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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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ftF 5 (Practice Guideline Registration for
Transparency, PREPARE) i, HEMS N
PREPARE-2023CN208,
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1.1 R R 6 B 69 Fe sl Bk

[ ProfaiE R LAt T, 20204F 21T A0
FERTZI1 93077, HA I HLIX 749.3%; JFAdE
FET 1291 00077, HAEYHHIX 558.3%, il
T E120404F 4 Bk hE B E F IR 52 840719, L
20204F3EM4A7T%, H &b E R 3 e K T Ak
% [1] 3

AL PE MR TR — e R R AR R
UM B DLk R 8% 7 A% i i e, fl
58 B DR 38 A% 1 b g A el 22 R TR 5 3R AR TR R
ARSI 2 R s v IE , ARk
JHE 1)5%~10% ., A TAEZHZ (World Health
Organization, WHO ) M &it¥dk wn, £
A0% YRR AE i 18], AR st A% P R e 4], AT
D3 328 SR BT 250 9 0 B i i T A 21 T B
F HL AT DA 2 e i — 2 i B o — 25 BRI e T
AN R R AN BORIBE T A B AR
A i VAT G IR ) A A L R R B Y U
YEH.

b 5 b 98 e 2 BLAR Rk nEa #E L AT
10t A% 1 e A DA R % it v B v 3 e I P R R i R
J SR B SR AL R IR s L O A B T
B iz sz B A . HET, BE 6 I e S5 2 PR AR
S BRI 29Iz T e e R £ A IR 12
Wr o 38 2k st A R, AR AR I AT 1Y 35t 4% 7 1R A
or I A5 SR B R, T A T B0 5 R AR S5
FBE A  FEL Y W) K T B R, AT Ok HE
SRR PSR B Hh . AP
XT40% LLF W BUAE N T i it 12 1 2L B o - O R
JEZEAE (hereditary breast and ovarian cancer
syndrome, HBOCS ) MM A ZEA1E (Lynch
syndrome, LS) SFistf& Mg s A ifidr, Jf
X i fe N S — R SR T i Ae k), B L
ARtk FETU LK, FRAT4 8 T aRHE
WAL BT KRR E B, LUHE S R

1 SCHRAS: 28 K™ A% 1 UE 3 P P iz 4l % X
R, fLIGRIZIT 2%,
12 EpME AT AL AT R
ALY AT (5 A 2 | BT A4 AR AR O
NG 2%, i@ T ERHE s e & i i K127
PU
1.3 TAFZEGGH A Fe LR G 3R T X
AR i F2 B Bl SR AL M LR iR 1 35 1% 75 1)
JEFF, M NEEMREIGIR . AT TEIERE 2
BB AEWIEAR B AR U2 T 5T TS B 22
PR FRARL, L “hereditary breast and ovarian
cancer syndrome”

“Lynch syndrome” “Peutz-

Jeghers syndrome” “genetic testing” “genetic
counseling” “tA&PEFL AR - 00 W 25 &
M7 HAEEIE BILRNEATE S
R el A5 SC I 23 B 7EPubMed |
Embase. Cochrane Library%s [ #4122 1 b FE 3]
TSR R . P SORHE I TR P K [ R
A SR P2 A5 ] N O PR 2R T 204 R 3R 1 1 Jo
HOCHR, JfR AR AEEIE B 2ot ((Oxford
Centre for Evidence-Based Medicine, OCEBM )
R R ARGE, BN Im R R, MBS
RS S S S AEGL, EER AR h HEER
JEA~D (%1) . & THEHLFKILFETHE, 1
FEINEUOE A WA S . RS0 ) 20 [ N
SMNARHIE 2T RS AL WA G U R e
HEATHR .

2 FERMEEEERMELEEI ( hereditary
gynecologic cancer syndrome, HGCS )

HGCSEIMZAE, SHULMEEARMME AR,

AR SE TG B2 iR ok — kR . et
g A DL REAE . D R IR AR I AR T
IR 04738 A AR I i E AR T s @ AETEZ R
BNEMIE s B s g B HhOBUI i S iR B AR
ZA ML @ 28 A R Rh bR ) SR AR PR
Wi © FEERZACNIIHE B (RIH getafh b
Pl ) 5 © Asgdhmrt . W ILAHGCS
NHBOCSHILS, IAMHGCSAfuffCowdens:
A1 ( Cowden syndrome, CS) . MEE B AZE
BAE [ SRR -0 k% 25 A4 ( Peutz-Jeghers
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15t 12 PR 1 LR o A
4l e ( hereditary leiomyomatosis and renal cell
cancer, HLRCC) . DICERIZEAE . BESULEE
fif g 5l &3S iE (rhabdoid tumor predisposition
syndrome, RTPS) '™ 4,

syndrome, PJS) ] .

&1 OCEBMIERS HANMEFEIR A
Tab.1 Evidence grading and recommendation criteria of
OCEBM
EAFORIE AR Efips
A la [ BTRCT I RGP
1b HARCT
1c K wE ]

B 2q [) 5 BABIAIFFE 1EAf
2b A BPAGIFSE (AFERERCT,  Ankfivs
#K<80% )

2c BURWIIE, AR
3a (5 JBo 49 % RAIFTE 1 R GE PP
3b AN (I BRI

c 4 B RGBT (LR BAS DI
fIRT BRAIESY )
D 5 ST R IR LRI

RCT: FEHLXIEIRES ( randomized controlled trial )

2.1 HBOCS

HBOCS/EH WLIIHGCSZ —, M Yefa ik
VB AL IR 25 A E . 80%~90%AYHBOCSH
BRCALFIBRCA2 I R B PEAE S . A
B I 287 R 2991/200 ® . RBRCAL
FIBRCA24E 541, HAl AT EHBOCS I JE [H it
AHRAD51C. RAD51D. BRIP1%: °' | 4h,
10%~20%F)HBOCS H % BRCALHIBRCA2 L [H 6
IR AR SRR B 0

HBOCS 5 ZF i i) & A= KRS T s 47 ¢
R Mas . BRI L O A R B R I R
Gb, IR RAERIE . BRI ST

MR B LUT WG IRRHIE T, BRI s 2
5, LA A (D sk A R A A T S R
@© i BRI R, 7E45% 2 A7 BOE RAR IS K
Fis @ RN BA TS s O A
BIEREE
22 LS

LS Sk st 1% PR AR B A s M 45 T W o

( hereditarily nonpolyposis colorectal cancer,

HNPCC) , 22— DNAREREE ( mismatch
repair, MMR ) &K IR 2 BUR M2 551
HGCS, iX#e4r Fffi 75 (IMMRE 11 % 2K 852
IR, SR EATEYE (microsatellite
instability, MSI) , ¥4 iE e 48 i KU, oF
TS 25 Mg 09 & A . LS Y 3 B B0 3k N A0 4%
MLH1, PMS2. MSH2 X MSH6%MMRZE[A ,
LI R AEMMREEFEPCAM, 90%L I LSAETE
MSI, {H—SEH0k B 45 B I F -5 N s A
TEMSI, Z5MLHLE 31 3EfeA e 27,
23 PJS

PISZ— i 2% UL H Yy (iR i PR st AR s, L
FEOEPVER I 0 S W 8 S5 AR P B A L B K b
ORIUE KA Z R R s . PISEHE Y
95% s R LA Bz Bk B R Ui, (HIX AP = i
BHLMEEFRI KA 2 PISH BN
1/200 000~1/50 000, HAEAN[FI R AP 31 2 (5] 6
Bl 25 59 0 AR PR O il i PISHR 191 11fh PR & 4 M H:
e, HET T E e A 1146 500~7 000
N, HBIREZHL41/200 000, J& T2 WLARTE;

H A 195 e ARG I 1) 22 8 1R 198 2
MR 111 ( serine/threonine kinase 11, STK11)
F PR 20 AR S R PIS Y B EUR R A .
AR ARLEE MR N R R RS, £
PR R HUE AR (gastric-type endocervical
adenocarcinoma, G-EAC) . UP S ZEME s i
VB PR E] AR (sex cord tumor with annular
tubules, SCTAT) "™’ Wik L, MEALUITM
Fpak ZFpREAERS, o] LIAE HPISIIG IR IZWHT: O
HimiE ( FEZR/NMm) NAEMASZAPISHE
st E R R @ O, BE., 7. I}
i A AR TR B R B R DT E s B PIS
FEH . B FF A LR bR s A PISZ % L
AR ART B 3 UEA T 1AL 5 R R PR R ( STKLLRR
ARG B
24 CS

CSMPRPTENFS MR LEGAE, &2 KVEFHY
RALEAIER —F, HPTENMRRAE RSk ) .
PTENJE A FEE 105 Yo fafk [, amit A,
IZBE DK A0 B JE B R s v R R EEAE A . PTEN



