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EBHL D W ERICE SO TEBNEDF B ETHD, BaATEE

JRYFHEICE, EYGERZELDOEM (ARETHNE) ICLEBEE FT2EEFEMN. EEN. DERSNERZEAL. BREFLHTHD
REBDINETHD. BEDERGMIE - WRERBTEEEZRTDS BRICEOCHKMTELIZLNBETH D, REBHROETRIE. oY
CENHMBNDBHR/AMLICEHITEIETANETHD. FIZIE. BTERT wUVIEZHTLIAAOEHELE. REOBERR. YRIDXK
LI, KEHMBEMIROBED NI —VEAVDTUERBFEEEL., 3, HEMNBBICELETERET20/REDENTHD 7. HHRIE
NITUERBICOVTOEFHLEARDRICIE., QRENLTRENLE MNEFLEIBETEHEIDIIENTED S,

(OEHRZEC)  EEOHE (ERECHREZIMT S:0) & FruEESERERICEET IHM/ANY 7> ~ (pathogenicikely
URRIROMBESDINETHS (TRO THTTAERHEPTENE  pathogenic) (220 TDBELHREEEE LT ZBE. REFH

FIBERFE ) DEHESR) . b UIREEN YUY D BETRENERTHD . RERIE
BEAYVEY VY Bhoo) T HERTEHIRMEIA > T+—LFaV Y FOIREA

BEADE)TFEOVR I MZERTIEZELRERTH D, 2&d % BRERIADI Y DTIZIE, BERENREINTLSD,

BIEFHBREBEEZZIT2ZELDEENBEY LRI IO U ITFZT T BREBREIFIEZNEREBIZCEDLSICEET HZIMNIDVTOFELEL.

T 40, KEM ABOUT IR T, EEEMREZZITEEE (N= BEDRBN/NY 7>k (pathogenic/likely pathogenic) (ZBSES %4 !)

3628) NZZTORRICET HAEICEEZ L=, BREFICHAV LYY X5 ZBZAONIBRBEHEROEEN (LT [ EGFEMEE | £5
VOERTEERELIZEEERIZKON 37%THo1- . 512, B)  BREABHEE LSRN, REORMNE L ERE. BFHLERE.
BEAT LV VITTR, ELDAT ST 7V A AMBE  BEEHOYRY . DEHSHEE. THEBEOME. RERBRENE
DEFXEAZURBCETIERLDOYRIIZOVNTRELESICEE HHECRIFLS PHE. TOMOBENEEND 7, HEEHRK. BEE.
BoTWS ¥, REBARZURBCHETSIROAUT Vb grugBE, SENSEEOTEMCOVTREREETIRET
(pathogenic/likely pathogenic) M—EIZDWVTIX, 3 E2SHED 53, FHEEOMECETBELANTIE. 2008 FI-&E & hiiE
o L& R = B 2 1t 3% (Genetic Information Nondiscrimination Act :

BEUEBFLEMEEOND €Y VI T, hOBEETIREEFE gINA) 1250 T, BEAKEDEEERSH B LIUVERATICHLTE
Bo L TEBEFMNI RV ZHET IEOICEBE LT TO—FEEAL. sopmpaeB B S ERE2LTWECEE3BIRETHS
BADORERICEBELIzADOoE) VT %ETS, BOEERAIVE) Y a4

70BN, BeORBRELURR AT ICSERT SRETH. I pmpno by st REL. BRERLT. BROEBMISONT
T, ARNETIEOVCEAL . MORERANSEANTERTS (2 Lo, BAOBEIHT 3 BEOBENE. BAOELHER

g e s = 1) —— ;= -
ST OEBIT BEFWRE, BRAYU—SVT BIBBLTH o T mE e L T DL Sty
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—FEMNIDOVWTHIELABITFAIEGESEL O 512, AEFEITIME
EOEGGHREICEAET 52mM/N1) 7 > k (pathogenic/likely
pathogenic) NEFESNI=BEATIE, EREB~ADE RV EEDTEEHE
LRERRERKICIEADZLEDEERICOVTHDELEVSBRETH
57, RERRIEOBERSLSUREERLBEIETHATAAETTH
5, CHHDEM/NY 72k (pathogenic/likely pathogenic) @ Lv3h
MHOBHEDBEIE. ELLDRRICEFDNYT U RHY. URIHE
WHEHERT H1=6. MBDEGFHREZIRET S LNBEYLLD
ZEYHB, Aot UTICK. REBOXERRK, 7 FRAL—5
IW—T GEFIBEERR) . AEMRLLEOFRATELERIZOVTER
5 LLEHEIRETHD ., WM/ T U+ (pathogenic/likely
pathogenic) DEETHME L FIE SN-BEAIEERT LIEREETFELL
[CKEVWEO., IFHLENAZRBIRETH S,
BEEEHERE
ELFHNBEEOHEULGEFFEOERIEI. WY 7k
(pathogenic/likely pathogenic) DRIFETHLBRIEXRZHETE S
BEAR - RRVGHFM S EGFHURBEOBREZZTANSGZ EADILE
#HENGERRKRICEDC, EEFNREOBENE. BR. YRY
LRDTLHBETEELGEEZTETHD, Z<OXEEFIAEORKE) X
DERDRICHNZS-OIZHOWEIFEREZRCLTVSHERLTEY.
F=ROEANILFER/N) T2 b (pathogenic/likely pathogenic) O {R$F
BETHAZENHIBALIZEEZ, FITEDNY TV MDERTEHIVRID
HEFHRAVHEEORENEREBN TS, REZZTHWNILE
BRLEEBEAIIRLTIE, BERSLURERICEDSWT, Aot
DI F—LDB—RELUVZRFIHICEAT S ERDOHREZEZITS,
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ASCO %° 2003 F(-F#H L =R EIIHT 2 EEFHE S VT / LR
BICHIHSAFHATEARDGEICEGRENRELZHELTLS : 1) &I
FHRERZEERET IBEEEFZEIREELAH D ; 2) REICDOT
BUIZHRBATES ; 3) HBEABMICRIOM., EFFILEGHREY
RVDHHIREOAEN - NEMERICEEZRITT 5, EMIE
FrIENEEZSIERCTIENMONIECGFEEOREIZONT
(. 2010 FIZTEF I iz ASCO DEERZMEIIKNT 2B EFHLUVY /
LZEEICETAFRAICEVNT. Cho0@EEIAROTERBASINE Y,
RERIAD>E)DID—BELTHODVES—IFEDBH
(pathogenic/likely pathogenic) . EDIEMHE. FF (FEFEHREL) .
KE (FLEERFADANYT 2k [VUS] ) OBRERR (k2 &3
B) ORAERBEBEOEMMUBRICOVWTHERT 5, WHUNUTY
k (pathogenic/likely pathogenic) DRIFETHIEER LEREDHESR
FHREICRANT 5, ECFHNBREOREOHENLGHES LI UVHOR
RIZKHT DEEDTREEICODVTHLELEDLE L TIEEL AL,
EiEEMEMAEIEHE (HSCT) 2ZT1-EETIX., MEMEN K+—mH
3k DNA OB ZERTAIEEEAH D126, MAERAKER W=D FERE
MREBIEEZDIRETHD, D& S G TIXATEET H LHRME 4
faxEELTREXNZRED DNA #HtHT 52 L, CADFAIEELRISEE
. R&®D DNA JR&E L TOEMEMBEEZEZEELTHL LD, FiE
HSCT #%I+-&& TXORADO LEMAENELIC FF—REMBIZE
BINDERELEHARLEHD ©° 5L FF—DNADEALLS
BHMDYRVEERET HE. OENEORBRAZRAVSGEGFEMRE
ICHLRANBHDEEZOND,
D RIE THH/NY 7> b (pathogenic/likely pathogenic) ASEEIZ#EEE
SNTWEIGEEIE. BEEMREZTO LA BRLEDLNE, T0D
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B A

&, EGFMBREEXZTNUNAORETORMBANY 7 Vb

(pathogenic/likely pathogenic) DIRRZFELFDR CEALICRE L T
L&V, AEORRAELGIBTOREEDORTMB/ANY 7 2 b

(pathogenic/likely pathogenic) DEEMNEHETH > =B AITHK L TIL.
FEAEDHE. L—FUDIABERV)—=07TI7+8—9 ik
W REEEZB-IVPECFREZZTLHVMEAT., EHEICHEN
/N1) 7 > b (pathogenic/likely pathogenic) DRFFEMNNBBEIX. &
B1/N1) 7 >+ (pathogenic/likely pathogenic) (BRCA1/2, PTEN.
TP53 Bz FDHEM/N) 7 > k [pathogenic/likely pathogenic] ) M7ETE
THRBEALAHKIC T O—LEITAEERZ S AL,
w9\ 7 > b (pathogenic/likely pathogenic) MDAEMNTALKXEH
DRFZTIE, BELGLIAREENAREBVNI ENG, FTIEHEE (I
BHRMEL-EE. MAMICRELZESE. BRORRENALNDE
E) OBREIPORATIDHAREDAHLELD, FEDRM

(pathogenic/likely pathogenic) ZBIREF/ N 72 FHEET 5 RIEIC
BLTWEWRY ., EERRMAERZ LN SN - ERARMEE - (X2
BAOREETAFENLEGENRE (Thbhb. ELFOLIEEESIR
ELERELEGCTFEEROBRLE) 2175 XFTH5.
RA. BAOBMRRCEGHIBELITWER NI —VIT—HT 5Kk
BEETHEATIE, LEABEBRETITIINI T MARESNTL
5BETH. REKIZC 2 DEBDOHEM/NY) 7 > b (pathogenic/likely
pathogenic) A&H A AIEEMEZZE LA ITNIELZ 5T, £ERERIIREMN
BEFELLY,
RAREEICEELGREERNREBDOONDIKAETIE. RRRNOHKEET
BREZTABVEEICRY., TOXRRESE (FLERRANDOI DX
RIEE) TOBRBEEEIARNETTHDS, COLSLGHEF. TDOX
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HIEED L IIBRETHEN/NY 72k (pathogenic/likely pathogenic)
COVWTHEELGIAEUIARERVRRBEDLARELEREITASE
THd. REHRIVPEETHNEFRELER (R2%25H) (. RRIC
BE &1 D fERY/NY) 7 >k (pathogenic/likely pathogenic) '3 %15 & & [
CLRLDOERIEIRELEL, COKSIC, BEFETHRENTHOLNT
WEWRKETORREFEDHRETIEH. BREHROERICELVER
DHBHZEICEELLGTNELGLT, BHOAHRETCORENHEIL
L1 BGEENH D,

BRCA BHEZLE - IIREICONT., REICEFL TV SEEF LR
BEENVGWVGEE., MBBEORN/NY 7 > k (pathogenic/likely
pathogenic) [CRAET 4HEEZ o dE (RILRFITER) CEEL
TWAE—EFEE_EDEREORELZERELTL LV, BEELGR
LT, RREFORERZERZEOERICIERGRBRANH S LIZDNT,
BRERINCELEDTHELARETH S,
EEMEEICEEZRIFTAEENH I EEMBRIIOFRICET 53k
4 [¥ College of American Pathologists ( CAP) & & U Clinical
Laboratory Improvement Amendments (CLIA ;%) DREFZIT-RE
ENLRTEIRETHY. SHITKEO—FHOM (Za—3—0 Mk
E) ICREMOHREZHNH S, FHED KB ETFEBMIE—RES
RETEHBREINT ., HEICE>TXENMRENDEIZHZZELHD
5053 fl Z (X, BRCAL2 BImFDFA LY b —H U RETIERETE
720y BRCAL2 iBEFDELICEEY 5. FNEKMEED DNA Bl %
BRETEIREELHEET S, LE=A>T. I NCCNHA RS M4 UEE
£(F. BRCALRZ B FDEIERERIIRE & KB ECTFHEEROKRE %
EUAREMNLGTEGFENBREOLELZRIAT S,
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Network® AES JUREEICHS T 5 EEFEN/RENE ) X0 55 T
VUS (R2%38HB) OERICEYHDI I ITDOLUIRBI-HE EIX, BEKRERICOVWTHAMABI I TWVENWIA /07 LA R—

nHEHMN, TNEFRRICEFHEABIVRIDOEMEBEDGTVREDS R EZR
TELOM, HEBIVRIVDEMEZERT 2LDOONDNFHADELRFEILT
Hd, COXIGTKRRTIEK, TOEEMZTHONITLHICIXZDHEMN
19RII/N1) 7 >+ (pathogenic/likely pathogenic) 1ZB83 % BINIERAS
DEIZED=H, horve ) o7 ETLGETAEGELEL., ThodE
FlE. BRBEEVCEMZZENLTANV T N E2BRETHTOTS
LigE, BIEFEREODKENZEZTHRTET 2-OOMEDBNEERE
FTEIRETHD, TDEIHBTOTSLELVEEDH E LTI,
Clinvar (National Center for Biotechnology Information [NCBI] O 7 —
HATT—2R—=X)  NIHHNEEZH L TLVS Clinical Genome
Resource (ClinGen ; https://www.clinicalgenome.org/) . KE. * ¥ 3,
Bk D Clinical Cancer Genetics Community Research Network
(CCGCRN, https://www.cityofhope.org/research/beckman-research-
institute/research-departments-and-divisions/population-sciences/clinical-
cancer-genomics/ccg-research-program/ccg-community-research-
network) . Prospective Registry of Multiplex Testing (PROMPT ;
https://connect.patientcrossroads.org/) . BRI EREA TH 5
Evidence-based Network for the Interpretation of Germline Mutant Alleles
(ENIGMA ; https://enigmaconsortium.org/) . International Society for
Gastrointestinal Hereditary Tumors (InSIGHT ; http://insight-
group.org/) HENH D, —ED VUS IZDWNTIXERMEERIZCDOLNT
DERNTOT S LECERET-—ELTLWEWNEELAHY. TDI L
TEFMLGERICEIZHBAREENH S LITEET ILELNH D
%, BHMRICE-TELGLIEBIFIONTVNS I &M Y, BRERELR
FENMRAL TVUS DEORRBICRYBERETTH S,
=i, HEEBICEERM® SIS (direct-to-consumer : DTC) 4—EXF
IEEE T 274 ) V&N LE-EGTFREOERNAEELTCETL
%, HEBICHEDBERZERRETHIEENAVTLIHBNLTRE
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AD—BELE (SNP) BETHD, TOLOILEEIX, RELREF
IEEREDOBFEESTARENEEREN) RV FHE Z R L TULVEL,
BEOET—IDOBREMET I2E=F T —EXNFATRETH HH.
CDEIGY—ERDRALELT. F+RGA U TA—LFavE b
DB, BRRMNELAES I UERYE., GoVITERMGREZEL LGEN
Efohd %, 49 ZDEFEXMRE LTz DTC REBRLERRERER
D—BEDBTTIE, 4J0%DAREEENRINIZITTEL, 8 BDE
BTNYTUROREIZRYLNH -1z ¥, DTC H—ERMLELNBIE
MOBAREEET DL, BESNEREZICKDEEMBRIIOHERR
ENHRIN, DTC REDFEREFIZE SV EEZNEEOE B IL#fE
IN7ELY 5,
BEITO774Y) ) THEDELRF (FIZIX BRCAL2, TP53) DiF
#/81) 7 > b (pathogenic/likely pathogenic) MEH LNEWNGAETYH.
FDEIEFIZHEK (pathogenic/likely pathogenic) 7% 4ESEAEZRFI/N 1)
TN EETHAREEEIBEESINGL, BENHLIERFITOVLTO
AEMBRRIECTREOREZH L TVLEEIE. BETO T 74
)T DERNEMFEIFETH>TIREZZEEITRETHD, b
DEHRFE FABERARADSNLELE) 2N L TEBAFRKRE S -EEMBER
FIDORRIE. BELFOEMARNBRGFT EINETHDS O TDLI4LE
B. FIIREZT - REENBULGRAZZ T TLRWNMEGEE, R
BEMNEEIND,
BRERICE., RHEFIIHL T, BREBICETHEGRHEDRE) XU DATEE
MEEBENRZITDHVRVFBE L VEEDERRICOVWTHEIRET
Hd, hovESI—FVRIDHLEREICHT DEEHV VLI VT
BLUVECEHMREZHEIRETHDS, —HORHBANYT Uk
(pathogenic/likely pathogenic) [FFENLGELBARLSHEBLEET S
=6 BIRIEX, 77>a3=8MllE ATM. BRCA2, BRIP1, PALB2 /\!)
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TUMEEET D) | MERICEATAERREICRIDOEREFLH-HIC
&R\ 7 >+ (pathogenic/likely pathogenic) DIRFED/A— b+ —
[CX T EBEEZERELTHLN Y, ERBARLSHRBICEET 2mHMN
1) 7> & (pathogenic/likely pathogenic) D—ZEIZDWL\TIL, & 3 5
BaoZ L,

Multi-gene testing

R =V TP U TREMERVAIE, BEOEGFOEERS % FH
ISIRET B EMNTRETH S, Nk multi-gene testing EFEIEN S, &
IEHEEZIZx T % multi-gene testing IC& 2T, YRIDHIEEELEEFD
MHREOREICET 2BERMNT7 TO—FARRICELLLTETLS,
Multi-gene testing Tl&. BEDREMREL VLS E—DRRE H L LILEHR

DRBEICEHEST 2 —EDEGRFERBICOTT 5. EROWRIZL Y.,

COT77A—FERAWVWD L TH—BELEFRETER DN AN - 12fF
#1/81) 7 > ¢ (pathogenic/likely pathogenic) Z#&H TE S AIREMENH
BT EMNREINTINS 2%, BRCALR BRED=HIZHBN Stz 198 AD
Z %12 multi-gene testing ZiEfT L 7=#IZX TlX. BRCAL/2 HREHIIEET
Hof- 141 ADKMEN L 16 DHFHIEENEH S 1= (11.4%. 95%Cl
=7.0~177) B, TNODEROERIL, BHREHIRIV—Z VT DR
[ZD%M o=, LI=H>T. multi-gene testing TOFFRIZERKIZE TS
EEAHOERICDGEMNDATEEMEL H S

Multi-gene testing [ZI&. HEDEIZEET 5 REXEDEVERFOHAEE
HHIELTENEL, BEENBVELRFLEDIEEDEGTFOAMAEED
52LELTED, BRRALGEBREDELEET LI ZHOERFEN/NN—T 5
BRGEYRINRIVEFIRAT S LELTHETHD ©, BEDZED=NH
[Z multi-gene testing Z ALY & LS HIBTIE. FEDBEDEORAIZREE
THIENHBALTCLWARE—BEGRFERET S LM EDLLLEWNET
ThHb, BETIE, EERMIZ actionable (FDNY 7Y FOFEIZIGLT
BERODBEEOEEAHNEHL>TCHEWVNSIT L) THHSIEMNFIBALT
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L5 AEY/N 1) 7 > b (pathogenic/likely pathogenic) DRIEIZERFE <,
multi-gene testing [&. & 4 EGHBSEIRE Z5HHATE L ELFIERE
AbNDEHEBICRVAREAGY 55, HIAIE, BEEICIEEIC BRCAL2
DHEBI/N) 7 > b (pathogenic/likely pathogenic) AMEAE T % A%,
BARD1, BRIP1, MRE1l1A, MSH2, MSH6, NBN., PALB2., RAD51C.
RAD51D, TP53 72 EMD/NY 7 v FHEEL TS RIREMEL H D 70 Ein
2L L BE T BiEEF & LTI, multi-gene testing [CEHBZENDTE
% BRCA1/2. ATM. BARD1. CHEK2, PALB2, TP53. PTEN., STK11,
COHL I EMNH B W8S, ZDLSICEBOBANY T Uk
(pathogenic/likely pathogenic) NMERBIZCEEZEZ TV HATEEMELH S
BEIZIE, multi-gene testing OADNEMNLZ VD LERAXMDIRENS LS
HEMEM BB 67677, Multi-gene testing (&, HDIFEDEREEICOVLTERE
T (FIEFREE) & Shf=h. BIERELEREREL S ISHEEHEDRZMHEN
MOTREEINLBEANCHLEET A ENTESD 675,
Multi-gene testing [T DWW TIEEREFT R EMEN N DD D, F—IT. ™
BROBERICIE, HBICHMKROEGTHR. rELM. RIZ0EAEHE.
NYTULOBREITOPILGEDRTEERHENALONDIGENSH
%, MEHEORVVEEG, URGHEVEL T HIREICTESLGN
EQH DB, KET HEEMEE multi-gene testing [FEFEFEGEIRIARE
THd %, FZIT, FEITEH>TE, HEKOE—BEEFOAMTIERRS
NTW=THA5—EDHEAI/N) 7>k (pathogenic/likely pathogenic)
PR —V IOV TEMTIIRRESINDATREEN H S %, F=IT,
BHOBEEFTHEN/NY T 2k (pathogenic/likely pathogenic) ASEIRE &
nd&, KRENMEHICHY, VRVEBEICOVWTHEZRT C AR
BHAGEENSHD B, EBFHEE. RESAHFEHUANYT UL
(pathogenic/likely pathogenic) @ 5 HEGEKEIIZ actionable 7z £ MIZDLY
THOHRET HRETHD,

Multi-gene testing B9 2 KE4 T L 22D 1 D(Z, multi-gene testing TET
fishd—MOELFICEET HEIXIDEEL. ThoDEGRFOR
BEICRHLTIRVZEEL, BELTWARICELT, T—2H0ES

MS-10


http://www.nccn.org/professionals/physician_gls/f_guidelines.asp

National

NSOl Cancer
Network®

Comprehensive NCCN Guidelines Version 3.2019
ES L UVIREEICHS T 5E

A RS54 UF&s|

IS5 H/ RN ) R 2 S e

NTHY. BELGHA FSA4 UDBFELEVEVWSH@ENHD B2, 2o
BREl. BEREOREENMES. TOLOTDERENEHBA MR
DEBHIEBETHASAZ LICK>TEHIELTLND ®, —8D muli-gene
testing Tl&. VRV DREREICEATET 20OV RIVEBDAA 4 UM
FEALERGN, BERENPEEDELGFEEIATLDIGENHD O8S,
TIHIZ. TNOLOEGFICEET D) RVIE, BEICZDERFOHAIZEK
53D TIREL . BT/ EGCTFHH SV EGFIREFMOMEERICEE
EZITTULWAAEEE L H D, T, HAERFOREDNIJTU REREL
BIRFOMDN) T OB TEEST )R IDEENELDGEELHD,
BIZIE. ATM OEEDEERFH/ND 7V COFEICEEERELZD) X
VEME L USREORAIFELE L DBEENALNLH., D ATM N T Y
b EFERSEZM & DOBELENIF EBRFETIETARL 8%,
UEDESHBDLUIDI=SH, URINPEEDBEEFIZCDOVNTHEHMN
1) 7> b (pathogenic/likely pathogenic) A& SN 1=IFED ) XY BIE
PEREBICEDESITV R ZLET HDHARETHAMNTDONTIE,
R TIETHATHD BP0, 512, REENTEEDEETFORET
JFoNFHRTIE, VRVEBOHELEIREBROAIZEDICLDOAN LK
ELEDLLENVAREME Y 5., Multi-gene testing [ VUS W& S h B 1]
BEME b S8 B 6364667374859 ZLImBBEM SR ENT- DNARKATERE S
NEEBEGTFDOATIE, 33~40%DEHET VUS HMRHE SNz ™, &
E#%(1TT PROMPT & STz 1191 AOBHIN S, BHLNT=/NY
T2 h® 37%hH VUS [CHFEENF-CEMNHIBALE %, TD&L 51T VUS
DBRHEFERFIMN G Y FUVE=86H. multi-gene testing DA U5 1E
KYUBEHELD, LA L., multi-gene testing DEFEAIEML TLNS T &
Mo, BHEEIND VUS DREEFRDT HETFRENSD,
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Multi-gene testing [&. 2FICHELTLSHLLWAHTHLHH. B
FIEOCHEERZ (BICEEEINPEZFEDEGRFITHHBNIT Vb
(pathogenic/likely pathogenic) AER&H LN T-HZEK VUS A& St
BE) [THSIREYRYVBEEOHKICOWTIE, BEATIET VAN
BonTWELWL 2, LE=A>T. & NCCN £EEE TIX. multi-gene
testing ZIRET 5154 (F. ERZOFEMMBZER L LT, BRERIED
hovt )T ERETITI L EZHET S, HRERDHER. 2015
FITEGEFHMREICET IH-LGFHZARLT- ASCO DHEL—HL
TW3 B, CORFDT—IANRLENTWNEIILEEET DHE. RN
1) 7 > b (pathogenic/likely pathogenic) MDRFEIZIX. BRRAEBRFE -
(LEEFEEADSMEEDIRETHD,

