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[ Abstract ] With the increasing applications of high-throughput genome sequencing technology, there is a growing recognition
of the important roles of genetic factors in the occurrence and development of gynecological tumors. Genetic counseling is widely
adopted in various aspects of precision medicine in tumor screening, diagnosis, treatment and prevention. From March to September
2023, more than 20 clinical experts in gynecological oncology from Gynecologic Oncology Genetic Counseling Collaboration Group,
Chinese Tertiary Obstetrics and Gynecology Hospital/Materning and Child Healthcare Hospital Alliance and Integrated Chinese
and Western Endometrial Cancer Professional Committee, Chinese Anti-Cancer Association, collaborated with multidisciplinary
experts in epidemiology and evidence-based medicine research. Together, We conducted preliminary research on clinical issues,
held special meetings with methodology experts, and convened extensive discussions with the clinical experts in gynecological
oncology to draft the “expert consensus on genetic counseling in gynecological oncology (2023 edition)”. This consensus covers
various aspects, including the background, characteristics and common types of hereditary tumors, genetic tumor testing, eligible
populations for genetic counseling, the process and content of genetic counseling, as well as recommended resources. It follows the
evidence grading system of the Oxford Centre for Evidence-Based Medicine and ultimately presents 16 expert consensus statements
and recommendations. We hope that this consensus will empower clinical practitioner in gynecological oncology to better identify
hereditary tumors, enabling them to provide more accurate diagnosis and treatment for patients, as well as effective preventative
measures and reproductive management for their family members. This consensus will be periodically updated to align with the
advancements in diagnosis and treatment of gynecological tumors and genetic counseling related fields.
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PREPARE-2023CN208,

d6 &2
1 5=

1.1 PR R A B 69 Fe sl Bk

E PR e S LA T, 20204F 2308 & 0
FERRPIZI1 93077, HA LXK 549.3%; JahE
FETIRAEIZI1 00077, HrP R IX 558.3%, Hi
THRN20404F A BRRAE B ZOR A F)2 8407701, 1L
2020488 M47%,  H & E K S IR R T K ik
% [1] 3

AL PR I R R — 2 R IR R AR R
UM B DLk R 8% 7 A% i i g, fl
58 B DR 38 A% 1 b g el 22 R TR 5 3R TR 2R M
HAEM SRR 2R s vEbE , SRRk
IR 5%~10%. tHEH TA2H41 ( World Health
Organization, WHO ) MG IH8HE W~ , 2=/
40% PR IE G 5], R st A Ve R e o], m]
D3 328 SR BT 280 9 0 B i i T A 21 T B
I BT DL 1 b Jeg %) — 2% 1 By i3 — 25 AR AR T
R R AN BORIBE T B B L
A 5 T AT G IR ) A A L R R B R U
EH.

b b 968 e 2 BLAR Rtk n ka3 o AT
Tt A% M R O B B8 v R Al T R R i R
JE SR Y SR AL R IR s L O A B T
Bz sz BN AL . HET, BE 6 I e S 2 PR AR
SRR BTz T s R 2R AR R 12
Wr o 38 2k st A R, AR AR I AT 1Y 35t 4% 7 1R A
or I 45 SR B RS, T A AT B0 S P AR S Y
BB A B W) K T B R, A AT oy
GG BRI B s, B Y R
XF40% LLTF B9 AR N R st A% v LM 8 - B 8L
JE2EAE (hereditary breast and ovarian cancer
syndrome, HBOCS ) FI# & LA 1E (Lynch
syndrome, LS) Zgitf& Mg iy 3L K it , I
X i fa N S — R SR T R i Ae k), B
A gs . FEFUEERAE, AT T TR
WA B MR Z GRS FIEA, DL R S

() SCHR A 2R K™ A IR PF O Oz Sl L K
I, BEIRIZIT 2%
1.2 2R AG T At A x5

AR AT b AR R BRI R AR O
NGS5, 16 H T AR AL 5 R G K2y 7
FUR
1.3 TARZRM MR An L in 4 380 X,

AR i J2 B R S AL M LR e 1 35 1% 75 1)
FEFt, HNSEMIREIGIR . AT . JEIERESE
RH: | A YIREA PR A SIS T T o S B 22
PRI RARL, LA “hereditary breast and ovarian
cancer syndrome”

“Lynch syndrome” “Peutz-

Jeghers syndrome” “genetic testing” “genetic
counseling” “BfEPEFLIRE -0 w25 &
M AT MIEBRGAIE R
R A EERA S EPubMed
Embase, Cochrane Library2% [E7MEdE 3 A1 v 1
TSR PR | rh SORHE I T P K b L R
A SR PP A5 [ N SO PR 2R 204 R 3R 1 1 Jo
HOCHR, IR AR EIEEE 2 rhots ((Oxford
Centre for Evidence-Based Medicine, OCEBM )
R R ARGE, BN Im R R, MRS
AR S A R S EG, A AR
JEA~D (£1) . St TAEHLFILFTIE, &
BN E OB AU W 5 J S0kt [R5
SMARHIE 2 7 FUs AL 2 A SR ) R g
HEATER .
2 FERMEEEERMELSEEI ( hereditary
gynecologic cancer syndrome, HGCS )
HGCSEIMZHE, SRULMEARMIE AR,
AR SE TG B2 iR ok —E kiR . et
Jiee i B DL RRAE . D R IR AE I AR T%
IR ()7 28 A A I B AR s @ AETEZ R
BNEMIE s B X g B HhOBUI i iR B A
ZA ML s @ 2R E A R Rh bR ) R AR PR
CIROE A PEZAWNL: 3 QI S NN
Pl ) 5 © Rogddhatt . W ILAYHGCS
NHBOCSHILS, ILAMHGCSIA L4 Cowdenss:
A1E (Cowden syndrome, CS) . MEE B AZE
HAE [ ARk -H A 25 B 4E ( Peutz-Jeghers
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syndrome, PJS) | . A&V U L E
Y ffide: (hereditary leiomyomatosis and renal cell
cancer, HLRCC ) . DICERIZEHAE . FEa AR
JifeE 5 I &5 A AIE (rhabdoid tumor predisposition
syndrome, RTPS) 7/,

%1 OCEBMIE#HE RANMEFIRE

Tab.1 Evidence grading and recommendation criteria of

OCEBM
HErFnR RSO ik

A la [RRRCTHY RGEITH

1b BARCT

lc EwRIES N
B 2q R ET BABN RSP

2b BEABAGIFSE (AFE(IR T ERCT, Ankfvs

F<80% )

2¢ BURBIE, ABBIR
3a ] Jcps 910 % REBIF 9 1) 2R B8 1TAf
3b FAI G %) RIS

C 4 TP RGBT (ELIERTTHE BAS IR
RS REAIESY )
D 5 ST HARZ IR & R L

RCT: BEMLXTARILLS (randomized controlled trial )

2.1 HBOCS

HBOCS/E# WAHGCSZ —, N Jefaik
BB IELEAIE . 80%~90%HBOCS H
BRCA1FIBRCA2II MR ZBURPEAE T 51k . A
PEHEE L S HER 24 1/200 L RBRCAL
FIBRCA27E 541, HAL W FEHBOCS 1 HE H it
HRAD51C. RAD51D . BRIP1%: " | 1 4h,
10%~20%HYHBOCS £ 4% BRCA1 FMIBRCA2 KA K
IR AR SRR

HBOCS 5 Z F i 1) & A2 KU T A G
Bl e . B0 LI L B DN AR B R T R I
Gb, IFERAERIE . R ST

M A LT I R AR, BRI AR S
B, DEAFART ) S JF A A AT R DR A I
O Mg R, fE45 5 724 s AR &
i @ RN BATIEMIEE s @ A
BIREE
22 1S

L S X F o a5t A% Pk AR B R 1k 45 H 1

( hereditarily nonpolyposis colorectal cancer,

HNPCC) , Z—FHiDNAFEEEE ( mismatch
repair, MMR ) & K 1 i R Bop P22 751 i )
HGCS., %2675 5 fdfi A1 W - MMR AR 11 & 2K B0
) HURE, FEH TP EATEM (microsatellite
instability, MSI) , 3040 A2 4 XU, ioF
2O A & A . LSAY 35 2 80w 2t A 15
MLH1 ., PMS2 ., MSH2 X MSH6%MMRIEA ,
PLR AEMMREE N EPCAM ., 90%LL FHYLSAETE
MSI, (H—SHUE ()25 B R 9 A5 N R A
TEMSI, 2 S5MLHUS ST IAbME
23 PJS

PIS/&—Fh UL iy o Je R ks AL, H
FEOEPER I 0 S W 18 A AR P B A L B K b e
BRIUE KR Z R M e . PISEHE Y
95% xR B 2 kB R Ui, (HIX AP = DL
BB FRIS KN A [ PISH B RN
1/200 000~1/50 000, FHAEARIF AP Z 8] TG
Bl 25 5% o AR PR O I8 i PI S 19111t PR & 4 M H:
AR, H AT E U A ZU 6 500~7 000
N, BIRRZIH1/200 000, J&T IR TEEE .

HHETA 195 Je ARG I 1) 22 2 1R/ 78 2
liR 184t 11 ( serine/threonine kinase 11, STK11 )
F R A S0 AR S R PSR 3 B RO R
R AT AREEE MR R AR RS, £
TR E U BRI ( gastric-type endocervical
adenocarcinoma, G-EAC) . BPSLZE M 1
R NVEPE R B (sex cord tumor with annular
tubules, SCTAT) "', WK I, MEALUTH
Fhak ZFpREAERS, o] LIAE R PISIUIG IR IZWT: O
HimiE ( FEZ2/NMm) NAEMASZAPISHE
st E R R @ O, BE., 7. I}
i A AR TR BB IR R Ui s B PIS
FEH . B FF A LR bR sl A PIS %
A AEA] B 3 UEA T AL i R R ( STK TR
ARG 1B
24 CS

CSXFRPTENSSHHIELA AL, &2 R
RO AR —Fh, HPTENRRAERSE ",
PTENEER AL TER105 G @44 b, s,
IS DR 20 SR A s v R SR . PTEN
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FE PR ) A8 S o e B A AN R N 4 e ) e A
PESAGE DT = A A A0 S AL TR0 RS e
2180%I1CSEH 5 PTENIR R AL 7 ¢

CSRE—Fy etk B e Bs ,, HAW
RIA1/200 000, 55 FLARIE A5 PN BRI ) K A
KBS N 3¢ . PTENFE R AR S ¥ty 3 2R e 1R
LI B KU R 77 %~85% , %A 1B TN R
XS A 19%~28% (R AET1E30~49% ) . CSAHH
KT AR T P IEE A A HRE , A
NSO AT 5 SR 0 T /D AE B A T
PTENFEPRKG
2.5 HLRCC

HLRCC X R MReedZE A 1E, HIEHHERIRK
&M ( fumarate hydratase, FH ) FERIE R A8 FAH
X, BRGERAENE, 90%~100%1) 5 15 L 5 7] 52
B, R R AE (75% ) 5%
TE U (80%~90% ) , W ] B A ul;
FAf KA, S8 I & B UME (2%~43%) - %
WA TR R, 258 K TFARIGIT I B R
FILIRE 02 0 LR B s Wiy ik e
2.6 DICERI1%4-4E

DICERI1ZEG1E 2 I DICERI IR %78 5|
() 8 G €8 AR 0 1 5t AR 0 o A R T B
10 600 N4 LI DICERI R R AL 170 L %9k Y
i DL b TR i e St B 40 29 ( pleuropulmonary
blastoma, PPB) , % HEAE6S LT AL LA
JLE T, [RPPB4, DICER1ZR My A 0] K
A A LRV AEPE PR, AR B . B
PR . 2451 M HUIR AR oA HOR i, xS Jbd
E TR LE W s, MR ARFE KA RN R
Sertoli-LeydigZilifiJ& ( Sertoli-Leydig cell tumor,
SLCT) [18] 5
2.7 RTPS

RTPS /2 —RF WM EMHME, EWk
IS LTI L, WAFESMARCBI
W SMARCAASUREM RAE 5 . RS LR
( rhabdoid tumor, RT) RIEJE T R4 R4
(65%) . 'BHE (9% ) , HA26%1 65 [ Sk
HAPEA S HESENLA . FRE . e . ARE .
MRS VB 4o U Mo KR 28 R 48 I RTP SHE AR

R AE LRI iR (atypical teratoid, AT ) /RT,
F K S0% I 1) & AL AE /NI ) . SMARCA4JR
FAR S AR AR R R A 0 Mg 2 O B v A i
BN Y& (small cell carcinoma of the ovary,
hypercalcemic type, SCCOHT ) .