1044 PE=RERNER/BORERKEONPBRESONMEER, T BRIPBERESHERHIR (2023FR)

FE PR ) A8 S o e B A AN R N 4 e ) e A
PEIEFE DI A R P P e P YR AR R e 9
2180%I1) CSE# #E I PTENR R AL 5+

CS/E—Fi i JetafRk W et AL i, H &k
R ZY°411/200 000, 5 2L Mg AT 5 P IR 1Y) A b
KBS HE I G, PTENSE R AR 4y 5 A B R iR
LRI 00 XS R 77 %~85% , 24 H T B PN S
(Y AU R 19%~28% (& /E7E30~49% ) . CSHH
KT DA NSRRI A ol , Kikfs
N BSOS BT 5 IR 0 1 /DA BB A T
PTENZEPRIASI .
2.5 HLRCC

HLRCC X #i HReedZi & 1F, SIE#&RIRK
41 (fumarate hydratase, FH ) JEE IR £ 48 S AH
X, RFHRBAENE, 90%~100%9 5 i i 5 1l %2
B, R RIS IEAE (75% ) 5%
FESEH IR (80%~90% ) , ] B & Al
[ & A, o If kB s (2%~43%) . %
R TR YR, 29 K TFARIGIT I B IR
FILIRE 02 S LR B s Wiy i
2.6 DICERI144&4E

DICER1Z: & 1iF 2 I DICERLIR R 75 5| g
() O G R S0 PR AL 0 o A A B g
10 600 A4 1IDICERLIR R A 7 %A HY
" UL ik Jeg 2 B Rt 1) 4 BfLJE3 - ( pleuropulmonary
blastoma, PPB) , & HEIFE6S LAT 2L JLAI
JLEY, RPPB4h, DICERLZE R4 44 0] &
A A URVRFAEPE P, G R . B
PR . 2451 M HUIR AR oA HOR e, ax e Jibd
WETELE W A, MR ORFE K AR RN R
Sertoli-Leydig4ffifiJfd ( Sertoli-Leydig cell tumor,
SLCT) [18] 5
2.7 RTPS

RTPSZ& — UL g, 8% &
AT U TR ILY, 77 SMARCB1
B SMARCA4AEUR I R A 53 o K& SRR IR
( rhabdoid tumor, RT) A &JEF #2450
(65%) . 'BIE (9% ) , FHAx26%I1 6 [ Sk
PG, HESEILA . FRE . BEE . AP .
MRS VB 4o U MO KR 28 R 48 I RTPSHE AR

Syl s iG 9% (atypical teratoid, AT ) /RT,
18509 H 1] 22 LEAE /N LT . SMARCA4JIR
FAR S R AE IR R R A 0 Mg 2 O B v A i
AN (small cell carcinoma of the ovary,
hypercalcemic type, SCCOHT) .

Zi I, HGCSREE KM K RMLE S IERE, A
UGS T Hh—&85 . G me 2 B E LR
A RE, WA E ZHGCSH LB, XA
HGCSHYIA ALK EANTRZ] . FATRAFHBLA 1Y
FREEAR, Ralfeih kR BHE Z1HGCS, JFHh
HA N KRR P EE 200, sl AT 330 U Y 1R
AR RIR Y A
3 MEEEEaNE RS

KR it A M I 28 AR TP A B i R AR
i LR & A A T T i e AT 50 BT e
AR, FE TR AR SR I ) A (TRie A
FIGL ) it O &R — W2 HER AL AR
i, JLHIEEFXTHBOCS K LSHY A BEfiAr . A

W PNAEBCEREEAZUYE . DR, FEN
I 77 1R 71 ) AN = B Y B T
b8 252 AL PR s R E 20

(2) &gt A% e A G 35 R S50 7 /7] e 3
Jith (pathogenic/likely pathogenic, P/LP) k7S
I & o

(3) 7 EEANFE M) A BT KA R B A= B T RE Y i
AR ORI AR R

ER®IAL: EZHEEAEMERESQN
MR Z R R E W EE Sl (HEFRE:
D),

4 PhEEREBRIFRES

TG B XU PP A 75 TR 222 1%L
T2, A 35 A 0 A ARG I 20 J9l) TR
SN AN S JEE R A 1) T R e 4% 75 ) 1 T2 AT EE
SIS E -1 LSS WA 0 B £ R NS 2 ol i
LB B TG EWITSL, A — LX)
o T R BEAT AR, S e 3 5 A5 5 R A
PLPILE b st 5 5 )55, X SE3E H BOPR A et
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4.1 wIERAEE

WrgE 2 R, TG IR A
T, ARSI AT -SRI A DG A AR IR
FOEE R AL CanigfE i ) 25
TGt FE Y (P>0.05) , BELT M
FLOBRRA (e ) B, mIEZS RS R SR
RS AH LI TC S e FERE B AR . 4
BB XA AN P X6 3 DRI RGN 18 3 T R
X KU PR W A o B Il T, PR IZ TR
FRZAERTL &L (P>0.05) *
42 AIRIAE )

i I AR 25 I A 2 it A% 2 e X S T
RIS A oA, PUBIA A 5 R 3 e T 4 2
BEERGFEE . N, BEWEEER, AR
TR 26 TG B B o 2%

43 HANRBELZRRESEX

AT P R RIE AR T2
A7 IR AL 2R TR 2 i R B B 2 R
AL RS SR, “IA” BEEIINE, %
123 (1ik85% ) st % % 1) K A i B & A
P, B IE RV R, e 12
ZE 5 IS 4 R P
44 ZFHAUHEX

SR KURS: 1 PEAl S 297 TR B 3T
Irgtad 2o BRI LR 22580, B L i
Ui, I REEI Canfibsg NRFE T . AMRHER T ) K
AP HEPs MBI ERIH (QnO3 i gmBEIm . N4y
WA UMAAE FEAR DGR IAE )

TR#IA2: MEEEEFANESX, BRTHE
SZWENEERN, EFTLETEE, #5E
#l, REBAXTSERMERR (HEFRE:
D),

5 mEfEEMERESRRE

0 e R AR BRI DRI IR, o Z A A
A7 el AU DA LB 2530, A AR A i S A
LRl ER St I s i ag 1 [ I VS S T e SN
PRI, SRR, e Rk s e e

182 T LA A ST 2856 1 £l B iy S
W2 53 mE e TAE .
5.1 AemlaTiE A e EE RS ER

FEAS 8 A5 A I, B, VR4 A
BTTR DL RO e IXURS: B AR S5 bR A 1 5 1
AR RE, BRI S PR Y B bR, T RE
W H P, AR FEROTT I8 B0E R B AR e, I
W, FEIASEREN AR R L ) A
A O RESTEIIIGRGE, GRG0
g PR IR KR RHE Y A
WSR2 Wi AR e R G JR E . @ ifE
. PR HISCE GG s, RIRAE Z D = AR SRR
WREE SR R SR N AL IR I — .
R =GFIR . O ERH B ILGEE N 51 e mT A
R ES S0 S . A AR s (anaEis | 142
JH0) | JERMERR R (B%) RAPERAR A B2
AT . BUREY TR (WA ) L A&
B BRSO REEZ 2GS RS T
AR, @) LR R AT G0 I R B2 DA TR AR A
. O LWERENE, BN A
RZEMIET LA E

gih LidMER, wiliEL R RE, 1
fF P s A B . FiE A AR E R
Pigeg A RS, U YR A R KU 5 2, IF
XPE R H FAT AT e eI bR SRIAR
SEPERR G SRR . IR S ik
— APPSR . @ AR E , H97 i
DA DRGIN  28, TEANTSE 3 PRSI A 37 7 A
FHOCTHRIN (AR P2 . FEACRAE | Rl i 4
FSERRN R ) o @ FRAEAT BEAYRINZE SR
9, BEEETE (BowmtE . ATREBCRYE ) | B
AN 7E Xl SRR A RSN R, B 4
REMBGRIEA S, THERTRERE B R (am
SR REARRUS 25 03R 07 . FRARUBS (AR
%) o @ISk ZS Rl BEXHA T YR B B
YEMH . ® e Rk %, s iE &5
RO RN ES RS BB RS SRR, YERS
FENN o © 2R AT e B P e XU B
WL, PARJRBS AL . A A BRA R, D 4
HIA B ARG (5 B RFA I TR, @
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AR A GBI 5 R S RE T A PR R £ Ak
R EEATSC IR, 25 BRI ARl e/ - XL
MR 22 IR R R o 5 2% 25 A EAH OG  HoAth
iR, B e R R R U O Y 52 I 5
PEATRIAREIN . © A RBA M7 Y5 8L PE bR
ERA ML BEA G R K I BR 5 BB A
h 5 1% AR 5 B A B R ) — B s R S A
DT EEDNAGIN , A 2 A R, %
JERS oA R B9 G E B D3 AT DA IN , {ELR i e
RN R BA R R YE . 10 32l R R A i fE R
L4 R A 3 Pl 00 A0 M 9 AR G M e
(14 S8 AN ML e SR A sl M R A R A T
TEAAAGIN IO B UK 25 378 G 1) BT A 240 4
FEPIRAREC, AR RRVE, RSB AT L
BOA N EDNAR AR, (25 %2 LADNA
A5, X T18% LLUN AL/ D4R,
AT RGN, BRAREE R 2 i i PR R
UL MR B MR A PISEHE , W HWAE
18% Z HdEA T WIS i Bk .