BIEHREEIEE - DDREEREE
IEBIEHRATRIZHEEDOSMEARETHY .. XETIEIEIZLD
RTEBEERNDE 1 LTHD ¥, ACS IZ&BE. XKETIX 2017 &I
255,180 ANREMIBEEZH SN, 41,070 ADEETRLET S LHEE
SINTLD S, ABEBORK 10%(EE—EEFORENLGERICLDI LD
T. RRATERT S 0897, BERMIEE - INEBEOHHEMG/ N2 —
(& BRCAL2 &z FDmEI/N1) 7 > k (pathogenic/likely pathogenic) &
BmRL TS %9, S5(2, BOHTENE 2 DOEGHERERETH
51)-750 A fEREE (LFS) &hVTUEREETEVERE) R &R
L. #RFh TP53 BIEF & PTEN EizFDHH (pathogenic/likely
pathogenic) 7R&EFEMARRF/NY) 72 MIBEET 5 %%, BRCALR i&Ein
FERRIZ. TP53ELF & PTEN E{mFIE DNA &8 X0 H Aa B £ f 1 42
E. BESNHIICEET 581ICES5IT2EAEI— KT 5,
CNEDEGHEEEREICIEZEY X7 QEMUNZWN L DOHhDHEBOLF
BLEHEH, CnoDEEBIEEEGTFUN (DFYELEEBARRN) IIF
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E9 %%M (pathogenic/likely pathogenic) 7 4EFEMERII/NY) 72 k
ISERT D=0, TONY T2 MIRBOWTAL M SiEE LI-mTEEH
NH5, EREFIILEORARES LS VCMMOBEOERELEEL. &
2EABHEEGERZRT (R 1%58) . Multi-gene testing % (F7-
FLER M 35,409 ADT—RR—XEHTIE. WA/NY T2 FOEEMN
40 MARBICBH EIN-HZETHRLIE . 59 RUBRICZMEIN-KHET
BRLEMNEZENTEINE P, ThASVWTALDEGHEREEED
FH-TIEfHA/NY) 7 > b (pathogenic/likely pathogenic) %5 (T#k <H#E
EMB50%THD, IbIT. ChoDBEGHERBERE CIEIERODRHRR
EREBLPHAMERED) RIMNMEMT I LLEET S, ChbDER
EAEIXEE (CBEE T S 9®/I/N1) 7 >k (pathogenic/likely pathogenic) (&
BREENGVNEEZZONDD. BOA I —2 3 VITIERED/NY
T D GEWADOHILEEF T EHMSELELFYAILUOD DT
BLEZONTWLS (2 BEv MRER) 00101, I5I2THhbDEGMEER
BHoiE (R F. ACRKZENOBELATELGSLIENSL (REF
g0, BEWMGE. REBEEOHLGLE) . ThoWIhhOBEGEEERESR
BETOERE)RVIE. HACERGEL S DERITEKEFT 5,

BRCA BEEZLEE - DRRBAFIRE

BRCA1l & BRCA2 OEEFI&. BEIHICEHLLIEREZI—FT 5,
BRCA1 E{&FIE 17 FLBIALIZER L. DNA EEI120Z T, DNA
BEICHTIRIGICETHMBAHF v I RS> FOFIEICEST
5LEZONTWVS, LM LML, BRCAL B/ LREMERDI:
OITHBET 20 FHBITIKAL LTHBHATH S 12, 13 BEBRKIMHE
95 BRCA2 Bz FIIEEFN LI=Z4XK% DNA I DIBEICEE T 5
103104 BRCAL2 Bz FHNDEEHEEZTEREDLRBHEEIL. ThZh
300 7D 1 &£ 800 7D 1 LHEFEEIND 199108, Fii. BRCAL 5L U
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BRCA2 MEEGZFHRNTHEDHEM®D (uniqgue) WU T 2 k
(pathogenic/likely pathogenic) MRIE SNz, LHL. LW DOHDE
BMEYR (R 1 258 N"HEOEHATHREINTEY. £TITIEA
Cywaa/N1) 7 > k (pathogenic/likely pathogenic) H\#E#iMD R E LRI E
DEVRETRDoN, BEHIEHBOEEICTERESIENTE D,
BlIZIE. 72ar+—YR1IFVYAKETIE BRCALH® 187delAG &
5385insC /\1) 7 > b E & U BRCA2 HD 6174delT /XY 72 FDSEE
400D 1 THD 517, HEDFKM (pathogenic/likely pathogenic)
HEBEE N TV FHMDOEFATHLHER S TL S 105208112
BRI D VO ELEL Y 488 ADIREITIE, 6.1%5A BRCAL2 ZR%H
LTHEY. ZEORBEIZHERLISVIEEEMN >z (45 BLIBITE
BIEN-XMETIE 12%., 46 BLURICEH S N-ZHETE 3%) 3, 2
BEMBEOMAZAET HEGRUERRD 90%LLEA, BRCAL2 EI&F
NOERICKDEHEFEINATD M, LIzA>T, FBEMEROMA
FETHIEERLVIELNEEOMADRERZE T HEATIE.
BRCA D f&ERY/N1) 7 > k (pathogenic/likely pathogenic) HVE&EFERHIIZEE
ONEREREIBHTENEEZILOND,
BRCA1/2 MJ&ERI/\Y) 7 > k (pathogenic/likely pathogenic) MDzBEHE(E
S (BRIZDOVWTIEER 1 281K) £EZ 5N $HH. BRCAL2 DR
/N1 7 > b (pathogenic/likely pathogenic) DRIFE THORFEEMHERIL.
FEARLCNY T U MERTHRRTEHRALATHS 151, FEEE
AU DEEFRIIHTE 41~90% T, SULVEIELEY) X &RT 18125,
EHICINODEGRFOXMERFEOINEREOAE) X VI1X. HEBE
(:J: L) E@ébﬁ 8~62%&¢EE$*L6 119,54,120-124,126,127o BRCA1/2 0)
REERFFMULI-ART—FIEXMRELTZ 2001 FDAZTFYVRT
(. BRCAL ZERHFICEITS 70 REFTOIES K UNERED T
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BIREURINENEFNSTHE LV 0% EHETFE ST 2° BRCA2 ER
REFEETOXRNET HHEEMEIX. ThETh 49%E LV 18%TH 1=, &
E D BRCA1/2 ZEFHEFE (N=1887) hd RV ZH#E LI-HiE =5
ETlE. BRCAL ZERHFED 70 RiFZ TOEES L VINEREDOFEHR
BURVDHEEENZNTFN 60%E LU 59%THH1- 12, BRCA2 %
ERFETOMIGT HHETEEE. TAEN 55%H &Y 16.5%TH 7=,
RFEAED BRCAL2 RiFE 9856 AEx xR E LI-fiMEIHR— FAET
X, 80 METHIEZEDRIEIY XV IL. BRCAL ZERIFET 72%.
BRCA2 ZEBREFET 69% TH o= MRSz 28, FAIMNIEE
ZEEN=BE (n=651) [THEITSH T0RETOXAEEDOFEHRIEY
A%, BRCAL ZTEFHET 83%. BRCA2 TERIFET 62% & i
EInf 12, AOMETIE., FEZHE 20 EFHOAIZEIZED RFEY
A71%. BRCAL ZEEFHET 40%. BRCA2 TERFET 26% L
EEIntz 128, BRCAL ZEREHE 19581 AL BRCA2 ZEREFE
11,900 AZx& & LE-EBRMAETIE, HEMLRTHETIZ BRCAL EE
REFED 46% & BRCA2 ZERFED 52% TEEDEENH LI,
BRCAL ZERFED 12% & BRCA2 TEFHED 6% TIEEDHAE
R#Honf 12 HEDEZHZREENRRTHABIN-FENLRFEY
/N1) 7 >+ (pathogenic/likely pathogenic) D& & BEET Hh ., BIEFE
MELFREMGHMORFNMEERBICEEZREZINITHATH S,
LA L. BRCAL/2 Di&wKI/N1) 7> ~ (pathogenic/likely pathogenic) @
REFICIIELENEEAADEVNVIRINH LI EN—RIZZITA
nNonTHEY., COZERKYETHLGRI)—=UTEEFHEE
BT H5EHTHD,

BRCAL/2 D&EEMIERINEEZFH T HEETIL PARP (R1) ADP-1
R—RRYAS—F) HEENEMNTHSIENEHR SN TSI L
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Mo, JE. BRCA BERICET 5—8 D NCCN JAEAA K542 T
(T, ZETHEHICHLT PARP HEEIZKHBEMNEREI A TS,
BAMGERE LTI, HER2 RMEBIEICHT 54T/ T 0§
& U talazoparib®®!, {LREEEFEHEDOMEEIHT 54 5/81 T 182
134 rucaparib®™>13® 1 EMH B, BRCAL2 OEEMBRINERZET
BB EPIERERINIIREEF - IBENEEEZXRE LT PARP A
EEEZRFATIVHEARDO M THELHBRNRE SN TULNHA 187199
FYKBBLES VA LERBIALDOT—2AR/RBELE SN TLVS, DNA
BEREE (BRCAL2 ZEKRE) ITX>THAESLUVUMNERIZEITE T
FFFTHANIRTHIERZUENFREINE S EN/|ESN TS 10,
WSOADHFEMRABFMNRHN BRCAL2 OFBINY 7 Uk
(pathogenic/likely pathogenic) TH#EDITonbFETKYSHEEIC
BoOondIEMNFEINTILVS, HlZIL BRCAL 2LEEIE. ER/PR 214,
HER2 gtk (FbhsE TR TLRHT1T1) ELTHEBITLENS
AHEENEN EAVLCDOIDOHETRINTILNS W, BHOHE
ThrYTNRAT 4 TEHEEED 7~28%(C BRCAL ZEMNHB &N
HME SN TV >U146158 12 EKERD 2533 ADEEEE THREIZ1T-
FARTFIVIRTIE, P TLRHAT 4 THEOLEE., F) TR
HT 4 TICREINLBTVEELELLE LT, BRCAL ZEREETH
HAEEMENE NS EMNREIN: (x) XY [RR] =5.65. 95%Cl=
4.15~7.69) %, WL O2HDMEMNS., ) TILRHT 1 TEEIZEIT
% BRCA2 ZENKRE|ZLRBINTNS, EHFEFLEIREETEIRSH
BWNRY) TLEAT 4 TEBEFDOHETIE. BRCA2ZEDRIFRIL 1
~17% ERESIN TN S H3W7152158155 | 40 R LIBT TR M SNz HER2
GIEELED L 396 ADRETTIX., 4% T BRCAL E£7=1& BRCA2 EEMN
B BT 6,
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DROEFATHRE LR M) TLR AT THEDEHICH T,
BRCAL2 ZEDRFED LENHEIN TS, REETERIWGH
2272 Fr—2RAFVADEERXMYE (N=451) I2HWLNT, R T
WX AT« TEEITEWHD 14% THE I, BRCA BIRELEIL 11%
TROoNTZ ¥, P)TLRAT« THERBEOY TV IL—T (n=
65) Tl&. BRCAZEDREFEEIL 39% TH o= (30%IL BRCALZEE,
9%I(3 BRCA2ZERE) ¥, EBLBMEINI-T a7 F—2FRAF VALK
HENRETHHOHAETIE, 11~18% T BRCAL2 ZTEIRE Shi-
113,1580

B TR HT 1 TEHEEEDHTTIE, BRCA ZERIFEDANIERE
BELYZEHERINEN oz 14919, N TLRAT 4 TEHBEBEEDKHE
Bak—bZxgE LEME (N=403) TlX. BRCAL ZEFHEE (n
=65) [CHITHZEEHDPREN 39 HTHo1= 8, ZHOEAR—R
DOHARIF. REERLFEHTERIA TV EVEFEERARICERE SN,
PUTLNRATATHAREEETHREL-BEE (DWHERK 40 BX
i) (n=106) T® BRCAl ZEHFHEDEIE(E 36%TH>7=h. 50
BETICEHINZEE (n=208) TORBFEDEIEIE 27% TH o1,
ESIV/FENREORERZETA NI TLR AT« TEER
# (n=105) TlI. BRCALZE[FLAD 48% TRH b1z 146,

BN BRCAL2 ZEFRETHLERIMD IR INELL G S %0, Bt
AEEEFEN 1 ALLEWEZEURID 26 RREZXRERE LIZHETIL.
77%IZ BRCA2 ZEMNRBH o fz 14, BRCAL2 ZEIZEHT 5 German
Consortium for Hereditary Breast and Ovarian Cancern D#&EREEZH
f=L71= 21,401 REDRFTIE, BHEOIERELN 1 AULEY., A
ZHOFBELITINEBEEN L AULLWDIRRD 35.8% TEEINRE
Shtfz 9, REBTERIATVWEVEHIEEETIE, 240 4~
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14%h BRCA2 QLB RIIZEDIRETHME L L of- 1021, B
AEOEMSEFEME (N=115; FICREEMEZRT—2&Y) TIX.

16% DIEHIT BRCA2 ZEMNFER S, BRCA2 ZEDRIFEIX, &
DREBTEIRIN-EETIE 40%. REBRTERINTOLVEVWESET
(X 13% THo1- %, BRCAZEZEZRFI H2FHUTIE, EDRRLEE
JRAJIE 7T~8%EHFEINTLVS 166167, BRCAL EEFHFAEICHITS
RREEEVRIIE12%THS %, ZhiZx L. BRCAL2 DEEMNLE LN
BT, FEOEE X135 0.1% (1000 AIZ 1 A) EH#ESNT

(72 164,168

EALMICH TS BRCAL2 MFEM /N 7 > k (pathogenic/likely
pathogenic) DFRFFEZFRET L AT I LB E LY, 50 @KimTi=iE
HEEEZEINI-EALYE 396 AEXWRE LI-BEMETIE, 12.4%
M BRCAIR EEFRIFETH =2 LRIz %9, BRCAL2 ZEFRH
BT, PUTLRHT 1 TEE (P<0.001) . ALES KU/ EILIRE
BOREKERE (P<0.001) 5 45 BFRETHZH (P<0.05) MDTATHE
HHLEEIIEN 2Tz CTNODOHMRICEDETEESIL. FF (50 &R
i) CREAMIBLEBHINIEALMETIEI BRCAREZEETARET
HHETRELT=,

BRCAIR ZENHFHEIIABEEFEDETLEEETSLLEVNSITET VAN
—B L TULVEL 7017 13 DR ZEZRRE LI AR T7F ) XTI,

BRCAL ZE%HJ D3 EHEE(T BRCA ZENDHVWEF LB L TEE
#E (0S) "FER U\¥—Fit [HR] =150, 95%Cl=1.11~2.04)

Tho1=-H. BRCA2 ZENRBFLEGFRDETLOBICEELREEX
BHohEMot= 2, 60 DFAE E 105,220 ADFEEEERNRE L
BEDABT7F I RATYH, BRCAL ZEFRHFIIERBFH LKL T
0S AR (HR=1.30; 95%CI=1.11~1.52 ; P=0.001) T#H>1-_ &
MFIBAL Tz 13, BRCA2 ZERIFEILERIFE LB L CEEFENE
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BEARRETH o= (HR=1.29 ; 95%CI=1.03~1.62 ; P=0.03) .
OS ITHEEZER#&H DM 21z, CDAETFYIRTIE., Y TILFR
AT 4 FEEBEETIE BRCAL2 ZEICRIFE OS LDOFEENRH LN
% (HR=0.49 ; 95%CI=0.26~0.92 ; P=0.03) Z &MRENtz, =12
L. SOHYITITIL—T@BFETIE 2 OOHBE LIRS EN>T=, 66D
MEEZRFRELTZ 3 DEDAZ2T7FY) P RATH, BRCA2 EEMNEER
BENEBERDEBETEMEET S (HR=1.57; 95%CI=1.29~1.86) Z &M
RENT=H., REMVLBHRE EALBTICIXBITERENTE—THo 1= 174,
EEREIEEZHINERY I —F U ALY 119 ADFEHT TIE.
BRCAL2 ZEZRHFHICEWNT, L PREEZTHVW ENEBFRDET
LEEYT D (HR=3.0; 95%Cl=1.2~7.7. P=0.014) C&MRrahnt-
175, BRCAL2 ZEDOREF L) V/\EEHLEOMICITAELZBEELRD
BAALY TS,

BRCA1/2 Mf&EHI/N1) 7 > k (pathogenic/likely pathogenic) [Z(dEEH
EFEEOEENEDH 5N B, BRCAL2 ZE(CE T % German
Consortium for Hereditary Breast and Ovarian Cancern MR EE 4 # i
f= L1z 21,401 RR2RDIREFITIL. 36 BRBTEMSINIZIEREN 1 A
WARRD 13.7% TEENKRE STz ¥, 50 BMERBETHELEZH SN
f-HBE&E 6478 ADEM TIX. BRCALZ2 ZEDEBREFHFELLEKLT
BRCAL ZEKZRHFET OS AFRRTH-7=H (HR=1.28; 95%CI=1.05
~157, P=0.01) . REBLVBEOFEZEEICAN-EZHR TIEHK
HEMICEELELGLLEM D (HR=1.20; 95%CI=0.97~1.47 ; P=
0.09) 7, BRCA2 ££(%. BHHMORID 5 FMZERE. OS DET
CHEELEEZ RSNz (HR=1.56; 95%CI=1.06~2.28 ; P=
0.02) , BRCAL2 ZEDHRHFETIE. REFHIRLICEL L LIRER
HERENELCHAREELNH S 78, LM LAEMNS, BRCAL2 ZEEA ¥
LTHEY., ERTHHRODAREFICIEE(XIERZEBEELS 3 ALLLEL
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% 176 RRDBHTIE, TS5 L-EREF - CREFHDOETIEOR—
PR, ERMICITEORIEREOFEREMOERRED LR G EDLE TR
XPREBEMAFICER L TWLWSAEEMNARINT 1%, REMILEIC
BRCA1/2 M¥&ErI/N1) 7 > k (pathogenic/likely pathogenic) &DHEL
MEEEROOoN TR LA, BRCAL2 O FM /N 7 ¥ b
(pathogenic/likely pathogenic) ZH Y SELEXRE 479 NADFE TIL.

REMIHEEZETILXEERERETHEVIEEZET SHELY LZHE
EOMEMN Sz EATRES N (P=0.024) &,

BRCALRZ ZEFHETIE. HEE. WEESLUVERIEED ) XV EmM
RBHond B8, BRCALZ DETEMAARIIEZRIT EREINERD DAL
(&1 10%IZBE LTINS 184185, 2222 AD EEMIIREREZNRE
L= ClEk. SERUERRMEEREETE. 11%H BRCAL2 ZEZR
BLTW=C&ARENT B8, ZEMINRELZHIN-EETE, 13
~20% & LVS E4E T BRCAL2 DAFREHMBRINEENZEO LN D
124187189~ BRCA1/2 Z2EIZB9 % German Consortium for Hereditary
Breast and Ovarian Cancern OREBEEREEFHmI- LIE-RRDEHT (N=
21,401) Tl EEBEN 2 ALLLEWVWDIRRD 41.9% TEEINBRH S
nfz ¥, LKL, NEEOEGEFNRANHIRROHNEHTIE
BRCAL2 ZEMNER INGWI ENRESA TN 99, LizA>T.

NEBEORRAICE DELFEEIMBICHEET SAEEENT L 19, KA
M BRCAL2 ZERIFE 9856 A& xiR & LI-AIME a/R— FHRFETIL.

80 METOHMERENDRARIE) XV I1L. BRCAL ZEREFEET 44%.

BRCA2 ZEEJRFET L7% TH oz LRSIz 128,

WS OMDMREIZHE T BRCALR EEZHIT HIMEEBETIX. RE
EZRBFLLVERBIVEFEENBUOEHRESATE Y. EBKEL 92
W, 7oahF—CRAFVADSBEELREINEEESE (N=779)
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DEFIBHAF TIE, BRCAL2 ZEERZFITHEEODANREERLZRIFL
BOBFELVAEFHROTRENEEICEN ST (54 n Axt 38 1 A ;
P=0.002) %, BRCAL2 ZERHHE (n=1213) BLVEREFE (n=
2666) DM EREINRBEFZEZTRE LTz 26 OBEEHARETHEL
T-fEHTTIX. BRCAL2 ZEEZEITLEBDANEFEENEMN o= 1%,
MEEDIEREFEE L BRCAL 5& U BRCA2 EEDRBEHIZHITH 5 F
EEREIFNEFN 36%., 44%, 52% THo1-, EFERTRE-FEREE
[T HEERRBFEDEALEF. BRCAL ZE (HR=0.78 ; 95%Cl=
0.68~0.89 ; P<0.001) & BRCA2 Z £ (HR=0.61; 95%CI=0.50~
0.76 ; P<0.001) D EBELIZTEWVWTHEETH o1 %, Australian
Ovarian Cancer Study Group A& L f-/2BM LR (Rhi&ELSS) DR
BEODELZNRETIEAR—ADEFXNEHE (N=1001) TIE,
BRCAL2 ZEDRFEDANERFE LY L EEEAFHBO P RIE
(20 n Axt 16 n A. MAFEMICHEETEHAL) EHFHROFRE
(62 n A%t 55.5 # B ; P=0.031) NEBICRIFTH o= 192, 61,
BRCA12 ZEDREFEIL. FRFEFLLENTHRESTHERICKL 1L
Z2HEEICIRT DRGNS (FEFIV SRIZEREL) BFELEDEI5TH-
T=o
AHFICEY FHEERE BRCA2 ZEDRFETRLBRFELGSHELDT
HY. BRCA2 ZE%*ETHEENDY TV IIL—T (n=53) TlE. £%FH
FIARRIEA 70 H» ATH 1= 2, SERMERRUENEEDEEELXNRLE
L7-8Z8 (N=316) Tlk. EEFRFE BRCANFERDESE)
&Y BRCA2 ZERFEDALNELEHFEE (HR=0.33; 95%CI=0.16~
0.69 ; P=0.003. 5 F4£HEFE 61%x 25%) LEMELFR (HR=
0.40 ; 95%CI=0.22~0.74 ; P=0.004, 3 EEMELGFE 44%x
16%) MNEEIZEHI o1= ¥, Gynecologic Oncology Group DEEERERER
[ZSMLF-INREDZLME 1345 AEXNRET HEEMETIE. BRCA2 &
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ERBEICBVLVTZEZEFRRBFELVERICRVEEELTHM (HR=
0.60 ; 95%CI=0.45~0.79 ; P<0.001) #& U OS (HR=0.39 ; 95%CI
=0.25~0.60 ; P<0.001) A@EH BNz ¥, 512 BRCA2 ZEFRHE
TlE., —RIEFEEICKDENEDS CGERIFES LU BRCAL ZEFH
FELHBRLT) BRICEMN o, MEHMIC BRCAL ZE(ICITFERPILE
BEICHT DR EDEZEIIERDO onGEM o1 19,