Zi I, HGCSEERME RMLEGIERE, A
UAGEIER T H P —38r o B s 2 B R
)RR, A EZHHGCSH A, XA
HGCSATATRAE BITRZ] . FoATT0E A BA 1Y
FHIRSHEAR, Rulfeih K WELMHGCS, Jih
HA N KR F A28, B T 3L A R
AR RIR Y A
3 MEEEEANE AT

PRI Ay 3 A R IR AE A oA B R AR R
177 LM 96 A 2 T ) 1 e it e A 28 B AR M &
AR, FET SRR SR ) A (iR EA
KGR ) Ty O 4t — W2 e I A 3k T 3R
i, JEHOEREXTHBOCS MLSI AR . 5 A%

(D) DNAEGREEAFUE . . 785N
B . A5 B . BUSI IR . B AR N 2
T 5 1 P IR I AR 207

(2) T 135 A% P i A DG 35 D S0 M/ mT B 3
i ( pathogenic/likely pathogenic, P/LP) JRZ
G

(3) 7 EEAFE M A BT KA R B A= B D Re Y i
AR AR IR AR R

ERHIA: EZHEEAEMERESQN
MR Z R R E W EEE S (HEFRE:
D)o,

4 PhEEAEBRIFRESX

FGE I IR S PG i 220 1017
BT T2, A 355 A 0 A ARG I S 20 9l TR
S S A e JEE AL A 1) T R e 4% 75 ) 1 T2 AT EE
G H T X 5 A e T Re A
LB BR TG E TSN, A — LX)
RS R PEAT AR AU, A e i e A% 75 ) A
PLPLL b gt 5 4 45, X SE3E H BOPK o e et
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41 BiEIRAEE

WrgE Y R, TG mRIB A A
TR, ARSI AT -SRI S A DG A S AR IR
KB A LR OL CAng i i ) 25
TG E L (P>0.05) , BELT LB
FLDERIRAS CandEE ) wF, BIREE RS SR
ZEFE AR LI To S e FERE B AR . A
BB XA AN P X6 3 DRI )t T R
X U PRSI A T o B Il TR, PR EIZ T IR
IR EF TG FEL (P>0.05) 2,
42 AINIRAE L9

i I AR 25 I A 2 it A% 2 e X S T
IR AH oA, P ) J5 R 3 e T 4 2
BEEMGFEE . N, BEWEERER, AR
TR 26 TG B B 228
43 HANXBELZRRESEX

AT P R RIEERIME T2
A7 IR s AL R TR e ) B B L 2 R
FB LR SR, “IA” BEEIINE, %
23 (FEik85% ) Mt A& % 1 K e i B &5 A
Perm, BT RE RN R, FE 12
ZE 5 s 1 R S e
4.4 ZFHAUHEX

LI IXURS: 0 PPAG K297 TR T B
I gtad AR E LR 22 580, B L i
Ui, I REEIN Canfibss NRFE T . AMRHER T ) K
AT Vs MBI ERIH (Qno3 g mBRIm . N4y
WA WA AR FEAR OGRS )

EHRLIN2: MEEESANEN, BRTE
SZWENEERN, EFTLEETEE. #5505
#l, REBAXTSERERR (HEFRE:
D),

5 mfEEMERESRRE

0 e R AR BRI DRI I, S A A
A7 el AU DA AIEEAL 25030, A5 RGN i S A
LRl ER oSt I i i ag I [ I VS S e o SN L
PRI, SMBHEEIM , Bebed Rk s A e e e

L2 T A A S AR 2856 £l N B g R
W2 52 mEEm TAE .
5.1 AemlaTiE A EE RS ER

FEAS 8 A5 I, B, VAL IR
FINTGR, DL il JRURS: B AR SR 2 ) S 1
AR, PR R B PR Y B bR, T A
W E P, AR IEROT I8 B0E ) B ARy e, I
W, EEIG S E S AME R Y B
WAE: O RESTEIIIGRIGE, CREEEA05H
LSRN o NS U (VAN <13 BN 53230 | R N -
SR | 2 W AT R G JR E EE . @ fE
. PRSI G G s, BIRAE 2D = AR SRR
WRHE GG R SR N AL IR I — .
R =GFIR . O ERH S ILGEE i 51 e mr A ]
R 2s R sck . A AR e (ARl . 4142
JEH0) | JERMERRR (B%) R AR A B2
AR . BURY TR (WA ) L A&
B BRSO REEZ 2GS RS T
AR, @) R R AT G5 I R B2 DA TR AR A
. O LHWERENE, FIERNZGE LB EK
REMIET LA E

gt BbfE R, wimEEd T K R E,
fF P s AL B . FE A AR E R
P AL RS, WU YR A R KU 5 2, IF
XPERHEIAT AT RE R eI bR SRIAR
SRR SR EE . EIRINT S U
— APPSR O AR E , HT i
DA FE PRGN 28, TEANTSHE 3 PRSI A 3 7 A
FHOCHRI (AL P25 . FEACRAE | Rl i 1
NSRRI A ) o @ FAEAT BEAYRTINZE A
9, BEEETE (BowmtE . ATREECRYE ) | BAE.
A3 Xl SRR A RSN R, @
REIMBORMA S, PHeTREMEFET % (anm
SR L REARRUES AU 2R YT R AR
&) o @ BHekIES ST BEXAY R B B
YERH . ® PHeZs R %, & E &5
RO RN EE R BB R AT ECEE, YERS
FENN o © 2R PEAETT e A% P b KU i
AW, USSR, . A B st . @ 5
A Gt AR L ANE A2 (5 B R AA R A T AL . @
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AR A GBI 5 R S RE T A PR R £ Ak
R EEAHSC IR, 25 BRI ARl e/ - XL
MR 22 IR A B R o 512 25 A EAH O A oAt
iR, B e/ R i DA O B S J
PEATRIAREIN . @ UnRBA W 78 (45 8% PE bR
ERENE S BEA OGRS BR 5 BB A
h 5 1% AR 5 B A IR ) — G s — R 5 A
DAEATHEDIRGIN , BT 2R B b, %
VERS R R B9 G E B D3 AT PRSI, {ELAG i
Kl &5 R BAJRIRYE . Q0 $#e325d RIFh R B Bit%
L4 R A 3 B P sl ) A0 M AR S M e
(14 S8 AN ML o SR B A sl M R A K A T
TEALAAGIN DA B UK 25 5 G 1) BT A4 240 4
FEPIRARE, AR RRVE, I ROEA AT L
BN EDNAR AR, (2522 HEHADNA
A5 g, X188 LLUN AL/ D4R,
AT RGN, BRAREE R 2 i i PR R
UV MR E MR A PISEE , W HAE
18% Z Rij it AT F A5 I o

A0 T 0 20 R R 30 2 4 R TR I SR
FEBSS TR o W PR A 0 2 R RE A G 45
R RIcas . KR BRGNP AT, 25
RV TR o [ 75 i 8 o e T T i
JE

EHRAIA3: BEERNAIEESONTERE
TEEEHENBRHMER, WENSAERKK
2, iFEMEE AR REERE, THEERK
MAE, FEHMATREMNRUNER, REMRE K
B, REAMERES (#EEFRE: B)

52 A EiRAERNE S EEEM

FEEIN S5 358 4 25 1A 58 PR R 0 235 SR 1) i 52
JoF FE AR NG5 e o B AT B I skl
gER | HEERE TG . BT
B S ARG, ARG DL F R

(1) e AN 25 5 . R s P bE I . BR
PR SUR A K B AN R IR AS e 9, T
i ARG 438, 33 T ARE— 25 HE B 35 14 JRURS: 1)
R 20 DR R A B o ARG T R X Al T 48 53] 4y

IR AL LA TEAH DG L P A I )

(2) THEK A XS N BT B 52,
PROLE A RALVERE . 25 B2 AT
O, IR MAIGYT % . TR, g
U HI 5 28 M BT, AR L RS2 R 1Y
PR B

(3) 4 0 52 K 5 R & I O A O i e st 4%
B 30 T A R PR RGN o s KU SR
M EEVE, SRl 2R e KU 2 T O S A 4
B, IR DL KA TN % U

(@) XF TAEF AR S, RO AT WA
B AT e B, G046 IR iR AR A T A9 35t A% 2 A
( preimplantation genetic testing, PGT ) . ifjh]
FLFERT TR AT TE R . s kb . Ry BR A e 2%
FHR TS o B AR I I BB AL P e 8
KM B R RN TN . ' IR %
WS S FEARORE IR, FEERITTAMA
AR B IR R AR BT 5.

(5) PPA- G DU 45 5 X0 25 10) 25 1% AT R 1 5%
e 25 3 XA AT A S L B AR A7
FREPEHLZG T 0B T, A EEI B2 B AH N 1Y
LRIZ.

(6) HiT—LEP/LP7E 515 27 DL ) i e AR B
BARARSE (ASE AT JEFT M5 BRCA2 . BRIP1J
PALB27B A5G ), L I ) # ] BE Y 5t 4 1
I RIS S LA BR[O 2 A A
{RHEAT IRl — L A, AR BRI SERT (B) KL
BTG B BRI

(7) IR RBIAE 5 (variant of uncertain
significance, VUS) AN iZ#H T EI7E
PR, TR NG S A7 0 A A XU )

Mg T IR SRR, B VUSRI B
ATE AL

(8) AR Hfs i A e P Az I 45 R ] A7 i PR 2k
o A ZE A T C 58 E e K
4> (College of American Pathologists, CAP ) Fl
I PR S50 28 Ui i 225 1IE % (Clinical Laboratory
Improvement Amendments, CLIA ) TAJERYSE
Ui
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ER&LIA4: O ABEEMERESITME
Wigr AR, MERKEEEATREERITR, 5
= KU 5% 8 13E 1T 48 5% g ist 5 JRUBG B o5 N F0AG U
(HEFRE: B) . @ XNERMBEEMERE
RETERRREETARPIEREERN SN
T (EFEE: C) o @ VUSTRHEAKE
I RR R B AR (HEFRE: C) o

6 =R AR IR SRR
6.1 IARPERR G A # A Ty ik

JVR 2 s PRI A S G N 2 35 A2 P B R 12 B ) G b
i, 30 R A E A IR R DN A S U AL
VR AEAS O — PP R AR, A ]
LM 2 1% ( ethylenediaminetetraacetic acid,
EDTA ) FBEE o M S M5 A REAd ]
TR L AR A, T 5B flast A% P b ik
T, I TIRERIIR TR B, AR S A
T2 W ZBERALNER G [ poly (ADP-ribose)
polymerase, PARP | #IHIFIGYT, w5 AL
JeR LA LA T IR AR S AN, A I A A I 2L
TR T IR R AR S B DL AR I 4 AR A Jo o
FEHRIFRAELT

(1) Sanger{llJ¥*: Sanger{ill ¥ & & [F - 571] A% 53
or i ) A BE B AR, (ARG 00 368 e ARG T R R A
%, A AINAS 5 ] <10%R9 48 5 S 2574 A%
5o SangerillJFIAE FE TR S AR | 1
I 88 0 v & A AT A1) 2 S A7 5 A k]
KA R F AL T TE O

(2) —RIFF (next generation sequencing,
NGS) FAR: WFE ARG, A B W R
%, J2& HErst AR R SE DRI A E B AR . K
MR FEREACKAE AL P | DNARIEE . SCUFEM
L BT NP AR B S
ffe, RIS RE AR B BT AL BR . NGS
FERTEFAR AR EARE 2 & A7 R B s X Ik
DNAM R FNE 4R J5 4700y b 2 ey (4n
PCR-free 510 ) 0 MHB 1IN | 4 5L DK 2
J¥ (whole genome sequencing, WGS ) N44hg
FHMFF (whole-exome sequencing, WES) . H:
HFWES 2 X #8458 21 b R A 40 o X 31T
AR AR o oA e A 1) i DAL H AT

PRI e )12 BINGS S lig o m] 5L P EINGS I 3L
e R B S A Rl D B B - S s HEIN
2, Bl s BoR S R &, K
T DX 3580 21 S 5K ] I 7 55 2 ) IX R AR Q8 300 5L X
(LL£20 bpiyfE) , DAfpistie 5 ambs X AHSE . 52
Wil T B DT N & T8 A e EORIE HARIX
10X U PP U o 7 5635 5190%~95% , % JCik A 2 1
DI AR A DR I, A EAG DU 5 R AR
BRI L . TR I R EE RN
F30X X r & Hos] . WESH| R - #E ) i 4k
FE AN ey 38 S 00 B ARG I 4R A - XA 2 ]
AR, YN URBE R, WESH AR F45 5 25
A —E R BAPER, A BCE BT R EE 38100 X
D

(3) WES: WES—Jk M. i R E AR 45
ANGSFF RS, 9I90%~95% 145 g+
A, HAG AL SR AE S ) SE D PanelAHAL,  H.
WESHA GBS S I35 14 11 e AF DG 5k A A8 S
A FEF P, (EWESTREE S5 A5), XifE
JE HE DR S (R OB AN S ) X Panel 117 HL,
20 FPUR FE AR, WESHS I AR 5528 3. r= A= i) i
FHPE00T L3 1 Sangeril [y i — A B0 31E

(4) WGS: WGS/EXf 4 5N 4{ DNAZEAT I
Fr, R X, AN X NE T
RIS PR (] 1) A4 FE PR 2H X 0 e AT R00akE SR e Xt
9 2 PR 2 DX 3l i A A0 ] R IR 7 A 1) B i
P o B MBS T FENGSTAR 1 R FR1E
X e B A el ) PR A R P Xk RGO iR
DI, S ARl i s e A, HAG 3R S R Te vk
PRIE

(5) i 356 722 S A7 wed ARG 00 P R P A5 467 R
SEPEPCR, W7Z S M4 EH A 248 (amplification
refractory mutation system, ARMS ) FIZ & %
PO R ET Y 1S (multiplex ligation-dependent
probe amplification, MLPA ) . ARMSE A H &
R, WA S T IRTIRZE1%, AR L
A LASREALGERY BER UK . DO GTB AN FL kR 52
I 256 E FEPCRAFH AN G o MLPA AT [a] fif A6 il
A X, SEINT I PR A DX s DB S =R
FEOR R, A RTINS %, HAT %
FH RS BE PR K R Be s HE



1048 PE=RERNER/BORERKEONPBRESONMEER, T BRIPBERESHERHIR (2023FR)

(6) WAL PR IR 1 3 Tt AL 2= i A . LSV
Iy TImAEE A G Y, RIS E s . T
PR IR S AH OCIRE L LA SR 0 21 Ak 2 o A ) e
JE AL P MMRIE K gt 8 1 (MLH1, MSH2,
PMS2HIMSH6 ) 5% LA 2 5 F0 2 5 't 6 40 8 HE Uk
PAGIIMST, X FMMR 3 K 26 38 Bl ol =5 SM ST
I 151 AT FEEA T MMR BE PR AR S A6 . HLRCCH T
BV WU B AR RRAE M ) 2 S U PR 2R AR
FHEILA LR | 2-B8HIRR-E L EIR [ S-(2-succino)-
cysteine, 2SC ] FHME, 7E bFid & BAYHEAR Fa]
FIEHATFHIR R AR S (050 &, HAh o
150 A% 1 IR Y 3 8t A5 27 i A 1 R R LR B
R

(7) LB PERIR A TR AR AT . S5 A IR
BRI ZE A T PR PRk A AR S, R R
ML | e AU | A0 P 20
For i S b A DRI P A I, AT i v g 2 W
BRI, A B T2 WA e

LSZ M B M m et i & &,
WA FEILHEMLHL ., MSH2 . MSHG6FI
PMS2, 452 5MMRAJE T, X7 iG]
21 iR 40 DNA MMR 23K EAT 9028 20 414k 2
R, AT fFMLHL, MSH2, MSH6HIPMS2
FAKE, WA TR SA T REAR ER R S
RIFED . BEAh, fEFIMSTRI, BEFHUNILS & Ay
5 I8 69T -

AN, R HEHF BRCAL FIBRCA27E St
Lo B LR TR T B SR A T DAY =
IR OP § R, HARZR MR, AL RS AT hE
PR
6.2 A EAW ke

(1) BAETERE B SR . ZmfG & iR
TG fa, SRS rEME e, |ik
JEHVAR SR Ty ik o 48T 2GR B IR I &R
LR L, ARG, NGSZEHR ER
FAR o e E XTI I UNGSHEE AR B, &
BRCA1/2, MMRIEK 45 5 N FIE X R % VI
FEPR A B S I D, TR 3 ) AR S
FUNR BAf A/, RHBOCS ., LSHY 1 ek
ik o XFTNGSHBAPER 6], iK% EMLPA
R, LA lske oo BEEHE D . T Bk

T 25 SR Ay 9 ) 5 DL R s A P R, T ak
BEWESTKWGS ", Rt WESFHIWGS K ##4 &)
5. PN I AR BB . A A )
FERINGS . WESHELWGS %5 i 158 2] 8 IR 2 78 S 75
FSangerill FF I IE . X /DA A8 SR BB G
PR, TR TS0 9O S PCRAYARMS
K,

(2) o728 S5 WA A 22 R 0
H4-Sanger ( XA ) M.

