREY ZZOREICOVWTH T AT VARLR O RBLETFLETNE T
LbdHb, 794y bic, QO YT VAR TIEARVELEFAEINRE LTEEIA T,
5%, BECHKMEZA S e ETH D, EBRNNOZENA VI 4 vERZSEHE I, GPV »ki
INEHEOMIGHEN S X ) kil %, B 2 I hiEE & B L TR L T ke
bz, ENTOBENA F 74 VENTFHET 2 BIGEEEEREECIZ. BBIA F 74 vEi2 ST
L7zt e En s, EHNBETA V74 VERTFE LR CEBEEEEEREE TR, F 3R I UE 4
EOHLMESBL oo, iR TOEMMEHR ICOVWTHE L, BB CoOMMRILA - B2 iHb
b, 774y MARORIICIE U -l R EFEREZTocnl z e ko b b,

2) HEAND GPV HRETIN S ATEEME

BQ1 5 X O'BQ3 THE#HDE Y . MGPT 0H5é . HEOEEHEEAEWER O JR KER T 12 GPV 23
B LD L (MINAS), AANDBEFERLKIERE D LHE S v GPV 2 S 2856088 5 &
L IEHIRHE S 5, MINAS od, KRB (RER, FBEFH. BEE) ~OHAOREICOWTIE
F=2 B0 RHTH S, BIRCTIBHEINEZZNE D GPV icx LR X 23 %2 17> T <

(p. 44)
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ODRFLBLEZLNG, iz, [FEE~D GPV OmiEldZhZhd GPV MBFEET 2B T EOE
BAfRIC XV ®a 3 720, 4 ICHRERT GPV THIFEROH 21T 5 BEAH 2,

3) WS RENRBLC & EZDIBADRIS

MGPT T, SSGT ikl L VUS HIE 21 2 (BQ3 &), MGPT 2t I nz2 74 v

FDSHA8%IE, XY AAKDOBIETENRE LB ANREZERLZE W BINOMELH 21,
VRN CIE/INEEERE AN RIATON I 2 Tk, 2 BEO A ARE FUE SF L
BRCA1/2, CDHI, PALB2, PTEN, STK11, TP53 % &% 7-11 Bin 1. @A SF L 1 19-80 Eix
T) BIERLEBA. MEOMEAZRET 2 CICEEA Y V2 v 27 %2 F -EEIT S 1.5 B<h
27z, 57.4% (152/265 N) FPIEOBEIEHAY vV v 7 CEEFIREOEELZ E L. 38.1%
(101/265 N) F 2 [EH., 4.5% (12/265 N) (3 3 [HCTHREL Tz, RfE - HEL 2254 OFEREIL,
BRI E OMBLERICHE L 5 2 72— /7T, KIEEIIHELG 2 Cnhhol, BELZBAD
LT, JUBEED 1/313. MEZZRL THh ORMSEHE N % £ OB EWIE S v
DEZRZERL T, S, AFRETEHAE ICET 2 BF0Em 2, b o oz ERT 5
DPOBEBREICHELZEZTWEIERRBINELDTH S, VUS I EE1E,. 2774
Y DFERMRPEE AR - 2D D E R VRT3, IREBT B NEE LT, MEROBIES 7 v
£ Y v 7T VUS S E N2 A[REEIC O W TR 6 2 L. MAEMBRIIBICEKS DL LT
T EnETF LN,

@MGPT MZERICEI I DREREXIER

MGPT (% cancer-specific panel (23AFER] ¥4 v) & comprehensive cancer panel (GLHGRYAA ¥4
V) DEDICKRAIE NS, XR & 7x B lEeR BB SRS E © & 2861013 cancer-specific
panel ZiERT 2 Z L HBTE 25 (PIZIFFIE S ANVPKRIGTE A SA N L), WHRBD I WEEIC
XX 0 ERENICS { OBER T 2T % comprehensive cancer panel Z3ERT 2 2 itk s, EboHD
NAMICHYTIEE BT L e LT, BEENEHI R S LT 2 5L E A 2K~
Y 27 DBIETHAETNZ D, FHIT comprehensive cancer panel IZ3 W CTIHAHE L T 7Ze W flfigs 108
(MRS E R & OBIE AT 2 REED H 2, 2D X 9 7% MGPT OFficowC T s 74 v
FEHBFL, 2 SADEREZAZ 2L ALK NTHLZLDENZNORWEZEEL, Bl
ExRAMKL 2D, FEREDH 25613 8D MGPT Z#Eftid 2 D0, 78 RFIREZEML 2o
D, MEICHT 2E 2 PCEREIINT 2F 2 - 5Fib 2L T 5,

2024 4 8 AB{EHATIZ MGPT ZfRBARIERTH H . MGPT 25455 117z GPV OfERId = v %
—Fvighie LCTEEHTE v, BECEET 2 EEFNREOELC, BHAaHA Y o/
2, WO, EZE T BEHNREELZBRT 20T, 2742y b ofii oRIEEET S
WERDH D, $7-. $TIC SSGT %I T GPV st d e h o727 74 = v Mic, BHIZ MGPT %
RS Lick o THZICAoN 2 AR AEIMAEH 2AREMICOWT, Yavyx s b3S X5
ARG 2 kD b b,

(p. 45)
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UEXYBREBERIOEBLEAY V) v Tld, BEOHELRBEENROBEIE It T vV A%
HELZEC, 7942V FeUTORICOWTHFRICELES 2 kv ong (£2-5),
F2-5 MGPT MRERPNEGHIIEUIIIDRAL Dk

BEOHM BIRFZHOER & BER

BEONE RENRER T FOoN 2 REME, MEDRA, WMEMTTE HEkl
FERICICCEFEN | 7742y F RUMEEICE T 2 ) 27 CEFNER LR LY

(EELVARES GEMIZRE DD 1A D 5B Ro N 5)

M & oty | @Yk x4 Iy rClgEZHoT %k L

BIRFREZEMBL 2 0iEREZ L7 742y Ml LTiE, 4 o) 27 5HIICIE U 72 R
EHArRET L bIC, BEXZHBELTCERIV YY) VI 2/t L TR TOND & 2IBAB T L
HbEHETH S,

2. BRERBRATROEGHYE)T

GPV 2 I NG EIid, BIBEAA F 74 VG L 23— A4 Z v Z5HH O R & thEHA N O
TN D, GPV FERBERIIR 2 & 3E N d o HBETICRE S NAEE I, 56l 7%k
FREFHE &b ic, BROZEORNEZMR L D0, YR @ETE 2233 A e ST iE s
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E b Ic & 0 B7e 225, MGPT 23 X LT 215 DBIEREEClE, sk F 72 13EStA
WX Y T v MERD 72 0 DSl 2 L. MGPT IO 7/ LAEBERFEEI L TWw 5,

NY TV MERD 720 Ok i, MESEOHRFEEMRICREZDO H 256, WRIFRMEMRR & KE
RNCTREEDR A2 SN B HA. SBROEFNEHICOVWCEROMLELRD 2EE R LIC, HARICEL T
ANY T v b Rl O R 2 FFEERREE U, @) R IR R R & SRR ONIGIC O WTIREEZ B IR D T L’
HMEI NS, EEMIERYOELRIERI 2 v oi =4 VW L 7 2 B OHE)IGIC DWW TIE CGP & D
IFRAN—F ANANEOEEDD L THEFEINDZZERLET L, HETHNIT., X772 T Th<
RO, B2 VIFEENZHBEcCOMETd HE L Bb s, RigagAHhicHBEEREY., BARME.
T — X fENT. AV, BET 2EEBOEMRA LB ETND LM TH 5, KRiEAHTo
BETRE R IZ, N Y T v et 3 2 /SO A BB 720, He Il T — X RXR— 2 F TR
BINEZERLEFE LW,

(p. 56)




O 00 1 O O = W N

I N T = WS
(&) IO N S =)

—_ =
o N O

W W W W W W W N DN N DD NN DN N DN
N O R WY P, O O 0NN TR W N = OO

B ERERR IR T 5 5EIT/\RIVRE (MGPT) DF5IE 2025 Fhk [R] oAFNEGHEEREFS
BE - mEHRE

BQ6

EEERZRVVSEEFIRE S MGPT OZW S ?
ORF—hkXUk

BEAZERAVIEGFRER. BERAGDS / ATOT7 71 ILHSEBRIRICERARERESS
CEZHMICITSRATH Y. NPT O KL S ICEGHEBEREDZHZBMNE ULIRETIEG, &
BODRAST /) L7OT 740200 ((GP) ELTITONDRETIX. germline findings LT, T/NAK
TIRETIXGPV =, T-only IRETIL PGPV Z1RET D EMBH Y. germline findings DRTFHEICED
U GEBYIREEHY ) V71TV, BUIGEGERZRET S ENRDHDOEND. PGPV TlE. &£
SEHIRE RS SRMEHREER RO D ERE T DD A T, MSEGENRE (EICI IV ITIVTA MR
B) "ibETHD, (P TIELR— M ECENRERF TH > TE Structural Variation (SV) REDK
HBBEREZRETIRN (i) BEhibY . BEHESERBZEECIRVCEICEET
DWENDH D,

EEEEEERBEEEOSRRAUEFITIENDD. (GP Tgermline findings BESNRLMEEIZHL)
Tl&. MGPT DFIREBDIRTESHIBRAI ) VT DERNEE UL,

OF=R
CGP MifEiZEIc B W TIAL EiiZ 71d X 517 b, Germline findings & L T GPV £ PGPV 23%

., BRSO ZWNIC D & 0s 2 FIARIER ICHE ML T2, CGP 12k 1J % germline
findings DR NREE T 1Z. ACMG Recommendations TIEE I N TV EMLRTHASE LS |, H
ATz, ACMG @ Recommendations #IEF 2. [ 7/ LAEEICEB T a3 I 2= —vay rukRic
M3 274 K74 v] OBRPECIERETWS (2017-2019 £ AMED 7/ 2 AIF LA HEERT 5T
FHE 177 LSRR O EE~DOFEMHZREST 20581, 2020-2022 F15 JE 4T @R AR Emdhe

[ERBLOLTT 7 LEERERZ T 570 Ot FEIIC T 7= Btk S iR &t SBRETRE R .
2023 FE~ BAT 7 LERPEILSER G EIg S SEWG) ¢, HACTHRB#EA & 72> T35 CGP
1% 2024 4F 8 AWRfi 5 D 2 23, MiROMFAIC X Y germline findings DX IS8 %7 2 M ICH E 2346
LTHb,

MR AHAR D 4 % 72 (T-Only) #ifr, MIRERARIC X 0 1B ES DNA (ctDNA) %\ 2 #d

(Liquid Biopsy). MEE#FMLAE & JEREEMAR (T IC@iEs) 2REBCH~3 (T/N<7) BELdH 3
2, T-Only % Liquid biopsy ZH\>7z CGP IZ B W T, FIRXNRERTIC PGPV 235588 b L7z BRI,
WEHANVT VM RERT 27200 (Vv 7 A3 A4 MRE) BB %5, BETSHERD 2% v
Feav =4 vzl (MyChoice®ZWis 27 L5) 1B\ C. EEMEERE O K IKER i1 GPV
BREINZZGEDFRKTH 2, £72. CGP (LB RMESERRE O HIKER T 2 N IcRE 3 2 H
WCiRar I nzd D TlrRwizd, ACMG CTHRBHR I W Cw 2 NGEIEF2M#EL T2 b T
7\, IEFHRKIC B 0O & N B R EEE AR RS &S 0 GPV o —#fid 7 v — v &

(CHIP) ®#EORZRICHEL Mgy 4 ZREBICHEET2eF2ON L dHESINTVD 5

(p. 57)




O© 0 1 O O b= W DN =

[N T N T N T S S N e WU S Sy S S e ey
N = O O 00 N O O b WD =R O

NN
= W

W W W W W W N NN N DD
Gl W NN P O O 0 NN o o

w W
~N O

B ERERR IR T 5 5EIT/\RIVRE (MGPT) DF5IE 2025 Fhk [R] oAFNEGHEEREFS
BE - mEHRE

Z D72 T/N RT A% HWS CGP It Td, germline findings & L CORI/RN SE R T O %
Mg 2L e bic, M I NGEICIIRESLTIEE 2 & OHIREHRE 4%~V T o T/N TOM
HEAR L2 R L. REICIC U CHERRME 2 EMT 2 00 EE L v, Mz <, CGP Xy —27 =
V¥ —% Wy DNA BV LR ohanwizd, MERE L =7V vEfToRERED
SV i d ey (b LAIFHENR L Ihihw) 5E1I% ., MERNICGEEYEEEEERT 25 5 £
R OMEEZ LTHEL 2L 2BD, CGP LB T 2RMEDRAZEEE 2 2B BETH %,

OfiFh
1. GPV DRHEFR EZ DXy

EHND CGP ek 5 GPV KL LTid, T/N XT7#H&EICE TS C-CAT 7—2_X—X3FHT
» 2%, OncoGuide™ NCC A v a XF AL AT LICBIT S 886 JEHID S b F X N— X2 L b
GPV LI 7z DiF 36 Hl(4.1%) TH o7z ¢ ZeBFRBETIE, 2021 F2 HOoN—=VavT v
¥ T, TN SRER TR 114 © 5 b, ETEHERYINY 7 v F OMEBELEFES 13 (v—F vy v s
LAR—=F) KREINTWZZ e GREITNR 124 #8513 C AR Y 7 v b ol
WEE5 2 LAAEE) ICHELRVLETH S, ESMO Precision Medicine Working Group 7* b O¥is T
X, T/N =7 ® CGP & L T MSK-IMPACT (f##r it 5R 468 i) % FEhi L 7= 45,472 Hlo 25 A
ICE T, 3,627 KD GPV 2t & 7z (8.0%IcHHY) 7, WES % RNA ¥ — 27 = v R % & Ui
Tl¥. ARD HERBORKELRET D GPV (MUTYH 72 YY) £ TE®EEIC, 15.8%IC GPV 23t &
72 DHEL H B8, MGPT #Hi#icE 2 2 &, GPV Z(AD EEHRICR > TH) BAEED 10%H]
BICHFHET 2 ERATENE, ZBIEHEREICECTRIHINZ Y 7V FoFicdh, Ml iREEE
SCHES CHIP AT 2DDBEENS 32 L ICOBELMHETH 2, GPV 23380 b= EIcii,
germline findings DFARALICAIL T, KA S CICMiEE~DELEA Y v 2 Y v 7 %:EJ&EI"JJ\_"?ZP z
HEDTWL ZEPEETH B,

2. PGPV DIREFRE Z DRI

EN® CGP (T-Only ¥ 7z1% Liquid biopsy) &1} % PGPV #iHi# (X, FoundationOne® CDx ¥ X
U* FoundationOne® Liquid CDx 2347 7 L7807 7 A MTEBWT, 2,396 il 229 {5 (9.6%) TH -
Too ZWIHERE D 72 2 OB F IR AT 49 flo 5 5, GPV i3 15 fl (30.6%) TH o7z o FHHE L
3.0%I1C L2 GPV 2 S in 2 & L7 243, TP53 %3 U BB ICE TR Y 7 v M5
e 235 { . germline conversion rate* 2ME\VE(L Tk, %K O%& PGPV & L CHRHERICE S 7n
WHICHEDSMETH 5 27, gHs 5 @ 125,000 W'Juj:o)ﬁﬁﬁ ICBWTH, PGPV BHIFIIX 9.7% &
HINTW3 % PGPV ICxs 2 BIRFAHERARE @ > v 73 A P RESHwo N5, v
P A FPREONFELE T IRESMIC K o TRZR Y MGPT %2 L zIigE OBIZFIIRE L &
DT, GRRBZEBRFOL Y 7V F A PREICHIGTZ 2 X)L THELBENRDH L, KANDOY v I
4 MEE, MBEENGICES 7e 2 2L TEEBD LT, CGP MEZ1TI 24 I v 7 PNEL bRV
LOICHET LI LHEETH 5,
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3. EEESER WO I/INZF 20

I EIEATIN B % Hu0iC T-Only D 2 v o8 =4 v 2 & LT, MyChoice®ZWi 2 7 2 (JEIEHHLIKET
ICB1F %5 BRCAL/2HEHI-NY 7 v b & HRD ZilHlid %) BIAK AL TS, ERNOMNTcld, fl
ISAHIRER IC 3 1F 3 BRCAL/2¥5IN ) 7 v PS5 Bl 5 B 42 12 351> T BRACAnalysis®2 i & %
T LIC X D GPV OFER 23S 5 LT 72 (germline conversion rate: 76.3%)'%, % 72, MyChoice®i2Hi >
AT LT BRCAL/ZJRIIAN Y 7 v Ml (7213 VUS) &2l 150 #lo 55 2 6 [1.3%] 13,
BRACAnalysis®i2li > 2 7 4 TGk & 22l S T 72 19, MyChoice® 2l s 2 7 LTl 7/ AARENE
Ra7ick ) HRD ofF#EDHET 2720, EEHMEICH T2 BRCALZ2 J{H-NY T v 2D
HRD BG#Hlic B vTiz, HRD BIEE G 1% &0HIC MGPT o%fid #E X3, MMR BLETI
MLH1, MSH2, PMS2, MSH6 X9 2 i gt b, avos=FvZke L THwboNh s X
ST o T s, RRENEMETH > T Lynch MEEHELZZERICIEIRETCET AV LICHERMHETDH
%,

4. BEDEMR

CGP i B\ THEH 2 germline findings DR Z AL L 2 WHEIZHATIZH 2% TH Y °, germline
findings 23VRIRICTEAG 3 2 AIREE~DIARFD B E N T2 &I N S, —J7 T, BHEREK TR
AEZICECTIE, BFENRERPEHNZERORE L, BHODERZEZIC WHER, REHR
BERINZDIEEAY v ) YHIGHEFICE G HELH Y 5 5 1, CGP iZBWTiE, KD

(RIEE - BRI & D\wie) BIRA v v+ ) v 7 PHEIEFIIRE & 1387 2,818, B oz
BB LICHELSMNETH S, BEEERA (on-tumor) D A7 b T IEREEN A (off-tumor)
IC%H % < @ germline findings 23 T3 2 & kY 70 CGP BREHRIIC germline findings {2 T+H45
DK EZ Y . BEOBRIE L L T 2Bk b s,

b, BEWMER

CGP D&, WWBEICOL B 5 2B THREICN T 2B EIIRE (R s 2, —/C, germline
findings %A% Z L BEFEWRIEE T IF 5 2 &IOR3 b Tldkvy, HARICET 2 2EBEED B
KHEFAE CIE. CGPMEXRZ T 7z L L, 0-10 0 11 BRI © 7L L8 64.6% % HoTH Y |
WREAECHBOHMT [REORADY ZRZICOWTEZL LN DEEN 45% Likd%h o7
(BEHHE) 83, CGP 1ck1F % germline findings DFREEHEEOM EIcD7k23 % 2 L 23X
ns,

6. EH

HACIEREREHIED D & T CGP %2R 1T 5 2 AT, SHREEGIEONR L &2 HT
SEMETOAY v 2355, LiL, REENEFORREED 56,000 HThHH, AHIKEVD
BEETH 5, Ma T, PGPV ICX3 2 MEEZW D 72 0 OBIZARIMA, MEE NS 28T v
) v ZIRBGER] & o Tk b T, BE S LOKEORFHAHEEIC O L2 > Tw5, CGP ko
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WizERER R ICE W CTEME co BRI EE NS,

Germline Conversion Rate* : B IC B W THBEI SN0 7T v 0 5 B AEMIERYANY 7 v b
BED 5K,

(2% ]

1

10

Miller DT, Lee K, Abul-Husn NS et al. ACMG SF v3.2 list for reporting of secondary findingsin clinical exome and
genome sequencing: A policy statement of the American College of Medical Genetics and Genomics (ACMG). Geneticsin
medicine : official journal of the American College of Medical Genetics 2023; 25 (8): 100866.

JEAE T B R AT B B E R SR R 2 TERAROL CF /7 2ERE R 5 720 Dt FEBlIcH
O 7o A PR 2R R Y & A BRI R ) (PR - iRy M2 ERD L7 AERICE Y5312
F—vavI7ueRIHTIAANIAY 202 P IRy — 7 2 vy — w2 e 7 AGEIE R R R E S
FHRAEIC BT 2 BRI ASE [SGTE 2 K]  20210908. (518 2024-08-26)

JEAE T B RHETE B B E R SR R S TERAROL CF /7 2ERE R 5 70 0t FEBlIcH
O 7 A PR 2R R Y &t BRI R ) (WFEARERE - iRy M2 ER]D L7 AERICE Y5312
r—vav7ZueRBHlTEHTARNIAY D1 BAT ) sEEE PO [BETHE 3] 20210908. (Z
4 2024-08-26)

BAT 7 LEFRILERREEERR R RTR Y — % v 77— 7 (SFWG) . BAEIR T34 VR
KA RL BB HESZEER ) = b (Verd.2_20231003). 2023,
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MGPT S XUET/ LRI EDWERENT / LB ZRELISSICE. BRE (i) RRETDE
BFDOHRIC, FREDAIRE R0 ENDEHELICDOVWTOIET Y ARFTT+RREGFICHRESINE
N7 MERBLIR—FICEREINDCENDH D, CDLSBARIE. BEFRMICZDEDT—AA
5 VAP EHERREDEFHEECDRBABBMICHSE. UHL. BRNICIE. IEFTVZD
BRICLY . EFNEEORREQRYBDIREBRIE" R I LOBEENTINDAREENH D, oo
THZELRFD/NI 7Y MREFBICERREEDIZHOMBICDOVWTIHERERMBL, T—AR1S5IIP
EHERSFZRRIDVEEDET I EEBEINDS, COeh. T3 ULEEGRFICOVWTIRIE
TV ADMEERZEEHNICITS CHIC, BRATHRCOIET Y ADBHREREMIT. FRILHEMN
HREDHRMEZZREBICHAL THZENVETH B,

EEI=)
A

FBI3F, FAETIHIET VADOHKBNER L 2851, IKEBICOWTOERET LEH TS, L
2L, BRESLORMET 2 MGPT &7/ L7 L OMENT 7 LT clk, H3E, F4E
ICIBE L T AVEE T TR RICEEN TV S (2024 4£ 8 AHIE) o Th b OlfE T I3HEEICH
H LBrLE2ONZNY T Y BB INATH, FEERIE) 227 Lof#ICOWTOI YT v A
AT THDZLBE\, Fho, FERIICERERIE D R 7 L ORE DRI 23225 2 lRelEd & 5,

O

1. TEFT I ZANF+HBuEEFDER

H3FETIHMESRANIC, FHARECTIHERWERI LIC, PARIEY X7 IC#ET 2B FOIET VR
ZELHTNWDE, FHIE, FH4BCEBEINTOIEETORATIEY X7 IConw T, HiIRN% <
DEFRIRITTE, EEEHE 2 TbI, 2 —EDOMHEI L L I % b o THtH, MIGT& 2 & BIRF Rl TR L
2bDTHL, LAL, HIE, F4RHCHERINTCORVBEET S, SRAERttoREis 2 MGPT
KBWTHITNRE o TWEIEBH DL, 2nbicid, 7/ 474 FEEMENT (genome-wide
association study : GWAS) 7z & O KMBEIENTIC X » TEREFIED X 7 BMFeHicRans (b+prk
FIED 227 ERICBED %) #En e, EHRE S CEBRIE & OREARI NI BETREDEEN
5, SO RBKERICGEELEL LE2oN ) TV FARIEEINTH, EFIERONR L LT
IRINICERHRBLR T THEI L EZRTIET VY ABRARTTHY ., “gene of uncertain significance
(GUS) "t dRHIND, MESHEL» LRI NI LR — M NICHY T 286 ORI HE &
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NS aicld, s nMiiz LRI 2 L dhic, MEREEHS T 2 O H TOYLEIRT
ICOWTHRHDKERIE) X7 DI T vV ADHERNPMETDH 5,

2. TET Y ZADBRFTARELGEFICHT DX

GUS DOr[REHRH 2B T IC ") T v F i E iz 5 olENR L F— bicid#E & =54, BQ5S
ICEEH L 728 Y 7 v+ DIRIFEPEREIR O FIEICHE D W T, o TRIENY 7 v + D 21T 5. % Dl
B, OEETHEEECEERRIZL Y 2 2 B FHlENAZGAICIE, RiT, YiBERT LREBREY X7
O L OBEWICET 2 T v AR MR T 5, HEREY X270 FFICOowTo ke T v
ABHoTGEICE, VA ZICEAL TRREICHHL, ZoXSHEHC oWl T 5, —F. Wi
INTER A GUS Ll I N 256, RARROELR Y V2 ) v 7IicE\wTid BQ4 ICREHE L
=& 9ic, VUS S E N80 ESICHE L 23, WSE2RETT 2, ZREEXH T kR
#BR S N2 5A . BIOBHRINE LKL ~D SN, I ICEEFIRE L #5422 T,
HOUFEVWIEWOZI LT IMNIEE LD LAMEINTNDE L, —F, #REHARFICZ ©T v A4
TaTHoTH, FERNICZ T v ZOEMDBHESR, JREFIEY R 7106 U 2 EBEWEBE IR S 1
ZRIMIC 2 Z LD EIND, DD, ZEE TR B MHE DR Z AT 5 2 L b
METHDL, I Lemdb, BO3 ICii#ko@ b, MGPT 13 % Ok & RAIC O W THA L 2 EAKE
RT3 T A E AT 28, RERRICEY RGBT v ) v 7 &2iTo72 5 2 TEMT
5T EHEE L,

3. TIEFVRDERICHS MGPT EHETTFNZEIL

I T Vv RAOEBICHE L, MGPT I I N B TIcoWwWTd BT %, T7habb, GUS DREE
D H 2BIRTFE2FOIC, Tk, BRMEESEMRE & OBEBHL 221072 2 0 b S, WICHER
PEREEEERE & OBEARE I N D DD EZ LN S, 4 HIITE R T & EEMEESEERE o BEEHE
KON TELDTWER, IO RBHKFETOI LT Y AIGBER W LITEET 5,

(2% ]

1 Scherr CL, Ramesh S, Getachew-Smith H et a. How patients deal with an ambiguous medical test: Decision-making after
genetic testing. Patient education and counseling 2021; 104 (5): 953-959.
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EILEERERROEESHICAIREREEE CARINT L
[&?

ORAT—EXU K

BIEFHNRBZRET DICHIZoTE. TEORBZXKET 5 EDEBRZERICT2ICHKRET UNE

HERETDICE. TUTITINEZREDBENREDL S ICHERSNTLSIHEICER LRSS, 2
BLOHRICAVWSCENBETH D, TDRHOEFNEZFE LT, KEEFFHERBLEYY—
(Centers for Disease Control and Prevention, CDC)MDIRIET D ACCE EFIV(AEER 1 ). HXLUBXER
FEREREGEEDTY [BABGF/N\NRIVREDRE - BEOERICEATIEFTNEZAI. LU
NEGCTFREERBEDERIEICATSEARNE R A, FHICHEPBEEFTMICREL Tl FE25EI1CT 5 (M
2). ERTIHERN R ECTFRERBEDREZRILT 2HHIEUNESH SNTVIERIETH SN, &
HORDRFREDN SHIE. BROBRICESDHSWDHTOCIANEUVVVRERROREICOGMNSEC
EICBETIVNENDD(FFER3 ).