BRCAL2 ZEFRHFEICH T HMEEOHEBEZT. REMEELZHIND
EEAEL ., ERFEOMBRELERTEEEDSVVEENS LA, B
NIEE L AMBEMNERL EEREEOEATHRESIA TS 183184188.100-
201 FRFIFHBMENERELE LEEL TLVS 187189 gt F RIS
fElX. KRAS ZEX TP53 ZELEDMDEGFERLEELTLNSTA
EEMEMNH D 202, TPS3 D HE M /N 1) 7 > kb ( pathogenic/likely
pathogenic) & LFS ICBEE L TWL% (TSR ., ELRMINERE
ZIE, BHaiES. MREEMES) IC(E BRCALZ2 ZELDFELE
ENRBDHON TR 28 thDBEEEESEEREICEHITIHIILELH
%, BIZIE, HEREEEEEIERAY-O H—REFEFICEHT S8
HRHEHMN (TESB) . 2L -S4 T4 VEEREIRAY-OxH—
REEEE & DICERL BAEKRBNDELLIZHLEHT D 20429, REFIDT—
AlE., WROEBEEHEES EREMLRMEINERES) $ BRCAL2 £
BEEELTLWEWIEZRLTWS ¥, ZOEHUEESTIE, IR
DEEMHEBSEOFEIIECENBRBEOREEL A% L TULVEL, HIRE
WZ &2, EEHEREY RIDAE D BRCA ZENREB SN B VRRD
THTEHIIREY R INEL BN ENFIBAESHEDRRENSO TR I
TWd, L LGrs, ChoDHERIREMNFEEABREADOKRET S
[CK BB H o -TTHEEL B B 20,
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)RVIERINENERLEM (RRSO) #5117z BRCAL2 ZEREFE%
HMEELEMAETE, RESLVNEDHREBLREBEMREICL T,
45~9%DEFI THEMDRARE (XA Ma) BPER I 2123,
JREERRNE (TIC) FREUHINREORHADHEERELEZ 5NBHH.
RRSO #%(17- BRCAL2 ZERFED 5~8%IZ (MDBEEDHEIZH
Mh5T) TIC AR Shiz 211214215 BRCAL2 ZERBFETHR L
BINONBRHEMEZICOVTIL, INERLGV LIIERMEAE L H
A THA I EMESNTLVS 211215216 TIC DFLEHEIL RRSO %
(7= BRCA1Z2 ZEDFERFE L VRFEDANB LK I THLHH 21526,
KikFEL BRCAZEDKETERL TV WVEREBEOEEFEHICENT
3 TIC ORELNHERINTLS 27, YRV EFE (BRCAL2 ZEFRHF
B) FEZTOMOBARMGEL TFHEZITZEATY TIC DXL
NEEINTWWS I b, —BREAICETSH TIC DRERDPERIET
BETHD, LEA>TEBAICEWTIK, BARMGEKRICH L TTH
N-REZMEHE T TIC AR I NIz12(+TIL. BRCA REDEITEIE
LT HIEIEXTERL,

BRCAL/2 DA FEMAERFIZRICHIIIRE ) XV DEMEEENH D L
NRESINTHEY 2820 ZOREEIFETEIIGEBERNIRETRD
B AbND 2128, AR UORILIREEFEOREEIR— &R
ELE=#E (N=2019) TlX. BRCAL2 ZEZREFH I 2EETIX. EH
EOSWRINLIRE (FUYRa7=8) . ) o/N\EEHE. EREEHEDIE
EN, ZEOLHVWEZELYAEICEVLI ENRENT: 2, REEOSH
FERTERIN TG WVERHRNIRESRSE 692 AD®E T, 5.3%
T BRCA2 ZEAH. 0.9% T BRCALZEEMNRO LN 28, &2, AE
TUR—DT—EAR—RERAW@BFTTIL, BRCAL2 HLU ATM (F
B TEE - HEELEET SMDFEL/ Y 72~ (pathogenic/likely

2019 455 3 i 01/18/19 Z4/F#E © 2019 National Comprehensive Cancer Netvork® (NCCN®) . SREE# A 281ET %, NCCN DBIRDEBEIC L D564 < . AHA FSA UBLUVIIITEFNDA SR FEERHTHILIE. LDVESHEICEVTEREL AT,

pathogenic) | #58) ZENRBFEIRREBZEIHIEETRLS
Ly (8.2%) ZEMRENTz, COMRTIEFE . FRFFLHEBRLTR
BEOIIIRESEE CREFHMAFRICEN I EABHLMIZESN
= (FhFh 5 Ext 16 £ ; P<0.001) 22, ZOBEIL, A&, £#.
PSA B&UT YU ROT7THELEZIGEHEKAL L THITEMIZER
Th-otze BIABREREEBETCET7 a2y F+T—2CRAFVYARRICE
BRCAL2 ZE L DEAEMNREH 5. BRCAL DRIFE(E 0% ~2%.
BRCA2 MRIFEIL 1% ~3% T o f- 218225228
NPV BREOHMANMEML TV DIZHIEL, BEEFIZHITS
BRCAL/2 ZEDNR#HFEILX BRCAL T 1%~11%. BRCA2 T 0%~17%
THOXIEIENARICKYRINTING 22927, =L, TNHDOHE
[CIEREHSEROESE 29283007 1 5F—DRAFVARRDES
BAOAERRELIZEDELEFENTEY.,. LWIFhi BRCALZ EERE
THEHELGIEENTVAIREELH D, NRIILBREZRHVV LY RED
METIX., —SDERE(T actionable 72 BRCAL/2 DHEM/NY 7 k
(pathogenic/likely pathogenic) ZHB L TWAHZ EMER I TS
(BRCAL Tl 0%~3%. BRCA2 Tl 1%~6%) 2824, BEEDIRTE
NEWIELEEERT HE 224, BEICBEZITI LV ERINAIREL
HEEHFEFYRSGULAEEELH S0, ZHBREOCHICEEORES
T35 &N, ZOREICE>THBELSAERENELH S,
WS DOHMDHAEIZL Y. BRCA ZERFBICEVLWTFERBEREED
BENKY XA VENATREINATIND 2527, FEHHAZ LT RRSO #
ZI(1f- BRCAL EE%HT 5L 1083 AEXR E LI=ZHERERFIR
EFIR— FMAROEBITIE, BAEES LU/ FLEREAEELOFER
BEO)RIAENI LRSI 28, LA LGNS, BRCAL2 DR
#/31) 7 > b (pathogenic/likely pathogenic) DIR¥FEND—ETEHES
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NEFEREREDOYRAVEBMIEL, EnoDEENFEXF LT VRES
RITWIENELEATHY ., BEGFEROFEICLSLDOTHEHA
WATEEMED B D 2920, 72 a b+ —PRIAFVARRODFERERER
HREEFENRELIZ 5 HREOAZ2TFH ) DRTIE, FEREERERE
HT H5LMETIE BRCAL2 DfEK/N 1) 7 > + (pathogenic/likely
pathogenic) DRFHEENEHE (AL 72 a7+ —CRAFTVYAR

R) EHBLTEWZ ENRESNT- (OR=5.4, 95%CI=2.2~13.1) 5,

HAHMETIL. BRCA2 ZEZEFTHrMETHORFD YR IV HEL (E
#{LMEL [SIR] =4.76 ; 95%CI=1.21~12.96 ; P=0.03) . L&
EEZITERETIXEIZEN o1z (SIR=8.11 ; 95%CI=2.06~22.07 ;
P=0.007) *', BRCAL2 ZE%ZHT % 490 RRDMEM TIL. BRCA2 &
ERFFICETSRNEREOVRVERNREINT: (RR=994 ;
95%Cl=11.1~359.8) 2%2,

NCCN D#LE

L NCCN ZE&I(E. BRCAL2 D fFHI/NY 7 > k (pathogenic/likely
pathogenic) #EH T 2RRZDMBFIZH L T, BHEFRHIREESE
BT 52 L%#ETE (ZILTYXLD IBRCAL2 DREERE | 25
f8) ., BRCA1/2 MfFEHI/N1) 7 > k (pathogenic/likely pathogenic) AV
BLTLWELWRROMBETIE, UTCTERT IREEELEH-THEIC
HLTREZEZEBEIARETHD, ChoDHEEC 1 DTHHRYET 58
F. SSIC@EAMELZURVEHHE., ErhH o)y, LIELIEERE
FHREBELEENDELLG D, BN 7 2 b (pathogenic/likely
pathogenic) NEHEINDOEREIRRZROBRIZIECTEET 5. REKE
EFICEICVRYDFHETIE, BALERADRZREER eI RE
Thd. UTICHRRZBEREZIZONT., HEEE] LIE—FHDRR
(BAFERERA) OFE—EF. E_EFEEZEDAREEET. ¥
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BEEMAEONTVSIATHDEAN (FIZE. RRHNT 45 RLEFETHE
FLEXUDOE—EFR-FE_ERREN 2 AZTERSEZEELE) TR,
RIEEMEDFR/N1) 7 > b (pathogenic/likely pathogenic) MW Ech 3
HENB/NMNEESNLAEENH D, BELTVEVEXEDEREN
ZHWBRZRTIE., HH/NY) 7>+ (pathogenic/likely pathogenic) @
BRE SN DAEEMENFERICEL LD L H D, ECFNREOEMN
(XERERBIIZHIE T 5 RETH D,
LFEERIF. UTOEED 1 DULEIZMATEEDEFEZET HEEIC
Xt L TBRCALR REZERTH_ L ZHET S
e ASRUT TSI
e RIHBEBRLV/FLILERENZHERKRZEHT 2 DUELEDELDS
FEFEEIE (AAMEEEIEELS MR SEHOREIMERLE
FERMELITIEFECELZID) OBHEZITTNS
o KAMN 46~50 M CEEDBWZZIT. REENTHEIIR O
TWah., PHERZEAOLTELGLIREHIEOBHEZITTLS
M OEREICEHZROLITIEEREENS 1 ALEWSEA. B LA
BHEICSEMENLRESRE (JYVY2R3I7=27) A1 ABEN
%
e 0MUTTRYTILRAT« TEELEEH SN
o KADZHERIIHMDH ST, AHREIC 50 BRUT TEHEZT1:
IERE (NERLFEREEREZET) | GEBMAINIIRE (ERE
FWFELITEZRERETIHRAIN., RRFEHBES & U regional bed F
=IEFBY) UEZ &) . BEFLEFIEZEEN1IALLNS
e EREBICEHRZMHLTIEZDBHEREEN LD,
BltaE/ N7 2 FOEFITIE, ZTORESMITEBEMBRIITHS L
EHEETCHEINDS, 727 F—CRIAFVARZRTIHEOBRELH D
BETEH. RBEEELB-I-OICCAULORERIILELZ AL LA
W, MR T, B NCCN ZERIE. WThiBHEKICHADLST, IF
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Bz, BE. BRMANIRE (BRBREFEL(XER TR FEBH
EOREZAT H2EHIINT 2RELH#ET S,
THERZMOLITEBEEERLRE (VY oRa727) OBEZEE
TEHEET, UTOVLWTIAMNIZHTIEESIGEICIE. REDOEEAHE
SN EREICEHEREZROLITNER. BEF-ILEBEANIRE
(ERB LW/ FEITEBRBRETIHBAIN, EREBES KU regional
bed £IEFAR Y D/ ETEET) OEFEDHLIE 50 ZRFTEHSL
EEDBEN 1 ATHUD ; ZWER ML T IEFIEFNRIIRED
BEN2AULNDS ; 7225 F—PRAFTVARRTH D,
REEDHZHT S (BRCA EEEDEEENZLY) BATIE. BEZEH
HBITHILL, RERBREZMBRI S LTOERLGRRICOVTELES
RETHD, SLBIT, BOZWHEZTTLWEWMEADREIX. RRAD
RinE CREZTABWVESICOAZEIRETHD, BOZWHERIT
TWEWEAD BRCAL2 dFEMI/NYJ 7 >k (pathogenic/likely
pathogenic) #REF L TS AEEE 251 MI 5 L TIEX. TDEADERAE
DEBORREETEOEAANEREEDORICVDDIRBEDXEAHRED
FEEWVOAFITEDWT, BERMICHEITRETH D,

BRCA1/2 M¥&ERI/N1) 7 > bk (pathogenic/likely pathogenic) DIREE#E
ER-SEVMEANICOVWTIE, thDEGEHEEFOREEZEE I RET
Hbd, MOBEGHEEREICEATIRELZB-ILWMEEIIONTIE. &
ZBRIE NCCN RV Y—=2THA4 FZ54 > (www.NCCN.org TAFH]
BE) TSRV )—Z= T %HRT D,

AKAA R4 DEMIE. EEHAES LU/ FIEERENERED—X
BLUOZRFHICEATHERETIRETEIIETHD, LEDK>T. KA
1 FS4 0T, ERMEES LW/ FLIEEGHINEEEEIIRT 59
FIEHEEDERRICOVWTITERMLHEZIRE L\, BRCA BE
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BETHEN-BETE., 2 FENREINDEZEZHTET HELTFEN
RENEH LG LAEEMENH S (Wwww.NCCN.org TAFATHELZLIE. BN
BESIUBILARED NCCN 4 RS54 U &5R) , £EMBRIIED
HBNGEWEGHT, HoWdEEZNRLETIERE IO I74 ) IT
BRCA1/2 M¥&xRI/N1) 7 > k (pathogenic/likely pathogenic) AtRH Sh
=15 EZ(E. BRCAL2 DEGFHIREEZEREIRETHS,

YR OB, Ho>t) >0 H L NEE

A NCCN A4 K54 >TIE, BRCAL2 M&EWH/NY 7 v b
(pathogenicl/likely pathogenic) MRFETH S Z LA LN LHEAIC
BERFHBREZERIANENENZE T 2 LHATERREBED—IB
ZHERT S, —EQEKRNG) R VFFMELEEZFMICIRALTWS (7
WY XLD TBRCAL2 DEERE | 5B . EiGtEE - INRE
ERBEOREBEEFRBL-IBAACE. VRIFMELD ) DT I2H
WT., BEFHREZEREINETHS. BRCAL2 DFEH/NY T 2 b
(pathogenic/likely pathogenic) (ZBET EEBIE—MRICH AN IZRIE
THEMS, —HRIC 18 BERBD/NRIZEITHIREIFHEREI NG
H. EFMLEBAOEEELG L 2, EEREILEOLEIZE
BRCA1/2 M&EHI/N1) 7 > k (pathogenic/likely pathogenic) DIRZEAHE
BIND (FILITYRXLD TBRCAL2 DEEXEE | #58) . iFE,
CHOLEXMETOREENALFLTE Y., 40 BRBETERELEH SN
THERRE LIE=HIHETIEL, 2006 E£H 5 2013 EFX TOHBIZET
PREEOLAMNRENT (77—95% ; P<0.001) 2%,

BRCAL/2 IZBREID R/ 7 > b (pathogenic/likely pathogenic) HYEE
OONBDZRZRDEANICIE. ThIZIELEREZTIRETTH S,
BRCAL1/2 [ZERXID®#I/N1) 7 >+ (pathogenic/likely pathogenic) HYER
HoNBTVWRROBEAN (BLUBREBEREZFELIAAN) ITDOVTIE,
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BRCA1/2 DEBEEIRE CKEHECFBEROREZEN-. 21
R FERE LT HARETH S, BRCAL2 IZERHMDEM/NY 72 b
(pathogenic/likely pathogenic) MFEHLNERFRT. REMEHANV Tk
DIRETEHM LT 5HH BRCAL2 MK\ 7 > b (pathogenic/likely
pathogenic) DBEEZZITTLVEIMEAATIE, 7T XLD BRCA &
ZGEMHOIDERE | THEZRLE: (SHICUTTEELTWS) XYY
—Z VI AERIRSRETH D,
BRCAL/2 MJ&H (pathogenic/likely pathogenic) 7ZZ{A#ARE/NY) 72 k&
ZLHL, BRENTLWEVWRD I —TUDIEEREE 273 ADRATIE,
BRCAL2 DAHMRAZEENRE SN-EIEIL 3% THo1= »° BETND
74 )T THEM/N) T2 b (pathogenic/likely pathogenic) ASE2&H 5h
f=15&1%. BRCAL2 DELFHIREBEEERITRETHD >5%
BRCAL2 ICERXN D REM D HM /N 1) 7 > b ( pathogenicllikely
pathogenic) BROLNHBWNT a2 F—CRAFTVYARROEBEAIZD
WTIE. £9 3 DOBHMDRIEE/N) 72 MZIDVWTHREZITL. £0D
& T/ (pathogenic/likely pathogenic) ZrBlItaE /1) 7 > MR
LHESNEBEELIVREIZT V275 —CRUSNDRELEENT
WBIHEE (Ff=[3thd BRCAL2 REDEEZH-TIHE) XX, BIE
MR EERZENREZZEETHILEVS770—FhHd., LHLEHLNS,
H-HERENRILLFEAGEE G 2D, ELDERMD Z DR
M7 TOo—Fhopih,. SENLTREZERTLHIILEAEAITLDS
( T'Multi-gene testing] Z&8) . B OB /ANY 7 2 k
(pathogenic/likely pathogenic) NEBHOLNLGENVADRRICEDEER
RIEENA DN DEEE. EMEEDLBEL TKLY,
AIEETHMNILEIC, BRCAL2 D iEHI/NY 7 > k (pathogenic/likely
pathogenic) ZREF T HAREEMINRELBVRRNDEE ZRVDEEXR
RETRETHD, RRNICEBELVEBFEET HBEIE. LUTICEKRET
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PEEERVDBERMRELTEEREIARNETHS : SHFEHMNRBDIEL.,
mEEREFEIIERDORFEENH L. HICEEZEHL TS BIZE,
NERE) . RimELEDOBEFZRAREEL, RRAICEFELTWAEEEL:
FMEEZEBEENAVVGVEESEE. BRCAL2 ORFB /NI T 2k
(pathogenic/likely pathogenic) & DBEMNEEINDE (HIZILX. AT
VRE. R, 2R ERELELF—EFLEIE_ELREORES
EET B, LFS 8L UMV T UEREOELRFENBREELZEET H158IC
LECIRAINERA NS (TEESH) .

FHICERLIEELSIC. REEBORENR. RRNDEY) L HiGE CTHRE
EFITAGVWEESICOHABEIANETTHS. RNV T UK
(pathogenic/likely pathogenic) MRETHEM LG >FEAIX. 7TV
AL BRCA ZEGMHAIDEHE | THEERL: (SLIZUTTHE
BLTWE) RVV—ZVJICEATHHEICRSIRETHD. HAHLIE,
J®BI/N1) 7 >+ (pathogenic/likely pathogenic) Z ¥ L TUL 5 EEEM
MARIZEWVAIDEREDREEZZBELTL L, BREZZITTLVGRLME
A% VUS BERSIN-EAN (BREEDZVEERR) (S, BT
AT S L~ADEMEBOH LN, BERERERICESOTEAME L1

BTERIRNETH D,
B %D BRCAL/2 MFxKI/N') 7 >k (pathogenic/likely pathogenic) R
FBICHENGAD RV IDBREL LT, BESSLUVEBEOREARE
DEMNAH D, £-BEEMD BRCAL2 O FEHM /N 7 > b
(pathogenic/likely pathogenic) DRIFHIZH T B EAV L) UT
DEEHRIZNMA. TOREDIV RV BFELEIRETHD. Aot
VUDFREE (FICBHIEICETLSLN) LEHINA TS, Chic
(X E D BRCAL/2 DRI/ 7 > k (pathogenic/likely pathogenic) &
BEICBITHANLBRES S UERE) R VDEMEEEN TS 57258,
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BiREE - IREEREOEFMNEEDHEL. BRCAL2 BRIEFEICH
(THEEORERIE. WEFZ) X/ DEM. BHIAE) R I OREICE
D<K, EEFIZT BRCAL2 D HEHI/N1Y) 7 > + (pathogenic/likely
pathogenic) DRFENVTEGFHNEEZZ (TG LMEAL. BRCAL2
DB/ 7 >+ (pathogenic/likely pathogenic) REFZHEER LR S Y
—ZVJIBBAAFRFSAVICH-TIAA—FRETH S, BRCAL2
DRI/ 7 >k (pathogenic/likely pathogenic) AR SRR
HOTREENIT U FOBRETEME L Lo =EAX. NCCN FiE&D

ZWHAAFSAOHERIZHE VI A D —FTRETHS

(www.NCCN.org TAFHEE)

ROY—=2T(Z T SHE

BIGHEHE - INRETHONLIBHRELZRIRL T, BEOHELLEN
THEBYBREMNSDOMBR V) —=V T DEEEARASIND 29,
BRCA1/2 MJ&EEI/N') 7 > k (pathogenic/likely pathogenic) MDRZFED
KM TIL, breast awareness Dil#EE A 1 BIOEEAMGEREZE 18 mhH
5, E2EIDME - RAZE 25RO ORBEITRETH S, 25mM 5 29
BETHE, AEEEZMRIIZKZFE 1EORY )—=25 (FARETIEA
BREHD 7~15 HEIZERE) £=1& MRI ARBETEAWVGEIEE 1 [
DIVET T 71 522THRETHD., REREIC 30 FRBTOIEEZ
NS ENDIEEIE. RV V-V OMBREREERNICRAET I L
MTER 2120202, 25~20 IBDEFWMBETIE, YVEI T 71L& YEE
MRIRZ ==V DANEFELL, EOEWVEEMRI RV )—=25
21, AABEAIMIIL. MRI 4 FTEROIET. FLE MRIIZHEE LT
BAHREIE. i TOFATREENBEIZLE S, 30 HH 5 75 HE TIE,
RUETS 74 LEEERE MRI OmAEE 1 BETIRETHD, 75
BUBOERIL, BARICEEIRETHL, FLEDBEZZT-AHEA
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EVIBRMIEZ T TOROEETIE, FHICED(HEIK-TIVE
574 LABEEMRIIZKDRIV ) —Z VT MGEIRETH S,
IVETSTA4IRBEHRTEICHIZY., EORRICEITHIZEMER
D=V TRELTDOREERZLTER, BETIE. TVETS T
1 BARDPIEDEEEN) RIVDEVEEDRTEREZRTIESLI L%
TRELET—2EBEELLEWN 28, £, IVEST T 71 TIEABEREL K
KHbN, AEMEICE BRCALZ ZEDHFECEEEDIEMAB L L
FERFEOMICHEENRDOoNTEY 25467 Tholde bITLERME
FOXMTEREICEL D, REICBET HEBREEOCEEEDOSTE
IREES (ChoBELEBMEEDEEIZEZL) EXVETTT4I12&BR
DU—=ZVTETORERT LEEEMFONTINS 2428, RiktHELE
DE'JRY (BRCALZ ZEMNEREINEIREENSEENRDON SIS
B) XEICB T2 —RASURFEZHRLI-FIRAEHARTIE, 2z
EHRRTEHLETETIUET ST 4 (33~59%) &Y MRI RO )—=>
9 (17~94%) DALBRENTNE—BELTHRESINTINS, —EDH
#TIE MRI OALABEENAS . MRI RV Y—=2% (81~98%)
IC&2HBEEIL. ToET T 740 (92~100%) & YEFEOHREE
Elpofs 9126921 T PF Y RV ERICEITHBERRERY ) —=
VODEE (33~65%) (X, YUETS T4 TORELRABEELEAON
fo 259269271 BRCAL2 ZEMNER I NF-KE (25~65 &% ; N=496) IZ
BIFEZFEL1ED MRIBLUVIUEYT T T 1 DENZ T L F-HEDHIM
ERXH -V (1997~2009 £I2EM) T, HEBREBMSAKT
Rz MRI ORBREXIVET S 74 LB LTHEIZEN 1= (86%%t
19% ; P<0.0001) 2, k. ZENEH. BEOFREMEL EDRFIE.
2 DDRY V==V T EOERMN LG BREICEELFELTRIFSEMN 0T,
BEELRELT.MRI RV Y—ZVFICKYRRINT-EOKRZH
(97%) (FREADEZETH 1= 272, ZEIHLD T+ O—7 v THIMHFR
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EA 8 FORATERFLTL-=EE (h=24) D56, EFEEHFETRL
BEEWGL -z, EOREEZET HHEE) X DEMEREE
THLEGFEEEXZAT XM 606 ADEMTIEL, 3LE MRI X2 1)—=
DUDBEILTI%ERE SN, FEEX86% THo1= 273,
FRDAEITTRTE 1 AERORY - FZET@L. T0%
{I¥ BRCA12 ODZEEREIMEZR SN TLWEWWEANEZEA T,
BRCAL ZE{E#F#E 1219 AL BRCA2 ZTEREHH 732 AR ELT
HMETIE. MRI LB LEEEDIUET S T4 DREREDE L (L.
BRCAL ZEFH##E (3.9%) &Y BRCA2ZEEREFE (12.6%) OAM
RKEN-1- 2, HHRAAETHETIE., BRCALR ZEAHERE IN=X
M (N=73) 2XZRIZ. 6 nBEIZTRVEST T T4& MRIIZEBRY
D—=—VJ%#XBIZTAWDRDORY )—=—V JERIFEI S iz 275
hRET 2 EDT7A0—7 v THED%. 11 AOLMET 13 HOZE
NERIN, 55 2HIEMRIRVY—=UJIZKYRRINIA, 6
ABRRIDIVET S 74 TRERSNGENSTzo MRI RV J—=V9
DEELEBHEETZTNEN 2% & 87% TH o 1= 775

REMIED ) RN BVWKEIZET32EELRY— R4S UR7TO—

FlE RRARELTTFHATH S (T 25~30 mDXtE) . £ITHETIE.

