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ligand-1, PD-L1) FIKfHK R, LUMBRCAnessZERIIAHIENE; @ MBI
DRI, AnBE I AR Y S, LR REAR e . (RALBRCAKI ARE; B
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[ Abstract | Breast cancer remains one of the frequently diagnosed malignant tumors among Chinese women, with hereditary

cases accounting for 5%-10% of all diagnoses, where BRCA1/2 gene mutations serve as the primary genetic predisposition factors.

Although targeted therapies like poly (ADP-ribose) polymerase (PARP) inhibitors have significantly improved prognoses for
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patients with BRCA-mutated breast cancer in recent years, critical clinical challenges persist, including the standardization of genetic

testing protocols, optimization of precision treatment approaches, and refinement of long-term management strategies. In response
to these challenges, our expert panel has conducted a comprehensive update to the 2018 Edition of this consensus by integrating
the latest global evidence-based medical research with China’s unique clinical practice characteristics. This 2025 Edition provides
systematic evaluations and recommendations on five key aspects: indications for BRCA1/2 gene testing, testing methodologies, result
interpretation, treatment strategies, and risk management. The main updates include: () Increasing the relationship between BRCA1/2
gene mutations and programmed death ligand-1 (PD-L1) expression, as well as related content on BRCAness types; 2) Standardizing
the application of genetic testing, such as increasing the significance, timing, and sample selection of clinical testing, and optimizing
the BRCA testing population; (3) Updating treatment strategies, such as non-drug treatment of BRCA1/2 gene mutation, treatment of
triple negative breast cancer (TNBC) patients with BRCA1/2 gene mutation, treatment decisions of hormone receptor (HR)/human
epidermal growth factor receptor 2 (HER2) breast cancer patients with BRCA1/2 gene mutation, clinical use of PARP inhibitors
and adverse reaction management; (4) Addion of relevant content on long-term risk management, such as covering follow-up
management, indications for preventive surgery, quality control and requirements for new genetic testing, updating genetic testing
processes, report content and interpretation. This consensus aimed to establish standardized diagnostic and therapeutic frameworks
for clinicians, advance precision medicine in BRCA-mutated breast cancer, and ultimately improve patient survival outcomes. As
new evidence emerges, continuous updates will be implemented to incorporate the latest research findings. This consensus has
been registered on the Practice guideline REgistration for transPAREncy (PREPARE) platform (registration number: PREPARE-
2025CN1085).
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BRCAIFNIBRCA23JE T I ik 3L, 4351
F1990 M 19944F i M i ok 1> L HrPBRCAL
T ANRY k17921 b, &4234 48T,
G 1 863 R KRR M MM EA R "
MBRCA2 T NHK e faik13ql2 1, &H271
SN, i3 4184 G R % AL B Y B 1
i 1. BRCAI2FHHS R A RAE T 24 i
HEAIG s AR, A EDNAMEE . LR FE 5
PR R A L

BRCAREH G784y AP 2L A . —Fh oy
M ZBRCARAE ( germline BRCA mutation,
gBRCAmut) , J&F8 0I5 45 7 o U9 Bk 4 i 7
PEANZRAE , SEWUARA MIEERH A 248, Al
DAL LR JEAR 5 S —Fh k4N BRCAZ S
( somatic BRCA mutation, sBRCAmut) , =18
%A IR AN ) BRCASEIR 2878 | Rk i fL
Pegeas U7 E20174E 12, FURES B
( Breast Cancer Information Core, BIC ) #ziH %)
1 800 BRCAIFI2 000£ /> BRCA2HE H 53745 fif
R, HH153%~55% 2 MRS, AUE ARG
B, BURRARZIE/NA B | 16 A AR
MHRAE, FERA YIRS, BRBRCAEH 4
T IX ARAN , T & A i — e 578 R ] B i i
THRNAG YIS o mE (i ThaE, JLHESE

AT B S T e L)
2.2 BRCAIZ2AR RECRATIRF . ik R HIR
£k

T B 28 AR 43 A T AR AR P A
AR AMEHR 21 [ A 28 A8 R0, I HLRIME A7 AE 28 A8 44
S, TE N [ bR R AN [ ol 22 ) 25 S AR K
BAEREE AR AETE IR M. &E
A IR B TFER R A, R
HBRCAI 185delAG ( #5475 41.00% ) . BRCAI
5382insC (##45%40.13% ) FIBRCA2 6174delT
(R R1.52% ) fifiges 2 LT E
NBEBRCAZRAF WG, —I4h A8 085 [
FLIRIE B F BT 12 R, BRCAMZBEAS A
5.3%, HH15589del8Z AR IAG I RN28YK, i Bige
A6.5%. BRI e s 2 e
1770 Z I RN e ke L A S 426810 A 1
FLINR IR R T R B3 )5589del 858 AR AT # L 24
T TE AR AT B —T50 6 % 205 22451 v [ R 1 2L
TR E I REEADISE 2 KRB, BRCARIATESE
A% 5.37%, FHRBRCAIMESS AR % 02.14%,
BRCA2APEZE A5 % 03.23%,, [E151 H B A1)
NHEFXT B ARG AR A i, Fer15589del 84 sk 7848
REIK0.17%, 5 ERAER3%, HILHENBRCAL
5589del 8V £ 7E DL A HF ] g HA7 &8 43 i HH AL
N, TR 5 SRR AE R 6 [ P ARG, B
RAFPGTIERF T . AN 3 2 [0 47 7F 3
gakp
2.3 BRCAI/2I W 3= T3 09 SUIR R Bk KT

54 BRCA1/2HE TR 58 25 18 Lo P AN AN L 9a
SO KRS R, HAb G S . RN E . R
FdEE T Wi B PR R A RR I XU A
TR R LIRS | RS B ) XRS5
Wi 25 [ F B s 10 R, LMEBRCAINE
PR 28 A8 #5717 570 %7 1 & A2 L IR g B AR XU
57.0%~60.0%, 70% i & 0 B 5w R N
40.0%~59.0%, ZC1EBCRA2KEP 2275 HEHT % X
K& 3 91 o49.0%~55.0%F116.5%~18.0%, AHE T
—fE ARE, BRCAIFIBRCA2 KL S A 4 & 1Y
LRI R XU HE 5 T 10~201% . B IEBRCAI
He R 28 AR #5717 2 10 LR g A8 AU 38 i 10~50
¥, BRCA2HEP 5 AR #8571 2 10 FL AR g AEUI XU
HN50~1001% 22 L E RO Y B,
BRCAIHRE A5 H M FLE & AE B TE79 %
HM37.9%, BRCA2FEF AR M36.5%:
2.4 BRCAI2ZE R % % FURIE 6915 R IR B 3 45 4T

BRCA /2 F 98 72 FH A FL AR 98 1 I PR
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Bl BRCAZEHE. Wil MhEZREMAREHR X

PR SAEBRCA L/ 2GR R BUR VEFLI R AE L
AARKIAR . =BIMEZLIRE (triple-negative
breast cancer, TNBC ) HJBRCAI/2FEH AL R
Z3912% ), W ZEZ K (hormone receptor,
HR ) YT ANFEEAKE 73242 (human epidermal
growth factor receptor2, HER2) FLAREMY
BRCAI/2FENZAER 4% ', 60%~80%HY
BRCAIFNRALFL G N TNBC, #id75%H)
BRCA2HE 58 FLAE A LuminalZ8 7% pafk
MaE, X BEEEs e, b2z,
HR FLIRJE FE SR BRCAL/ 2L R 2875 SR AR, (Hi%
o3 B 5 AU AR INT0% 0, R
M, JCEXS A G A

2.5 BRCAIZARREEEPD-LIAK# X &

Il RT3 o FH ) S e e A s A8 (immune
checkpoint inhibitor, ICI) €57 AT
F1-1 ( programmed death-1, PD-1) #liI5/F
PEAET-HE HBCAA-1 ( programmed death ligand-1,
PD-L1 ) $170 il 750 7 208 i 25 1 T E28 4 J A S0 I
4 ( cytotoxic T lymphocyte associated antigen-4,
CTLA-4) FHBHTARSE,

DNA#i 1502 ( DNA damage response,
DDR ) i % A] LA WS I 40 5 P 5 9 JE 4 DN A
i 7, Wt A JEHEHBEE (homologous
recombination repair, HRR ) 7£ N ) ZFELZHL
L R A A7 R AR S 0 L

P

=/
5

K11 7, DDRIE B 6 8 o R IRGMP-AMP &
fii (cyclic GMP-AMP synthase, cGAS) -T4E%E
LR B F ( stimulator of interferon genes,
STING ) 342 SN 40 A 5T N 1) 7 AUEEDNA
TR (interferon, IFN) (L HZE T
IFN) . H4iMfi/r % -6 (interleukin-6, IL-6)
B, BOE A RIERG; cGAS-STINGIH Y
Wom L T AIIFNA 5, 5 5:CD8 Tk EL 4 iz
e, AP Gz N 2% s DDRGE FEER AR T 3
s I I M R R G R A R B Re g, IR ER
AR OIAEE . SILERE, DDRAEFKELE, Tk
B2 FIDNAS R S 41 igPD-L1 mRNA
foFeik, M b i bR 40 i e T PD-L 1Y K55
0] T bk L 240 6 444 3% £ R 400 B R - ) 7 A
AR S92 24 e P B RE R AR