PEPEPCRY”

TRHIAS: B=EHEREE BN AL ER
BRFE., REMAEHNIEE; LSIEEHELN
FiEAMEERFENGSFIMLPA (% %40 ) , F
W R Mz EEMBRIEEWESHWGS, Bi%
TRPHRIK ZKRNIEHSangerfllF ( #ERE
E: B)o,

6.3 B R g% R 0

PRSI i 5 AR A A 1 P 2 S 2 1 1T DA i e
EAGTEAE, WHAAFGER . M (positive) .
FIPE (negative ) . AfixE (inconclusive ) Fl#
W% (carrier) "0 BHMESE SRR K AT R
BT (B F%) RAIBIEMP/LPA R ;
BAESSE TR A8 R/ AT RE R PE (benign/likely
benign, B/LB) 725 alik i 5 B E RBAMICH)
FERAE s AHE S5 R E ARG, —2
Kt SRS SE R VUS, A 5K TE
TEAHCHYP/LPAS 5, (EOR R DA REE R AR (40
Rt —A~H Qe iR kst e A8 5, skl AR
SRR E R ) ; W E T 2
FEL WL ARSI i ) — g R B, B AR I A
FEPRIAGIN i  1

L DRURG I 41 25 i AL 5 I R B
For I I 35 12 5 TR Lk R B RN SE Wl R 7 53 PR
oI 285 SRR R S, AT REXT2E— 2 i R 13
b i e 1 e — RS R, 2K
B VIROZAG RN L AL ), A RGN 45 SR
PEEIPIRERRAE . A A0 s B G 50 S 475 v] Be AT
e L, IR — DA A I, G5 R
B ISP Ry B R — 20 A3 I AL s Y [R) S 56 %
AR SO RAFAE TR, B R Lol 558 A
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LR BN T PPEE BT i

R 5 A s AL 500 £ 2 M L T INES . e
R 100 235 S A K Jirbggd 1 e A RS 5 RS AR
Jib g s 95 5 R S5 R A B X HEHERER)
BT A B SRR THE I 5 55 R0 S 1 1Y
FEVE, IRRAEAE OGS E L B R ) %85 vhe
AHREITHLMI R, RRET 12 FResnn
LA B FEI0 H 45 5 185 % 1) B AR 51 DG
FE Bl 3246 g e RS I 25 SR SR RO B L REE
AR P
6.3.1  PHPEZS RAB AL

X FRE PRGN 25 5 0 BRPE A, BHE T
B P o i A 1 e S B T L 2% R A DR R AT
JEFNGEIT I 58 . AL 5 e oy IS AR S
XK, AEAMAR B 22 s UG B T4 A B o2 B i
B . HARTE, X TFAERBERKIAE, Fg
0] B2 92 o eaa S v 20 AU s 1 o 26 7529 L b
JTRYERE, FHMESS ST RE S o iRy T I
2, AT REHE R LA % g i) & A RGBS 38 i
TSR IMREIRYT I, AT BB ZENT X L XUR A T A
B, AT LS YRR Ia YT IR R T L,
SUILPR (ANTPS3FEMA ) [P/LPARS:, WRET 25
JEXFE MR REAR A TR, DAY IRR | A
IR HEAS

FHMESS R AT AR B Az ke A N, W HCE
ZORBMAEEZ L. FAPESSR 5 moE R i i
9o DRURS: DALy . S DRIAS I A8 7 HH 0 i g I
B B R RO T 45 o Bl Az A b PH M A 45
REMEEZRER, @R T
SEPRIAGIN B AT D25 i 1 B D i ) 0 S B
TN BE N 5000 B

FHMESS SRR 8 A2k F S i AR AT
RIRHIT . XFHEBEEE, @i A s
ZWIRIPGTIET, TSk R T R . R
FRAPERI 25 AL . SR RL PR (8 RS 3 R P/LPAE 5+
AIRE S UL B e B IR B B AR B A G . X T
CREIEER IO B TR A I A, AR AL
A B DA FUXRATAG 0

Wi 25 1sF 1] F1 4 B FNAIG I B2 A AR Fi i FLER
Beap T BB S T, IS s Ui e B i P A
WZERZRH, DR Atm G am . FiEif

A LR e 2 6 NG Il 7 SR U £ 45 P O
P, i H AT RURYE 2 168 A e R i Ae e, 38T
PG R UL AR T AR D7 56 L T AR SR DA A
JrgE, ISR R XU PR R 25 1< il S
VIR BGR T 2RI R, 2608 i 4RI |
EETRD . A IFAE R AR XUBS: T A T A XU
M=

TZRHiR6: @ PAMEEFER L RN IL
XEWEF MG EME. ERXRSET
a7, AR ERERE BRI EFER
BWEIW, HESZTREMREMRZHEFT T
(HEFRE: B) o @ BIEHRETHPRMERN LS
RERE, HBRREMEREE, BHTEERTE
TENER. £5ITR. GHE. NEREF
ARMEMRXERZTR (HEFERE: B) o

6.3.2  FAPESSFAIRAL A

BF 4 205 S5 ] ek 2> 2 G o ok P % 2 XU 1Y
. SR, XTSRS L Z R, N
T 3 22 K AR o & A AR AT s A
B MR S AT SR AT L 2 R o g o7
TR PR AR it

) B A 8 SR, R B 4 SR
JLARATRESR 50 il ol TR R AR 5 R R
P, ZKEE T I P/LPAS S ek, o Eom 3L A
AFERMFEEFVL N, X RIE B T Rh Z K 2
PEE— A6 T Y L

ST LRI 25 S A B, RS REHERR
Hofth 52 B2 J 7 HE A P/LPAS SR Al BB, AR
n ot JHAth 5% e B B3 %) 35 PRUAS I A 0 o X LAt 5% JgE
R ER ASE RGN ,  m LADPASABAT] B 5 5 b & 2E
. W “EBAME” 4 B TR E R K
JBEEE . P/LPAS S AR 5 M 5K EE B 5L 22 (8] 1Y)
KF,

ULAh, FEIRSERETI T, B O A B
SHTECHT B R AH S BE DR ) & B, FE PRSI 45 SR Ry
AR, A5 ORA Db B PP Al 75 T Sk — 2 3
ESEisalll

ERHIAT: O EERNHBELEREER
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PriZFERMAEFEENBRYE (#EFRE:
B) o @ XFAHFKRIMER LR RZ
W&, RIS ST 2R AT LSS R 1 0 B e it & A0
KB R+ETE (#ERRE: D)o

6.3.3  AHHE LRI i

FENIE Gy LRI, VUS2E RBUR &
FEDIRG I 25 SR ) F I . B I AR A R AT
RIS RIS RS, VUSTESE RS I 4 45 vh
B UL o BEXT 22 I B JEREE R g A, ]
TEA0% ) ML I — A s Z A~ VUs, T HARHS
SIVUSHE AR

MR 36 B BE o gt 1f 2 5k A o o 2
( American College of Medical Genetics and
Genomics, ACMG ) /4 TJREEth4s ( Association
for Molecular Pathology, AMP ) J¥%175 S5 fif st
f&rE T, R —ANE SR AL P/LPEB/LB 43
Kbnif, SR NAALE R PEREBOR HEIESE , A8 5
BN RHVUS, 15 8L ClinGen 7 91| 45 53/ 152
(' sequence variant interpretation, SVI) TAEZH$2
A DU A S e A R v PR3 0~ 543 1 AR
SAYIENVUS, 6~953 (78 553 2 T BEBUR 1
AR, Z 1050 SR BORMEAE R Y 2
EBEPEIT VUSRI T AT RE, 22040
IVUS (10.0%A9 7] GetE B A E0N 11 ) FI553 1)
VUS (81.2%M 7] et A EURN 1 ) 1201,

VUSH I3 ZEFFAE— A, 80%~90%HHIVUS
AW EHT 2 NBILB,  10%~20%(K VUS ] Bl 5
SYZENPILPAS S %0 S B IR 7 SRR
JEVUSHIBLA 73 2UEdE , BRI VUSTHIC P/
LPRWE 1. LA 2 AT A B T4 VUSINEUK
PRS2 ARG LG 2 AR OGRS IZ VUS
)R8 B R A I SRR AR P, R Rl
TEIZ VUSRI 5 460 52462 S i oA F8
I GEREEHZVUS; € Z K #5 1 VUS &
o ikde novo’ S 55 Ky Ax 32K 1Y I R Y/ 4R Ak
ST AR R 5 VUSFT AL R i —3 24
B BIAOCHLA , DAER AL 22 S 0 5L ) g
UM, A, il kM AL AT B T AR S
G398 7B S VAR IR UL Al A SR04 R AR B
VEAL L BRI/ AR IS | 7R B 11 3Ok

G 2 F R AR BH R SSAE S  NREEIRE
SRR AT . IR RIS Z T LA K2 A
(8% ) FGER O HBUHT R, an2RAR 53 AR
e RERZ I R SR (AnVUSHE T MP/LP, 1§
2, KU B R B

EZH 44108 D Ei#EIClinGen SVIN T
FERTRMITRBEETMEVUS (HEFRE.
B) o @ 10%~20%HIVUST EF 5> HP/LP,
BEIWRBEBVUSHAIEES X EFITEHVUSHEA
P/LPHIE 1, BWIRETREFEMESLYE, B
A MR (EERE: B) . @ IRTR
BARTUBERmMIERAETR, B NE R
BaiRE (HEFEE: B)

6.3.4 AT ELERARAL S

W SE RGN TP 5 1 g R B, DL
BRI (g A PR A L R ) Jk
FERTEA A LR TS ) RO, (i1
FATAT AR AT 2 R4 i Jeg &) ik R P/LP A 541
TCHA S REAR A4 A, iR B SR R A
SRS, WEGETZEMERT . R
TR S L A A B A A AR B 7RSS A
P A TG, AL A B XA 2 R
G PR X R R T o T IR e L

P IiRg b L PR P/ P 7S S 2 JiRg e A XL
SIEMAARAE, AR SRAH C IR I R I2
iR B SR PR 471 A BT PP AR S g 1)
AR, ISR BBCAT B %ot P 14 ek g 90 4 B8 it A
AT TR, RIS S K 5L g ) R PR 48
ity U RGN o X AH G SR A 53 204 Tk =X ik PRI
W, AT R HADIE T REVEAG S AR
S5 G5 B IeR A R Sk

FAGE S HE 7 G5 RIS IR 2K R
KA RS AR o O 1 3 DRGNS W 1 22 DR A
I B VR B e B AN A 25 A RIS A A es o TR A
HRHEP/LPAE S FehlE (EERL) AL
JBE RN, 5 R X RIS Wi 3
DA 7 %, LA FE 40 AR A 1A T 5 J62 Jieb o it £
TS
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THR&LIR: O MESBRERETEER
HfFIZMEE, FEEEERNMERE. Kk
mE. KELEREMEXER (HEFRE:
B) . @ (%EMl) BEEMEMBEEMIKIEERA,
R EFIEFFHIENERRUAT R, UFEDIT
i MEFRIEIEEEHE (#EERE: B)

7 ARMEREEANAE
7.1 BRI 6 B R KR E
711 sl XU Y T

TR IR 255 AR %) RE XSS 3= 38 L I R
WSS FNA TR 545 th o LABRCA1/2%1 B
BRI XU A, e FL e BRCA1 5, BRCA2
FERAS S, DL — B A AN 1 S 3
PRIAR S R, B e IR BEINBRCA1/2 5
PRI AR S iy 2 A AR DN S 0 L g, IR A Ll
55— N A (R AF % B i 9 i & A e R4 T L
o IR AT AR AR XU (relative
risk, RR) #ifG@k k. (hazard ratio, HR) , iX
WA FE A5 T LA e BRCA1/2 3 K 728 S 4871 34
Lb T8 B, A e i A XU 3 T £
s P A BRI SE DR R BIR ST 5 22 v KUK
R, TR XU A . AR, B S
PRIASHIN 83 %, o 22 P I RS 95 e s ) 485
BRANATTR, DA o XU Bl 2 B A1

A, —8e4g 2L i S R L I COX FL A7 XU
FERY o H 9 ok B fL BRCA 2K R AR S 47
) BT XU, o 3 AT TR 2 L 381 22 Ao 5 i i i I
MIRZR, GAEIE . PEmI . g s S T A,
FFAT DASRAE SRS 6 A U A 1o 3 A 11 JRUS:
ArE S AR REE I O CAnHAbs 2 2 | 3F
RS ) AR, HIAEmRSE T, B
I3 5 S AR A ) AR L, SRR AL
(A9 JRUBSE TP A7 B AL
7.1.2  H WAARHIIE 2R AR Y £ XU Al