BRCAL2 ZEJRFFIZBITHIVET S 742K DMGHRBE L FLiE )
RO QEMICEENH S AREMEIFEVERES N TS A 276277 KR
EaR— FAEIALDREDMETIE., BEETHRERICBE SN -LMH
CETFTDRVRIEMATEINATWNS 78, #rAEFaHR— AR
(GENE-RAD-RISK HAEEM ) TIl&. BRCALR2 EE#REFHTS5&HE (N
=1993) [THWLT., 30 BRETCHZHEMOKRSRIEE (RVEJS
T4#80) ICABIVRIEMEDOBEENEH NI 78, D=,
MRI REZY—NA 5V RAEIRICHEAAD Z &L DBEMTERMEICIEL.
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EBEEHRTHILTOMRIRV ) —=ZVJDREDSSICMA, IUE
TS24I MBI RVERIMETELEILEENDAHELH D,
LAOALEAS, MRI Z8BINIE, IUET S 74 LHERTHBGHEERDS
ERNEEIA8EMENAD D, TUFILIUET S T4 (2 R [2D] )
ETUALNABEREYUEVR (DBT) EHATHIET, EORERE
ErRLL. BEEICLIBREENMETTELS5THD 27988, +E
DURVRIE, BETE X BRELETOAILBRERERAVT. 3 R
(3D) T—HDWMBLEEEEICT S, Gonf-T—2%Fa2VE1—42TI
JVXLERAVTHEELT. BVHMBEBREZERT 5, 2 RTEHRLE
DBT 26352 & T, MHBREBER T UET 77 4 B3O 2 51271
5, L LGNS, COMSHBRENEMIXEEREESRE (FDA) A
BEDIUVET I IAICERELEREREZTE>TLSD, 2 RLEK
EREERTIHLVDEED DD RAEMIC K > THREHREZR/IRIC
MRBENARETHY .. REDOT R IVERIESTEICEDAHESEDL H
% 28028920 MEFERF. YUEIT T T4 EBITTARICEFNES VL
DREERTAHEOIHET L, 30 mRHD BRCAL2 DR/N) Tk
(pathogenic/likely pathogenic) ®REFEICEWTIE, TVEJTF74T
DHSHRBEROBEMNI) RV LESOREREDESI NS, TVET S
T4 &YVEABEMRIR ==V T DANREFELLY,
BUHREBRZHER LU —RASURBEREIBELHAREFTTH D,
BRCAI2 DZEERGFHEIZHEITAE 1EDERDRY ) —= 2 JEREZ5T
Lo Eaxa—4—23aL—2 a3 ETIICEDILRETIE, M5
BIRY, THRGELIUVBBEHEEEZZEELZBEE. 25BN SDF L[
D MRI EB0BNODTIHILIUVET ST 4IMRI DXREHRITEEHT-
R Y—= 7 T7a—FHARLEVNLEEE THL Z LRSI N 2,
REMIEDT VRV EERRE L TERDY—R A S5 2 RERE %51
T5EOIC, SEFFIRAEAREZERT ILENH S, HLEDELTFEN
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FREET S 25 RULOEHEIZOVWTIE, RYY—=ZVIIUETS
74 L[R2 - |ALEZICMA T MRI 24 1 [EiEfTS 5 A EN ACS M F
FAUTXHEIATLS Y,
BRCA1/2 M¥&I/N1Y) 7 > k (pathogenic/likely pathogenic) MFEEEH
f= (FREFERFZFANTHEBELTWLSHEM/NY 72 b (pathogenic/likely
pathogenic) DHFEMNSLZD/N) T2 FOREMNELSTEHOLND) XED
BERADOE)DTIZE, VRVBRBREBVIRIS LU/ F(E
RRSO IZDWVWTHFEFELEWLWNEEND, oD RV EFFMICET
Shoot)TICEF. B RVICHT HIER/REDR. FMIHES
DRV, AEBEOERRKR. EFEHEEOEE,. £EICATHIHFEICD
WTHDELEVWZEDHEINETHD, VRAVEBRFHZZTHZ DD
HHAECEEDOEICHAIT IAICERT A EILEETH D 2%
REBEBRAI)—Z VT DREITTRERELBEENHINE >N ZEET
fiLE-METEH. RALGHELIFTOLTLS, BEEEREER
(TVUS) & CA-125 ZHtRY HAEEMBGRY Y —=2J & TVUS ZE
MTHASIHEEFRLFRV)—Z VT E2T0LEVGEEZHELE UK
Collaborative Trial of Ovarian Cancer Screening (UKCTOCS) TIl&, #&
BHLBRI)—Z VT DANBRHEORBEICEIVENTHSZ EARSE
nf=p, FRET 11 FHEOEMRICIIEELGRTEETEIRO o
M o fz 2829 UK Familial Ovarian Cancer Screening Study (UK
FOCSS) W% || T, NEEDOHTEELEE) XU H 10% LD X
4348 AH. 4 n AEOME CA-125 BRE (HEREDOMBKIZIE Risk of
Ovarian Cancer Algorithm [ROCA] ##RL71z) & TVUS (F1[EFEf:
[FROCARATZNEETH-BZEIE 20 AUN) [CLHMEREXY )
—Z VP ERF2, Ry Y—=25 70 baLDEREINIFER. 13
ADEBERELEDISN, 13 Ah 5 ANREEE LTEM SNz, 1HEL

RIZHRETIMBEEFZREBITSHLETORY)—=2045 70 FaILORKRE,
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EtEERES L VREEREE, ThTh 94.7%. 10.8%. 100% TH
o1z, INEBOREMR/EEFEN) RINENEMN 3692 AEXRE LT
3 DEDOMETIL. ROCA [TEDIKRYY—=45T7ata)L (3 »A
BOME CA-125 BRELFE 1 EFEIL CA-125 REMKRICIELTELYR
WAL ST TO TVUS) IT&>THEDEBREEN 6 DRRSh. 55
FHNRHTH-1=- 2, CnoDHAERTHEoNHERIZ. 8RR &l
T ROCA IZEDKIMERZER V) —=2 77O ha)LIZ>12HEICEKY
BHICRRTEAHEETRELTLSA, CORYY—=257ak
AN EFRHRBICHEEZRIZTTINE SDEFHATH S, BRCALR REHE
CHEFTHMEEDIRYEEDEEFIRAEDL RRSO THSH, RRSO #
BIRLAVLHIZDOWTIX, 30~35 FM o EMOEIET TVUS 8& U
Mmi& CA-125 BREZZERBL TH KLY,

BRCA1/2 M&EHI/N1) 7 > k (pathogenic/likely pathogenic) DRZERGMHE
DHBEIE 35 EHhoFE 1 BDM2 - A2z 2T, IEBCKRZ DI
EA 1 BOEHNEGEREZIRDIRNETH D, BEILEBEIENTH ST
. BEICE T2 BEEGBEEEZXFT AT 2 FFEEICRLATINS
ZEDD, BRESITEHNLBIUEST T T4 EHELAL, 45 HH D
RIS HRILRBBDR Y J—=2J(F. BRCA2 RIFEFICIIHRETAZE
THY. BRCAL FHFETEEETANETH D, NCCN HILREF AR
RAAFSA0%SBOZ L (www.NCCN.org TAFARE) o

BRCAL/2 MJ&EAY/N') 7 > k (pathogenic/likely pathogenic) DIRZERGHE
NBLT, BBERIV)—=-27DEHODEEORES L VEENZRE
BREDOEERAY ) —=—2 570 baLEEETEH L, BEOBRERESE
IERERICE > TEIMELIZR O ) —=2 97 70—F#FERALTE
& Ly, International Cancer of the Pancreas Screening ( CAPS)

Consortium &, BEEOREEMNH Y. BRCA2 ZEZH T HEHIIHL
THEODRY)—=U0#HBELTWNS ¥, BERERABERE (EUS)

MS-23


http://www.nccn.org/professionals/physician_gls/f_guidelines.asp
http://www.nccn.org/

National

NSOl Cancer
Network®

Comprehensive NCCN Guidelines Version 3.2019
ES L UVIREEICHS T 5E

A RS54 UF&s|

IS5 H/ RN ) R 2 S e

BLURNRBMFETHEREREES (ERCP) BNRYV—ZVITFED
BEHELTHESAEZN, AarY—3T7 A, BREGRI)—=05
AT a—)VIZDONWTELIZMBENDELREL TS,

1 X 2 188 F i

il 181l £ 2L B8 U R 17

6 HEBERRELEAR2TF YL R (N=2555) TlE, FHHMEAIZEE
UIBRMICKVERBURINEALT HI EARENT (RR=0.11; 95%
Cl=0.04~0.32) 28, LML, CONVRVIEBFHELETERETLED
FELGEEIROONGN ST, PRIE 13~14 FRD I+ A—T v TS
HEDZAMEENT, F~F U XV XES L UEAD BRCAL2 £
REEICEVTY RVERBRIZEEUIRG (RRM) (TXYELEHE"Y
RID 90%ULFEVT B ENTREINTz 29300, BRCAL2 ZEZRE
THXMN RRM [CLYEEALBEICHEHIN S & DFERN,. 740

—7 v 7HEOR VNIRRT R ERBROBRICK Y B F ohfz 00302

% NCCN i1 FS 4 UFRER(F, ZHEITHT H RRM DFRFEET—X
NAT—RATELESIZLEZXHETH, COLILFMTHELNDIUR
HEBDNESLVEYRIDEBREIZET DAYt VI E2ERTAE
THd, BRCAL2 MFwII/N1) 7 > b (pathogenic/likely pathogenic) @
REETIE. BLBUVRIDERELDICTEMLUEITSzH 20, Ao+
DO TRRERBICMATERBLIUVTFHRGEERINETH D,

RRM DEEHDEHESMNEEIZDOVTIEHSMESATLANLA, Z
NICHLTEENEETHD 6, FHAIOEEH A )TN
HEIN, Ao oI TR, FHOVRIVELUVHELILERE
MOBRRICEALTHELEIRETH D, Z2<L<DRMIZTEY RRME
DOERIEBREMA 1 DOERKRELGY ., ARFELTEZOILEHEEZ
EZZTVWAEMTIEIBENRELORHO A ) VIR HRESL
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5, BRABT—ANPRDETHLHN., ABEFILEL VIR,
BRCA1/2 M&EI/\1) 7> k (pathogenic/likely pathogenic) B9 % &
BIIRTH5RENDEHNLGIVRVBREBEBTHSIZ ENTEBIATL
é 305o
ol {2 BP0 BP0 R 47 i
BRCA1/2 M&EI/N1) 7 > k (pathogenic/likely pathogenic) #1##E3 %
L, FEENERE NERLEFEHRUEBEEZET) @ADIYRIN
- BRCAL2 ZERBFEICHEITHMER) RV ILEEREY X
DEUYBNEEZ DN DA 18110306 FEee/ BHEIFRUEMN L <, ETH
BEODFENTBRLELO., ChoDXETIIHERTZOMmEAl RRSO D
BIINXFEIND,
BRCAL2 NDERE%#HT 5 5783 ADLMERE L LIzRIRESEHRMAET
(&, BREEE BRCA2Z ZERZHIHEAN (06%) &Y BRCALZERZ
BT HEAN (42%) TEL HNDIEMRINT 37, BRCALZEED
REETE. YRVEBRFMHBICRRIN-NER. WERE. BERED
AREMN 40 mEFBETIE 1.5%, 40~49 | TlX 3.8% Tho1= 307, F4E
ENRLEN O -EHBEIL. BRCAL ZEDFRFE T 50~59 % (£
A% 1.7%) . BRCA2 ZEDRIFET 60~69 % (FM' XY 06%) T
Hot=, LIE=M>T. RRSO DHEFHIE. BRCAL DRI/ T2k
(pathogenic/likely pathogenic) #H$ 52 XMEDAHN BRCA2 /N 7k
ZRAITAERMIVESRETELARENH D,
BRCA1/2 M&EKI/N1) 7 > kb (pathogenic/likely pathogenic) RIFHEIZH
(+Z0NE8EE) X9 #EHT 5 RRSO DA, £ OHETILIESH
TW%, BIZIX. BRCAL2 ZEFEHFEFEEZXNRE LT 10 HBEDOA 277
) O ZXDFERIE. RRSO OMBEFEIIIMERE) XU DK 80% DR
ZRLTLS 8, BRCAL2 DFMERZREFTHIRMEERERE LK

=\ 181182
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ER
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BERIREZHE (N=1079) T. 3 EMO 7+ 0—7 v JHESD
BRCAL ICEAET 2RARESEDY XY (IIE., RNE. REMLEEREEL
E) 1. RRSO TIIHWICHERL T 85%NDEELBLERLT: (HR=
0.15 ; 95%CI=0.04~0.56 ; P=0.005) 3°, BRCALl2 ZE%HI 5
5783 ADEZMEXRE LEBHEMETIL, U X K F 5N E 7 H fiT (X5
B NEERRLUVEERZD XY % 80% (HR=0.20 ; 95%CI=0.13
~0.30) . £FTEERE 77% (HR=0.23 ; 95%CI=0.13~0.39) EF &+
5 EMNTRENE 7, RRSO [ BRCAL ZEFEHECTHILEHNTRER
ETFICD%EMNSH. BRCA2 ZERFEICHE TS RRSO [Z[F 41~60 &%
TORTCEETEOEEDANRDH LN D 3,
ERMUEEEED)RINEDS (1~43%) CEEZHRELE-HRLHD
212.308310-313 | RRSO #&IZHRIEFE % F£4E L - BRCAL2 EEREFE 36 2D
B TlE. 86% M E{AMIZIF BRCAL ZERFETH L EMNTEHN
fz 3%, RRSO RICRIREEFKIE L HM o7z BRCALR2 ZEREHE 113 4
LHEBETLHE RERMICEERZRAE L-XKMTIE RRSO £ %21 71-FF =
DEHMNE < (P=0.025) RRSO TOHRIKIZEWLTHEZRMEINE LERNE
(STIC) MEIEAEM -1 (P<K0.001) &M, JRVIBRBFMHD
—MELTMEZHHEHT 2 LAZFEINS, 51T, ZHEHRLRFEIR
FIO/R— FEEE (N=1083) DOEMFTIE., FERHHELZL T RRSO %It
- BRCALZEZH I AXUTRAEAMES XU/ F-FERLELOFER
JEIE ) RO NE N EATR ST 248,
RRSO [FEURIVREICEITHRBARBEBRREOBELGY 55, 966 #
M RRSO MfEHTIE. BRCALZERFRIFED 4.6% & BRCA2 ZERFE
D 35% TRBEMFELIILRNINEES. NEBSF-IIEEESENH
REhf=-CZ EMNRENT 315, BRCAL2 ZEDM#EEIX. RRSO [2HIF5
ERERAIICAIEMDESEOFER LEEL TLVz (P=0.006) ,
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RRSO (& BRCALZ2 ZERBFETOERBI RV EZEETLHIILEHES
N T3 298308312313316  RRSO #%Z(T71= BRCAL2 ZEREFETHLN
HEHBEBIVRVDETICE. AEMGINERBHRICEZSRILEVEREE
DFOHBEEL TLSABEMENH B, Eisen 51T & 5 EFRAEHI* BRI
[CHEUT, BRCAL ZERIFE L BRCA2 TEBFEHE T RRSO RIZEFHh
Fh 56% (OR=0.44 ; 95%CI=0.29~0.66 ; P<0.001) & 43% (OR
=0.57 ; 95%CI=0.28~1.15; P=0.11) OEEIY RV DFEL (FOE
BEGASIUVHERTHE) NARESNT 35, BRCAL2 ZEEZHRE
L RRSO #%(11=-ZM Y —RA T UVRADAEERL-EERFHE LT
FBIVARV ZHEBE LMD 2 HEET. HR I 047 (95%CI=0.29~
0.77) 33 & 0.30 (95%Cl=0.11~0.84 ; P=0.022) 3 L$ES N T,

hoDRBRIIESSITAZTFIVRATEM TNz, TOARTFY
AT, BRCA1/2 ZERE#HE T RRSO #NDELE ) RV 1TH 50% D FFE
EDRELERT Z EMNBAELMNIAE Tz 308,

AIEE a/R— FAEDHERIL, BRCA2 TEREHE TIL BRCAL ZE R
FHICHE L TRRSO ICEET HFE RV DRDHA KLY KEWVATEESZ
RLTWS 39, BRCALR ZEZHT S | HAF=(E 1| HAZLED XML 676
AERRELIZRDE% AR EHEFTTIE, BRCAL ZEFRFE CIXINRKE
HITIZEEBICK BTN RIBLEDOEENED NN (HR=0.38 ;

95%CI=0.19~0.77 ; P=0.007) . BRCA2 ZER{FE CTIIEHDBEEMN
HoNEMoT= (P=0.23) 37, ER [EMELED BRCAL2 TEREFET
. BFCYRVICHLEEGEENH# LNz (HR=0.07 ; 95%CI=0.01
~0.51 ; P=0.009) ,

TS ESNAIMEaAR—FHAE (N=822) TIlL.

BRCAL1/2 ZERIFEIZHE VT RRSO &ERLIE-BAEELERLELN ST
BETCHERREEIIHMFAFENEAEEEZENROONT . ZEEERFH
BRCAL » BRCA2 NMIEBEFZR TH o1z 318, EESIL. 50%DERE X
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IBLERLIZBEOHETHMRICIZ/ NS TR, EFMICIXLEEEIC
AEFLEINEEOBREFZEIIBRENEO NI L L immortal
person-time bias NEEF* RIFL TV AN H D L ER LIz, D
R DFEE % immortal person-time bias [CDWTHIE LI=HE TIX, 5l
E#HiE BRCALRZ ZEFRBFHICHWVWTAERLEICHT 5 RRSO DA
BAZEH LN (HR=0.59 ; 95%CI=0.42~0.82 ; P<0.001) 3,
40 HmLUTF T RRSO #%I(11- BRCAL1 ZE%# R 9 5%% (OR=0.36 ;
95%CI=0.20~0.64) Tl. 41~50 R CZDFHE%E32I(+1- BRCAL £E
###E (OR=0.50 ; 95%CI=0.27~0.92) IZLEER L TLYKRELVEEY
R DFAONHBNT 36, 51 MUBOZEDEM VLGN, ZDT
L—TDOEUETIEEE) RV DEEGRLVIERH o NEMN o2 516, L
L Rebbeck o D#ER 4 F &5 50 mELAED RRSO [FELFE) R DIEELR
DEBELLGBWI EETET S 32, KYRIBEDOHETIE, BRCALR EE
FREFE (N=3,722) ITEVWTHEBEMICEEY RV ETEDHELE
EEIEOOENEN T30, LHALEAL, 50 KRB TEELZH SN
BRCA2 ZERBFEDEABEM CTIL. INEMBEMICHE > THED 82%D
BAONEH SN (HR=0.18 ; 95%CI=0.05~0.63 ; P=0.007) ,
BRCAL ZEZFRHFEICEITH ) RV BT EIMEENICEETE G, -1
(P=0.51) ., FEH&LZEENDTELE (BRCAL Xf BRCA2) Z#EEICANT=15
BOEE)RVIZxd D RRSO OFZICEHLTT—2ABR 5N TS
. RRSO D EFELGMITER ZEAMICIKHET SDIXRETH S,
RRSO #Z (T2 TOEMKRILE VHEFREE (HRT) 1220 TlEH., F
Mk BEBYURVDBFLEITEHEIGLEHRESA TS 2, T[S
BRCAl ZEREFEDEFIBHAE T, FRHED BRCAL TEFRFAEIC
HRT DiEITEEIE ) R DEMOBEERIEFED ohiimhotz 322, LAl
BNS, ESVFLILRBRIZEHEEDRAEZEET HL. ZEREFET
RRSO #&IZ HRT DIEfTE2EE T A58 ILEFEMNDETH 5 3234,
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JERHAT (salpingectomy : IR %5 L TIE 2RI %) DEITEMN

FRLTHY., %I 50 RERBDEXMETHEETHD %, ZOFMHORE

HEEIURBAIEEEICOVTIE. WSOHMDIETFUANELNTINS

M B8 MBBOYRIEETIEDEVNI ATOEMMEICEL T,

BRAT—IMNRBETHD 223, 52, BRCAL2 DEERFETIH

ERHMTEZITEANERFEMREZ T TOEVWAL, RRFEEHEZ(T

= BRCA12 DEERIFETHELNSD 50%DEE RV ERITEFE LG

WATREMEN H D, L=A > THIFR T, HEBXRIL BRCAL2 DEERE

FIZTBETH) RV BEEMNEHMEMOEMMBITEREEREL LTHELL

LY, BREEE#TZENTITS interval salpingectomy DEEERRERANE 1T

TH5 (FIZIE. NCT02321228, NCT01907789) .