HRRJEDNAXEEKTZE ( double strand break,
DSB) B kBRI, HABEGEES
REM . BB &SRR 5RS . HRRZ
— R W KM AT ARG S, e o
YRR EBRCAL/2, fEJHRRIE P F B
BRCAI/25&—Fp iy ffil BE K . HRRELFE (HRR
deficiency, HRD ) , BBRCAI/2“FHRRAHFEHEEH
A IDNA DSBIEE HLEIAE 4, AL
B2 FHPD-L1RgZEk 1,

ZWRAT IR R A [ poly (ADP-
ribose) polymerase, PARP | FJHIEDNAHEEEE
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F R EEEVE ., PARPEDNAMI RN “f5 %
WO FSEER” TR MR T4
A DNAHLEE W 2K v, J2 B2 AIDNAB L i
TEPARPHIHIF ( PARP inhibitor, PARPi) FIFEST]
T, DNAHEERT 2RI 2, ik ADNAK
Wil S, DNAFUEERTZ AT LIS A5 DNA DSB. Uit
A 1E W A S STHRRIBAEAE E Wi 24 I DN A XS
1M gBRCAmut(¥) i 4 i /7 /EHRD, DNA DSBI¥)
BEYLEIARE S, SEOMREMMEIET:

PARPii F[DNA DSBE5 53500 175 7 e
BRGNS AR AT, T A
g, LIPD-L1RYZRIN, $ M 40X 1CIrY
B BAKTT S, PARPIBGIN 1 A 20 A it ik
RIZHATEE T, DNASAKIER, diM5 b ™
HXEEDNA, 5cGASEE &R L McGAMP, 454
STING, i#ESFik [ BUFEN, 724 23405 g 4i i
B o cGAS-STINGIE Hi8 1% AL $2£ /R PARPi
BEAICI A RRE 1

Zi L frik, DNA#IES . WHFHRDZEN
(Y DDRIE [ Gk e K SR HEPARPIAR AT LA 3 fifJeg
AN APD-L1 A5 .

PARPi SICIH A o] Lt — 2 R 3 5% R 450
FIRTE AT SR AN BRI A, NI R4
HER KRB RN . IR FPARPISICIHE
A AT LA K Bl R B PARPA ) 3452 i
RREEIRIT R4S )R, BAT RN AT, 2
T DNA$ FUE & 08T iR I 5 WA 2L IR 8 Ty
YT S AR KA I, Flin, MEDIOLAME
¢ B B IS BAIIAF] (olaparib ) B4 EEAA]
JLHYE (durvalumab ) TEgBRCAmutfs P FL IR
FEWIAYT AT LA A RIS RLVE R
2.6 BRCAness( A

XFFBRCAL/23E R H: Wy 2 Uy Ae 1 i 4
3l T EF XTHRD W IR 3697 ik ik e, RS
JEPARPi. HILTR 75 2 A N B AH 21 5t 26 ] 1
HABRCAL/2FHN R Rk Mg, B
BRCAness2 R fibsid '*) | BRCAnesst&:f§ 1E A
FAEgBRCAmut g O, i Jed 4 M A7 e HiAth
AYHRD, A LL%E X WHRRIEBEDSBEE ( DSB
repair, DSBR) iy FERIGfE, HRAARIEM
TFBRCAI/2mut YHRD [ HFAF . 3% 26 I [K 40 $5
ATM . ATR. CHEKI/2, DSSI, RADSI. NBSI .
FANC. CDKI12%:, BRCAnessm] fE 5SHRRIEE I
BRBRCA1/2mutd iy HAB BRI S A8 AH G ; o n] fE
0 S HRRAH G H () W it (& 2= &4, WIDNA
H Ak 55 . DSBRELFEEHRD MR 1Y {2 35 58 A5

fiIE, (HAR[EIZE AL BRCAnessI& N BEWS{E 22 KRR
S IHRRA DI A R . A RA AT Eo A
A S HRRAH X 1AEgBRCAmut ) g 2580, 1 H
TG A] AE tH BRCAness 2 UK Bl [ S8 AR
Bt 2 NATDOT e 215 RN AR AL, FRATT
HATFBRCAness RN R FR T 2L . B 59 |
HIS RS . RS, R S B mT fig A 3
BRCAnessZE#Y, 1M g% M BLA 1Y 4L [\ HRRH
BEEYETT R %S o

XFBRCAnessZ& R 058 N B — (1)
BRCAI/2mut¥MEF|HRD, A 4R 5 PARPifY &
NAE, §KIEE AR, X T BRCAnessZ I 4=
YIbRE MR R, LA S HRRIE B I et A= Brbrak
YIRS, PARPIILVF AT LA 5] BRCA 1/ 2mutihi
P BB HRRE B . B0, SEHE E 7256 T
%% ( National Comprehensive Cancer Network,
NCCN) 855 (20254E VAT ) 4 s x5 8
PR 5 IR 985 B 5 E AT HR ROH S L ARSI, (4%
BRCAI/2. ATM . PALB2. FANCA. RADS5ID .
CHEK2., CDKI12%, HFE20204:5H19H, £ H
MR (Food and Drug Administration,
FDA ) #tif T olaparibify7 HRRIE f JE [ 28
AR 0 R M 2 R BT ME R P B9 ( metastatic
castration-resistant prostate cancer, mCRPC) . 7T
IPUESZR T BRCAL/2mut, PARPiX T 5 A Fl i
HRRGH J%AH I3 PR 5848 AR v SR I R AR 4
2.7 BRCAI/2EW R % 53U %4 6T

LG T W ROR, #EHBRCAL/2HE:
PRI 98 A8 10 L i R A A e R 22 e e, — i
I A1 30 AR A5 [ metas B -4 45 52 B R,
BRCAIFER 525 7L g /B 3 1 B A A7 (overall
survival, OS) T ARRAZHE [ XK (hazard
ratio, HR) =1.50, 95% CI: 1.11~2.04] , Tfi
BRCA2FH %A 5 B H W OSTLMI K. ) —Ti
94 A 60T A 5T 3105 220451 7L AR £ A meta sy
Br R, BRCAIFE %7 BEHOS K FLIE
RSt A A7 1] (breast cancer-specific survival,
BCSS) T H%AH (0S: HR=1.30, 95%
CI: 1.11~1.52, P=0.001; BCSS: HR=1.45,
95% CI: 1.01~2.07, P=0.045) , BRCA2K:PH %
B HEMBCSSH TARZEH (HR=1.29, 95%
CI: 1.03~1.62, P=0.03) , {HOSZRFITLGtil=#
BZX (P>0.05) .

POSHMWFFE 0 45 ] Bow, X T4 &% )
(<40%) Wiz3L G EE, #HFBRCAREH
GRAR (1) £ 3 5 ARG A 3 DN AR 1Y) R A A A
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B, ETNBCHE, A BRCAFEN AR )
LUARHEHT I P AR 1Y R 24F B A 38, (HS AN
104F A fF R E R G #E L (P>0.05) , &
A —BUN R A BE S5 1 IR X BRCAZE S 1
BORTERE T =y . TR DB AR AR DGR 1) 3R T
TFBA K, —TNA 196 B & IEFLIRE (2
AR <412 ) MBS U BB, BRCAI/2HEN S
AR ) 5 e R AR R R AT S S AR EA
Xtk (HR=3.00, 95% CI: 1.2~7.7, P=0.014) .
— 14l A M CancerLinQ Discovery%{# & iR 5l
()3 744HIHER2 ¥4 5 1 2L IR & B35 04 [l oot o4 bt
521 R, FEBRCAZS Y TNBC B F i i
OSH13.71H (95% CI: 11.IMH~NC) , A
fEBRCAZAZ N TNBC B 0S8 M 14.41H
(95% CI: 10.7~17.01H ) , FHEH LT A
EBRCAZRAE B . 7 —WFE BRCAZRAR A
LN BB A Z AR SR 1 R VPN Fllmeta 7y
B ' BoR, BRCAIFEF AR TNBCHE 1T
W ETER] (disease-free survival, DFS ) B #H22
(HR=1.65, 95% CI. 1.08~2.54, P=0.0216) ,
T BET &Mt SAE, BRCAIFEIN 7% 1)
OS¥ i E W 2,

A, fEBRCAZZEHR/HER2 & 1 il
JE W AN FEBRCAR AR 25 . — i HEgBRCA
AR ZS VPl 48 i 5] 30 B A0 o P T 4 RN 6 10
# ( cyclin-dependent kinase 4 and 6 inhibitor,
CDK4/61 ) {67 F 1 FL AR RO i B S AL
g0 Y KW, HeBRCAKRKABH (FHI0SH
374 ) ML, gBRCARAEEFH (1 10SH26
M) B:32CDK4/61IRYT I A5 R 25 . — I
A3 T44BIHER2 5 B 1 L Mg £ 3 110 [l o4 e
7% Y R, REBRCAZEZSHHR /HER2 H %
A0S H55.1 40 H (43.5~65.510H ) , Bl
P FAEBRCAZEAS I HR /HER2 i (H1{70S
H41140 A, 95% CI: 31.50MNA~NC) . hEA
VI — T2 A 480191 18 1 4 L I8 5B 2 O F g Y
R, #5H BRCAGE AL LRI 8 3 I S4EDFS %
AL (73.3% vs 91.1%, HR=2.42, P=0.013) ,
TEAb GRS RS T 8y o 5 AT — T 40 A 402161 18~40
B LI R ST DO R B, AEIRBRCAGY
BAE3 . SFI0EDFSH 539 85.7% . 80.9%Fl1
58.1%, TMI*FE2BRCARGEE B35 796.8% . 95.9%
F91.1% (P<<0.001) , 4EFBRCARAL B
3. SHITOAEOSH Sl 4198.4% . 95.1%F187.8%,
MAEZBRCAR AL B H 7100.0% . 99.7%HI
98.0% (P=0.002) . K, S4FHEBRCAKGAE

BAEHIL, FRBRCARE AP B R A
R SN IVERTE T

(1) EREAEN: BRCAIZERERT 53 5=
BENTEHESEHFATHH, IEARER
A—H, EEESWEIEEARE—T W (IE
BERIE) .

