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B 3988 2 s FE AR o e B TR MY, 10% ~
15% B 91 S5 (4 455 i O A7 R s ) S st AL IR R
A K, ot A% M B0 5598 25 A5 1F (hereditary ovarian can-
cer syndrome, HOCS ) J&— 7l I I 8598 b R E 4 vy
)R YL AR A A 2R G IEY . HOCS B &Gty
SRS DN B 988 27 5 AIE (hereditary site specific ova-
rian cancer syndrome, HSSOCS ) . it 4% 14 L i 48 DN £

LA (hereditary breast and ovarian cancer, HBOC)

MAFEESME (Lynch syndrome, LS) M HA s 25 S 1iE
PER AL IS, HBOC B4 — P FiEHA 2
D —GEIRE 1 N—GCEEM 1 A YoE R B LR
FE o B S, HBA B EMm, F2IEH BRCAI 3%
BRCA2 57558, rhE L ARET, BRCAL/2 F:A
RALNTRLI K 0.38%", HSSOCS J&: HBOCS 175 57
L, B RETA 2 4K 2 AU E—Heli—4 e —
orm Il RIS . B BRCAL2 FERRAR, UK
[] 5 5 2H (homologous recombination, HR )i j#% [ f¥)
INERAF RN SEAR MY, LS FE R NG Ik

Snb MR, INBR S T B TR, B SR,

i DNA 5846 &2 FL K (mismatch repair gene, MMR)
RAREM, R, FIWT BN T 2 TR B
FER L (deficiency of mismatch repair, AMMR ) Y £6;
D o At — 2L g 25 50 P Re 3G 5P 539 2 s XU,
AR S5IRZR LKBI(RI STK11) HE PR 58 A8 MG JEEE R,
RZEE1E(Peutz-Jeghers syndrome, PJS )45,

HOCS ' HBOCS #1 HSSOCS %5 90%, LS %
5 10%, HABAHDE HOCS (AR 1%, HOCS JLfFFER
A4 H YR RS, T AR A IR U PR A
FL TR — N M B R M, anzLARE . 45
fadis . 1B RS I, AN (50 Kb 2 N e fR )
Fhal 22 i A g™
1 SETINEE, ZRNEAIGRRIEFFHE
1.1 HBOC/HSSOCS

T BRCAT FER 978 1) 2o M2 A BP 5198 A i A
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K6k 48.3%, T #EHT BRCA2 KL 578 i Lo P& Ak o
BRI KUSE A 20.0%"" . HSSOCS ZKERY b YA
B SRR A 2 5%

HBOC & O S V- 35 R AF % 52.4 %, Horf
BRCA1 FRAFZ W4 IR 49.7 5, BRCA2 %
A HI RIAERS Ky 52.4 H, ¥EHY BRCAL2 BUR
SRR 1) P B R A B R B BUS 4F, AT BRCAL
RAZBHE , BRCA2 578 B XY RN 5 5, T
T FEHREA DR PR 22 W
1.2 LS FISCHR

60% [1) LS F LUGAREREE g Ay ey & Wk fhivye,
R IR T B, OO SE . DLON Sy
RPN, IR 5 —Fh PR s R 5.5
AR LA IR T — TR AU Ry 6% ~ 12%"",

LS AH5CHN 8495 (Lynch syndrome-associtated ovar-
ian cancer, LSAOC) R & F-IJ4E IR 2 45 ~ 46 B, 35
B PEN S5 R AR 15 & 20 4F, AR g7
Wi (MLHI . MSH?2 . MSH6 1 PMS2 %5 ) B R IR AE#E
TR EMEER . LSAOC A TSI /b & HH,
82% ~ 84% I B EH AL F T HAS T 3, 0 f5 AH X 48
L SRS AU S o IR G gy R A =4 i e | B 4 T e
A
1.3 PJS AHSCER S