SEABHIEH L GIEAEE £, DT 2
Horp—sbg WA ZESAE, FoAT B HEHT O
S T P EEERE A 3 AR 4 2 g XU 1)
SN

(1) HBOCSHY L P45 & R U0 LR &4 8
XS (275% ) , BRCA1:539%~58%, BRCA2

M13%~29% 0 TiAE BRI, TR
ER T 2 B A ) ELAAR R <

(2) LS BRI . 15 P B 0 IXURS: 25 AH
Ko LSHZHHENE T, T8 B 2 Uk 2s e
ZIEERH WA P s H2A: ERUXS R g
AR SEIERIARTE], ATBEN21%~T1%. P HEIL
e BRRUS H6%~12%. M HEAS[)3E K 20 511 LA
TR (F75% ) [,

(D MLH1: 34%~54%HF 5 N P XU,
4%~20% B U1 S35 KUK 5 @ MSH2/EPCAM
21%~57% )5 I RS IXURS: , 8%~38% ) B 519
KU s @) MSH6: 16%~49% 1 E5 P ISR XU
1%~13%0 B SL9 KU ;. @ PMS2: 13%~26%FH)
FE P KUY, 1.3%~3.0% 1) 51 598 XU

Xt MSH6FIPMS24547 5 1) 58T ik 4l I A 3= 1
B 59 i 2 SRS B B 0, X 5 2ol
Ry AR S RS Ak T A AR TR

(3) PJS: LPEPISHEFH N E I . T 5N
JIBE 9 R BT 30098 19 DRURS: 9 01 SR 18 %~21% . 9% Al
10% [67-68 ] R

(4) CSZ ML B 5 RS I 24 B
AU K119%~28% 17

(5) DICERI1ZEEAE A4 2 H NS SLCTHY KL
ST, AR AR AR 1 A B

(6) SCCOHT & —MFEILIEAE, 5SMARCA4
LA TR L, KW, X F#a
SMARCAAFER AL S5 38 2 B m U , i R4S
ARG
7.3 TEVPAE AL M R 25 B AR AH DG B AR S 3
PR HE T 257 114) RB LR e 5 2 G T ) 1

(1) J& 75 O 27 1o ot e 5000 P e 12 35 PR A 2 1)
T U 1 5

(2) TRV AR L, JCHER LR E
B O 2R E R A AR L o AR A7
R @ ZRE AT AR | A A A

(3) VAN RAEZ I L (L EACEATT =K
WERLEY ), AR E A A AR

(4) G 5 2 BH A %) = XURS: 1) 2 PR AR S (
BRCA1/2) , 5B e B L&A fE n0 2R 1
RS ERR . il XF R R R R AT B S Y
BRCAVBURZAS S &, AN (3170%) J&
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39%~58%.

(5) MRHEA NI L FNGBERG L, 25 Mk
A XU 530
7.1.4 KBS R R

(1) 275 B A Mg 235 B i b i R S DR 35
ity LS B 5L R AR S 19 Lo M e A 78 oM g Y 2%
AR R21%~T1%, A B0 S5 1 28 A2 KU
6%~12% 7B PEAL A, 0 B A 5L A= B
FE PRS2 e RS i, B 5 90 XURS: FE ML H A
K P N 4%~20%, T AE PMS2AH 56 1) i 3
WS T T o T B PN XU 72 ML H R S 1) H
HHN34%~54%, TMAEPMS2H K & N
13%~26%

(2) J& A AFAE I R AR SR S P S B R XSS
25 BN, BRCAVRER AR SAEfEe K (75
c.2282F c.4071 ) AL E 5T i 0 2L g XU
FHSGE, SRR TP A DX 38 1 72 S 7 B S 98 XU |
T EER

(3) o A Bt A A RS 3 2 K
FON SRR, I HXT T RS B =T
A X, I, {72854 (A R FE st B L0
[IBRCAVEUR AL i 3, T 245 th— 145
4 B B 1 B AU AR S

(4) 25 A B I AE I R L 1R Y 3 T 45
R IR RE B AU o B PR MR AT £ S Ak A T
( Prospective Lynch Syndrome Database, PLSD )
JE—MRAE RN T H,

7.1.5  EARVEAL

1A% 1 IR XURS: DA v, B T A B A
R, WAFEAE S0 FE s T A AR AL

(1) A2 BRPPAL PPl A b ) i —
$, BAE TR IO BRI L B A Ty b B
AT RE B P R XU o PFAS TR LR LA
Dy :

O REXTHEMS TN B DR R, £l
8 AT T ANy b 3B AT B AR KU, AT RS R
Rt 3R, DU TR O BRI el . D 1
SR TR B AR, ReB AT
SEAFEE S . FREE AR, RO e nl e sg
M b 177 Ak PH 55 A% 1 s JRURS: B BB T . B A B4k
P 5 EITAN HR R AR AL B OGP R XL

5 S HIBEST o

(2) U AT 330 I B PEAL 8 35 Xt AT 38t
PR Te XU O B, LA AT TR A~ XURS: O
ko PHEREZIELLU T LA T

O JAUBS FRAE - T VAl A X g A P R
DRSS ) BRAR R BE , AR AR 15 BR AR AL N R
DA 3o 88 IR SR A 52 e A T T A9 AE XU . @ A
B0 5 A R XA TS AU, B R
FLAEAA TR F E AU KU AR YL, LARAlA X
XA PR . O MR : 75 ZTAL &
H GBI AT A B SN A XU V4 38 77 THI ) BE T R
W

THRAIR10: 5= 514135 Bh g A9 XURS T 4k
ZEEEER. £FAXN. BERAZERZNE
M, EERESHEENARBRERERRE
BAIER, REAN WA R T FEEE W
(#EFRE: D),
7.2 Rk/NPIBEAAE S BRI G R ABY FE
8

ERRGYE MR R I BAER, A
L HE R 2R B0 Jk PR AR S (8 AR & A6 I 1 XL
ST AR 3N, HRAR R, R,
AT A AR R BEIA BT PR T A, SUNS R
TETRHEE e XSS A A 7 RS DA A R A0
. W RIS RGN BB YT
CRAMERY I MOR R TR ARG, ANAT LAk
i S T AR MBS, XTI
PR TIR A AR, IOREPEAL a1 SR XU
FFRIGE FL ) T A R T T
7.2.1  GREE

I I v G A % i A T B U 4 B SR
HOPEm R R B, ez fesdE, MR
TR TEAG . SHORNR . MiE K 9% S
AR RZ e e ST 00 S0 BA e
P, X AR AR T AL A A2 U0 e
ANBER—FhFBr . BUC AR BAR RIS W Ry O £
SR AT RLEA I SR R L (21— gRREl
M —GOREFNAZYOoR R B IPEE ) B AR
P2 5 ( multigene assay, MGA ) 7,
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Xof TG 45 SR B P AT R 5 MLPAKG I BRCA1/2
KA Bk, WA BIYELS R, AR RB RS
W, DR R s X e A T 51 S b
TeA OB S BRI, AR AR DM S A . AET
AU

2 s AL PR R BT HH I HBOCS i f& A BE
A H 32 AR KU 7 o 94 - B LD BR R (risk-
reducing salpingo-oophorectomy, RRSO) , A]
FEN30~35% T iy, FEIm KB E 45 5 T Wi
MLIEHEZEHTE12-5 ( carbohydrate antigen 12-5,
CA12-5) AKFIFSET R A4 7 (A H
T e Fe AR B9 SR8 A s DA 7 B0 e AR S AT
AU, IR I A S FERAET % T
WA, T fE AR ) O SR A DGR REAR , dnd
R . K BRI OR . RN, R
AR 255

AN REAL VR RE L35 e T U 1 A7 1) 4 1
AP A . HBOCS AREM30~35%/ 32, £E61H
PEAT LR IARMSG A | L3 CA12-5 46 FN 28 B
7 (transvaginal sonography, TVS) ifr; LSA
BT 302 AR AT Bk iR 1 77
722 FEMNEYE

XFPLSZE, Wi B e
A28 AL A R IR AR AN 3 25 A e
RAEAR . I30~35% 0106, F:1~24F T 1R
PSRRI, BR6~121 H #EATCA12- 5K 7
TVSKAE ™. T A BT A R
A&, FENEERILTTVS; 44)5
VAR A E R AR A, SOR A5
FFE A O (H s S0 A A 1 R
eai AP TESSNE T a Wl % BT Wil
P4 1B FUSUI AU B LA i/ B SR 988 F 75 Y
Rty N o E R S N/ BN 1] e o 51
AR TR 2 — B A ) S S0 e
TR g, (HFARA HIIFAIE R, Al R
FORRIFR, 5 B ALl A1 BAFEA T 4 1 V8 i H.
e FA ) B A BE AT

X CSEAE, a2 B 5 N I AR
KGRI, A 358 H A 1~ 24F A7 155 e
Wik, BARRERMTVSA '@,

723 EHUE

G-EACHE AFL LM% TE (human papilloma
virus, HPV ) JEMKHHIE B FARIE I Rp R, 5
EHUIEI1%~3% ) AR T IR
FU I A A X HPVIEE T #: 80, G-EAC KT A
BTSRRI 4 U T E10%~15% %) L 24450%H)
G-EAC5STK117E S JPISHIF, PISZHG-EAC
(9 % A MR 2010% (IE# ARE<1%) 7. PIS
FOCG-EACK ARV, V4334, F LA
K /KBTI FAE I 52 . G-EACH R
NFESE N, BAmEREE. 7EE, R
AR ET S, LR B SN 2 A A RTHP VA
B LB, SRS . g
PISX] FG-EACH R EI . FiRir A —E & X
PIS 3 e 16 22 B AT STK 11 305738 S () 33 A4 2
K, o FPISHE JLE NI A B s,
b S LA Tt AR I AT DL R TR FNi T
k25 o

[T, PIS7z 4 i B SR PR/ NS P R R
4 RUBS: 8 I N3G . A PR TS PIS 2o, I
M 18~20% F Ui FHAE HEAT LU ARG 25 F 5 S 20
Moz i VL R BLRER, WnBE B
SKFEG Y . FEIEIR T, R T LR R
A R IR AR A, IR T
WHEAACEI, PR R FIRT, D
BETE

15|

EHRHEIAN: FEEREEEESSIEAEF
WMHENERFMFERERR, @ BEEPE
fZ: M30~35%5 i, SeMA#HITUAERMKE.
MEFECA1-5#MANTVSIE (HFREE: B)
Q@ BEETFERNERE: TM0SESELIER
HE., TVSFIIMECA12-50E, 30~35%5 {2 A%
BIFIRFENEREER, BEELXEHBEEN
ZPAEXBRE (EFREE: B) . Q@ BEUE
IE: AHEEFENPISTE, FMIK18~20%5 FigE
EHTURARRKRENFERAMZERFIGE;
FAIE I KK b . 2 B B9y B 7 3 17 B
BB FEEA SN (HEFEE: B) o



1054 PE=RERNER/BORERKEONPBRESONMEER, T BRIPBERESHERHIR (2023FR)

7.3 ARG 6 Fe e B T

BT g e S P B DR A2 e R A H BT 4
TG R LA A IR A, R R A
IT 5 RPERITVERNACR BERHDARIT R, H
e A 87 FH i JEE AR A 7 P 5 AT 0 45
7.3.1 PARPHIHIFI

PAR P il 7 £ B 89 B E WG 7 h A E
SEH R . AT MR SR R PR T W By IR
FRBRCA1/275 5 H. 35 X PARPHI I 7] (74 97 4K
it LAS, [R5 20 48 52 0 g rp A B DY (A
RADS1C. RAD51DMIPALB2% ) KRR R,
2 1ot 5 B SR A0 i ] 5 R A8 5 T RE R
11 X PARPHI i 50 L iAok *°
732 IR

e e IR T e — R IE A IR R E R G
RAR YT I JRE 19 5 ¥, R A AR T R PR A T
ARo B, 2 X [EA ] -1
( programmed death-1, PD-1) I 7] #4 1l AR
ROR, SEEERNRFEIET [HEH ] REk-1
( programmed death ligand-1, PD-L1) FHM:FRA
1 0 M A Igg € 7% 4 faf ( tumor mutation burden,
TMB ) i BEAHSG, H 2GR IR 7 R vh ifs 20k
PIRI B 7, Horh POLEmutZE BI85 Py 5 i
JirIea 7% S A g S RGN, B R SR T AR
o BEAN, MMRIGREFE/ 5 EEMSIULE I S 2 ih
TSR AU A LR AR Y, MSIZEBY 15 P Il
M HAFAEMMRESE , T TMBIE &, I H.
XHRBERITA N
7.3.3 I RIS A OCHE 1) 2454

S PISEYIM I AYSTK 1175 5 1Y £ 3 3 5
RS AR PETR ST SOV A 22 o I BBk B
Z 5 STK11E ARG I RIS 3, R IR
gy AR/ N il D BT RY , (HCRETE SR
TR th LA — 5 B9 P, BFE 0 A
PD-L 1410 ] 57 3K 5 40 0 2 14 Tk L8 40 A DG e st
4 ( cytotoxic T lymphocyte associated antigen-4,
CTLA-4) 4l 54H2R 25 2 & J7 URE e s
STK11REN S 53 828 B A7

TRHLA12: WEBEIBTNERIRT
HlGK N A S ERB THEEHERRMNSER,

@ PARPHI#IFI: BRCA12EMEFEEAE
£ ( homologous recombination repair, HRR )
BREXEATREERSRE (EFEE:

A) o @ REBTT: MELRAEEMMRERE/
= EMSIHZ ME &8I RN £ iR E
Y (HEFRE: B) . O SREEEARMESR
ESmiaRiAE (#EERE: C)o

7.4 AR ARG 69 TR 4556

i geg i A 5 W L BB R L 25 i
FUG AR FE T AR it 2 H ARG A 1 R
SRR . Bt R AR R A AT B