OF=

VAT 7 LEREZIILDE LT, 7/ LEREOERLISH S S IOREMICEAL TN e, ZL

TZ DI I BETBIEREOREE AR T 2 2 L 0B EWRE T 5722 & 22 1F, PR 30 4F
(2018 49)12 HICERES O —fl 2 SUE 3 2 B GEEE 57 5) B fT X iz 12, RBUEERE T
Wrizic NERTEE - ki ] oS RERE O fICiZ L Ci&d b, 2 0 FEhiIC iR 5 FiE
EHIHIAE® b (R ),
— T, HREICRE I NS, BEEFENRESZENICHA L o 2 EBEBICE TR, WHE 2R
L7299 2 CHREZ LT E 2KHOEMAHTITBEDO LT Wi WEERD O, EEEBEN T
LRETIEIZ ORBEEMBIARAMER 7 —ABAZ T bN 5% &, EEMIESIEICH: 5 Tz Wikl s
H o7z,

DX RBIRERE 2, EHE - SHPIHFSE IR E R B AR Je R 2, (B a7 B - e
R E O OMERIC IR 2 HEOHREICBEIT 2158 ) ° Tl BIEOBEE B - Ptafikfiic
B 2RERES B X 0, TR EE R E 0L SBT3 FES R I Nz, . B -
SR WA 9T CHE R MRS BRI SR 26, [ HERAEIE0IC 35 10 2 BRI o K B8 IR o B fi 1Ic & 3 2 0
Fel ) Y. HERTERIC B 2 EN OB AR EOFKELFHE L, 2021 4 3 Aic, [HEREROZ
ICB T B EEEIREDOTRE] ° ZRKE L 72, k. FVERICN T 2 BREMMRE L. chzfftc
E 2MAEMESE R OB T, KEOWMEEA LICE W T DIERMR ECHME X T X 775
H B0, RIgH TR, BEICHV 2 BERANIRE CIIREDWE - BEEZHAT 2 L6EE2H 5 C

(p. 64)
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LR A, DML 2RI T TEREL 2 TR AL RV LRSI N,

@) 5]
1. ACCEEFIV
BB VBEEIRE 2R T 2 20 IC B IR EARNARE LT & LT, KERKE P&
+ v &% — (Centers for Disease Control and Prevention : CDC) . ACCE EF AL #EIEBL TWw3 6
ACCE & (%,
e Analytic validity (Sr#THYZ 25 - AIERADE L C b, 72 C ol CHlE L Td R CHERBE O
27 L, ML LT L TW»5 D)

«  Clinical validity (BRI 225 & 2 A O &K E & OBLEMWEAHETL L T 5 22)

Clinical utility (BRPRFH M  BREIC X VIREOBWI 2 SN EBHICHRA LD OWNUWELH 2
2)

e ELSI (Ethical, Legal, Social Issues : i3y - {5/ - #EAREICO W TE B I LT 5 2)
DX FxH E272bDTH S, BIRFAHNMEZEMT 21 HzoT, TNULOLEEET L L OMENE
BRI NTwBE, JFAlE U OREBR M LR EIC B W T, fﬁﬁﬁ%%#ﬁﬁﬁ?@ﬁ@%@ﬂ
V7 v P)ENRE LT INZFETHRERZEMT 2 2L, X UERERX TR R ERED
Lol #E #RENRICED BT 22 L hEBEETND, %u@ﬁ%%@ﬁ%%%?éu%t
> TCli, ACCEDKIHHICODWTHEL, SHELBFIGEY) 2MEZRIMET 201D 5,

BILFIREDRERL(EREICEE)

2018 O EIEYIEIC B\ T BIET-BEE - RERREE RIS 5 5 2 TEF T EHHELILT (£
2-T) D3 D ED b (h) 12
£2-1 BGEFHE - FEAREEROBRICGETINIER

HH N
BLH OBCE BinFRERE - LORBRELIT O HGHOHEOMWMRICR 2 BETE R
EVBHI

FRHEFIEES O | AR O RS OHEEFIEICE 3 2 HEFEER. B X OEEHRESL®

HERIRZ T2 L

WERIEEEMOFER | HA oA - AECE O OER R OHEBICHERBEX{T> 28, £
R EBRREEZHTIE oo X DRdsk - MR EfTS 2 &

SRS E R E ~ | FEOHEMT I TS EHAELZZ T2 L5805 L

DN

FLR T, (BREERERE LTHEDOLNED D, BLOVHERENOERBEZEZ IR X)) RFEOMEE
%Tﬁbhéﬂ%iE%&LT@E#%%%%#%@&Lfﬁ%065;&MT§&V>F%% (&N
L7285 - SERIEIC X 2458 1 25810, RERFICHE L 2N TOME %2 L+ 2 72 & OXtiG

(p. 65)
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LD, MREEECTHEMT 28 THBITERZERT 256101, USERSHFELE LTEMI I
HWRTHY, Z2EERE LTI DDOTH 32 & ZIAFEICENT 2 57,

3. O RAICEE U ILEGCTFRERBEDHEEER

HAR RS ARE G ES . [BABGBT S ANREDWE - FEEOMERICEET 2 ANE 2 /7] 8,
BLU NER BB E OB RALICE T 2 HANE 2 /7. FRC/MTREFHmICRAL Tl ° & w oS
L0, EETEEREICE I IRMEEHOEZHERLTVE, TNLDAENT, BREEF BT, [
Wi 7w x|, [t 7e x|, [tk 7Tee x| a0 b, ZhENO 7oA T LICHED
FUM AR L, BEEHATIREZLZRLTWE,

Hitig © MGPT % & Ui R iR 2 M GIE) 3 2 581l ACMG 77 = AN AR v X —F i
BFICED 10, KBQ it., 4L EHMHKTMGPT 0L THEZ{TI) 2 MELAZLDOTIEAL, &
ORI & L <, BRESAMENMF CRELKET 2 L 2QBFCECLZDIDOTH L, LirL
B, WEHEAMERREZMES ) 2Tk, MELZRIET IEBEER WD [T 7e 2] £
[#rte 7 u v 2| AEEAKE ZHES,

OaHhEIZOER

[t 7 e 2] <3, TFRERHUOCRIERE 2 L2 SF I, MENRES L ONRERT%
WET B, 22 THIZIE. GPV OFEHEE 0.2% DG T2 0 RIc, BKE - BRERZNREFNR 99%D
BEZITo/- T 5, 2O GPV B I N8GO FRITN 17T% LRSS, —H T, Kk
JEZZEDONREZRE L. GPV OFESES 10% D EMICF UM 217 2 1E, BIERHEZ K 92%
cEcmbc& s, 2oz iid, MGPT %175 BONRERFA2IRGTT 25 2 THEET, —~HICH
KT 5BIETEBL G EBBTERIZEMT 3,

7z, EECEMSMEBEZZ T 2EBFH TR, Fr—dk, vy vz v dskollikoiBEST 5
LERH Y BLRFMBEOEMESRIEEI W w0, % OLARENRINE RS, X LI
HoME, RNZEORKRE B X X7 ECRE - ) 7% &b FIHEZE D, 7 RE Ok i<
319800 Tihbhv, Mor0HBThr~) VEESNT 7 4 v EIEHBEA % REICH
W RGEICIE. 7 LRI AR B AR A o TIER E N2 iEARZ Vv 5 2 L 2R AT
» 5,
@ath‘IOER

(it 7 a2 | Cid, HIEERERED HIRH S iz LA — MR S Wz B0 e e CR it
Ry =22 v H—IC X 3HETIZRY — FE. AL w O —e, FEER ) 2SR L. ERICK
B2BEIEICITON R T 5, £z, BHIEINAENY T Vv MERICWERT 27— avEf5 L,
R L OBEEOFEEICOWT, ~BLAREERERT 230 ETH L, 20720, ZEOEKE
BEET — 2 X —2 %W L., BEEz R cx 2aein ko bn s,

—77 T, BN TR T BERA I 2 AR B B O ARHI A T ic R I Tt v R
B2 ® 5, KETIE, BRBRAEZEREE (Clinical Laboratory Improvement Amendments: CLIA) & F

(p. 66)
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TRTOREENRELZRZ T, EHTI2MEONEICIS U CREFRMHIARIN TV, 72, College
of American Pathologist (CAP) % |3 U ® & 3~ 2 @I BURT DA % 3Z \F 72 FRAEFEEE 23, #AE o B < S it
A Z 7ML T2, BURCTIIAME TR I N FAECHERZH ., ZEICHVw O olME

(\WH W 2% laboratory developed test : LDT) b, 9 L72HIED FCTHIZL T3, s, EWNTIXES
IR EE O ER A & L CEREBIS 1SO 15189 A RIEL TWwW5 b DD, N B 1 BhER A
WX 2 NBRBEEHRE 7 77 LI3EE 5720 D037, CAP +—~x_A4 Z v R L, TiCiho
BB EEST 2 D DIt T 2 CTifrbitC\wb, LDT ARDBAMICER RSN TEL T, RIRZ
FEL LT OHEH RO WTHBREDBIE o RS TH 5, L7223 - T, EIREHIRE DI % /i
T LML A R LI ZHLI N TR wopBIRTH Y, Faic, BRI 2 27 — 27 R X =230
BLCRFIREELIT O BERD 5,

(2% 3R]
1 EFEGF O~ 2 WIET 25 CPROHIVEERSETIES) PR 294 6 H 14 H.
https://www.shugiin.go.jp/internet/itdb_housel.nsf/html/housei/19320170614057.htm
2 JEA 5. RS O — % SUET 2 RO — RO T I f 5 BT A BIRE & DR ICBI T 2 A S DEfT

oW T (HRBRERATSF ICB 2 36 (B 081055 1°5) /K 304 8 4 10 H.
https://www.mhlw.go.jp/web/t_doc?datal d=00tc3586& dataType=1& pageNo=1 (£ 2024-08-26)

3 JEAE G B AT BB & HUREEFREIR AT HEET e 3 [TEIZFBIE - Rkt ] OREOERICIRS
EHEOWTE(ICBAT 298] (WFFefRHE « BHEA) . NEEFBE - fetiifiE | ORfEOMHRICHR S it
DO AtEACICBE S 2 F%E  IFZEEREE. 2023. hitps.//mhlw-grants.niph.go.jp/project/164772 (Z:1d 2024-08-26)

4 JEAE T B AT BB & PR - FEE SR B #RA TR R BORIIE [HREIRIC 50 2 AR O R E
PRRHI OBl Ic & I 2 98] (PR « BB ) | SWTEISIC 351 2 WAL o0 WG 5 8 BRI o> B i 1< &
T A% W E. 2021, hitps://mhlw-grants.niph.go.jp/project/147124 (£ 2024-08-26)

5 JE A G5 AL AT T A B & EER TR R BORITIE $2¢ EENTHIIC 35 1 2 MR BA  RE LB AR 0 B ff 1Ic B 5 2
WIEHE. BRI DRI B 2 BB HIMA O $5$F. 2021 4 3 A 31 H. http://www.kentai kensa jp/files/35773.pdf
(18 2024-08-26)

6 (CDC) Cfdcap. ACCE Model Process for Evaluating Genetic Tests.
https.//archive.cdc.gov/#/detail S?70=A CCE& start=0& rows=10& url=https://www.cdc.gov/genomics/gtesting/acce/index.htm

7 HAREY2. BRICE T 2 BIRFIRE - BBICBIT 244 F 74 v (20224 3 HGE]) . 2022,
https://jams.med.or.jp/quideline/genetics-diagnosis 2022.pdf (£ 2024-08-26)

8 — et MR AR AR B E IR R S, PABLRTF A NVEEORE - fEOMRICET 2 EANE LS &
2.0K) .20194F 5 H 31 H. https://www.jamt.or.jp/data/asset/docs/20190531_ver2.0.pdf (Z:18 2024-08-26)

9 —frt RN B AR AR EIR g s BB Ic BT 2/ BB A B T BER A O BIRGEICBE 3 5 B

AWFE 2 J7. FRICHMEBIEEEFTEAMIC B L €. 2023 4F 3 A 24 H. https://www.jpclt.org/news/detail/20230327092844/ (£
6t 2024-08-26)

10 Rehder C, Bean LJH, Bick D et al. Next-generation sequencing for constitutional variantsin the clinical |aboratory, 2021

(p. 67)
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revision: atechnical standard of the American College of Medical Genetics and Genomics (ACMG). Geneticsin medicine :
officia journal of the American College of Medical Genetics 2021.
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BQ9

EIRIEFRORY HWVICEAT D FTFEIE?

OARAT—FX2k

MGPT DFERIE. FADHBE5T . BESHIUFROMEEICEERAL 3 3BHWTH D, TXTER
FRFBOERENEE TS LICEL ST REGF—LERICRIRIEDCENTESD. NS0
BIEFHRDBRICHITIEREN S, ERHROMYBWVICE LU TUTDRITERTT B
- BONTLEGFIRERRE. BESNZIANTORRZZFREICECET Do
- ERIEERA T, FHROHER EHREDFHREROMEZEBRY 5728, BERADINTOEE
EZXNRIC, BEFROFEE ZORRVICOVWTOHE - BFEEE (ANRELEEHFE) Z28U5C

EHRHEND,
- HDERERICHERZRM T DRICIE. RHTIRBEEHICONT, RHT SERBE TEHIC
BREITBENEIND,

- EREEALNCBEDEGRRERM I DIVENEUDIRREIEBFEEAERVEEZISNSH, ED
STRADE UHEICIE. BEFROFEEFRRHEOTEZ EBREDOHE - FTHRZEEEICKR
S UTHIERY Do

EEI=)
A

A BQ THETT 2 [THLY K] id. BZ2FEEk LY v & 2 NSt o c oY I\ o5 % &
Uo
. %Jﬁﬁ_twﬂﬂt)i&b\

Eﬁfﬁ{f\f%ﬁm ENTWRICH22rboT, BRFNREKEOZER~OTLHICOVWTWEZITE
LR A LN 2RI, 20 RIS 2R T 2 EBETHINERNAZEZT1H 2 1, 1990 F
IR 13 £ 2 el 2598 < . 2B u T RNEY 2B RIERO T IC X b P 28
AREEZPE L FEAAE L Tz 2 e 8221, YT, EEER Mo ERIGRE (2% 5 R0l 7
A5 Z6N2bDTH S kbxﬁ%‘iﬁi‘jﬁ]ﬁ“@%oto 2003 FED A2 a [b MEEERICEIT 2
EES] . FAFEICARINZDPEOELERE 10 AR X 3 [ERFIREICE T2 54 F 74
v ] (2022 FFFEIE) b ZOFEZ BREL Tz,

Lo L7ads b, BIRFRIRE MR 2 1S9 2 & —fiREZFICH W b 2 ERIEHR~ & Z OfLE D T 23
BV, ELICMOREPRBINIREI NG L HIChD L, »OTOEZTTRBEICE T 2EGIH
WOEHIC LAMEL R 2 RNEEL S X IChoTz, BREROESCEBEED AL LT —
i ROELRERICET2RAMEOEE L S H Y, FRICHL 2232 BB EL CTE 72,
CHLAEERTHLZICKEINLDOPHAREYS TERICET 2 {5 ANRE - ZWncBs 2 74

(p. 69)
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Fo4v] TH35 Q0114), 2OHAL FI74 v Tld, BIEEZNRE LB FREOME X, it
DERER & FRRICERRICEEH T NE L ZHEL L T2, ZOHA4 F74 i 2022 FICKET S
T3 20, ZZCRILICEEBHRICMATEIEA Y V2 v 7 Oftid JFAlE L CEEIcRE T
REZL L LTS, BEEREZILCERT 3 2 L BAEEIC ko 2HIEIC B W T, BIEHHRO R
Lo AHIC X A HRE OAH LB FICERRL CTEMLZEREZITO S e, BnREICH
M2  oEEFHRO—>2 & LTk, B LABEYICHEREZEECE AW icL a2 MiEED I X2
IR BT A ELRD B,

2. BB ELAOIZE CTOEYHL

FHARFORBESIC X 2 —fRITRZMNR E L2fif 4 i Lhd, EEERICBES 2 7250 - ARl
ZAREER L 72 MIE B DR —EBFEET DRI NT w5, BioEEOLNEEZEOMTH ., REIEEHE
b - iRl S OHIA » SEACRFICARIIS 2R v 2 21T 2 A[RETEIC DO W T OAL D LIE L IFEEE &
7o Tz %0,

OfiFsh
1. BRERBROZEZN\DECH

ERIES 24 &Cid, [BEAIZ, 2% Lz 23, Bk SRICBET 2 FIEEZ 2ERICRE L 2
Fhidhbhv, ] EEDLNTWE, EIEFHIREIISECETIEETH Y, REPEHAINS C
LIEEYETOL R, 5, BITOMMBZIEICE T 3 [2EBEEEFIME] 3. ¥ XToBEL
FROPIERZEMAL L TS0, —HloREae MNERICL 2 FoMEFEKIZ, FIEFHKE
AR INDAREME A B ETE 2\,
REDLDVPETHWONTWE L L DET AT T, BREMEEIZFED 7 + 4 LI S TR
MR % BIRC & 2MEERIC R o TV 223, AREED S T L AR VEEFIRERELS  OFHRD
HCHR L, R WEC T 2 RMDEL 5 2, BIRERE EREEHMcEyIcE L, e
FBIEHCTZ 2 X5 Ic3 27201, BRENREDIHMEZMEK L LT WK CIlH - 5ifk3 2 TR
gwrEZoND,

¥ 72, BREEZRICEO RIS OBERANRERSESHMR AR S L L b icRiitdn, chrE
ANTICGEEEINZRWDAEL 5 228, KADOMAERMRE L MEE OMERELDORERZHIET 57200
W, VA=AV FOBE» LD MHATH B,

2. BiFHINESE

B THEIERRIE, 1993 FicEmimiE 7 E O George Annas PMRIE L 722 L ICimA R T 5HE 25T
H5, BILEHERITEEZD T (FLM). MigHEd —EoRE AL 5> 5 GaAt) & v Fkic
Mz, BEEREHSWICERINS 5, R 0ENAEELZDZLLI 2. dwod THEHEN] %
bz 5 Lo, BIEERIE [FRGEHRTH Y. Rl i - HB0ECcH 2] & FRL 7%,
1 ¥ 72 DNA ~Nv 27 ek 38EERE (Mo HEE (future diaries) | TH 2 &b AL Tz,

(p. 70)
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ZDEZITIEYUEL S, OBEGHERIARAANOFEZEEL S 2ERL YT 4 7THEHRO —EFICH X 7
Vv, QBGEIEHRE hoERERIZEGMICXITE RV, QEBEEIHRE o ERRE OEHRIC B
PICEE L ZR IV, Lo Kb ERI N TV,

3. BAREXRS TERICHITHEGFIRE - BRICET 501 RS512]

2011 FIX NS NAZRYIOMKTIX, TTICHRIEL TWEEEENR L L 2B ZFNRE DS & [H
BIEOFERIITFRETH V., FIEL T3 BEOBLRAIRERTIL, MoMERE L Rk JFA
ELCREBRICRHE T 2L4ERH L, &L TWwb, —FT, ERERREZE, FAERZE. HAERT
ZWHCBL Cix, EERTICEBE A Y v ) v 7 RRETH D 2 L DL D 228, HROBEFR~D
LEIC D LTIl S LTV TR,

2022 FOUGETRTIX, BIREROMEROR - 2O BIE - EH1sAI N s Y, EEFNRED
FRICMACTEEBAY V) VIZ7ONAEDFEATL L CHFELRICKEEH T 2 RE I LRINT WD,
— I TCINEEBT 2 L ARHICHRERESATIIC 722 2 ek v X 5| EREYE ORI,
B XA OBEBEROEY) BRI T 2 HIHICOW T %EE - HER1T > BOBEEMED I#
FEhTnz,

4. RENDOEYNRYT /) AEREZERNROLTRIIOSND LI ICT SHDMERDIEE
BN DETEIR S HEE ICRI T S

DHEICECTY ) AEREHEE L, FIRICERE RIS A AR % 551E 3 2 B H o HilE
CET T, RO CBIREOHENAHT DNTE LR, 2023 4 6 AICHOICE - 72, ARIZHEAIS
b L COMRERREKED S ) AERORE, OUFFHIZ - IO K BRI 51T 2 L i~ 0] 7
Fifs. @7/ LEHIC X 2 RSB O 1E, 28T 5,

(2% 3R]
1 E O Er B DEE AR REoBh. HARER MRS 2006; 134 (12): 2385-2390.
2 HARBES 2, RRICE T 2 BB IRE - BBCBT 274 R 74 v (20224E 3 AT . 2022,
https://jams.med.or.jp/quideline/genetics-diagnosis 2022.pdf (£ 2024-08-26)
3 JEAE T ERHETE BB & TIBERITE B [EA T BRFERIIE (2B 0 2 HGEEEHRAH 0 ik L

T L) T 7y — BT 2 AR MRAEE  REEH) s 2l AEEHERNHOERELE 7/
LY T 7y —IcBT AL WG E. 2017. https://mhlw-grants.niph.go.jp/project/25825 (Z:i# 2024-08-26)

4 Uchiyama M, Nagai A, Muto K. Survey on the perception of germline genome editing among the genera public in Japan.
Journal of human genetics 2018; 63 (6): 745-748.

5 =i B BRI BT 2 REatt LB TENE » < 3 —F%K, Aa{REHE 2019; 2019 (209): 33-50.
6 ZEDT . RSB IC B 2 EEEROF A E © < 2 ERE. A driRREESE 2020; 2020 (210): 155-194.

(p. 71)
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FQ1

EI OV — LR (WES) - £7°/ Lfigth (WGS) & MGPT MELNEK?

OARAT—FX2k

MGPT &EEEXUL . WES X° WGS D &K S HEFER T/ LARFIIMRE R DFEABANLETHY . EGHEE
BAEIREDZIRIC DR S GPV DREBIEDOM EHFEIND, 225/ LRI T, KEREICE
EIEEMHREEUT, ¥/ L7040 FEBERMT (GWAS fi#H) FTRINIERERENU 7D MCE
D< polygenic risk score (PRS)IC&K DEFHEEEL EFICFAIRETdH Do

—AT., EBNT/ LABRICOVWTRERE (SHHNZEM. BRMNZHYE. BREKRNEAN) 0K
SEIE. MGPT [CEEARTHATIE @, HEFERY/ LBEMICEK Y MGPT TIIRE TER VEGMHERE D
[CEDEREMER. ZHD WS BT DaREM. SV BBASHERDAREREEH D, T/ LT7—F
DA ERIN) 7D MER. BITRROBETPEERREICDOVT, TORIBREADPUETH D,

E1=1
A

T NENTEANTOESIC XY IR LAfiic R R T PO WGS 7 — 2 2 S35 Z L A A[RE L 7n

> T3, HYE, Genomics England (4 ¥V &) ', German Cancer Consortium (F A ) 2 Hartwig
Medical Foundation (7 v &) 3 s & CliaBn A D WGS o FEEEIE ICH T -MmaEnsiEDd 5 tTtn
%, HRICEWTORY ) AMEFFERITEHE 20224 12T, 2SAMEE & #HRTEIRIC 35T WGS,
RNA ¥ — 27 = v R fi#Hfi7s & OMFEIN T 7 7 — 2HUF & 2 DT IR O BEEITTIC I T 7 RG] 285
DHNTWD

HITE. I:%% INTw3 CGP ichx <, FfRMICIZ WES/ WGS 7z & OHMEFEN 7 7 LfEtT b fRER
INERE N B ATREME D AE I NS, L2 LSROEREED DX, WS /7 LTS H T 2 0T
22 Y, BEIRAY 2 1, BRRAYE RS O fERE - STAM I T00 CTld e v, BRI IR & 722 B a
IREBOZMIC OB EFEAPEON L A[EENED H 0 BREROFREFH. FrfmEofE. MRk
REM DY R 7 GHll, =AY AV b, T—2EH, 7 7w RAE LR T ARG S L ETH B,

©ﬁ¥§ﬂ
. RS LBRITDOEREZDORIN (FEDEW)
75>/\/@$ﬂ,ﬁﬁﬁﬁ7/ LIEMTIEFEIE NGS 0¥ K& b & b Ickk~ itttk ciEw b T % 72, REHNIZE
B A7 ) Iva vy — 37 L (International Cancer Genome Consortium: ICGC) i< &k 5 WGS W32 ¢
%, ICGC IZEEE I Db L MR R 3A T 7 LENT 2 FERM L, MHRFHETHE, KRBT L0k,
DA DWGE - {RIEZHEET 2 L #HME LT 2008 FFICHE LTz, HRDZ DO u Y =27 FITHAIL,
— DR AMECIENT 2 S LT\ %, BT 2020 412 Pan-Cancer Analysis of Whole Genomes & L T
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2. WA/ LY. AN, o%

BERIRINE T LT 5 CGP 13 1,000 Rifi 0 fm 2T e LTI L T icd kv, 7z,
BIRTEESE AL D MGPT DTN GURIZ 4D 100 172 2 WIRAE AL TH 5, WES Tlx4iE
EFicoVwTa— FHEEDOANY TV F2FHCE 2, 2T WGS CTliddEa — FHEBICHFEET 2N 7
YIFHEHII T L BHRETH B, 7272, FEa— FEETRE I N NY T v M iE BRI E~D
WER TS EEEL ., B THEE~ORE L TS 2 LT, IE5EY (mRNA) ofF#Hd HE
Kb B b, WIS (Whole Transcriptome Sequencing) % {7 L CHEftid 25 WGTS ic X b,
VT v MERDED Z LRI TW S (R2-8) 6

&/ 2-8 BRI/ LRTOREE

MGPT WES WGS WGTS
, ~ KBS T IR T o AV ANN S AVANN
TR e (~2 M bp &) (45M~bp) (3G bp) (3G bp)
SNVs/indels EOFERE I VAE 7 LA 7 LA
o v —HZmL -/ REM T T v RE AN 7 ) LA
MEiEZAl -/ BRER T FRAE 19 7 WA 7 WA
Al e B s T -/ BRER T FRAE 1) 7 WA 7 ) WA
EARTFEH - — - +
B Y ZAL - — - +
fiEtT 2 2 b + + + ++ + +4+++
e ALY SR +++ ++ + +

TIREVRRIBD T A BTN TSA VITRFT D, TR—IR MY DAY RE

+ BHIYRENEVNEA, FHERE AT

72, 4 GWAS DR A5 PRS IC X 2 EFHIEY 2 7 D FHRIATRETEIC D W T H iFFEasitED T
W37, PRSIFEWVD DTIE, EIEMEMEETEREE L FEFD ) X7 A RTHRROME I T2, WGS
Tl PRS ORI B A[EETH B, SHOT LT v RADEMICK o T, PRSI X 3V 27 iHfi® GPV ic
T MR TFIC X 2 Y 2 7 @RS WGS I X - CH[REIC & 5 2 L AR E L B,

5 L7 T ) LENTIC X D RITN R & 72 2 77 LFEIRDSE 2 2 720 155 1 2 BURIER S H
M 2B FIORTHED H Y, BREATEH ETHRE L THRELZREL A0 b FEfT <2 L
Eroind, Stk MENT ) LENTCZ OH%ROT — 2 EHICOWTORBIEH I, Z24% - f
AR EnHa. BETRSE (PPD) OB - 1Y - tL2r9EE (ELS) o5 ZaiRat 2 #2 C
TRBL ARSI AR 21X, MRS LT ONREF X VLRI N L EI NG,
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3. DHMIEHMEIC DOV TORE

SINTHIR YR 2 2 MR 7 LIENTRFA OFBRE L H 5, £ THMEN T, LT Cld. X0 IAH
BT LAY -7 TV AT 57290, MGPT &KL CTa 2 F 4720 OFi B0 FE IRV, 20
720, ARV EEL LCHonBE 2R TE R WS ) LEEBFEL 5 %,

7277 L bicid, JEa— FHEEERLIC) ¥ — RIS S BFET 5, Mz CEMREERE %
BT 2560, BITEEREY O EROBERELXTRICHRT 2 2 L2 8 L v, WENT ) LITICE
Wik, PR LS FEHOREZERDT ) LAENTTFEOMAEDEIC X 25T R Y 1E O K
HHNTWS,

4. ERERAIZHMEICDOVWTORRE

MR 7 ) LRNT OSSR, BRNERMN T OREERA~Y 7 v P23 %8 s h 5, 72 MGPT ikt
LT, L VREROE: (Y RZ D) EE~OXEI T I N, 2727 aFe ) T4
ICOWTHERTZ T v AR I Z L v, T, BENOFHA, =7 Vv ABAR+0 i AA3ES
NBATREME 2 B % 2 72 IRTHT 2 D DEIE A Y v U v 272 d 5 W 2 BIEEIFT R 2 48E L 720 el
DIWEEDEETH 5,
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1 Turnbull C. Introducing whole-genome sequencing into routine cancer care: the Genomics England 100 000 Genomes
Project. Annals of oncology : officia journal of the European Society for Medical Oncology 2018; 29 (4): 784-787.

2 Horak P, Heining C, Kreutzfeldt S et al. Comprehensive Genomic and Transcriptomic Analysis for Guiding Therapeutic
Decisions in Patients with Rare Cancers. Cancer Discov 2021; 11 (11): 2780-2795.

3 Samsom K G, Bosch LJW, Schipper LJ et a. Study protocol: Whole genome sequencing I mplementation in standard
Diagnostics for Every cancer patient (WIDE). BMC medical genomics 2020; 13 (1): 169.

4 BT B, &7 LENTAFIEATRNE 2022, A1 44 9 H 30 H.
https://www.mhlw.go.jp/content/10808000/001071539.pdf (=18 2024-08-26)

5 ICGC TCGA Pan-Cancer Analysis of Whole Genomes Consortium. Pan-cancer analysis of whole genomes. Nature 2020;
578 (7793): 82-93.

6 Cuppen E, Elemento O, Rosenquist R et a. Implementation of Whole-Genome and Transcriptome Sequencing Into Clinical
Cancer Care. JCO precision oncology 2022; 6: €2200245.
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£ 3 F. ECtEREERDEI RNV RIAD
AR - FEHER

VRIS < B b 2 F 2B IS EERE (D L LB T) & LT, MilhiERE 1 B R o 2 7l
(NFI1,NF2). Lynch fiefstt (MLHI, MSHZ2, MSH6, PMS2, EPCAM) . RKIEWKRIBIERE (APC).
Li-Fraumeni fiEf&HE (7P53). BEnMEAEINGSE (BRCAI, BRCA2), Cowden JEMERE/ PTEN it iR
JEMERE (PTEN)., WREZEMIAelE(RBI), von Hippel-Lindau f5 (VHL), % FVEMNbiEEAE 1 8
(MENI1), W77y 7Y 4 —~ - tefiielEE Rt (SDHA, SDHAF2, SDHB, SDHC, SDHD,
MAX, TMED127), #&$itEE{LsE (TSC1/TSC2), DICERI jief@ft (DICERI). Nijmegen JefafAR
LIENEWERE (NBN), BAPI1, PALB2, CDKN2AH»%Fbn 3,

1. BI=E
HTD WHO 4358 (il WHO 238858 5 ik (2021)) i X % &, ik - i i< i3 100 FSELL 1

D type (A 2B 2, 20720, I - MRIES ZIFFRT 2 L SN2 EEEFEEEEICE T,

X F 7% type DGR AT D, T2, 1 D0FEE - JREERFICE VT 1 D0 type DFE 72 1T A3
IFRT 20T TIE R, BED type DML RET 20EMEL D Y. 2 DRELR D EE - JRKEET
TEICEB R EPREINTVDE, 20720, FEER - BRELTF I LI —_ A4 7 v 2F5ECHA
. R, BETESD LT oR L o Twn 3,

2. Y—RASIIRAAE

ERMEIEEHE R RE 1T BT 2K - MRIER O —_ A4 7 v 2k, FICHEE. #8EMRI (1 ~2
(3)E/IR) X oTiThbh s, EEAEMHT 2 L NS VS ZEETE 2EXRD L2 2EH2%
WD T, 3% MRI %179 E23% >, LA L. Li-Fraumeni fEfERECIE. H#)IC&ER MRI % 6T L <
I % R0 e o 235 A, RED 5 REPMEIIAREE I3 L, £72, NF1 GERREIERE 1 )
Tl PHEE O FAESEE DB & ER TR w720 — I MRIBEX21T) 2 L 2o TE L
T, EWNRERERE TV, 5D L WIERASHEBLL 723 MRIEZ1TS C L 2D T35 2,

M - RIS 23077 3 2 AR RIS R I RO % C HI O N D L D I8 > TE 22, 4 DERTIT
Z DHECRRBR E L TR D 72010, b —_A TV RFTEPEFT o T WEED DRk
VW, BT EORIGICOWTIE, B4 EE2SHE,

3. U—RASVREE (- #¥7T) Fip
P =4 Z v R EGAEIC X o TR T) Flm 1B SR O E Ik FF 35, NF2 (ffifEi
MERESE 2 70) It 10~12 3% < 3, von Hippel-Lindau(VHL)J% TiZ 11 j%2> 5 4. Li-Fraumeni JEf&E#E <
XR2WT I N7z DI ICHIR T 5 T E AR I T B L AEETERELIE T D . FEHRICBEIfR 7R <
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ZWiRFIC MRIBRFE &2 17\, 25 s < Bk N Bt 2MieE (SEGA) OFMIFRIER R T X, %
TTCH—RATGVRRKTLELTH L WE LTWwWES5 VHLIETH. FFITHEER L FnIE. 65% TH
—_RAFTUVABKRTLTH L nE LTS 4

4. B—RA352D AR
EIRVEESAE AR (<310 Bl - #REEIES O MRT % —~ 4 7 v 2Ok, —fi7ic 1 ~2(3)
FCTh DD, WEOHESL Z D RMEROFMICISL T, BHY —<A1 7 v X[HREEERT 5,

5. {EFFkh
1o - PRI & A FE 3 & BRI EMRAE 1< 5\ O ARSI S L E P iE R & oR~EIR
EQ/ARAAN

6. ek

EARVEEHE R B E 1T 1 BN - #RENES O SRHERE X, Z DIEE D type PIHREIC X o T, HEIG
DFE o T3, HlIZIE, B, BEE L & o FiA R 2B 3 v CIEZ2 I Ot TR i 2
EWET 5, L L., VHLJHICH T % hemangioblastoma 7z &, AR P RAIFCH 2 RIEEEICE
W, BHORETHIAEREMETH 2H DL . RBBE T2 % GEll @I IcBIL <
(. TVHLJEZIEDOF51% ] S0, NF2 B THRREARIE SNz & LTh, ZAUTHE D FR
FER (BENERT 72 &) CHAEROG KR E 2 BEA CRibiM 2 ZE T 2, GEliE, MEiRHEREE I
BB E] "2,

7. HRSHRER

AR TENESEMREE R IS BT 2 I - AR O U in R oA At 3R EIC X > TR %5, VHLJK
23 1F % hemangioblastoma ° NF 2 IC &1 2 #7213, 7V ~F 4 7 7% & OaE» G H
ThrEBHL T, Lo L, MHEHIMEMIEICE T 2 SEGA 72 Lid, BEHGEOFERAEIRLT LD D
Do TwZp\n 8, 7z, Li-Fraumeni fEERE 7 & CIIBURBR IR 258 1T b b O THNIE, AIREZRIR Y
BT 72/ R X e EIng

8. EVEE

EARTEESRE IR E I B T 20 - MRS I LT . A & 05 0 FERRREEE 2 v <
ODEEINT WS, mTORHEHSHTH 3 everolimus (77 4 = F—1) 1T, 35%D TSC BHF I BB
T. SEGA @ 50%ULL Lo ffgfi/h 2o 72 10, Z OfER%Z1F T, 2012 FIC HA T RBEZ I 1
7=, V1 VEGF ¥if&kTH % bevasizumab (7 N2 F V) 3. NF2 2 10 AicfEE5 LT, 6 ADEE CHE
FPHRERANE IC T 20% A Lo EEHE/ N 2RO, T oic, BEHHEL 727 AD 5 b 4 AN TR otE %2380
7= 1, HIF2 a BHEHITH % belzutifan (& VHL i EEF ICB5 L T, hemangioblastoma Tl 30 % ® /5
LihHE &R L7- 12, MEK [HEHITH % selumetinib (X, 50 AD/NE NF1 B3& 15 X, TR EE
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75 plexiform neurofibroma 12 35> Tl 70 % DS ZERNR 2R L7 13, 2024 4F 8 AB{ETIZ, HATIZ
Lo 4 2D#HFID 5 B everolimus & selumetinib O R{RFFGEH X LT 5,
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AREHIRESE & QOL fI Lo 72 DAL . 74 v - by = - Vv FURSEDOTE ¥ (2024 4EHR) .
202442 H 16 H.