A0 T 0 20 A R 30 4 R TR I SR
FEBSS TR o W PR A 2 R RE A G 45
R RIcEs . KR RIERIERAGIN AT, 25
R TRV o [R5 i 8 oo e T T A i
JE

EHRAIAS: EERNAIEESONTEE
TEEEAENBRMER, WENTAERKK
2, iFEMEE AR REERE, THEERK
MAE, FEHMATREMNRNER, REMRE K
B, REAERS (#EFRE: B)

5.2 GRS RE S EEEM

FGEIN S5 358 4325 1 E 38 e PR RGL 0 235 SR 1) it 152
I FE GRS NG5 e o = AT B I sl
ghR | HEE RTINS R . BT X
B R ARG, FAARGAE DL PR

(1) S R 25 5 . e b B L BH
PR ORI K B AN R AR e 9, T
Fra ARG 438, 353 T AR — 25 HE B 35 A4 JRURS: 1)
R (20 DR R A B o ARG 0 AR X Al T 48 53] 4

IR AL LA IEAH DG A A )

(2) IR A 45 5 XA~ N B 7 48 LAY 52
PRALER A RALERE . S5 AR AT
Ob, EREET ARG % . THdEE . i
DB B 7 58 KBt IR AR RS2 46 1
PREF B AR

(3) 25 1 32 46 5 5 2 L % AH OC i R 8t 1% XL
B 1% T A PR ARG o s KU SR
M EEVE, Sl 2 A e KU 2 T S T A 4
B, IR LS IDRL KA TN U

(@) X TAFHEREE, A HI2 WA
B A B BE RS, ALFE IR R A BT B 35 % 27 4G T
( preimplantation genetic testing, PGT) . #ifiy
FLHERT AT RIS TE RS sk . Ry B e 2%
AT . X AR ARG P i F
KM B R RN VTR . ' IR %
WS S FEAROEE IR b, JEFEHITAMA
AR B IR AR BT 5

(5) PPA- G TN 45 SR X0 25 10) 25 1% AN AT R 1 5%
e, TR XA A I 14 5 N RO B K A7 g
AR VER 2 T OB T, S ZE E 2 R AH N 1Y
LR 12,

(6) HHT—LEP/LPZE 515 27 L ) e AR B
BHEAEC (43Rl e 2 1 5 BRCA2, BRIP1X
PALB27ZZ S5 AHOC ) , W45 M ) ml RE Y 5t A4 M
I PRI S LA B G [m) Hs2 SET HE f 2 A AF:
BT IR]— L A, AR GRS (B) K
BEAl R AT BRI L

(7) I R 7% AR BHZE S (variant of uncertain
significance, VUS) AWz T UL EITFE
B, AR YRS NG S O A A A AR XU 1Y)

S T IR PRSR R, EEBOHVUS B0
FTEB A .

(8) R 4l 1A 22 5 DR ARG I 445 2 AT 0 47 1 IR D
Ko METTSH A T 5 E R
4> (College of American Pathologists, CAP ) Fi
I R S0 % e 248 1E %€ ( Clinical Laboratory
Improvement Amendments, CLIA ) JAJER)SE
W,



(¢@BAER L) 202333 EF 11

1047

ER&LIA4: O ABEEMERESITME
Wigr AR, MERKEEEATREERITR, 3
= KU 5% B 13E 1T 48 5% g st £ JRUBG: B o5 N A0 4G U
(HEFRE: B) , @ XNERMBEEEMERE
RETERRREETARPIERERERN S
B (EFBRE: C) o @ VUSTREMEAKE
I RR R B AR (HEFRE: C) o

6 EfEMEMER N AR IR ST
6.1  TAFMEITIG R A oy ik

JVS 2 s PRI A S G N 2 35 2 P B R 12 Wi ) G b
P, 3 R ASAE A IR R DNASE UL
MR AEAS O FH— P R AR, M fd
LM 2% ( ethylenediaminetetraacetic acid,
EDTA) Huéis . MEd S IS4t n]
TR R LR AR SR T 5B fplast A% P b e ik
H, TR IRIAY TR R, AR SR AR
ZZ WA RN R A [ poly (ADP-ribose)
polymerase, PARP | #lifilFiayT, wl=5 el
JeR LA SR TR AR S AN, P I 5 I 2
HIG IR IR RS R . WA ASIN B AR K o £
BRI -

(1) SangerillfJ¥:: Sangerill] ¥ 2 5L P 791 725 S
i A2 BE B AR, (ARG 00 368 e ARG T R R A
i, ANIEARIAR 5 H ] << 10% 01 A% 53 e 254478
5o Sangerl 7 EUAE 3BTRS AR R | 1R
UE 88 20 7 & A A A2 S A7 A5 A k]
KGR TR F AL B D o

(2) R (next generation sequencing,
NGS) FiA: W78 & RN, A< B 5 f
%, J2& HErs AR e R SE AR A BB AR . K
MR FEREACR A AL PR . DNASIE . SO
2SN ot R N N33 €72 =X 7 =D S Ko VDS R o
fif e, BRI ERN LSS AN B B P B . NGS
HORTEBOR AR FARYE = A AT 48 B 5 X
DNAJH N & A5 #4700 7 38 2 40 7 (n
PCR-free 25k ) 43 AHEEIINFF . 423 A ZH ]
J¥ (whole genome sequencing, WGS) M4-4h i
T4MF (whole-exome sequencing, WES) . H
HHWESE X HE AN JE R 41 T BT A A 1 X Itk A 7
B A AR o a2 e g 48 ) e PR 2 H I

PRI 12 NG S B o H8 [m) B NG SHY SC
JE il £ P JE T4 38 - 0 5 RN T 4258 AR i 7
B, W C BRI E R &, R
T DX 3l a0 201 2 5K () g 7 5 5 DX A 48 340 B IXC
(LA£20 bphyft) , Difeistile 54t X AHLR . 52
Wi 1E 5 BTN & A2 i R 2R IE HAR X
10 X P VR 7 7 A 51190%~95% , X JGIETE T Y
DX 3l AH R AR i, DA RIS P AR
PR IE . AR . 0 BRI
F30 X X r & Fo g . WESH AR . F-#E [ 4 4
FEA TN 7 38 I P ARSI A A S X R R
ARSI IR EERAIRET, WESKMIAR 455 25
A B AP, FEUCP AP R BE 1A 100 X
[0

(3) WES: WES— R IS 2 T4l 2R H R &5
A NGSTFF I HEmE , SEI90%~95% ) 44/ it 17
T, HAGIN AR S e B e S K PanelAHRL,  HL
WESHA fighg & st (£ 14 g A5 BT 5L R AR S
A SR A (HWESIREE A ES), X
7 R AR S PR LR AN B [ K Panel . T HL,
00 PR BERAIGET, WE S I AR 55435 3 7= A= R 1
FH M 20T L3 35 Sangeril 5 i — - 36 iF

(4) WGS: WGS/EXf 4> H K ZH DN A ATl
Fy, R R X, AR X NS X
FNIELA [B] 41 S5 4 SE D A X, AR AI0EE SR A X
A G 35 PR 2 DX 3l A A7 9 1) R B 7 AR A R
%o T LR SR T NG SHAR Y JR B
X T e 8 A R R Y R R 2 X I B GOy i
Xk, 2Rt s, HAS T 38 MR 2801k
PRIIE

(5) fige 355 A5 S A7 s, A8 ARG T P R 45 o7 5 PR e
SPEPCR, Q7 S+ 4 e pH A &4 (amplification
refractory mutation system, ARMS ) FlZ£ & %
FEMCH IR D 1 ( multiplex ligation-dependent
probe amplification, MLPA) . ARMSH.4 #i
M REEE, KA R PRI 2 1%, fEHAR L
AT DARBAL SR BERE UK . DO GB 4R FL KR 52
2 E FEPCRAFEARF- 5 o MLPART [a] i A6 Ml
LA DX I, S PR 2 DX DL KA S s
FER R, A R E AL E5%, HETEE
FHT ARSI R K R B
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(6) WAL PRI 1 3 Tt AL 2= i A . LSV
Oy TImAEE AT G 0, RIS E . T
DN TS S5 A S IRE , DA G0 8 2l U 2 s A I e
JEALUPMMRIE R gt 8 11 (MLHL1, MSH2,
PMS2FIMSH6 ) 5k D £ 5 e 2 ¢ % B 4048 FL Uk
PAGIIMSI, Xt FMMRIE R F ik i E a2 4MSI
95 191 T FE2EA T MMR 3 R A8 S+ 4G . HLRCCI ¥
BV LR ELAE A AR (0 2 2 B2 A
FHERIEEK . -3 IR -1z [ S-(2-succino)-
cysteine, 2SC | FHYE, 7 LiR& IR HEAL BT
FIEHATFHIR R AR S (#RO50) R, HAh e 0
15045 1 IR 1 3 8t 4% 2 i A 1 R R LR B
VSR ERS