RRSO ] L) [EAR BRCAZE S 5 5 it £ O B0
N i SR R R I R R AR, 2 E e
5 OISR 5L ) SR DR AR S 1) 1 A8 L PR RE 9
RABCT R AR, A BT & BRI
g N ST A S PR A R 0 4 TR )
LARAAR 2 EFEBRCAL . BRCA2ILA AR
S T AE35~40% . 40~45% i TRRSO;
BRIP1. RAD51CHIRADS1 DXL A Sty v %
JETE45~50% HEATRRSO; MLH1MIMSH2 #5745 ¥
% 81T 2T YIG+RRSO, (HENAESEWRAER
JG, NRT35~40% ; MSH6FIPMS2HE H A4S St
WH A IBIT AT E VIR, [HITRRSOMIESE A
R, X F AR O B <503 I fE
AR MR R R 4TRRSO ., RRSOBEAS Tl by
P R 2L B BT) 56 AR T i BR C A7 S5 45 25 1y 9 541
Jis b LR XURG P ARG . RRSO i i R 0 2 A 3R
HF1.7%~4.3%, TEBRCA 1K RIS Sty 3 v i
#, ICFERRSOIARYT G A s A AT, 45
SR 24 7E RR SO 18] & B4 7 1w U0 A b i PN o
TRARINE I R M R ) XU S

MLIH CA12-5FITV SEK A i 25 2 ME — 8 1iE i
A ARG O S A S B TR 0 T S i, (EI%
A UEE 2R B R R R A T BT AR R = e
RGNS e fr R Y R IR A
BT L% AT DL FEAFRRSOMYAE I TG (B3
#HATRRSO) , H6 HATIIKIMIE CA12-55 U1
TVSKifr . fadasi iR Wt F AR, it
M30~35% Fhi, e H#AT LIRIMTECA12-585
MIAITVSE A, A7 FLARIE 5L 0 & a2 M A i



(bP@BESZ) 2023433511

1055

[6) ] 46 46 2234 H LSRR BN T

T E 4 T2 VIR AR+RRSO T W T LARE
RLS e B AR 1 (ER T AR HLI
RIKBWRIER, A 7 @E40% LIS R
SERAEF G, SATRER A k. T
TINS5 P AR e T P e~ PN g AR D S 1)
ArRetE, BT H NG, 5EEFTVS
JAMIEFCAL12-5800 . X FRF MR T 45 F AR
FILSZ M, W 2425 R Rl a4 1o o7 14~ 2 A ON 5347
B, (ERSERIE TR,

CSEFE AT IR PE T E VIR R+RRSO A A7
AHB R SRR R AR f s, (B R TS ra e
TEMMERRIT ik, ILFARX TCSEE R
—Z3RYT, QUM EE, Bok T REE 0 SR
K

PISHH G LRI 1 oA 8500 24 ) 1 7 S
FARMESE, R EDERHG & 3, JCHRAER
i, WE A EE AN E L, N RREE
RIS, AT A L DI AR . R )
B AMRRSO 7,

At 5% A2 TR A 6 R T 1 A
H ATt = AN 2 7775 . GorlinZi & 1E A 5P
LT 2 ARG R i P B S T LA R
g RURS: . 248 R E 18 % JF IR ik A7 I B} 8
gy 11 HIIEHLRCC S F 5 g LA
ZRFEAE ST, R RAR AT LR AR K
2, DAIRG20 % 58 B RER A AR 5 7 1 LR
R H LD IR 00 o a0 S 4 g
(retinoblastoma, Rb ) SEAFFH A A 988 A8 1 AU
R, FEnlReR RN LIANR, WE RIE AT
B NLRE . NS ] ek S e i R ER [ AR X
Sk HHENUA)IZ S (computed tomography,
CT) HFFERST |, DU PR M R % A8 g 10
bR AR NS, I HAUTE M EE i A A T
R BRI 2 EE T 5N AIR AN DN A% R 2R
] RE A AL PER b AE 2 B KUK 1

[ AREE422 (oral contraceptive pill, OCP )
Al LLREARBR C A 5848 #5417 5 1) 51 598 % 9 KL
B, AHOCT H Rkt 22 25 2 5 S G INBRCA1/2 %5
AR LT A R FLBIER B KU, A AE AR B 7 i B 5
B DO FHOCPAE Ay 1 S50 XU [ AR i 114

KRR AR . W TR E R AT
T EEAT B PRI S VIBR 8, AT L%
JESAT XU G B A A LN 1 JiRae 222G, HUR AT
BELEIRR 1 o AR R A 2 R i 2 3 il
FIAL AT BN A S LS L [ i AR 2 P IR
iR LR KUK (19— Fh T A 7 e L

BUWAS 4500 B A A F oK, R
S ST, ARSI G - IR R R AR AT
PGT, LABHITIZAS 57 A8 50 Hh ) 3t B R AU o
WA 82 T I ORAT, AT — o AT A
J, VABREFR AR, OF 7 o 1 2 R Ak
AR

HxRA1013: O HAEAEWNERESETE
BHTHEFE, RRSORRANHTFAHIERE ( #
FRE: A) ., @ RRSOREBREME{KBRCA
FE%XHBOCS ( UEXHRREXERRETR ) .
LS MR ERERFENERNLZFRE (#HREF
BE: B) . @ ORREEZZ 2 ARG EETRR
YT P —# X IRE BRI, BE
‘AR, NFENERE, ERKRIEZIIHEE
PR IXURSE: B 560 D B 1 Bk AR =5 48 DR 5 ) Bk R i F5 Y
WEIRINEYIBRA (#HFEE: C) . @ HmERE
LT EEHEFNRRSOER Z IR ESTIT
X, WMATIT, RIEFEERM 0084 itRs
RERTF (EFRE: A),

7.5 RRSO#ZHFIME

X T H#EAT BRCAL 28R A e, 5 HALT
A TR AW AT Py A AR L, 358 B
32 RRSOMA fe el fie B A R zs 107, 404
it 2 52 [ AT RS Y 2L 3 VTR AR FIRR SO HAT #4175
FIPEMTEE 10 L XE TR, 408 2
RRSOXF T-4%A - 114 1 590 XU BA B I A A
s L XM TASE ok, 5182 RRSO
X T 5% LA b 1) D1 S5 JRURS: 5 AT B Y Bl AR %
I BB ER, I T I
I S S A A% AU B A BEEA T SE DR R, %o T
FEEAR Sl 2 . DR BV U s A, 455
W DA T 0 B PR TR T IR B R L
gm0



1056 PE=RERNER/BORERKEONPBRESONMEER, T BRIPBERESHERHIR (2023FR)

EHRHIT14: RRSOESHBEBRATR2EF
BIFMAR, MBEFRANEFESETET
BRCAIREFHER. NEBELBXKE ., FHE
HEEARERRZVIHEX (EFRE: A),

7.6 i#iES
2

PGTEFEH 15 U T LIRSS S I8 12 K B
REWMIGIE, TEAEA S BA 5 Z BT 7 2
PRI B8 e o A S RN S B 1) IR I 7% A
BIEHAFE N . PGTREEFR A M IGAE AR 15t 1% 2%
ZWr ( preimplantation genetic diagnosis, PGD)
SR iG A R 5t 4% 27 i & ( preimplantation
genetic screening, PGS ) , 20174 [EPr4fBhA:
FHFEARKEMZE 514> (International Committee for
Monitoring Assisted Reproductive Technology,
ICMART ) B L E BB 2s ( American
Society for Reproductive Medicine, ASRM ) i
AL AP PGDHIPGSE R HPGT '), AR
BEIRAE 325 AERAT R BRI ( PGT
for aneuploidies, PGT-A) . HLIEPH &0k
i ( PGT for monogenic or single gene defects,
PGT-M ) KBt ikt B HEp kI ( PGT for
chromosomal structural rearrangements, PGT-
SR)

7 H 1 K B v SO R Y382 1% S S
PR H B N APGT-M S g, B R 32
X7 8 —J7 #5707 Al BU™ P Y H A = A
L GRBARE | BUR R REEUN Y S Bk [N
SN AR R RSO I R . AT
FEPR 5900 Z () 56 AN . AR S A B0 1
NARBOR AL S/ A BEBUR A S, BCRE PR E A 1
AN B AR RSN AN REZEA TPGT-MBI 42

PGT-MHEIN 7%, FATLA H AR S0 5 A
WIZEE R ZREV TN FERRG . HPGT-MIRIGTE
K AMMIREATR /D, BRI — O 1A, BRI
KB R3~101>, FEdEFTis G Al H— Bt T
Py, LIRS IS L AUDNAREA T A AT o 7
T A PG T-MEARA B 2 42 5 Ry BR M
NZ GRS | BRI EAR | R a5
S H HTPGT-MAYHER A A E]100%, IR

R AR B A B A AR AR P H R R &

MU UR G TP T = Rie Wi . L7 2784045 J0 iR
HPGT-M{LRERIN L ENAS S, XT3 A& i LA
AR SARICRA . A, WERL T RN IR
ARG YA S A g B, AR HEBN AT RS 70
Aty B2 HE DT 30 ) o 0 38 2R () PR B X i AR B 1 J )
SN SRR REAT G W IR RS2 . X T RSN R
MIECR BB BOR IR R AR S, LA 5 IEPR
FEEM . BEMNRESE LEERIEEZ IR
BRZAE T B PGT-MBHBT IR

EHRH#iA15. EFACMG/ClinGen/AMPF
N RIEEERTRABFREMNBRNERT
%, BRRERSMEXRPARLY, TEEET
PGT-MENZ, 7EZ A8 it 5% BN — % T3 B 4 e AT 1L
PEHTAERE RBR T RNKGEE R (R
E: B),

8 M\REEE AR REZERN

Tt AL AR )38 A2 T TR R A P i A A ¥ i)
A TR . — T3, R X AR A A RE Y2
PR, DL EAAE—E PR, S —TJrm, g
PE iR 15 A5 04 FUR— b 2 Jedr, FUR T ]
RES K AR, IR A B A% 5 T B IR I 2% 7
K LGSR RS AR AR ) L e T
PEIE, AR LT N .

(1) G [ EAUFN BRI 2% 8 F A R Y
P, AR A TS AR s A A SR T
O R R 2% iR H AR e . O Tk
B U ol G IR E , BRI et 12 5 i i
TONPRAE R AL TR RERI(E R, i
PRk ol e B B L R A BESS S A 2 s
O, VRS E BITRE o

(2) AOIEIEN . AR5 A5 B REATE
B 55, RARARB, AU e Az e Al
HARBETs . AR LS.

(3) AR . BV % R A sl
A PR P JRURSE M A A 25 SR A i R S, ]
B IR 274 S S O S A P R T LA B R B
FERTYE B TR SR A B, el R A A
R, AR HGE AT R B, il
iR A, Bl AR g F—1U



(bP@BESZ) 2023433511

1057

(4) PR I . BEU 20 (83 515 R
ANt AR E S S B o A TCBR T B BB
i, AR LRI R R R ) R SR BT
AL E BN RS R, REAAIF
EATEE

(5) 2N TEJFIN . BRUM 12288 <7 S “ AR PEALNE
AHAT AR E R BRI BIGYT, RS —
TriiEAEAS

BeAh, AR AR SR AR AR o A
U 5

THR&LIR16: EEEMERNEESOMNE
EEfoMadtBEZRATHREE, BEEE
HMERAEH, MZEENTARFMBER, =2HY
ERMEENER, BERENILMEM, &
PEEREN RN, BFREZIEENE
(¥EFRE: D) .

9 MEXEIE

TR B G 25 P X AIARHR 2T . 15t
AR . AN A . iR A, 2
IS A 2R IG R | 855 I a5 22 A I
IR BiEsE . FAayss . FERSWROCHE &
MR, BHET, AR LERE . mieE .
PSP . BRI AR S e e L R N Il ]
2%, DB LR Ll N B3 T iR e ot A 1Y)
B BT, DA Ak o R AR e 15
HTAE
9.1 JaftatiE i SR T AE e AL

TR i 988 95 M v 35t 4% 1 g I ) R 25 G AR
F2 T I A 1 U9 SR 2R B AR M A M4
FRLRA R, FEX AP ZEAS AR Im R 6 m b 200 &
TR MR AL 5 N2 o 38 [ ST 255 JAE I
#% ( National Comprehensive Cancer Network,
NCCN ) B4 K A 45 Flo% 2 B 92 i K 52 B 45
M, BRIEBE G PRi2 6 16 B Z A E KA T 35t
1/ G e WU DA - L g B9 S5 9 R0 i e 9
FEEE RN R v XU VA - 45 B R A
U AR SR v KUK VA 5 R T AT b
AT AL A AR KU DA B S50 | 52 fE
R AR | JEEIE Y 0 A AN o 34T/ S v A

o DA - LA ) S R R e 4 T S A TR A
H AR T IR R B S R B AI OGN ZS, TG T
PRI I F5 3 A% 2 v e L SRS I A R 2
AN )i B R AL PG DU o 5 PR G 0 45 R e
TR SR PRGN 245 SR 174 g XU DAk R i
%o BR THBOCS, ZI8H W dfLS . CSLIAH
b Z7L s o B SR 98 o SR R %) DR DA R i
M2

MR ik 988 P9 BF2= 2> ( European Society for
Medical Oncology, ESMO ) F20224F¥E4E & fii
T HBOCS 149 JXUJK: R F R AE 077 e 11 1 PR S e fig
fE 0, SWTHBOCS YRS A 5 i . K
oA=L g S/ T =00

FEEEBHEIH2%22s ( American College of
Obstetricians and Gynecologists, ACOG ) F2019
SEEUHT 1B MRIE 25 S I XU A R A 2
U, XPBR AL . R N . FLIRRE A DGR &
B PEIRAE 5 A AIE (HBOCS, LS., CS,
PJS) #EAT VA A, XPRE KU VAR 094~ /K
SRR A 1 A

VTR [ N AH G B 2 AR AR A AT T st Ae M
FHIE G RI2YT b B2 Z IR hESvEbh 2
FIGs YR L Z A5 H) (b ER %
MR G IR ISTT & 53R (20214807 ) — K%
LTS ) () A4 THBOCS ., LS. PJS
FHOCRY DN B, st LRI . XU DA L i
IRE RN TR KA. hE B2 R
LI 5323 IR 2 20 T20234F %41 T ( Lynch
LG MEARSCHE 75 N IR i A 5 B b B e 53k
PO P IFLSA Ty PR ) ML |
G RIZWIRNAYT . o0 RO 2R AR AR | Mg
WA AN RS AT T AR
9.2 gAY B IR AE E) T AF G AKX P A

CSMIORHmR S L) TP Al RS
AT AR R 15t 1 A DG SRR iy BE il R R R
W RE . AR ATE T, MR B 1 71
SR G, BB AR R R i,
S A 12— 25 A G AR IR 8 A% A TR R
P BT IR R, ARSI W AR
FAAHDCHYZE B MERRHE BN, IRIE 220
SRR IR AL R AT TSR R . Ak



1058 PE=RERNER/BORERKEONPBRESONMEER, T BRIPBERESHERHIR (2023FR)

A AR LR R B0 2 R 5 2 B I RS
B R AR ATR YT A AR IR AR TR
Y41 .