PJS JE: LR H T K R B L BN 8 i 2 %
b SN AIE R RN S RN TR & Sty (SR WNE 24
M STK11 BERZARG L . WA TRE IR, PIS B —
Az rp SRR A R 3R 37 % ~ 93%, B L9589
B2 21%. PIS AH GBI HLIR 5 3513 A AR i
Sy 28 %, ooy B R AN B A A
2 EfEEERN R XU T
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SEPRRGEIN 1 [ 1) 2 265 O SL3A SR A SRR IR
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s SER<18 2 F AR HEA T BE R AGHI
2.1.1 WG EEVEIR RS BRCAs BURPER S
XTGP SR R 1 — R 2 A
652, T BRCAI fl BRCA2 Ji: BRCA-FA i&x1%
) — 53, 76 HR of 7 i 1) 22 5C 2 A 1E 1, BR-
CAs KPR ) fE ke 25 K 5 3 [m] 5 1 20 48 52 BB (hom-
ologous recombination deficiency, HRD) . BRIt LA,
HAh Fanconi J8 [N [R5 B S0 015 14 ) I AU AR G,
B LS MRS TCAE 52 KL DR 225 i, A T B9 5398 1) s
U™, EWABAAY 11 A AE DGR e [ A4) jliis 11 By
SURAHOCHER . Rt I B SRR T 2 SRS, A
I 3 K 41 $§ BRCAI. BRCA2. RAD5IC. RADSID.
BRIPI . NBN., PALB2., STK11,ATM. BARDI . CDHI .
CHEK2, CDKN2A. NFI. PTEN., TP53., MSH2.
MLHI . MSH6, PMS2, EPCAM™,
2,12 HExRVEERMEIREmEH ERkEFEROH
& BRCA1/2 F1 MSI 8%, DNA 4 i & & JL K | NTRK
FRAGEIN; P AR 5 A T HAL A 2R A B DA™
2,13 EEARE XK IR R SR Y B SLE A,
b — 20X H R R AT B YAGIN, LU I e fe R,
AT EF X P il e 3 75 0 T, B M
i FET KU S 3 . W T HA R e A5 L
AR IMA, IS L R G IRRAE 2% (NCCN)
" AT O LR U PG A R G

22 KT

XF T BRCAI/2 KA, a8k # — A0 )7
(next generation sequencing, NGS) ¥l DNA HLf#FE
AR /N B R B A S B DU S AR TR
BRCAI/2 JRFRFEZE™, X TR Bk, nlR 2 %
FRER Y £ K (multiplex ligation-dependent probe
amplification, MLPA) (A Kaill . 2R )& () 2 R Briik
AR Sanger M 7 vk g mRUAIE™ . G TSI AEA,
ASCO F545 A Ay F 5 e 80 SRR PR g e e G,
AT AR I, PR TR A 2R A

X LS AR FARINRSWbRE 7, T I
FIRB AL MR I 2T 7 AR (2021 420D (4)—
EENE L /P
2.3 fEE I LA EAL

B Sy 88 SCHORJE, W] DA i R a5 1 T Rk
W IRYT ST I A EE . HOCS &
WA Z TR GS . KU PR | A R SRR . X
BB MR IATEE

HOCS KU PFAl 147 25 AT RIS 56 3 14 5K ik
S RGN D —ZorE OUapiik, Xk F22)
A TCIIE S 2) ok m (RACEE | il BURL, 25
132 K Jrl Bl S A B R AC S Bk S o5 AH A ) A T g B

3N T R R SRR, SN L TR IR
IR ST Ji 2 P PR A A s BE R B R R
B RARERERGEWCIEE 20 =0CrE ., iR
W AR SRR 5 1 T A, P AR LSRG a8t A4 B
988 5 EE XTI T A

LRHAB W FL R BCR A & BRCA1/2
TEN R panel AR 732, K46 45 SR B AT
Bt4 MLPA K3l BRCA1/2 K F Bl g, LK 225 BH
PEE IR R B
3 IERER