(7) LA PEIR A TR ARG AT . 25 IR
BRI LR A YR PR AR A AR H 2, S s
LAY PRSI | AL R 4
FOE I K - 3 5 DRI P RG], ) i e P 12 W 1 o
WRFI S, A B T2 WA 4

LS# M B3 st e v 7 e NI = &, B
WA K MLHL, MSH2, MSH6FI
PMS2, #if3Z 5MMRIGEE IR, X4 fu i 2q
21 iR 40 I DNA MMRZE A AT 00 2H 414k
PRI, W TEMLHL, MSH2, MSH6FIPMS2
FEAKT, WA T RGEA TR R AR LR
(OFER . eAh, fEIMSIRGI, BEFRIILS 5 1
TG I8 6T

AN, R H#EHBRCALHIBRCA27E S iy
L O R FR R T FH GG A LAY R
IO S, R 2B R TR, Jm AR T g
PER
6.2 A AW ke

(1) B ALYER R 1 JCIEH . BB AL E e o
TG fa, BERLs L rEME e, |ik
P HAR SR T i o 48T 2GR AL IR IR R
TR ZL, A5G0, NGSEHR FR
FeAR o e B XL R UNGSHE AR Jlgzh, &
BRCAL/2, MMRIE 45 5 AN FRIIE X R % VI
FE R A1 87 B 3 DX, R 3 PR AR S
FUNF Bl ARG, JEHBOCS, LSHY B e A6
Jrik o XFFNGSKI AR 6, R4 FEMLPA
R, DA lsie o R BEEHE 0 . T Bk

235 5 Sy BF P %) 2 AL A R st A% Pk R, Tk
BEWESTKWGS " | RitWESFIWGSH ##5 &)
. PN I A R BB . A A )
FERINGS ., WESHEEW G SZ: i 148 21| k) IR 2 A8 3 75
FSangerill P KiE . X F AN AR IS s 1L
PEREE, RT3 T 5L 99 E B PCRIYARMS
LRIl

(2) BUwAS 5B I K R i A . BEBEPCRY”
Ha-Sanger ( X [H] ) W,

BERHIAS: B AR EE BN Rk E R
BRFE., REMAEHNIEE; LSIEEHEQN
FiEAMEMERNGSFIMLPA (% %46 ) , F
W R Mz EMBERIEEWESHWGS, iR
TRABOKRZLNEBASangerillF ( #HEEFRE
E: B)o,

6.3 B A IR s R )

5 DRG0 i A5 AR A 119 2% S 5 v LA SRR
EAGTEAE, WHAAFRER . M (positive) |
B (negative ) . ASHfiE (inconclusive ) A%
M Ccarrier) 0BRSS BIR AR R T R
Bl (82D FE) KB IENP/ILPAE R ;
BRESSE TS R/ T RE R PE (benign/likely
benign, B/LB) A8 SEi i 5 B RAUAHOCH)
FERAR s AR EEAEWAMEN, —2
Kb 5k KR EA DG IVUS, —JEK I 56K+
TEASCIIPILPAS 5, HOR R DL Rk kg ik (n
Rt — AR R R e B AR &, sk AR
SRR R R ) B A R
TEZ W LRSI ) — g B, ol e TR i
S PRIAS I eh g 45 19

R DRG0 41 5 A A5 5 T A B
For il J5 1A% 5 1T 2Lk R RN G 1 I 783 R A
o 0 225 SRR R S, DT R — 2Pl R T 1
b s ke 2L RIeME— 2R AE R,
B VIRNZAG RN L AL ), A RAG I 45 SR
PEAEIIREARAAE . A A S0 B S5 B $ /R T A
FEmAERIA, LRI A L, S5
B B B — 2D AT AR YRR SE R =
AR S AFHE AT, N S Lol B ds o B
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LR BN T PPEE BT i

K5 AR AE & E W R LU N 18
RGN 285 TR KRR S Pl 1 % A KUK 5 78 AR i
Jiyed s 19 5 R RGN 45 SR 1 X TS HEED
BT A BT SRR TR i 5 5 R N R A 1
FEAE, FRRAA SR B B AR T %85 e
FREIF I BIERE, WRFET 112 . FRE BT
LA BRI H 45 5 3805 5 1 AR I DG
FEHE Bh 32 A i D RS I 235 SR SR A O B . RE
FigE 23]
6.3.1 PHPEZS RAB AL

X e RGN 5 5 R BRI A, BHE RS T
B o AP P g i A 1) 7 S R A L 2 R ) DRI [ AT 1
T RNAYT 5 o 76 SElRE 5 R B SR PR AR S
K, AEARAY 2908 AU 18 BT A3 52 B R
HARWY . BT, XA R, R4
() IR 2 A B AR U A% . % T IEAE R 32 g
JPRYERE, PSS ST BE S o IRy T I
%, AT REHRE R L B g i) A A UG 38 i
TSR IMRIAIT IR, AT RE T ZEN X L XURS A T
B AT DL SR R AT R A R
BLRLR (ANTPS3FE[H ) [IP/LPAR SR, W REFT 2%
JEXFE MR FEARPEA A, DL AR R | A M
PRI 5

FHAEZE AT LAS Bh sz ke AR, X E
ZORBAOAEEE X PSSR TR 2w A b
P URS VPA . R PRURGI 08 0 5 A e XL
B AR SR T 55 o Sl 32 A6 PH A R 245
REMHERFRRE, AN SRR R I T
FEPIRGIN . R T AT LAY H T ) 1 15 B Bl R
B NGRE IR T2 50 HLA

BHAE 25 SR IR AT 48 S 246 3 A BE R B A BT
RIWHIET . XHFHEBEEE, @A mrsis
BWIFPGTE, THEXSEH AR E AR .
FRAVERI AL . S BERL PR A8 XUV 3 [RI PILPAE 57
AT RES A 0L Y i e O ARBR R IR AL R A DG . X T
RCBESLDN, OO FC A U T #E T B A, DAL
HEBE PR R ITA, 0

Wi 5 s 1) F18) 9 B DR IE 5 24 AR H i R 2R
PR AT R 2 HT, AU U S 0T U B A
MEERZ R, DIFRR IR B G & . FRRE )

R LR e 2 G I A 7% SR U 4 4 P A
P, i H AT URSE SR H AR e M 1 A2 1k, B8
PG R U AR T AR T7 5 L e HAR SR PR A
JrgE, ISR R XS AR R 25 PR il S
VIR BOR T 2RI R, 28608 i 4RI |
EETRD . B IFAE R AR XUBS: T A 0 A XU
M=

TZRHIA6: @ PAMEEEG L RN IA
XEWEF MG EME. ERXRLSET
a7, AR E R R R BRI EFER
BWEW, HESZTREMREMRZHEFT T
(¥EFRE: B) o @ BIEHRETHPRMERN LS
RERE, HBRREMEREE, BHEERTER
TENER. £5ITR. GHE. NEREF
ARMEMRXERZTR (HEFERE: B) o

6.3.2  [MEAE AL

BF 4 235 S5 ] ek 2> 2 G o b P % A XU 1Y
. SR, XTSRS S Z R, N
T R 22 K AR o & A XU AT i 1A
L MR S AT AR AT L 2 R o g o7 A
TR R AR it

) B A 8 SR, N R B 2 SR
JLARATRESRE 20 il , ol TR AR B R R
P, ZKEE T PILPAS S pl A, s Bom 3L A
AFEREM VLR N, X RE B T R A 2K 2
PEE— A AG T Y L

ZR RIS A B, AR REHERR
Ho At 57 G B 5 A PILPAS SR T BEME , AN
n ot SHAth 5% A 53 ) e PR RE I A 08 <o At R Je
R A SE RS, AT LADPAS A AT] B 5 04 Ihgge & A
R e “EBAME” 4 B TR E R R
WG PILPAR 5 B AR 55 BH M 52 i 5t 22 (8] 1)
KR

ILAh, FEIRSERETIH, B SR A BT
BT B R A DS I N ) K B, SRR I 25 SR
BEPEBNA, AT5SRAT WaBEPPA R 15 T Bt — A 3
ESEisalll

ERHIA7: O BEERNHBELEREER
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PriZFERMAEFEENBRYE (#EFRE:
B) o @ X FHRIEINEREHIAMERNLERZ
W&, RIS ST 2R AT LSS & 3 in B e i & A0
KB R+ETE (#ERRE: D)o

6.3.3  ANHiE LS R AL ]

FEMR 2 BGE RAGI H, VUSIE PRI E
FEDIASI A5 R iy B A B T AR A BRI
FRIASE 0 5 PR RS2 R 388 i,V USTE 366 PR RGN 1z 25+
R AH DL o BT 2 I RS R R, AT
TEA0% Y MA RS Y — 4B Z AN VUS, T EIRER
SPVUS A AR5 14