3 BRCAI2ER M el KM A
3.1 BRCAI/2Jk B #rm] o s ;R & 3L

BRCAL/2HE P2 VPAGFL IR . O1 S8 A A
AH G e 2895 IXURS: ) B 2 E bR W), BRCAL2
FEPIRIN GEAE 5 Tst AL & i . KU PPAl L F A
W Rzl IR Y 7 IR
3.2 BRCAI/2I R #m) ey ABE

FIHINCCN ., BRUH I N R 2x (European
Society for Medical Oncology, ESMO ) . [
FLIRAMEFEE If~2 25 ( American Society of Breast
Surgeons, ASBS) Z48ms 7" X} TBRCAKA
Rl NFFR IR R T U TR 23R
S BB AR AR, A v AU 2% 52 e TNBC &
H, AHXT T BRCASE PRSI # 18 HAR A1 45 41547
TERR 225 CHNARIE | SR UM S B Je
HELE L) o AHHLRALENCCN,
ESMO%5[E MR, LA K [ BUA 1k R &
P& Y HETFE AT BRC A KL A i A 1) L it o £ 3
i, BARIE (F56 LU prdiErh iy — kel 2 25 AD
7% JEE— AL R A | 388, AR
RGNS B, X FANAT G0 Sk A4 A I o e 32
FEPRRGIN SR, AT REAFE R )RR )

(1) <50% K9

(2) i TNBC;

(3) iy S5 LM 5

(4) H OB R IEEBUREBRCAL/2HEH
GRAZ

(5) FATESE R A LM 5

(6) ARANAEWS Ko, [IBshih /2 = 1300 LA T 50
LhrdE: O ZIMEFREBA <505 LRIFLIR
LN EES; @ =N EREREMIZ B
JiRdEE . DR R EUT S R I E  BRAR
i @ S22 REBWSILIE . DNEE . i
Rt alirh = fE R 9 e . R
3.3 BRCAI/2F R A & B HL

XFTRFE LA EARAER B, AR 2 FL R
IS A2 BRCAKIN . AL, LIS Il ARIRY Tk
F BB, ATEPELLT BrBo T BRCAKGN :
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(D) B B : O TNBC, AJ5HH
o Z=pNUIEL = p T2, SO BhIG Y e
Rk 5E 2 22 f# ( pathological complete
response, pCR) ; @ HR'/HER2 #.JIfH, K5
o B 27 Ay A A B = AR I 45 BV, B08T B
1097 )5 AR IBEpCR LI O BE 27703 (clinical-
pathologic stage, CPS) +ER%;%% ( ER grade,
EG) #r=34r.

(2) #HR kBB O TNBC, #IKRHERIZHT, 1f
WU HAYT /758 @ HRVHER2 FLARE, BEAE
Z:CDK4/61IRT R i .

3.4 BRCAI/2Z A 494 K k45

R Z A — e R I . MR . H R
G, HETLAMWE (F4ii) HACh 3, fail
FNHYBRCAL/2RAZ N IR FR AL Jifvfeg G Il — e f
FHFARBLZERIRAT M A BUEAS, IR A
Kl 2 () BRCAI/ 25 A BE T g /R R 5848, ]
RE AR RAS o HeT AT R b, LR
BB SCHEAE IR R BRCAKGIN o X T8 S e £8 ik
SR BRI, IREE A B, EK
AT R LAE . BT, JEXAMIEDNA
( circulating tumor DNA, ctDNA ) Kl 7EFL IR
A AT A RIS R 32, AT S ATy 5 2
— IR

(2 EXEHENR: FFEFHMSHTHTNBC, #Hi2
F<S05HFIREREREEHBELMNZR
BEZHABRCAKRN (IEEELR2AZE) .

4 BRCAIZEFERLIRERIETTIRER
4.1 BRCAI/2AR R LIS &4 a9k h s T
4.1.1 FARIBIT
gBRCAmut B H 170 FLF A & 35 hin (=] 41
FLIR I 09 JR A 0 A, R R e R A B AR AL
WY FARAMEERE ., X E K0
58 oK, ST ARME, RV TAER,
BRCAZAR B8 1 2 AR 7L TF AR K 35 38 n J=y &6
R (3.90% vs 2.00%, P=0.16) , {HHEEH
0357 e LR LA B 0 (3.90% vs 0.60%,
P=0.01) . "EfFJ71H, BRCARAE BEEZIRIL
FARMEVIFARMEL, BCSSHIOSE: R LG H2F
PSSR T 1/ AN MUY 0 TR K Gt | i =
g5,

Q) EREAEL: RAFARAUEA KT
gBRCAmutIZLBE B ER FARAXEE (EHRE

EHIAK) .

412 HOY

BEERFL TR Z , ARJFHT 2RI R i
Kotk 2 W R, AL TOEN X #E Y g BRCAmut
FRE T T BRI ICIEE . (AR,
HRFFE 1S KB, A gBRCAmutl) B H 8 5%
A FARIA BT R EE, HRM /0 2L AR e
JRR A R Ny FAE R AR A, iz
BNV . HRT, TR SR
R LR i )RR LB AT AN B . — LA A
3 60251 B MY RTHEHERFSY L B 1 9 4E
SRR, HA2 AR BT B ) 2L AR
T I 5 A KU v TR #3207 40 ( HR=1.44,
95% CI: 1.12~1.86) , HH 7 gBRCA2HH
SRAF) A K B (HR=1.77, 95% CI:
1.13~2.77) o IGERRTHFSE 7 5L, olaparibfigfs
YERBOTHRON, SEOT R RER, ST
B —3 T GRS L SESE T R BT B
olaparibfE R TNBCHH W B FRURI e k. K
X, PRI FARJGH BT A PARPSE TG T AT
AER N BRCAmut - 1 S8 VR YT T e 4.
4.2 BRCAI/2AFH R EHTNBCE
421 HIHBENAYTY

BRCAKEH gty 8 138 1 [F] R #2241 2 5 DNA
DSBf&%E , BRCAIL/2IEH 57 M FL M &
HRRYJFEHFG , 1T BEXT 128 25 P ol PARPi 55 2L
DNAF 245 3 g 7

PARPJEXTDNA % W 2051 74 2018 5 i
T MPARPi5DNAK I PARPE M7 545
A, eI B IE T, R AR EDNA
o, MR . 25 6 i E|PARP DNA
BEYRE, £5EDNA DSB, fEBRCAI/2FEH
RAF I AHRRIIGEELEAE MPIE 1, DNA DSBTG
AT BIMER A R, B AR )
FEBRLTE QB R R R R i i 2 (non-
homologous end joining, NHEJ) i}, 5l
FE DR R B R, DTS B0 4 Mg
YJ%JT:[%_RJO

OlympiAiX ¥ 7% 2 i A &1 X #545
gBRCAmut H A /& I R HER 2 3Ll 4l Bh i
y7, HEUHOSER £ 1y KB IG R 58, %
WFFE L9 A1 83645 BE 11 452 52 8 Jsy #3697 M4k
7 B BhIa T skl BhIG YT ) s Stk
Al REBUK HBRCAI/BRCA2JIF 2 58 A8 HHER2 &5
fe AL B s, A5 R o, M TR
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4, olaparib4l JoiZ A (invasive
disease-free survival, IDFS ) ikZI34E/) & 1L
B (85.90% vs 77.10% ) , PR K .
BT e s A8 T i XU B Ik 42% ( HR=0.58,
P <0.001) ; olaparibd] Jo it &b %% # H 17 1
( distant disease-free survival, DDFS ) ikZ|34F
() B HL BRI RE = (87.50% vs 80.40% )
K I Ak e B AU [ IK43% ( HR=0.57,
P<<0.001) ; 44FOSZE/351489.8%7F186.4%,
olaparibZ L - XK [ MK32% ( HR=0.68,
P=0.009) , 22RWEGITHE L, 20244 %
R FL G 21 ( San Antonio Breast Cancer
Symposium, SABCS) Afii T OlympiAif 5
BEBEDT6. AR BIZE SR 15 KRBT R 22 1
IDFS. DDFS KX OSYT Rk 1 H A WL 25 1 42
2PEAES, 64FIDFSHE2E{H 79.4% ( HR=0.65,
95% CI: 0.53~0.78) , 64FDDFSFZH N7.8%
(HR=0.65, 95% CI: 0.53~0.81) , 64F0S*%#
{5 44.4% (HR=0.72, 95% CI: 0.56~0.93) .
AN, WS TNBC ARE#EI80%, H & 7EH
B ENVAYT R R KB pCR, Bl BT R RS R
PHAE M = p T2 WA EE =pN1#H, TNBCW 4 %
H:3Z 14F olaparib4f BIiG Y7 AT LA 242 = 64FIDFS
& (HR=0.65, 95% CI: 0.53~0.81) , AJ[&{%
PE35% M E K& . B & XA T KB . T
Olympi AT AR 45 5, 20224F3 H S5 EFDA
i olaparibfiE K #EH e BRCAmutfi) =5 XU HER2
A LR g R R B IR Y T4, 20244F12 1
[E 24 i B 3 )R ( National Medical Products
Administration, NMPA ) flt#Eolaparibta- 1 F| Hie
(38 W IE, 35 FH ez a0 B Ay 7 s Bh Ak
(AT A B BE A F gBRCAmut HER2 %5
JRUBEE B AF L A E A TR BhiA T o X2 HRTE
2 M —— L ] T BRCA S A5 B Z B 9 £
HNRIT T