LA O S0 (I RS B R X R Rk st
L5 MU (IR [EAY T, LA HoAt 5 s g i 335
XoF T BOR I AR I BT, T K e 1 T oy AN 5 i
REISTPRS 71
3.1 AP SRR A R R IR R R
3.1 G HA, MICH R AT BT R R
UL . LGS IR 9 HBOCS =i fé AR,
A A WAL XU i U A - D S VDB R (risk-reducing
salpingo-oophorectomy, RRSO) F K, 1] % & M 30 ~
35 B PG, 7RG R BE A 948 5 T Ml s CA125 A
FE® S . LS S fa AFEHEREN 30 2 FF IR RHAEA T
AFHE IR . X PIS AE, HEUUN 18 ~ 20 B FF

AEHMEIT 1 HORMSAS A E FRANAE AR F 2

3.1.2 PRI X @SS, AR RIS
Ivi) AN A 5 ) A T3 Y I PR T390, T PR &
IR BB SO 1 28 A8 T PR 28 5 5 D PR A A 7 L R ARG
B F AL I A B3, 0 S 0E AT 782 AL 5 i)
FEEREE MR T B

D) IR HE2067: B R IS ]SS RA TR 0%
L A 25 R A SRR AR I R 28 AR 4y o & A i fe vk
B SIRE RS, (HA BFTEIAH 1 IRaE 4224 (oral contrace-
ptives, OCPs) X Fillj Bp 5L A — e EH . 5T R0
F OCPs it 5 4T RBA 5305 S i) Lo P R B L0
(A RS20 50%, o FT ARG 30 A A B S0 1) XL
Bz, OCPs TR B 519 (1 PR35 FH Bt 25 FH 24 s (1] (1) 4iE
Kfisg =, {5 OCPs J& 7523l BRCA 5725 NRFFL
PRI RS M A7 s BRI, HE7E BRCA1/2 2875 T63L
JidEEse s B ARE CTIR OCPs, LA R B S KUK

H 2221 . OCPs B At 22 B N R A A
FIREREAIS LS AHIGT 5 P IRIE 1) &9 IRUR:, (RLFBIB) LS
A O SR (ER M AN T2 50

2) AR XU T AR : DRRSO A . RRSOBLIN 2
FAAIE HBOCS B AH SR W e 2 s IRV B8 5311
D7k, AT AR O S0 B R T0% ~ 85%, Mz N
PEFLIE R IR PE T R A FE T3, HErE s fi otk
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TESEIA: BRI S50 RRSO., RRSO MM HLIESEAK
i B AR AL PR 28 A8 T %, BRCAT 2878 ¥ 4T
RRSO AU4EH4 R 35~ 40 %, BRCA2 RAZ AT & N
40 ~45 "(F 1), 9E BRCA 775 ANFEAREM RRSO
235, TR B B S B 4 DR AE T 3RS I 8 3 AR

R PR FARAEILFR

I, AHERE 0 A BESLE RRSO, 52t RRSO i, I
5B R TR A 22 1 LIS 8AE , AL IS &7 4
MR E BRBRAAME . PEBR T R BHIE B 48 1 RE IR A
AP, TR 45 A R, A MR e 1) ) 55
AU

P I ER N RRSOFAREWAFIA (L)
BRCAI B 35~40
BRCA?2 B 40 ~ 45
BRIP-1 K 45~ 50
RADSIC R 45 ~ 50
RADS51D B 45 ~ 50
[ s 00 PR A ) RIS, A 6 B O
MSH1, MLHI, MSH6, PMS2, EPCAM s o Hﬁw@?‘é{&wﬂﬁ%;ﬁ;gﬂ% P
STK11 KM AR 1 p RGP E5 XU BICHER?
ATM Ll AT L
NBN CiRiiz UESFEATE L
PALB-2 Cif:zd)| AR

R B PE A ARA IO AR 2 B e im O A U H
A U)K Er (sectioning and extensively examining
the fimbriated end, SEE-FIM), L) 2 mm H[a]fRdEfTi4
SiU)Fr, LURIRECHRI MR FE T T i B B e ey
I R 12 2K TR PE S U A I B2 98 (serous tubal intraepi-
thelial carcinoma, STIC), T 4412 2 IIFHIE LRI,
23 10% 1) RRSO ArA &30 b B NI AR sl 2™