JEA ST ERL A I B B & AR RFBORITIT RS TR B EMEAT IC B3 2 2B RHE I I X 2 Rl
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TEAFK

T EARNES; B b R TEEEAEERE & U C RN WIEEE 1 B (MEND 2% %,

1. &

TN 7 FAE 3 2 B S E R R BB R & L CE RN s 1 7Y
(MENI) 23 F b3, MENIPANC OBEME T EEFESOJRK & 7k 28 T8 5N TWw 308
(AIP, GPR101, CDHZ23). \WwE¥hd T ThTh 3,

2. Y—RASDVRBEE

MENT IZff 95 THEREKEZE OV — x4 7 v 2 iFF T v OfllE & THEAR MRIIC X Y175, MENT Icf
) HRetE T E(KIEE X 70 7 2 5 v (PRL) FEANEE & RERE+AvEY (GH) EAEEES W, i
GHBRERHNEERKE Wiz, =4 72 Tlk, PRL & GH EA R % kM3 2 IGF-1 (V~
FA2v C) ZHET %,

3. U—RA S REEES
MEN1 @ FHEfkS — =4 7 v 21E 5 5% b OBIEAHERE X T B 48 1, — 5 TEEMILIN C 12 FHE
AR AR S RIEL TH ISR CH B L Db, H—_A TV 2% 10 A1ITE TES BT
DIVERETZWELH S 2

4, =K1 32 AER
FAEVHER 14E S8, MRIURE FEE 25380 b s i 3 L1cfT ),

5. 1EZFBh
T EARIES O FE £ THIT 2 AR ATD & N B HFRA SN T,

6. Sba
GH FEZERSIE AR T R EEHE N 2517 b 5 o JEERAEPERRIS C 13, JEUR S 1RBPHRE 72 & DI
K23 B R TFBHEIG & 72 2 2MAER O/NIES; (B <lem) TEAEBBBE RN,

1. WML
PRL FEAEES DRI N8I VEBIERCH B -~ T VBE-EIRNTH 5, YRR Clilfilc %
EWGEIIIFREROHEIC L 725, FMNIC X D SEIRICED e o 7= GH EEAMESICN L Tk, FrE
VEAERNRIT2HNTY v PAXFVEEE (A7 PLAFF JVYLAF R, SV LAFE) B
Huwbis,

(p. 78)



~N O O W N

1

B ERERR IR T 5 5EIT/\RIVRE (MGPT) DF5IE 2025 Fhk [R] oAFNEGHEEREFS
BE - mEHRE

(&% k]
Thakker RV, Newey PJ, Walls GV et a. Clinical practice guidelines for multiple endocrine neoplasiatype 1 (MEN1). JClin
Endocrinol Metab 2012; 97 (9): 2990-3011.
Manoharan J, Raue F, Lopez CL et a. Is Routine Screening of Young Asymptomatic MEN1 Patients Necessary? World J
Surg 2017; 41 (8): 2026-2032.

(p. 79)



O© 0 I O G B W N -

W W W W W W DN DN DD DN NN NN P P PR = = = = ==
Gl & W DD = O O 0 N O G = W N = © O 00 N O O = W v —m O

B ERERR IR T 5 5EIT/\RIVRE (MGPT) DF5IE 2025 Fhk [R] oAFNEGHEEREFS
BE - mEHRE

iR

G TEIRIEE 1< 2 20 b 2 BGYEIEEAERRE (b L RRREET) & LT3, B e
(RB1). von Hippel-Lindau #§ (VHL). #&#itERECAE (7SCL/TSC2), MFEARHERERE 1 8 (NVF1),
Lynch fiefff (MSH2/MLHI)., BAPI 3% %,

OfERRF HifaiE

1. Bi&

BB MIEE X, RBI D GPV TRIES 5. N Y7V o2 A FIC XV RER GERHER - E
BFRAER) ZHRAe D05, FE L B ARORI CEYEEL. RRKICHER &) Kb 0702137
A%

IR I X » MRS 2 F6 52 1 MR & & IS HEE £ el 2 08035 0, il cliieh
JRIEE TR AE (examination under general anesthesia: EUA) 23 A { fTh T\ %, EHN TR
B, BERAHIOHIFI S H Y. % < OfEax TRl L OIREREThh T2,

B © & 2 —HMPEMRBEFMAEIE D 3 — < A Z v 2 I MRI 217 9 %

ZRBA DY —RA T RZHI O —EffEE TRE MRI 217> T 3 L L Twirn 3,

3. —RA 5 XRBEEH
RIS & = (Mgl 3. RS, 3 L <12 GPV A 23 L 72 55 GBI+ 2 .
CRBACKT 2 MR 3EE 2 L CRETE 2 8 UKL T2 ERLH B 3,

4, —RA 52 XER

IREHA X, A% EI TR 24BI L IciEA L CHET S, 1E A 1R, 2ETid2 s
A1, 3MECIE3PHICIEL, 4 ETld42HiIc 1M, 5mECiE6Hic 1 E, EUA 217
I, THRETIX62HIC T mIEHEL L THREZITY %

SR AR . IRFEESWIRE L L 5 E CRFET L DMRESHERE I NS 2%
TRBACHTZ MRUIZ 2 v &y F ARG, 179 HEIRE 1 RO 3,

5. FBh

RIS FERE D T I 1 7 v e “RBAFEAE TR & LT IREEREH I U RIS 2 F v w2
L, BRI N TR S
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©von Hippel-Lindau (VHL) %%

1. BE
VHL J5 D 40-70% i AEIEIMEE 2 42 U, #E8CCmilRIc A iE S 5 5

2. Y—RA432DX
0 %2 L IRIEMA Z At L. 4 1 MO ARA OGS HELRE X 415 . FRHREIIELL Tz,

O T DDEEIEREBEAEIRECBAE 9 SARIEE C BRFTR
L EEIYERELAE (7SCL TSC2) @ 40%FEHE I B R MIEARIE A £ UL WHC FBEFRINE & o 83

DEE L 725, IREMETZHIT 25, WAL ARWI L 1% RPIFOEBBIROLEZ TS 2w,

2. Lynch JEMERE D 8% CHRIGHEAR R IEE % 4 U, Muir-Torre fEMERE & MR 5, MIFRAT BEMER IR E ©
ZWi L. JEECIHEEZI T 5, Lynch EMRRED 9.2%IC EIEG 24 L7z b MG TN T3 8,

1. FKIEMEKRIGRRIERE O —#ic, e R R FEAEK (congenital hypertrophy of the retinal
pigmented epithelium: CHRPE) 23EH R 5 3 %,

2. BAPIGPV{RfFETIE, SN EHEEBEOQEAEC 2V X735 5 10,

(2% 3R]
1 FR R, W B MRS, In —Mek IRE N H AN « 23424 (ed) /NRDBAZIRATA F 74~ 2016
R R H RN &4, 2016; pp.153-197.
2 Rodjan F, de Graaf P, Brisse HJ et al. Trilateral retinoblastoma: neuroimaging characteristics and value of routine brain

screening on admission. J Neurooncol 2012; 109 (3): 535-544.
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the American Society of Preventive Oncology 2006; 15 (8): 1464-1468.

5 van Leeuwaarde RS, Ahmad S, van Nesselrooij B et al. von Hippel-Lindau Syndrome. In Adam MPet al. (eds):
GeneReviews® [Internet], Seattle (WA): University of Washington May 17, 2000 [Last revision: Feb 29, 2024];
https://www.nchi.nlm.nih.gov/books/NBK 1463/ (accessed 2024-08-26)

6 JEE R AT B B & AR BBORIEFE (74 v - ey - ) v FYSRICE T 2 EEHRE - 2%
FHIBEE L QOL 1A LD 7= DMAWINIZEIL] . 74 - ey <A - VY FURBHEOFLE (2024 4EHR) .
20244 2 H 16 H.

7 Rowley SA, O'Callaghan FJ, Oshorne JP. Ophthalmic manifestations of tuberous sclerosis: a population based study. Br J
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9 Bisgaard ML, Bulow S. Familial adenomatous polyposis (FAP): genotype correlation to FAP phenotype with osteomas and
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FRRBR. BIFRIRRR

G TE RS < B b 2 B G HIEEREMERE (b L CIHEIET) & LT, %FMENS WEEE 2 B
(RET), FIEMEKIGIRERE (APC), Cowden fEf#HE/ PTEN iEEEfEERE (PTEN), DICER1 JEE
SiREYE (DICERD 78% %, %78 {clERIFIREIES (18R bz b ol LT, %N
Sy WAEREDTE 1 B OS2 B (MENI1, RET) 3% %,

1. BI=

EEEFRIE D 5 BERMICETE2RER L LT, SRENSWIEEE 2 8 (MEN2) ff 5 Fik
IRBERRRE DS 5, MEN2 T3 FIRIRBERIE 4 FTH 0 . FRIREIRE DK 30% 13 MEN2 I2f 5
bDTH S5, MEN2 OJFRERF D RET \3EERT<H v, HERERS - RFEAEE 2RI, 20
720, NUT VT EDOHNIGHALETH B,

EHRMEIEEHE R OE A AE L L CHYRBE Z1E 5 b o & L Cix, FEMEKGIELE-° Cowden AE{FERE
/PTEN iERREEMERE 35 5,

S PR R BB RS TTERE 12 MEN1 35 X O MEN2A I & 0E 3 3, BB SAE S TR I D 7\,
MEN1 TIZIZITHFETYIFRRAETH 5 2 L 2%\, MEN2A TORIERIT 10%FREE L mL mv, 20
fih B R BRBERE T CHERE & SAREE % & 0F 3 2 B H IR RS RE T TAHESE — SEIESEMERE (HPT-JT) 23154 C
W5, HPT-JT 25 BIFRIRRZ 135 15% 23 TH 5,

2. Y—RASIUREE

SEHETE R D ¥ — <4 7 v 2 X RIS S I & M T & 72 5, HURIBERERR I D\ C
BRIEA VY b=V & CEA D EE~—h—¢ L CERHTH %,

HIFRIRD ¥ — =4 7 v 2 LA v > 7 2 2 BRI H L2~ (Gntact PTH) ©#lE IC X - TFr
5 WML IR 1 T 2 BaTT BIRICHT 5 45, F—~ 4 5 v A FBE LCoBMPERIE,

3. U—RA S REEES

KEFIRREEZDOH A K T4 Tk, RETOT I /= Fv 918 ® GPV il (MEN2B @ 13134
Bil) TIXFLIEIA, 2 F v 634 © GPV (MEN2A o) 50%) Tl 5 skl o T FRER 2T 28 2% &
NTWa7zol, =<4 7 v RIHEER-ZBICEBT 5, Zoftioa Fvic GPV 263 28546 T
(3. FURIRBIRRE O FIE X B CTH 3 2 L 3% o, H#EE L OFELAVD LT, —~~
7 v ADORE & FEIDEICEE L $5 2 L bFREIND,

MEN1 2 513 2 BIFRISRETTERE D ¥ — = 4 T v 21 5-8 & b OBAIE & HESE T 21581235 48
2, — /T CHRAEMUETCIIRERE DR E2REL THIRITEERTH L b, =4 TV R
Z 10/% R 72 TETELETH LW ERETIMED H 2 5, MEN2A OIHIRERY —~< A4 7 v =i
FEILIEICHAT 5,
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R RGIRIETE (APCO) OZLMETIX, 10 B IREBHEICR—2 7 4 VB ERE 2L (E¥cdbh
12 2-5 FE R . HURIRE O FKIEFED B X lE 2 EiE 3 2,
Z DD BIEF T L DXIIHICONWTIEIE 4 EE2 S,

4. B—RA352D AR

Y=g TV RAFEEFERECEARES TR TRE~ORBEL DT b, AT
FTLOMEPHERE I N T2, FIERMERIIEAE I 5 FURIRFLIER LB S K < BATHE D 4
bid Zehnt, BENRIUEOBEIREIX 2-5FITL Tl IhnTni,

5. {L¥FBh
PR 2 Bl R IR RE TCERE D FEIE 2 TP 2 305380 o 1 5 FANZH b T,

6. S ELEE

MEN2 (£ 5 HURBRBEERRE CTld. 72 & ZBUINRZ TH - T b FIRIRERM o h#)s & 72 2 1, ot
DHA N7 A v TE/NRITH T 2 FHRFARIR RN 23S T Twv 2 23, bosETlE RETGPV %3
D N/ NI L CTRIERY — <4 7 v 2247w, BRRECIIE A V> b = VEDORT R b5
iE % 523 7= B cHURBR AR 23T b T v 5,

MENT1 i 5 B FRIRBERE T TEEIE © 13, IEERZ &0 =22 L. —F 2 ik & i 3 KB
3% V5 E 72 i3 MR O — 88 % B S RI TR M 23 T oL B0 I TR IR 23K FE R El
FURBBSREIS TIED Y R 7 3% b . 12E TIIAFEFER R V. MEN2 1 5 BIHUIRBREERE TTHERE 12555
PR 720 Fifiz (T 56 RO 2 ofiH 2175,

1. FEYEEE

Mz DFERTRZWTIC X o T/NEHIIC R X N 241 % BriT X, MEN2 O FiE <ld% < oficHIR
HRBERRE DRZWIRF IC T CICATIE Y v N EiafS CERInE 2 2 72 L CWw b 23, RET®D GPVIC X - Tk
HEAT D IRARRIR CH 2 72, BB CRIBBIZ 21T 5HE D% v, #ETFICH L CdBENN Y 7 4
=T VI T =T LYRNF T kAR ATF =T D AFIRREEA L o TWv B,

MENT1 D gIHRIRBERE IS 32 Fii 2 HE L 20D LX) R 7 @ WAL, Ay v LZEER
EEEE (v F It b, TRILEL) OBREGEREEINIGAELD S 5,

(&% k]
1 WEells SA, Jr., AsaSL, Dralle H et al. Revised American Thyroid Association guidelines for the management of medullary
thyroid carcinoma. Thyroid 2015; 25 (6): 567-610.
2 Thakker RV, Newey PJ, Walls GV et a. Clinical practice guidelines for multiple endocrine neoplasiatype 1 (MEN1). JClin
Endocrinol Metab 2012; 97 (9): 2990-3011.
3 Manoharan J, Raue F, Lopez CL et a. Is Routine Screening of Young Asymptomatic MEN1 Patients Necessary? World J
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Surg 2017; 41 (8): 2026-2032.

Uchino S, IshikawaH, Miyauchi A et a. Age- and Gender-Specific Risk of Thyroid Cancer in Patients With Familial
Adenomatous Polyposis. J Clin Endocrinol Metab 2016; 101 (12): 4611-4617.

MoyesVJ, Monson JP, Chew SL et al. Clinical Use of Cinacalcet in MEN1 Hyperparathyroidism. Int J Endocrinol 2010;
2010: 906163.
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FLER

FLOSA DEJERIE Y R 7 H3E B EEEAEERE (b L RERE(ET) & LTk, KERoERE
FUEINEE (BRCAL BRCA2), B AME 284 (CDHI). Li-Fraumeni fEERE (TP53).
Cowden Jiffift/ PTEN @28 fffiefft (PTEN). Peutz-Jeghers SEf&REE (STKII). FHFEHRMERESE 1 74

(NF1). EMIMEEYSESLTAE (ATM ), PALB2, BARDI, BRIPI, CHEKZ, RAD51C, RAD51D
BEFLNE, bOBETIEINS DS BRCAI BRCA2 (BRCAL/2)D % %R & L 7851
D3RR FoRAGEEZ T w2

1. BIZ
BRCA1/2 D GPV {&F5#F GEMEFLIEINSESE, Hereditary Breast and Ovarian Cancer : HBOC) @

FUERFMicix. BUFAE MK (VIR &2 IR 2. B X O Mo U 2 Z{KFLE VIFRTT %
BiEts 2., JUERREZE OLA. HREK» O —~ 4 7 v 2 &AL, Wil ) 2 7 KRFLE Y RAH
EEET D, PloAbu s vIEREICE2FERETHOTE T v 23T, »o, HER

TR CTIIEM T E 72\, PALB21% BRCAI/2 1R\ CHIERE Y 2 7 AE72® HBOC Ic
L 0G5 %2 BT 205, HARTIERZETD Y 2 KT o EhafdkH iz s h vy, 1
FEERFIC BT TP531C GPV BRI N5 A I 3 REILEIBE Pk S 2 RIS LT 2 2 L 2 B
L LCHERYIRM 2R T 5, FUERIE) R 2 Db 5B A G5 REIEEE 8 (CDHI, NFI, PTEN,
STKID), XV, F~EKEERCTIERIEY X2 DH 2 DA BREMEEE T (ATM, BARDI,
BRIPI, CHEK2, RAD51C, RAD51D) =3\ TlE, Y R ZAKMFMi 2 HEAE 5 2 L+ Tld e <.
FABETICIE L2 R b —_ A TV 2 ZFIRT 2 e~ A2 P AV P OFEARE RSB, HAA
FUEERFE 2N RIC L0 & FEHEBEIE T O GPV S 1L 2 W F BRCAIL 1.45%, BRCAZ 2.71%,
PALBZ2:0.40%, CHEKZ: 0.37%, CDHI: 0.03%, NFI: 0.11%, PTEN- 0.16%, TP53: 0.23 %, ATM:
0.31%, L EFI N TS L,

2. Y—RASRAAFE

HAFTAVICHGE I N T RIAE Y —_A F Vv A GEEI~VvES 77 4 Lidwd B MRI TH % 2
S, HAREMICHE M L CW 2 A BEBERREIRETHEETH L0, y—_4 7V RELTCEHATH 2
EWIHITET VARG, FRICGLTYYES T 7 4 PHBEEEERET 1FE T L odEwilE MRI
BEEM O & Xt BYED BRCAL/2D GPV (AFFHICHN L CH IO RMF AL HINE L2 2R T
B Dsh R EAFE X 3, Ffic BRCAZ2 T, BUAIEOBMEREL S 256, WHALILEEZ &L T 5
£7x £l MMG,US 75 & O EIREHG ic X 29—~ 4 i‘/mﬁ%rééfmé ¥/, TLRAL T YT
+ A (breast awareness) &\ 9 . ZHEHE A A OFE OIREL Bk T 2 £IGEEDHE I NS,
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B ERERR IR T 5 5EIT/\RIVRE (MGPT) DF5IE 2025 Fhk [R] oAFNEGHEEREFS
BE - mEHRE

3. U—RASDXAFKRFEHEEE (HiE)
B — A T v AR, R FICX o THEVWRED B 2, BIETFIT LoV —<x 4 7 v 2D
35 4 EE S,

4. \EZFFMh

FUEARTSGIED BRCAL/2GPV RFFE T L, FUBFIEY R 7% B & L C PRI WL %
HEXE T 2207 v R3HIE A Cld e\ 5, BRCAL/21C GPV %3453 2 FUBBERIES 0 B &1 13 iitkia
D XEF 7 o v SHFUEFS A & W 3 2 ATREM: 13 & 2 28, WY 2 2 {KIRFLEVIBRITIC X 2 D
2NN R DT AR X WViEETH 5 6, BRCAL/2D GPVIRFHZ T 25nFs 72y, Tuwk—
YIHERD P ED T T v 2IFHL 2 TlE7R 7, BRCAID GPVIRFFEICNT 2T ) 2~7DF
BRzh S % BRGIE 3 2 BERIFTE 3T LT\ 2 23, BERS ClIFBlzUER A TR e L Cofk b 2t
XRZIETF VY RITARN3T,

5. AEbaE ()X OEFFM)

BRCAI1/2\c GPV % {&FF3 % FUEBEFAER O FALBE VBRI c o v Cid, S UIBRTIC 1 2 ImfEdl
EWNFLREFFAE ) X 7 Z&TEIC, SR L 0 b RUIRRMAHESE S 3 3, 7272 L. SOV % i&
(LT 2HEA T, BEALEOFHRIIERIE ) A 7 LMt — <~ A4 7 v RO LTS % B L /-
o, WOUIBRMTZEIRT 2 C & DFFF IS 28, WMl ) 2 ZKGHFLEVIFRMT I X 2 SHUFLE © 7L
FRE ) R 2RI BIIHE SR 72 A, EERWENRICOVWT ORI YT v Rk v, BEREILEOE
BP TR, IIRINERORILOFME., OEARIE. U X 7 (KEINE DN T (EFERUGE R A3
LTHD) R ERRAMICEIR L CEMAMGTT 2, SHll Y 2 2 KRIALEVIRM 2 L3 2 Bk
ET YV ADREFEMEERET 5 & &b, flifEB O SR IChE T 5, Ml Y 2 Z{KFLFE VIFRTTT o
FRICER L CEBRE L, BEARAL T TR S KED R CTHA L., @ ic EREZ IR T %,
SHAL Y 2 Z{KIRFLEVIRRM 12, DX 5 R Y v ) v 7B EKTE B F — LERIKH 2 - T
BO. o, (RS COEMEHAE R - THiR T 9 & TH 5, HBOC CHIEARFIESR <X 3
M Y 2 7 KRFLB VIR Ic BT WllFLE O FUBRIE V) A 7 (KA IIHEF 7203, AEfrRUGE
IFICOWTIR Y R 7 KBIVE IR T O E R Z T -2 v T Vv AR S MEEESK S 720, B
R o Ik IC B W CH NS 5 Z L I TH B,

PALB2 % BRCAI/2ICRTHIERE ) R 7 H3& < 0, I DOKZHA V74 vicksnTid, Y R7
KIHTFMEHRET 2D DL —_ A TV REHRET 2 0IChr»N D 05, HRENTIEWIDE
BRESHECAT S 2 L IZ TR T RO RBEKES AT I N 5,

30 % & 0 # K FIE L 723U © BRCA1/21C GPV 23 & Wi b - 7235413, Li-Fraumeni JE{RE
(TP53) DWHeM: % RBHICERFIIRE Z T3 % 1112, TP531C GPV 23R & L7z 8540 1 1K e 7L
FEHAGHCHE S 2 KFEE 2T 5 720 I B RUIBRMT 2 HE5E -2 815, Lo A4 F 74 v Tl ) =
TR TM 2R T N 2B —2 & LTEF w352, HADOHEIRCIREMmESHETIT > 2 LidT
&SR OEBARLFEI NS,

(p. 87)
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EEEFUE CBE S 2 8518t (CDHI, NF1, PTEN, STK11). XU, Hh~{KEER 0BG T#E
(ATM, BARDI, BRIP1, CHEKZ, RAD51C, RAD51ID) icB\\Tli, ) A ZEKBFMizitRds oy
TYAFZ L, o, ENTIHREZE T CEMTE 2 F:Micldnnizd, 74 F 74 v H#ERElR
POH—_A TV RAEHIRT 5 2 EBBHENRGHETH 3 2,

6. EMEE

BRCA1/21 GPV #H$ % HER2 [aMFUmEH Ic B W Tid, BHRE ) 2 7 FUEhigsEch it
PARP [HEAITH 24 7%V 728, B EAEIFRERIC B W GEISENE &0 72 3561212 PARP [HE
FlCTH2ATNY TERIX TV N) T3l b S IREH c G rlRETh 5, HeRAITH 2
ANKRT T7F v b2 OERET» bEZMB AT NS A, BRI 77— TffroA T e s
YABRFGEIZWEEC ] F - HARENTOREFIRGIIRBOEH & 7o Tk, FUBRRIE Y X 7 53
T~ KIRBER DA F EMEE T8 (ATM, BARDI, BRIPI, CHEK2, RAD51C, RAD51D) %,
BRCA1/2 & Rtk DNA2 AR O HRR ICBH D 2R FHE (X v o¥2E) Za—FLTw3, 20D/
. FIEMRIC BT HRD JREEIC B iF. PARP [HEAIAZMT 2 0[HeERH Y, ch b D GPV £
g R e LEBRRABRATTONT WS U s 0B THIX, CGP T & Wi & 1T h T
1 & 72 2 AIREVE & MiaT 3 % & [AIIFIC, germline findings (GPV/ PGPV) TH » 85101, Z DR
ICDWVWTITF A AN— b XFV T T . RRICIEC TEIEA v v ) v 7o Cliiig#E % & 7
B R S 0 B E  HRRR 1 o W CIE IR AL L Bk et 3 2,

(&% k]
1 MomozawaY, lwasaki Y, Parsons MT et a. Germline pathogenic variants of 11 breast cancer genesin 7,051 Japanese
patients and 11,241 controls. Nature communications 2018; 9 (1): 4083.
2 National Comprehensive Cancer National Comprehensive Cancer NetworkN Clinical Practice Guidelines in Oncology
(NCCN Guidelines®) Genetic/Familia High-Risk Assessment: Breast, Ovarian and Pancreatic. Version 3.2024. Feb 12,
2024. (accessed 2024-08-26)

3 H AR PEFLIEIN B & 2t R T 2. BRI SR (HBOC) B4 4 F 74 v 2024 R
& JF IRk U 24 2024.
4 Sessa C, Balmana J, Bober SL et al. Risk reduction and screening of cancer in hereditary breast-ovarian cancer syndromes:

ESMO Clinical Practice Guideline. Annals of oncology : official journal of the European Society for Medical Oncology
2023; 34 (1): 33-47.

5 HAFUEFRERAA N 74 v RER — FUBSHENA F 74 v 2022 5 - 2. 2022.
https://jbcs.xsrv.jp/quideline/2022/t/

6 Baildam AD. Current knowledge of risk reducing mastectomy: Indications, techniques, results, benefits, harms. Breast
2019; 46: 48-51.

7 Singer CF. Nonsurgica Prevention Strategiesin BRCA1 and BRCA2 Mutation Carriers. Breast Care (Basel) 2021; 16 (2):
144-148.
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American Society for Radiation Oncology, and Society of Surgica Oncology Guideline. Journal of clinical oncology :
officia journal of the American Society of Clinical Oncology 2020; 38 (18): 2080-2106.

Breast Cancer Association C, Dorling L, Carvalho S et al. Breast Cancer Risk Genes - Association Analysisin More than
113,000 Women. The New England journal of medicine 2021; 384 (5): 428-439.

Corso G, Robson ME, Sacchini V. Points to Consider Regarding Risk-Reducing Mastectomy in High-, Moderate-, and

L ow-Penetrance Gene Carriers. Annals of surgical oncology 2022; 29 (9): 5821-5825.

McCuaig M, Armel SR, Novokmet A et al. Routine TP53 testing for breast cancer under age 30: ready for prime time?
Familial cancer 2012; 11 (4): 607-613.

INTEEHEIESIE T A F 74 VEREBER. YV — » 7 7V A SEEHSIEAT A F 7 4 v 2019 R ver. 1.1.