R TNBCHE & WM& BRI b,
KEYNOTE-522H5¢ ') 7R, PD-14# 56
% i 0 B TNBC B 3 B9 506 52 & KU .
KEYNOTE-5220F 58 J& — Wi AL . XWH . AibE
P ERZ o i TG R IE, WARFA &
. BRERZRIT . BB TNBCE Y, %
2 1A LL IR RE LA e B4, 1L AT A
PREAGUE R RNIATT . B 2RI R,
2 Y5 [R) Bsf 422 52 44 JET I A SR A2 BB 5 R ARTR YT
Ja S Z AN RN 2 32t B R L L R BRI
BEBERCIRTY . TR, B Ake 2918

TR PR R BB AR BIIRYY . PR
8RB BRI AZ RN R . 455 Bow,
FERIATNBCEE AR 2R S pTIse& 3l B
ST R B A AR yT RE 8 W 4R M pCREE (164.80%
vs 51.20%, P<<0.001) . IZWFFE 45 R L HFn s
FIER BT A ALY AR I R IH TNBC S B Bhin
SRR TR 1) 20244ESABCS/A i THRD
i) p CR AN TG 5+ 4 A 17 A ) 458 R P 43 b 25
HRD" (n=738, 78% ) MJHR=0.67 (95% CI:
0.46~0.96 ) , HRD (n=152, 16% ) AJHR=0.62
(95% CI: 0.33~1.19) , BAMEFIZRASTE S
A6 I7 5 B AR AR H ZE HR DO 20 Fh 7 2 B
o HZ BRI R B X gBRCAmMut AT HEAF
WA M, HAT 6= W25 7E #4147 g BRCAmut )
TNBC ABEF A E XL, OlympiAikE{5/2 H
A —%1 T g BRCAmut A\ B H B A #OS 3R 25 1iE
P iy MBI PR IASS: o I PRATIESE {278, PARPLY
ICTZ (B AFAE W RN, H 25 AR KR IF A
Fity, THIBFEEI-SPY2 "5 45 B4R olaparibit &
durvalumab:# 4 BIVG T e8I & HEFF TNBC
HIpCRZE (47% vs 27% ) o AH, PARPIFIICIH
BEVAYT T BE N gBRCAmutf: 5 16 A TNBCHY
HENAYT T kR

CREATE-XFHIGEICAMMISE 0% jiE 52 T
B A= AE TNBCA J5 # BRI sk, (HR
£t XF gBRCAmuti#t 47 W AH /0 #r, B 27k A 4
R, REE LR IR T RO, T
gBRCAmutiE #  FRIR FL AR, $2m
Rt Xt gBRCAmut \BERDIT RO A5 5E -

TEBRCAmutiE & 040 B Ak 7 /4 Bh Ak yT Jr
HEEPEH, GeparSixtoff5Y ) 45 BN, 1R
HBLTT M A - REIABEMEpCRF . — T fE
o 8 R 19 £ PO PATTERNAFZE 10 Bk, 5
LG AR PR A R R0 T AR L,
SRR YA RET S B ALY T T LI S TNBC
BENSHFEDFSH (86.5% vs 80.3%, HR=0.65,
P=0.03) , HAERZBRCAI1/23LH 2745 4 rp
WAL F MUY E A7k 2, ORI FoT R AR i
BN,

HHT, PARPIFEF NG AN FHAEIR R
ZH, 200 15T Bos HPARPIBE & SN E A1
P RERS 1K F]50%~60%HIpCRA , {H 5 BAzlifbyrAH
He, FEARE B F R T pCRFE . 20244F 3 R ITE BT
5 Pp4: ( American Association for Cancer Research,
AACR ) 4E4s /A i PARTNERBFY ) 5
FE SR T 2 T IR YT A olaparibl ]
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PRz, RIMEARREREpCRE, (HRBHS W E I
gBRCAmuti & EH K TCFEAFHAMOS,

(4) EXREEN: M FETgBRCAmutY 2
HITNBC, BT/ BT R B EESHH
KAGMARMEBEH—BRE,; BEESMEEETT
ERIEEIpCR, HFAR+HBBTEREZSH
ZpT2His =pN1HH, FILLEEEHolaparibi#fT
1EHBRKIETT (1A ) o

422 WRHRGATT

H if 2 3 13 1ifs R A 5% € JiF S PARPi7E
HEHFBRCAL/ 2 S M IATNBCH YT 8%, (46
OlympiAD (olaparib) . EMBRACA [ f#i
MEMA A ( talazoparib ) | FIBROCADE3 [ 4 4]
WJe (veliparib) 1 %% Hr1OlympiADWF
g8 AL ALSOBIEE RS ETNBC, s ALET
ALY, 45 BoR, olaparib4l S5FxR
TEALI T ZH AR L FRAK T gBRCAmut TNBC 57%F¥%
Jig E R XU, TeHEJRAE A (progression-free
survival, PFS) ZERKZ2.71H (5.6 H vs 2.9
H, HR=0.43, 95% CI: 0.29~0.63 ) . Olaparib
HE W fHR (overall response rate, ORR) ik
54.7%, WESTAITH (21.2%) , [FE 5%
MM, AfFREEL ., REOST N EERS
(17.417H vs 1491 H, HR=0.93, P>0.05) ,
HAR RS ) BoR, fE R —LB 7,
olaparibif 3k 5 B 1., EMBRACAMIBROCADE3
WEgE D0 U — B TS 45 S, PARPIT]
PAE 3% BRCAZR A I TNBCIWPFS, HANBERR
#0S. FHIERITNBCHIGIT T EZAMR, Huisk
EIFDAIL#E T Lynparza ( olaparib ) | Talzenna
(talazoparib ) F TRYT #5417 BRCAKE A 2712 1)
HER2 #, R P FL IR 10I5Y 7

(6) ERAZR: XN FHEEBRCAEEARTH
B E R ER I IREEE, ATLUEEPARPI
WolaparibE AU THERAR (IEEEFELH2A

x£)o

HWFgE 40T WOR, BRCAI/2IEH 53745 (1)
L, 5 958 4 B 0T S BUDN A A Bk A4 245 40 S fin Uk
WBAH . REAMZ R RS, TNTHFSE W7 451
WoR, MMBRBRCAI/2FEHNRAE B H P2 R
BT A FORRN Z PGB IRYT 4245 (68.0%
vs 33.3%, P=0.030) , PFStLEW FLEK (6.8

H vs 44401, P=0.002) , {HiZBF5E 9 ANE
RBRCAI/2FEEHN R BEH LD (n=43) .
3 — A P2 iR YT 86 ImTNBC L # AU £ Hls
el TG FEIFSE ( TBCRCO09RFSY ) 1% hig
FEMILER, BRCAI/2IEHNRA IR AL (n=11)
[JORRH}54.5%, BRCAI/24EHL FH 28745 s 4
(n=66) BYORRHK19.7% ( P=0.02) . —IHElX}
Hh [ AR B BB AT 0 iE S A AR 2 25 ik
JFTEHEAT BRCA /22878 W I TNBC 3 v 197 54
T AT TR,

HHT, ICI. k25 iy (antibody-drug
conjugate, ADC) SEHHLEI 259 C 29 T
WITNBCHIRYT , (HEFXTHEH BRCAGRAS I
i JCIIE4E 3% W PAR P15 X S6357 U7 R34S -
—3i T /1 B MEDIOLA '* ' JE5PD-L 131
| durvalumablk & olaparib 7 BRCA 5 A% i 7L AR
b BA —E TR, A 1B I TNBCH:
&, iR SR, HAIPFSHA9NH, hi0SH
20.57H, ORRMIT50%., ZIPARPIfIELS 7
%, WIEICI. ADCHEMFEMATHIIGIRER

6) ERAEN: SWFEBEBRCARART
RIS E X B ETNBC, fLEEZEPARPI
WolaparibEANITTHERAR (IEEELR2A
k) SHTHIT AR MEEZEAX AT
JELZEEY (IEREH2BE)