QRFARMEINVE DIERA . RIRIM4FEE BRCAL/2
FAE A, U RA A FESR AR BUE B IR 4 25
FBE, TR —BXELIESZ RRSO, ATHERA U P A1)
BRAR . TR B (A i O A < 2R A1 B B0 S
VIR [A]IH 201 H o RRSO S FRAR B 98 IKURS: (145
HET-B, UG GRS VIBR AR S ] T RRSO, 1% Hil Bt
TS RERS AL . O 5L A AN A g | PR 1]
Jo b e 2 b R M bR B A XU, AR R Y
BRCA1/2 #5173 (835 B AR I O3S A AR & 4255 1Y
FE L, B LA U P FEDIBRAR™

XU B DIBRA S AE IR B EATERA (bilate-
ral salpingectomy with delayed oophorectomy, BS/DO).
H T BS/DO FiRj; & fe Lo 72 A8 B SRLIR8 A7 A5 PR A2 4
PERYUE IS A R, B R A B 58 35 10 A IS PR 5 S 43t
BS/DO AR ML A EIES

@4 F B MU BR4E - B L IBRA (total hyster-
ectomy and bilateral salpingo-oophorectomy, THBSO ),
i THBSO JEREAR LS ARFAHIC 5 PR Ao
HURE A R i, THBSO B 3T i A B Y 4 2230
RS A TCEITHIE SR R A 48, IF 45 6k

ARIE . FARBPLEEEAE SE A T, JTHGRAR
I>40 235", THBSO il 24 RLEEA 715 PR A,
HEBR B2 N

BRERZN: BRCA1/2 AR 2 N AETE /0
AR Rl B AR AL S, ARAEARIR A T IH 00, 1ege
BIEMAYESTAR TR AREEERERRS TARY
Fe e NRE, ISR I PR e 5 i

3)BHWT HBO [ J5 AU A% 328 AFEE : 3542 At oy
WY BERHE, ARSI A 50% RIREER
BTSRRI T MR A TS24I (pre-
implantation genetic testing, PGT) i R R fir KFERE
R AT B0 1 5 PR 92 742 i) 1~ XA 3 1 XU ™ B 4%
PGT FAIEABREA(PGT for monogenic/single gene defe-
cts, PGT-M) Kl Fif, 1 724345 A1 T R ARG B O]
PAFRENCAECEZ AR | DL A A5 2 T R R A2
QB | 50% RSB BOmR HERE R 5842, JF AR5
BB EIRIF IR AT 50% ANEEHBURTE AR, 4 i
XFHEEAATRE R 0; DPEEM PGT MR E 2L, Ay
Y URIRAF B IR 1, — ELDRSE B0 TR SP SRS n] 2% 8
PGT-M, B oA I A PGT KSR/ .
3.1.3  AHNIMER RRSO JEMEHRIAT DA
B IIORAF: e 5 0 5 Jfr g A 5 o X4 T
BRCA R #57 F A B 2 W50 R L, 4RI
18 ~ 40 %) BRCA FEN AL L7 F HA B/ 1Y)
JEAR IR, BRREA0HH Y DNA 0t s R i, 1k
Ab, it BRCA DR 978 1 2o M i L f DNA XX
FEWT SO RGN, A7 ] B 20N B, SRZn] R



1246

B PG IR 2021 5 48 %% 24 B8 Chin J Clin Oncol 2021. Vol. 48. No. 24

WWW.Cjco.cn

Y 2R FTC" . [HI, BRCAI Fll BRCA2 7S &
A AT REAELE DN LA A T RB IR, Z BB E B
X3S, 30K HA BRCAIL F1 BRCA2 5878 4
PEIRUR(20 ~ 30 ) F2 BAFEN LR, LIEA A
X 70 A2 B IS R PEAL LR P S0 2%, 35 SRS E B
PRAFTTR, B EAH £ D REASPTAR AT 2 B R 7 O
HEEPIU14L (antral follicle counting, AFC) . HT K
R (AMH) KI5 | 501 0 1 B 7 fl 35 2% A
ARSI, AT S R R HE TR A RN . AR B S
it g DIne e O R R A Ty Bl I e s A &
FTIRAETTR, DA e A 2K