(PEMEBESSHREARER) P S
T UL SRR 60Ty T A, Hh A A 5
T AR o %48 FE R AR IR I R Gl
K TR I E A=y SN [N A e R il [ S
I BE S B LR | BEPIAS I A2 A FIAS AR AE |
ik il iR (s PRI R e i g e AR I MRS L ]
L, B AR G R i PR

CB AR AL ) 2 i B AR
S R RS AR 2t 2 — R A 3
5, BEPEORIE R E LA —5, RO
(IDNAKEIN B 25 G1E 3 TR BRae kA, PR3 R
IR AARAIE 11 ST, DA [R) 48 e 3t % 2
JibIEE AR M) R L SRR . 12T R AT
T, BT EE MR AL R RS BRI, o 28
HAIGIRZEG 30, A ERAR IE A% IR i e
A BRI R
9.3 JaFFIF G AE E 4 T A E 69 AR X W 35 R 2K
¥

GeneReviews LU FITE 2 A Ik PR B U £ £k 35t
R G R, HATEESe7T T, M TH
— I AL GRS I 20 A Y G AN R A T
H . GeneReviewsi¥is | H AT A B HLIE K 1515
I R DL A5 I DR B R s, AR I IR
FIWFFE3E SR AT 38T . GeneReviewsXf £ —F iz
IR AR TIGRIREEE . 2. 6K
EHABAL R, AR B R0 AR AT B A
[FE AR o FHLH] . A AR PRI T ik . %
B W RS BRI AL R S AT TR
FREE R AR, JF4R A TR 5 A2 SCEm
S

OMIM X i f 2 X & Online Mendelian
Inheritance in Man, SEZHY T FTA © A0 B A] i5
ey (EfEI/RBERT ) F16 00024 Y
BE, FEPEE T H AL R IR R B
OMIM DAL R R A6 & 1m] , 7 HAAR 0L i rh i A ]
YR B E . RIS TIRE. shiiinl
IZRAY, IR I R 5 N 2 10 S5 1R 28 Ko R A8
KFR . BURHLE . SR AR S

gnomAD R B P AH 45 848 % ( Genome
Aggregation Database ) , fl7% | K2/ g+
A FE A PR, IR 17 S il v
TR FAEA RPN AR | i G
GBFEHE, FEX KA S T TR

ClinVarjg&— P&t 2 B A4S 7 R A
Z IR A AR, ATATHUAER AT ) H R 2L
Helfi . ClinVar 20 52 528 AR HAZ I FAR TR A
SRR RS S (I R SCHEAT PP AP
ClinVar[a]Ff /= A8 S AE L ORI B . R [RIFR %
PN RPN Y o e SIS

ClinGen 5 7E & K& PR A2 5 R R 1 Ik R AR
Kbk, MTASUEE MBS . ClinGen# 5 T2
FRORUR, G T S50 2 G R s . B A
TH. FEEAHEREAE, TR REEH - C R
PARE . SRS R RACMGITEL 5 i
BURE . RS SR, AT E JI
TERE. BRI AR R ERR Y . IR
st SRR T R E S

InterVarje —MAEYE B 25 TR, T
HAE20154° ACMG/AMPHE B X 35t {4 28 S 2E A 711
KRS, HZEMUA A winterVar, 1] 765 AN
TAHMNEF X AR, winter Vark]ixX #6458 57 E 1 7
RAYE. ATRER M. AR 2k . ATRESOh Ak
o P i PR ik R -2t T A ISR 4 G
10 ZiE

PSS AV - oSk alllNitipu: gt as il N shalll L skl
FASE . AN f a8 A% T ) S5 D TN IR RE 5 A5 5
W FRHT T REIHM AL, JFARR
SRR R ARG, 5 T AR R AL A
IR T b #E, BOkh TP EAE S s . FR
TTHHEAR IR AEFR T 0 BUIG R 297 BRI, T
DM R ZINR B v [ g i53 4% 2 1 R SR 1) A Je
P RWIFFRAET, TE AL 5038 v i i 1%
EWIRFSAERR
101 % PSS

WAEPE MR 2R B IR A R IR 22 & e D i
R, XTI R B -T-12-16- R T2
SRVEAE, QB IE IR REIE ( anjibyg
IWARMEE IR, AMRHEEIN ) | DRI . AR
RN A AR DG BRI A, Shfm) S J s il T B A A it



(bP@BESZ) 2023433511

1059

BRI R. Rk, BZHL I ARSIAK
AR, DA s g 358 455 0 10 I et K
102 Mg E AR %30 & 4L

T 1 e e 2t 1 v v 2 I R s Ui e
Joi, TG REE AR B A O RIG IR TAEESS, 4
T AR AN SRR A R . R R 2
S EAMYRE TR, HE S R AL TS R
U5 R R T GAS VGRS B, 8555 b R s AL
WLV AR, TR, a2k BS54 FAISS A
R, HESHPR AL I AOHE), BT T i
WX AR, ] DALk EARAS T R AR A, U
ERRVAE, PR RS
10.3 AT HEBY /1 I 98 A% 418

KRN FE T A9 T8 8 B 47 5 24 40,
JRILH T LS RIS TR Ty . BRI, 7
Ak, N THRETTREAT BT 3L 2 2 ik ke 15t
P AR IR, B 2 O R IR A T 58 1 2l )
12, RS R H s AR X L, S
SRR R A3 S A E R BTk
10.4 K TG A2 049 Bb 95 33 A KO 3F A& Ao TN
HA

PR T A R gL R R 2 Ah, — SR Ak
07 5553 P 5 R 22 285 P A 2 5 | P 8 XL G 1 3 T
R AL AR SR SRR E A S, A
PRI B XS . GWASHIZEE 2 A Bl T — it 23tk
PURAHSCI Z 80, LA TRERER (EZE
) FEERAEHE R (RBEHEZE ) M2 IEE KK
8% (polygenic risk score, PRS) #iH FPEAE4
VR BB 2 B XU . LR, PRSHAFLAR I X
s FIN 8 223 3 KA AF 93 UE BH AEAS [ A A v 2L
BRI BN RLRE, FU AR Y KRR A 1)
GWAS. WESZH5E, v LLUA I Z (15 a4
P QUi L W VNG AL A . 5 vk o
B, 0T DUE A 2 st G S TS PRS,
TR VTG A AT SR AR IR A IR o
105 RERHEHE fo S 2 LI

PR AL S AN B TR AE AR , IFT 2E
T FBE L OB R . Aok, iR ist
ks N E R R 2 E AL HL SO, B B
B G T G A RN Xof P g £ XU

ZE LR, MR s R A

K SETETT DB T, A AE AR IE B - -
L-I0-RRT 7 U BOR MU SR .
ARWHEL | AR RS DA R4 T Y 22 FHE
YE, AT L G i S 4 T e A )5 A 7
M, A R FREE M b IR B I XS

Flamm AR PrA R YA A e 47

[ % X #t]

[1] SUNG H, FERLAY J. SIEGEL R L, et al. Global cancer
statistics 2020: GLOBOCAN estimates of incidence and
mortality worldwide for 36 cancers in 185 countries [J].cA
Cancer J Clin, 2021, 71(3): 209-249.

[2] World Health Organization. Cancer topics [EB/OL ] . [ 2023-
08-11 ] . https://www.iarc.who.int/cancer—topics/.

[3] CHEN M, ZHAO H Y. Next—generation sequencing in liquid
biopsy: cancer screening and early detection [ J ] . Hum
Genomics, 2019, 13(1): 34.

[4] GUZAUSKAS G F, GARBETT S, ZHOU Z L, et al. Population
genomic screening for three common hereditary conditions:
a cost—effectiveness analysis [J] . Ann Intern Med, 2023,
176(5): 585-595.

[5] DEVLIN L A, MORRISON P J. Inherited gynaecological cancer
syndromes [ J ] . Obstet Gynaecol, 2008, 10(1): 9-15.

[6] Hereditary cancer syndromes and risk assessment: ACOG
COMMITTEE OPINION, number 793 [ J ] . Obstet Gynecol,
2019, 134(6): e143—-e149.

[7] KOSTOV S, WATROWSKI R, KORNOVSKI Y, et al.
Hereditary gynecologic cancer syndromes—a narrative review

[J].Onco Targets Ther, 2022, 15: 381-405.

[8] MURRAY M F, KHOURY M J, ABUL-HUSN N S. Addressing
the routine failure to clinically identify monogenic cases of
common disease [ J | . Genome Med, 2022, 14(1): 60.

[9] RANDALLL M, POTHURI B. The genetic prediction of risk for
gynecologic cancers [ J ] . Gynecol Oncol, 2016, 141(1): 10-
16.

[10] FANALE D, PIVETTI A, CANCELLIERE D, et al. BRCA1/2
variants of unknown significance in hereditary breast and
ovarian cancer (HBOC) syndrome: looking for the hidden
meaning [ J ] . Crit Rev Oncol Hematol, 2022, 172: 103626.

[11] LUK H. Hereditary gynecologic cancers: differential diagnosis,
surveillance, management and surgical prophylaxis [ J ] . Fam
Cancer, 2008, 7(1): 53-58.

[12] SHANBHOGUE K P, PRASAD A S, UCISIK-KESER F E, et
al. Hereditary ovarian tumour syndromes: current update on
genetics and imaging [ J ] . Clin Radiol, 2021, 76(4): 313.e15-
313.313.e26.

[13] UEKI A, HIRASAWA A. Molecular features and clinical
management of hereditary gynecological cancers [J].Int]
Mol Sei, 2020, 21(24): 9504.

[14] KATABATHINA V S, MENIAS C O, KHANNA L, et al.



1060

PE=RERNER/BORERKEONPBRESONMEER, T BRIPBERESHERHIR (2023FR)

[15]

[16]

[17]

[18]

[19]

[20]

[21]

[22]

[23]

[24]

[26]

[27]

[28]

[29]

[30]

Hereditary gastrointestinal cancer syndromes: role of imaging
in screening, diagnosis, and management [ J | . Radiographics,
2019, 39(5): 1280-1301.

MANNING-GEIST B L, GATIUS S, LIU Y, et al. Diagnosis
and management of an endometrial cancer patient with Cowden
. Gynecol Oncol, 2021, 163(1): 14-21.

LU G H. Hereditary cancer genetic counseling [ M | . Beijing:
Peking University Medical Press, 2021: 261-292.

NEMES K, FRUHWALD M C. Emerging therapeutic targets for
the treatment of malignant rhabdoid tumors [ J ] . Expert Opin
Ther Targets, 2018, 22(4): 365-379.

SCHULTZ K A P, STEWART D R, KAMIHARA J, et al.
DICERT Tumor Predisposition [ DB/OL | . (2020-04-
30) [ 2023-08-11 ] . https://www.ncbi.nlm.nih.gov/books/
NBK196157/.

DHO Y S, KIM S K, CHEON ] E, et al. Investigation of the
location of atypical teratoid/rhabdoid tumor [J 7. Childs Nerv
Syst, 2015, 31(8): 1305-1311.

LINDOR N M, MCMASTER M L, LINDOR C J, et al. Concise
handbook of familial cancer susceptibility syndromes—second
edition [ J ] . J Natl Cancer Inst Monogr, 2008(38): 1-93.
HILGART J S, HAYWARD J A, COLES B, et al. Telegenetics:
a systematic review of telemedicine in genetics services [J].
Genet Med, 2012, 14(9): 765-776.

BAUMANIS L, EVANS J P, CALLANAN N, et al. Telephoned
BRCA1/2 genetic test results: prevalence, practice, and patient
satisfaction [ J ] . J Genet Couns, 2009, 18(5): 447-463.
GRAY J, BRAIN K, IREDALE R, et al. A pilot study of
telegenetics [ J ] . J Telemed Telecare, 2000, 6(4): 245-247.
KINNEY A Y, BUTLER K M, SCHWARTZ M D, et al.
Expanding access to BRCA1/2 genetic counseling with

syndrome [1]

telephone delivery: a cluster randomized trial [ J ] . J Natl
Cancer Inst, 2014, 106(12): dju328.

BRACKE X, ROBERTS J, MCVEIGH T P. A systematic review
and meta—analysis of telephone vs in—person genetic counseling
in BRCA1/BRCA2 genetic testing [ J | . J Genet Couns, 2021,
30(2): 563-573.

GATTAS M R, MACMILLAN J C, MEINECKE I, et al.
Telemedicine and clinical genetics: establishing a successful
service [ J 1 .J Telemed Telecare, 2001, 7(Suppl 2): 68-70.
COELHO J J, ARNOLD A, NAYLER J, et al. An assessment
of the efficacy of cancer genetic counselling using real-time
videoconferencing technology (telemedicine) compared to face—
to—face consultations [ J ] . Eur J Cancer, 2003, 41(15): 2257-
2261.