43 BRCAI/2A WX THR'SUR & B4
43.1 BRCAI/27E7FHR FLE S BIG T

OlympiABFsE "*" A9 A4 HR'
gBRCAmutf = fis ANHE, ZERBTH BGIT G Rk
FpCR H.CPS+EGIT43=34r (1) , oldfiBhia
I7 I = 4R BEPE R B IR L S R T LA, St
AQ3256HR" gBRCAmutiE#, 25 Bk A\ Bt
M18%, HHHi85% M B & Z B A N 7 ik if
J7. R R, HROVA ARERIGIRE#E 52 A
BEARFF—2, 1%Folaparibflf Bism AL iRy 7 iEiSH
XA B E 64FIDFSH ( HR=0.68, 95% CI:
0.44~1.05) , AIFEARIT32%IMBIRE K . ik M
TR, SR I TNBCE # 35 /i L, 3L
FOlympi AT AR L5, SEEFDA XX NMPA
it fEolaparib ] THER2 /& fi - 2L A des B 4 19
TE N IE

FEHRF I w5 fa LR s 19 A B iR oT b
monarchEFINATALEEW5Y i /s CDK4/6i45f Biih
Y7 BRI DX B B B R KUK, {HCDK4/61%}



(¥ @EERL) 202544355471

719

THRARE M AR RAFOSFHTELS R, monarchEWF
7% 11V NG T gBRCAmutfiIDFS# [ 1/20 vs
9/21, HR=0.14 (0.01~1.30) ] , ZZERNER
PESR, R4, HEARREEVN, HRAGT
HEEARRE, AR #YI45E . NATALEE
WF5E O i AT g BRCAmut B EAT 0 4 4%
¥r. HAETIICCDKA4/6i5 olaparibft %fgBRCAmut
HR P LB JR 8 0 X L, AR RE R RN 25
BT RN 2 WA/ P BURYT AR
OlympiAfff 5% & H A ME— 451 XF gBRCAmut A HX
1SI0SR £ k4 1) TR G RAF 5T .
&1 CPS+EGiTEH &

PO bR I3EL

TRYTRTIG R34

1/ A 0

T B/TM A 1

MmB/MmCiy 2
AR5 B 4]

o/ T 0

T A/ T B/ A/ B 1

mcH 2
ERRZS

ER’ 0
ER 1
HIAZ 53 2%

1-2 0

3 1

DO R 70 S A =N [ < S a2 S A 4 L D g 1
XA SRS . TEXFMELL T, ISR
FR 25 25 TR] AT REA B T £RF . 7EOlympiA
W, TEWI AR IR T IS B A Rl BE 2 A4 il
olaparib, TifEmonarchEffsEH, FEMRIATEF AR
Je e K MRl 161 A BT DL Pa /], PRt vT BB 5
TFifiolaparibiGyr o SR, XK WE 0 A B ul %
PR AR BIPEAS, RI R R

KEYNOTE-756, CheckMate-7FL """
FU R o, HROFU 2L AR e AR s
BIVBYF+ICIEE A 1bY7, pCRZRIA Frolss . K
3k, FXTENT g BRCAmutf) 5 fa i %, olaparib .
CDK4/6i, ICIFHEHEFIHESN 4 & o ik — DA 5E
Heth IR R

(7) EREEN: X FiEHFgBRCAmutlIHR"
BHZLRE, BRENEMETERIZZEpCRA
CPS+EGH4r =34y, SHiBhi&TT Ia =4 PR

BiREBL, FLIEEFEHolaparibi#tiT1EHEE
iafr (IEBERIAZLE)
432 MEIEGRTT

H Al 2 M PARPI#E IESE/E B PEHER2 H.
T gBRCAmut B & P HIr 2L, W45 ¥r i
%, HRHEH A NPARPIIGIT k25 1),
OlympiADFIEMBRACAMFSE > 435 L T
olaparibFltalazoparibXf lLH 25 4L Y7 FEIZ A B
(R . 7EOlympiADBESE 2! i, £950% 1)
FHHR, NHAZRBERBNE R DEZT1
RN IRITT, SR En, ST, K8
olaparib & fig i #FH ZE K PFS, HORRHETFiK29%
(65.4% vs 36.4% ) . TM{EEMBRACARF3Y "'
i, talazoparibfEf% i FH IE K HR B & I PFS
(HR=0.47, 95% CI: 0.32~0.71, P=0.0002) .
14k, BROCADE3WFSY ) A ik— A5 S 1)
FIFEAER AT TH AT (B3IHF 55 4 R BSOS
5o LUCYRIFFE O g — I i B 1 S
5%, HHR 437 olaparibiay7 i rh (i PFS 4 8.34
™A

CDK4/6i8k G N 43 iR YT & HATHR /HER2
e B FL IR BB I — 2R TR B, (HAR DG
T AT % gBRCAmuti¥) W 2H 5347 . PADA-1
WgE 1O R R AT R, #54 gBRCAmut Al
gPALB2mutE & 1232 WA T P8 155 05 7 Bl 00 o1
7] (aromatase inhibitor, Al ) FYPFSHIEZE7AR i
HW4 (14370 H vs 26,70 H, HR=0.59, 95%
CI: 0.20~1.02, P=0.056) . Jt&h, ESzH 5 [E
BRPERFST 0 W], SHUR PRI R E A L,
#5117 gBRCAmuti) J 35 42252 CDK4/616Y T IR YT I
IS

i T 5k = PARPi 5 CDK4/6i5 £ P 20 WA YT
TEHE e BRCAmut i HR /HER2 M 1A £ 3% R 0 1L
FE, X EB B, PARPIREAEN HIET
HUATIRE o AT ZEHE ZATHEHEIT TR Bz L
BWIRM YRR, teah, —ui 1/ 1 HHOPEMF
7% VT EZEHR R olaparibBkA I 5 P R HP 4300k
VAT —ZRIATT I BRCAmut I HR /HER2 I B £
IO A

(8) ERAEEN: I FiEFHgBRCAmutFIHR'/
HER2 BeHAEE, FIIAEEEFEPARPifolaparib
EATTHERAR (IERERAZE)

4.4 PARPi# & JRAE A Fo R BB ML B B2
Hur, EWNEZ B PARPifUffolaparib .
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JeHimaA] (niraparib) . FEEBAF] ( fluzoparib )
FIMAKIAR] ( pamiparib ) , HJEPHLH T U0 855
FIRYT 5 Hirolaparibid FRAIE T /i1 B 0937
JT o FEEEKVERIN, olaparibt FEHL T FL AR
T B AR YT RN LRI TG YT, fluzoparib
TE [ N RHEFH T 01 2RI 3R 9T, talazoparib
B 3 EIFDAHLAE T W ZLIR B 3R TT -

R ZHUPARPY 3 i JHF P 241 il €5, 3R P45 0/
( cytochrome P450, CYP ) #&42ftiif. Olaparib
3l iz AR AR, Nkt folaparib 5 /SRR
CYP3ASMMGIRIIA M, I PR fift FH sz B2 A1
i A YIEE; ke 5 /A CYP3A
WA A, KA MRS BT
BRAR L1

PARPIIYAS B 07 5 H A AR I3 #E A4
A K. PARPiE [ I PARP-1/288 [ & 4T iE
RN, {HPARP-1/2-5 IE B8 240 it A& 2 ) GEAH
K, LRI S B M SRR RN o #3500
5] At 2 Bl R VR AE OC . SR s iR
M, AlRes RN 5% s2ms-Ralk, nlhe
ORI W Fis s, nlRE B
it 110 Hirh e Folaparib, IGRHTHISY 0 %K
i LSRR B 5, I PRAFFFE ) R LA
KA R HRAE o

PARPifA R W 3 ZEALHE I 22 AN B
AR MR A RN, Jis EERFA, 54 FE
PGB IE AN RS . i PARPIFT 1 H
YIRS [ B (15 v P [ 5 B = B 11| N
A . Y~ 23Ty, N3 LSRRG
J7, AL SRR . RN R A
=3B, NIRRT, 4 TR A
A R BCR I I A i, FEIMEZT AR KR 290
g/LUL BB, TLAPARPURETRYT ; 4B AL
YRR, AT 1~ 290 AR Z2PARPHAYT
3~ 4G BT 455 FH 24 5 W00 T 28 v b e 00 Pk R 31
=1.5x10°L "

SN BN EN OGRS = E RN e PN
PR EZR A, B . MK SH PARPi i H LI
RNEFN, 2RI 1290 OB R ERAN
58%, XM & AFHN23%~30%, ARG
AR EZ, [HXZELYAGE IR AST 25—
FERRTE R, WRFERKYE R, W
Pt A 5 HE AT 30 minfiRHS-HTZARFEHTH], A
P2 A Xk TR f i, A FERAR FINK 152
TRIEHOR, [T 2520 25 BECY PAAR I A i
fKPARPIFITRL, Jo & PUHGICHE | 735 2Nt dH 25 2

CYP3AFHIGH] . A 22X BER T30 min/b i IR E
JEIRES . 25 S EWRIRSE . Ji8h, FAHE
FHRATY, DRRRKR AR

5 BRCAINERREBREMEFTENIMLTEE
5.1 BRCAI/2L B R 64 35 510

Ry U BT 3 A e XU N 5% AT R0 1) e s
1B T P A, , SERHEREA 25000 BE B sl o
O FUEEHE T 112 . BV N AL
LR LA :