W S8 B BE gt il 2 5L N A e e
( American College of Medical Genetics and
Genomics, ACMG ) /%> TRBEH4: ( Association
for Molecular Pathology, AMP ) J¥41|75 S i1
fhrE T, R ANV RN L P/LPELB/LBAY 4y
Kbnife, BIE AR R YRR E0m e, A8
BRNIFIEANVUS, TEJGZEClinGen ¥ 8148 5 fiff 152
('sequence variant interpretation, SVI) TAEZH$2
LB DL B AR S s R R P43 R 0~543 1 AR
SOrFAVUS, 6~943 B 553 26 W] REBUW TR
ARG, =100 Ty N B AR S L0 of
FERIES AVUS/THARHE T Al g, 752 205
IVUS (10.0% ] gt BAT 0% 71 ) A5y
VUS (81.2%1Y 7] RePEEA BN T1 ) 2251,

VUSI{ 32T E— A, 80%~90%I1VUS
AP E TSN BILB,  10%~20%0\VUS i % 538
SHPILPAS S 0T B A A 5 TR
FEVUSHY A 73 26 0EHE ,, FFIPATVUSTHHC NP/
LPIE 1. LA 22l rT gy B FHEFA-VUSH EUR
PR AR AL 2 R BGR 5 2 VUS
) R0 B A A A SRR AEI P, ARl
TEIZNV USR5 Aar A2 46 7 S 15 b F8
WOUR SR IZVUS; B8 2R & #E i i VUS 2
o ide novoZds 5 KA 2R Yl R AL AR Ak
ST AR R HVUSIT AL R i — 2 2
HEEA BN AOCHLA ,  DLEH PG 2SS 0 B R D fig
A2 . EAb, fil & E A A B AR S i
G398 7B S VAR AR UL A A SR04 R PR B
VEAS BRI/ s E VAL 7R e 5 E SR

HRGE Z T AR B 2R AR S L R A
AR SR IEHE T . I RIS 2 1T A S 32 46
(%) FGEM A MBI, W AR oy 28748
e RERZ I RIS ( AnVUSHEHET MP/LP, o
2, KU B R B

HZK 44108 D Ei#ETClinGen SVIN T
TR TRRIEIEBEEITHVUS (HEFRE:
B) o, @ 10%~20%HKIVUSAI EFHHE AP/LP,
BEIWRBEBVUSHEIEES XEFITEHVUSHEA
PILPRIE /1, BIWRETRETHMEAEE, B
i AEEITME (#EERE: B) . @ IRTR
EHRTUEZMIGRREK, BV K
BaiRE (HEEFEE: B)

6.3.4 HEATE L RARAL A

WIS RN i 5 0 R B, DL
BRI (g A v B A L R ) Jk
FER A A LIRS ) fF R, [fif5
FRATTAT LASRE R &2 ST g By Bk P P/LPZE S+
TCHA S REAR A5 A, iR B SR R A
SRR RSN, WEGEFZ RS . R
TR S L A A R A AR A5 B 7RS4
P A T, AR A B A 4 R
I R 2 S R T T AN T A e 1

P IifRg b SRR PR P L P 7S S 2 g e 2 XL
SIEMAIARAR, A SRAH C IR 1 K2
R S SR DR 4 AT B TPl N AR S I gge 1) &
AR, FF R ECA E XM B g 7 7 A R i A
AT TR, TR AR R S DY R B B [
s U RGN o X AH G SR A 53 3204 Tk =X 3k PR
W, AT R HADIEA T REVEAG A AR
S5 G IR I AR S

FAG L HE 7 45 RIS R K R
KA AR A 1 3 DRGNS W 1 i DR G
W A R e B A A PR 1 e & IR
HRWEPILPAE S, FeplE (ZERL) AL b
JBE RN, 5 R X A2 Wi 3
PRSI 7 28, LA S 43 DA A 1R R 5% e o 9 st A%
T
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THR&LIR: O MESBRERETEER
HfFIZMEs, FEESERNMERE. Kk
mE. KEREREMBEXER (EFRE:
B)o @ (M) =EMMEBREMRIELR,
R EFIEFFHIENERRUAT R, UFEDIT
i MEFRIEEEEHE (#EERE: B)

7 FERPpERESANNE
7.1 ARG 6 B R R TR
7.0 AR XU ) v

1ot A5 M JI R 5 A I 04 S XURS: T2 38 Ao I IR
WLELHFFE A TR 52 45 th o LABRCAL/2X B
LR RS R ), dE T e 5P BRCALE BRCA2
FERAS S, DL — B A AR 3 1 B
PRIAR S () B, T A TR AR A A % B N BRCAL/2 5
PRI AR S iy 2 AR DN S 0 L], IR A Lol
55— N A (R A% B i 98 i & A e 2R AT L
8o BRI R T DA AR RS (relative
risk, RR) s{fG[ It (hazard ratio, HR) , iX
WIS 48 bR AT LAz e BRCAL/2 55 PR 75 S 45 24 A
Lb 8 B, AR e i ) KU 3o T £
s P A B RIFSE DR R BIR ST X 5 22 v KUK
R, TR XU A i . AR, B S
PRIASHIN (83 K%, o 22 P I RS 5 e s ) 485
BT, DR A H i IR Bt 2 A A1

AR, a4 2 B SRR A COX A9 KUY
FEHY | Al 9k ok 1 fb BRCAL/2. 5L R A% S 4ty 2%
(1) BT XU, o 3 SEASEAE 2 L 381 22 Aol 2 M s i IR
IR, QnApis . MR, R s M A s T A,
FEAT USRI SRS 0 0 XUBS A 1o 3 Ak 1A XURS:
ArE S AR RE S O CAnHAbs & 2 | BF
RS ) A AR, HIfEmRSL T, B
U3 H AR MR BRSO, S R PR AL
(4 AU DAk DA B
7.1.2  H LIRSS A SR KU DAL

AR LR EIEAEE £, DT 2
Horp— e WY ZEGAE, B FEHEH XTI
S TR P EEERE A T (A IR 4 2 g AU )
AR

(1) HBOCSHY L P45 3 R IR BLR M 44 B
FXS (%275% ) , BRCA1439%~58%, BRCA2

N13%~29% TN A BAR SR, TR
HR T 2 B A A ) ELAAR R <

(2) LS BRI . 15 P B 0 IXURS: 25 A1
Ko LSHHHENE T, T8 B 2 A2 e
ZIEERH LA PR H2oA: BRI AR g
AR SR FERRTE], nTHEA21%~71%, BPSIERIZ
A BRHRUG 6%~12% ., MR HE AN ) 3 K 20 51 LA
TR (FE75% ) [,

(D MLH1: 34%~54%F4 18 N I XU
4%~20% 1) P S35 XU ; @ MSH2/EPCAM :
21%~57% "5 N B XU, 8%~38% (1) B L3
KU s @) MSH6G: 16%~49%HY 25 P HE R XU
1%~13%I1 P S AU 3 @ PMS2: 13%~26%1
FE PN XU, 1.3%~3.0%17) 51 L9 XU

XFMSHEFIPMS24 17 25 (1) e 8T ik 4l I A< 2= 1
P G591 2 A SRR BB, X S 2ol
(B3 AR S KU A 1A BT AN [

(3) PJS: LHPISEHEAMINE . FHN
IS 98 0B SR 04 XU 40 1) S 18%~21% . 9% Al
10% [67-68 ] R

(4) CSZL ML 85 BSR4 B
IR H19%~28% "%

(5) DICERLZEAAF 1 H#E T # N HLSLCT I K
STy, AR AR AR 1 A B

(6) SCCOHT & —MFEILEAE, 5SMARCA4
EHEER AL TA L, KW, X F#a
SMARCA4HE R AL 535 B2t R i RS, 1 A A
RR AP ESES A
7.1.3  TEVPANS AL M IR 25 B AR AH DG AR S 2
PR P T 257 114) RB g RS R 5 2 G T ) 1

(1) J& 75 O 2T 1o ot e 5000 P e 12 356 R A2 2 1)
T UBST 1 5

(2) ARV AR L, JUHER L E
B O ZRH R A e L B R 7
R @ ZRERET AR | A A A

(3) PEANRAEZ I L (L EH BT =K
WY ), AR REIE AL A

(4) Gn S 52 BH Al 04w RURSE (%) 2 PR AR 5 (i
BRCAL/2) , 5% i &k juli iy EFRXUR: 1Y
RS LRR . il X TR R R R AT B S
BRCALZUR AL Sy &, AANE (2]70%) &
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39%~58%

(5) ARHEA NI L FNSBERG L, 25 A
AR F AU £ 8l
7.1.4  WEEPEE T R R

(1) 275 B A JMos 255 B ik b i R S IR 45
ity L ST 5L R AR S5 19 Lo M e A 78 oM g i 2%
AR R 21%~71% , 2 A 5P L B 2842 XURS: A
6%~12%. 7E RS PEAL L 0 B A 2L AR B
S DA 52 e RS A L n B SR AU FEMLH 1A
K R H P 4%~20%, T FEPMS2HH ¢ i) R
H T T R o B AR XU 7 MLH LR G 17 FR
HH o 34%~54%, TAEPMS2HH 1 84 ok
13%~26%.