2020. https://minds.jcghc.or.jp/common/wp-content/pl ugins/pdfjs-viewer-

shortcode/pdfjs/web/viewer.php?file=https://minds.j cghc.or.jp/common/summary/pdf/c00607.pdf & dButton=fal se& pButton

=fal se& oButton=fal se& sButton=true#zoom=auto& pagemode=none8. _wpnonce=3b871a512b (Z: i 2024-08-26)
HAFIEARBIRAA L 74 v RER BH 2 LB FIRICBESRRERE0 b e WA, In — i FEA
HAFE T2 (ed) FUEZHE AT A V7 4 v 2022 W TR, 2022; https:/jbcs.xsrv.jp/guideline/2022/h_index/s2/
(18 2024-08-26)

Graffeo R, Rana HQ, Conforti F et al. Moderate penetrance genes complicate genetic testing for breast cancer diagnosis:
ATM, CHEK2, BARD1 and RAD51D. Breast 2022; 65: 32-40.
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fif

JiidiE D B JEFAE U A 7 23 Wi TEIEEEERE (b L < I3 AEMRT) & LTid. Li-Fraumeni JiEf
B (7P53). DICERI %ieflt (DICERI). Peutz-Jeghers fiefsht (STK11), EGFRIC GPV % {#¥+
LENETOND, -EEEEClER VD DD, Birt-Hogg-Dubé (BHD) fEfERE(FLCN) TiE, fifi
T, ARSID Y 2 7 HE\, FEEITER{LEE (TSCI/TSC2) Tix Y v K& MMEME (LAM) oV %
IBEE B,

1. B

HifiJeE 12 Li-Fraumeni SEfERE D 2 7 fEE Cld 7\ 23, Li-Fraumeni SERHEEIC 35 1) 2 g 0 A2 JEFAE V) A
713 2%-7% L BED bhTnwd !, 72, 107 4D Li-Fraumeni FEEFERF 2R & L 7z & B
oRIcs T, 5 FEOHFRHIMD > bic 54 (4.7%) AL RIEL 72 2, L7238 > T, Li-
Fraumeni fEERE CIIAEICN T 29— A4 F v X MEL K 5,

EGFRTIZFuy v FFF—¥F A4 v (aF v 685-953) ICASEMIERINOIEMERIANY 7 v+ 4R
I 2 IMEORIEY R 7 D3E v, EGFRTTIOM Z {3+ 25K %% 5 HRIcE->CHEL- L Z
A, 294D GPVIRFFED 5 H 194 (65.5%) ifEEZRIEL Twiz3, &k, EGFRT790M O
GPV & 12, FERV-_ LRI/ NHBERE D 0.3%~0.9% & i LT 2 4, Hijlal % BIZWF5E < i,
EGFRTT90M, R776H. G724S © GPV f$5& D 55%»3 /s 2 FIE L. % DIEEHMINED 95%Ic
second hit 23D LNT=Z EABMEINT WS 3, T7abb, EGFRIIMABIET TH 525, MifEFEiE
WAE B AMFLER T D X 5 1T second hit 3R Z L BRBI NG,

fitifE BE 2 N RICGERFIREEZ B o7z 2 A, 14.9% I 5 22D GPV 235528 b i, JRKER
THITlZ BRCA2 (2.8%). CHEKZ2 (2.1%). ATM (1.9%). TP53 (1.3%). BRCAI (1.25%).
EGFR (1%) T®h o725 7=, /INlfaiiE B <, 87 ZICEIEMINE R YD WES %17 - 7245 HR. %
D 43.7% %> RAD51D, CHEK1, BRCAZ2, MUTYH 73 £ 35 O3 A S B EEIR T2 &1 42 © GPV %
REEL Tz o

DICERI1 JiEféft (DICERD) <lE, FLYWHIIC A 60 2 MREHTEFIE D AJEFAE Y 2 27 23| (K&

[VNR ] S8,

—J7. — MR ERED Y — <4 7 v R 3HGEE CT M cfrbiv, #Yl (thinslice) THEET 2 D23
%% L\, L2 L. Li-Fraumeni FEfERE CIIMBUNFRIES IC X 2 IEEFEAE Y X 7 23E < 72 2 AlREMED & 5
72, TE LRV ZHHS X HERBE R Z 8T 2 »RBEE2R/NBICTIRETH L, Lo
C. Li-Fraumeni JE{EFETIZ. 25 MRIBEICI 3 —A4 T Vv AR I NS,

3. U—RASIARBRFRELUY—RT 52D XERE
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Li-Fraumeni fiEfERE Cl3. 2FRICE VW THFEL2E MRIBEZEHET 2 2 LRI ncns 7,
EGFRT790M f£%5& Tl 20 &2 L IMAFEZW L B —_ 4 7 v A R_EIN TV 528, LS h
e —_A T v R, k. EGFRGPV RFiE xR & L7z fim & Bl i, CT Mk
%ZF7-154D5 b, 9% (60%) iR <, B4 3 F H IChifsEi s R X .,

in situ adenocarcinoma D RJEETED B 5

4. \LFFHh
Wi DFIEE FHIT 5 R0 bW 3 HHIH O N TH b+, BEREEHEDO 52T Y %
7 L5 %,

5. ARG

BRRIRHACI o T, B #H 2 BT 3. Stage -1 I D WTld, WPIRHERE S S B RBEDR BIFChH N
IR OBEIG L 72 5. FRNICAE X EZEML T2 e BREFT LS, KT IeHiick-T
i EZI 2 1T 5 72 o BIEsE T A (VATS) &z i L. WifE72 - 2 5E6 W E N 7 Bl % 17
I8t d B 5. Stage [IIA I DWW TOIRFETEHE, MERERIEHE, WRHE, BENBIHIEEZ &9 7285
MR 7 v — 7T 21T ) KO S Cw 2. AMIlEfE o Wik, BRI T -TA ] (558
i) TR LTS EHEE SRR S T B,

6. FEVEE

UIBRASBE R AT T IR Nl A it 3 X OVBRB Y Nl s i o v T, BRIR TR Al RE C & M L E K
BHRERE %, 72 IERE D Stage IV IO W CTUE DA YR %383 5 23, Li-Fraumeni fEf&#E T
FEELRZET 2, b, WEARTICOWTIE, MEZHETA P74 v 1 2 RIcE T 5.

(53 3C#]
1 WfEE2IR AT A N 7 A4 v — g b B - BRRAES & $-2022 4FAR 55 7 hik 2023.
2 Gazdar A, Robinson L, Oliver D et a. Hereditary lung cancer syndrome targets never smokers with germline EGFR gene

T790M mutations. J Thorac Oncol 2014; 9 (4): 456-463.

3 Oxnard GR, Chen R, Pharr JC et a. Germline EGFR Mutations and Familial Lung Cancer. Journal of clinical oncology :
officia journal of the American Society of Clinical Oncology 2023; 41 (34): 5274-5284.

4 Benusiglio PR, Fallet V, Sanchis-BorjaM et a. Lung cancer is aso a hereditary disease. Eur Respir Rev 2021; 30 (162).

5 Sorscher S, LoPiccolo J, Heald B et a. Rate of Pathogenic Germline Variantsin Patients With Lung Cancer. JCO precision
oncology 2023; 7: €2300190.

6 Tlemsani C, Takahashi N, Pongor L et a. Whole-exome sequencing reveals germline-mutated small cell lung cancer
subtype with favorable response to DNA repair-targeted therapies. Science trand ational medicine 2021; 13 (578).

7 Schneider K, Zelley K, NicholsKE et a. Li-Fraumeni Syndrome. In Adam MP et a. (eds): GeneReviews® [Internet],
Seattle (WA): University of Washington Jan 19, 1999 [Last update: Nov 21, 2019]; https://www.nchi.nlm.nih.gov/books/NBK 1311/
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8 - +=s58

BREOARTEFAE Y R 7 3@ e EEEHE R (b L QIERERET) & LTid, EEETEANE
B¥E (CDHI). Lynch fiefEht (MLHI, MSHZ, MSH6, PMS2, EPCAM) . FIEMERIGIELRE (APC).
Peutz-Jeghers fEMERE (STKI11D), #HEMR D K — o ZFEERE (SMAD4, BMPRI1A)., Cowden SE{ERE/
PTEN s RfEEMERE (PTEN). Li-Fraumeni fEfERE (7P53). BIEFIEINERE (BRCAL BRCA2)

b L<IZ ATM, PALB2ic GPV {4 2 &% FoNn 3, %7, Lynch JEMERE & SN RIS IRIERE
TIEHEBICTMZ CTH 8B O R EFIE ) 2 7 b @&,

1. B

ERERE T, BEEE I W RET 2 BmoMBilichEr® 2, BREUCEAERE

(CDHI GPV {#F5%#) TIXHIBMIGEA S FET 2 25, Lynch SEBERFCIIH UML) HRE0FEE S

% <. FFIC MLHI & MSH2 ® GPV {RFEFE CHRAET 20E V. HRZETGET V7 TIEIFCOK & L
T Lynch SEMEHED BIEFIE D A 7 3E <. ZOHEAD Ve 2 & L CHFMESIE & [FIERIC Helicobacter
pylori (H. pylor) BB 53% 2 T3, HAD Lynch fEMRRE O BHEFAEH <1k H. pylori &
PRELFHW I EBMEINTEY, HEO Y X 7{EEZHE L <. Lynch fEMREECTlX H pylori &G
DAY —= v TREIMER I N TS, 7. BRCAI, BRCAZ2, ATM, PALB2 7% £ ® HRR &L T D
GPV R FE TH BIEBIEIC BT 5 H. pylor! BEEDOEG P ME I NTH Y . H pylori &4 X 5 DNA
BEIC T 2 BEEESERI A 7% ERIE2EZ2LNLTWD , —J7. RIEERGIREECIZE
JERRE U K — o ZDFE L H. pylorr EG I B OB Z R T2, BERE ) F—v ZOFWITH b5
FTIRECHE 75 & DIEEMIR AN FRET 2L p3b 25, b, BERE) K- 2% EHL 325 GAPPS
(Gastric adenocarcinoma and proximal polyposis of the stomach) IZ¥R 51234 7n v 72 0 AL E 9 —
RA TV RFFMELIN TR0, BREOFRIE) X 7 B3 @070 FEHLE Y — <4 F v R ITEE
ThH b,

Lynch JEMGREC RIEERGIIELE ClE+ 5B O RIEY X 7 285m0, Fric, KIEMERBIRERTE ©
I BIDSASRZECTH 2+ J5GEL %33 o Hm 2 H 0, FLEEIC S AT 5,

2. Y —NRASRAAE

B ES L O iR REEEEE T O GPV REFF Ik T 5 EEHLE Y — <4 7 v 2k BEGH
LENRERAEIC X o TiTbN b, T HBKE X 0 ILF 2 85 2 A H 2 561 id. Ml
DRGNS H 72 VNV — v NERBEO M b a5, R RGIRIEE & FER Y
=V AFEFEHFCEIERERMBEICK) K= ABfET L2235 2720, EORKE LICERLE
HICEIET 2, BT AMERE (CDHIGPV {££##%) % Li-Fraumeni iEf#FfIC F4E 3 2 HFEON
HET RO T REFTOEDATH D LD 50, HERBE I A THREOEEE D i

(p. 92)



O© 0 1 O a0 B~ W N

W W W W W N DN DD DD NN P P P P P2 =B P2 B = =
N CCRE \CRE i e BN B s I e S & ) B R AR e e e o R e O C R \C )

B ERERR IR T 5 5EIT/\RIVRE (MGPT) DF5IE 2025 Fhk [R] oAFNEGHEEREFS
BE - mEHRE

T %, EERHILE NEETRE CF R & 7 BRE-ORE B P S BT I UIBR (RER - D) a2k
DHERE I NG 2, . TR OFEIE ) X 7 A3 Lynch SEMRER SR TERIGIRIELE € 13 ATEE 2 R
D+ IEIERE T 0. k. IWEDONEEBRS N 256 2+ 5B IRIE I 3 5 WA
WHER SN HE T, HIES~ O b RET S 5,

3. Helicobacter pylori BEDRA V) —_20 TRELHRERE

20 IR CcoTFHNEeffizRmEInawBEHE ALEE (CDHI © GPV {£Fi#H) T H.
Dylor BERDSTRD HN BB IRRET 5 2 L g X T3 3,

HA®D Lynch JEMERED BIEFEAEE Tl H pylorr BREEHEE > 2 & BHE TN TH Y. Lynch fEMRHE
TIEEEDO Y R 7EEHWE LT H pylori &GO R 7 ) —= v FREFHEREINCE Y. H pylori
LD F® O NIEFRIE D ERE T2 24,

HRR BE#E D GPV {553 ¢ b BAIEIC BT 5 H pylori [EG DB 505G s h<Hh, H
pylori &G4 X 5 DNABE I T 2B EEESHEY A7 2 ERIEFE26NT0E

4. Y—NRA S5 AFEERS

BIntEE S L iR EE T o GPV RFEFE I, BES IO+ HEBEORIEY X 7 (1
Jo U T EEHALE S — <A 7 v 2DBIRERBIRE I N Tn 3,

B ANEE (CDHIGPV £F#) Tl 1025, 23 0vit. F—FRKAR2HNOREVIIE
FOEmR I D 5-10 FFR L EHHLE Y — <4 7 v 2 %2BET 2 (k3 2 FHINE &bz 21),
Lynch JEMEHECIZ 30 & ~35 %2 b LU E Y —<_ A4 v 2R %IR35 C L BRI N CTw 5 5,
I, H. pylori BEESE 2 EHFERIEY A7 ORm0WELYE - T HBBEORKEERH 2 5E8 15 I
%o FKIEHERGIRIEE T % 20 7 ~25 h b EESHALE Y —~ 4 7 v X &2 RIR T 2 25, KIEHERER
NESERZ WG B 2\ I KIGFAMTATIC EEE (L E NS AE 2175 2 & 3 FET %, Peutz-Jeghers JEMRHE
Tl 8 IR IC LML E N EZ LT 2 2 LRI N TWwWD 67, FHEWR Y K — o ElER
Tl 10 % K2 & 8, Cowden fEMHE/PTEN R EAEERE T 1L 16 2 b FFHLE Y —<4 7 v 2 %
BitG 3 % ° Li-Fraumeni fEfERE Tl 20 mfl0 o LEHILE — <4 7 v X & BB T 223, F—%K%
WO REDFIES DFM L 0 5-10 FHR L REIHILE Y — <A 7V A2 T2 2 L b EET 5,

5. —R152 AR

EEEEES L O+ IEREREEE T O GPV (RFFE T, EEEME b — <4 7 v 2 oflkEiE 1
~2Q)FETLICEMT B,

B AEERE (CDHIGPV fRFi#) <, Bz ERL 2uwBaicid, 6~12 » Ao
EEECENREIC L 2 B EE Y -4 7 v R (F v FLEREED) oo 208, &
7=« Lynch fEfERETIE 1~3 EfgIC EERELE Y — <A 7 v 22 EiT 3,
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FIGEERGIRAIEE <12, + 355 RME - JE D& IE Spigelman 73 ICHE U < EEHLE b — <4 F v
AR REIN TS, bbb, Stage 0~II1 TlE 2~5F & TH 523, Stage [V TIFH[IFKIC
K BPE~TET L 0 EFHEE Y —~ 4 7 v 2RI Tw 3,

GAEMER Y K — o ZEERECIE, K Y — 7 OHECKBIC X o TOSid®RR Y. L& - TEAELE
WHRERE L b 1~3FETLICEMT 2 2 e AHERI N TN S,

6. FFIENE £

BT AMERE (CDHI © GPV RFiE) 133 2 PRINE 2fifiicovwciz, #4 F74 vic
X O R 5, B NHEN Y —_ A4 7 v 2OERE AR L CREOEFZEEL /- |
T, BEREREEXXETIRETHDLLTEHA N T4 v 2 BB CENREREOTRLICEDL L 374
BlCH 2R 2R T2 74 F 74 v 100 BEECE AMEBRORERE A 3 55618 2 % #
WIDIHNAFNTA VYIRS, HEEAMMNZ2ET 5, HEEFR ) K- ZAEGERRETIEX, K Y — 7 IcBEE
T AAER (B, W RE T IEZ &) CEE R 2ARENICa Y P r— L TE WA ICHY]
br&EEST 2 ° ZOthoBELM:EEREEELR T O GPV REFE 1T L P S i o FE i % 2 Fr 3
2T VT v RITR,

(2% ]

1 Usui Y, TaniyamaY, Endo M et al. Helicobacter pylori, Homologous-Recombination Genes, and Gastric Cancer. The New
England journal of medicine 2023; 388 (13): 1181-1190.

2 National Comprehensive Cancer National Comprehensive Cancer NetworkN Clinical Practice Guidelines in Oncology
(NCCN Guidelines®) Genetic/Familial High-Risk Assessment: Colorectal, Endometrial, and Gastric. Versionl, 2024. Aug
8, 2024. (accessed 2024-08-26)

3 Blair VR, McLeod M, Carneiro F et a. Hereditary diffuse gastric cancer: updated clinical practice guidelines. The Lancet
Oncology 2020; 21 (8): e386-e397.

4 BIEERGEZEANA F 74 VIFREE S BEEREESIRAA K74 v 2024 Ff)k 2024.
5 National Comprehensive Cancer National Comprehensive Cancer NetworkN Clinical Practice Guidelines in Oncology

(NCCN Guidelines®) Genetic/Familia High-Risk Assessment: Breast, Ovarian and Pancreatic. Version 3.2024. Feb 12,
2024. (accessed 2024-08-26)

6 AR 8, R 22, AR S et /N - BRA D 72 ® @ Peutz-JeghersiEMRFEZE N A4 F 7 4 /(2020 4EhK). AR HEAE
5 2020; 20 (2): 59-78.

7 McGarrity TJ, Amos Cl, Baker MJ. Peutz-Jeghers Syndrome. In Adam MP et a. (eds): GeneReviews® [Internet], Seattle
(WA): University of Washington Feb 23, 2001 [Last update: Sep 2, 2021]; https://www.nchi.nlm.nih.gov/books/NBK 1266/
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8 WA F, i 1IE, S E . /N - RAD T OFEWER Y K — > ZEREEZIEA 4 F 7 4 (2020 4EhR). &
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et

IR O A PEFEIE Y R 7 3@ B SRR (b L IXREERT) & L Tid, EtEFLmnE
##% (BRCAI, BRCA2), Lynch fitf&ERE (MLHI, MSHZ2, MSH6, PMS2, EPCAM ). Peutz-Jeghers fiF{E
B (STKID. s A - BB OEEGR (REES R IR EOE, CDKNZ2A), BIRTERESR

(PRSSD). b L <X ATM, PALB2ic GPV 2/ 2 &5 BE T o2 10, £z, SRMENINLIESE
it 184 (MEN1). von Hippel-Lindau J§ (VAHL) 1%, W « WE{CE RN IEE 2 F6hE 32 ) 2 7 257
Vo

1. BI=

JEFEIER © 12 MGPT T 11~15%0 1112 GPV %2580 5 Z & 06, KE NCCN 4 F 74 v 12 L EHN
WEREZIEN A ¥ T4 v Cld. 2 TORIEENIC MGPT 2175 2 L 2R LT3, HATIE. BEY
PRASHE 7 REJE R o IR & ik & L. PARP FHEANIC X 2 iB6HEOEIRZ HIN L T 28581, Rig
N T BRCAL/2 B THExEMT 5 2 LA TE 2,

B EREREER T O GPV IRFFE ICB T 5, BIEOAIEFIE Y R 7 1% Peutz-Jeghers SEfRHE T
36%. ERERER T 25%-40%. CDKNZ2APGV {AFiE T 10%-17%., ERMEFLEINGE T 5%, Lynch
FEMEREC 3.7% L MEINT WD 5, kb, EEEFUBINEIE CIX. F7IC BRCA2 D GPV {REEEICE
WTIEIEDOIGIE ) R 7 D3E\,

AR RS O FERE AF i -C BR AR R B F I RFEU S B S & ISR ch 2 bl S nTs ., SR
FoORHIICZ L WS I IS RS & SRR 2 8 3 5 L 3N TH B,

2. Y—RASIRAAFE

EHNNDL K DHAF T4 vicBTERRBIERED 22703 5% L. &2 WI3HE Y 227285 584
LDb ORI =4 T URANRE I N TS L, B EWFUEINEE. Lynch fEfRHE, ATM, PALB2
O GPV RFFFICBI L T 1(~2) iR BlE g2 B 32 b 0% xR e L. Peutz-Jeghers SEERE,
WHETERESR . CDKNZAPGV #5# CRFREZMb R\, =4 F v 2ICH G 3EgREE L LT
1E. BT IS S (EUS) i & MRI/MRCP (MR HE B R BEZ W3 2 & 25 X
NTwz L2570 JURMES HARA O G O RS B E 2 CHEWN TldiE CT Mt s &k

(US) &b EEN T2 20, /INUFEIERE O fiHAE ) 238\~ EUS R iU kg e < B R o
HicRIFTws MRI/MRCP &2 X VSt x 2 9, fliEsR@lZHN0ER CT 28 cRAF 2L
bHEETH 22, BHED Y R 7 BEWIGEC 3 CI I BER R A58 2 545 1 I#EYEE (R 74 2
JE:1-2mm) %175 Z e DL L, BGHEREE CRIFICEHET 2 0KILPREED % (. FERE &
9 729 EUS(US)RECOBIEIIRNETH 2 L EZLNTEY, TF X - DT H -4 TV R
CHWSEERDO a v v ZABELNTWARW 10, /- HRRE L & b IS~ — 7 —(CEA,
CA19-9 72 &) L BRIE D WBER % B0 12 MR E 21T 5 T L BRI L Twv 3, FEBIEE Il 0%
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bR =560, BE% 55 MR % 580 723, BTG U C ST TR RS
(ERCP) / WHERFESMEE F L) — (ENPD) HiEIiC X 2 BIRHINEE i S I AR B T 22 s |
i (EUS-FNA) I X 2 iR E R &R I N T3 9 DIETIE. AEARBEYIREI U156 0 #1215
o, ETRETRO2 D UIBRARREDIEH] b & T 7228 W14 JT4E O KE T O % 52 Tid
—R_RA TV ABFORIED 5 FEFR L AR IE S 73.3% L 9.8 Ficx L T, FEH—<x4 TR
HTIZ0%E 154, y—_ A4 7V 2ORFEBEIRINT NS 3,

T 72, BE - HLEHRNWIEE ST 32— T v RICD VT, 4 MENI, VHL DIEH
e 1N

3. —AR1 5 AMtEFHE

Y =4 7 v AOFEFIIE. B1(~2) EEBE WL A3 28R MEFUEINESRE. LynchfiE i,
ATM, PALB2OGPVERFFFICBI L CTIZ50m&0 &, BEEOKIEMEIC 222 & 3. Peutz-JeghersfiE i
TlE305%. BIEHERES TI12405%H 5. CDKN2A PGVIRE# ClI 5% N T b FE S - g e i
L D10 VAR, D L 40D T NDE VIER DA S DY —_ [ F v AL T B L2857,

4. B—RA 352D AR

WEfE D Y R 7 RIS I SRR B AR E A AT b . B L BB EE . BRI 2 R O BXAERE, T
Wi, WA (IPMN 72 &) mEDEEND Y y—< A4 Vv AfRIEc oD ) R 7 HTF b ED7FT
filiic X >T6-12 » HOHFIPATE 2 5 T L BRI T2 %, BhbCld. BRICEEIT AR W& X
127 A, BEMAYRS 256813 Ot ROMHIC X > TH—~ 4 7 VAR ZEC 2 2 L AR
é/bvfc W3 1,5,7O

5. S Rliak

SBEHED V) 2 27 23 5 W & BOEPERE COMRIYIIR O BHEC A Z 2 5 L I W R £ 27
Vo L, HIRERE O S A, BN DERRIE R & 03% L IRIRAIE I TR &%
Ry 2HnH2 0,

6. FEYEE
BRI S o B RE R <1k, FUE-CONEE L [FIRkiC 7 7 F F 8lH| % PARP [HEH| 0 Z=5h k0
BEWIZ ERMEIN TS 15,

(&% k]
1 Goggins M, Overbeek KA, Brand R et al. Management of patients with increased risk for familial pancreatic cancer:
updated recommendations from the International Cancer of the Pancreas Screening (CAPS) Consortium. Gut 2020; 69 (1):
7-17.
2 Day MB, Pal T, Maxwell KN et al. NCCN Guidedines(R) Insights: Genetic/Familial High-Risk Assessment: Breast,
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HAES P FLIe N SR e A & B R AR A R 2 BB TEFLIEON B (HBOC) A A N 7 4 v 2024 fEhi:
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ACH7 HE, A9 T, WE # et d. KIEMEEEEREFO Y — <4 Z Vv RK(ZF A= - aviw v+ R) HAERK
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EE

AESE SR D EIEFERE ) A 27 23 B IR HEREEHERE (D L BEREET) & LCid, #EsrEzlmn

Yss (BRCAI BRCA2). Lynch fEfeERE (MLHI, MSHZ2, MSH6, PMS2, EPCAM ). S5 e
(APC). Peutz-Jeghers fEfRE (STK1D). % L {1x PALB2ic GPV %#{#£¥ ¥ 2 &% Fohs |, %
DA, FEASMEILERE D BF ICH T, ATM. BAPI, PALB2ic% GPV AFE I N7 L AL I h
T3 2,

1. BI=

B PR RE RS |3 PR SR IEPE D & 3 S B D 5.5%-16.0% & G T hTw 3 L2, Hc, EEk
FLEEUN B Cld BRCA21Z., Lynch JEMREECIE MLHI IZ GPV Z## 5 2 # CIHEREDFIE Y R 7 28
B0t 2, ENTIE MSH6 D GPV £ E CHUBEDORIEY 2 7 BEVC LM I N Tw5 1, Kk
PERIGRRIEE <1k, AERE O < H + IRIBFLIEE O FIE T 2 EG 03 %,

2. Y—RASIRAKFE

ER TR ERE B EEL 7 D GPV fREFE ICB T, HEY —~ A4 v 22tz 3200 t0ko
BTV RERV, L L, Y —~4 7 v x (B8 MRI#HE) L+ 246Hy—<4 7 v 2 (LEREL
BENRERE) . 2 ooy —~4 7 v 2 (EEEEFEIRE) ORI HREZR IR Y BE O B AT R O
AR S 2. odb. FEMRGIIEERE A L 2 FUER S IO L Cid, MRS FLEYIER
fir DRI NSRS TR E IEE &% (ERCP) %17\, HE £ 72 3IEE ~DER O H Mz 3HI§ 5 2
EHEREI N TV B 3

3. —RA14 352 AR EERD LURRE
DA GTREBIEB L ICHERIN TV B —< 4 T v 2, + 48—~ A4 7 v 2, BEY—~
4 7 v ADRRFiE X CRRIC oW TiE, FH4EE S,

4. A

EARTERHERS 10 3 2 S RHERE B X Ok 3, BOEMEILER & FIERI2TT 9,

(2]
1 Maynard H, Stadler ZK, Berger MF et al. Germline alterations in patients with biliary tract cancers: A spectrum of
significant and previously underappreciated findings. Cancer 2020; 126 (9): 1995-2002.
2 Okawa, Iwasaki Y, Johnson TA et a. Hereditary cancer variants and homologous recombination deficiency in biliary tract
cancer. JHepatol 2023; 78 (2): 333-342.
3 National Comprehensive Cancer Network. NCCN Clinical Practice Guidelinesin Oncology (NCCN Guidelines®)
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PN

KD AEFEFERE U R 7 o3m BRI EERE (b L FEEEIET) (3. RIBF ) K- 2%
RODLLDEREDENHDLICKAITE S, IHic, KGRV K- 22D 2561013, % O
BNC X O BEEER Y K= 2 @EEER Y K= 2, JEEkE ) F—v R0 o s, BEER
)R — v AICE. RIEEKIGWIERE (APC). MUTYHBIHERY K—v 2 (MUTYH), £V X7 —%
&IEE?J:L_‘T Y R—v R (POLE, POLDI) 3% %%, AXIN2, MLH3, MSH3, NTHLI1%JiX& 3%
ICH RBRIEYER Y R — v A3 T 5, EIREER ) R — 2 R, Peutz-Jeghers fEfEHE
(STK]D HEWRY R— e (SMAD4, BMPRIA). Cowden JiE{EREE/ PTEN i 22 fEAE it
(PTEN) 3% %, $atIRER Y K—2 2 Tld, —EDHEEZFIC RNF43%° GREM1 ®» GPV 2[FEE X L7z
CEPMEINTEY, BERNTOEGOFZONTWS, KR K—v22i8dkhwvnbol L
Tl¥. Lynch iEf@#t (MLHI, MSHZ2, MSH6, PMS2, EPCAM ). Li-Fraumeni fEf&RE (7P53). Birt-
Hogg-Dube fEMERE (FLCN) 2% %, 7277 L. KM I 2~ v FEHEXIE (constitutional mismatch
repair deficiency : CMMRD) fEf@&#E (MLHI, MSHZ2, MSH6, PMS2) <%, /NEHIZ & IRIEM: R U K
—VAERBD DL, Ti2. W7V MUTYH D GPV %i8® 3 ~7 v EZEMEDOLE T Y KIGFEFIE Y
ATBERB T EPHEEINTNS, 2D, BLM, CHEK2., GALNTI2, RPS20c GPV % {#Ff
T5E b RIGREFRIEY R 7 230,

1. B

EIRERIE DM <X, BREHRIC X 2 Y 2 75l (STEP 1), JRERAHARAIFEA /70 7 BR 1
i (STEP 2), #in2Mk#E (STEP3) ® 32D A F v 7 Tftbib, STEP 1 TABERY F—
A RO TG E I, B FEE UHME 2R T 5, R ) —TBBL AR, 4 2ay T
F A4 PARENE (MSD) e I A~ v FEEZ v o8 7 o ity (MMR-IHC> A& FEhE 3
%, WLk STEP A Td . EIEMEKRIGEDZENIC B\ Tl 2R IIEED 2 720 stk
KIGFaHEED N B AEFNCKT L Tl MGPT I X 2R E 2 Eii s 2 2 L 3R I N2, b,
STEP 1 3 X UF STEP 2 T Lynch SEfEFEEEDONTH M T L VI B 1T 52 MMR JB{n T DRHHALHEI N )
7V EEREKE TS Lynch-like JEERFECH 2 2 & 235 5 720, BRFWREIC X 2230 HET
Hb, F7z, Lynch fEfERE ClIEREETIC X Y K% &9 72 Lynch fEMER BRSO L EFE Y
AV IR D720, WYY —_A T Vv RAERMET 2 -0 I KEE T ZH O 21T 2 082D 5,