(1) BEFREE . FEMEENAHTE
ik XU AT ) B PRGN, A0 45 gz 4 L XU 71 )
BRYE; LR T I e S g XU P A B8 51
PRWRLE E A 5[] i 2R o AR L 0 gt 75 B —
AR S AT AR AN (AR A )

(2) GARHE X GRIGL fIn)F5 2dE—DAh e
XL B RIS WO RE R IMA, RS
=HGRIE; TR RIE MG N EIE B BT R R
R SRS INATRS s A0 R A Ty 2
A CE) BERUES TR WS YT IC s 3
B, JUHR SRR R R s W

(3) TEAHAY BT LN FAR S . EEXTERE DA,
KAETEANR MR S, RIS WAERS | R R
SRR AR 5 9 [R] 0 SR R A BOR ) R R
O CHOT s ) 5 AN ARYAR = s SR B0 Akt
ZELG AT HIAE B0 5 i 0 A L IR 2H 2 A AL
PRAERG A S5 5 JE A A AU B AT o O 7 - D B
PIBE A (risk-reducing salpingo-oophorectomy,
RRSO) %,

(4) L IUAR . T i A 5 5T N R B S
it , B A8 LR B R SR I A O T
YNz Wr, RN AT ST R 2 R R R LR S
fIE/PTEN4EMEE 25 4F ( PTEN hamartoma tumor
syndrome, PHTS) W& Wikidr, FLAHEK
JR . ETEEREIEE . Sk AT AR AG A

(5) HoAbAI . SERLLA LIPAL S, T ake
R WH T4 BRCAKI S HBC- 5P S5 4545
fIE . F-3h 55 M 25 A AE B 22 2 PEAS A IR 25 B AIE/
PHTSA [ X6F Ly A #8 f) 6 PR ARG I b o, ST A5
HEAT Z2 BRI ARG
5.2 BRCAI/2E R R %34 F 5L R e 22

LR IR A a0 LA PR i &5 5 R e A A
hFE . AR A LS | FLIRX S A S
FPR RS ( magnetic resonance imaging, MRI) A
TR FBe, AFFEAGRFITESA (£
2) o BT hEZLZHILEEREE, HHBCHERE
BRI, FUIR X LR R T A A T R



(¥ @EERL) 202544355471

721

ZIRATHEVERTSE V1) e BRCAFEIN S8 R
[ i ds FBr, RIMRIKE HHRT77%, 1z IEX
YRR H36%, M N33%. ABFg T
KB, BRCAFEH S A7 & 1 45 1 MR
I, AT LA S A LR 1 R R R AR
LIRMRIFMZLIR X ST KA A g5 A, v DAl
BRCAIFEH A H B A IE K 24F, fIBRCA2
LR G AR I A AE I RER 18 1T R
A FUMR X 4R S s K vl 3 v g G R, (]
AW Y BRI, LR BRAS H J TTMRIE
TR, FRAEAE O s PR 5EBRCAFE R 2R AE Y
LT .
BRCAKEPRIAS I 45 o i 7 45 Jon g s 2 S HLo%
J& ] BB IR AE 5t A% IXUS: B H: XU, - A4S B9

W o SRS 2 B A BRCABUR PEZR A, AT
T3P 7 S AT B LS

Q) EREAEN: EWEFTEGMHBEX, 5t
FBRCAERFRTEHEFEMRIKE, BEIE
A A (IFEERIALK) ; M FREEM4H
ITMRI B X AR, TAEEEEEKS
FLEXSTELIBERAE (IERESR3LE) ; XKERE
RMEZLARYIBR AR ( risk-reducing mastectomy,
RRM ) EHEERFAIZRITMRIKGE (IEHFE
Z%3% ) ; RRMIEELTHEIRARKE, 7
ARITHBFESE (EFEER3E) ; Tk
ITRRMRY B E, W& (8 1E A PR (R 2L AR XURS 1Y
2y (IERER3IEK) o

R2 BRCAERFERZEFERRGF ENEIY
Li0%< HERE A B,
FUBSEA TG FIURXSS  FURXSTRBSEAA 2 IUN305 IR, MR, B X T BRCAI/2FEN FAL AT H M, FURXSIER

LA A W EBUNT25% SEIE B PG s BREAEVE T 10 K RS A I LA o 11 S S AL P T LA s A 4
o, MR R A SCR MG T B A <o WTRURIMASCEE, ARG

FLERMRIAG A WHHf 4G BRCAL/2FE N 7 HEA 3 (I i kA, 258 FHIRMEAT R BERAIR, oA B ) i)/ NGS5 5 B2 A MR
1R (HZMNET~15K) , ATLBEMFIRE AR SR SIS FrEMeidme, M
MR, R 288 e 12K

%3 A EBRCARZRMEESE AT NNEETR
RO [EgyiES
Eegin (1) MISH IR A TELE A K, 258 P UhEl] (6~121H ) FLIRK A .

(2) LA . © MEWEFA AAE30S IS TR, 25~29% FH4E LIRFLIEMRI ({20 ) siFLIR XLk ;
@ 30~75%, AR LRI AFLUEMRIG A ; Q) >75%, WA AIBUINE; @ X THBRCARAE, #2113
NRFEIETT I Lo PEAE AR R LR R, ARSI LN BEAE DR T LR X 2R 5 B FIMR TG 2

(3) F JEREFFARIAES M FLIRVIBE T AR . E A TR E e . FUBEE MRS ST, B, R i%%IERE
o L g 1 R XU B A A U A

(4) (7 B 52 MAE B AY35~40 % Lo MEHERERRSO (5 [ TR BE A I p e ) o O BRCA2IE K 5845 ) 1 L0 e o
AR LU BRCATHRE R 538 1 SR S A 8~104F , X T B 8 KA SCEFLIE BT (e AT SUMFLAR IR A ) By
BRCA2FEP 57 H I RRSOE 2 40~45 % HEAT I A FH

(5) A7 FRARIE R, #54H7 BRCA TEUR /v GE 0 M 28 28 A9 Lo Mk FEROPE 55 98 1O AU T REmS AT 8, 75 22k — 2B 3P Al
BRCANFERI LT 50 95 B0 UK

(6) #ATRRMAN (% ) RRSOMF LA AT 25 0Bl | A ASFN AR 16 iy i -

(7) SFFAREEPERRSOMIE , 755 N 30~35% FFUf AR I PR SR (148 S 1102 . QN2 BT ANMLS CA 125462, (HR
TP FRES BERRAN S, AN AT 8 i A Bt o

(8) ] 2 L& fiff FH A AIC L ARA8A AN B L0 XU A 259

b (D) W3S IR, #a3L0 HA
(2) N352 FF R, AE120 H A7 1R IG R FLIRAGEE o
(3) 452 FUf: D HEFEBRCAAEAM A THIFN IR T4 5 @ BRCA 51 5 1T 2% JE i ) s i A5

(1) 27 2 FRREAR R, L HIR BRCAFEN 28728 AH S HUARIE FIAEAR 5
(2) JB 3 A 20 ZE R T A e S P (G B A e L R RT IR SR I T A M Ak i 5 %8

s (1) 4558015 s T A3 A M PR JXUIG: B JE KU T3t 1 LSS 5
(2) HEFEREAT IR AL, 5 B AT XU ) 23 S A7 S DR AN

() F B, U nsWisEioi A5 (EIEIRIGRARTREIZH) | THERA & TR . Jr BRAE A e A i
#,

(2) BRCA2FEN 575 T - G2 IR e (PR Bab b AL A 56 o AU SRS A 25 WO AR A T AR [ S R (R A E A 2 . (L PRIAG:
W), HUE AR S . PG A R

LRGP

RS
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5.3 BRCAI/2A W = % 3 7 & Ho Al b 92 RUFe- /8 22
5.3.1  BRELyE KUG A FE

WY 55 95 A AT L 228 (9P 7 R of i B 2
J5i125 ( carbohydrate antigen 125, CA125) Kir
K EE . GBS RICA 250 A A #2 m R
Wik, P FARROVIBR®R; X T BRCAL/2
B RN mfE AT, EFETTRRSO, AT EEH K
— MR . PR b —I g AR 3L
BRCAYEM HIIRIFE 1 o, KUK B A L)
FLIRVIERA (bilateral risk-reducing mastectomy,
BRRM ) K RRSO¥J50S. DFS K 315 o ]
B S0 g 8 i A G L ] I R P A A 3 R R AN
2 SAEAR KRR E WA B A B R, IR AR
ZAH LT RE P AR 2 W 46 745 B 2 I L 210
L1224 R EEERIESY L SR, IR R 2
2l m] fif B B ) 2 A R A 40%~60%, [HEET
BRCA /23 P 58745 #5727 25 78 91 S35 A DG IXUBS: 40
BIEFEATRRSO,  H AT IR 5822 24 4 S [ AR B
i DRV 45 e P D e DR 2 S AN A

1 T H AT B R ARG i A B
RRSO1JY 2 F5c A R A T 517 B SR8 A0 o 0 4659 1)
Be o FARIE AL E U BH S K A A, IR
VIR LUAAT . 1ERERRSOMINHLZ bR, N %
JESEHN AR | B E MR, R e
SNEVE R oy R uR SN 3R B U R
RRSO ] BEXT 2 P A e 7 AR A T 2 i, 46
PRI R R R CE RBAME . A1) BERE
fi . O ISP A HHAE T g KU 3 ), Lk
WY HLE B R OCTE 2. fEBRCA2FE N R AR H;
M, ON SR KA 34 L BRCA 1L R 287
P B IE8~104F . [RIMLHEREAE BRCATFEIN 575 #5
i FMBRCA2FEN AW B Ar e BT a4
SIIHE35~40% F140~45% 2 [H] HEATRRSO 7