(2) J& A AFAE I R AR SR S P S B R AU
25 BN, BRCALKERARSFAERRE Xk ({75
C.2282%c.4071 ) AL B 5 0T i i 2L g XU
FHSG, SRR A DX 45 10 728 S 7 B S 98 IXURS: 1
T E R

(3) o A Bt (A S A RS 3 7 A2 K
A 0 BRI, I ELG T RS A B S T
A X, B, {72854 (A f T st B L0
(IBRCALER AL 4y 3, T 245 th— 1 4F
4 B B 1 R AU AR

(4) 25 A B A A EL 1R Y 3 R 45
R R RE R RV o I RS PR AR AT 25 G AE R A R
( Prospective Lynch Syndrome Database, PLSD )
JE—MRA N T H,

7.15 KPR

AL P e XU PEAL v, BR T AR BE 2R
R, WAFEA SO H )y AP AR AL

(D) 42 DBRPPAL . O PPAl R A b i) e —
H, BAE TR IO BRI L B A T ] b B
AT BB IR AL PE PR ARG . AR Fp 2225 LU LA
J7 1 :

O R RTHEMG : FEEVTAN R AR R, £
FE AT anfu] A 3R BE B KU, AR A 2
WAt o3 RE, LUAA T O BRI I . @ 1
GORAS . BB E IBLORS, R
SEAFER S AREEINAR, HOA X e Al fE R
M b 177 Acb FER 5 A% 1 g JXURS: B BE . B {7 B A
P T EPAN R PR AN AL BESC FastA PE BebRe XL

REFSNEl=

(2) MU s 39 e B PEA B8 5 XAl ] 5
TR Ied AU P B, LA R ABAT TR RS )
o VGRS IR LA T :

O DR BEAfp T ZEPPAT A X0 3 A P R
DR Y AR AR, ELAEARAT R B AR AL TN K
DA 3o B[R] 2R A g 52 e AL T T A IR RE XU . @ AL
WL - BTG SRR AT AU A 28
FLAEAA TR B O B AE KU A 1, LU Al TR
XA VR . O KUSIAH : 5 ZIT A R
5 BT P BN B S NAE DRSS 140388 7 11 AR BE ) A
W

TR0 Z=E QR PR KR T
ZHEEETS. £FAX. BRERAEERZNE
m, EZRESHEENARFFTRERRE
BaAER, BEA L B KU I Fn 8 18 2
(HEFEE: D) o
7.2 FAk/ BB EAE 5 BIE B & K Fe AR IF &
33

TEREEA: R A I TC I AR, B S WZ
P s HEA I 22 00 S DR A8 S5 1) N & A e 14 XL
G AT i, HURAERS R, IR,
R AR R RERRIA PRI A, SR E
LR s AU AT 3 RS Ao A ) - 0
2 T M2 YA il B SRR R E
CEBNERY R SOR R T AN, A AT LA
i FRE TS AR MBI RO, X
TEREDEA IR IR, I BEDEAG 5 IR (0 SR U
R G B i A AN T B it
721 BREE

I T 1 TG AT 2850 7 T B R 30 B S g
HIP SRR ., = RS,
HHI R IEAE . BRCORYE . s 7K K 8 S5
RAF R ZE SR . T30 00 SR BAT s il
P, X B AR AT T L 2R TR 5 S
NBER —FhFBe . SO FEAT B AR A2 W7 ok B 5L
T NFERLEAT B R s (24— R m ekl
A —ER M R R R0 g ) A AR
T2 IR ( multigene assay, MGA) 7™,
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Xof Tz 235 SR B PR 2 AT B MLPAK I BRCAL/2
KRB, WA ISR, WX H R RB YR
W, DRSS W i AR T B S5
JeR T S g R I, DAREAR DN B RN . BT
AU

2R R R P % I HBOCS = e AR,
A A 32 AT XU 1 % B A8 - B BE DT BR R (risk-
reducing salpingo-oophorectomy, RRSO ) , #J
F 8 N30~354 FFhf, FEIG R B UM A48 5 Wi
MLE 2SS 512-5 ( carbohydrate antigen 12-5,
CA12-5) /K VIRl A A (7 . HH
U v e AR B SR8 1 I DA A e AR S AT
A4, AT BV SRRSET R T
UEAh, e AHER A5 B9 SLm A DGR REIR, s
I E AR . K . IR OR . R AIE . IR
BRI PR 2055

AN 35 A P IRRRE 235 TIE N 0 7 e 1 4 1
AP . HBOCS AHEM30~35% 2, 61/
HEAT LR ARG A | 1l IF CAL2-546 I A28 B 3H iR
75 (transvaginal sonography, TVS) ##r; LSA
BERT N304 AFAE HEAT IR IR A 10 700
7.22  FE R

XFLSZetE, WiEE RS IR w FE i
B ZE i L . ZRE RS AN S A N R I
RAEIR . M30~35% JHtf, HE1~24FFEATLIR T
PTG R, A5:6~121 H #E4TCAL2-5K: MK &
TVSHi A (0 i T SR Lo TR P R R
A&, FENBRERILTTVS;, #2)5
BRI B IR A R Ay, AR T4 ]
T B SR 500 (E R L 2 A PR
ek A G . FESEUEF G AT % B T IR
P45 FIRUM D70 53 LA s/ BB 98 015 N
s £ KUK . A BIFSE I, BB TR A
SARSE | LG S I 2 — o A ARG S A I
TR, HFARA H BT ARE R RS, AT RE
BARGHR, T EE L A #1741 58 H
TEBH I ] S5 A Be AT

XTFCSEAE, T B d U )+ & N A
K AREAR , A 354 ML 1~24F iF 47 1R 5 N A
T, AR HTVSI A

7.2.3 XU

G-EAC/E AFL MU EE (human papilloma
virus, HPV ) AEARH I B SR 4Rk 2,
EHURE1%~3% ), Akt T TR
FU9 0 A A X HPVEE 2R, G-EAC 5 T 7
BRI LB TFEE10%~15% (%L £550%H)
G-EACHSTK1174: FAYPISAHH L, PISEH:G-EAC
(% A B 2010% (IE# ARE<1%) ™', PJS
FOCG-EACK AN, FI433% , W LIFIE
KK s 18 I sti2 . [NG-EACH &
T ESEN, BAmERENE. 28, KU
SRR ST, R S i 2 A A FTHP VA
WIS LB, SRS . w2
PISXf FG-EACHIFEZI . FiRIr A —E B o
PISH % 0 1 26 S W AT STK AL B 74 S st {2
K, i FPISHE JLE N BN H i s Ar
e S LA Tt A AR I AT DL R TR FNi T
HR 4 o

[FF, PISZE i B SOEVEFRR/NE 1208
(4 JRUBS: 8 I A MG . A PR TR PIS T, I
M18~20% H-ti FRAE HEA T LU ARG 25 Fi "2 S 20
Moz i L R BLSRER, WnBAE  BK
SEKFEGT I . FEIEIR T, R T LR R
| AR IR AR A, IR T R
WA, G R, F9G)T, DldcE
BETE .

15|

EHRHI[: FEEEEREESSIEAEF
WMHENERFFERERR, O BEEPE
fE: M30~35%5 i, S6 M A#HITIAERKE.
MFECA1-5HMFITVSHE (#EEFRE: B) o
Q@ BEEMTFERNERE: ATN0SESELIER
WE, TVSHIMECA12-52, 30~35%5 A%
BI2E LR FENEFR, BEELXESEEMN
ZIPEXBRE (EFREE: B) . Q@ BEUE
IE: BHEEFENPISKE, FI18~20% FigE
EHITURARRKREN FERNAMZERFIGE;
FAIE I KK b . 2 B B gy B 7 3 17 B
JEiRfEFEAEE (HEFEE: B) o
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7.3 AR MEdaARY g 0 e s T

G Xt i A e e PR A S R H AT
2R M R 5 S AR T A, T AR R )y
I7 5 REERITVE MR BB HRRIT S, H
ek A I ] vy FBE AR TR 7 ) e PRI 0 235
7.3.1  PARPHIHIF

PAR P ] 55 75 5P 5L 98 B i 97 b AT &
B A o 54 PR P S0 R R R TR DL IR
ZBRCAL/278 53 /3 X PARPHI il 5 (1 36 7 3K
i AN, [R5 48 52 i rp A B P (A
RAD51C, RAD51DFIPALB2%% ) KA IR 78 5,
0, 2530 20T TP 5590 40 L (]9 o 248 5 T e R
it % PARPH il 31 L iAok *2
7.32 IR

i 98 B 52 16 9T 2 — 2 T O SRR R 4
Va7 IR B i TR AR T R DR A T
ARo B, sz XEf s [Ea ] -1
( programmed death-1, PD-1) ##i51 #9I K
ROR, SEFERNRERFEIET [HEH ] RAR-1
( programmed death ligand-1, PD-L1) FHM:FA
T 8 B g € 28 41 faf ( tumor mutation burden,
TMB) = ARG, H G TRin YT i v i S0k
PRI BY A7, Herh POLEmUEE R 1-£5 A IS i
iR A5 S A7 gy 0 A N, HUEE REE 2o e iR T AR
fito WA, MMRIBREE/ i BEMS I IR S ih
7 BRI A LE bR AR, MSIZE AL 5 P
W AFEMMRERRE , TS ETMBR &, JfH
XHRPEATTA R
7.3.3  lm PRI AR SCHE ] 254