ZILLIACUS E M, MEISER B, LOBB E A, et al. Are
videoconferenced consultations as effective as face—to—face
consultations for hereditary breast and ovarian cancer genetic
counseling? [ ] ] . Genet Med, 2011, 13(11): 933-941.
SENTER L, O’ MALLEY D M, BACKES F J, et al. Genetic
consultation embedded in a gynecologic oncology clinic
improves compliance with guideline—based care [J]. Gynecol
Oncol, 2017, 147(1): 110-114.

RANA H Q, KIPNIS L, HEHIR K, et al. Embedding a genetic

[31]

[33]

[34]

[37]

[39]

[40]

[41]

counselor into oncology clinics improves testing rates and
timeliness for women with ovarian cancer [ J | . Gynecol Oncol,
2021, 160(2): 457-463.

KENTWELL M, DOW E, ANTILL Y, et al. Mainstreaming
cancer genetics: a model integrating germline BRCA testing
into routine ovarian cancer clinics [ J ] . Gynecol Oncol, 2017,
145(1): 130-136.

MARQUEZ-RODAS I, LOPEZ-TRABADA D, RUPEREZ
BLANCO A B, et al. Family history record and hereditary
cancer risk perception according to National Cancer Institute
criteria in a Spanish medical oncology service: a retrospective
study [ J ] . Oncology, 2012, 82(1): 30-34.

OW S G, YONG Y F, CHIENG W S, et al. Inadequate family
history assessment by oncologists is an important physician
barrier to referral for hereditary breast cancer evaluation [r].
Clin Oncol (R Coll Radiol), 2014, 26(3): 174-175.

BORRY P, STULTIENS L, NYS H, et al. Presymptomatic and
predictive genetic testing in minors: a systematic review of
guidelines and position papers [ J | . Clin Genet, 2006, 70(5):
374-381.

EIJZENGA W, DE GEUS E, AALFS C M, et al. How to support
cancer genetics counselees in informing at-risk relatives?
Lessons from a randomized controlled trial [ J | . Patient Educ
Couns, 2018, 101(9): 1611-1619.

OFFIT K, LEVRAN O, MULLANEY B, et al. Shared genetic
susceptibility to breast cancer, brain tumors, and Fanconi
anemia [ J ] . J Natl Cancer Inst, 2003, 95(20): 1548-1551.
FANALE D, FIORINO A, INCORVAIA L, et al. Prevalence and
spectrum of germline BRCA1 and BRCA2 variants of uncertain
significance in breast/ovarian cancer: mysterious signals from
the genome [ J | . Front Oncol, 2021, 11: 682445.

HEGDE M, FERBER M, MAO R, et al. ACMG technical
standards and guidelines for genetic testing for inherited
colorectal cancer (Lynch syndrome, familial adenomatous
polyposis, and MYH-associated polyposis) [ J | . Genet Med,
2014, 16(1): 101-116.
(EFT—RMFHEARKBRCAI2IEF KIS (2019
h) ) S FET R — U FFHOAR B BRCAL/2EE N el
T6m (20190 ) [J] . PR i~A2usE, 2019, 48(9): 670~
677.

“Guidelines for genetic testing of BRCA1/2 genes based on
next—generation sequencing technology (2019 edition)” Working
Group. Guidelines for genetic testing of BRCA1/2 genes based
on next—generation sequencing technology (2019 edition) [J ] .
Chin J Pathol, 2019, 48(9): 670-677.

MILLER D T, LEE K, ABUL-HUSN N S, et al. ACMG SF v3.1
list for reporting of secondary findings in clinical exome and
genome sequencing: a policy statement of the American College
of Medical Genetics and Genomics (ACMG) [J]. Genet Med,
2022, 24(7): 1407-1414.

REHDER C, BEAN L J H, BICK D, et al. Next—generation
sequencing for constitutional variants in the clinical laboratory,
2021 revision: a technical standard of the American College of

Medical Genetics and Genomics (ACMG) [ J ] . Genet Med,



(bP@BESZ) 2023433511

1061

[42]

[43]

[44]

[45]

[46]

[47]

[48]

[49]

[50]

[51]

[52]

[53]

[54]

[55]

2021, 23(8): 1399-1415.

SONG C, DUZKALE H, SHEN J. Reporting of clinical genome
sequencing results [ ] | . Curr Protoc Hum Genet, 2018, 98(1):
e61.

SRZEE, AR iR (1] .
Zils, 2022, 37(4): 272-276.

ZHANG J Y, SHEN Y P. A comprehensive understanding of
genetic testing [ J | . Chin J Pract Pediatr, 2022, 37(4): 272—
276.

GAYTHER S A, PHAROAH P D P. The inherited genetics of
ovarian and endometrial cancer [ ] ] . Curr Opin Genet Dev,
2010, 20(3): 231-238.

JONES M A, TIMMS K M, HATCHER S, et al. The landscape

of BRCA1 and BRCA2 large rearrangements in an international

P S LRE

cohort of over 20000 ovarian tumors identified using next—
generation sequencing [J] . Genes Chromosomes Cancer,
2023, 62(10): 589-596.
FAYER S, HORTON C, DINES J N, et al. Closing the gap:
systematic integration of multiplexed functional data resolves
variants of uncertain significance in BRCA1, TP53, and PTEN
[J].AmJ Hum Genet, 2021, 108(12): 2248-2258.
RICHARDS S, AZIZ N, BALE S, et al. Standards and guidelines
for the interpretation of sequence variants: a joint consensus
recommendation of the American College of Medical Genetics
and Genomics and the Association for Molecular Pathology
[J] . Genet Med, 2015, 17(5): 405-424.
TAVTIGIAN S V, HARRISON S M, BOUCHER K M, et al.
Fitting a naturally scaled point system to the ACMG/AMP
variant classification guidelines [ J ] . Hum Mutat, 2020,
41(10): 1734-1737.
MERSCH J, BROWN N, PIRZADEH-MILLER S, et al.
Prevalence of variant reclassification following hereditary cancer
genetic testing [ J ] . JAMA, 2018, 320(12): 1266-1274.
ESTERLING L, WIJAYATUNGE R, BROWN K, et al. Impact
of a cancer gene variant reclassification program over a 20—year
period [ J].JCO Precis Oncol, 2020, 4: PO.20.00020.
ZHANG J, YAO Y, HE H, et al. Clinical interpretation of
sequence variants [ J | . Curr Protoc Hum Genet, 2020, 106(1):
€98.
KATZ A E, NUSSBAUM R L, SOLOMON B D, et al.
Management of secondary genomic findings [J].Am ] Hum
Genet, 2020, 107(1): 3-14.
MURRAY M F, GIOVANNI M A, DOYLE D L, et al. DNA-
based screening and population health: a points to consider
statement for programs and sponsoring organizations from the
American College of Medical Genetics and Genomics (ACMG)
[J] . Genet Med, 2021, 23(6): 989-995.
KOTSOPOULOS J, GRONWALD J, KARLAN B, et al. Age—
specific ovarian cancer risks among women with a BRCA1 or
BRCA?2 mutation [ ] ] . Gynecol Oncol, 2018, 150(1): 85-91.
ANTONIOU A, PHAROAH P D, NAROD S, et al. Average risks
of breast and ovarian cancer associated with BRCA1 or BRCA2
mutations detected in case Series unselected for family history: a

combined analysis of 22 studies [J1.Am J Hum Genet, 2003,

[56]

[57]

[58]

[59]

[60]

[61]

[62]

[63]

[64]

[65]

[66]

[67]

[68]

[69]

72(5): 1117-1130.

CHEN S N, IVERSEN E S, FRIEBEL T, et al. Characterization
of BRCA1 and BRCA2 mutations in a large United States
sample [ J ] .J Clin Oncol, 2006, 24(6): 863-871.

BROSE M S, REBBECK T R, CALZONE K A, et al. Cancer
risk estimates for BRCA1 mutation carriers identified in a risk
evaluation program [ J | . J Natl Cancer Inst, 2002, 94(18):
1365-1372.

VAN ASPEREN C J, BROHET R M, MEIJERS-HEIJBOER E J,
et al. Cancer risks in BRCA2 families: estimates for sites other
than breast and ovary [ J ] . J Med Genet, 2005, 42(9): 711-
719.

CHEN S N, PARMIGIANI G. Meta—analysis of BRCA1 and
BRCA?2 penetrance [ J ] . J Clin Oncol, 2007, 25(11): 1329—
1333.

MAVADDAT N, PEOCK S, FROST D, et al. Cancer risks for
BRCA1 and BRCA?2 mutation carriers: results from prospective
analysis of EMBRACE [J1 .7 Natl Cancer Inst, 2013, 105(11):
812-822.

KUCHENBAECKER K B, HOPPER J L, BARNES D R, et
al. Risks of breast, ovarian, and contralateral breast cancer for
BRCA1 and BRCA2 mutation carriers [ J ] . JAMA, 2017,
317(23): 2402-2416.

SEPPALA T T, DOMINGUEZ-VALENTIN M, SAMPSON ]
R, et al. Prospective observational data informs understanding
and future management of Lynch syndrome: insights from the
Prospective Lynch Syndrome Database (PLSD) [ J ] . Fam
Cancer, 2021, 20(1): 35-39.

HELDER-WOOLDERINK J M, BLOK E A, VASEN H F, et al.
Ovarian cancer in Lynch syndrome; a systematic review [17].
Eur J Cancer, 2016, 55: 65-73.

DOWTY J G, WIN A K, BUCHANAN D D, et al. Cancer risks
for MLH1 and MSH?2 mutation carriers [ J ] . Hum Mutat,
2013, 34(3): 490-497.

BONADONA V, BONAITI B, OLSCHWANG S, et al. Cancer
risks associated with germline mutations in MLH1, MSH?2, and
MSHG6 genes in Lynch syndrome [ ] ] . JAMA, 2011, 305(22):
2304-2310.

DOMINGUEZ-VALENTIN M, SAMPSON J R, SEPPALA T
T, et al. Cancer risks by gene, age, and gender in 6 350 carriers
of pathogenic mismatch repair variants: findings from the
Prospective Lynch Syndrome Database [T]. Genet Med, 2020,
22(1): 15-25.

MESERVE E E K, NUCCI M R. Peutz—Jeghers syndrome:
pathobiology, pathologic manifestations, and suggestions for
recommending genetic testing in pathology reports [ J | . Surg
Pathol Clin, 2016, 9(2): 243-268.

ISHIDA H, TAJIMA Y, GONDA T, et al. Update on our
investigation of malignant tumors associated with Peutz—Jeghers
syndrome in Japan [ J ] . Surg Today, 2016, 46(11): 1231-
1242.

TAN M H, MESTER J L, NGEOW J, et al. Lifetime cancer
risks in individuals with germline PTEN mutations [J].Clin
Cancer Res, 2012, 18(2): 400-407.



1062

PE=RERNER/BORERKEONPBRESONMEER, T BRIPBERESHERHIR (2023FR)

[70]

[71]

[72]

[73]

[74]

[75]

[76]

[77]

[78]

[79]

[80]

[81]

[82]

RAMUS S J, SONG H L, DICKS E, et al. Germline mutations
in the BRIP1, BARD1, PALB2, and NBN genes in women with
ovarian cancer | J | . J Natl Cancer Inst, 2015, 107(11): djv214.
KEMPERS M J, KUIPER R P, OCKELOEN C W, et al. Risk of
colorectal and endometrial cancers in EPCAM deletion—positive
Lynch syndrome: a cohort study [ J ] . Lancet Oncol, 2011,
12(1): 49-55.
YANG X, SONG H L, LESLIE G, et al. Ovarian and breast
cancer risks associated with pathogenic variants in RAD51C
and RAD51D [ ] | . J Natl Cancer Inst, 2020, 112(12): 1242-
1250.
GOGGINS M, OVERBEEK K A, BRAND R, et al. Management
of patients with increased risk for familial pancreatic cancer:
updated recommendations from the International Cancer of the
Pancreas Screening (CAPS) Consortium [ J | . Gut, 2020, 69(1):
7-17.
HAN F F, GUO C L, LIU L H. The effect of CHEK?2 variant
I157T on cancer susceptibility: evidence from a meta—analysis
[ J] . DNA Cell Biol, 2013, 32(6): 329-335.
JACOBS I J, MENON U, RYAN A, et al. Ovarian cancer
screening and mortality in the UK Collaborative Trial of Ovarian
Cancer Screening (UKCTOCS): a randomised controlled trial
[J] . Lancet, 2016, 387(10022): 945-956.
MENON U, GENTRY-MAHARAJ A, HALLETT R, et al.
Sensitivity and specificity of multimodal and ultrasound
screening for ovarian cancer, and stage distribution of detected
cancers: results of the prevalence screen of the UK Collaborative
Trial of Ovarian Cancer Screening (UKCTOCS) [ J ] . Lancet
Oncol, 2009, 10(4): 327-340.
ROSENTHAL A N, FRASER L S M, PHILPOTT S, et al.
Evidence of stage shift in women diagnosed with ovarian cancer
during phase I of the United Kingdom familial ovarian cancer
screening study [ J ] . J Clin Oncol, 2017, 35(13): 1411-1420.
SKATES S J, GREENE M H, BUYS S S, et al. Early detection
of ovarian cancer using the risk of ovarian cancer algorithm with
frequent CA12-5 testing in women at increased familial risk—
combined results from two screening trials [J].Clin Cancer
Res, 2017, 23(14): 3628-3637.
National Comprehensive Cancer Network. NCCN clinical
practice guidelines in oncology (NCCN guidelines®) genetic/
familial high—risk assessment: colorectal version 1.2022 [EB/
OL ] . (2023-02-10) [ 2023-08-11 ] . https://www.ncen.org/
professionals/physician_gls/pdf/genetics_colon.pdf.
JACOBS I, GENTRY-MAHARAJ A, BURNELL M, et al.
Sensitivity of transvaginal ultrasound screening for endometrial
cancer in postmenopausal women: a case—control study within
the UKCTOCS cohort [ J | . Lancet Oncol, 2011, 12(1): 38-48.
DOVE-EDWIN I, BOKS D, GOFF S, et al. The outcome of
endometrial carcinoma surveillance by ultrasound scan in
women at risk of hereditary nonpolyposis colorectal carcinoma
and familial colorectal carcinoma [ J ] . Cancer, 2002, 94(6):
1708-1712.
RENKONEN-SINISALO I, BUTZOW R, LEMINEN A, et al.