A URERAF BB AN (550) FRRG A 800 A= AR
FERME, (L VEPRA VR EAAF R-EE A A AN (350 MR A 75 22
5BE A O T A EIEARRIRIE R L )G
77, I ZRARKAR R T I T RIS K B EE1Y SiE; @
AP B A FE 25 SRR — 2 RS . fE—
PR, 50 Bh AR A SR I FLARE . OP S kR
PRI A RS o A BRI 2R B, il B AR Bt AN 2
I BRCA 275 H515 5 LI 98 5 B9 SL93 0 KU, (4T 3
W R A HE TR 6 (e FH O 7 AL 1 71 B oR
FHTSORIE T 5855, LASR R AR B b P — Bk F-

BRHATI: X TAHEFT KM BRCAL/2 RAS
Wi, MRS I G R, TR SR D St A%, T
05 B oSOy SR )il e AR S A A Bt e AN =X

2)RRSO G MR B RIGIT: ARBEATHEZ
RRSO 5, THBSO, B ik A B4 22 ], &
AR, W E A A ET AR . B T M
R R A AT AR, - rT RE 2 2 s i AR A T i
BEAR, R A iU R SRR 1) RS R 25 15
b, HEFERE RS FAR G RAF 1 IR, I CA125
K, B R Bk, bR IT R ML R D, B
1 ~ 2 4EHET 1 A,

BEIRIT O S A S R RER AR A
R, AFRT e IRUBSE 2 A TR DA B SR VIBR A, 21 T3
RIITA R, FEABEIR TR BEAORIT T e
St E R S AR AR IR . 1 TEESY
WAG BRI AEN BRCA 2875 AT P M- AR LA K
LS Lotk py e M BdE . X TR <50 2 i — g A\t
ok, FEFE IR AR A [l DI BR O L2 1 S 1 i 0
MG A RS RN A RIAET R, N 255 2% S B, 5-
FRAO e AR BRI . a2-'5F LR 2 A ki
AL TS AR A T G A S ARtk
3.2 BEXTHEATEUR AR S OP S R I R T 5
32,1 EPXF BRCA 2278 457 5 1 B 559 fB E 06
I DRIIRIT I AR T SNSRI IR IR YT iR 8 58
2% f# (complete response, CR) /{41 2%fi# (partial res-

ponse, PR) J5 44 T HERHAYT AT HEIR & %, e AL A7
P SOLO-1, PAOLA-1 & PRIMA %5255 Tl PR
BEALXT FEIR G A0 2516, PARP J 704 A O S0 — £k
ARHARIT YT E S T I~V IR iR T
IKE] CR/PR ) BRCA1/2 W 2 B2 i 2825 B 598 8
OV ST RIS DURER BT, AT £ 8 PARP
IR ERE R SoER (TR ) ; QuIia b TG
DURERSAHTE, AT RE DUARBRBRbT+ I iAF] . PARP
PR 3= 205 F A SRl = GO IR s A
B NIREEE, 5 BRCA 5753z I AR R FIRE PRI

2)HHBURAE K R e B AERRARY T AR study 19,
SOLO-2, NOVA } ARIEL3 Zilfs I i 45185, %f
TFoEni=2 &5 4kI ik CR/PR H BRCA RAE, Bk
FEARAI ik PARP #5002 1y fi ] PARP )il 7] (22
LAl JE AN B A R IAR]) 4ERE T, R
BRCA 57535 . BRAE AT PARP #0ifilRI8 & s
FH it DUARER B0 8 PARP IO SERIA R .
3.2.2 BERFOR S R e TR s e PR
S ERE IO N AR SE RGN 45 51, 04 T e e A F9 8T o
U BRCA 575 1) F8 5 I EZL R . A i i b
LS AHICHY) B 5395 5825 75 SRS g 1 i 2 o
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