2. Y—RASIREE
Eﬁﬁk%ﬁ%L%ﬁ%@(ﬁVﬁﬁﬁ*ﬁﬁ%k%ﬁ~&47vxuk%Wﬁﬁﬁﬁmlofﬁb
SR D SR AR DI 12 X 0 KB 2 DO IR O I 2SS & T B 08,
mﬁﬁ%E%L@h¥®cmv&h%®k%%~&47vxm£wf\:n%®ﬁ$ﬁ&%ﬁmttk
BB E S G CH 2 & T 2 Wik 2, R AR ST GPV (5% o A MR g
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HTlE, Smm U EOFRY — 73 I RCHRT 2 008EE L, 2 E T, BEEMEAGEREEER T
D GPV - O KIEWHEIRA IC B W TR vz R U — 7 o NIREEIEER 23 K 0 584 %2 T B3
5 LT WME Lm0 2 h . BAR R < RKIGEMERGIRIELE IC 3 2 BREIKE R U — ZYIER

(intensive downstaging polypectomy : IDP) &, K@fiiz £+ 2 2 &L 2 KiEz 7T 2H
M7 FE & 72 2 [REME DS RS & . 2022 FFREICRIRINE S 7z 2, 7272 L. IDP % RIS L 7255
BADORGFMOBENEICOWTIEIAHTH 2720, EMT 258 ICIEEENLETH 5, Peutz-
Jeghers JEMERERCH EME R U K — > ZJEMERE, Cowden FEMERE/ PTEN i AR 5 7 & o g fd i R
UR—v ATIEZER - BIBICS R ) — 7B RET 5 L5, FHC Peutz-Jeghers SEMHE TILE
B —~ A 7 v ZANHEEIRE D 2 WITEERESHERE I W Cw 5, FIEMERIGIRERE T b 220 -
FGD AR ) — 7RO REPIRE SN T2, NGO REREY X7 1E<1%eHmEINTEY,
EMN R — x4 7 v ARSI E IREIO b Twinyy, Lynch JEEEFEE Tk, KIBRHEY —<
A7 VR Y KGO TR E 60%-72%P X425 2 LRI NTED 3, KNSR E <
eI N5,

3. H—AA S5 XERER

EARTEKRIGEREEIE T O GPV REFE Tld. KIBEOFIE) X 7 H ) — 7 I X BfERO MY X
J B TR — A4 7 v 2ROFARERSRE I N T 5,

FIEERIGIAEAE T ER R IC X 0 KBV — <4 7 v AR FEin3 2 5, ) FAP <l 10
A X - ED 5. AFAP(attenuated FAP) 354121 10 mifiB - (18~20 i) 2 o KEH — <=4 5 v
A%&flis %, £7z. KGR Y — 7828 100 iR CH % 2 & 8% v MUTYHBIH# A Y K — > 2T
10 5 RKIGH —~A4 TV RZBAT2 C LRI NS,

R Y — 7 X B GEBE IS A CRIET 5 Z L A b AT\ b Peutz-Jeghers SEfRHE T
k. 8RIRFIC KIS A ZFEMT 2 2 L3RI N, 8O MR Y TR 57 4 —5H 5 WIE/N
W 7 VINRBEREIC X 2220 - BGO I —<_ A4 Z v AR I N T B, FU EFREMER Y R
— YV RATHLEFER Y F— o RIEBRE 10 R0 5 KV — <4 7 v X %BlIfd 56 Z L3RI
%,

Lynch fEfERE CIXEREER 7 S L KRR I s KRGV — <4 7 v ARG EIR S R e 5, MLHI % %
WE MSH2/ EPCAM % R KEIE T & 3 2551213 20 i~25 k. MSH6 % %\~ 3 PMS2 7% )R K& LT
ETAGAICIE30M~35 M KRG —_ [ T v A BB T EpHEREINS, 2L, F—5%
NOREDPFHIEZEDOFR LY 2-5 FRLAKEGV —<_A4 F v 2 Z2[lhT 22 L bERT 5, £/, Li-
Fraumeni fEERECTIE 25 /%2> b ¥ — <A 7 Vv ARGANRERE Z BT 2 2 L3RI Tnw 5,

Z oM, BEFCEOMBIEoWTIE, H4ErS0,
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4. —R41A 52 X[ER

EARTEKRIEREEIE T O GPV REFFICE T 2 KV — <4 7 v 2ofkEl:, —#&ic 1 4£~2(3)
FTHE, KY) —TORELELIISE TR —< 4 7 Vv RX[EREFET 5, EET & X6
ICoWTlE, 4 EE S,

n¥B, BEAGY -4 7 v AREAHER I N TR WA T, BatEAEEREEE T O GPV
REEECIE, Y —TORBMPEEZERL T 1E~2Q)FMBE TRy —< 4 7 v 22 HET 2,

5. \EFFMh

KIEHERIGIRIERE 1IC 5T, FER T v 4 FPHE 8RRl (NSAIDs) @ sulindac #¢5-1C & 2 Kl
DI E VA DR ZIHIT 2B RINT LI, KIGEOREY R 2K T IR ET VR
127 < 5, sulindac R DOIR PRI G1C X RS DM S T 5, COX-2 EIRWHEHR <
HbrelLaxy 7oRkETlE, KIBERERE A XDWAHRED SN0, LIEARY DY 22
BmpEEE 5 7, AKHAET A Y v (100 mg/H, 8 7HMEKS) o5k, F) —70HKE2H
BICHHIT 2 2 ERENT VB0, REKSGIC X 2502 IR TH % 8, Lynch iEMERETIZ. 2 L
FEo7zaveY v (600 mg/H) #5451 X 5 KIBERAE OB HBHE ST 528, FFEHAR T o liiEE
%L, T—2ORICIIERI SRk ONE %, T2, TAVY voltbERGHETH 20, B
fGEEL MDY 227235 %,

6. S8la
FHEVERIGIRIEAE © 1. NESTAEIC X 2 EHEAARTEEE 5. b L IIIRIESEE 0T ARD &
iz EOGE T PRI RIBFMIC O W TS 2 10, 100 L EoE% o 2 564, BRI
20 fE LA E Dz 589 2 3556 1T 1T R b s BEHEMT TN & 72 2 23, BIE QXD 7 WIS G I IS A
AT b IR & 72 2, MRIBRATRE R KBS FE L 72358 i3, VIRl 28R+ 2 2 & b b 3,
Lynch SEERECIFIERFMTIC & 0 BIFERIGIEOFIEY X 7 MR T3 2 Z & 38 T Tw 525,
BRFEAERIGHRE & I O VIFRHEIFA© b RIF R PRIMEI T3,

1. FEYEEE

ARV B TR AR U 72 KB i 03 2 3R 13, BORIERIGREICHE L CIT 9, 723, Lynch
JEMRBEICRE L2 KBEDOIR L AL IE~4 27 0% T 74 P ALEN (MSI-High) 2T 885N
TH Y, MSI-High TH % & L BHER I NG AEICIIRIEF = v 7 FA v FHEEKOEGICOWTHEE
ERI

(&% k]
1 Yen T, Stanich PP, Axell L et al. APC-Associated Polyposis Conditions. In Adam MP et a. (eds): GeneReviews®
[Internet], Seattle (WA): University of Washington Dec 18, 1998 [Last update: May 12, 2022];
https://www.nchi.nlm.nih.gov/books/NBK 1345/ (accessed 2024-08-26)
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Ishikawa H, Yamada M, Sato Y et d. Intensive endoscopic resection for downstaging of polyp burden in patients with
familial adenomatous polyposis (FFAPP Study I11): amulticenter prospective interventiona study. Endoscopy 2023; 55
(4): 344-352.

Jarvinen HJ, Aarnio M, Mustonen H et a. Controlled 15-year trial on screening for colorectal cancer in familieswith
hereditary nonpolyposis colorectal cancer. Gastroenterology 2000; 118 (5): 829-834.

Giardiello FM, Hamilton SR, Krush AJ et a. Treatment of colonic and rectal adenomas with sulindac in familial
adenomatous polyposis. The New England journal of medicine 1993; 328 (18): 1313-1316.

Giardiello FM, Yang VW, Hylind LM et al. Primary chemoprevention of familial adenomatous polyposis with sulindac.
The New England journal of medicine 2002; 346 (14): 1054-1059.

Steinbach G, Lynch PM, Phillips RK et a. The effect of celecoxib, a cyclooxygenase-2 inhibitor, in familial adenomatous
polyposis. The New England journal of medicine 2000; 342 (26): 1946-1952.

Solomon SD, McMurray JJ, Pfeffer MA et al. Cardiovascular risk associated with celecoxib in aclinical tria for colorectal
adenoma prevention. The New England journal of medicine 2005; 352 (11): 1071-1080.

Ishikawa H, Mutoh M, Sato Y et al. Chemoprevention with low-dose aspirin, mesalazine, or both in patients with familial
adenomatous polyposis without previous colectomy (JFAPP Study 1V): amulticentre, double-blind, randomised, two-by-
two factorial design trial. Lancet Gastroenterol Hepatol 2021; 6 (6): 474-481.

Burn J, Sheth H, Elliott F et a. Cancer prevention with aspirin in hereditary colorectal cancer (Lynch syndrome), 10-year
follow-up and registry-based 20-year datain the CAPP2 study: a double-blind, randomised, placebo-controlled trial. Lancet
2020; 395 (10240): 1855-1863.

Lynch PM, Morris JS, Wen S et a. A proposed staging system and stage-specific interventions for familial adenomatous
polyposis. Gastrointest Endosc 2016; 84 (1): 115-125 e114.

AndreT, Shiu KK, Kim TW et al. Pembrolizumab in Microsatel lite-1nstability-High Advanced Colorecta Cancer. The New
England journal of medicine 2020; 383 (23): 2207-2218.
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= e

B O AEEFAE ) R 7 DS CIBREEEE R (b L IZREEEET) & L Cld. von-Hippel
Lindau J% (VHL). Birt-Hogg- Dubé fief&ft (FLCN). &t Vi filiiE B Miasieiet: (FR). &
EHFLRREMIGE (MET)., #alth 77 v 7' ) +—~ - @ailialiEeEst (SDHB, SDHC,
SDHD). Cowden JEfERE/ PTEN @ZESEWERE (PTEN), #EHiERE{LIE (TSCI, TSC2). Lynch fiEfeE
B (MLHI, MSHZ2, MSH6, PMS2, EPCAM). WTI1Bh#E Wilms 5 (W71 % L < 1% BAPI,
CHEK2, PBRMI1 i< GPV %{#Fi3 2 H 232 F b 2, DICERL fEREE (DICERD) <%, ZFERIEENE
DRIE) 2725 5,

1. BIZ

BB S 3R KE G SRR R R 0. 2N E NRERBIERECIBEEN R 5 1, EED
FRAEF» S, BEEBEEORZEFHKA L. GPV RFFE ZEHY) REH- L0 —_ 4 T v 2~ LiEL
TENREETH D,

2. Y—RASIREE

GPV (55 DB Y — <4 7 v A D BIMARI S GBI A ) . 2 e o B EE I
B 3 RAEDWEIOFREEM L O FICEY — <4 7 v 2 ABIAT 5. Hike LT, IEEER
. JEHE CT W, I35 MRIBRE 75 & OBRME & 1 0E~3 G017 5 25, REOHIRIZREL S 5
SR P BRSO RIS 1 IS U R T 5 L,

3. S Ela

AR PR IS 3 KBS 71 (ISR S B 7 U | BeEEE DS IR 2B B S & . BIRE 1T %
Bt 2 BB EE IR I N5, BEGEE AR (BB #E & L Cid. von Hippel-Lindau

(VHL) #4. Birt-Hogg-Dubé (BHD) fEfiff, #{ZtEFLBRE ks (HPRC). BAPI LS &
PEREMERE AR D, SO Tl FE1E, RIFEICRAE T 2 720, fillE & BHRERF DY 7 v R
BeRE L €. AMBE O 2cm 1T L 72 & &5 THENREZ F R % 2%, VHL BE#E ., BHD B
B, HPRC., BAPIBHEBEIZ. 2 NERNIC 0.37cm. 0.1cm. 0.15cm. 0.6cm $ o8 K$ 3 Z
EORE TN T 25, BAPT BEERE T A E KL 03 7 D BB o B B o/ A% BET
3% 3, HIREFAT 2 Mat 3 2 @S & L <, E TS SEE B MAEEER (HLRCC) <
BIREANTH v 7Y A —~ - fgEMgEEGREEE (PGL/PCC) 285 0., Tibi3/METDH U v o Hilnfs
D Z 3D Y BIHESIER IR %

Fli /5121 VHL BI#E . BHD BI#EYE. HPRC (285 O UIRRIIH © DA% 2 17 B R 12 1]
WS 2, BAPIBSEE . HLRCC, PGL/PCC BHE B <ix. VIBRWG 2 K & <HEfR L. UIBRMG 23
MELR T E R IR B 21T 5 28, HLRCC TRINERORTHFAEIMEL 22 2 e A LIELIEH D HE
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G U CRAE T & REDAEMREIKIC X 2810t 2 lla b o 2 23, Bt B EMBIEES <2
Wi, JRHNE LTSRN HE U T2 17 5 25, BIEMERIEE O ¢ b FFICHE MR b Dicown
T3, HA, BEBBERTECHBECOWTOERPEN TN D 2 L ICHE I LW,

4. FEMEE

HEAHIER I, JRAIE U CRBOEM & 72 o T 2 BRI 2 v 2 235, 2 W F o R REE T
DEERE~ DR BT CTH 2 2, BIE, REBEA & 72> T 3 BYERYERCE W TER L 2> T3
R, KIEHEICE . mTOR R, ®EF = v 7K A v FTh Y, KIERICECHEES 2 BT L
< VHL, FH, SDHB, SDHC, SDHD %', mTOR #%i%IcB# 3 2 #{n 1 & LT FLCN, PTEN, TSCI,
TSC2HZEF o3 %, F7- MLHI, MSHZ2, MSH6, PMS2, EPCAM 7z & ® MMR 3&{5 1 |3 EEE (51
ZE e (TMB) ICB# T 3720, EF = v 7 84 v FHEFIOME L HBET 2, 5% b B E:E
(LT OREREMRNT 20 b . BP0 IR % Tl 3 2 5L % W 2 HikoA D 2 HEH
»H5,

(53 3C#]
1 National Comprehensive Cancer Network. NCCN Clinical Practice Guidelinesin Oncology (NCCN Guidelines®) Kidney

Cancer Version 3.2024. Mar 11, 2024. https.//www.nccn.org/professionals/physician_gls/pdf/kidney.pdf

2 Hasumi H, Yao M. Hereditary kidney cancer syndromes. Genetic disorders driven by alterations in metabolism and
epigenome regulation. Cancer science 2018; 109 (3): 581-586.

3 Bal MW, An JY, Gomella PT et a. Growth Rates of Genetically Defined Renal Tumors: Implications for Active
Surveillance and Intervention. Journal of clinical oncology : official journal of the American Society of Clinical Oncology

2020; 38 (11): 1146-1153.
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AR EMIIE - <5 4 v 7 ) 4+ —<(PPGL) IcBb 2 GRS (b L < IZEREET)
LLTiRE TR, RUENWIESE 2% (RET) , Von Hippel-Lindau J% (VHL) , #ictE <7 7
v 7Y d— - 1B EMIEEGER (SDHA, SDHAF2, SDHB, SDHC, SDHD, MAX, TMEMI127) 73,
BRI ERCBED 2 S D& LT, Li-Fraumeni Bl (TP53) 235 5., £7-. BEORIE K
BHESICBED 2 b DL LTERMENDTWIESE 1 B(MENDD % %,

1. B

HIEHEE D L < 128 o5 EilE2 5 %49 % PPGL Ico W Tlid, HfE 10 L o i KLEE T
BHILNTE Y, PPGL 2D 30-40% 2 EtE L Ex b T\w» 3 |, REFECIFEHNL, IFFEF .
EMEIERELRTFICEVRRS, % OFEKERTIE PPGL DA ZRIET 523, RET L VHLIZ*%
NZENL FMEN I WIESAE 2 1 (MEN2), von Hippel-Lindau JH D& E L L T PPGL (12 & A &8
RIE G EMIIEE) % FIES 5,

TP53 » GPV IC#EK 3 % Li-Fraumeni SEMEHFICHE 5 BB ECERE D% < 13 5 ki T2 I L s %
20 AR ICFIET 5 BB ERE DK 70% 1% Li-Fraumeni SEMRFEIC K 2 5 D TH 5 3, RN WE
BE 18 (MEN1) Ti3A 20% i< BB BB ES 2 FIE T 2 23, % < (ZIEHEREME o R IEREES < 1%l fHE )
R, RaBlEo AR TON S,

2. Y—RASUREE

BEMEO Y —_4 7y R3HhTaF7 I VOERLEREHATHRLERL, hTaF I vollE
FINECRMIET FLF D) v - VAT RLF Y YR 24 BEIRPFA XA TV Y - JAAXFT7 Y V5
WD HISE 2T b LT\ e 25, BSIENE X D W E CHRREE - FE L A5 EHEME A 2 4 7 ) v + LA &
A7) v ORIEARBIRIRE LTV B (272 L S A8 NG D SRR % 7 - 72 A 1c 1 [E o
AHEET B, LINTW2), GBI MRIAEICHCLbN S,

Li-Fraumeni AEBERE-C12, W ETRRIN 0 O B EF I & TR 0 2 ¥ OWGE B D
5137, 48 MR 3% — <A 52 A CHMRTE 5. HOHEEZ AT 72 CT BRI FES
%,

MEN1 Tld, BEHLEMRN IS O —<~ 4 7 v ZHITIEE CT/MRI &2 17bh, Z O
i< R R S T ATRE C b 2.

3. H—NRA 3 RFtaER

PPGL O —~ A4 7 v ZBHIRERIZIREEG I X 0 B 225, BARI/NEH» SPBEn 3,
MEN2 Tl GPV ® 2 F i X o T PPGL DiREE B RIx 5720 4, ) R 7 3K GPV (/& 056G
I Y 27 GPV R L W BVWEHHD O 0¥ — x4 7 v AR EE I N D,
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Li-Fraumeni FEfEFE ORI — A4 7 v ZI3ETHR» 5179,

N RN B L -]

PPGL ¥ —_ 4 F v Rz 1-2F L ofEEcfrbi b, Li-Fraumeni fEERED RIS &
JEY—_A T v 2D L B/NRIICE3-4 2 H 2 L D/ETIT Y, BT L oMIBIcoWn T
94 RS,

5. {EFFkh
PPGL <Rl B B O FE % T B 3 2 2025380 b 5 HIRAT 5 T 7z,

6. S ELEE

T RCD PPGL IARIFAM OEIG & 72 5, EIEBEEICFEE U 72 5 LA ESR T s il 23T b
5, SHEIRZ LICHRE L 2HEIR. FINC X 2MBEEREOAIHEY 27 &, FEREETIC K 2
HED ) R 7 5 HHBNCHE T 5,

Li-Fraumeni AEMFRE D FIE B E 1<t U C B O 4VEHEE 1T 5 . MENT o &Il B EE 13 JRH
REMECHERMEIICZ L Wiz, % IIRBREIZE O Z T X,

1. FEYEEE

A7 a7 I vEAEOEEMIEE TN T2 7 o BEREE D L ik a BIEMEEZ IS LT, THER
MiFRARME 22 0ERDH 5,

VIR ARRE £ 72 3t ol GiifaEcid, #7237 I vobRRIREL SGET 23K e LT, Fr
v VKB EERIHER O A F o v VAMRBRINE S L Cw b, #7237 1 viEglic X 2 iERZ BE T 5
T2 MEITIE U T a R D LIk a B EREED HFHT 2,

UIBRARE £ 72 3B O BIB R ERICIE I P2 vdikEahd, 72, arF =B85 IHE
ORI L LTI PZVvofhlic b Y m AR Y XAF TRy, FAvmFoxxy b BREERS LT
Wb,

(&% k]

1 Neumann HPH, Young WF, Jr., Eng C. Pheochromocytoma and Paraganglioma. The New England journal of medicine
2019; 381 (6): 552-565.
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FABBRER

L ERPR I b B D AEPESERE V) R 2 B8 B TEEEHEMGRE & L ClE. Lynch fiEfeht (MLH]I,
MSH2, MSH6, PMS2, EPCAM ) 2"%\Fbh b,

[ 2

PREGIZE . B, IRE. B, BT 50523, Lynch S\ CIEE &L - IRE TR E 12 L
BRPREE BRI 351 5 S O AEFIE Y R 7 p3E\e L2, Ric, MSHZ, EPCAM I GPV Z{R¥i3 5
Lynch JEfiEEE Cid, LEIKES L IEE D 80 i £ TORBFAE Y R 2713 2.8%-28% & 3, fthd 5K
BR T 2 R0 B L HE L € EARIRES BRSO FEIE U X 7 3@,

2. T—RASIRAFE
30 & DA, IR PRMINE 21T\ & MSH2, EPCAMC GPV % #5393 Lynch JEfefEEH
Tl RISz THRERBEEZITY |

3. Ak

R PEIESAE AR B IS TR U 7 RHRPR IS LRI, IFEH1 (BEh) e <iT 5, $bb,
I RBRAL-CHRANI 72 &7 b LIS TINEIS 2 FIWT L. ARG RTEE & HIl S 28z, BIRE 2
fitr. PREEDVIBRMNT. IRES T L — 9 =Bl 7z & oS RHNBIRE 2175 . —77. RIBYIRSTRETH
27 VEIREEE 2RO 720 T2 5AICMEAREZIT ) 25, L¥HREEZToTHET 2L 5 ThNn
FRIETF = v 7K A v PHERIC X 2 FBWREELEES 5,
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1 Hasumi H, Yao M. Lynch Syndrome-Associated Urological Malignancies. In Tomita N (ed) Lynch Syndrome: Springer
Singapore 2020; pp.79-83.

2 BIETERRESIE AT A ¥ 7 4 VIERZE B R BEIERESHETA F 74 v 2024 44 2024.
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RUIZAR

AT RS D AR FEFERE ) R 27 3@ B R MEREEEMERE (b L IZEREHET) & L, #EatiE
YU (BRCAI BRCAZ2). Lynch fiEftt (MLHI, MSHZ, MSH6, PMS2, EPCAM )., HOXBI13 <
GPV 2R3 2 EMBE T o, Zoft, BB ERNZEED BFICH T, ATM, ATR, BRIPI,
CHEK?2, FAM125A, GEN1, MRE11A, NBN, PALB2, RAD51C, RAD5ID =% GPV A[RE S 7= &
BIEIN TS L

1. BIZ

RS TERTZIE 13, R R R E D 12%~17% & BiEd b Tk, KK E 220845 HEE
ME(R 13 BRCA2, BRCAI DIRICHEE L, 72, BRCA2 D GPV % 5 Hi LY T 1L a2 WiikE
DETESRCEEERE W LR EI LTS 2,

NCCN %4 F 74 v Cid, S ERNIIE. &) R 2 BZEE., B a U on 3 B s o ik
JEDH B HIAERE ICEWT MGPT 2% i 2 2 e MR I N T3 3, HARTIR., B MEASIK
PUERTZ IS B F O MR % ik L L. PARP [HEANIC X 2 A0 R B e 3 286, g2
N T BRCAL/2 BIn FIRE % FEMT 5 Z L3 TE %,

HOXB13 <. FFic. p.G84E % p.X285K 2SE R VRO FEIE Y R 7 LB L T3 Z & 23R
HEINTWB L5, NBNIF AR B D Nijmegen et R L EIEMERE QIR INEE T TH 225, BT
LUIC GPV Z R F5 3 2 H CHORINIBYEDOTIE ) 2 7 03E & 5,

2. Y—RAS5RAAFE

—EANDICE T 2 PSAHIEZEDRINIRDO I —_ 4 7 v RIF 50 K ThBI N 2 L 3% v, L
2> L. BRCAI ¥ 7213 BRCA21Z GPV % £ 3 2 BT, 75 T TORMEMEERIZ, BRCAZ2 T
27%, BRCAI T 21% & EEFRIEDHER B, T D70, 40 /%D L < 1SRN D RAE DR i
FEOFRREFHT L 0 10 Wt AR CRINZ MRS 2 G35 2 L AR I T 5 2, o, PSA —
AT vRICEF B Ay M A 7l 3.0ng/mL AHERE X5, Lynch iEMERETIX, TR IS L TR
FfeInTnd o’ ZofOERTIC GPV 2 RFF T 2 BHETH. 40D L < IFFRN DR D £\l
SERMEERE OFIEER X 0 10 A WER TR —_ A T Vv RABBRT 2 2 LRI THW S 2,

3. BFK

BE R M2 SR PRI Z SR B 1 35 T PARP FHEAIC X 21605 0ERZ BN L 33561,
BRACAnalysis Zlis A 7 L %2 Efi 35 Z L 5 TE, BRCAI ¥ 7-1% BRCA21Z GPV %38® 72541
d. AT TRFBMAT S L TE S (2024 FF 8 ARBUE) 5, 7o, BHERRSKT L (BTHR
B EETD) B TERTIE B <13 CGP & L T FoundationOne CDx % 7z 13 FoundationOne Liquid
CDx #FfE L. BRCAI ¥ 7213 BRCAZ2 IS ) T v P RRBDEEICE, A7 %) 7F721347 Y
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k) . 2024 4F 3 H. https://www.urol.or.jp/lib/files/other/quideline/kenkai_parp_v6.pdf (Z:1d 2024-08-26)

(p.111)


https://www.urol.or.jp/lib/files/other/guideline/kenkai_parp_v6.pdf

O© 0 I O G B W N

W W W W W W NN NN DD DN DN DD DN PR = == s s == = =
Gl & W DD P O O 0 N O G b WD = © O 00 N O G i W v —» O

B ERERR IR T 5 5EIT/\RIVRE (MGPT) DF5IE 2025 Fhk [R] oAFNEGHEEREFS
BE - mEHRE

FEEL

TEHEBADEERIEY R 7 OFE WEREEEEER & L Cid, Peutz-Jeghers JEfERE (STKI1D) %3
b5, DICERLEMERE (DICERD Tid, il GBI RAESSUHANE 2 FAET 5 2 L 23
%o

1. BiZ

BRMEo FESE & L Cld, Peutz-Jeghers JEERFICHAET S, e b ¥vr—<v L x (HPV) I
BEGE L s W SEREDS S 5, AL, FeErA0 R 25D 3R EREE 38 ey, B HPV
IR C o/ Me s e (B2 HPV JRKAFERRE o MR 235853 2 vlRetE A3 H 5, Peutz-
Jeghers SEMEREIC I T 2 FESHED BREY 2 713 10-23% & I 1, HIEEFEICRIET 22 &0,
LEDP O OWY) Y —_A T VABREL 5,

Peutz-Jeghers JEMRHEICH 3~ 2 T EH GV — =4 7 v X, REXRD 7o FEEEMAEZ I X - TfT
bivd ¥, LaL., @k HPV BEE TS & B VflildZ 0B K, BRREORER L X
% o SEIRSEE AR IREZ AL (lobular endocervical glandular hyperplasia : LEGH) % L < 13 &R 23
FEL TG AEICd 50% I EFH L HEI N LOMEDH L7, 2Dz, HEICE U AR
2. REEEENEL, BEY MR 72 2 BT 2 080 H 5 53, SEGHARZ % 55 L < H LEGH
& BRI DOZWTIIA S Tk,

Peutz-Jeghers iEMEAFIC B 1) 2 FHESUERIEDO HIMEIZ 3040 K TH B Z &b, —_Af TV R
25 IR X D 1 BICHifT S 2 2 L3 FREINE 20, LIk B 18—20 miichillrd 5 2 &
ZHRTDITARTA b H 2 300, MIlZOBEIMR N Z & X0 WHRAREZ IC BT B Hllldiz © A
TIEAR T2 TH Y. Peutz-Jeghers FEMRHFICHT L TII Y —_A T VABBETH 5,

DICER1 Sl (DICERD) Tk, JIRAEE (e b)) - 247 4 v efifghl) 2RET52LbdH
D, BB XOEHBEEEZ 8~10@0 b7 &b 40EET6-12 2 HIC 1 I TW 3 89,

3. {LFTFBh

— %) 7 T E S ORI & 72 5 HPV OREBETRIICIZY 7 F v 3B TH % 23, Peutz-Jeghers fiEfE
REIC BT 2 FESEIE HPV ITKFF L 2/, FEIEIEORIEZ THIT 2811035380 b 1 2 FEATA
LILTWVZR,

4. NElioE

Peutz-Jeghers JEMRHEICBE L 72 T EH S ICN 372 U 2 7K E HIY & L 2T E s R R ©
TRBRTET VAR IN TR, L Ladb, HEOHEN %L %o R T EHIE%
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JETZ 2 10, Peutz-Jeghers SEfRHEICFEAE L 721 B SR 103 2 AAEHARR X, BOEMETFHEREICH#E L C

(2% ]
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5 2020; 20 (2): 59-78.
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F =50

T EARREOAETERAE ) R 7 2 BB HESAEERE (b L REKEET) & L Tid, Lynch fiEfE
BE(MLHI, MSH2. MSH6. PMSZ2, EPCAM). Cowden fiEfE#E/ PTEN &2 fEfERE(PTEN). Peutz-
Jeghers SEfERE (STKID). % L < ¥ MUTYHZ2, MTHLI, POLE, POLDI1 < GPV %{#-Hi 4 2 & 5217
bid,

1. B

MLHI, MSHZ2, MSH6, PMSZ2, EPCAM ®© GPV 12K 3 % Lynch fSEfRHE ClIFEAHEI TR T 5,
U R ICHIES 5 Z & 2. Lynch iEERF O LtEIC B » CRANCREE 3 2 EHMEE & L CHRiET
LU[REMED D 5, Z D70, FEAKNE L Lynch iEEREO £ v F A Vg L IFIEN 5 Z & 535 %, Lynch
FEMERE CIIR R I X D IRERPERE L L AME I LTS V2, BEEKEESEIA 74
v 2024 T, FEEBICNL T4 7097 74 PALEE (MSD e I 2~y FEELZ v
X7 DESEHBALY (MMR-IHC) ##&E %72 Lynch fEfEfH O 2= N—F L 27 ) — = v 7 & #ff4E
LT3 3, Lynch fEfEHELANC D PTEN @ GPV IC#EK$ % Cowden FEMERE/ PTEN R EAE R
STK11® GPV ICEK T % Peutz-Jeghers JEMEHE., MUTYH, MTHLI, RV X 7 —EKIERHEKR Y K
— YA TH?% POLEX® POLD 11z GPV Z & 2 G5B ICH VT TEME L FAEST 2 nlaelEr &
3, UEXb, B rEdEoZkicii MGPT ZHw3 2 L3R n s,