5PISEE YA I A STKLLAR 53 1) £ 253 5 4F
BB IAIG T AR PEIR ST I B N A 2% o T S Ok B
2 5 STKLLAR ARG 1yl PRI G B0, BAR KT
SRR/ N g v AT Y, (EHAR ST 4 SRR
ARt BT —E (38 S . BFE 1 Ak
P D- L 110 il 57 36¢ 75 240 Ff 25 14 Tk U2 40 JHL A G40 D
4 ( cytotoxic T lymphocyte associated antigen-4,
CTLA-4) 4l 5Ea2R 25 2l & J7 URE i =
STKILHEPH AR 5 835 1 AR A7

TRHIAL2: MEBEIBTMNERIRT
HlEKN RS ERB THEEHERRMNER,

1) PARP#I#IF: BRCAL/23 H ! [ 78 = A 1&
£ ( homologous recombination repair, HRR )
BREXERTREERGRZE (HEFRE:

A) o, @ B&EiATT: FELRATRMMRERFE/
5 EMSIH 2 Mg R IE T RN A EVIRE
) (HEFRE: B) , Q@ EHREAEARMES
Eomiakilis (#HEFEE: C),

7.4 AR ARG 69 TR 4556

i geg i A 5 W L BB R L 25 T
FUE AT T WA it 2 H AR AR (5 1 LR i
Jo AR IR | P R AR A ST B

RRSOF] LARF{IRBRCAZE 53 £8 47 e 8 O 595 |
DN i SR R R I R R AR, 2 E e
5 OISR 15 AL ) SR DR AR S 1) o A8 L PR S RE 9
RRBET R A RN ik, WA BT R
g o ST A S PR A T 0 4 TR )
LR 4 HEFEBRCAL, BRCA2ILA AR
S 0 E35~40% . 40~45% i TRRSO;
BRIP1. RAD51CHIRADS1D ALK A8 iy 3 ] %
JEAE45~50% i TRRSO; MLH1FIMSH 2447 %
A% AT UIR+RRSO, HAHNTEEWAET
J5 ., AHEF35~40% ; MSHGFIPMS25E: P A% 4
WH AT 2T EVIR, H1TRRSOMIESE A
A, X T AR YR O . B <504 I fE
AR M B R 4 TRRSO ., RRSOBES Tl by
P A0 L B 70 5 A T (o BRC AR S #5707 255 1y B 52
T b SFL MR XURG P ARG . RRSOJi i JIEU 0 2 Ak 3R
H1.7%~4.3%, {EBRCALIL AR Sty % v )i
=, HICTERRSOIRYT G WA A ZEHE TG, E
)2 4 7E RRSOMA 1] & PRI WS U4 b )z P 9
AR, I R M ) XU S s 1

M35 CAL2-5FI TV S A i A5 2 M — i 1E i
AT AR B0 SRR MR E T R A T i it , (%
U 2 B 54 e LT A BT DA R sl
HEGD SR 0 A AE R L R IR AT
] L% AT DL RRSOMYAE IS T 16 (B3
#HATRRSO) , #:6- HAT1UK MG CAL2-55 I 1
TVSKEr . fRLa e iR WP F AR Lok, i
M30~35% Hify, HE6-H #EAT LRI CAL2-585
IFNTVSKR AL, A FLI I S 0% 5 1 Lo P i A st
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[6] ] 46 56 234 H LA LR B g T

W4 T Er VIR AR +RRSO T BiiF B 1] LA
LS H R BIRAE & R o) L (R AT AR HBL
RIKBWIRIER, AT 7 @AE40% LU E
SERAEF G, RATRER A k. T
I BT R K IR B R PN R R B S 1Y)
ArRetE, BIFEARTT B BTG, SEETVS
Sl CAL2-5565 1 . Xt T75 B IR A 745 F R
MILSZet:, 47 & R B4 T T 5 A op )
B, (ERSRERIET R,

CSHEF AT I T 5 VIBE R+RRSO ] A
BB R B B 1 R AR SR, {RR TR R A
FENPRERIRIT TS, I FARXTFCSEE A
—Z369T, U —FhERE, BT R R
s

PISAHH G Y B b2 v JCAT R 1) 245 40 Tt By S
FARMERE, IR ELIARF &8 3, JTHRAER
i, WEACHE AN E S, N REE
RIS, AT A L VIR AR . R V)
BAFRRSO 7,

At 5% A2 4 TR i 9 FR T 1 A
H Er ik = AN i 2 75 . GorlinZg Gk A 51
LT A PR R P B SO M LA R Y ik
g U, $RA8 A 18R JF I b AT IR 75
gy [ HIIEHLRCCH F 5 it LA S
ZRFEAE ST, R RAREAT LR A Bk
2, DAIHR5120 % 5 8 A RE RS A 5 7 1 LR
PPV WL JRE 00T o g O A B A R
(retinoblastoma, Rb) SE77& & A 978 1 KUK
R, IETRER R N A, A A T
EOFENLRE . ST gk o dm i 2R ER [ FE X
Sk THEMUAZ S (computed tomography,
CT) H ARG |, LU AR BR R b fa % AR g 1
U e PRI A A XS, IF HANFE DAL A R T
R B 2R T 5 AN AR A DNAS A% R 2R
AT REREAR AL MR D7 2 BB KUK 1%

1 ARsEE24225 (oral contraceptive pill, OCP )
Al LLREARBRCA S A8 #4171 U1 5198 % 9 XL
B, AHOCT ikt 22 2 2 15 25 14 iINBRCAL/2 5
AR LT A R FLBIE D XU, AEFE AR L7 i B 5
3 1010 FHOCPAE Ay 1 S50 XU A6 AR i 114

KRR AR . W TR E R8T
THEAEEAT B PRI SR UIBR 8, AT L%
JESEAT XU G GRS S LN 11 ok 222y, H S T
BRI O il 2 2 e i 2 R
Fr A BT WA A e LS L P ] e AP " A s
iR LR KUK (19— Fh T 4 7 e

BOW S S5 B A A R, IR
S R T, ARSI A - IR R R AR AT
PGT, DIBHWTIZAS S S 143k E AL XU .
WA 82 T I ORAT AT — R AT A
J, VABTRER AERIEIN, 95 s 1 S R 4k
HAEfE

HRAI1013: @ HAEAEMNERESEE
BHTHEFE, RRSORRANMTFGIERE ( #
HFRE: A), @ RRSOBEMS BEMFE{XBRCA
FH<HBOCS ( UEXHRREXERFRRELTR ) .
LSZMMERRFERNEENLZBXE (EF
BE: B) . @ ORREEZZE 2 ARG EETRR
YR P —#H X IRE TR, B
BER, A FENERE, EERREZIIREE
PR UG 5 DR E VIR RS IR E VI B R BE IS 9
EIRINEYIBRA (HEFEE: C) . @ HERE
LT EEHEFENRRSOER Z IR AT IT
X, WMAFIT, RIESEEERM 00 B4 itAs
RERTF (EFRE: A)o

7.5 RRSO# % FIL

XFTHEHBRCALEUR AL 7, HHALT
AT S AT R AW AE L, 354 A 4%
32 RRSOJMA it i al fie HL A R zs 1o, 404
2 37 R AR AU 1) 2L 55 VI B R FIRRSO EL A #4 =
AR I 1) L X T AR LoPE, 40 T
RRSOXT 4% LA L 1% DI 59 JXURS: A B I 1) Wl A
s ML TS ok, 514 W2 RRSO
Xt F5% Lk b (14 O 59 XURS: 2 A B 1 AR Bk
U ONRBeE SR, I T I
It SR 0 S A KBS g AR EA T R R, X T
FETEAR Sl 2 . DR SV U s I AHE, 455
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LXK HEiN14: RRSOESHIBEBR TREF
BIFMAR, MEFRANEFESETET
BRCALRERMLZR. WEBRARXK ., FiRK
BEEARERRZVIHEX (EFRE: A),

7.6 #EiES
Ak

PGT2H4EHE 1 5 U FTEARSIMNAS 5 I 2 A B
EBBMIGG, AR BHA 75 Z Bttt
PRI B % 0 R S A 0 K AN R 18 R B RS AT
MIREAFE N . PGTRRAERR M MG AE AT 5t 5 2#
ZWr ( preimplantation genetic diagnosis, PGD )
oY MG A AT 5 fE 24 0 A (preimplantation
genetic screening, PGS) , 20174 [HBrid B4
B ARG ZE 5145 (International Committee for
Monitoring Assisted Reproductive Technology,
ICMART ) B4 £ EAFES 2 ( American
Society for Reproductive Medicine, ASRM ) %
HYUE B PGDRIPGSSiFR HPGT 1) | FEARYE
BOEFBIE T M35 AR AR R R (PGT
for aneuploidies, PGT-A) . FAJEP AL H6
M ( PGT for monogenic or single gene defects,
PGT-M) e (miRkghthy AR A (PGT for
chromosomal structural rearrangements, PGT-
SR) .