(0 EREAEN: X FBRCAINLERRT#
R, PERIPERENKREENARIESHIT
RRSO (EHEEH2A%E ) ; MTFEETREETHN
ZE, BRCAIERERTENE M E3IS~40% #H1T
RRSO, MBRCA2EERTIETHME40~45%
#1TRRSO, [EBTR G KIEEEAFARABINNS
ERkIEZ— (IEIEEZ2BE ) ; BIRRKEA S
O EVIBR A (282 i U %6 B 25 70 Bk = XA 4
IEVIBREERPEYIR ) FEIEIGKATHIER
TAFHE (IERER3ZE)

5.3.2  HIHHRIEE K e iR g AU A5 B
BEAERFSY 177128 6], BRCA2ELF 287 5
H1) Ji s 0 BRI AU 3G i 5%, {H H A8 Jo kS e

B BRCA 1RE R 2875 5 Fir 9] B 114 FEOis IXURS: () #H 5%
PEo YBOERTIIRRE VDU ( prostate-specific
antigen, PSA) H{E %3.0 ng/mLi, Ry ] GELE
FIR Bogig i 2, P HERE BRCA 2 H 5848
o7 B A TR BRI T A

R IR B 348 P A T i A DG S PR 2 AR A 1A
AT IR U A, E B G WA ff T4l 2 P I s
X T BRCA1/23% K 58 A8 #5417 5 A W i AR A7 388
o JEN, — TR R e XU R8T A 7 A A
gE VPR, 2R SR i A I 3 ) 1
B9 R T3], HERBRCAL/2HEN 578 Wity 2 A ik
P o A oA AR AR R T RE

M EHRAEN: EHFEI405HWEH
BRCA2ERARTIEHTEBFHITMKPSATTE
(IEHBE 2B ) ; BRCAILEF RIS EE
ZDHIN—RHZREREBEIN W IERE,
AIIAEEMNS0S Fria ( kbt BRER EHES~10
%) BEHTIEEMRI/BERNERE (IFEE
7325 ) ; BRCAIERRTIETE N IERE G
EBRFEAGRARY—ESHIT (IEEER2A
*),

54 BRCAIZAWREIIMBEEZGLET

I PRATIESE (' 220, BRCAMMIIBE 5 DNA
DSBR A L4k A7 3¢, mAR H R R UEHE 547
AL, (HRNBEHERE BRCA 1/25L K 9875 4 P By
B g RIAEFE AR ) AT R AR I SR A . AR
BRCAI/2FER G H v, BARMEIR DI RE R
I, HHEEEAR, maEe ™ His
JiTERRSOMEA AW Z Al 5E AT, B TE
AR AT U0 AU IR R R AR A, H S
TEIE AT AT B T R Y L A
HBC- SLI 25 A ME I BRCA 1 /23 PR G875 4845 -
1 P TS W s IS A A BTG 2A A, DLk
TR N R E A T —R 1 L Fid
R H AT ] e 8 7 T T R B R FER U Y A
FRELEAL

H mi 5 a4 7 AT o 5 TR B IR
WEZZYG | REZETES R MY MR E N E
e R HATEHEE IR, (EX TR SZ50m 1
BRCAI/2FE R G AR B AEAT S5 AF I 50 T 4754
R R B, R MR R 1Y)
R ) o (EAS T A, (A IS s
TR v B el T R XU T, kA S
ikt 22 2
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@ EHREAEN: BREAOLEBRCAI2EE
R B FMERRSOBEER R ES
(IERERIAZK ) ; HLERAFKGTELE, EE
EER#ITINFMERINASERE (IERER
2B ) ; HEHBC-IPERBRLESIERBRCAI2E
ERT T EEFES A2 WS AR E N BT i
EZRM (IERERIAZK)

6 BRCAIZEFERTEGTEMNIGERE

BRCA1/2HE A 975 #eris 25 10 10 By 1 it 6045 24
Y AF AR
6.1 ity

LA 3T AT HEPE R I R IRSS ( NSABP-P1ist
g IBIS-TiAg Y MISTARIKE: )
7N, EPEMEERIETTH (selective ER modulator,
SERM ) Z&24 % F FL W3 =5 £ N R 7 B 1
Fl. NSABP-PIRFSE "% 45 WoR, 52
4 (81 ) FHEL, #2375 iRyy (341)
A] i BR C A2 5L PR B0 4 28 728 f e #5735 & A=
988 B UG P 62% ( HR=0.38, 95% CI:
0.06~1.56 ) , AL EIFTCILFFIRBRCA I 2L
S P 98 AR (R A A 4 & AR FUMRRA I KBS, X T B
5 BRCA1HE B0 PE 5 A8 g e iy 5 &K AZER L.
g L A e . TR WA RIBRCA L2
ZAFRF D (9] |, FTLAEIEAIEFE5)
FIEACM IR, ¥ IEA JTIEYEIE R Al 2 2%
T HL2HApL 25 9 01 b7 B R C A K 5 1 L 98 1 45 3%
Yoo BEWigE P R, B SRR R
BRCAIFiKH I ZNF423F1CTSOT. Z A6 e 3
UL PR IR 2 85, H 5 SERMYAYT WA & A=
FLIRIE 0 R AR A O, X —HFFE R T e 24
YT BRCASE R BUR PR 28 AR B 45 45 3 & AR 3L
R PR A L

IR R T B i RIS Y R R
AU AT REAR 46 22 )5 10 £ 153 vk L B 1) % A=
R ELAT LR g 00 B3 X O 2L s %) 75
Bfic (HXZA Rk, 1 ICUEYE SZRFATAT DL T i B
BRCAI/2FEH B2 AR 3 L AR E . )
— I [ RS Y 45 R R, ERT BRCAI/2JE
PRI B0 1 28 A8 I LI R Bl B IR P FH AL, ]
R 2 AR TG R K ) L i 1 JRUG

KT Rkt 22 25 & A5 23 3 IMBRCA 1/258 78 15
R LR S IRURS: H HT M AR AR i, (A AT
gE U ORI R 2 AT S INBRCA /234
DR B0 1 2 A f B 7 257 e A LI ) XU 1 TG
FHIEHE

 EXRAEZN: HEIXBRCAEREHHMER
TERETENAYTGRR, 2EEH—TH
RN (IEEER3ZE ) . B3 FER" BRCAEH
RENIABREERSE, TUEFEERRNSRET™
PR MZLARE (IEEEZR2BE ) .

6.2 FARIMEG

F-AR B 4 7 =X 3 AL 5 RRM A 191 B
XU P45 BR S DT BR AR ( prophylactic bilateral
salpingo-oophorectomy, PBSO) . I T
TR G0 s X ) 6 AR B g [ S 4 A 14
K, WG R BBRRM AT K 2590% 1 FL,
Jige FEOs XURS: , He P 240 B4 SR 7R, BRRM
AJ FEAIRBR CAGEAS FE P 4571 24 85%~100% ) FL AR
9 EROE KU . RTREPEIRBERLBA S 5T 1 2t
6.44EBfT K, BRRM A LA BRCAXE [H 28
75 95 % 1) L g AEE XUBS: o T T B ff 7
AAE AR AT, TR R, RAR
LS A BEHESZ BRRM 1] 375 29 34E (1 A 473K
%5 20234ESABCS FAM i —TH44 A2 482
1] BRCA 13 H 58735 i LRI 58 Bk g e,
B AR 1547, 25 B8, BRRMARE R %
R ARG L AR g O SE T XU ( HR=0.78, 95% CI:
0.55~1.13, P=0.19) . Jbmt Rz Bs B i —
WF9E 7 s T BRCAZE S F M oes B 35 B X L,
Ji s 9 S FMARL A | AR AR A1 8301 5 7L AR
FE KB AR AR E I 2R, 25 REW, &
HWSFR<45% . HAMIERIGE S | 58728500 15
SEIT R g . RAESZ N AT UAR YT S X FL g
MR fE R &R, ZBER ] T35 S I R e
HEFEBRRM, [AIH), BEEHETFRE))ZMH,
RIGH LA RFTES . AT #£0,
To i AR b R AT, BRI A
Ji I B 8 e A DX 347888 T - — 33 s s 1 BA 5 e
75 U % 112661 BRRMUS 4532 BN 20 5L 5 S AR 11
BT T2.84EREY, Hrh10% &AM, 9%
RAEG, 14% R AEARRZEES, 33% MLtk
TEHRFAR, BRIz, i oBsim gy
B, FARANIATZ =BT, WA EIER
IR 25,

TEBRCAZGEAS FE K #1 # th AU TPBSOR] I 3
B AR A BE TR A R AE M A8 T % >0, fH
PBSORE 7 R AR L a1 Fos KB FISE TR, B
RTE5EA A —2 1Y L — TR R 1 S AR %
OFgT 1 BRI, BRCAL/2GEAS WS 1 %
PBSOJ& 54 N B FLAR I A 228 BEAIL, (HS4E )R
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Xk B AR A XUBS: B S MR 55, U X BRCA2
oA o I PRSI P R IR B AT 22
RS, SRR,