BT EREREEER T O GPV R ICN T 2 THEANEY — <4 7 v X3 TENEHEMZ I X -
TiTbi s ¥, FENEMEZIIIEZEREL B &b, —NIcF=ANBREHEZ IcRb 2 b D
Tl wp, e L CTRERORELR VoL EOKREBETEE I NS, RIS IE
FICX 2P —_A TV RICOWTIIIEE L FFRIE DR I T, FRCBARERT O 20 < ix A #2 &
G CTCTFENEDOE I B RESEH T 2720, REBETFRBEELECL 29 -4 7 v 2RI
=10,

P —_A Z v AGRE R DB E SRR O JR RIEE I X o TRR 225, b AW iFlin Ty —
_A TV RERIGT 5 Z LRI TV B DT Peutz-Jeghers fEMRHE T, 18-25 mRFICH—~_ 4 F v
A% EMT 5 L BRI NS 1%, Lynch fEMERE, Cowden JEMEHF/ PTEN & FARHAE HF < 1% 30-35
RCH—_A TV AZREIRT 5 2 BRI NT WS 39U MUTYH, MTHLI1, POLE, POLD 1 ®
GPV RFFFICH L TOH =L TV RICDOWTIRITET Y RICZ L, AIEESRHI, PAREZE LD
HIRRHC IZEREBE CREBEEZZ T2 2L 2 HETH I LITEETDH 5,

Y=g 7V Z2ORERRBICOVCTRERELEFICEADL T 1~ 2FETCORENERESI D 10
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3. LT

BIGTEFEEREZ NR E L2 KBS 1270 D DD, FERHEIC 35\ TR B A% 1 RT3
OO)/EHET A ta Y - s 25 VELEHR(LEP) DR GIC X W RIE) R 7 MR T 2% L& S h
T3 16,

Lynch fEfERETIE, 24U Eo7 2 Y v (600 mg/H) %512 X 3 KIGEFHRE DM 23#is T
WE, TEEEZIZCLDE L Lynch BdgIcB L TIAEENZED LN TV, 2, 7TAY
VvobEREHECTH 2720, BBEESPHIIDO ) A 723525 17, LY ZAX Y P AX—F
Lynch BA#ifE % j8 & & 2 AlREMEDS & 2 23 C AR O liig & 3% . 7 — X DRI ITIEE X A3k
D bid 18,

4. NRLEER

WM TEREREEEE T IC B T 5 GPV REFE IS 2 ) 2 ZRIFAiT & U <= 2 i & ]
BN A E R I N5, BIRERBEEZHR A A F 7 4~ 2024 FERRCC T B2 BT 72 g o
FEZHC T EBTE ZINTCHROMFHIRITTIIN T nzo, FRGE R & ORI, ffr
PR (K 72 & @ Lynch SEfREEBHEMEE O 13 2> 2 S PR E) . MMR &R T OREEHIC X o T BT
JGd % Z LHRD LN T3, Lynch JEMREE CAME O T2 0 B a BE <3, Feafmbifn, ]
@t il ORI T 2 8 & ST 5 357919, MMRE(ET 2 & @ BARF 70 Gic DT,
FHA4TEESH,

THEMEZFIEL 2561, BSEE T B ICE L 2T M 21T 9,

5. EMEE

ARV E SRS EIZ T IC B 1T 2 GPV RFFE ICRA L 2 FEEE IO 3 2 BYE L. BT
ERIEICHE L CTIT 9, 7ad. Lynch EMREEICHAE L 72 T E M (X MSI-High 7R3 2 L AHIbNTE
b . MSI-High Z/RdJEE X GEF = v 7 K4 v P BRI L CREZEE2R$ 2,
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SR - PR - ARHR

YN (OREE. EEYEZ &) OEERIED X7 e EnEEEEGERE(D L  IHERKERT) &
LCid. B3 o EFURIN LS (BRCAL BRCAZ). Lynch fElERE(MLHL MSHZ, MSH6, PMS2,
EPCAM). % U< Z ATM, BRIPI, PALB2, RAD51C, RAD51D iz GPV Z &+ 3 &ER”E T LN 3,
BRI oZo B & LT, IISEEHE 20 MGPT ZEf73 2 2 L3I n s, IE LK
PRSI B 28 D HIBH L Tk b, Peutz-Jeghers SEMERE (STK11) 1< 5\ Tl %2
£ 5 PP B 2R B (sex cord tumor with annular tubules : SCTAT). DICERI fiEf&ft (DICERI) Tl
TV RY - TAT 4y L. I MR R EE MRS O FAEICBE T 5 L lE T Tw»
%,

1. B

PHEL - ONAE - BERETE (LU R ONEE) o 15%2% ik GPV 2 H 3 2 LI hTcw 3 12, &84
REMEELRTICE T 2 INEEO REERY X7 313, BRCAI:39-58%, BRCAZ2:13-29%.
RAD51C:10-15%, RAD51D:10-20%. BRIPI:5-15%, ATM :2-3%., PALB2:3-5%. MLHI :4-
20%., MSHZ/EPCAM :8-38%. MSHG6:<1-13%, PMS2:1.3-3%fEE TH H (—KEFTIE 1-2%), &
BHEISEOZK o By & L CONEE2HIc MGPT ZiEfT3 5 2 L 03RRI N2 28, b DEnT
D 9 B b MECTHEBEAGREZ T T BB T BRCAI 3 XU BRCA2 (BRCA1/2) ODHTH D

(2024 4% 8 IR

EEEISEIC BT, BURCTRATEZARIE T X2 2 LRI NBMEINED I —~x A
7 v AFGEEF R, ) R 7 KIEIN SR G T (risk reducing salpingo—oophorectomy : RRSO) 23 b
PR EdEET %, RRSO 2EIR Iz wiGE. H 53 RRSO 23 Efi S 115 £ oM. gk
EHWiE LS K CAIS IC X 29— [ 7V ABEFRI NG,

b, BEEFEINEE S X O Lynch JEEHFOEHICOWCTIIbAREDO A F 74 vosFH Eh T
WBILhbEbLEERININLS,

2. —RASDRAE - FHaEFEs - BfE

R TIRONE Y — <[ T v 2 X 2GR CHEOFERET IR LTy, 774V
X, RRSOORFZF & 3 bhnwZ e 2HEL TH b o7z ) 2T, RSN LS X S~ —
H—TH2 CAIS REENFEME NS 37, LELYF—4 722Xy, REMRDEL LT, il
FROE ST 2R ME I NTHWE 2 X0, RRSO %27 74 v FOERIC X b FEfii &
NEWEEICEY =4 TV RICXDINIGEB IR D 8,

P — A T v AFIRERIC D W TIIIE £ o 72 HEBEERT T 70 v, RRSO #ERFERRD O, H 5 W0ITHRE
BORIEEMPL KB TOREBY A7 A ELEFEL €, EiioHBIcE WThlET 237, +—<4 7
YAMRRICOWT S —E L RERELN TRV, —RIIC 4 A H-1EEHOYF —< 4 5 v 2 MR
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KINd, b, =4 7 v R XY INEHEEEE S ok, B RAER MRL R VB 1RSI
nTkh, ELrEET S,

DICER1 fieféft (DICERD) <Tlx, AtV - 47 4 v efifdfE2RIET 2L b b0, BB X
VHEEHEE R % 8~10 % 507 & b 40K ET6-12 2 Hic 1 R T T W3 210,
BETFZEDORIGICOWTIE, 4 EEBIE,

3. LT

— MR ER OEHER(OC) /KB A bu sy vy - 7 a s x5 VA (LEP) DIRFIC X - TIl
HRED ) 27 ME TS 3 L N T W35, BRCAL/Z2D GPV R 1B LT HIIEED V 2 7K
BRI B 5 & & BEBOHE T L T3 1, 72720, {L¥ETHio HIY < RRSO OHEXRE Mm% it
¥Td OC/LEP 2R LKL 3 2 L i3RI N, hb, EH® OC/LEP DR AFLIEFAE Y
27 % EREFLAREEICO VTR, TAERME L Tk g,

4. NElaE

EARPEINEERE O R IEE T O GPV RFFE I T 2 D AR AN EIZT RRSO TH B LE 2 b T
%,

R TEFURINEYE (HBOC) 2 A V7 4 v 2024 FFfRIC BV Tix, RRSO 1 HIEHE T ICfT v,
UIBREIPH 2 Bk L. 2ot i 2 PR3 2 FiliR(E2 7o) 2L L 3Tk Y 5 £ 72 RRSO fiiikafk
DIRFRAHARE AW ICBE L <1 SEE-FIM 7’1 F a L ICHE L CHERZER LT 2 2 L 88 F L e
AN 2B, oz, BIEAY v Y v KR b CITRIEE O RH 235 o T B RIS B W
T, i@ ARHEEE MR SR EEEEE & @ LT RRSO 2 EEd 3 2 e ARkpbhTHh, —ED
MEEEEHE AN T DT 5, BRCAI Tl 35-40 sk CTHIZESE TR, BRCAZ TIIFAMN THRIAICIN m
LW N BV T 40-45 R COMTT AR I L TWn B 3T,

¥ 7. RAD51C, RAD5ID, BRIPI, PALB2® GPV {££:E 1225 Tld 50 % AR 1< JF BLI8 FAE U
2B LERT B0, BKDHA KT 4 v Tl 45-50 fCOMEITAHERE X T B 3.8,

ATM ® GPV {45 I1C oW TIZ RRSO D L v F v 23+ Tld7a . KIEBICHE O WTERT 3 ¢
INTWnW3 3,

Lynch SEMEFEIC 5\ Cid, BIEERBEZET A F 74 v 2024 FERCIE, THENERES X COIEE
DFRE Y A 7KK D 720 D Y 2 ZAKHFAMT (F B, MBS X, ek ezl
B EORIE IR L ECHERI N E R L ST b, Tz, KEgED Flinrt Lk
BF k. T, M E SR o FREfT 2 B L T T3 % NCCN Guideline ¢
b e+ RN E R R 2 Z R e TN TV B, BIEF I EDMIGICOWTIE, H4EES
i,

D DIETIEAH 2 F R FEERINCOE CEISMINEIE D 5 B BRCAI/2D GPV fRFFE I LT 5
RRSO A FUMEMEFEFIRE & L C—HERIRINEL & 1172 (2024 4F 6 HIRFRD),
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5. EMEE

HBOC I FIE L 72 TS < 13 DNA ZABYIWHEE R © 9 & HRR 25 L T % (HRD) 7=
., —ARPEE L STEEREZ REEE T3 PARP [HESRIC K o THIEA A L X8B3 2 L3 TE 3
(AREGE), D7, Pl - BFRERO(CEREERMERRE L LT PARP HEESZERI NS +0 X
51 RAD51C, RAD51D, BRIPI, ATM, PALB2% % HRR Bl#E#E(E 7 CH . PARP FHESK O &I&7Z
PEICBE S 2 2 LRI N T W3 15,

F 7z, INEE oYL AR IC B WIS S h 2 B RIANTICOWTh . DNA SN IC3EME %
s % 2 & CHAMIBOEE % HES 3 725, HRD OffE Tk DNABEITONTEILL 73 T
EHEz b, HRD IR 3 28 EINEIEEF C B W TIIREXMETH 2[RI nTn 3

16

o

—77 T, MMRE(ET O GPV REFF ICFE4 L 729088 <. JEEAHAKIC 5T d MSI-High Z/R 3
L. RIEF =y 7R A v PHERICH L CREZESAR I TV 1T,
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B2

B &R B D 2 T B RS ERERE (b L < BEREET) & LT Lynch fEfERE (MLH],
MSH?2, MSH6, PMS2, EPCAM ), tF#MRZEE (XPA, XPB (ERCC3), XPC, XPD (ERCC2), XPE
(DDBZ2), XPF, XPG (ERCC5), XPV (POLH),). Li-Fraumeni JEf&E#E (7P53). Cowden JEf#EE/
PTEN ;@24/@ SRt (PTEN) , CDK4, CDKN2A, PTCHI, SUFU, FH» % \Fbh 3,

1. B

BARYER IS & LIl R, LI, AR (RTEORZE & L CotimfbiE, =
— T VR ET). BBIE R EAFAT 5, FE LT wiEE IR SR O IC XY RS
H Y, FEHIGABEAERERE © I BRI S, SRR % F A B B R < I R S, e R
PERZ BE < Li-Fraumeni fEfRAEC I3 B R G, HEEME. GEHIgEsrgs 2, Mo B
JEES - EEEfE & L€ Lynch fEfREETIX 7 7 b 7 H v b —~<HEIRIRIEZS, Cowden JiE(EHEE/ PTEN it
RANESE R C I AR S B A U RE, DRSO FLBIRIR A e K3 b B,

2. Y—RAS5RAAFE
SRR BT B EDOY —~ 1 7 v 2B T ICHEZ TITbh s, BbLWKED I b
FRICBZERAR A - R a v —RELPREOBHICEHTH 2, chboMmETCEEL DN LY
BB THREZHS IO S, KEEEDO Y —~<_ A4 7 v 23k CHEFE T2 3 2 e b B
BHEPERD THRNT L BT H B,

3. H—NRA 35 RFtaERR

EAREREEE R OB b X 223, R EIED AR CIXFLIRIHO WK & UK L 72 58511
WERE LI =L TV REBT 208N D 2 L, Tz, EESHNERBEERGERE D S REIC 2k 2
52 E03% <0 10D DY —<_ A4 F Vv ZABHER I N T2 2, 2 LD Chiltha fFn 23R
INTW2DDFA A, Li-Fraumeni fEMERE Tl 18 5. CDKNZA © GPV {RFFE T 10 ik &
LT3 3,

4, —RA 52 XER

R MR B < B AL AEBEAE R A D X 5 75 OGS 2347563 5 B TlE 3-6 » ABO I —~ 4 7
VADBHEREINTWE L ZNUNDOBAGREEERTICB T 2 Y — <4 7 v AO[kEIE—
I 14ETH B 3

(p. 122)



O© 0 N O O B W N -

[NCREEN VR VG R \C R \C R \C R \C R NG NG R e T e e T e e e e )
O 0 1 O U1 b W NN Rk O O 00 N O U b W NN Rk O

B ERERR IR T 5 5EIT/\RIVRE (MGPT) DF5IE 2025 Fhk [R] oAFNEGHEEREFS
BE - mEHRE

5. Slak
F—_A TV ATIR & N P D SRR 1 RTRREEC O VIR CIRR T RE TS 5. £z, W
SRR D I EIINR L L TEB S h b,

6. FWRE

B RIS T D B — BRI S RHYIBR C & 2 23, JE A UREC B iR o0 L <l A 3 % & M4t
HoOEESREIN TS5, SMO HEETH 5 vismodegib (35 JEAH e BESEE e HE 5 o JLECH ks
FEAEMMHINIR DR ST 550 BITEM 72 & DRTED & Y BEARICH 12 T Tz,

1. RIMENER

BHRUIEEEOREKN 2 ) A 7HT-TH Y, WK TIE—H AR LT b @) e AR 03 SR
INTWVDE, BELZMNEDLE R OBEEGZRIEIZN E LTy, BEMEEEERERE B T b
AL OSSR 24T 5 BE 2B 5 3,
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BEREES

B O EIEY R 7 A& EEEEEAREERE (b L < BERERET) 3. ko7 v 27
*— - BeMiEEEGR: (SDHB, SDHC, SDHD), Lynch fiEf@ERt (MLHI, MSHZ, MSH6, PMS2,
EPCAM). #titEm e (TSC1, TSC2), DICER1 %iefft (DICERI), Li-Fraumeni fiEfaif
(TP53), FIEWRIGIEE (APC). MhfARAERE 1 BUR O 2 B (NF1, NF2), HEREEEReiE (RBI),
EInES RIEBWREE (EXTI, EXT2), FHRRENTH %,

1. BI=

HHCGREE 13 100 FEEEU Lo O R M TH 5, BIRMEREEREMRE L L CTE L 2 BHGET
FEEEE I3/ P S0 B VR BB AT AL & s o 72/ N AS A 084 < IR ER 12 Carney-Stratakis JEfREE, AE
M I A~y FEERIEERERE, DICER] AEMREE, SEERNGIRIERE . (81 1 I e B A e
#E(HLRCC). Li-Fraumeni fEERE, FFRAEIEAE 1 B, #RARMEREAE 2 Y, B ErEMErAasE, &5
FIPERE(LAE, BIGYES R IE EAE 2 84 b 72 5, & D70 FKEEF oMK & LT MGPT %
I ND, B OKL LM OBEMMPLAEL 2720, =<4 7 v 2%2{TH5EICIZEE MRI
TORBLMLEL 7 2 5603% v, —75 T4 ORGSR IC 5 2 BHE IS O R ERKIT
NTH2 L%, BN AR —4 7 v 2RI N2 RIUZEEFTR 255 TR S 2545
[ES DI FRERTH 2 HEICRONT WS, Ak, BETORMIEEY 4 7 ERICX > TEHRMEICE
WS HES 252 U 2 R & U CHRRARMERERE (VFD) . % RMENREMEEE (IDHI, IDH2), McCune-
Albright JEMERE (GNAS) 7= EHH 305, TNHIGEEMEIR RN LICEERLETH 3,

HEEES BT 2 2 A B ERWEIE T IC GPV 2R F T 2 5609 — <4 7 v R 34EIC 1 Blof
LR OLRPERL Y BEUHEEZEE S TR AL N GEICEESEME NS FRickRy
O 1 P RE 72 AT BRI ZS 53 % J6 3 5 S8 1 T i ReiE B A B i A (HLR CC) - i ARAE EE 1 TG Uk
EZPEETH Y, bbb TUREDHERKEAR LZGAICEC»LICZZT 2 L )BEHEXITH L
DEIEL D L2,

%  OERYEIESREGREC DNA BIGEERESFEE I N TV 2 L2 6, BERRE IO R E %
BT 72 MRIBEAE E LW L BREBHIPHCHNLIC X > CHEYAE XY 7 4 233N 5, BREpEIcil
1048 1 e o (5 kR Fii i 23 48 U % Carney-Stratakis fEMRHE CIEEREREE MRIZ, X #fRIRZS 23% < A
D 1 2 PRRKHEIEE 2 T C I3 BEE 35 X VB HE MRI 23 HESE X 0% 23 3, DU BIXERE0 I B iR P RE 234 ©
5 BINEN I A~ v FEEXRIBIEMEE, Li-Fraumeni SEMERE, MPESRMEIEE 1 B cliuE 2 &0 7258
MRI 8 F L\ L4585, 7272 L 28 MRIMEIZEN CEMEARE LR IER o Tw 3 Z & BTk
X 2EREBWIBEL S 22 &, KEFBHEFCE N CIRBEFI B LEE L 2 5 2 L ICHERELSLETD
%1, F e, BV A B A AR R (HLRCC) Tl 1 & i i AR o B HAFR B oo 72 © g A
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BF2% & RS PR A 2 O, IR GBS CIXIEE TR0 & 5 ELANICIEEN 7 2 € 4 FJEE
BELLT WD EHOZEE XU - B0 CT £7- 13 MRIMESHLRE XN 2 o FEEREL

% 4B U 3 4 DK\ DICER] JiEfieft s X G ETEREUAE ClIEYI 23—~ A 7 v 275K IFRE T 1T

VR,

3. —AR1 S5 AMEF#E

LHOPRCHBICL 29— A4 7 v Rk GPV (RFRHBAR 2 S FlG 3 2 28, RO H 2 Mt idiE
{CY IR O ARl 2 F 8 L CHMR T 2 1. MRI#E (X GPV {RFEFHIBAR OB A HERE X N 5

D, FEBAY R HEL T, e TICIRE TE 2EImIC R 5 S CREEL THALRIIRT 2 2 &

bIFFREIND Vi, RAC R > T b b EMANA Y -4 7 v 2B ETH 2 ARERE 1 8cit,

16-20 & 2 A2 MRI 28 L 72 9 2 THRAMDOH —_ 4 7 v 22 RET 2 2 s h <
ARSI

4, —~KRA 52 XA[HEkR

EIEEESEREERF ICE T2 -4 7 v 20EIR. — NI 1EEETH 50, FESTHE
SN DEZORIEEEICIG L CTY — A4 7 v RX[HREER T 2, —/7. BIntERES L c
50 M E TIC S RAAD 21-38% T4 U 1, Li-Fraumeni JEMREETIZ 50% & H Y 227 TH b, »SA BfEFH
FEEMRSBIE I 46 %, KMETIE 31 me St AMEICDZ > TZRBARKIE) R 725, % ofth
DWRABRIBIELE T 2 &0, F—_A4 TV A B0 THT 2 20 1A B 13 70 o,

5. {L¥FBh
R TEESERRRE & L T4 U 2 BRSO LA TP oG o Tuhuikv, ZRBPAZ ST
%70 CT AR & COEBHERIR/NRICT 2 2 EBEE L,

6. AELaE

EARPEEE R BB 1T F8 A U 7o B RIS 1 o0 3 2 ik i3, B WG s i HE U C T
9o Li-Fraumeni JEMRFEIC I VT EEI L A0 N5 2 &, LFERERICHE ) “RBADFEY X7
BHBHTrn, FHERLL, MFHAROATORBZHIET L AEI LY,

7. FWERE

AR PENESE R FR 3 IO A U 72 BRI 1o 3 2 Sk (3. B M B kGRS 1 HE U AT
Y. ¥, WEHMEI A~y FEEREBEEFCXVELZEETCE~A 703 T 74 P ARRENE
(MSI-High) #/R3Z&H 570, WEAHNERET = v 7 K A v MEHEEOKGICOWTEE
T2, —MICHEN I A~y FEERRBIEEED 25 ATIEEEYIE©H 2 28, BEGHIEES < i
INBETAFMEAIRT v F3 A4 2 ) voRhRIFRZNTHS |
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MR

INRIRICTEIES 5 U R 7A@ BB S EERE (b L < 3FEEIE(RT) X, Li-Fraumeni fEERE
(TP53), FfEARMERERE 1 80 (VFD., HEEFMfaiE (RBD). Wilms 5 (WT1). FIEMEKRE I EE
(APC). MUTYHM#E R ) £ —3 2 (MUTYH). Peutz-Jeghers fEMERE (STKID), #AEPEA Y K —
> AJEMERE (SMAD4, BMPRIA), tR8M: I 2~ v FEEKIE (constitutional mismatch repair
deficiency : CMMRD) KERRE (MLH1, MSHZ, MSH6, PMS2). %3YEN 4 iz 1% (MENT).
% FEVEPN W EIEE 2 8 (RET). von Hippel-Lindau J% (VHL). ##itEiE{LiE (SDHA, SDHAFZ,
SDHB, SDHC, SDHD, TMEM127, MAX). Nijmegen efa{h R4 e Mt (NBN). Bloom SEfREE
(RECQL3/BLM), DICERI JEfERE (DICERI)., Beckwith-Wiedemann fEfERE (11p15.5). » L < 1F
ATM I GPV %#{&fi5 & Cch 5, Lo, MUTYHBEE KR Y K — 2, CMMRD JEMEHRE.
Nijmegen JERNLEFEMERE. Bloom JEMERE X AR BLEX % & | Beckwith-Wiedemann FEMERE 1T
11p15.5 Dfill Y IAHFEFIC X o THEL 5,

o DRE DL AFRAI OBISPEIEEAEBRE DO JFIR T H H 5 53, AR TIIEA L DEVICHE
LAaBo/NRICBF 22 AV PiionTihR 5,

1. B

20 JEATCHAE L 72/ NRDBABEFE DB X Z 85%ICHE W THAAGHEENEIET O GPV 2 FRE XN
23, [EE I NIZFERID 4.2% 13 EMEE A 7 CTH O, KIEEXD 2EGD 40%Ice &E 5, Lz
> T, /INEBAEE TIE de novo RIETH 2 AlREE 2 HBIET 2 L EH D 5,

INRIC BT 2 B aEEEEMERE O ER~ 2 ¥ A v b 2 5HHT 2 FRiCiE, [F—8aTD GPV Th -
TOEMICL > TRETIVAEIRENT S L IcEREZET 5, #lz21X. DICER] fEfE#E I, #L
S R X PR R e % 4 S 2 A3, HE b BB - HEMANICE VLTI, 2 FEFRIRE T R
JEH3 % e b X HIT, BATED A DA L3 % 2, Li-Fraumeni FEMERE C I3 FLY A IC I ARAR 5558
L EIE BERE DR T H 5 25, BEMICIIBERER LT 25, I oIi/NLoFEEIRICEIT 5 b &
b L DNGEITA, il % DB ARFIC X 2 BHRIFROEIE R &2 BT FHEBROEH b EET
WEDD B,

INR B S REEE R Tl DA O RIICh 72 o TIREZME DM T 2 0823 H 5 720, Hisk
R0 AHDO D L WIRETTENEE L v, BHERMOBIND O 13, METEOEROBRICIE, =X
MFEBADI) R 7 BXOCEEKRE i) ofH (VR7) 2FET 508 13H 5 4,

B EEEEE C 1 DNA BEHEEICEAT 2 BIn T EFE 215 2 LA %o, BERRICIZR
FIERBIE 1T K 2 “RIFEHBAL Y 27 s EI N5, NEBALEEICEWT, BURHRRE IC X
D ZRBADBEEML 72 WO HERTET v 23w d oo, BEC/NE—MERIC B W CIEE CT i<
KBRS ) 2 7 OISR EIN T3 2 b, MRICEWTIPIE L DRVIRETIETH 5 MRI
B LOHEGTERELFEND 5
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MRIHR{RIC B TR, 8RO/ Clx s (Fl) 22532 2 3% v, HAMNERIES -
HANERRE A2 - HAVNERE R4 X b MRI AR o $5c B9 2 RIS (2020 42 A 23 H
SETHR) BRI NT0E % b aS L, EREBEIC) R 7274y PEBIRL~A—Y AV
Tu T L RET EMERD L,

PEoz énb, AfaTi/hNFAROEREZEFEEL C, Bail~A X v Fofbvic, ETE
Mo=3P A v DA% L 572, MRIE S X OBERRELZ T LICEE2EDZomoREico
TS 2, k. 8-10mLED/NBICE TR, RAFRKORE D AEERGALR% L 75 DT,
KHAF 74 volFgil~Aay X v PHEHICHEL TRELZ{To T 2 e3Eivbnd,

2. Y—RASRAAFE

NGB EMEIESERREIC BT 29— 4 7 v RiE, S0 0 o RIJICH 7 2 @ 2l 2 7 )
— =V ORENEDRD B Z b SRR - LR R T REIC X 2 SRR E DR & 7 B~ <
TR L < 2 kT 2720, MRI ¥ 72 [THEEEREREER A 7 ) —=v 7otk s,

Li-Fraumeni iEfEHED X 5 ICRIET 2 23 AME - 3 XN BFETE WiEH 12 d MRIZH WS
N3, 28 MRID XD v MIBEHRTIZL B n T & L RGEFHBIL —Eice i 2 gt 32 &
CH 5,

B cic, R ABE R EKRITZE T2 MRL 2 &0 — X4 7 v ABRLEFEROSEICHIY T
Hol- b DWMENRIN TS DL, Li-Fraumeni fEfERE & CMMRD fEfE#E<cH 5 78, F 72,
Beckwith-Wiedemann fEMRHE CI3/NEHNICE I, AP, BBUHAO Y X 7 3@ n 2 Lo
T3, FHCEHE L FHFBICOWTIE 7RE TR —~4 7 v 2ANRE TN TH Y, Beckwith-
Wiedemann JEfRREIC B\ TS EBEIC X 2 BHFEY — <A 7 v 20BN FICEE T % 23
H5 9%

3. —AR1 S5 AtEFE

P —_A Z v ZAFIRE B E S ORI T 5, 23 AME X U A FEA N8 O o &
Y=L TV REIGT 5, FRFFMNICGPV 2HH LT3 ERV5E1E, U AEE R RN
ICBWTREDCRIE L 2 FURT 2 D% — <A 7 v 2 ZFIRT 5,

4, —~KRA 52 X[HEkR

25 MRI B X OEEE MRILICX 29—~ 4 7 v 20, —f&RIC 1 ~2EHBLHREINTHE T
L3, HABCEFMIINE, (REM I A~y FEERIBERIHCS T 2MEZEA 7Y —= v 7DD
PHES MRI i #E1d, FLHIR 2SR e LCTH b, MEzko T 6 »AEL T3, DICERL fEEREIC
B ZREMFEDO Y —~_ 4 Z7 v RIISNRTHE 2 &0 4-6 > AHBE TN T3, Li-Fraumeni Jif
EREClE 18 IR /N Tl B AL RS L O, BIF KB % SHHICTE 7 I & R A 1% 3-4 A H
HEINTWVD,
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5. {LZFFBh

BUE ¥ Clo/NGEIRMEESAERE IC B W TEAML S A L2 TPRE v, RO b D & LT,
Li-Fraumeni JEfRAFEE ICH T 2 X F I Vv ORBA TSR EZRIET 2 7 v & 2 L HIGRER 23 K3k
D4 pEICECTHIBTETH 2 1%

6. &

INEEAG PR AEMRRE 1 35 2 R B AR R v, — I CIRBURRIC X 2 ZRDBSA ) 2 7 DB
MAHI ST 5, Li-Fraumeni SEMERE T BERBIAEIC X ) “RBABHEMT 2 2 L ABEINTE
b BB Z R D R WREIRT RS ET 25613, BEHRIGE 8T 2 S L AEE L2, f
& L T Li-Fraumeni fiEfAE D MR 1< 310 2 S AR AR D 42 S IR R IR 308 2 © & 23
L, ERFUESIRETA P74 vicE T FUE TN OB REE THIR 5 72 0 5 <& & &
NTW3 1, RSSO HREAEIC L 2 R A Y 227 ORI R XT3 720, AJRET
HRETFM D 2 IS AFGEHEZ RIS 2 12, &) 2 2 BBUHAIEIC 3 3 iR e ez &R
BRoRBEIE. “RBA) A7 ZR/MET 2T RE LT, BT#IC X 2 BEHARIRD 72 & % B8
358,
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%4 5. SCEEREEREORERELFEVRIAD K
B4 EDMEICHTZY

% 3 Fld, MGPT DRI ICHE L L & 70 2 BB RMEEEERIE QIR & 72 2 234 5 B IEER
TD GPV it T N7z 556 0 PR AICBT 2 RANERGHZ . EaT 2 L ICHARIC 1 ==Y 0
777 b= MERE LTRRT B EEZHNE LTS,

MRELF

EPNIDEZHEIA N T 4 v Coiikiin &2 fiA ., BIEPEEEAETBEE 57 BEin 1 2# IR L 7.
BAFIEY A7 W =<4 7 v A - PHIIY 2 7KK TR O BREA MR LIBT3 e 7 v 2
SREMIN T S REE 2, IFICEET OB - HIFREZAT 5,

NREEF BTEEF. 7IVIT7ARY LE)

APC, ATM, AXINZ, BAPI, BARDI, BLM, BMPRIA, BRCAI, BRCAZ, BRIPI, CDHI, CDK4,
CDKNZ2A, CHEKZ, DICERI, EPCAM, FCLN, FH, GALNT12, GREM1, HOXB13, MAX, MEN1, MET,
MLHI, MSH2, MSH3, MSH6, MUTYH, NBN, NFI1, NF2, NTHLI, PALB2, PMS2, POLDI, POLE,
PTEN, RAD51IC, RAD51D, RB1, RET, RNF43, RPS20, SDHA, SDHAF2, SDHB, SDHC, SDHD,
SMAD4, STK11, TEM127, TP53, TSC1, TSC2, VHL, WT1

SCE ¢
BIGFA:

National Center for Biotechnology Information (NCBI) iZ & % Gene Name (Symbol) % 78] & 3%,
REA ¢

GPV RFFIC X 2 B AFIE D A 7 1cBib 2 REAICHIGT 2 4F5& L <, OMIM (www.OMIM.org)
IC ¥ 1F % Phenotype (OMIM number) O &% 5l & 32,

file U<, ATMEE T Clid, EHEERIEA % /R 3" Ataxia-telangiectasia(208900)” Tld 7z { . 23A
BB U CBEMEE R TE X % /8 3 7Breast cancer, susceptibility to (114480)” » RIFA %#FL# 3 %,
GeneReviews HAGEM (http://grj.umin.jp) IC HAGEREABFIET 2 D D IIHfEL 3 5,

BERR

DAFIE Y 2 7 1 Bb 2 REALC LT 2 B oiddE & + 3,
GPV 38R (fRRY/NU 72 MEE) :

Population cohort (BRARIEOHEAEE L /2\) kTS GPVHEL T3, cozo, JFHAlE L
Tt 2LEE (& 2 IMHEA—AHILE) ST —20h%2RAL, HRAa+ -1
DT = 2HBMMAARERLAICEZ DT -2 28ET 5, HRANaF— 1t O7 -2 »BHATE ZVGE
Z. I OmET -2 2, k- FEFOFHR B BA, EE, k) 2il#T 5.