WSO DBFRIZK Y. BRCA DFEM/NY) 7 > b (pathogenic/likely

pathogenic) &FERIWAMELE DOBEENTRE I TSN, 2 EFX

DITVDHERATHRELELGSE. FEEHESOLAMG) XU (XEM
L TULVEEA ofz 245246248 RRSO #2115 L& ERTHEEICTHLT

F. ERREFEERREICIT I FEREMODY R ERRT 4 v MDY

TELE-2THKULA, BRCA OFFHI/NY 7 > k (pathogenic/likely

pathogenic) &FEARBEEMBORELOBEEDREEZRET HICIE

BRBZ3T—ADPDLETHD,

X NCCN #HA4 FS5 4 VvEELRIE. BRCAL2 OFBI/NY 7 > k
(pathogenic/likely pathogenic) A¥IBAL TWL S & IZxt L T RRSO
(BRCAL M¥&HI/N1) 7 > k [pathogenic/likely pathogenic] D{R¥FET

(FEAEE(Z(F 35~40 & THETT) Zi#2EY 5, BRCA2 DFEH/NY T 2 b
(pathogenic/likely pathogenic) DR¥FE TIIINREDFHELEMERAS

HE=H. COXILGEERMETIEH, RRANOIVREZEZDHEHD-HIZZDF

HEIFMiEEZEET AFERESISTTIFILENLGLRY ., REEDIRVE

HZEMET D RRSO % 40~45 BETEMT H 2 LERHETHD 3,

RRSO [FHRFBEDHENET LI-BRTOHABEEITRETHD, FMiEFIC
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ERERSEHITINETHY .. FLREFWEHEICITIINES L UVREDE
IR ZE85HEHARNETH S 222, EROFHBDFEMICDOLNTIL, CAP Y
AxLE-TO L)L (2009 F) 25EICTEHENTED 28, KRED
BEICDWVTIE NCCN REEAA R4V ESRBOI L
(Wwww.NCCN.org CAFAEE)

RRSO #1255 HIEFIIEHGHETHY . FIT—RICHESIND
F#r (35 ®) K YHIIZ RRSO &% (1152 LEBEANFLET HIHEIL.
BEMICIIRARESEEMELHKL THEHIRETHS, ERLTH
AREFFEELT, LFEICHT HEE, AEBESIVIREED YRV I3
THMR. BHFARICHESI VRS BAE. BHEKE. DOERE. 2
Mgz, MEBEFERNDEL. MBS . ZOHMOEFMNE
BELHD, BEREXIL. RRSO #RHEFTLTWSEEMN, FWICLVAE
FEOEBEICEDLSHEENELDAREMLN HINEZEMRT 5 TO0ER%E
BARESEEMENXIET A LEHET S,

1EEF

BRATIZX FOT UZBRRRAEHE (X T2, 0% T71Y)

DFERIZEY . AEORE) RV NGV EHANLFARREETREN
AEOVRIPETTHIENATRINTING 3293, LM LEMNS,

BRCA1/2 MJ&EEI/N') 7 > k (pathogenic/likely pathogenic) ZBY &
BIZTBT5InoDERODEKRMLGERICOVTIE, S<KEon=T—
ALHOMBLNTLGEL, BRDKSI12, FELZEH STz BRCAL2 O
"B\ 7 > b (pathogenic/likely pathogenic) MD{R¥EF#E TILxHEIDEL
BEEZEL S RIHMNEL, BRCALZ2 TEFHE %5l L -2 KHRE
DFEIR EEFREARTEH. SR EZBOFHRBLEIE) X7 1L BRCAL
ZTERIFET 83%. BRCA2 ZERFAET 62%EHTEINT 2, xil
DIFHBNEEL (WDDOINEFEME X TILEFHEZITTLELY)

BRCALR ZEBEMEEIZHIT5 10 FROXBIZFLEDHTE ) XU (X 40%
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T&H 5 3%, Hereditary Breast Cancer Clinical Study Group @ 4iE {5 xf BB #
BTIE. FEF L7z VOFERITABIZFLEICH T HREMRICDOENY.,
# v Xtk (OR) & BRCAL ZERFETIL 0.38 (95%CI=0.19~
0.74) A 0.50 (95%CI=0.30~0.85) . BRCA2 ZEREHE&E T 0.42
(95%CI=0.17~1.02) M5 0.63 (95%CI=0.20~1.50) THo1=Z &
FHRE LTINS 36357, Thld, FEFRAE LTz BRCAL2 ZERFEIC
BWTHEIEED) R HH 45~60%EFE LI-EWS T EI2hb, o
DT—4IE. BRCALR ZEFHECMERFHEHEZ YTy MIH
32 EXL T VDREDRICOVTIF—EBELEGLI T, MZT. B
BOIR O UZREOREBIREICDODVWTIET—ENAFTELEM-
7=, Breast Cancer Prevention Trial (BCPT) IZ8I(+4 BRCAL2 ZEE %
RETIREHBREOY Ty FOFHET., 2EXP 7z 0BEFF(T
1= BRCA2 ZEFEHETIEI TS uRICLER L TRE XI5 62%FH4 L
= EMBELGMIICHE -z (JRYH=0.38; 95%CI=0.06~1.56) 38,
LML, RERBRSMPICEELHKAE LTz 288 AOXEDEHTHNS.
BRCAL ZERBFHETIHEEXF V7 v OFERIFEE) R ED LB&E
LEWI EMNRSNT: 38, ChoDiMRAIX BRCAL ZEFRHETIE
BRCA2 ZERHBICHBR L TIR FOF U ZRAEMESEDORAEDT
BEMENEVWI LICEET S EEZONDS, LHAL. COEHIZIE
BRCA12 ZERFHEHMIEHTAEL (n=19; FELZEH IS
EFED 7%) EVWSRENH -1z, TX FASFVIZIKE LT BRCAL O
RHIEICRE ST 28EF (ZNF423 & U CTSO E&F) [THEDSEL
—EEZHAREINTILND 3, ChoDERFEERIL. BIRMWIX +
A7 S RARAEGHEICKDABRPOIE) RV DOEICEHL-TEY.
REMICIEIELDBEETCINLDILEFBH7 TO—FHNERELDAEE
MEFRTIAHEELDIDE LA,
BE%010D BRCA1/2 DRI/ 7 > k (pathogenic/likely pathogenic) #{&
BI5xHICET5ROBIEDRE) RVICHT HFEICHATSIIET
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DRIZTDONT., BOBRTEMNINERE ) XY % BRCAL TERFE T 45~
50%. BRCA2 ZEFHFET 60%FHL S5 &M, EFIXRAZE TIL
SN TS 3034 (2, YRYDFDIEROBITREDERLF
RWEERELLEDELS5THoz 3, EBEHRELF- (n=1503) F
T=IEFE L TULVELY (n=6315) ZHD BRCALZ ZERFEZEZXREL
=25 7F+1) XTI, BRCAL ZEFRHFE (EHMExY XY [SRR]
=0.51; 95%CI=0.40~0.65) & U BRCA2 ZEH{RHEHE (SRR=
0.52 ; 95%CI=0.31~0.87) OWLWTNIhTH, BOBIEEDOERAICL Y IP
B RIHH 50% EBEITHD LTV 32, 1 DOafR— AR (N
=3,181) & 3 DOEFIXBHAE (GEHI 1,096 fil. xtHE 2,878 ffl) =&
HERDAEZTFHI)IATH, MEBELEOHRIEOFEAELOROE
DEEMNTRENTLYS (OR=0.58 ; 95%CI=0.46~0.73) 3%,
BRCALR ZEJRFFICHITHEE) RV IIHT 2R OMIEFADFE
LT IR THRT 5T 2N MESN TS, HHEFITBHART
(. BRCAL ZEFRHE CTROMIEFRIITEETHII1HEAMICE
BELGHEBVREMEEEL AN (OR=1.20; 95%CI=1.02~1.40) .
BRCA2 ZERFHETIEEE LA o1z 3, BRCAL ZERFE THORO
BHTREICKDEEYRVIFE. 5 FLUEOROEITEMFEA (OR=1.33;
95%CI=1.11~1.60) . 40 FRFETEH S NI-FE (OR=1.38 ; 95%CI
=1.11~1.72) . 1975 ELHTOR O T EMFER (OR=1.42; 95%Cl=
117~175) LEHEICEHELR 3, AOHDSEHFBIHAE TIE
BRCAL2 ZEFRFEZFDOVITNTEH., 1 FULOBROBITEFSAICEE
R EDHELGBEFZREOONGEM oIz 35, LML BRCA2 ZERIFHE
TIX, 5 EULOROBTIEFEAICIE Y X7 EMEDFELEEMNE
Hn (OR=2.06; 95%CI=1.08~3.94) . 1975 F LI D#E O BT ER(F
RIEFIDHEEE LI-5E L RBROERNF ol 3°, TDHMDFEHI*
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HBHETIE. BRCAL2 ZERFE TROMIFEFER (1FIC 1975 FLUR
DEAZEHFIOER) LEABYRVICEELGHAEN GV EARESH
T3 340347 R HEHMETIEBRCALEZEFRHET LEULDER
EROBIECFEANBIVRVOBELFBLLEELZN (OR=
0.22 ; 95%CI=0.10~0.49 ; P<0.001) . BRCA2 ZEZFHETEIN &
SHBEEEAHONEMN oz 3, T DEHFINBHARCTHERASINHE
THA VDRV HAREOEROLBREZRHEIZLTHEY ., HRTHER
DREEEEZOND, HETHA O THED TXE] SEEHRET HE
# (BRCAL2 ZEFFHELEEZHIATLWLRVEERFELL) (5
BELENEREOREEDHIE, B LEEHADODR—X 514 v AO#E
Y (EfE. BRik. hEMME, FHREL L) (| ALEREFR. &
ALEKOBIZEOFIBCHBLZENRFNAELD, 2 DDA TF)
VRIZKY., BRCALR ZERBFETIIROBTIEDFEAICHE YRV &
DEEREEIELZ NI EATR S Tz 34239,

B DERE

4 TEE# T BRCAL/2 DiEHI/N1) 7 >k (pathogenic/likely pathogenic)
REETHSZEPHBALEZAANORKMEREIZ, BERZEHWREDLE
ENEXRGEEERIITAIREMENHD. FRICEITS BRCAL2 DiFEH
/N1 7 >k (pathogenic/likely pathogenic) DREFFIREICHT 28 =
REAyTILICTx LTIK, HAERZE., BERILEGTEZMH (PGD) | &
SEBERG EEEOBRRRICET 200 VIR ETHA S,
SDEIGEAIUEI VT TR, EHEOBRZOEBENL) X, FE,
RAICOVWTEENLGELEVNEZIANETHS,
HARIZERICIZEE., SEEMEEEFKARRAZRALEZER
BEGTFHRILADY. EEFHREIEETR 12~16 AIZEE .
BREHKRICK > TIXITIRFIRORTICEZZBENH D 383, ZD 20 &
MS-28
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I PGD D #IHIE TOELEFEMREBEDREEL LTEE LIz, PGD T
X, A5NZHE (VF) ROEED T MHDIE (6~8 M) O 1~2
faziEdT 5. COFIEZRAVS L. ZREOLGVEEZBRLTFEICHE
W5 EMTE 3839 IRirhit 2 AR CTELHARENEN H S, PGD &
BTEhy TILOZBERICHMD LT (FEOMEDE LY TILIZEH
BRASND) IVF DEALLET, IVF TEITIHRICKNT D EIERES
T, REIC, Ay TILOHMBHZREETC ORMOCEMMEERSIC
FATELZVLATREELH S,

HAERIZE® PGD FIFADHIETIE., BRALGEEME S UVEANEFZ

ZFRLETNELG LRGN, EFHGREERE LT, BEEMEREFE.

REE, BOEEESSIUVEETIBERLECE, SIRNLGEIRY
BRZECESABROF AL EORFNH D 2839, HIZE. hy
TILOWEEN BRCA2 ZEZRIFLTWVWEAEEIE. FITEFNGEEENR
LHECEETHS 77V A_BNLARET S XA HBEL=6H, PGD
ZEBLTHEL ®, 7LD BRCAL ZRICK->T77ra=8M
HROKRENRE LIEFIRE SN TLVS 30, HAERIZHEIL PGD
[2DWTIE, BEENFEEICEVHREEHRNMEVVEEDEEMERREIC
L TCIIEBENICHEIINTLSH, BEENMEVLNREFH NS LY
RE EEHEIE - NEEREERHEG L) CTOMAICK. REBEEHSLUHR
FIEDBENSIKAN SHDERIH S,

HARIZEE (X PGD FIAZRET 55 A TEEIT REEANLERE
ELTIER, BEAOMREMES. MELR. LR - REMER. -
BEUNRFIH D, EEUIE - MEEOS) RV ZETER SN
ERERIZEDCE, AZED 50~75%M PGD (FE U RV EIZHT BE
RTELBERBEEZEZA TN N B2, BEN PGD 22152 LEEE
LT =DIEHTHhE 14~33%ThHh o1z 31358, FURIVBHZEZRRE
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L7=3AZ&Z (N=228 ; BRCAZEDREE ; FE/N\— b F—F=EE—
R ED BRCAZEDFRESE) T, CDOKS5EMD 80%A PGD
FHOBWZ EAREINT=, PGD DERICDOVTH L EIN=EIZ 34%
M PGD 2FIAT HBIRKEEBREIT S ENTESh 3, EELC
2. BUVRIVEEELUVEBHDIZEAET PGD IZDOWNTOHMEMNIEE
WEFRFELBWIEEZRAEBIRLTEY 5234355 LD R IRFED
ATREMEICRIT AE L LR EHBEORLEMNZFERY T o1,
BRCAL/2 ZE{R#FE T PGD & U IVF ZER L F-HEDRINBINHRE
SNTWEH 35657 ARXMDT—F FTEKABHOTRONATILNS, &
5[Z BRCA1/2 Mf&E#I/N1Y) 7 > & (pathogenic/likely pathogenic) D{R$F
FIZHEITS PDG L UEEHMERORIBREM LEGIRICET ST
—REFELE/FLNATULVEL,

1)-75) A ZfERE

LFS [X. TP53 MJ®ka/\1) 7 > & (pathogenic/likely pathogenic) (ZR8:E
TEENGECHESEERBETHD % EEHILBENDOHTHE 1%
TSI HEEFEINTLNDD 38 DBARTIL., TP53 B FDEE
RN EEZDHEEILHTE T 5,000 70D 1 M5 20,000 50D 1 &L, Ch
FTEAONTUW LY EEVAREEAREB I N TLVS 3030, NCCN
MBS & U NCI A #FL TULVD LFS EHIZEFRICHMESINTILVER
1% 300 DA TH S 1, EHEIHELRT TPS3 (& 17 FEBRLEIZH
L) 362363 TP53 FE-FEYMDEL (p53) (FHIEKANICHFEL TCERE
DNA [C#ET 5. 7/ LOSFEE] EFEEINHEEEOHIELDST R ~
—VRATEELRE|FR = %0234 TP53 B FDEEMIERINEEL.,
LFS OHHMER (FILTVXLD T Y- TS5SOX ZFREDEEE
K| #BHB) IZTAEBTHIRERD 50%LUE (—EHOHETIE 70%LL L)

TRHN B 939365, Th o DEEZF-IH TPS3 DAEJEMERINE
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EFROONBVRRTHOEGTFERDREMETRET 50, BEX
SHENDETH D %,

LFS FEWEERV RV LEET HIREXEDSVVEERFETHSH. NCI
Li-Fraumeni Syndrome Study (N=286) DB TIE, EDOEERERE
K(XIFIF 100%TH 1= %, LFS [FREIZKET I HLLTEEEHFHELE
L. BEpAE. BRE (FLi—a V5 HEIL LFS & DBEEMEMNE
L) FARRRTELE. k. BE. BIBRER. NESLEET S
99.359,361364.368373  pfE, FIE. BIBREESZE S L UHTEDORES T
TP53 MK/ 7> + (pathogenic/likely pathogenic) MDRIFETH D
NEBEBOXREELD., F-HLHAETEIEMBRS] TPS3 BLFEEF
BTH5EFRRZD 1 AUETIAGDED 1 DUEAZEHNI-1=6.
LFS @ TE£7-5%] #& (“core’cancer) &FEIENTLVS 3%, BEZfEADA
) URFEREAMFL LFS LE&ET H(FA 7435 EFIREICLY R
BIE L LFS OBEHEMNRIE SN TLVS 378377,

NCI Li-Fraumeni Syndrome Study (N=286) Tl&. XIZH T HELEE.
HMEAME. NEZ. BAED 70 RETORBREERN, ThTh 54%.
15%. 6%. 5% THH I ENREINT 3, BHETO 70 METHORER
SR, HEAE. KES. BAEBTEINEN 22%. 19%. 11%TH
%, BIREWNZ &LIZ 2 DOBRAREHAEICELY . TPS3 DEFEMAERS
TEZHT HEATIE HER2 HHEFEOHEENEEICE LY (Gl L =%
IRIEZ D 67~83%) ZEMNMESINTE Y. HER2 DIBIEA TP53 D&
EHBERINEELEEL TRETHIENTBEINDS 383, Z0
HER2 &4 %E L TP53 DAJEHIRIIZE L DEZEIZDONTIE, 0
K OB ETIE HER2 Z1EM LT 5D FIEMEZTIY ANT-BEFHD
FODEMBENER LB LAREELHLI D, BLRIMABELIVE
THb,
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LFS B&TEIHRHBICEEDE (BIAX. FHE. KEE. 8I8KRE
fZ) DRIETHIEMNE L ¥, —4DHEICERDORERRENRET DR
o nEL B, NBEENEDEE 159 ADRKEEZIREL-T—4D
SBELLAEMTTIE, TP53 DATEMBERINERZAIT HIBEDEIRAIN
BEBEVTOBETT, TNENH 60%E LY 5% EHFE ST ¥,
MERENLEEZEZELLMEA. LFS BB THOLNDEY RV IFBEKXT
FERRETHLIN. NEREICLIEHTIDEXEIETHD >, BF
DEVRRIEIBAE SN TUROAEDORRICHEDAEENEVI EH B,
LFS ICBA&E T B RV DEFEITIE. BRNATRICEYDLELCLELH
LEEDRALNHLIEVSRICERLTELLLELH D,
LFS BFZRTETHFITELT. W OHMD—EBDEENANLNT
-, ANCCNHA RS A UIZBWNTIE, ThoDBREEENS 21 Y
FERBAT DI EIZKY ., TP53 MEMI/NJ 7 >k (pathogenic/likely
pathogenic) DIREBEDIEHEDRIEZIREL TLVS,
LFS R%ZM 24 AxEX& E L1= Li & Fraumeni OBEIZE D < HEp%A
LFS £# X, ROBEY THH : TP53 OHEBA/NY T 2k
(pathogenic/likely pathogenic) BEI SN DRRDMBE ; KALFEE
45 BUTCRRELZHEh, D 45 BLU T CELSHSh-E—ER
BENBY. ICCNERLRROFE—EFIE_EEREDN 45 &K
KECRELIFEHTEDITRAEBELZH SN (FILITVXLD TY-Z
SN ZJEIRHEDRERE | ZS5R) . HHEMNG LFS EETEELE
MiERE (HEE 56%) EEWVFREZRI N, BREJLRAEL
EfE 40%) LHEFESINTLNS ¥, LA ->T, ChoDEEICHTE
EFLHBWMED/NI—2ZTRTEAADN TP53 OLEBHKBRIEZDORES
THHIEFB LI ETIEAL 373382 HEpyAy LFS HEMN, HAF
FA40D 1y hELTEEICEFEFN, TPS3 OFMANY T Uk
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(pathogenic/likely pathogenic) DIREDXIRE BRI bigst L G-
TWad (ZILTVRLD T Y- TS5 T0X —JFIREFEDRERE | #58]) ,
fthd T I —TIEH ML LFS E#EZILEKRL T LFS BEORIEZ{EL T
(V5 368383385 Birch L AMRIB L-BEHDEVEEDEY ML, <D
BN TRNAG LFS BELHET HH. KVLEELGENEEND 35958,
De novo MAJEHRIRSI TP53 £E (AYMZEHHDOVIT N TLERNL
L) ZEDOEALERINTINS 35900369 2h 5 OEHF & SH R
LFS EETRHREEZEH LT 5=, TP53 REFMLE LTHESN
BWTHA5, ZCDORIREIX Chompret 5AIRELT- TP53 REEETIE
BAMICE#EIN TS, CORBEETEIRERICAMDLLT 2 EEE
LED TEf-5]1 B (AE. 2E. BIBTRERE. KER) 28THEHK
NDEXEBZEETCRVDERD 36 BRFBTZHINIZEBA. BLUE
HEMOITEIBEREBLEZH SIN-EZICH L TREZHRELTLS

(FIWIVRLD T Y- TS5OX —JEIRFEFEDEBERE | #58) 3%,
Chompret BTGB R EMN 20~35% L HFE Sh 9%, ThEh
HEE LFS RELHE T TP3 RERED—HELTEDEE. BE
M BRICALTEHIEARINTILNS (F4ahHi, Chompret E#%EH
BENTE LFS E#(CEMT S & TPS3 TEEED 95%MNRHEIN D) 3,
Chompret £#(& NCCN i/ RS A VIZEFND 2 BEHOEE LY FT
H5. Chompret LIZ&KYRIDICARSINE-HEEELY FO—ETIEHE
LAY, BFRERIT 2015 ERERR Chompret EEDRAZHREIT DL &
L2, FNGHBEOEHESE CHIMBERF - IIENHRNECES
T TP53 ZEEDORFENNLGZYBVEVWSIBEICEDE, FHBLUR
BRI IO L TIRBEEF(IRREREAE OEMFHAE S SIS
N=-BFICHT HEE (Chompret E# D 3 I12E8HD) #HET S
399.360386-388, UFBRIF. FHORREVARE LI-HARICEVTRED
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EMN--BEFIC TP53 DEEHRRIIZEENMEHE Sh-E VS HERICE
D&, Tinat LMNMRELIZLVIBDOEVWERHAY FAT73XZHELTLDS
386,3880

FOEBOREROEEIIMIMbOLY., EFEREILE (ZHEE 30
BUT) XEE, TP53 BEFEEREZEZEELTHLVES 1 20Y
W—TTHD ¥, W OHLDOMETAREFIZH TS TP53 DETEMER
FIZEERDEREMEMNRET STV S 350386389392 B — ) EAERFREITH LD
TEMBE L= TP53 ZEEDWHE T, Gonzalez HlF, E—ESLUVEER
HEICELP2BEATHEEN LAULENS 30 BZRFDIELME (n=
5) MEAIT TP53 OLEFEMERINEENHSEERH L1z 0, BH—
T TP53 ZEDREZZITH-EEREIEZESE (ZHER 30 %X
W) DT—RAZEAVEN (N=28) TIlE. 6 AOEHE (33%) A TP53
ZEZBLTW = EAHBLE S, REFZIT-EHEDNDS B, LFSIC
B3 2 ENRERELZ RSN o714 8% T TP53 TEMNZEH LN
f=o B—HEERT TP53 ZEDHKRE %% (11 BRCAL2 EEREMEDEFEH
EFEEE (ZHER B RUT) 2XRELEZIORIADHETIE (N
=83) . 5% M TPS3EEEXHL TV = EMNHBIL -3, 285U E
® LFS B&EfES (FLE. BAME. BERNiE. RESF-FRIBRER)
DRERZHETHEETIE 4 AR 3 N (75%) T, LEOHDREEE
FI5EETIEI7T AR 1A (6%) T TP53 DRMEEMNEE S iz 3,
RIEFEDR LY 30 BERBDIBLMETIL, TP53 EERIFEIL 3~8%&
H|E SN TS 39939039238 hDIFETIEZDEFATD TP53 EIZFD
SRR EEORBFENSSICTEVW EABELNICHE Tz, BIZIE
Bougeard 5, EE#E L1z 33 FRMOEELMETIL., £HEHEERS
TP53 ZEFRFBHEIHITH 0.7% THI L ZHE L ¥, &5(C
Ginsburg 51&. BZEIZ BRCALR ZERERMUTH > -EFEREIEX
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A SEERE Lz 95 AICETEMAERSI TP53 EEMNH oNENN &
ZRH L%,

=&I(Z. BEEND TP53 Mfwi/N1) 7 > b (pathogenic/likely pathogenic)
ZETARZROMBEE. WOBKRAFALLLTENIT Y MEEEZT
RETDLGVRIDNHLIEEZEZOND, BEEEFZH-IHGUVMEANL,
BOBRERS FUVREEICH CEHREICE->TIAA—FIRETHY.
tOERHERERBEOBREEZEELTH L, TP53 DFEM/ANY 7V b
(pathogenic/likely pathogenic) [XEERZICEHEWLTHEAGFLY 394395, L1
NoT. G0 HSENEMARI DB NITHNTULALVKET TP53
DHEKHBBEENRB Do -FBEIE. ®E ( pathogenic/likely
pathogenic) #AEJEHIRERSI/NY 72 FABRERMIZEDODNALZWEY ., &£
EHERINBREIVHELLGSEWNAEENSH D,