7 ] K EL A v 0 R 1 a5t 1% ) K
P TR N APGT-MEIEmg, Rk
XUH 8 — 5 5 f AT R B0™ 8 1) 2 R A
R FIGHEYE . BURET BEEUR 1) S Bk KA
S eSS R R I AR . 3T
LR 5P 2 B R AN | SER AR S B S0t
R AEBOR AL S AT RO S S, BRI A A 3% B
AN PR AN BB TPGT-MB 22

PGT-MAYKIN 75, H LA H RS 7 sk
MZE G R ZE T A EZRNG . HPGT-MAMGTE
KA IREATR /D, DNRERIER— LA, SRS
Ki— M A3~101>, et Tim LA al— M et T
Pas, DIARAS 70 2 i DNAREASH A Fr e o N
T 2 5T B PG T-MELARA B 42 4 5 Ry B,
WZEIGTEATEAR | SRR | Rk G 5
R, HATPGT-MIYER LA F]100%, MEIGHE

R AR B A B A gA AR P R R &

FEUE RGN TR TP=mTie Wi . L7 7043045 J0 iR
HPGT-M{LRERIN C AR S, TN 8T A 3 A
AR SARICAT . A, WERL T A NI R
AR YA S A g BB, AR HEBR AT RS 7T 00
Aty B HE DT 30 ) o 0 38 2R () PR B X AR B 1 J )
SN SRR REAR S WL IR RS2 . X TSR
ECR S EE I BORIE R AR S, TLEAH IEBm N
FEEME . BENRESE LEERIEEZ IR
ZAE S B PG T-MBHIT A

EHRHiIA15. EFACMG/ClinGen/AMPFE
RIS B RTE R A BIF R MNBRNERT
%, BERERSMEXRIAHN, AEEE
PGT-MEI %, 7EZATE T FZE— K FBh+E a1
PEHTAERE RBR T RNKEEERR (R
E: B),

8 M\RMEEE AR REZERN

T AL TR B 382 A2 TR HC A P 33 A 7 i)
AR . —T5THT, N3 X bR AT AR RE Y22
PR, OB EAAE—E PR, S—Jrm, g
PR 2 1% 1) HUOE— iR By ek, SR T AT
RES AR, PR AE o A R R R B % 78 73
X L& SR B2 A B AE ) e
PEIIE, AR LT R .

(1) G [ EAUFN] BRI 2% 8 F A R Y
PE, AR A TS AT s L A A SR T
S B R 2%y 30 F AR E . 8 Tk
B U ol G IR E , BRI els 12 5 i
TN R AL TR RERI(E R, i
e bl B W0 B Sl ) RS A A O AT
O, VRS S B TRAE o

(2) AEEN . AR5 NG R HEATE
TS5, AARARE, AR s Al
HAkRBETs . AL .

(3) AR . BV 2% R A ikl
A e P DRSS i A G 235 SR ) S, ]
T 14 U 2 78 5 S S A A A T LA B P SR AT
EEUHPR AT ity 7 S T T, D e A
SR, L] SRIBGE S FE TR R AP SR B, T3
PR A, H bk A AR g —1
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(4) PR I . BEU 20 (83 515 R
ANt ARATT S AR B o A TCBR T B B B
i, AN LA A R R ) R L. BTy
XL BN RS R, REAAIF
AT

(5) 2N IEJFI] . BV 128 <T = ~A e B
AHATARER BRI BIGTT, RS —
OriiaAEAs .

BeAh, AR ARG TR ) AR o
LRSS

ETRMLINL6: BEEMBHEEEANE
AEHURETREZRRSTREE, BEEE
MEREH, HIZEENANRFFEEN, R4t
ERMEENER, BERENILMED, &
PEEREN RN, BFREZIEENE
(#EFRE: D) o

9 MHEXFIR

TR AL A L AR R G L 5
ARG . AN s . iR R A, 2
Js AL A R A m PRI 354 25 s 2 HAT s
IR & - FAYE . FERIZWOE O 5
HR. BHET, AIRZ W KIARHE . sl
PASEIN PG . BRI S AUFE RS . DA Al ] ik
27, DA EaR L AN BY T R A5 1
BERE RTINS A T R AR 5 A%
I TAE
9.1 JaFHht B AR &0 T 5 e AR K38

TR 98 5 e i 352 4% PR i 0 ) R 2R B Ak
T A A A% 1 N B 9R 25 5 R R AR R4S
FRLRA IR, TEX PIRh SR G AR I R AR i Hh X3 S
AR AL B N 2 . 58 [ [ ST 255 T e
#¢ ( National Comprehensive Cancer Network,
NCCN ) 4R & A £ F o v i i R 52 Bk 45
R, BREERHIE I RIS 16 T8 B 2 A8 KA T 35
A% 1 52 v RS DYA - L B8 L B 9 0 R
e TR AL R R A - 45 AR
R U AR SR R VA 1 R A T
AT AL A AR KU DAL B S50 | 52 fE
o R 4 TR IE A R A AN . AR S v KL

W5 PPk - L0 . O -SE 9 AR IR B 1 e B R T 4
H PR T AR AL A OCIN Y, TR T
R RSN T 5 a4 T A PRI Ay s
AN [RYIRRRE & I L DR (R A s o . 5 DRI R ) 45 2 fe
TE AR PRGN 235 SR 1 s e XU B R0 i
%, BRTHBOCS, iZfEmt LS, CSLIAH:
by 2L B8 R D SR8 7 SR IR 198 RS AV IR A
MPNZ

Wi Y iR N ARR2# 4 (European Society for
Medical Oncology, ESMO ) F20224F 754k % Aii
T HBOCSI1 JRUJS: 3 AP I8 i 77 A g 11fs R 55 B 48
g XTHBOCSEY S PG I i A% 3 . K
BAS L, TR TR T

L EH = RHE 222> ( American College of
Obstetricians and Gynecologists, ACOG ) 2019
SR BB VIR IE SR B AR M X AL 22 51 25
UL, XPOREEE . e B . LR ARG £
TR AE 5 A iE (HBOCS, LS, CS,
PIS) HEAT AR, WHIERAE KU PPAR A A NI
SRR A 1 A

AR [E N AH DG P s AR AR A AT T st L P
FHIR I A2 b B L 1 ST ey
FIE MR Tk T R 95 1 b E Rk
MR IR IR I2YT L) R (20214F /R ) —5K %
BALPESN S ) P A4 THBOCS, LS. PJS
FHOC Y BP BLge , Xt B SRR . XUBS DA L I
RAEHEE N T EFARBW., HEBEIBISE7 R
PRI 4323 E R 22 41 F20234F & 4 T ( Lynch
CROMEAHDCHE T N s T A 5 B A b L 5t
WY TP RFLSHRE A T A B A LR
I RIZWIHEYT . o3 F AN B2 E | B
I A AT SRS AT TR R
9.2 JaFtht g AR KT AL et X B4

(CSLHfORR L) P A, R
I3 T IR 15t 15 R DG SRR g Al 3L Rl R
FEHEE . PR T, MRS L ) 7+
it n, BN AR R, vk, B
25 AW PRI 191 33E — 25 28 Gk g 18 A% 5 100 R I
i EARF I AE AR, I EARE] R IR
JAAH G Y ZR A ME RS B 2 A5, RIS 101
S HTRHAR IR B AL B A T TSR . A
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TZABXF AL M LR R o i PR 5 Y 2 I TR A
B R AR AR YT A AR IR AR T 1R
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(rPEMEBESSHREARIER) P S
T UL 53RN IR F60IISY T A, H b A A 5
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HAIGIRZE 3B, A AR S A% 1 IR i R
1A BEAIAE R
9.3 JaAtit g AR &0 T A 048 K W sk R S
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GeneReviews LU FIE 3 i PR B2 Ui Ak g5t
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— 7 B AN L GRS I e A B AN R A T T
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I R DL A I DR ) A, AR I IR
Mo IR T BT . GeneReviews X B — Flit
IR B TIGRIREEE . 12k . 6K
EHABAL A, AR B R0 AR AT R AS
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10 4518
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PR B 2P RS . B AT, PRSEYZLARE X
Iz PO 2 2838 3 K e R R B FEAS [R] () A
AALEFMALEE, WA E TP KAEA R 1
GWAS ., WESSMFY, nI LA I 215 s A
KIAENL S, R TE 2 MR A . RIEmE
Bl 38 AT LUE S 8 2 e A R T APRS,
AT TP A A R AR IR frg JRURS:
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