(p. 131)



O© 0 3 O O == W DN =~

[ e S S S G e G e S g
O 0 ~J O O = W N = O

B ERERR IR T 5 5EIT/\RIVRE (MGPT) DF5IE 2025 Fhk [R] oAFNEGHEEREFS
BE - mEHRE

DAFRIEIRD :

FIESHRE & LCHET ) 227 (%) EE SN DDA AT 2, Odds Lo xR BELIT/H T 7=
HEB TN TWE T — 2 ZFAFRAL 2, GPV KBILC—fRIL T 3 L E 2 b N B5EHI% (72 ¢
Z 1 100 B L) ZxtgR e U7z o A% A L. FIFH v RE 72 #iPH © FEAE S o FHfiRAEE (72 & 21
70 KETIC) RE#T b, T —RARXT 4 m VBB TORE T — X I EMICEE T 5, A4 T
AVvRETHREBLAD I HGED . HEMXCTHRATE RV ORRALR WV, 72, REESEORED
YR ZICDOWTHBERGEICITEHEHL T3,

ERZELI RS

HAFTA v, BRITUHERH. BITFEEZRLET 2,

(EN@Z#ET A F 74 viconTld, Ref ZHNICEE L, B~ 0id#iz BI&3 %)
EREZEAM FS51 U THEINBEBRIYRIXA D L :

HERINZHEHORLEZFHIE T 5, KM EFELR L. HREMIIONEICOWTIEZ D5 %8R
ER
BHAHARSA I THRINDSIRIA D L

WHFTA T TZAVHEDLGHICEHET 2, ENZELTA F 74 VHEET L bDICO>W»TE, EA
ZEANA R ITAVICTHEHBINTOARVARICOWTORBENEH L., HEEEDNBZEHICIZZFD
Ebat#ElL Cwd, ENZIETA F o4 v ek GEBIMAL) o5&EICE. 74 V74 v L. B8
HEBRIHE 27 B 25T %,

(p.132)
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APC
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Binr# APC
R (Familial adenomatous polyposis 1 (FAP1, OMIM 175100)
(GR] FIEHEKIGH Y K — > 2, APCBI#EAR Y F— 2)
EIRE QAR E R
GPV $#J 0.01 (3/37592 A 1) - 0.004 (1 :23,705 A 2) ~0.006% (1 :17,400 A %) (HZA)
DAFEREY A 27 | KIGdE : 100% (40 sk U BT 50%. 60 melA L Clxix 100%) 4,
(RZEH) + ARG TT%RRE 5. <1%~10%°%7, HHE : 3.1~4.2%7, 0.1%~7.1%5 %

U, FREA FIEE 0 10~15%", 10%~24%'521, FURIYE : 2.6~11.8% (13&
A EDSIE) T80 1.2%~12%25, BIEMEE ¢ 7.4~16%%%, JaEE (BE2FIE
D3R%) 1 1%%5%0, FFEEME @ 0.4% —2.5%3741,

ENZEAT A
74V

B BB RBESIET A F 74 v 2024 FEERR (KIGHEFTE )

ENZHEHT A F
I A v CHEREX
NBEKR~ A
A Vb

KIGIIE - 9% ¢ LY FAP* 1 Cld 10 2 8 & 7ztH 2> 1~24E1C 1 [\, attenuated
FAP (AFAP)*? <l 10 mfUigY (18-20 5%) 205 2~3 i 1 RGN HETRE,
T 52 Zn iR I3 K I 6 AR Rl < D T BT KRIGYIER o

VRAFE RS © KIB2HE - BIGZEEILM (E)WAiiiite 24 1 =, #EBer - B
ERIET itz A 1 B (Rl & BRIEZ IS T %) o, KIBNERETRE &
HRBE DFFR B 2 W I3 EN,

T ARG - (LB E D)+ KIBUIRREE ST 20~25 R0 &5 & 2wy
Who, EESEACE NEETRE, DARE, JBRIE O BEEEE IS IG U -CEIICHE v R J,
BRE - R CE ARSI 2 1 B (23T o L FR)
FOPRBRE © i, 10 R RIcR—2 7 4 vilBEEREZ G (EWchhid
2-5 M EIRR) .« FERBRAE O SR IEE A3 & 1L X A FRTRR % AU

MEWEN T 2 &4 FIEE 4 1 HoEE#EZ, KBVRE. Fricr x4 FMEgo
KIGIE D B X3 i 1 MIIEER/ A& o CT/MRL

22 - MIGHRIE - )& © 7 A=A PG oA (CT/MRD OFRICA] LABIEE,

WHNTA N T4
Vet
~ A3 YA VL
(EANAA FZ
A VI TR X
NTWRWLARE
D HELH)

NCCN  Guidelines®, Genetic/Familial High-Risk Assessment:
Endometrial, and Gastric Version 1.2024 - August 8, 2024 42

HEEN 7 2 & A4 NI « BEHER 2 & i, B aRIEEER, EEto 7 2% 4
i3, BETRTO O TR CT/MRI (il - &) %5 E.

RS + APREIR D IR B 1LiE, RAIC D2 D DT EICH

22 - [lfGRRIE - 35 - T O+ IR R ) K — v X3 iE, NEH T e v /AR
R T

Colorectal,
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P2 - fTAdGs . MEEE S B, AFP JIE% 5% £ T 3-6 22 HIC 1 [Hikfi L <
152 L2 &k,

e APCEET 7 mE— X —1B O GPV 3 HERF Y F—> 22 HFR L LLHE
% 29 % Gastric adenocarcinoma and proximal polyposis of the stomach (GAPPS,
HHROAEMER) R E 22, +246 - ABOFR ) K- 224 Uk, i#
G & TR EVIBRIN O D H 523, KREL VL TOMFICE L5 9,

EERER N

*1 SRRy (RLRY) FAP @ KIBARIEME 0T <23 4E1>1,000 {E (or 2,000 fii), FEZEAHR 100~1,000
fill (F7z1% 2,000 ff) i 9¥H, 2 2% &b 7=,

*2  attenuated FAP (AFAP) : IRIES S, X% 10 AL E 100 ki 0%G, BAER FAP, 7yl
FAP, BRI FAP 7z YEFUT 2\,
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T4 v CHEREX
NBEFR~ A
AV b

BB T4 ATM
R Breast cancer, susceptibility to (OMIM 114480)
(GR] ATM A5 5 fes)
ERTER QL RS
GPV )% 0.3~0.41% (HA 14)
0.3% GiEsl 49
DBAFIEY A7 | FUE - 2L © 17%-30%" o, JREE 2-3% . s © 9.5%
(I#EH)
ENZEATA L | &
AV
EINZEATA L | &

#H9 4 ¥ 7 4 | NCCN Guidelines®, Genetic/Familial High-Risk Assessment: Breast, Ovarian, and
v iR X5 | Pancreatic Version 3.2024 - February 12, 2024 47
3TV A Vb g ~vET T 7 4% 40 FH HBR LAE 1 [[]
HUAG % 72 1338 AU MRIMTE % 30-35 4 2> SR L4E 1 H (B8)
(#i 2 (3)~(6) =)
fi e (1) dEHEATEEROERBEEERER % B> € M L ok o 5 2% 0

(Ataxia Telangiectasia) # FiE T 5

(2)c.7271T>G @ GPV 2H T2 5A1C13 70 FRECTOFIBERIEY 2713 69% &
DML B B %,

AT S5 RRM O L7 v A3 147 Tld e K KIEFICH S W CTEHT 5,
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Ric kb PrrUEs IR s 2100
OMIM =~ } ¥ —¢& LT, FAMILIAL TUMOR AND DYSPLASIA SYNDROME;
PPBFTDS (601200) 28% %

(p. 152)
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EPCAM

- ERELL

BIZ T4 EPCAM
R LYNCH SYNDROME 8; LYNCH8 (OMIM 610997)
(GRJ Lynch fief##f. Lynch Syndrome)
EIRE QL RS
GPV 0.02% (HA) 12
DBAFIEY A7 | MSH2 \c#4 2  (fli e ZR)
(iZ#EH)

ENZHET 4 F
74 v

ARSI A F 7 4 v 2024 FER KGRt &

ENZETA ¥
VARAS |
NBER~ A Y
AV b

KIG © KIGHNEEE% 20~25 &2 SBE L 1~2 41 1 [

T FEANEHERE & 30~35 0 HEE L 1~2 4Fic 1 [

PR @ B US, I CA125 &%

Y 2 ZREFMN (e, milc RS 2 FE, Ko Filioda
TR EBE T, TERRHA. WS SRR o FIRETT 2 5 &,

B oo e s EEEALE IR 30~35 i HBAA L 1~3 4Eic 18] (¥ Y
TR A3 & TR TR)

B - JRE (MSH2 8D 7 v b F 72 3REE FEIEORIEIEDL b 5 56 1CERKE) ¢
MR (F 72 13RMEE) % 30~35 2 HBAME L 1481 1[5

RN, < RSSO T2 B % 3541 EUS £ 7213 MRI - MRCP % 50 %2> & % &

3

BINTA N T4
eI NS
AT AV
(EHNHAFZ
A VI TR X
NTORWHE
D HFLH)
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KIGHEY A 71 L7 Av ) v NAR%ZHE [Consider],

TFEANERE IR L Y R 7RI T = 2 % &% T % % [can be considered],
T NI - DNEE IC0T 32 U R 7 KBEER % M5t % [Consider],
GPV REFEZH T 2 MO FZDOHE D L <135 EHBE g 2D 55
Ay 50D L K IFSCR B D& b 45 W IR ElT X 0 10 /8545 W Flin T O — ~ A
Z v R & #JE[Consider],

Genetic/Familial Colorectal,

fiie

MSH2 @ FiitichiiE 3% EPCAM @ 3D REH, MSHZ D 7'v & — X — il %
FEICAF LT 5 2 LT MSH2 DRsEHNHNC#) < 72 1 Lynch JEMRRFOHRHE %
KT EEZOLNTWE, TEWRETIE EPCAM ORAHFHH (MSHZ2 fEig% &t
) WX OVFRIEY A7 B3R5 2 EdMEINT W5 105,

(p. 153)
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FH

&R - TmERIE

Binr# FH

R HEREDITARY LEIOMYOMATOSIS AND RENAL CELL CANCER; HLRCC
(OMIM 150800)
(GR] FH &5 5 W B YEfEERE,  FH Tumor Predisposition Syndrome)

EIRER YRR E R

GPV 3 ANHH

DIAFERE Y A 7| B iERE 10-16%104100

(IRFEH)

ENZEATA L |

AV

EINZEATA L | &

T4 v CHEREX
NBEEER~ A
AV b

WA ¥ T4
eI NS
R

NCCN Guidelines®, Kidney Cancer Version 3.2024 - Mar 11, 2024 %
A © & L OIRE O EH MRI (H42) & L <1 CT % 8-10 %2> & 1 4F
i 1A

fiie

[Synonyms: FEARPE Vi EAE 35 X OBl iIgfEiEfE#E (HLRCC), % FMKE - 1
=y ERE (MCL/MCUL), Reed fiEfiRE]

RO R LB 2B —_A 7 v kL LT, £ 11D MRI HEx 8% 5
FtE 3 2 7R T b 17, B I3/ NERD IR & & 72 97 LR AR
FICE o BERE AT O $ I ARV BRI A A AT 5 104107, B UIBRAT 14
R Z LT RN E LTS S R was, /NRIEEICAT 5 B3 EE I
Z OISR 5 108, FERRAIC IR BRBRIN 217\, Zhic ) v oHiFEE e R
BoEMAEIKIC X 28I 2 AL DY 2 198, (LRI BRI C N 2
BHEL Y XA v EHAVE 2, ZOMBERRENTH B 10,

BRI o gk e L, KGFiEHilE (50%L0F) & EfilE (ko
90%LLT) BROLNED, —ADNCEI 2 TEMECHEDHIAELL, B
JEFAERMD ORFZFET 5 Z & 1FHE L v 107108

(p. 154)
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FLCN

- ERELL

BIET4 FLCN

TR, BIRT-HOGG-DUBE SYNDROME 1; BHD1 (OMIM 135150)
(GR] Birt-Hogg-Dubé (BHD) JfiEfBERE)

EfEER (% JEXENT LR

GPV #HEE A~HH

DAFIED A 7 | B 16-34%FREE 110

(iZ&EH)

ENZHETA ¥ |

74 v

ERNZES A F |

74 vofElE
N2 MR~ A
AV b

WA ¥ T4
eI NS
AT AV

NCCN Guidelines®, Kidney Cancer Version 3.2024 - Mar 11, 2024 %
B © Bl L OISR o EE MRI (HE42) & L <X CT % 20 %2 5 3 4FIC
1 1[m]

fiie

BHD JEERIC AR 3 2 B (2. BRI IR S 3R IR C b 2 23 RN -
LRI ET B 720, HilHE L BEREIRAF DN T v RICHE L T, KRS %
23 2em ICHEL /2 & & A CHEGATMZERET 5 19 BHD SEERFICHAET 55
MR (IHaf% (3R T B 2 25, BBl it L Cld % o fEEF 2 & mTOR FHEH %
Mo b+ 2 BREREER OB EAEFE I g 112

B o2 EE e L, FZER (90%). BASMI. B IS HAEEE ol hE
(20-29%) Dfttr, FIEHEE MR 7228 & B MERARIE S S FAIRIES 2 E AR b h

6 110, 113o

(p. 155)
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GALNTT2

&R - TmERIE

BIn T4 GALNTI12

B4, COLORECTAL CANCER, SUSCEPTIBILITY TO, 1 (OMIM 608812)
ERER H QAR EER

GPV #E B

DAFERE Y A 7| AHH

(REH

ENZEH A ¥ | &

74V

ENZEET A F | %

AV EHEREX
NBEER~ A
AV b

5774 F 74 | NCCN  Guidelines®, Genetic/Familial High-Risk Assessment:  Colorectal,
v e HERE X5 | Endometrial, and Gastric Version 1.2024 - August 8, 2024 #

~AYAVE iAo AT A Y PERIEL T, KIEEICICC 723 —~ 4 7 v 22 BET,

f e KIGos A BBE TD GPV i @ 1.7-3.49% 14116

GPV REH OHEE. 7 b LRI KEDARIEDIREZXIL moderate & L THRE X
Tk hH 15, NCCN 4 F 74 v Tlid KIBIERIEY 227 (RiER) 13 5-10%(Hist
RHHDHEENE) & SlHl,

(p. 156)
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1 GREMT

- ERELL

2

BB T4 GREM1

R COLORECTAL CANCER, SUSCEPTIBILITY TO, 4, INCLUDED; CRCS4,
INCLUDED (OMIM 601228)

ERER R AR RS

GPV T (SR DR D) 1

DAFEIEY 27 | KIGHE © 11%-20%1"7

(IRFEH) )

EINZEATA L |

AV

ENZEATA L | &

7 A v ot X

N2ER~ 4 ¥

AV b

#9774 F 74 | NCCN  Guidelines®, Genetic/Familial High-Risk Assessment: Colorectal,

v e HERE X5 | Endometrial, and Gastric Version 1.2024 - August 8, 2024 42

~ AT AV | K KIBNEERE Z 25-30 5% A S Flth. RV — 7T E 2-3 41 1 E,
RY = 72RO G, 124 1A, RENEERETF ) — 72 EHARE
7o T2 E 1 F il 2 ERE,

fi 2 KIGEMERIGIRIELE (FAP) < Lynch fEfREE L A —~—F v 732 X5 RliRG %
23 2HER S ER T B 18,

3

(p. 157)




1

2

B ERERR IR T 5 5EIT/\RIVRE (MGPT) DF5IE 2025 Fhk [R] oAFNEGHEEREFS

HOXBT3

- ERELL

EE T4 HOXBI13
FEEEA HWL
B (R SR UNT L (TR
GPV #8fE 0.2-0.02%"% (HA)
0.1% (GS84E, 1/1401 M| skt BBEER]) 19
DAFEIEY R 7 | ANHH
(RiFEH)
ENZHTA P |
74 v
EWNZETA |

74 vofElE
N2 MR~ A
AV b

MINSEFT A F
A4 v EHEREX
NBER~ A
AV b

Philadelphia Prostate Cancer Consensus Conference 2019 120

BURTERIZ W 2 74 7 V) 7 27z SHEGI 2 R & F 2 BIZFIIREICED 5
RS, MR FHRRLICHE T ZEERICEVTEET 5, ANZIYEY —~1 7
VA%, 405D L IRFCRN Tl b A W ETZBEES O FIEER X 0 b 10 58 »
Fln OEET 5,

fiie

Ewing & (¥ HOXBI13 G84E ZZ ¥ 3 REFIC kb U CHINZ M T B IS A CFl
5 (1.4%vs 0.1%, p<0.01), Ffic FHEAFERE TGN AT RHFE SR Cm BT
(3.1%) #pRTEeWMELTWE 19 Momozawa HIiZHAAZF— FiTHBWT,
HOXB13 ® GPV HHIZIREEM I W THBCEVHEE R I 3
(OR=4.73, p<0.01) t#HEL T3 85, NCCN #4 F 74 v <id, BIRTIHiA

BNEZR IV ETWMI T 12,

(p. 158)
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MX

- ERELL

EinT4 MAX
TR, PHEOCHROMOCYTOMA (OMIM 171300)
(GR] @t <7 7y 7' ) & —~= - B EHIIEEERE)
EfEER R EAIEEE (QME R O ATREE: 122)
GPV #HEE A~HH
DBAFIED R 27 | B afifiafE - T 7 v 277 ) F—~ (KRB 2 1 200) 1283, T RAIRE (S81)12
(iZ&EH)

ENZHET 4 F
74 v

BEMIANE - <Ay 7Y A —= BEFAF T4 v 2018 HARNSPBESR

ENZETA ¥
VARAS |
NBER~ A Y
AV b

KAN DR S HFEFIEH DFAERF 2 5 10 F 2 G/ EL LU TFTONETT 41—
ERRA)

- WRHYZEZE L 4F 1 BlommduizE (5 L IR A 2470 VElE, 4F 1 [
CT % L<IEMRI, 34ic 1o BI-MIBG v F 7774

GFE « AR & ZREficEo b ot L ETHERN)

WA ¥ T4
eI NS
R

1. NCCN Guidelines®,
Jun 20, 2024 1%
10-15 % 2> b tEtaffifufd - X7 H v 7V F—<=D % —x 4 7V 2 %[, TXTO
SRR 2 HE, F 1 FoMmEt ozl r 24 7 U v oyl % 7213 24 BEfEIR
A2 A7) v aEeHE, 2-3 £ 1 Flo4d MRIL, 25 MRI 23 C& Wit

%, JEHE MR, BHEEEE~$HER O MRI, gk CT %% )

2. Personalized Management of Pheochromocytoma and Paraganglioma (2022) 26
teta il D B2 5 2 56, i 1 M ORKEHE B & A L g, 54 1
D JEE~ % MRI,

Neuroendocrine and Adrenal Tumors Version 1.2024 -

fiie

1. BEMIEEDESERAE Y T b (c.200C>A, p.Ala67Asp) D23 5 124
2. MAX BIEUEIRIEXT 7 v 7Y F —~ - I ERE BT O K& 57 1348 i
JE (FRIECZ RS Da k) TRIET S 12, 20729, BIE IR L 721
BB b % E X L5 (NCCN Neuroendocrine and Adrenal Tumors Version
1.2023), F 72, BF-FDOPA PET/CT 7% MAX BEH48 tfl i oo 8 H IR 23 i 7
T D B H 1 HARTIIARER,

(p. 159)
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&R - TmERIE

MENT
EinT4 MEN1
B4, MULTIPLE ENDOCRINE NEOPLASIA TYPE 1(OMIM 131100)
(GR] % FPEPN oy b RS E 1 84)
R (R SR UNT L (TR
GPV ##JE 3.7 WA 1T A(HA),
3 NI 1 NGEsE) 128
DAFIEY 27 | E - HALE RN WIEE (NET) 58.6%(iA + >80%)12 130 F = {4 [l 5
(RZEH 49.6% (I} 30~60%) 13 192 FIEF KBRS 20% GiFAt © 25~40%) 132 155 g iR 5

7 NET5~10% Gk : 2~8%)133 134

EWNZEETA
74V

H

UTEF NS ES T
2. JEE - WALE RN WS (NEN) IR AT A B 7 4 v - HAMREN 0 S it 5e
Z(JNETS)/IE - IHCE RN 0 IEE /22087 4§ 7 4 V5 2 iRTEIRZ B &

EWNZEETA
T4 v R
N B IR= + ¥
AV b

- MALE NET : [BERErE] ZHERMEE, 4 v R Y v % 5 H4E 1R, R Y
v 20 2 b4 1, CT/MRI % 10 25 2~3 4Fic 1 [0, [FEBEEEM:]CT/MRI
ZAE 1A

TEEEES : 7no 257y, 42 ) VEERERTAGF-D)% 5 Eh b4 1[4,
MRI % 3~5 4Ei 1 [a],

BB © MRI/CT % 10 %2> 5 2~3 4 1 [

gl NET : CT/MRI % 2~3 4Eic 1 1

WAL 4 ¥ Z 4 | 1. Clinical Practice Guidelines for Multiple Endocrine Neoplasia Typel (MEN1)
vEHEREI NS | (2012) %2
ATV AVE BENET : #A LV v, a3y, VIP, ERI)RFFF, 7unxer 7= A,
A v R Y v ZENERIIEE % 4F 1 8], CT/MRI/EHREE I % 4F 1 [l
B NET : &4 A b U vIEC id EEE AN Z 3 421 1 (8],
TH#ME: v T 75 v IGF-1 %4F 1B, MRI % 3~5 4FiC 1 [,
s - S 1 CT/MRI % 1~2 44 1 [l
®I%E : CT/MRI % 3 412 1 [9]
2. Guidelines for Diagnosis and Therapy of MEN Type 1 and Type 2 (2001) 133
EWNZHHTA P74 v EFEL
fii e A FIRIR ¢ SRR R AE TTHERE (RIE) & B 9F 32 (90% A E), 5—8 j%2 5

DFAtE Z HELE S 2 153 3% 23, — 77 TRIGEHILART CIIFBAESE DK < £ 7= FhE

(p. 160)




SEEMIEEEERICT 3 5EET/ COVRE (6T) OFBIS 2025 AR [R) OEAEEEEEES
- ERELL

LTHIRITEIEIRTHZ 206, H—_A4 7 2% 10 AT ESHET
DX VEIRETIMED H B 5213,

(p. 161)
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MET

&R - TmERIE

74 vofElE
N2 MR~ A
AV b

ER T4 MET

R RENAL CELL CARCINOMA, PAPILLARY, 1; RCCP1 (OMIM 605074)
(GRJ s MFLEE R B M AE)

ERTER QL RS

GPV 3 ANBH

DAFRIEY A2 | 80 K E TITIZIT 100%136 137

(IRFEH)

ENZESTA L | &

74V

ENZEATA L | &

HwHNHTA K74
vEHERIN S
232 A Vb

NCCN Guidelines® Kidney Cancer Version 3.2024 - Mar 11, 2024 %

Erk X IEER OEE MRI (J5E) H L<IECT 2 30&2 5 1-2 i 1 149

fiie

NY TV MNEERIED X7 OHBEBHE I L TWnw B 13

(p.162)
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MHT

- ERELL

BIR T4 MLH 1
R LYNCH SYNDROME 2; LYNCH2 (OMIM 609310)
(GRJ Lynch fiEf##f. Lynch Syndrome)
EIRE QL RS
GPV $HEE 0.01-0.03% (H A%) 1 102
1/1946(ilg5%) 138

DAFIEY R 7 | KIGHE 41-61%1%141 B K% 27-57%13-141, DNHE 8-20%5142, B - IRE

<{§EZ’£‘3 0-2_5%139, 141, 143‘ %;;:5 6_6‘3%139, 141\ HB&E% 1‘9_3‘7%139, 141‘ /J\H%;;:E 0-4%139‘ Hi;;:é

3.9%"1, RfEsE 1.0%!4

ENZEEAH A F
74 v

MRS 4 F 74 v 2024 FEhR KIS

ENZHEETA ¥
VARAS |
N 5K~ A Y
AV b

T FENEHZ 2 30~35 %A HBA L 1~2 i 1 [[]
PUER © #%EE US. I CA125 #&)E

Y 2 ZERIEFAN (FE it mla s ) 2 F R, Kb o Fiili 24
L BF I, FESRBM. MG BRI O R TT % %5 5,

B +iEE s BEECE RS 30~35 i bEIMA L 1~3 Fic 1 [ (v a Y
S8 8 TR E)

B JRE (MSH2 N 7 v b 72 3R E IR DOKIEIED B 2 56105 58) ¢
B (7213 RMME2) % 30~35 mh bRt L 1 4 1[4

TN« e D RIEE DY B % 5412 EUS % 7213 MRI - MRCP % 50 %2> & % &

VST A B
74 v R
R Y S
AV b
(ENHA ¥ Z
A VI TR X
NTWRWARE
D HELH)

1.  NCCN Guidelines®, Genetic/Familial High-Risk Assessment: Colorectal,
Endometrial, and Gastric Version 1.2024 - August 8, 2024 42
KIGHEY A 71 LT Ae ) v NAR%ZEE [Consider]
T N o0 LB T i & Z 8 C % 3 [can be considered].
T NI - ONEE IC 32 U R 2 KIEEER % Mt 3% [Consider]
GPV (REHZ AT 2MMORKADHE LD L < 3B LIBE iz 780 2
Bitr. 50 &b L ISR BRSO H CIEFER X 0 10 mA VA in < Ol 3
— 4 7 v A% & [should be considered]
2. Hereditary gastrointestinal cancers: ESMO clinical practice guidelines for
diagnosis, treatment and follow-up (2019) 4
MRI & L <13 EUS I X 29—~ 4 7 v Rk, F—F0BE ICHERIEEDL &
% B E 8 T & % [may be considered]

3. Guidelines for the management of hereditary colorectal cancer from the British

(p. 163)




SEEMIEEEERICT 3 5EET/ COVRE (6T) OFBIS 2025 AR [R) OEAEEEEEES
- ERELL

Society of Gastroenterology (BSG)/Association of Coloproctology of Great Britain
and Ireland (ACPGBI)/United Kingdom Cancer genetics group (UKCGG) (2020)
145

KTt L P B RG24 % &3 X% [should be considered]

4. Guidelines on genetic evaluation and management of Lynch syndrome: a

consensus statement by the US Multi-Society Task Force on colorectal cancer (2014)
146

ENZREATA P74 v EFL

fii e -

(p. 164)
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MSHZ

- ERELL

BInT4 MSHZ2
TRHA, LYNCH SYNDROME 1; LYNCH1(OMIM 120435)
(GRJ Lynch fief##f. Lynch Syndrome)
R e SN iR
GPV #iJ 0.02% (H#A) 1102
1/2841 Gfght) 138
DAFREY A2 | KIS 42.4-48%1% 14 TR0 21-52.7%1%% 141147 GHHHE 16.9-24%!13% 141, 147,
(RiBH) B IR 2.2-16.0%3% 141193 FE 0.2-4.1%19° 141 JHIESE 0.02-1.7%"3% 141, /]

foagE 1,191, JHERE 0.5%M1, i 1.9%!