YROFHE. Aot >Th L UEE

LFS % EtDBEEEIBERBEORRICHT E7TO—FIE. 2<DRA
TEEHIE - MERO7J0—F&#RBLEZEDTHD, LML, FF
fiH & UVERICOVTVL DO DERBEIFENGTEVSFEET S, LFS
DHE. MNEEBRADEATEROBET 2N HY . LHELRRER
BRI D (FILTVRXLD T Y- 50X ZJEREDREERE | #58R) ,
LFS ICREET HfEs LTI, FARRAIELE. BHE. BMAE. PiRwsE
RiEZ. BIERER. BEZEAORM Y UNFEKRERNKF. EEICREH
RIET HMMDRE. TOMD/NERELZENZEFo LN, ChofZFIC
fR 5 Az Ly 359875380387 Z M S DIERICENTEOERIFICEETH D,
REESZF O, EEEIC TPS3 OKEI/NY 72 k (pathogenic/likely
pathogenic) MDRIFEMNWVBEANIZH LTIE, TP53 DHEH/NY 72 b
(pathogenic/likely pathogenic) DR#FEHE LB CHEIZR->TI+A—
LABFNIERE SN (FPILTYRLD THAIZEIFEY-T 50X ZfFEIR
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HODEHE | 258) . REMEDO TPS3 OFM/ANU T U b
(pathogenic/likely pathogenic) OFAEMNEREINTOVLEVRROBEAN
(FRIEZORK) NERFENBREZZT TN 7Y MARE SR

KRTIE, REEEZFH-TIHEEIMOECHIBEEHOREEZERE

FTRETHD (FILIYXLD IBRCAL2 DHEEEE | XU THD
TUIEIREE (CS) /PTEN BREEIEFF (PHTS) DHEERE | %5

BB) . HBHULIE, HmH/NY 72 b (pathogenic/likely pathogenic) %1%

BLTWLWAARELNRIZCEVIIDEREDRELZEELTH L, 0

BRCAL2 REICETAETERE L& SIS, REEBOREIL. R

NOBEVGHIGE CREZTALGVSEIZOAEEIRETHDH, EE

BRELT, REEFEORERBROBRICIEXRGRANHSZLIZD

WT., RERNELE>THLRETH S,

MRl 28T A2 ) —=245 70 FalLDOFERAICE ST, LFS BFIZET

HEOBHERNREINDAEENLH D 3°, BFERIT 2017 FIC,

BHEROEMRIIL—THRELLZRY ) -V JICETHHRETH

% [Toronto 7R L)L) DREEZITT, LFS OEEICEHT HH#HESE

WE L1z 3, LFS OEEICEAT 5 NCCN DHEREILIFIC LFS DA RE

[SERASh, BELDELAVWTIE. COERELEETHEDEIC

HETBIRI) VT DRRIZOVWTERTRETH D, NMNEREIZE

BORKEICEITANMNEREDVRV ZMbE., LFS O/MNRIZHTEHRI Y

—ZVTDERIIODVTRELRHATRETH D %, COEEFHOLE

#HEMAECEETDOEICETAIEICERT S LLEETHD, LFS D

EHOBEMIZEETH L. LFS BEINERBEOEERRIZELGE

BHBEICTIADN—T7T v TE22IT5RETHD,

BURIDHABEATIE 18 @D LIEECREZDIE LS Mk
L. B&IFA 1 BEHMICECREZE1TI. LFSRRTEIBOHTEHD
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AERELNAONDT=H, 6~12 Hh BEDME - HMZIC& D3 EY—
RASUR%E 20 (FEREARRANTRLEVIEREELHD 20 BKH
DIGEEZDOER) ICRBT I ENHRINS, LFS ITETHEER
D) == DHEE, BRCA BHERE - INEBEBRBOEEICHT S
FOLENRTHDIN. RABREHLIYELHE - TWD, ROV U—=2T
[ZIE. 20~29 MOTHEIZHT HEEEF MRI [CKEHFE 1 RDODRY ) —
=27 (BFELWY) FEEMRINFATEGWVEEDIVET ST 1.
30~75 BMODRMEIZHTHETVET T T4 BELUVEEEFEH MRI [2&5
F1RORY Y==Y., BoUIC 75 ZUBROLHIZHT H2EHNDE
BNEFEND, 20 BRBTEHMSINABORKEL HIXMETIE. £
D5 bRLEVZHER TIEEES MR IZ&KER Y U—=F #FIAL
TH &L, FEOREZZ(T-AEAZIEETRRMIEZ T TULRO RIS
(X, FEWICEDHEIZK - TIUVEST T T4 LEEER MRI 12X DR
DI)V—ZV T MGEIRETH D, BEERE. YUEFT T T 4 EHAT
FTHORICENES VDRI REEET DK DHET H, BRCAL2 DRHI/N
1) 7 >+ (pathogenic/likely pathogenic) MDREFEDHZBE EFEHEIZ. 30
BRBDEHETIH, YVET 5714 TOMGFHZBEBOBEN IR LIE
BEOBRHBREDEEINAL, TUEV I T4 KYEEMRI RV Y—=VT
DADEFELLY,

LFS ZHEIZH1T5 ) RV ERBFMIZET 5T —2 (FELH, ¥—R/A
F—ZXTY RV EBIBEUIBRMOERKICOVTELES ZEAEFEN
b, YAVERBFMICETZ2Hho0) UTI2F, BURIICHT BIE
B/ RENR. FWICHESURY, EWMICKHLCEEBIRIVDEE. BE
DEREE. HDFEBIZEEBEVRVIZOVWTHELAVESHTH KL
SN o THIIRERS LUV EHRGEERTRNETH S,
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TP53 M¥%EH (pathogenic/likely pathogenic) 4B ZRFI/NY) 72 k
[CRAET S ZDMDEDEL (T, BEIEENBTH EVSIDITTIEEL,
L7zA > T, BMOERST—RHULGEELDLEGY . HFITHAY /NS /N—T
DE 2 BOFRECENGEISREDODNDIHE. 6~12 » AEOTIEN
HERZE (HRENREZSD) AEFEAE (FLIVRLD TY-Z
SOXZFERBEDEE | #5R) , BKEIX LFS ICBET 520D
BORY ==V FTORFIZHL LB FNIEESE, 25 ZRELIERR
NTRLIEVEREZHERD 5 Faih b, 2~5 FEBICKBERNRERE
BELULEHILENRERELRITT 5. BOBIELEKICET 2HEF
NEETHD, BEICILERE~ADYRIIZOVWTHMEITRETHY.
IHREDEEHI L) O INERSNS, 1I8HmIOF 1BORERD
BETSRETHD,

LFSIZEHT HEDRA V) —= V7 2B ET 525 MRIFERE. HEHD
EE#RFHBR TSN TS, 25 MRI [EAESIZ/ICILEEEZ Hh/\—L.
BENZITIEBGREORIMZHIB TE LML HE LN FIREER
bNnd %, 13 OFIME J37R-— MAED TP53 ZEREFH 578 Ax KR E
LIzABT7FVIRATIE, R—XS42DEH MRI T 7%IZEAER SN,
Z D 83%ILBATICERR L TOTIRARIAENAIEE TH > =2 LAV RSN
9 HEHRESEHEMAEICH T LFS EENGFET HIRERD TPE3 EER
BEEZXNRELT, HBEIEERY—RA SR TO FaLBNEA ST 40,
COH—RAF2R70 FaLVIEELLERELESBRECTER SN, flZ
(F. F 1EOR MRI, F 1EOIAEELE MRI, EHH L UVERESKRE.
RERRBRELENEENTL: %, AEY—RAZ20A0 78 O
(X, LFS OEEZEZXEE LI=K NCCN H4 FSAoDHLDEHEBPLTL
1z 40, TP53 ZEREFHE 89 AERREL > -RAMED 11 FREDEHTIL.
CDY—RAS2RTO ALK ERTHLAEEEI TSN, REDEBH
FRTEFELTVSMEDEIEIL. BLEW I —RATUREZT
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D EEFEIRLI-EETS84% (19 A 16 N) THo=DIZxL., ELEE
BEINY—RASUREZIFHEN EFRINL-BETIE 49% (43 At
21 A) TH-of= (P=0.012) %, 5F OS &, Y— A SR &Z(T1=8#
#H (88.8%) MDANY—RAFUREZITENST-EBE (50.6%) UG
Motz (P=0.013) , FASINIEBERY—4/52X70 k3 JLIEESTH
BETHAZEMRIND, BLHLSFHEZED T RETHS 0, Ch
LOMEHBRICEDE, ZREREF 1ENDELE MR #AT3)—2B T
#ES S, Chid Toronto 7O FAJLIZEEEH SN DR E T D 3, 4
FERIE, COY—RASURENECTHEERARETIEIRLN & EEH
LTW%, £8 MRI 2T oG WVEBEICE., BERABR~NOERZEDO D
RETHY. HHAVIKBOBENLEGREEZZAVTEH KL, F-H
FERIE. LFSOLEEFEERNRELIZLEE MRIICKBZRV ) —=2 (34
Gt L BEZETIC DN DAEEMLHD I L EHRBLTLND 30402, X5
IZ. 28 MRI OFRMIE TP53 MmK/N1) 7 >k (pathogenic/likely
pathogenic) %48 LHELM7 LFS OREENZLMEANDERIZH VTSR
ficshTH Y. ZOEHIE multigene testing IC& > TRIEESND I &
NETETEZTETLS, WIZDOWTIE, €8 MRI O—#&LT, £
FIERIDREELE LTRAREIENTED,

LFS RRIZH TS TPE3 EEDHARIZ I/ ELFEMEEDFAICONT
. S<KRONE=T—2 LOFEE LA 408344 FROBHINY TV b
(pathogenic/likely pathogenic) DRFKEICHT HBEETTHhy T
LIk LTIk, HAERTZE. BERENEGTF2E (PGD) | £iEHBIER
HREEBDERKIZETZ2HO) VD IHPBETHAS, CDELKSH
Aot oI TIH, EEOBRBOBENG YR, FE, RBRICD
WTEREMLGELEVWEIRETHD, £EOERRSLIUAIU LY
VOTHOERSREDREEICET A —HBHBRICOVNTIK., gidd
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IBRCA BFEZE - INEEEIRF) O T Y I5HE. Ho2t) 20
LUEHE) O 1 LEDERFE) DEHESRO_ &,

H )T UEGE/PTEN BREERE (PHTS)
PTEN M%) (pathogenic/likely pathogenic) 7Z4EFEMRERFI/NY T >
Mk UELCBEERRY bS5 L S PTEN BIREERE (PHTS) &
FEIEN S, PHTS DARY S AITIE, hOTUMEEE. NFYo-54
') —- LNV A NERREE (BRRS) . A LILE Y b-T2 5 A% (LDD) |
TAT I RRGEER 040047 BEFEEZHS BFAKERARY S LEE
98407408 3 U MEFEN D,
PTEN ZEDREEFIEL. #I 0% EHEINTIND 99, hITUIE
REOFRERT 20 HHD 1 ERESNATLEHD., KEDEREKZHORE
HED-OHB/NEHE SN TUODAREEME LY 104, BT U AEREE (T
EXEREHOEGHEETHY . KFDEH T PTEN OFEM
(pathogenic/likely pathogenic) Zx&JEHERARSAI/NY) 72 FHAEH LN
5. HAARICKY EREMIZRFID KILLIN BEFOAFILELLEID
FEIRBEICEE L TLAATREMD H S Z EMNHLMNIZIET A TILNS 42,
BEEME (EERBOBRIZEICLSBMEES) (X PHTS ERBE T A
ONBERTHD, DT UERETEE. #hig. fLE. BIRKR. 75
Mg, K7 ERRAGRBBROCRBOBERDBEREES S VENRFRE & BE
T5 B3, LLaEMS, PTEN OfEH/NY 7 2 b (pathogenic/likely
pathogenic) LBEEMH B D PHTS EZMEINF-BELHDT UER
HICHAETIRIVRINHDIEREIRETHLIZENTREEIN TS,
AOTUEBEBLEHIN-ZKEICE TSI BEOEE) RV & 25~
50% EHEESNTEY .. ZEEFOTHERIT 38~50 i THH B413415,
WL OADBR (Fild) 1KY, hVTUEERBEIE PTEN £ZEZF
FTEHEATEIBORBEE Y R IMNEL (77~85%) ZEMNRESH
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T3 46418, T URERBOBEICE T LHEEDOHREE 2 HlOAT
Hd W, NITUERBEOEMEDES S EIRMHDIAEREBELTRIET 50 %5,
FTOREEN—REMIVENETEIIETURIEFETE LA 45,
B2 EETERIRARIE. RIEM/MER. BIRMRELG EORKBRERD
RIED PTEN ZEZFHT HHADH 30~68% THEINTEHY 07419,
FRIRE CGERREFI-IXIER) OEEYRIIE 3~10%EHESINT
W5 8420 LMWLENL, KEELFELOONDERLH D=6, ZHEE
EERIRRIE S MR ORERLEANCHE L THERT S5 E(TRET
Hd 5, PTEN ZEZHT SR 47 AOQWILTOH®RAAELEL—T
(F. 26% THIRREZGFTIRODEENREOH S 42,

EEfE (CERHAY 97 N—E A A IIELYREVEER) 2 EhVTY
ERBHEECLCHAONLIMRATH S, NERBEEZDHK 80~100%H
CDBKFTRZTRT EHEINTINS 45, BA LDD L EEEEZEHE
FTHERAERRY FSLEFICIE, hOTUEEEEBUOEENED S
nB 40640941743 I THEDEVNRD B EREEHKRETHS LDD
(F/NEDOERBHRETHMRETHD B4, hoT U ERBEORKEES
itz L1z 3042 ADFinE ZHNI-pIRE DS MRARAE TIE. 6%H
LDD QEEEFH= LIz % AT UERHOZHEELZH-ITEAZ
HERELIZHARETIE, LDD OREBEEVRVIE R2%LHEINA TS
N ZHMDIETUANEARE LDD & PTEN BEFLEEDHFHRELED
BB ERZRIF L TULEA 0942 it IRESIhTLNVS 25, &
SHIZCBRERARY FSLEELEBEEDHLHEED 10~20%H PTEN
DETEMIRRINEERFZRET I LEZHLEIETUORBLEENE LS
&6 408,426—429o

Z< DMDEEMEBEERE S B4k, BE CEIEAIRRICHE T 5mAIHE
BLUZEMOBBAEELPT L O, +HICIFBASMICINTULEELA,
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AT UEEBEHOXETEIFERNRED) R IM 5~10%EEZ 5NT
LV D 98430415 - Hy ) FUGFIEHDTMDE FFEREBLRET SN
HEMN., TDVRIDAYTUMEREL PTEN ZELG0VEHELYIES
MTELE LD ATREMEIFE L 425,

SHIC, hOTUEBRBEETEHEZICHKES LML MADESIFOME
ARLROONEN, CHOoDERBEORLEY RV E+RITHRHASTAT
WVAELY 8415 UMW LUEFBRITAREIEELGRIE. hOT UEEHORKE
DEEICETEIT—IDEFELAEN., RICKBOEMHEIE (FROE
MRE) RELEZEBEDON S EE DO LERE VOO E 51 #R S5 0 IR
EITkB3DT, INhoDT—FIEEBRNATRICEDBENELT
WdELEZOND B, SHICINLDHRDNGEY OEIK. 1996 F
@ International Cowden Consortium IZAREIEEE DM EENHEL S
BRENCERINTEZEDTHY . TOEEEFILART—2HLUVEICIEX
ERMDIERERERTIEMROERICE DI LD TH o1z 84,
AT UEEBRBEETCRIRELAICEREKRERENA LN S 07413421,
AT UERBICEET IREEREICIE. HERHBE (EEDHNERE
FRBXORMIES) OFILERE. HEREGRERE (RESZHOA
RIE) ZEALE. BEERAE (BHEOH) . BHESLIUVCOEFE.
RUEBLENH D 5920982, AT UREREICEET 5 ERMELE
E. $ICE. O, 8K UVRIESICE CLOTIMEEAH S 5, hHTY
ERBEEEDIFTLEALETIE 20 MR FEFTICHEM G RERERENHE
L. SOEILGREDREN VT VERBEED 9% THES L., F
FREFRFEETITHN. CNIERESNEFICETHBRNATRAER
MLE-BERTHLUEEEDL H D 8496, 3 DU LDFHEREHEEDELE
M PHTS OEBLBMELED 1 DESATLEN 5, EHDONERH
BOBRENDDT UEREICHEHTHDI I ENRE SN TLVS 49843,
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LALGASL, CONERBEICETSIIET U RITKRFAEVIHIC
FRLDTHA=H. hT UERBEEDEERXN < SABKFIS L
TWASHAEEMNH D B, HT VERE TGV SN ERMEES
DWELHD B9, TATYH., ThoDREENDT T UERFLE DR

WEEPHERBELMORERRFREDRRMTERINDOH L D=0,

NERBIEODHITHEBENICHERTIENEETH D,
LIRTE A DT EEREEONERITHILER ) —ThH LN D EHE
INTUL 2, LALELAL, ChIFZIFEEERIZANEETH -1
435436, PTEN ZERFETKBRRBRELZ (T 67 ADFEHFTTIE.
R25%DEETKER)—THERINTW I EMNHIBAL 5, XiE
ARBEREZZT-EEONERTRERER) —THRDLN., BR
FEME. MREEHEES SUVREEOR) —ThZENEN 25%DEE TR
HHNTUL: 5, £, COEXREHETIIRESEE-IXBERAMER) —
TICKBREORELOBEENRHONT-, LEHEELENRREREEFZ(T
f= PTEN ZE2&F#HE 39 AD S5, 67%NDEETLEBEILER) —TH
R Iht- %5, PHTS £KH LU PHTS DEAKRMLEIRE TH LN S
ILEERICEAT SBBMOEFEEARTRITLE-RB/HLEL— (N=
102) Tld, ThoDBEED 925%ICKR)—THNELTEY. 64%TlE
50 EUERHEIN TV I EMNHBALR ¥, MBEE. BRA%E
(44%) . BREETE (40%) . BEREETE (38%) . tH#RETIE (33%) . RIEM
(245%) ELE#ishtz, COEFIZHENTIE, thOMETEHHREE
MR —7 (FNLEREREEERES) TLHREL TS 4548,
PTEN ZEZ#H95/NMNREHE 47 AOHIILTZEHRAMEICLEaA—LT:
HETIL, EIEERY—THREHON-RBRIEIHTH 13% TH > 1=H%.
34%IZfE/R. T, EMAGEMDBEEERNA LN 42, PTEN EE
ERODINITUEBEEED 13% TEREHPRE (50 mkid) KBEMN
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HESNTHEY., COKHITETFHIL—FUDORBRERREOLEM
MNREEND B, KIFGEDEEIRVIE 9~16%EEFEENA TS

417,418
o

WS DODDHAEIZEY, ChETOHTELYVEEICEVEDEEY XY
DHEENRESINTWD, hOTUEERBOZHEAELE-TEEE
HEELEME (N=211; BHROXEE & VB —ERDOELEL SRE)
TlE, BE2HROERBEEYRV(E89%THo1- 4, PTEN ZEIZHERE %
ZF1-HF 105 AH 97 N (92%) TRESNTz, FHERIEETH > =2
BEH (n=210) ITETLHEEBORBLEEIR VL. XEDFLIET 81%.
FIRARIE T 21%. FERIEET 19%, BET 15%. KBET 16%TH
271z 47, PTEN ZEELEU R EWSEEFE ERREOREEE %1
L7zRIRI =8 48 TlE. PTEN ORI ETEHERIIEZED 368 ADE
ETREESNT=, SEER T—2R—ADEFRERT—2 ZAL-FHA
BiZZ&{LERLL [SIR] OFETIE. PTEN ZEZETHEANICET,
i (25) . BREREE (B1) . FERWIERE (43) . K (10) . BiE
(31) BLUEEIE (85) M SIRIZEMMEH SN, EBREEOHTR
BEEVRVIE, FET 85%. FIRRET 35%. FERNIERET 28%.
KBFEET 9%. BET 34%. ERJET 6% TH-T- 48, PTEN DRIL
SIEMRRINERZEFET D PHTS OEANEXRE LIZRIDOHZE (N=154,
SEEMEBERAFONI-DIE 146 ) TlE. EEHB L UMRTHEL:
SIR N&ZMDEE (39) . FERERE (49) . THEORIKERE 43) .
EHORIKIRE (1995) . KHEOREE (28) BLUBHOERE
(39) TEMLTUL: 4%, ChoDBEANDREEE) RV, ZHEDEL
ZET 77%. FRIFET I8N TH1=, BEHRDRBEE) RV (IXLAKT
85%TdHY. PHTS DLkl PHTS DB ELLLBRLTEY RN 2 £5
W EMNFIBAL Tz 46, LALGEASL, BEIICALDERESDEFEIC
HEOZF PTEN BREZZITHBEFEMNERINA TV ZEVS RITHEWLT, 2
no 3 DOMEIEVWITNEBELGHERBNATADEEZZITTLNSEL
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SEICEERETRETHY. CNITKUYFBINDIEERE R VIEAEE
DBRICHESINhTWSEEAOND, PTEN EEZ2HI HEEF 180 A
xR & L-BEME T, Kaplan-Meier ZF BRIk Y., T4
DEERFEE (n=99) TE0FHETICAOADEZET-IL LDD B"HELET S
RIEIRIIE TR EHESNEDIZH L, BHEOTEREBREICBITIE
BURYI(E56%TH o=+,

BRRS ZE£% PHTS IXEHDASHHIE. BREMHEILER) —T. BEIELE.
MEE. XEEESFLUBHICEIT2RERBEOERMOELETHEHED
FTohndmN “, COEGEOEXGZSHEEIEILINATULEL,
BRRS D%##+ DEED PTEN E-FEEREN I ODEEZDH
60% THEINTINS ., F-DOHIMET. PTEN EEFEERE
MNIEMTH>1- BRRS EE®D 10%I%. PTEN BEZFORKEVNREDE
BEREFEETHD Z ENREINT 2,

YR, Ho2tl) 2T hfk NEE

AT UERE/PHTS A ONAEADFEETIE. REREICESER
- BEERAOEROBRERESFESNM (KE. OEMNE. 3LE. B
BR. BEELG L) ICERZEVV-BREER (PLIVRXLO THDOTFHE
1Z8/PHTS DIRERE | 25R) %175, H NCCN fi(4 K54 VEE
=&, PTEN DJ®EI/\) 7 >+ (pathogenic/likely pathogenic) D&RE
MBI EEABENDBRICERIDHEREREDY X FEMHILL: (7LD
)ZXLD T HDTFUfEREE/PHTS DRERE| #58) . ChoDEE
F. BELRS ) RVFBEECFEHREOLERZIE T ADICFERASH
SN, ERIRZHEZEL LTOREEZERT 5L D TIEHALY,

RERE

N T UERS/PHTS OBREREEL, 3 DO—KMATII—IZHITE
nNTWd, BEDQDREFLIEIINS 3 A7) —DEEDHEE ZiHT-
THNESIHNIZCEDIE, BED PTEN ORFM /AN 7 2 b
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(pathogenic/likely pathogenic) DEREZEZET 5. RUOEELTI
)—IZlE, AT UEEBRODHMELEZHB-ITEAN 2 & BRRS. KA
LDD., BEEEfEF# 5 BRERRY b3 LEE, FEXERTIHAINL
BHONERBEOBREENEEND, CNODOBHE 1 DTHRIT:
BEICIE PTEN BEZRITIARETH D, BEICZOTIL—TO—HD
HED THFHH (pathognomonic) | &Nz EMH =M. Th
DNEENERTH DT VAEIEEE/PHTS OMEZHOEEICL S LIEE
Z b, PTEN OEM/NY) 7> k (pathogenic/likely pathogenic)
DREOEBHELELTHREALTIEDOTEZIHOREEL, BEXD
PTEN M#&#I/N1) 7 > k (pathogenic/likely pathogenic) DHFEHEEET
RIEETH D,

ROBEEHATITV—IE. hOTUERE/PHTS ICEHET S EER

(major) | B THD oraravae . FERAEL LTI, FE. BEEE
2 FERNERE. PRRERE. S2REOHELLEBREF - (THRME.
BRESEOHRERLE. D OTUVEBHOBEETILHAONIBED
HERERE (ERTIHAINE 1 DONERBE. EROEHEALE.
ZRMUFLIILHETORRIEREE. SROBEARERD) ORER
ENHD, REHEREZOFEICEET HIRICOVTE., HFERIL.
AT I ERE/PHTS DEBEREL LTRELINDZDEDREDH
PREEZERICHET SICET2EXEIBOATVEVWEEZTEY.,
INEDREQFHMICITERRALZHIEABEIZLE D, EROFTERAE(C
ZEL. TOS5B 1 DHAEBEETHIBET. REEELH-T. 3D
LEDEFERE (BEBEZESFEHL) ICRLTIEBFLREBEEFR:
FTEHET, SHIC, 1 DOFEREL 3 DLULDBRIRMEE (UTT
ER) ICEHETHIEALREEEZE L. EROTERE HE. B
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KIREREG L) 2RIPVPEBEEZEFHMEADGEF. TEEED
120%, REEEZH-TLETRELR 3 DOBIRMELED 1 DL THK
32EMTED,