(4 ERAZEN: 3 FIEFBRCARERTH
TR ANEE, TR MEVIBR AT LUR DM A £ R
B, BEREHNERGCEGENERA—IUE, &
REEF, NEIRZEBRCARTEWER., K
REEERL, SZRSABEBEFNEMFRIEL
fETEMR, ERRKEFTHITBRRM, 3FF/NF50
SHERSREEEFUEEZ RS EITPBSOMUERSE
RAFE (IEFEZEHBE)

7 BRCAINZERARTHHEME
7.1 BRCAK R 742
700 KEIET )

FRELHMIEIRE S, O AWER . R
. TEAREE . TR L L TRl R
P2 Y R B U A s R KRR R, AR
— . TR SRR R R AA IR . IS
A ) S T U A LK T T PN EE 3
R R A N C ATt BRCA 1/25E A 5
PPAR B A 1) SR AR 5 45 RN A 4 G T L A
W, ANER | R R T S AR 2R
AR 5 5 B A BRI v A ) JRUBS: . AT BERY
iRl =] 15 Ve i we 7l P (=P SN SO e e ) US|
PERZIN S 5 L R 5 T RS R AL ) LA KK
MR, HEFAERE . AR N
SF R
7.1.2  SEARKGIN Ko ik

O FEH NC AT BRCAL2ZF R H A7
FEC NG AR o5 BEUCR A — AR 7 R AR I 5
WRE SO ;. @ RGP ARAEC RN K
A MBI T BRCAFE PRGN : EHEBCR H AR
¥ ( next-generation sequencing, NGS ) FiARZE
B R BRI I Ty KM BRCA 1/235 R i) 438
S UL RSN A5 N E X £ 20 bp.
7.1.3 KNS

TeiekaEs S an ], A fEE AR R, R
PENCONTERE 7, M5 AT LAY T AT,
AT T o TR T A N 45 SR o)
25 SR T TAH . A RS A R 5 e 5 AR
—LBIGRAE B, NS5 R A A |
Bigeli; mAAE R, A RHswr
BB RS s PRI S SRR ) B R T
RIS A T OB S SRR

b JRUSS: B B3 2R A T BRCASE RGN
7.2 BRCAK R i & i & 42 4]

NGSH THAMA . SRS, Sl
HBRCAIZ2FEHRM R RAS (it RAE ) R
Mg AE (RIS MRS ) Rl i B A . B
NGSHIJ IZ R, XINGSH AT F i B 4
R IG IR = A V77K o SRR K o
( College of American Pathologists, CAP ) 2014
SERART (AR SR = A AR ) L
M ELEE &A1 Cilf R S0 38 — A0
DRI A 0 4 R 4R (20174F ) ) 1% (=
AR AAE iR K v = 22 W b i L P e R 3
PO I ETF R F AR B BRCAL 2
Rl R (201987 ) ) 17 K20234F10 H JF A
() BRCAHE PR 58 A KM 3R] 8 M a3 FH B AR
TR (EREEITE) ¢ YY/T 1865—2002) 7 4
XINGSHF TR A T S

Jo a4 i R T W R NG S AR i R
WA, AFEEGR AR SO 4
ML AR R S Bl (fF
BOTMTIAR )« R A BRI DA A 12 A S U
[N KNI =3 U< a7 N s BNV R iR TS il bk 3 S
FIFEAT FURT I 25 S e B M . PRz 4, R4
BRCA /2L PR K6 I (1) S5 56 5 Wh 2038 2o A OCHLAE A
WE, A RE R SR E R E RS, T
PR RIAR R, I S E bR E N A=
(]SS P30 6 A B8 64T 9FA, . BRCA1/23%
PRGN 35 K2 N B ALEG A B2 . A1 B2 o
Br N B R AR RN DY, Wb 32 i A el
BRI, IF3RAS MR A AR A o R R i T 2 T
BEA~BRCAL/2IER R AR T, FLAAR B4 3t 7
JOF N s B i L3R4
7.3  BRCAM RN IRE N5

g4 R BE s AL e 5 B A e e B
( American College of Medical Genetics and
Genomics, ACMG ) KA il RNGSHR#fE **
M CBRCAL/2% s b B L 2 IR (2021
R ) Tl R PR ARG 5 I B R A
MATAL IR ) ) e AR S M
(A IV AL O ) D W i

O PR E EAGE SRS TS .
AR MR ME RS R R S s A L
@ BEAMEE  FEARZA A HIEY,; B ik
KALA R RIS S s @ R B, © kg
Jeo DB BT K B BT 4753858 R 28 48 1) 44
PR LA AR AR SR8 Ko 2 I T A i
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[ FBBACMG/ZE E 7 Fi Hi2- 2 (Association
for Molecular Pathology, AMP ) 433ShRHE, $5>
FAEPEZE 5 | 5 #) i R A 3L
AR, DABSEA TR AR EOR M E T © Rk
K Y FE BB A 2 (5 FH A BR C AR J7 1 I
IR E R AR A XK © R kR

BRA: T B (0 FHAGEIN 77 12 B B A SRy BRBEA T 1 5

S ICHR . B R AL S AR W M 2%

SCHR s @ At 0 S g s AR UG R A5 8L 5

10 K N KA R4 o A R =T pLAe 5e

SRR, DU R i N i 55 = 5 A A LR )
RS T T

Fz4 BRCAEFERNRRERREESR

oalllpiee

T SIN

HACRAE . mfkdir R 5 RIENSITE, BREGUEY ORI SRS AT Sy AR . ke B T

P S HAY S 47 -

Bive i MR, HESKE . AW IR S E RS, B RN TR s

B
3t

DN A FEPA

HEREE -

SCPE ) 4 FEATAL

EREH] -

AL FEPAR

P -

o FTAREATTIES CYRAE A ORAE, IR 1R s A I MR EH 217620580 CUKAEIC

WIRAE s BB A B -80 “COkA I fRAT

DNAZEIE | W JE N R BT
RERREBCE ML MER T TR DNAWR BEMIAERE 5 BRIRWRSEIE v Dk A5 07 12000 i BEAL AR BEE
Tl

SEEDNAMREE K Bk
Qubitsl S 5 2 i A TSI ( real-time fluorescence quantitative polymerase chain reaction,
RTFQ-PCR ) {l5& (I & 5 Bioanalyzer 21004347 A BL K/

UL LR A T
Q308Q20H >75%; L IEENA [T MEIE £ 12 i 7 45%~60%

Bl oA

EROPAL . SORFRE . MFUREE . RGN —.

AT (D) BT PRI FR50%80100%, AL F 4 T RERAT.
@) MIFHE : SETYIEARATN PR, WRRFALN >200X, RAAMIZAEN>1000X ; He T
R CRICRIF ) WIRARIFIREE, MRRIALRI>100X , {(RAHIEIAR>500% .
(3) IR A —1E . FARK R B R NK100%, REEH—PERAET90%

S

ZH I EPS N T oA A IR AR o [ — AR MR AN [R5 Pl RUAS SO W o P A A B0 103

RECRATRENS AT 2257, RIS S8 70 ST BARTS I IR U ) 15 R slbr v 24 Ak RIS R ZE A2 NS 558748

ff e AR, DA T

R BT DR NS, e a] IR sk
PRI T NE . O 2207 siReads[8l
@ Sangerll /7 ; B 1722874507 55 ; @ K%
PRI AN 20 o
7.4 BRCAK P45 IR i

254 ( ACMG R AMP T 51 %8 75 fift 132 b v
R RS (20150 ) ) 11 IR AR SR S AL
(R i 152 2 E B % ( Evidence-based Network for
the Interpretation of Germline Mutant Allele,
ENIGMA ) (95355 ' & ( BRCAL/2%3s
fRiEh E LRI (202188) ) ', ¥ BRCA
B TR 9 70 4 H X A o v AR o3 Ry 52
528 (pathogenic ) 5 425-AI BEEUR M

(likely pathogenic ) ; 32-E X ARH] (uncertain
signifcance ) ; 223-nJRE R 1 ( likely benign )
F1ZE-E 1 (benign) o HH1~52EBRCAN FR
SR B EUR AT BEMK IR <<0.001 . 0.001~0.049 .
0.050~0.949 . 0.950~0.990, >0.990.

SRR TR TR0 =, AR

Fr B ATREREAE | S5 21 PR A T i T S B S
TG PRAE ., X B A S B 25 S i
WA £5 3L, R AL 2R L I BRARRR 1
LR TR, FOMARHE RIS A e fs
1 S AR 5

W PSS B (SHMAKTEA ) W
P BRCAFE I I h i B3R5 . BRCAIE
PR G A T B 45 K B (AR g 126
WLk RS . BB . SRR
FRE T LB ) T
15 SNBSS M SRR 2 L, M b R ke A
BRCAMEIR 58 SO TS, T 145
S 5 BRCASEIR K P G I R,
SATUTLEE 4 HOTA YT S, 470 7 e A BE R i 4
AT, M B2 T A B 1 BRCASE
B 25 B e 2 37 S BRCAE PR 575 Y SO v
BRARAIIR, X BRCASE DK TGS S0 2 ke
M.
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