EWNZEETA
74V

MRS 4 F 74 v 2024 FEhR KIS

EHNZEST A F
F 4 v CHEREX
NBEKR~ A
AV b

K : KGNS % 20~25 /%2 HBE L 1~2 i 1 [

T FEANEHERE & 30~35 %0 HEE L 1~2 4Fic 1 [

PR R US, IiE CA125 )&

Y 2 ZRRFMN (e, mucEasm ) 2 F R, Ko Filios
TR BE T, FEAERHMT. mEGHE S o [FIREETT % 5 58,

B oA s FEMALE IS R 30~35 M HBAE L 1~3 fEic 1 [H (v m Y
TR 3 & MR TR)

B - JRE (MSH2 Y 7 v b F 72 3RS R O RIEED B 2 A 10 E ) ¢
MR (F72 132 % 30~35 o HBAtE L 1481 1[5

RN, < JRESE D T2 B % 35541 EUS £ 7213 MRI - MRCP % 50 %2> & % &

WA N4
eI NS
~HY AL
(ENHA ¥ Z
A VI TR X
NTORWARE
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1. NCCN Guidelines®, Genetic/Familial High-Risk Assessment: Colorectal,
Endometrial, and Gastric Version 1.2024 - August 8, 2024 42
KIGHEY 271 LT A6 ) v WAR%ZE R [Consider],
FE N S U PR i % & B T % % [can be considered],
T NI - DNEE IC0T 32 U R 7 KBEER % M5t % [Consider],
GPV R 2 H ST 2MDSGERDHE D L <135 EEBE IR 220 5
Bitr. 50 b L < I3FR B O b B CIEFER & D 10 /534 W ARl C O Y
—_A F v 2%EE [Consider],
2. Hereditary gastrointestinal cancers: ESMO clinical practice guidelines for
diagnosis, treatment and follow-up (2019) 44
MRI L IZ EUSICX 2% —x_A4 J v RiF, H—HRT
A ICEE T & % [may be considered]

BB \CRERIRIED B % 55

(p. 165)




B ERERR IR T 5 5EIT/\RIVRE (MGPT) DF5IE 2025 Fhk [R] oAFNEGHEEREFS

- ERELL

3.

Guidelines for the management of hereditary colorectal cancer from the British
Society of Gastroenterology (BSG)/Association of Coloproctology of Great
Britain and Ireland (ACPGBI)/United Kingdom Cancer genetics group
(UKCGG) (2020)14

KIGHEE TR LR K24 % £ 3 < % [should be considered]
4.

Guidelines on genetic evaluation and management of Lynch syndrome: a
consensus statement by the US Multi-Society Task Force on colorectal cancer
(2014)16

filie

(p. 166)




1

2

B ERERR IR T 5 5EIT/\RIVRE (MGPT) DF5IE 2025 Fhk [R] oAFNEGHEEREFS

MSH3

&R - TmERIE

T4 v CHEREX
NBEER~ A
AV b

BIn T4 MSH3

B4, FAMILIAL ADENOMATOUS POLYPOSIS 4 (OMIM 617100)
(GR] MSH3BH#R Y K — R)

ERER H QAR IEER

GPV #H AHH

DAFEREY A 7 | AHH

(RZEH)

ENZEH A |

74 v

ENZET A | &

W H A F 74 | NCCN  Guidelines®, Genetic/Familial High-Risk Assessment:  Colorectal,

v e HEE X5 | Endometrial, and Gastric Version 1.2024 - August 8, 2024 4

<A AV L KW« KIgA X 2% 25-30 ikh b, R —7H Y 7eb 1-2 i 1 B30 FAft
bR, KV =77 L7ab 2-34C 1 [H

fi 2 B EFE B COMEAEE (homozygous ) 14 0.009% (ifEyh) 148

KIBHE Y F—v 2z +"88HEY F—v 2, B, BMIEEZ BAE L 72 W
bH 5,

(p.167)
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MSH6

- ERELL

BIn T4 MSH6
JEHE A LYNCH SYNDROME 5; LYNCH5 (OMIM 614350)
(GRJ Lynch fiEf##f. Lynch Syndrome)
R (R SR UNT L (TR
GPV #% 0.04-0.06% (HAAN) b2
0.13%(1/758) (ifgst) 138
z))/\/%ﬁ U =z 7 j(ﬁ%% 12,\,33‘3%139-141, 150\ %Eﬁg%—é 16,.\,46‘2%139-141, 147, 151\ gﬂ%% 1,\,13.1%139»
(RZEH) WL M7 - PRAE 0.7~3.0%1% 1ML B 5.3% 1 i 1.4%1. MRS 1.4%!

ENZEEA A F
74 v

BRI 4 F 74 v 2024 FEhR KRR &

EHNZEHT A F
F 4 v CHERE X
NBER~ A
AV b

K : KIGNEEE% 30~35 /%2 HBE L 1~2 i 1 [

T FEANBHERE & 30~35 %0 HEE L 1~2 4Fic 1 [

PR @ B US, ik CA125 % &%

Y 2 ZREFMN (e, mucEaRm ) 2 F R, Ko Filios
TR BE T, TERFHA. WS SRR o FIRETT 2 5 &,

B oo e s FEMALE IS R 30~35 M HBAE L 1~3 4Eic 18 (v m Y
TR 3 & IR TR)

B - JRE (MSH2 MY 7 v b F 72 3REE FEIEORIEIEDL b 5 56 1CERKE) ¢
BIR (F72 132 % 30~35 o HRAtE L 1481 1[5

RN, < RSSO T2 B % 3541 EUS £ 7213 MRI - MRCP % 50 %2> & % &

3
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1. NCCN Guidelines®, Genetic/Familial High-Risk Assessment: Colorectal,
Endometrial, and Gastric Version 1.2024 - August 8, 2024 42
KIGHEY A7 1t L7 A Y v NAR% % E [Consider],

T NS T U PR 2 %2 & B T % % [can be considered].

T NI - DNEE IC 32 U R 2 {REEER % Mgt 3% [Consider]

GPV IRFi#E 2 H T 2O A DHE—FED L I35 R g2 R0 5
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/N © ATA(American Thyroid Association risk categories for aggressive medullary
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3. International consensus on initial screening and follow-up of asymptomatic
SDHx mutation carriers (2021)209
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tetiiE D B2 5 2 556, 4F 1 B ORI S X ELERE. 55 1 HD
N~ 5% MRI

fiie

1. SDHAF2 B BT T v 7)) F —~ - fgtafifaflEie it o % < 3. ¥4
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F o, BAZKICED O FREKEZFICN T 2 BRCHRERED. DAY X 7 CBRT 25465
Hb, PlzZIETEHEREEORBTCTERHELTCwE L, TEERED) X7 MERI T3 L
RTE D, MFEEDEREYIET 2L, FERORERICED b FHERINET NERL v +TH 3,

EAREREEEMERE O P ic i3, BN ORI WAL 2805 2L b d 5, il 21X Cowden FEMERE/
PTEN ESFRREAEMERE SR IC T SN2 556 Z DRECdH 2 AT A B SHIE O f it & S ETEE
DRRICTEET 2 C L ITEHTH 5, 13210 b FKIEMEKIBIREESR % B 12w C T EHLE N SR A
DZBER R TS, VAo LD HHTHL L, ZOBROEHEEHICOWTEELA D 2
S FICbnb, TOXIICKFIEDRMITIE L CTHEAREREZEN L TSNS 2 &b, KKk
JEER DKL v FCTH B,

3. RREDIERAE

KAEIZ, HAGRSZMTORCTRINOEMHANBFRZR L, Flin PR & o BIERER % i
LbDTHo, WOMARTS ~HTHRLLT XS o, ERIARTE IS w Rk h
%, KEEEA Y v 7 —1fma (NSGC) 26, 1995 4F, 2008 4F, 2022 4 ICHEHEN) 7o SUEUE A3 FAT
XNTHWT, oD icAbe THEINTES 21, 2% EAiERAbLoo. AATH 20
WHERSEZICINE Z RS,

XA RXES-T:EBYIREIVIIVI—TATIT1T1ICEDBEANESDEREHE

NSGC Tl 2022 ISR Z R, tERETh 2V = v A — LY EIETH 2y 7 X%
XAILC, FABARRZObDEABHERL. REAKTOREHEPRELE (K 5-2) 45 Yovi—
TATVYT AT 413, HCONHEMWARER L, Y2 v & — '

DB S B R SRA~DEATEICED 2 b DT, HERIC .

HYBCTHLNELy 7 RE—BTEHBAELINIT—BLE .. |
WG bH S 9, BIEAT VR VIICELTH 2 T4 _

IV FPHEOY v X —RWET S LAKAHETH B ke A
2. HVEBCEI D M T b Nk y 2 UL, BAREOY R :
7. TV, BEEOEIR OB b 3 EEAKHT S _ , {§ .
B, V54TV B LORTRAD oL ICED X SR T Y, {2
W 2000, AMTLSHIC TN LEDNS, T pE—p———ETTTI

E5-2 EARSOEYIREIT IS — R e R A

(p. 225)
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OEANESICET SaEcHEI—IV (K 5-3. K 5-4)

KA TIE, AR SO TICHERD 2 IR THER. 254 DBED B T W E i & 25 AT,
EEAIREORIRE., LELEREERT 5, AT LS L2 SBRROEERP L — 12X 5-4
RS, 7742y FhbIcsRREE CIRIC, RITEBTFERDIERP LA ICZNENEN T
570, YAZHE LOWHREREE 5, KR LDRNIEIELRDI 2D, BYIOXLH DL 0IEHE
IO ZER L TEHEKXAK ETORERZREL TH LHBEL LTV,
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- ERELL

B ERDODRZREEHAEDNSDEER

NSGS @ 2022 FFOE TlE, MERORKRKGEE L b DEH R & LT, ARD %7213 X @#iEMH#E
& (HMEE) B~ T o EARRRE LS IC, MAZSOHhRICE Y P 2L RN & A5
Bahtz, BERCEVWTRZNLOREPEMEB LR EICOWTEREINTHS 45, 2D
ftoZw i & L <, E (Evaluation : §Hfli) ORLAHIBRE L, BAEFTR - AT RS O FFAM #5134
AFL5 D MICFLHE T 5 L LTWw3 45,

4, RAHEHEEHICHITIERR

FAKIE, BEEOTICEYNICRE S h, R SICES T s ERERITHAE T2 EMTH L. K
R, EEdRAE . FIEEREIE /R H L5, FORMOMERE 2R L TEHES 3 (M 5-5),
Wl e BAREBEOFEE R & SRMERIIRHE & LT 2720, YRFOFRBEETIIFEL Tk
>0 12 D3 A B TR BIEE IR T DB G O AIREE P, I DR TN BN « N RFEIR T I3 A 10 7wl REME
BEXRD AT 22 dHb, XoT, 774 v Pl ThNIERZD XA I v 7 THIE
JEZ HEMRST 22 L2 00T, 774 MITHLTHFIERMEIEN - BIEE®RAHNIE ) 2 757
i3 % 2 AlRetED D 572, ZOGAEIIAMOETIELWI L ZIEATEL LT EHREF Ly,

I -
T
lr
[-=

“
.

LEL

[u= L1F gamiing psihpgs riant e ¥ na |

RESD {risk rmducing ==fpingo-coohcrsctomy) - A5 (N SRS S ST

AMAE (mmgnad meke at birth B el ST - ® -uEse
E5-5 RZREDH

(p. 227)
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RIGEEIIRFZNTHAE S NG 2HRTH 528, FEEICEET 2 RS MGEHEE T, LofREHA X
NTHLZOPICIRIELZETZ, 2742V P2 LERESGCERLZKRN %, % DkILGEE 2K
T RICHE ST 25 AL, FANCERRMEICZDEZEA. THEZETESZEBREE L,

TIANY —~DRBICIAZ, MLERENTH>ThHADIZ T4y FaBPLE LEREARKZE
BLESTZ L id, VAT LT AERAR BB B, Hl2iF Lynch JEfERE L B anMAD
F L EKINBEAITIE. B9 —D Lynch SEEREORKZTIRAVEHOKRICOWT, HloHMA
220 U A7 FHiZAT S C & CHiDBEIREEERERE O RREEAE R I N Z &b H V155, IMEHED
KX TR VI A PREZHNE LK THoTH, RHRE T2 )TV FUNDODB AR
PERIGTICB T 2 8B Y 2 2 BEE5 T 3 AREMEIC O WCTHE L. HEFIE MGPT OEIREICOWT
bHETT 2 HERDH B,

[ 3k

1 Schneider KA, Chittenden A, Shannon KM. Counseling about cancer: strategies for genetic counsdling, 4th
edition: Wiley Blackwell2023.

2 Bennett RL, Steinhaus KA, Uhrich SB et al. Recommendations for standardized human pedigree nomenclature. Pedigree
Standardization Task Force of the National Society of Genetic Counselors. American journal of human genetics 1995; 56
(3): 745-752.

3 Bennett RL, French KS, Resta RG et al. Standardized human pedigree nomenclature: update and assessment of the
recommendations of the National Society of Genetic Counselors. Journal of genetic counseling 2008; 17 (5): 424-433.

4 Bennett RL, French KS, Resta RG et al. Practice resource-focused revision: Standardized pedigree nomenclature update
centered on sex and gender inclusivity: A practice resource of the National Society of Genetic Counselors. Journal of
genetic counseling 2022.

5 FIER : HREEAH Y v ) V7Y RHRERES FRY) VY —X [EAWET] kv 7RV vE—fvin—v
TERHLE L EER R AR R O 2KERA TV VT —HAa0EKY) VX HAEBERAV VR v
74k 2023; 44 (3): 83-95.

(p. 228)
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7/ LIN)T D SDOEEGE

77 LDEAE R T 55411, Human Genome Variation Society (HGVS) (https://hgvs-
nomenclature.org) IC X 2 5#iEZH VW2 2 L3RI TH %,

<% LSR5 >

% DGAE,. W Z DL DI I NAWE, WhbWw3 7 ) AL FREEHILTnwE, 7/
LEN KN IZSHEY ORERERFICHI R TR TOTF -2 IckEo T, b +7 7 L0 EERY % H
WET2HRATHD, ¥/ LA FICIE 2 00AAH Y, "hg "L %S (hgl8, hgl9, hg38) Fit.
%7213 "GRCh/NCBI "& %% (NCBI35, NCBI36, GRCh37, GRCh38) KilTh %, kb HEICH
HEnzs 7 e Fid, hgl8/NCBI36 (2006 4E 3 A~). hgl9/GRCh37 (2009 4 2 H~). hg38
/ GRCh38 (2013 4E 12 H~) &MEigh 3,

<ZEESIDECS >

DNA L R_RATEBE NN TV MiE, 13 A DA, VWbW % "coding DNA SB[ "ic ko
W72 REE OB T ICBEE L CREIL I N B, EHER N ) T v b Rl 3 " ESEEE position(s)_change "D
K& L2, 2—F 127 DNASHEESIABEH I N HA, ~N) 7V F Otk oFHEEE R c. "S5
nza (ffl : c4375C>T), BfElde M7/ 22RO FHETE 2S5 REBH 5720, " g." OEEAGELH
W N7 LA (B 2.32407761G>A) ICHOWTCEHIBT 3 2 LA RIVICR T WS, X
51, RNAL~v ('r."OBHERE) X/ F723 52 v 328 L v ("p."OEEIEEE) DRt %% A
WhHZEHdHb,

XA R XE 5-2
coding DNA ZMHd%| & 1, mRNA O Fveiiba FvickEnzs v 37 icllgian s
mRNA O & 722 DNA BATH 5, & FDOZWICE T, fHmdBHEBICHH X2 AL X
[codoing DNA &R | ("c. "OEEIEE T F 2 5cib, #1213 NM_004006.3:¢.4375C>T) TH %,
TD7F ==y MCEDIANY TV FREdIE, 2 —FINAER VANV HICEREY v 2735700
ERAR

<INU7 2 +DfLE>

(1) 77 & DNA L~ T Rl $ 2 LA HEE (¢ TKRL, 7/ L0MBERBRT 2
genome LA OEM % 1 & L TH R 5,

(2) 2—74 v 27 DNA L~V CEL AR T 256 3B [c.] TEL, B2 P ATGD A
(BUERBHLGST) # 1 & LTHx %, a—FT4 v 27 DNA kid, X v 37 cfliRd % DNAEYITH Y,
AviarvyEEIRTHARVwDT, AVt voMEsRRT 25461, BETsz7y v oE

(p. 229)
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Hick 0%k +E 71— %HwTERiLT %,

(3) RNA L~ L oiddd Be0ERE [r.] T L, DNA L XL DOREGEICHERT %5, 7277L, RNA ©
BHBHZ/NLTF it E b, DNATO Tk, RNATlduend, £/, r2lHT L LT,
AT TAY v TRERET LN D,

(4) 2V X7 LD EILEEEEE [p.] TEL, BERBBOAFA=v % 1 L LTz %, T3
JBERGFLIT 3 FKRAL, 1 XFRLITNTD L, v Y v 7id#ika Py (TAA, TAG 7103
TGA) DRBDOMETH 541 Y TL vy b OREZEOMETHET T 5,

(1) NM_004006.3:c.4375C>T(& v o3 7 E L ~ LT O TRl R p.(Argl459%)) D354, 4375 % 3 C
#oe7 I/ 1459 725,

a—F 427 DNA EiF, 2y 2icBEREINE DNAFRHITHY, fvirurvyEFaEhTtunizno
T, AvirevolfiEsRHET 28548, BEI22 7Y v ofMERHCH22%+F 3 -2H0
THRILT 3, 2V 7Ha— P oriofEICIz~ A4 F 285 B2 c.-26"), BIREIAE %
DIEICIET AX ) 227 (FlziE c*85) %fHF 25, 4 v v vESDOFS L c.530+6 % c.531-23 D X
SRR %E L %,

£ 5-1 7 I MKE

—XFRE HAGERE EXFRREL | —XFREL HAGERE =FRE
A T 7=V Ala H ERAFT YV His
F 7z NT =V Phe M AFA=v Met
K Vv Lys R TAF=v Arg
P 7ay v Pro W FYTEFT TV Trp
T A=V Thr E N Glu
C VATAV Cys I Avafrv Ile
G 7V Gly N T ARG XV Asn
L =R Leu S ) v Ser
Q TRV Gln Y Fr v Tyr
\Y Ny Val % Wika F v Ter
D T ANT X VIR Asp

(p. 230)
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BE - mEHRE
ik 5-2 a b vk
1%&H 2 HFHDEE 3%H
DIFH: U C A G DIFE
UUU Phe | UCU Ser | UAU Tyr | UGU Cys U
. UUC Phe | UCC Ser | UAC Tyr | UGC Cys C
UUA Leu | UCA Ser | UAA */Ter | UGA * /Ter A
UUG Leu | UCG Ser | UAG */Ter | UGG Trp G
CUU Leu | CCU Pro | CAU His | CGU Arg U
. CUC Leu | CCC Pro | CAC His | CGC Arg C
CUA Leu | CCA Pro | CAA Gln | CGA Arg A
CUG Leu | CCG Pro | CAG Gln | CGG Arg G
AUU Ile | ACU Thr | AAU Asn | AGU Ser U
AUC Ile | ACC Thr | AAC Asn | AGC Ser C
A AUA Ile | ACA Thr | AAA Lys | AGA Arg A
AUG Met | ACG Thr | AAG Lys | AGG Arg G
GUU Val | GCU Ala | GAU Asp | GGU Gly U
. GUC Val | GCC Ala | GAC Asp | GGC Gly C
GUA Val | GCA Ala | GAA Glu | GGA Gly A
GUG Val | GCG Ala | GAG Glu | GGG Gly G

<NU7 D +DiEFEEZEDREL>
BHE 723 ) 7 v bRl T iR ol & R T,
c.4375C>T OFdah < id. FEWEFF"c. "1ZH L 2slREy o £ 4 7 ("c. "id2—7 4 v~ 7 DNA S
%RT), "4375 "I EERZ T X 7 LAF FOfrE, "C>T "2t (CH TicZk) 2T,
fle L CHRMENTWEIERIT T DMD BIETOHDT, a—7 4 v DNA ZHEA
NM_004006.3 (LRG_199t1) & @ Bi# G X LT\ 3,
o EHL:DNAZ—FD1IF (XRZ7VLAFF) HMho 1 XFICESHDb 2 (BEfixnz) L,
DNA % RNA L = ClE, EHI">S"CRING,
0 c.4375C>T : c4375 D CR 7L AF KR TICED S,
e K& :DNAZ—FD 12U EDOERRIF TS &, R&E"del"TREINS,
0 ¢.4375_4379del : c.4375 fi2> 5 c.4379 fi7 (CGATT) £ TOX 7 LA F F3xHE (RK)
LTWw3, c.4375 4379delCGATT & b LG I hTw 3,
o H{ :DNAa—FD 12D EOXCFER2RIFEET 2 (EHE), EHIF dup"TREN D,
0 ¢.4375_4385dup : c.4375 fii7> & c.4385 fii (CGATTATTCCA) £ TOX 27 L4 F FA
2 Il 7§+ 5 (#E B )., c4375.4385dupCGATTATTCCA % 7z I
.4385_4386insCGATTATTCCA & LT ans 2L b H 2 A, Zhid HGVS ot

(p. 231)
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WAEE LTIRIEL L v, BEEENZ EMICKRLE T2 HOCER I LW 5,
o A :DNA a2—F D 1O EDOXFHzICHAINS L, AR "iIns"CTREND,
0 ¢.4375_4376insACCT : 1 L Wid%] "ACCT "23 ¢.4375 7. & ¢.4376 HrdjicHi A & 1T
W5,
o RE/HA (delins) : DNAa—FHD 1D EOXFERREL, W D00H LWL XFICHE X
b3, REfHAlLX"delins "CrEid,
0 ¢.4375_4376delinsAGTT : {i/1& c.4375 2» 5 ¢.4376 (CG) FTDOX 7 L4 F FHBRHEL,
FLWEA] "AGTT"IcE X b %, c.4375_4376delCGinsAGTT & L CThHimE TN TW»
%o

WEPICD L DAY TV RATH B8, b0 HBSEE XKV,
[E&H]

EEEREHEIE S © BIEEREESRAT A F 7 4 v 2024 R

Human Genome Variation Society (HGVS) (https://hgvs-nomenclature.org)

(p. 232)


https://hgvs-nomenclature.org/

O 0 N O 1 = W N

—_ =
— O

12
13

14
15
16
17
18

B ERERR IR T 5 5EIT/\RIVRE (MGPT) DF5IE 2025 Fhk [R] oAFNEGHEEREFS

- EHELL

ClinVar DfEWLVA

K[E D National Institutes of Health (NIH) @ FiZ® % United States National Library of Medicine
(NLM) o—ff[]¢» % National Center for Biotechnology Information (NCBI) 23, EEICHILT5
e HMIC, FIRICEET 2 ) 7Ty b o7 — 22 WEE L, FIR7Z LIRS s FE iz f2 it
LCTw3, 2@ ClinVar [Z#BEFH. SV TV FOfLE, N) 7V FOEE, KEL 0D Y 2 &% I

F LT3, ClinVar (LEEFAIREDORER RO NV 7 v P biEH I T w5,

7 7 4+ A URL

https://www.ncbi.nlm.nih.gov/clinvar/

B Le ofeis apteln of b rpbed Samy g ppe] fargg bay ea e -

National Library of Medicine

PAGSIE] Do P SR b eI Ny YL

Glinae | Chryed = i
ik ..*.:.

| Ao RSN ThE CIMAarasan ne 1o Sioer wipeart ¢ lzcerbcasm ra. od mamane wanaml

Saml rore pirn chenges o te weinis I ooor gef) plsssp suies roe stfomaiin ahos! enmets saren i n Chrvie m assfabls oo 38R

Clin\far

e el s IV TRabd dlaedl i il

BRLIZWEBLRTZLENNVT Vv F2EEAT S,
)  BRCALc.2800C>T

R DGR

NM_007294.4(BRCA1):¢c.2800C>T (p.GIn934Ter) 23V A MicHh 3 Z & #HERT %,

Sabait | |
Wikt Cere Tt e i or Cria wiaolion Redes vk
PRrCAND SRMEE] FERUHRARRC )
T =K [T I PV thady bamige & =
e e i e r\. [ [EREEPEEE RS
L] A e Il s PR PPN TTe—— [ s
-
I L LaENLAL L i LA e e b il T T B P v s
Tarty e —_—

(p. 233)
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&R - TmERIE

ZoNY T v MicowT, Hllic Classfication, Review status DIHH 234 U | Pathogenick k% 233R 50 & 11

TWw5,

Classification (. ACMG/AMP 74 F 74 v 2015 1CH:DLK NY 7 v V3 ETH 3,

Review status & 13, B8HEIC X > TR S NAERN A BEEOEFHEEZ /R L Tv 5,
ClinGen Steering Committee IC & > TN A F 74 v & L TKR I N 5H
IFZA—PANFLIRCEoTL Y a— - KBS NZGE
BEBOEHREIC X > CTHRNZEEES R RINTED, B L Tw 2354
FERM 2 BB 2 HET 2 20 ICH O b -k (2 O RHER IR L 72 3CFE) 25, 1 AD
BB O EREINLGE

nL

Z2 3 2MHE (Vaiation) 227 Vv 735 &, FElliaFiHO = IcBHIT 2,

HM_007T284, 4[BRCAL):c. 2500C>T [p.GIn934Ter)

ﬂ W'sn spdated the ClinVe sehaibs 1o beiter suppor cleaiificatons of samatic varisstl

Hind ke bl Cengss [ e wetaie o our Sl imlises oolag o nierermiiong bl ssnalie vulerls n CEnver e gvadsisle gn Ol

Ty rorovmimmd chasad ool vonm i sk B, © Bobmlssion sumenarg ) dubmdssions B0 sebmiles 3 condfom

Rermiswyuil lip PalSoge s

Faper] franel Eipe 201 B By Frrirrrs-hans
P

DToHEBICHLWEFRSRE I LTH S,

Variant Details NY TV roFEMT, SREN DAY TV PRSP Clinvar
ID. dbSNP~D Y v 27 72 L
Genes BETOHMT, OMIM~D Y v 77 ¥

Conditions - Germline

ClinVar IC &SI N T A3 EEOFEMR L

Submissions - Germline

ClinVar IC &5k L T\ 3 &8k Datll & 2 ORI 72 & D FE#

Germline Functional Evidence

ClinVar 232 L 72 BRERRIT O = & 7> 2

Citations for germline
classification of this variant

BE

(p. 234)
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EIRIEER DZ2RICEN SEFIEFIE

OETIEEEEME

(https://jsht-info.jp/medical_personnel/specialist/familiar_tumors/ )
(GRiE24 - HAk)
HAE G IS 2
CSEN|
i
[HHEEE]
(1) BARE o EMfeEz 6 54&,
(2) HEMERE/NEZEBR»RD 3 EAEE 2O EHEME GUEE) Th s E,
(3) ke L < 3EU EHABREHEE RO KRB TH 2H,
(4) BHEMEFX IC BT, A Y ¥ 2 7 LIfE> T 3 U LB Z 1T - 7234,
(5) HIGER D bl o Cith 2 5 FRNICEEMIEE B3 2 (e BT 2,
CGia)|
g & m IR L, EEENEE C BT 2 @Y R B A T 5, EEMEEEICBI S 2 Fak o
Sl EREE om@ Ric k), EROEHLICEBNT 5.

OFRFEIGEME
(https://www.jbmg.jp/)
REY S - M)
R EEHMERERZES (HRAFEBRY S, AREEA Y vr ) v 7¥Es
CSED|
[Z% Fif
[FREE &%)
(1) #kbE LT 34ELUE, HARANEBLEYED 2 VWEHAEBLEIY v ) VI E2RDRETH B
(2) Mk L < 34ELL L, HAEMEHEEOE® 3 EARWEBOFE0HMET 2 3HERESORD 5
HAEGUERE)TH 5E
(3) REWHEMEZ TR T 2 8 EHTEE, & 2 VIR THHERZRINCATE T 2 I8 EE O fFE % 2 1 72 2
5. HRBEOTHER 3EU LTV, #EA Y v ) v 27 2 S UBIEERE ERL 2%
(4) BIEEZICBR L 2 HTE B GRoCR R, FRRRF) 2To T2 H
) BREEHEMETSHE KB I T 226354
(#0]
HomuiRERERL R L, BREEr0 - JHoREEZX S, BHE XA IFKEICHY) LB EE
WML, T XToALD, ZOAL LVWERREDD &, #2icr / AMEREIEH T 2145 %
L,

(p. 235)
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OFREBEIENV IES—

(https://plaza.umin.ac.jp/~GC/ )
R - K]

HEETEHY v T —FIERES

[nf %]
BILA Y v 7 —EEEREE TE
(FEEEI&]

BILA Y ve 7 —BEBHHEERE L RERZE T T2 2 icd by, BEELBHIY v & 7 —E
RO ZIRER 2L 2 L3 TE B, £, ZEHFERIC, ORELRAI Y VY2 ) v 7R d LCIRH
RNHBIRFRORBIEN 2 L Bk L T2 2 B0 L 25,

(]
BREREZLE L LT3 BEPFEICHEY) REEHRCHELORARE 2T T £ 3L iR
2 T, LB, ARt R - P 2B L CYEF O AN A BERIVEZ RT3,

OEGMEEI—T1 R—5—
(https://jsht-info.jp/medical_personnel/specialist/fcc/coordinator.html )
(GEEEse - HHA]

HAEE M ES A&

CIED

PREl, FHEERT, BPERT, PROZEAT, SEAIAG, ERR BBz &
(HFE&E 4]

(1) HABIRMEES A2 0 ARESHEFHRE T3 EU LB LTwa L
(2) BABRPIES 235 3 2 BISMEES © I - —2mER R c 3 MU EZHEL Wb 2 L
(3) BESRICBD 2 WiE (EEAT, FHEAT, BhZERT, CROEAT, JEAIAN, HRMERAZ L) oBFKEZH L,
HIRE IR 2 C 2 AR LA 23 AV RS IC B o 2 BEJSEHEBE I 855 L. 5 SEBILL L DR EIES (D347 LERR %
—HEATD X)) DFEGNICBES 2 RE 2 H T 54
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