REOEEATI)—IE. BT UEEE/PHTS LOREEAL /M
(BRI : minor) | HEITH S 074149492 T (CIFBERRERARY b5
LIEE (BEEEEZFHEL) | #ERE. BE®D glycogenic acanthosis (3
DLIL) [ BRARE. MMMEE. FKRZLEREF ISR RRILEROERE
B, RBRREREUNORRIROEBENRE BIAIE. RE. &K, B
KIRFE) . BHiiafE. B—OHLEBREE (TR EHE. HREEE.
mEHF (ZREOEENHRILEED) LELH D, BRERIT.
BRUEZEMHIREER, RHEE. TETEZRZTEEZDO—FHIZEDHHICF
XHLEDIETUANT+RTHIEZEAT D, BEREZH-T -
OIZIE. 4 DULDRIRMELE, FIEFBDO KL 512 3 DLLLOERA
HEEL 1 DOFEEEICHZLETILELNH D,

REIC, 1 DULDFEREFIIEHORBIRMELEICEZETHIRY
DHHBBEN (BEBEOE—EERE) [CTHhITUMEERERE/PHTS F1=(1&
BRRS LZWiSNIEHE RENFLEEEIATULEL) AWSI5EE
£, BIEY PTEN OREREEFZH-FTLEAOND, REREFH S
HUWMEANIE, BOBREEERERICIE C#RICK->-TIAO—9RE
THD, KRICIEL T, thOEGHERBEORELEELTELL,
ERZHRE

DRYFBEAD YO TDRIC. REEEFH - LEZEATOERE
FPHREZEBITARNETHS, UNCCNHA FS A U EERT. £EH
BCHRE. BEFRE/EEBTS LIV TOE— 4 —HBTZSTRENY
BIEEHREEHET S, SDH (succinate dehydrogenase) &1&F (<
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DVTIE, PHTS LEHELTWAZ EEZRLEREHLGIETUANE
ELHW-8, GENEEEKRREIZIX SDH BEFOREBEFZEHINE
TIEAEL 2,

BRIk 2B E
International Cowden Consortium DA 7 EREDOSEEEZEHE-T
BEICHITS PTEN EEHEEIL., ChFETH 80%EHEEIATEL:
asadl . L LA S, EiEEDOE—DREREBEE THN SNI&IKIC
EOK T2 Ol (N=802 AFHEIAIEE) TIE. AT UAEEEDDE
B U 239 EEICHITS PTEN ZEHEEL LT, (FHMITELVE
(34%) MEESINT 47, FEELIE. BITOIV Y- 7 LOZEESE
21X, PTEN Mf&ERI/N1 7 > b (pathogenic/likely pathogenic) &9 5
BAZRET S LTLURNCHEE ST EDORE AV EERA T TL
%, PTEN MJ&E#RI/N1) 7 > k (pathogenic/likely pathogenic) [&ELEAIE
NGO, DOTUEBRBOZHELEICET HHEIVHOEBEFEERR
ELEHRICEDODTULSARESELNH D, LEMERERNZVHEL.
BEXMRE SNEEBENBRRNEFHOBLEEBEICESLVTGERSINTS
Y, SO ENADTUEBRBEOHFHOBREFMIC DA > TLVATEEM
BH5H. LIEVEENSHD 5 a2 V-7 LOBEZHEEERE
$HLEA—DEESN, PHTS TLIXLIERO S HBREKRFEEE
BICANT, JYBRBLGREDHEENMRBINT 5, TOEEN,
PTEN OJ&#HI/N1) 7 > b (pathogenic/likely pathogenic) IZB8:EY ZE&ER
MRFRBICERZEVTERESNE, HFER(F. PHTS OERKRZHICC
NoDEEZHERTAILZHET S,
BREEELELL., PMBEELTZRELRIRMWEEONATI ) —I2H
FTohTWd, TEEEL, E. LEETFERNER. FRRERE.
3 DULEMDHILEBRE (WRHEZEST. BRRERY —FEER<) .
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LDD. E&EfE (HFRICEGLZ <. ZHETE 58cm. BHETIE 60cm) | 4
HUICEEEBEORKERAE, REOFIEREIZRMEOMERER
Z QB DOULOZHRMUNERMIE. 3 DULOERALEEDMHRME &
WEEREEHRALCERS. 3 DULOMIREE@HRE. OEAERE) T
Hd, OFEZEFEIZOLTIE, 3 DULHINERFLIIEEREDNE
M CHRIN-IGRIZEODENTE D,

BIRMEEICIE, BRAEARY FSLEE. #EHE. 3 DULLEORE
glycogenic acanthosis. 3 DLALDAERAE. HFHER (1Q75LLTF) | B
fafz. BEREBHEE. PRIRE FLEEZOZEFLITERER) [ K
IROBEMRE., MEEE BIAIE. SREOBEBENEHIRITR) GEN
Hb.

BEADERRRZIICIE, 3 DULOFEREICEAL, TD55 1 DAE
BEfE. LDD F-ITHILEBRETHAIGE L. 2 DOEXTEREL 3 D20
BIREEIZRETHHEENEFENEEZOND, 1 ABNTH LD PHTS
DEGRZERAEFE -3 H PTEN DKEAI/N 7> b (pathogenic/likely
pathogenic) BT 5RRZRTOHERKRZETICZIE. 2 DDFEREDHF-(E
2DODFERELVTNADEIRMBEEICZET HIHEE. 1 DOTERE
& 2 DDRIRMEEIZERET HHE. HHUIT 3 DORIRMEEICEKS
TEIEENEENDLEEZOND,

BERFHREZZTRVA., EREIC PTEN OFEH/ANY T2 b
(pathogenic/likely pathogenic) D&RFEMNLSEANICR L TIEL, PTEN
NYTOMRBBELRLCAA FSA VIR -TI740—LEITNIELS
BN (FIVTYRLD T AT TUJEMRHE/PHTS DEE | 258) . R
D PTEN OfFR/N1) 7 > k (pathogenic/likely pathogenic) DFTE
NHERSINTVEVWRRDBEA (FLIEZORK) NECENBREEZ
(FTNY T PP BRESABVKRETIE. REEEZR-THEE LD
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BELUIIEEBEHEOREBELZEZEIRETTHS (ZILIJVXLOD
BRCAL2 DRERE| BV [ U-T5 T X ZJEGHDRERE] &
SH) . HDHULIE. /N 7+ (pathogenic/likely pathogenic) %
RELTVWSAEEEARICEVIIOAERENREEZEZELTH L, F
f=. multi-gene testing £ &ZET 52 EHTE D,

PTEN Df&E#I/N1) 7 > b (pathogenic/likely pathogenic) AYER& b7
LWMEEE VUS BROHONDBENH VT UERE/PHTS OBEEES
-G, HEREINDIHTA FSAVICEDEENDBEEZED DI
ETHD (FINTIVRLD T DD TFUMEIREE/PHTS ODEHE | 258) .
THEELZBLILTVGEEE. IR~AOSMZHO. BEESLURKE
FEICEDUO-ERE LI-HREZRET EIRETHY . OEGMEEERE
DEEZEELTHLL,

ROY—=2T 12T EHE

BIEHDT UREERE/PHTS TS EELRBREVR I THS, TD=H,
L NCCN FELIX. W9 TUMEEE/PHTS IT& AT HEIZDOLNT,
FHELUVRBHERDIODRI ) —=VJIZETHHA4 K54 DO
BEARLTE, W OTUEER/PHTS EEOEFMERICHAT &
DHEREITIE, 18 & (FEIEEET HEORRZAATRLIELVZHFELRD 5
i) HORABTIE LRDOHRZENEENT LD,

AT UEIREE/PHTS O&tEICxt ¢ SR (IE. AFageaXEIE DT
(FEIEA A DT VERE/PHTS BEICRLESHETCEHTIETHL
EDL, EOD—RELUVZRFHOEBRRICERZELTLD, XE
T 18 MDA LEIDELHHNLGIEEBCHRZZHIBL. SHIC25®ES:
FRZATRVEVIEREERD 5~10 Fil (WTIALERWEA) hb
(X, % 2 B2 - RAMZ ZRBRINETH S, XMEEF, 30~35
BELIRRATRLEVIEERESROD 5~10 F71 (WFRHEL
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H) o, IVETT T4 LAEEE MRIICKSFE 1RORY )—=V
LRI RETH D, 75 RUBOEEL. BEAIRHATRETH S,
FEORBREZT-AEAZEEURMIZ T TOGEOEETE, F&AIC
EOCHBIIR-TIVEI ST LEABEE MRIRY ) —=V T %4
HIRETHD, YFERE. YUETT T4 ZHITTHEICIETFEY
DV REBETHLOWHET S,
HOTANERBEOLEICE TS ) RV BRFMICETEIT—2IFEEL
WA, RRM 8L UFEREMOERRIZCOVTY—RNA 5 —XT
FELESRETHD, WEBENEH DT VEREERTIERELS
HOA, thDBHRETENELRDZEAHD, JRVEBREMETSH
DY TITE. BYRVICHT HER/RENR. FMIESUR
9. BEOEREK. £BICETIFLEICOVTOELEVEED D,
RV BRBFHMEZTEILOLDEBEHESMAIECEETOEICET 5EICE
RT¥BLELEETHD.
NOTUEBRBNENTHDILEEETDHE. COLSBEEICHIT
HBFERBEORV)—=ZVJICATH5T—21F 40, BFERIE. F
BEREREEOERK (BEEHONG EQERNT 52ARERIEDBHEEELEDH
%) ICHAT2EEHEEHRET S, ARGREICL>TFERNERZDOR
HERNMREEIND, TOLSLGEKROFEICEFERNEEREEZEDD
RETHD, FERBREEDRY)—=_2JI2DWTIE, BT UEERH
DEEIZEITHFBAEHSNATOEL, FERBEERETZHEELT
BRESIUHEENERIZEL., TOMH. 1~2 FEOFERNELERIC
KBRYVY—=TEBELTHELLY,

FERNEZDRY ) —Z T D=OICHARBREEIZITIIL—F U DORE
BERREICOVTIH. BEMNLGHEZRIITETLLTORE - FEE
FREINTLEWD, EAOHETEELTH &L, L. BEES
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BREFEEGCABAHZEL-FERNEEOEEEBMNAL O, AR
BIXRMEDR Y ) ==V FEE LTIFHERE I NG,

AT UEER/PHTS DEETIH. BRZlHTRERIREOLEEFRKLEY
ROMNDIECELH 3~10%THADITHL B, —REFTIEH 1% T
HD“, PHTS DAL, &£ 1 AORRBESTEREZETINE
THd UMRIBLED) . T BIc, RKEARBRESE 35 mh 5. F20&E
FERDAHLNBBEEELYVEENSHIBRTH I EAHRIND, 40 BX
ECRBEOZHEZITIERENVSEEICE. RVEBEVEMOZHE
FD 5~10 FRIN O KBERNBREREICL DRI ) -V T &I~
ETHD, KBERBRHEREE 5 FE., L LIFEROHLIEELR) —
THRRESNF-EBETE., LYERICHETIRNETHD, BEMBEEDR
D)= EFTS5=0IZ. 40 Bhb 1~2 FEICBEBTEREZERE
FTRETHD, —HOBBCEIKRERTOEERZEZERELTH L, MR
TERMRALNDIGEIE. I MRI & &H12, BHERREADTHZERE
FTRETHD, BOBIELERICETIHENEET., BEITEARE~
DIVRIIZODVWTELHEITAE T, EERBOEGRH IV U ITHHEE
oy (R

DO TUEBEBBRORRIZCEIT S PTEN OFM /N 7 ¥ b
(pathogenic/likely pathogenic) D AERIZE/ ERZEMBEEDFIAIZD
WTIE, 2RINET—R2EFEELLEL, LHALENS, FEARKEN
® PTEN D%sHI/N1) 7 > k (pathogenic/likely pathogenic) Z&#EL T
WEWI EERET DNy TIVIZIE, HARIZE. PGD. £EHMER
DERFEICOVWTHELESI ZENTES, ZDOLSLGAD LY VTIC
(X, FIRODERFIHESIBENY R, ARSLURRICET HEEN
BELEVWEEDIRETHD, LHEOERBESLUVAY oIV TD
ZEBEHOFEEICET 2 —HBMABRIZONTIE. [BRCA A&Z % -
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INEEIENREE) D T YR DFHE, Hoot ) o TELVERE O [£4E
DEFRE) ESROD L,

E-IRELEETHMOB/M/NY 7 >+ (pathogenic/likely
pathogenic)

NCCN #HA FZ3A4 Y MEES I UVMREIZE T2 EERFN/REMEY X
VFFE] TR, BEEREEBREERORVERHMOBHANY T U b
(pathogenic/likely pathogenic) (BRCA1/2, TP53. PTEN) ®MiE{fi &
NSO T EETHANCBITREGEHBRE, hootY Yy
THELIVEEBRRICET AHERICRLERZTELTLIS, NCCN HESH
f= BRCAL2 ZENHKRERAEZ - L T multi-gene testing #=(+1-2&
337 AD%AMEMITTIE, 25 N (7.4%) H'3E BRCA EEZHFEFLT
WBZEMNREINE %, ThAODEERETRLEN-DIE PALB2
(23%) . CHEK2 (15%) . ATM (15%) T&H o=, LLTDREHIX. —
BEE WENGNYTUMZEREBLGEVDAR) THEIWLIHET M
AT-EBMHWBER ) —=V T OREBEHZLRRERSNERT S LELUSND
f&B9/N1) 7 > b (pathogenic/likely pathogenic) IZDWWTERBAL=H D
THhd. EFEMIZIE ATM, BRIP1, CDH1, CHEK2, NBN, PALB2,
RAD51C, RAD51D. STK1l 7z EDE#I/N1 7 >k (pathogenic/likely
pathogenic) MEFond, U FEMERBES K UHBRHEREE L 2
(NF1) &BET 55m89/81) 7> b (pathogenic/likely pathogenic) @
DAY ERBIZONTHRHT S,

BEENTEEDEGCTFEEDREBICOVTIEE) RV ERITLI-HER
BlE, )R T7TO—FICEDE, ZUTIEERBETEIIAEBRE
DT S ERBVRIN 1%E LA >-BRTIVET S TAI2KDRY
D=V %#BRIRELERLIEA. CThFFEHYRIDEHIZHT S
HRE-HLTWS 8, FRRIC. ZETHEERBFETIE. IEXKLEDH
ESFRBVRIN 22%EBAT-FRATIEMRIRY ) —=V 7 %A
TRETH D, I<FZL. EHEADEHEI S, MRIEIVET ST 1412&D
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RO Y=V IEERFICEIRT A ENEEBMNLET TO—F LT -TLV S,
ABERV )=V RSN EHRIE. 2B BICEEREILR) OR
ERG ERRRFOERICHELZITHREMELNH D &, BEREILED
RKEENHDHEATIE. RRNTRLEVEZZEERD 5~10 FHl
BRI )—=VJ%FRLTE &KW, FEDAREEZT-ARAIZEED
BRI IEZ T TULVELREICIE, ERMICEDCHREICR>TIERI ) —=
VIERGITRETH S, BRERIE. YUET T T4 EHEITT BEICIE
FEDUEVREBRET DL OMET L, BHE. REENPEFEDERLRTF
ZEORFEIZBVLVTY RV RBEBVIRMTZ#HEST 5+ ETUR
(TG 8, FEOREEN HAHEEF. COBRKEEZEELTELES
TH&LY,

EBEENPEEDRM /N 7 > b (pathogenic/likely pathogenic)
(BRIP1, RAD51C, RAD51D) MDR#F&ET RRSO #EEITNETEHRH
RERFHREI DI THHBIETUOREHL, RHEAROEEEEZ S L.
RRSO DEITEBFEICRETRETIERL, LEN-T, BEXRLNGE
EDEEGFEEDRIFEICOVNTIER) XY /T LIz Tung 5IE 8,
FRINIMEEREDEEIVRIN 26% (NEEOREELH D
BRCARRMLZMEDFEINLIEEIRY) #HBASHFETIEIRRSO 2EE
FTRETEFHABEWEERL=, RRSO IZDWTELA->THLVEKRMNL
FEWHICHAILIERICOVTIEH. TE®D IBRIPL | & U
'RAD51C/RAD51D | MEFiZSRBO &,

BB DR/ 7 > b (pathogenic/likely pathogenic) (. /SR ILIEZE
ICRIBICEOHDZENTES (LED Multi-Gene Testing | #588) ,
Multi-gene testing O—FICHHARAFENDIZENH SN . FEOINREL
DEEICETAIET VAN F+RTHLIREEDEIVELRTF L LT,
BARD1, FANCC. MRE11A. MUTYH (AT 0O#4&1M) . RECQL4.
RAD50. RINT1, SLX4, SMARCA4, XRCC2 B EMAH D, T ibDiE
GEFITHTHIVRVERICEAT HHREICE. REELZDOMOERKIE
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FEERBICANDIRETH S, cHODEERDELELGRFIZTONTIE,
FYBEHLELE 2 —DRDmMIXTHRES N TLNS *5,

ATM
ATM ( ataxia-telangiectasia mutated ) EEZ F D/ /N Y 7 > b
(pathogenic/likely pathogenic) [FELIED )R Y &M S S ATREMED
Hb, 19 ORRERRELIZAFZTF) AT, ATM ORNY T >
k (pathogenic/likely pathogenic) ZH 3 H5EANIZEITEHEEDRELE
FEURIIE50HETT 6%, 80METT 3B THDZ EMTRINT “C,
EMMENLRIEESRFAEZE T HEHEERMRELZ 3 DOaK—+
HEDARZTFH)RITHEWLWT, RR [ 2.8 (90%Cl=2.2~3.7 ; P<L
0.001) t#EESINT- 7, EBEZXNRE LI-MOFEFTTEH. £ 1%
MATMZEEZF L TV 80848 F S5 S NDEFREFEESE 82
ADFEMTIE. 85% (N=7) OEETATM EEHNEH Iz 49
HEDEFED ATM BIRFHNY T2 b EFERZH EDBEEEILZTNIEZF
ERETIHGELMN 809 BEDI R URAERFIYHERLLRTEY X
JOEMIZFIF U bR AT 1 TITBLAIEEELAHEZEEFRLIZTET
DAWEHD B, 5 DOMBEDARZTF ) ATIE, ATMEZERIFEIZH
(THEBREDEE) XYL 38%., SRAEURAER c.7271T>GC OFREFESE
IZEFT5 70 RFETOIEREYRVIL 69%THD Z EMREINT *0,
fE I xR AR ZE (ELERGEH 42,671 . *HEE 42,164 A) DfEHT TIE.
C7271T>G N T U R ERBEBIU RV LDFELBEEN RSN (OR=
11.60 ; 95%CI=1.50~89.90 ; P=0.001) *', ATM DR/ 7 > bH
BE SN 27 RROBHTIE, c.727AT>G NY T U M ERE R DiE
nEDEEMNRENT- (HR=8.0 ; 95%Cl=2.3~27.4 ; P<0.001) %2,
FEFIXI BT WECARE Tld. WL FRIEN S ATM DEEICENLG S
AEVZANY T M ERETI2EHEICHENT, REHSBESARMBIZED Y
AU EMEBEES DaEEMMATE SN 5, LL. 5 DOARERER
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ELFARTFIORATIE, ATOHEEMED ATM ZEZFITHEETH
FHEEE (BERE) FBILLGLHAVNI LRSI 9, LizA > T,
BRRTIE, BEZHMEIN-ZERBBEOXM THRIREEZHEL L
CEEXBFTATALIET URIELL,
LFERIE. ATM EGFOEEZE I HXMZEZRREL T, 40 EhoFE
1ERVETST4HEITL. SHICE LEIORE MRI 2EET 5 & S H#E
5, ATMZERFFEOXMEIINT 5 ) RV EBEBVIRMIZ DL TIE,
RAET4vy MIBTE5T7—2ELEWVEOD 8, REEICE DT I DFi
ZERBLTHEL, REBEEZXNRETHIRAEHARTIE. ATMEERR
BEICET2MER) R DPEEDERIRINTINSA 870 BHEFS
TlE, SO&SLBEBFEICHT S RRSO ##BET 2L ITO+REIETY
RAFTBoNTLEGEL, ATMEEGRFLEERBASHERETH S EMDENR
MEBKRAEDRE & DEEZEZET DL, ATM DFHIANY T Uk
(pathogenic/likely pathogenic) DRFED DIt DT IZIFEFEDE
FERICEAT HELEVEEHAIREZTTH S, ATM EENERE P BLU
BILARE RS NDEETERINTLSA, BEATIE. ATM DKM/
7 > b (pathogenic/likely pathogenic) MDRFFIZH L TIDEDEDR
D)—Z VT EHRETHETOTRLIETURFEFELNATULVEL,

BARD1

2 DO KPIEFEFIFBIZE TEFE & BARD1 (BRCAl-associated RING
domain 1) BIZzFDZEERELOEENZEHLN TS, 1 DHOHEIL.
BERFHREDOZOICHEN SN ERM 65057 AZxdRE LT
O, TOYUTILIZEITSH BARDL ZEDRIFE(L 0.18% THY . xE
HORBERLEBRLTEHEEIZEN >z (OR=2.16. 95%CI=1.31~
3.63. P<0.05) , 2 DHMEEEZE 15,826 L E xR E L 1= AEfHIxt iEfE
W (KYRREGHRO—EE LTETESINEZ) TR, REED 0.25%
THhorEZENTENE (OR=192, 95%CI=1.36~272, P<
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0.001) °, ZZHh BARD1 ZEZFHIT HEANICEITHEIE) R DIE
AR EINZICEMIDHLET . BREREZDLSHBEANIZE TS5
BRARYY—ZVFICDODWTHEREZREITHICEELIIET VANDE
ThHdEEERLT=.