Surveillance for endometrial cancer in hereditary nonpolyposis

[83]

[84]

[85]

[86]

[87]

[88]

[89]

[90]

[o1]

[92]

[94]

colorectal cancer syndrome [ J | . Int J Cancer, 2007, 120(4):
821-824.

SROCZYNSKI G, GOGOLLARI A, CONRADS-FRANK A,
et al. Cost—effectiveness of early detection and prevention
strategies for endometrial cancer—a systematic review [1].
Cancers (Basel), 2020, 12(7): 1874.

LEE M H, KIM E S, CHOI M C, et al. Minimal deviation
adenocarcinoma (adenoma malignum) of the uterine cervix:
clinicopathological analysis of 17 cases [ J ] . Obstet Gynecol
Sei, 2018, 61(5): 590-597.

ESCHL, M 4L Peutz—JeghersZi A fIEAH I 5 3 5 IR 1)
WFgEbE [ ] . EREISME RS, 2022, 22(2): 167-169.
WANG W L, YE H. Research progress of cervical gastric type
adenocarcinoma associated with Peutz—Jeghers syndrome [J].
Chin J Min Inv Surg, 2022, 22(2): 167-169.

PATNICK J, LANCUCKI L. Cervical screening programme,
England: 1997-1998 [ J ] . J Med Screen, 1999, 6(2): 57.
SENGUPTA S, BOSE S. Peutz—Jeghers syndrome [J].N Engl
J Med, 2019, 380(5): 472.

MONK B J, PARKINSON C, LIM M C, et al. A randomized,
phase Il trial to evaluate rucaparib monotherapy as
maintenance treatment in patients with newly diagnosed ovarian
cancer (ATHENA-MONO/GOG-3020/ENGOT-ov45) [J ] . ]
Clin Oncol, 2022, 40(34): 3952-3964.

OAKNIN A, GILBERT L, TINKER A V, et al. Safety and
antitumor activity of dostarlimab in patients with advanced
or recurrent DNA mismatch repair deficient/microsatellite
instability—high (IMMR/MSI-H) or proficient/stable (MMRp/
MSS) endometrial cancer: interim results from GARNET-a
phase I, single—arm study [ 7] .7J Immunother Cancer, 2022,
10(1): 003777.

PETERS S, CHO B C, LUFT A, et al. Association between
KRAS/STK11/KEAP1 mutations and outcomes in POSEIDON:
durvalumab % tremelimumahb+chemotherapy in mNSCLC [c].
Vienna: 2022 World Conference on Lung Cancer, 2022: abstract
1220.

ELEJE G U, EKE A C, EZEBIALU I U, et al. Risk-reducing
bilateral salpingo—oophorectomy in women with BRCA1 or
BRCA2 mutations [ J ] . Cochrane Database Syst Rev, 2018,
8(8): CD012464.

LIU Y L, BREEN K, CATCHINGS A, et al. Risk-reducing
bilateral salpingo—oophorectomy for ovarian cancer: a review
and clinical guide for hereditary predisposition genes [ J ] .
JCO Oncol Pract, 2022, 18(3): 201-209.

CHEN L M, BLANK S V, BURTON E, et al. Reproductive
and hormonal considerations in women at increased risk for
hereditary gynecologic cancers: society of gynecologic oncology
and American Society for Reproductive Medicine Evidence—
based review [ J ] . Gynecol Oncol, 2019, 155(3): 508-514.
STANCIU P I, IND T E J, BARTON D P ], et al. Development
of peritoneal carcinoma in women diagnosed with serous tubal
intraepithelial carcinoma (STIC) following risk-reducing
salpingo—oophorectomy (RRSO) [J] .7 Ovarian Res, 2019,
12(1): 50.



(bP@BESZ) 2023433511

1063

[95]

[96]

[97]

[98]

[99]

[100]

[101]

[ 102 ]

[103]

[ 104 ]

[ 105 ]

[ 106 ]

[107]

[108]

PINSKY P F, YU K, KRAMER B S, et al. Extended mortality
results for ovarian cancer screening in the PLCO trial with
median 15 years follow—up [ J ] . Gynecol Oncol, 2016, 143(2):
270-275.
SCHMELER K M, LYNCH H T, CHEN L M, et al. Prophylactic
surgery to reduce the risk of gynecologic cancers in the Lynch
syndrome [ J | . N Engl ] Med, 2006, 354(3): 261-269.
CAPASSO I, SANTORO A, LUCCI CORDISCO E, et al. Lynch
syndrome and gynecologic tumors: incidence, prophylaxis, and
management of patients with cancer [ J ] . Cancers (Basel),
2023, 15(5): 1400.
SMERDEL M P, SKYTTE A B, JELSIG A M, et al. Revised
Danish guidelines for the cancer surveillance of patients with
Cowden Syndrome [ J ] . Eur J Med Genet, 2020, 63(5):
103873.
SERACCHIOLI R, COLOMBO F M, BAGNOLI A, et al.
Primary ovarian leiomyosarcoma as a new component in the
nevoid basal cell carcinoma syndrome: a case report [J].Am
J Obstet Gynecol, 2003, 188(4): 1093-1095.
FOULKES W D, KAMIHARA J, EVANS D G R, et al.
Cancer surveillance in gorlin syndrome and rhabdoid tumor
predisposition syndrome [ J | . Clin Cancer Res, 2017, 23(12):
e62-e67.
MULLER M, FERLICOT S, GUILLAUD-BATAILLE M, et al.
Reassessing the clinical spectrum associated with hereditary
leiomyomatosis and renal cell carcinoma syndrome in French
FH mutation carriers [ J ] . Clin Genet, 2017, 92(6): 606-615.
TONOREZOS E S, FRIEDMAN D N, BARNEA D, et al.
Recommendations for long—term follow—up of adults with
heritable retinoblastoma [ J ] . Ophthalmology, 2020, 127(11):
1549-1557.
SCHRIJVER L H, OLSSON H, PHILLIPS K A, et al. Oral
contraceptive use and breast cancer risk: retrospective and
prospective analyses from a BRCA1 and BRCA2 mutation
carrier cohort study [ J ] . JNCI Cancer Spectr, 2018, 2(2):
pky023.
SCHRIJVER L H, ANTONIOU A C, OLSSON H, et al. Oral
contraceptive use and ovarian cancer risk for BRCA1/2 mutation
carriers: an international cohort study [T].Am J Obstet
Gynecol, 2021, 225(1): 51.e1-51.51.el7.
Ztr, whoCR. R - SR AR [T ] .
SEFHIARHS P RR A, 2006, 22(9): 709-710.
LI'Y H, YAO Y Q. Hereditary breast—ovarian cancer syndrome
[ J 1. Chin J Pract Gynecol Obstet, 2006, 22(9): 709-710.
LU K H, LOOSE D S, YATES M S, et al. Prospective

multicenter randomized intermediate biomarker study of oral

[

contraceptive versus depo—provera for prevention of endometrial
cancer in women with Lynch syndrome [ J] . Cancer Prev Res
(Phila), 2013, 6(8): 774-781.

ANDERSON K, JACOBSON J S, HEITJAN D F, et al. Cost—
effectiveness of preventive strategies for women with a BRCA1
or a BRCA2 mutation [ J ] . Ann Intern Med, 2006, 144(6):
397-406.

GRANN V R, PATEL P R, JACOBSON J S, et al. Comparative

[109 ]

[110]

[111]

[112]

[113]

[114]

[115]

[116]

[117]

[118]

[119]

[120]

effectiveness of screening and prevention strategies among
BRCA1/2—affected mutation carriers [ J | . Breast Cancer Res
Treat, 2011, 125(3): 837-847.
BOMMER C, LUPATSCH J, BURKI N, et al. Cost—utility
analysis of risk-reducing strategies to prevent breast and
ovarian cancer in BRCA—mutation carriers in Switzerland [ J ] .
Eur J Health Econ, 2022, 23(5): 807-821.
MANCHANDA R, LEGOOD R, ANTONIOU A C, et al.
Specifying the ovarian cancer risk threshold of ‘premenopausal
risk-reducing salpingo—oophorectomy’ for ovarian cancer
prevention: a cost—effectiveness analysis [J].]J Med Genet,
2016, 53(9): 591-599.
MANCHANDA R, LEGOOD R, PEARCE L, et al. Defining
the risk threshold for risk reducing salpingo—oophorectomy for
ovarian cancer prevention in low risk postmenopausal women
[J] . Gynecol Oncol, 2015, 139(3): 487-494.
SROCZYNSKI G, GOGOLLARI A, KUEHNE F, et al. A
systematic review on cost—effectiveness studies evaluating
ovarian cancer early detection and prevention strategies [ J | .
Cancer Prev Res (Phila), 2020, 13(5): 429-442.
ZEGERS-HOCHSCHILD F, ADAMSON G D, DYER S, et al.
The international glossary on infertility and fertility care, 2017
[J ] . Hum Reprod, 2017, 32(9): 1786-1801.
GIETEL-HABETS ] J, DE DIE-SMULDERS C E, DERKS-
SMEETS 1 A, et al. Awareness and attitude regarding
reproductive options of persons carrying a BRCA mutation and
their partners [ ] | . Hum Reprod, 2017, 32(3): 588-597.
DERKS-SMEETS T A, GIETEL-HABETS J J, TIBBEN A,
et al. Decision-making on preimplantation genetic diagnosis
and prenatal diagnosis: a challenge for couples with hereditary
breast and ovarian cancer [ J ] . Hum Reprod, 2014, 29(5):
1103-1112.
HODGE ] G. Ethical issues concerning genetic testing and
screening in public health [J1.Am]J Med Genet C Semin Med
Genet, 2004, 125C(1): 66-70.
National Comprehensive Cancer Network. NCCN clinical
practice guidelines in oncology: genetic/familial high—risk
assessment: breast, ovarian, and pancreatic (version 2. 2024)
[ EB/OL ] . [2023-11-18 ] . https://www.ncen.org.
National Comprehensive Cancer Network. NCCN clinical
practice guidelines in oncology: genetic/familial high—risk
assessment: colorectal (version 2. 2023) [EB/OL] . [2023-
11-18 ] . hitps://www.ncen.org.
Risk reduction and screening of cancer in hereditary breast—
ovarian cancer syndromes: ESMO Clinical Practice Guideline
[J]. Ann Oncol, 2023, 34(1): 33-47.
R HUR P S FIEBAL TEN R £ 2R 5 2%, PR K it %
PERMRIG RIS 30 (20214R 0 ) (2) —Fjkisttk
PEEREE [T ] . EMIRE IR R, 2021, 48(24): 1243-1247.
Family Genetic Oncology Professional Committee of China
Anti—Cancer Association. Consensus of clinical diagnosis and
treatment experts on familial hereditary tumors in China (2021

edition) (2)—familial hereditary ovarian cancer [ J ] . Chin J



1064

PE=RERNER/BORERKEONPBRESONMEER, T BRIPBERESHERHIR (2023FR)

[121

[122]

Clin Oncol, 2021, 48(24): 1243-1247.

1 BRI 2 7 B B S 2 R R 2 4, v ) 2
AR ERE S 2RI Ll 22 B 2% LynchZE S AEARSCHE T
B B R A5 A R R (202340 ()]
SRS =Rk 44k, 2023, 39(1): 49-57.

Gynecological Oncology Group of the Obstetricians and
Gynecologists Branch of the Chinese Medical Association,
Gynecological Oncology Professional Committee of the China
Primary Health Care Foundation. Chinese expert consensus on
screening, prevention and treatment of Lynch syndrome—related
endometrial cancer (2023 edition) [ J ] . Chin J Pract Gynecol
Obstet, 2023, 39(1): 49-57.

RGN, B K. ST IERNMR S (M ] . deat: ART

(AR EEEE T RS

BIEEE !

TR A2 BRI =R R B

FHER:

Bl FERE w07 R R A BRTTER B s JRSEE
MD ZAERRIEAE L

) N SN S PN S e

MELRK:

e £ 2 BERME I RHE B

R A2 E RS R s e

frpERe S H R R Tl R B

VG DU R AP R B

% HERA RN T B

R NS ATy INT St Ul

5B B EREERR R R B

WHEE iR — R R b

i 3 EAERIRARE A R B

BN W TR BRor e B e 401 R e

ErAEsR IR A DR B

PR AL R A — W s e

B ER(52: S (531 EN A B |2 3 1 G R

TP EEEERES T MEER

TEWRAT R 5R — R PR e

T oW EBERM - RHE B

TR HZHEREMERRER

A h L, 2019.
XU C J, KANG Y. Practical Gynecological Tumor Genetics
[M]. Beijing: Per)pleY s Medical Publishing House, 2019.

[123 ] EPUE 2. PEMEEA2I078 (CACA) [M].

Tt REFELOR iR, 2022.
China Anti—Cancer Association. CACA guidelines for holistic
integrative management of cancer [ M | . Tianjin: Tianjin

Science and Technology Press, 2022.

[124 ] BB, 56 2 BEVERRIEMEE R [M ] . dbat Jbatk

SRR AL, 2021,
LU G H, ZHANG X. Genetic counseling for hereditary tumors
[ M ] . Beijing: Peking University Medical Press, 2021.

(R HI: 2023-09-19 &[T HH]: 2023-10-13)

10 (2023FEhR ) ) XA

SHHIARERITHEERK:

SR TR X R
U= RSN LR b
MR 22 MHRAR IR oL
RZEH RlEPERARE

il PR A R =AM I R 1= B
RBH S HRAME A RHE R
RIME BRI MR LA R B
173" S/ S 1T RS & Py EREN
SRR BRPEE AR
BT RIS — B PR B
FRFERR AR A R E B
AW AR SRR
WIZRIGE WK BR e B I A= I e
s B EIRCERE LB
TheHE  KiEirid e JLE 7 G
B P A R B
=P TR B

Z H ST R AR
e WL A2 e

ISR

£ O EHIRERR R EE b
R/NE S ERAB A  RHEE B
BAFER I HR AR i R R B