BRIP1
INEEEBEFICE (T SETEMRI DNA O/RARILREIZEWNT, 77V
J-BMmEEFD 1 DTHS BRIPL (BRCAL interaction protein C-
terminal helicase 1) BEFDEEDRIFEIIN 1% THS I Z ENRSN
T3 6870185 PRERER Y 1) —= 25 DEEKRFE (UKFOCSS) [Z&8%
Sn- ERMINERELM 3236 A, XHE 3431 A, REEDT ' R I KK
2000 ADfEHTIE. BRIPL IZIIEE XV DBMEDEENRDH LN
(P<0.001) . #Ext Y RV (EiZMEME L RIEINERET 11.22 (95%Cl=3.22
~34.10 ; P<0.001) . SRR ERRIENEREZ T 14.09 (95%CI=4.04~
45.02 ; P<0.001) THo1= ®8, 7A RS2 FAKH (BIEZEH 656
A. xtHE 3913 AN) OfEHTH. BRIPL LOIERE XYL DEE
(OR=8.13 ; 95%CI=4.74~13.95 ; P<0.001) AVR&ttz %7, BRIP1
TERFETBORETICWEEBNIRET SRBEEE) X V(X 58%&H#
FEINTLS (95%CI=3.6~9.1) *%,
Tung 5 8 [E. SAODEERBEFRICEVLTIE. ZORBURIMNE—
EiR#HEIZ BRCA LEEDLVWINRELE S SN -ZEN 1 AND &R
DRFEIVRY (#5264) ZBZSETIE. RRSO #EE T RETIHAL
EER LT, BRIP1 O®HI/N1) 7 > b (pathogenic/likely pathogenic)
DIRFEDEE. FOBHIEH 50~55 ®IchdeEZObND, LAL.,
tIcHEREAF (FIZIE, MEROAFRENER. HEELL) 2HL
TWaZMLHEY %, RRSODELEWVE SO BFECTEIATSHE. — &
DEFREMNREZRAITAIEENHD, LEH>T, HEERIE.
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BRIP1 MwHI/N1) 7 > & (pathogenic/likely pathogenic) MD{R#FE TIlE
45~50 @M D> RRSO #EET S L2HET L, EERENREOR
BEAHZDEEIE. YRV EBRFMETIELEVWERLICHABLT
Lk, REMIC, ShoDN) 72 FOREET RRSO [CET 55EL
BVWZERBT AEMICOVWTHERGHRELZRT IS, KFELEIR S H
ROEBETH D,
MARFATEIREY RV DEME BRIPL LOEEEZRT+RHRIETY
AEIBOENTHELT . B—TEHRURVEMEDEENED SN - 5EHE
BANYT U REENY, BRIPLIE, BEREBEAKLEMEGERETHEIT7 Y
JO-—BmEMET S, LE=A>T. BRIPL DEM/ANY 72k
(pathogenic/likely pathogenic) DRIFEDH D &) DT ICITEFED
BIREICEATIELAEVESHIRNETHD,

CDH1

CDH1 O LJEHMIRIIZRE, EREUVFAMBRES L UELIR/NER & B
ELTHEY., EORBEE) R X 39~52% L RE SN TLVS 460461,

CDH1 M¥%H/8) 7 > + (pathogenic/likely pathogenic) MDIRIEFED Lt
TREBNEEOIVRINGNIEEZEFEL. AFEREF. 30 EHLHD
FL1RDOTVETFT74 (FEIEEE MRI £2E8) IT&KHRV Y —=V
TEERTH, EFEREIRBOREEZETHIEETIK. BEMLrERI Y
—ZVJEEBLTHEL, RBTHIEERFELIE. REEICELCTY
AV EBEBUIRMICONTELE>TH &KLY, CDHL OFIINY 7V
b (pathogenic/likely pathogenic) =&Y AEANICHTHBERY )—=
VS O#EICDL TIE. NCCN Guidelines for Gastric Cancer
(www.NCCN.org TAFHEE) #SRBDI &,
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CHEK2
NETICRAESN TS RIDEERZMEGRFIZT CHEK2 (cell cycle
checkpoint kinase 2) %%, HBBEHEOKRBFEY > TILIZE LT, &
JEAIRE %5 DNA /SR IILIREICK D CHEK2 DFER/NY 7V b
(pathogenic/likely pathogenic) R#EFZEFH 1% THAHZ EARINTLY
% 6970448 CHEK2 DRMERIL. dbK & VYIRS K URERGEE THE
NEWERESINTINVS 45462464 CHEK2 EE 4% H 9 A REMIIZEDX
HICETAFEORBEE) RV 1FH 28~37Tn LEFESNTEY., 5
BOREENLYBOVEETIE, 25 TREVEELIYVRINELR
% 465466, 2 DO KRIIEAEFIIBARD T — R ITEDEHE SIN-FED
RRIZ 3.0 TH - (90%Cl=2.6~3.5) 7,

FEYRY EETED CHEK2 N T2 bEDBEEZ®RET MR, £
ICiEME/NY) 7 > b 1100delC HAxt& & SN TLYS, Copenhagen
General Population Study (N=86,975) DM TIX. EEHE L UVHERIT
BRIt L T LT=15E&. CHEK2 1100delC AT OESARTEEY X
JDEMMNEH 5Tz (HR=2.08; 95%Cl=1.51~2.85) “’, CHEK2
Breast Cancer Case-Control Consortium of Europe and Australia A3}
L F=EHIxERBRZE (FEHI 10,860 fil. xtHE 9,065 fil) Tl&. RERETEIR
SR TWAEWLLMETE. 1100delC /8 72 MZELE ) X e ORSE
MNEH SN (OR=2.34; 95%CI=1.72~3.20 ; P<0.001) 8, RBIDIE
Bt EBEZE (FEBI 44,777 I, XEB 42,997 ) TlE. AT OEAHD
1100delC R¥FE T ER EGHIEORLE YR INFEIZEMN >f=H (OR
=2.55; 95%CI=2.10~3.10 ; P<0.001) . ER [EH4ZED") R 7 Em
FEHLNEMDT= (OR=1.32; 95%CI=0.93~1.88 ; P=0.12) *,
18 DIEFIXIEREAZT (GEM 26,336 f5l. *xTHE 44,219 ) ZxfRE LA A
TFHUIRTIE, SREVRNY T2 57T IZEED R OFEED
EmEDEEN BRSO 5Nf= (OR=158; 95%ClI=142~175; P<
0.001) ™,
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LEZERIF. CHEK2 BIRFNEEEZFTHRMEERREL T, 40 ®mH 5
F1IETVET S T4HETL, SHICFELIRDIEEMRI ZEETHL5H#
895, 1100delC HEDTL—LL I NV EERDHAEEEBLIZ)RY T—
RICEDEHEH Iz CHEK2 DfFHI/NY 7 > b+ (pathogenic/likely
pathogenic) MRFHFIZCEITHFEDFY 5 FREBVRAVEBFEAT
(BT D ATM DJEHI/NY) 7 > b (pathogenic/likely pathogenic) DR
FHICET LHESH) . ARESEFABRIV V-V ORRERE L
T 40 B%EEIRL 1z 8, CHEK2 ZERBEOLMHIZHT ) XV IEREEL
BYIRHMTIZDONWTIZ, RRT 4y MIBETHET—2EHEVEDD &, FKik
FBIZESWTIOFMEZEELTHLL,

MLH1, MSH2, MSH6, PMS2, EPCAM
O FERBEOXHEIFENEEZSSUMEREZDO) X 7MAFE (FNE
NE&EE 60%E XU 24%) 4474, MLH1, MSH2, EPCAM, PMS2 % 1=
(¥ MSH6 DZEEZRFL. LEBHEDFENGZULEHETEH. BXFES
FEHEM S & O/ EEANENEBHAN) RV EBOOIZEET
THBERKELD V57, Thodiwia/N1) 7>k (pathogenic/likely
pathogenic) DEFETIRAREIZRTEIL—FLDODRY)—=25%
XHTIHELIETUOREFEELLZL, £ 1 BOFERNRZEREEE
LTHEELD, ZORRT 4y MEIBASMTIEALY 475480488 )L —F >
DEREBTEBREL LUIME CA-125 BEIX. +9LBRESLUVERE
NREINTUWEWESH, TEHEINTULGNA 47548048 —h 5 DIREMN
FREGDHZRRELHY 55,

—BOMEICELY. UUFERBELEET 5—8DIRT Y FEEERE
F (MLH1 & MSH2) IZEEV R T L DOFEENH S ATREMEARIE &
TS 85488 LA LIREERTIE, U FEEHOLEICH L TEY
DR DERUELIZELBRI ) —=Z VT # BT 5L TO+RBEIET
VRIEH/ENTULVELY,
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) U FEEBICET AFHMARBRICOLTIE. NCCN A4 FS/4 Y TX
BEICETIECFEN/RERYRVEMI ICEHSATWLS
(Wwww.NCCN.org CAFAJHE)

NBN
NBN BIEFIEF=T Y D EMENLEEHDOERICEET 5, ATOESEN
D NBN ZEZFITH5RMTIE, HEORE)RIVMNEL (OR=3.1;
95%CI=1.4~6.6 ; P=0.004) %7, 7 DOMEEZXXRELIZAZTF)
DRTIE, ATk 657dels LELEY RV EOFELGEENRIN:
(OR=2.42; 95%Cl=1.54~3.80) *¢, R—5 > FDEELME (N=
562) DEEMTIE. CORBEZERICEFEREIRLOBENEO LN
= (OR=8.36 ; 95%CI=2.57~27.27 ; P<0.001) *°, ¥FEXIL.
NBN BZFNEEZETHAXMUERRELT, 0 FNLFE L1 ETUES
Z7414TL. SHIZHE 1 BOEE MRI 2EET 5L 5HET L, Ch
5 MDIEHI/NY) 7 >k (pathogenic/likely pathogenic) DREFEIZHITS
FEOTH 5 FREBVRIVEBEAT, BREREFAERY U —=2Y
DRBFERHE LTI FEBRL: (LEESE) 8 ZO#REEIC. X
T TANDEMHRER 657del5 MhofFonf-T—RITE DI #7490, NBN
DFEHI/NY) 7 > kb (pathogenic/likely pathogenic) DREFE D % (Zxt
TH5YRVBERBIEBVBRMICOVTIE, RR2Tq v MZETEZT—42N
BW, LIz -2T, ThodfmEM/N1J 7> b (pathogenicllikely
pathogenic) MRFETIX Y RV EBEEUIRMIIHEINLZ LN, R
BREICEDOWTIOFMEZEELTH L., NBN EBzFE. BEBHEKS
MEBETHITA I AVERBARTLEEREOFKELBAEST S, L1
MN>T. NBN DFFHI/N) 7> b (pathogenic/likely pathogenic) DR
BEOAD L) VTICIFEFEDRRRICEAT AFELEVNEEHEINET
Hb
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NF1
NF1 [X. NF1 D®m#I/\1) 7 > + (pathogenic/likely pathogenic) [Z#EH
THORRBAREBEHOEGHESEERETHS. NFL (TEERIEHEHIE
B. TOMOTIEHERESS L CHILEREERZD ) X7 Emn & EE
g5 O T4 TV RD NFL BF 1404 NEIRE LIZEEAR—X
DMETIE, EBOEE) RN 59.6%EHEINT- ¥, ZOWETIE.,
NF1 EEEV RVEMEDEELBEENRENT (SIR=3.04; 95%Cl
=2.06~4.31; P<0.001) , REEETIL. NF1 [CEHFHET L DOFEE
NEROLEN, SEEFRIEINFLOHDEET67.9% THo=DIZH L.
NFL D7EWEETIL 87.8%TH o1z, BEIREEL 40 RERFDOLMET
EHEMN o1 (SIR=11.10 ; 95%Cl=5.56~19.50 ; P<0.001) , NF1
BE 848 AERRELEEEOEARN—IAHARTH. EEN X DEM
NEH BN (SIR=3.5; 95%CI=1.9~5.9) . $¥IZ 50 HEXBED XK
(SIR=4.9 ; 95%Cl=2.4~8.8) TURIMNEM 1= *°, 50 METD
IEREDEBEEYRIIE. COYUTILTIE84%THo 1=,

N5DFEM/NY 72k (pathogenic/likely pathogenic) REFEIZH L
TEEREIEDIRINENWLEEETDHE,. YVETTT4I12&
2 1EDIABRI)—=25% 30 BHI LRI RETHD 4%, IE
MRI [CKBRHV)—=VFTHBETED, RUVV—=VJICEBTHIh
HDHRIL. NF1 OERRKZHEZITHBEANZOHERINS, ILECH
RIRMIELNTFEET 5L MRI TRBGMH L RS TREMA HDHH. NFLEHI(C
BITEHEE MRIOBRES LI UHEEZHLNIT HICEIELZLIT—2H
WETHD, ZED NF1 BEFEZXRE LI-AIREHE (N=448) TIE.
o DERFRBEICBITHEE Y A V1L, 50 BUBRICEEICEMLA
W EMNTEIN 9, ZEOXM NF1 BEEZXRE LI-ERBEE
TlX. RR OHEEA 30~39 HBNXEMT 6.5 (95%CI=2.6~13.5) . 40
~49 BDEMT 4.4 (95%CI=2.5~7.0) THhot= %7, 50~59 HDK
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M TIE RR DHEFEENAS SITETL (RR=2.6. 95%ClI=1.5~4.2) .
BE L HICIET LSS (60~69 DEMET RR=1.9., 95%CI=1.0~
3.3, 70~79 HD LM T RR=0.8, 95%CI=0.2~2.2) , chLb>DAFE
[Tk Y. 50 mUBEOXRHE NF1 BETEHIAE RV IT—REFAOX 4L
BEELRHBNGWNI EMNRSINT, LIzA>T. NF1 BEFIIT HE
B MRI RV )—=2JF 50 THIELTH &KL, NFL DR/ T2
b (pathogenic/likely pathogenic) DRIFEDXMHEIZxT S ) XV ERE
ABUIBRMICOWTIE, RRT oy MIBTEIT—207%L, Lizhi-
T. TNoDBEETIER) RV ERIBEVIRMIEHRE I NGV, REE
[CEDWTIDFHEEBELTH XL, NF1 [CEET A 6E (#BRE
HEBRELZRE) NEETENLIEENHY . EEICLELAEEMENH D 45,
L= > T, EEOLOICHBREBEOEMEADBNINHEREIND,

PALB2

PALB2 (partner and localizer of BRCA2) (X7 7 v a—BMEEFD 1
DTHD., PALB2 MiEAI/N1) 7 > b (pathogenic/likely pathogenic) [Z
FEE) RVEBMEDBEENA LN, EBEEEXNRE LEERRTIE
0.6~3%7h' PALB2 DRMEEZFREF L T\ 6970.152448490501 - 3 D)t
TDABTFATIE, RR M 5.3 LfEFESINT- (90%Cl=3.0~9.4)
M7, PALB2 ZEZFHIT HXMTIE. YRV ITERH L EHITEML.
S50METHDEE)RIIE14%, T0FBETOEE) XX 35%THD %%,
CDYRYIEFER, EBERELEZERBEORI/EZDIEEEKRT S,
TOMETOERE) RVIF. FEOE—ELREN VG MEEIE 33%TH
2D L, F—ERREICHEREN 2 AVWSIFEEIE 58%THH T
2, BERFMBREBEZRZITIABBEENRET HHR—3 2 FOHETIE.
PALB2 {RIEFE D 10% TXHAIZLEMNBE SNz 0, COBETIE, 10 F
EHFED PALB2 2R EFTHEEEET 48%THH=DITR L. BRCAL
FEBRFETIE 72%. ERIFETE 715% TH-o=Z bRtz (P
0.001) , E6IZ, EBENA 2cMm ULTH--BEHEL 2cm RXKETHH 1=
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ETHRIDE, 10 FEFERLFEBEDANEZELIFR (324%%
82.4%) T#H-1=- (HR=7.04 ; 95%CI=2.47~20.07 ; P<0.001) ,
LEBL(X. PALB2 ORI/ 7 > b (pathogenic/likely pathogenic)
DRFEICH LT, FIEDOFY 5 FREVRIMN 1% & LEES 30 Zhd
FLIEDTVET T4 AT AL EHET S 852, 2E MRI X%
)—=—2 T3 ZEELTEL, PALB2 OFEM/NY 7> k (pathogenic/likely
pathogenic) DRFEDXMEITxT S ) RV IERELBEVIRRMIZ DL TIE.
RET 4y MIBETET—2IEHEVEOD 8 REFEIZEDWT I OFM
ZERBLTH &, PALB2 LONEE) RV EMEDREEZETE LM%
1 8 BN 185503 IHEE S Tk PALB2 MJERI/NY) 7 >k (pathogenic/likely
pathogenic) DRIFEIZxT S RRSO %R T L ITO+REIETY
RAEBOENTHEL, PALB2 (&, BERXBRLEHEGERETHS ST 7O
BmsEET S M, LE=A>T. PALB2 DFEH /N T Uk

(pathogenic/likely pathogenic) DFRFED AV o) T ICITETEDE
REZICBET BELAVESHEIRNETHS,

RAD51C &4 TFRAD51D

RAD51 EH 77 2 ) —EzFIIMEREMEZ & DNA BEICEAET 5,
RAD51C £ & U RAD51D [, EEY XV DEMEEET 52 EAR
ENTWD, MBERBEZRNRET HEEMERT DNA O/ARILIEE
TlX. RAD51C F7=I& RAD51D MDJFHI/\1) 7 > k (pathogenic/likely
pathogenic) DRIFFEIEH 1% THAHAZ EMREINTIVS 6870185, FRE
EOREEZHT HEIHE 1132 AL X 1156 AEDLETIE,
RAD51C IZHREE) AV BMEDEENREH 5= (RR=5.88, 95%
Cl=2.91~11.88 ; P<0.001) %%, &Iz, RLCHER (FimE 911 A.
B8 1,060 N) Tirhonf-fEHIC&kY. RAD5ID LHIERE X vtEme
DEELREINT (RR=6.30, 95%Cl=2.86~13.85; P<0.011) 5%,
E DN EE LM 3429 A &R 2772 A DEFIX BT TlX. RAD51C
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(OR=5.2 ; 95%Cl=1.1~24 ; P=0.035) & RAD51D (OR=12.0;
95%CI=1.5~90 ; P=0.019) & HICONEE X EMNEDREEMNE
btz %7,

RAD51C ZERFEHEICEITOIMEERLEDRE XV (F, 60~64 &EFE
TIZ 26% (BRCA EMTHRENREEZE T HXUETTFEINGE
BEURY) ICELY, 55~59 BDERIVRVIE 1.5%THDH &%,
RAD51D ZER#EFETIL. 50~54 R TREUYRIH 26%IZES,
BRIP1 MJ&EAY/N1) 7 > k (pathogenic/likely pathogenic) MDRIFHE D15
BLERFRIZ, BEREMNEED) RV EERIEL0EMEDH S BERE
FHIMICHFERET HalREENH D, LI >T. BFEERIF. RADSIC &
& U RAD51D M¥&ERI/NY) 7 > kb (pathogenic/likely pathogenic) MD{R#F
ETIL, 45~50 END RRSO ZEEY H_ L &ET H, BEFKEN
BREOREENHDHGEEIE. YR VERFMICETIE LEVNEZRIIC
M L TH &L, BRIPL OFM /N 7 > k (pathogenic/likely
pathogenic) & Rl#k. RAD51C # & U8 RAD51D D JFH/N 7 > b

(pathogenic/likely pathogenic) #R#F##& T RRSO [CRT H5ELEWLZH
MY AFRMICOVWTHERLGHRELRTICE. KRELGIIMEARI/ILE
ThHd,

B M ©. RAD51C & & U8 RAD5ID D fm M /N 1) 7 ¥ k

(pathogenic/likely pathogenic) &:LEY XAV EMEDEEEZRT +5
BIETUREIBOLNTEL, LEA>T, Th5D/N\Y 7Y FORE
FHICIE, THNLAERE IR IDEHEICHTEIHAET VRIS &5
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BMEY %, RADSIC FERBALHEGKETHS 77 v I-EMEHE
EJ S, LzA>T. RAD5IC MHEKI/NY) 7 > k (pathogenic/likely
pathogenic) DRFEDH D) U JICIFERDZIRKRICEAT 558 L
BLWEEHIRETHD,

STK11

STK11 MJ&HY (pathogenic/likely pathogenic) 74EFEHIRERHI/NY 7>
ME. SHIEER) —J #IERERRIAE. HILFELAEFZITEL
BRHRERED R VIEREZHFEETIELEARBEOERHERETHD
RA Y- H—REEF (PIS) LEEL TS, PIS OXMEIZEITS
FE)RIIE 40T 8%. 50T 13%. 60 & T 31%. 70 & T 45%
TH5H %8, STK11 MEMI/N1) 7 >+ (pathogenic/likely pathogenic) @
REEOREIZNT 5 RAVIEREBVIBRMICOVTIE, XR2T v k
[CET5T—2D7EL, LEA>T. TALDEETEHI RVIERIE
PIRMIEHEIAG LA, FERICE DOV TIOFHEEELTLH &KLY,
PIS BEDRY )—=VJIZET H1EWIE. NCCN 4 K354 > TKE5
BICETA2EGEN/REME)VXVEEM] TRRIEATWLS
(www.NCCN.org TAFATHEE) o

MS-47


http://www.nccn.org/professionals/physician_gls/f_guidelines.asp
http://www.nccn.org/

National

NSOl Cancer
Network®

Comprehensive. NCCN Guidelines Version 3.2019
AESLUVMEEIZH T 5 EEFN/REHE Y R

p ke O o R O |
BX

ER

= 1. BEY S5 BIzFHE

CKEBEIZEMZER [National Cancer Institute : NCI] & VY)
FREMEBM (autosomal dominant)

ELEAEBHEGLE. EREFO—FADIE—DHITHEM/ANYT U
(pathogenic/likely pathogenic) MEFEEYT 5158 (NTHES) [CHIRYT
BHIEEFHIREZEET .

HREMLKLH (autosomal recessive)

ELEARLSHEREF. EREFOMADIE—ITHERMHAY Tk
(pathogenic/likely pathogenic) NEFET 5158 (Thbhb., HEHREMN
1) 7> b (pathogenic/likely pathogenic) MDREEEETHSH. RILE

ZFIC2 DDEGEHZNITUREBLTWS [EE~ATHEESLEETN

K] 15E) ICOAHBRT HELFMKREZEIET,

de novo #£ (de novo mutation)

FAOBROEEME (RFELEIHEF) ICELEHEHNNVT U
(pathogenic/likely pathogenic) FEf=(XHEAREDFAEDIZZREIMIE LT

"B/ 1) 7 >+ (pathogenic/likely pathogenic) DfERELTHERI S, 1

DORRZATHO TENEGRFOEIEDI L, FREERLELLS,

Pd:3i3

BHENDRRT—MHREALIYENVEETHONAIRBEFEIHBET. R

EEDOREITECENEILEECENLRRLE L LHI5ELH D,

KEE (Family history)

RENDEADREZEO-EGEFENGERO I L, FENGES LR

BEAVTHEICRLEZEOEF., —#KRICTRKRRBE (pedigree F£1=I1& family

tree) EMEIEND,

Bl &L (founder effect)
MO THIEBMELIUEMICREE SN TN S LRI IL—T2REELET
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SEMICEVTEHEEICRO SN DKM/ 72 b (pathogenic/likely
pathogenic) T#H>T. EEDEIEED 1 AFLIIBEHI/RFETH -
T:%Ja)o

£EMFSF (Qermline)

MFFELIERFT (BEETF) ORFELE L LHHA,
% (kindred)

[LEBE DRI

A& (pedigree)
REEF#REICLIZEH0,

BEFE (penetrance)

BERFEOBHMED 1 DT, BEDEGFENEFET S & TITEHRRIKEDN

RLETHAREMEIET LD,

RigE (proband)

HEARRICEGHEBOREENERINIZH L LG-BEADI L, B

41X propositus. &I proposita & FEIEN 5,

HEMDE (sporadic cancer)

COREICE 2 DOBERLH D, Y. BIIHT IRZMZEH LR
(pathogenic/likely pathogenic) 7ZR4&EFEHIRARFIN) 72 &L =72 ME

NZELIEE, ZDEIBN)TURELE DTS ELBALNGE

ANZELEELEZRANTHDICHERAT HHENHDH, TDS> 6. 5UR

9 DRI/ 7 > b (pathogenic/likely pathogenic) # 4 f=ZLMEANIZHE

ELEEIBEEDEETFEINDS, RALLGLIBFEMNLGN) T MG
CCHEGENERNEREDOTRERICHEZRIEITIELNH D=5,
CORAFHEABGEEDTIEG L, Ff=, BOREENGIMEANIZEE
LEEREZRITOICHFEEEVWS AEZERT 551 H 5.
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faR 8

Bt B DEREELCFOEEDREF
ETHD

EoEM% RRDMD—BTHIETHD &

AHER SN TSR DEREE
BFORFETEEL

Indeterminate (7&#f7%c L) BAsnEREAECFORBEETIX
L, MORKIZDWTIXREED
ESHFHTHD

Inconclusive (EZAHD/VY 7| BEATEENALSHIZH-LTL
> R) BWEBEFTIEOREETHD
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RIEREALSHEREBICEET HR/AB/NNVT b
(pathogenic/likely pathogenic)

/v 7>~ (pathogenic/likely pathogenic)

ATM
BRCA2
BRIP1
NBN
PALB2
RADS1C
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