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Abstract

This article reports a case of high-grade serous tubal carcinoma (HGSC) in a patient with BRCA1/2
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double mutations. The patient was a 60-year-old female who presented with irregular vaginal bleed-
ing. Following clinical evaluations, she was diagnosed with high-grade serous tubal carcinoma. Ge-
netic testing revealed that the patient harbored pathogenic mutations in both BRCA1 and BRCA2
genes. She has undergone debulking surgery and platinum-based chemotherapy, and maintenance
therapy with PARP inhibitors has not been considered at present. This article details the patient’s
clinical manifestations, diagnostic process, treatment regimen, and follow-up results, discusses the
impact of BRCA1/2 double mutations on ovarian cancer and their clinical significance, and provides
areference for the diagnosis and management of similar cases.
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1. &

A GO IR (HGSC) e — B & U B0 . SR e S JR PR I B e 2 IV 28 (1 206 Je g
ZIIERE R 2 AE M AR 12 | it R R, S BURE PSR SEToE Wi [1]. BRCAL fil BRCA2
&5 FUMRE AN O SR AR G 2E R [2], ZIIHSE A BRCALR2 Z3728 B B HLIE I s Lo 1 U T 7 2 3 B9
B - G0 BLUIBR AR FE R, i P A I8 e LR e (R 46 A [3], BRCAL/2 BE R ¢3¢ 5 A% 1 HGSC
HYIMR[4], HEOW T HGSC MiGI7 e ML I F ARG T A Gy 2 B AayT, b as
FAR AT BEFEIT MG IRITI5], RTHEMYATT, HRTM LAY PN A R 2. RIRE
PR 1% K 55 & (poly adenosine diphosphate ribose polymerase, PARP)# 7] K HiAth 25 254[6]. PARP #2& i
Chambon Z£[7] N E UKL, 582 T 2005 4F & i — TG 14 B 72 [813E B T BRCAL/2 Bk [ 1 filgd v]
DUFIFH & SO , 2% B ) V5 2 4L B e 4, PARP 1151 771 72 ¥R 97 AE 5 2 BRCA 5848 HH 5 B 5198 (15 HGSC
T2 15%) (1 B ZEHE M6 TT 254, AR FAINLE 597 RSB S K8 1) “ A RBEUE” Fetk eI, *F
FAE IR SOLO-1 k56 & B T U1 598 £ 35 7E3EAT PARP 4ERFIG)T J5 5 E LR A HI(PFS) B B & L
9], HAETIRIR B Wy BRCAL/2 BIER 584, H 3 EEM it £ 2@ BRCAL2 HLRAL 5 HGSC (X &
JORTTF B, 4T BRCAL2 XFEAE, HARNGKR FBCNF ML, s HGSC Mk R KB TT e A —
FEMEZAEH o A SCl I R 35 — 151 BRCAL/2 XUIRAR 1 i 2 ol F v 1 i N9 A3, IR LI PRI AE ¥R
SR &G, BER IR AR HZ R WG AR, A MR RIT it 5 % .

2. IRBINE

B, 1, 60 %, T 2024-09-10 (Kl “Hfl VB i 47, R IA M B X 8 K7 NS £ i
BETPR B, SRR 0 B R 75 DR R A R (R b e B T A 1, &/, s ar, B HAbRER . TokF
RIS, TOREL . MR EHREEEZ AR AR “ I, [YE SR 2 B R LS A,
ZINEZ E AR A MOP SR W, K% 2.3*15 cm, 5HEMT. I8 MRI#-7R: A
MIFEIX S, K/ 1.9%1.0cm, 5 EHo0E MR AT/, AEHE. CAL125: 1801U/ml, HE4:
163 pmol/l, SCCA: 0.5 ng/ml. ¥2bi2Wi: 1. 2% IRE SR 2 2. B3 ?
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3. BHR&T

X BEAT RIS IRAAR, ARrh IR 5 AR AR AAZ) 200 ml, 8 S0 IR R R AR I 42,
e AN G e WL L ), R RN L JiE FR I S G T 2 M 2 T o AT IR AN T E ) + XL
ABEAEDI R OO R SR LA = R 45 4L) + KIMARDIER + BEVIRR + &k EES ks EasHaR + X
] 23 Ry 55 1 IO RS54+ A T B RS A DT BR A o R S L7 « 2 (60 O /5 v 0 A SR T P e, 58 R UM B 44
TEWES . AmONE SRR R IRUUERE . s nssiaians, et . %kdik: P16 (5%
#%+), ER(60%, +), PR (-), P53 (-), WT-1(+), Ki67 (+£] 70%).
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Figure 1. Gene mutation detection report
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FEDRASI . SR AR P4 AR A BRCAL/2 £[K, &I BRCAL JEFIL 24 54T T ¢.5470_5477del
(p.11824Dfs*3) 1 548, BRCA2 J:[A 2 11 5 4ME T ¢.3217C > T (p.QL073*) JC SLHRAZ, ¥ M EU 14 58 4F
(L1 1) [ B A 0 FE At B S A DGR BT, AR R IR A SO M R AR
4. J{ITidiE

PR LAt A R S5 3, L e MR T TR . REXTEE TR + REOTEMN
7 6 AW A0 R IR AR DGR PR AR K, LRSS, 5 6 AWMLY S CAL25 5% 35
Uiml BLR. FEEE BT BRCAL2 XURAE, @CEEHH PARP 7B A iH R 4Gy, BHEA
NIRRT K52 PARP $MEIFIGTT « 1697 b FE B 3 BN RS 7 51 B B i s, TE A
PR R, 45T b2 SEREAL B f5 , R . H RTERATIE XS S AT B0 IR B 2053, it
BFATHE— P 00RYT, MR G 8L T0HE R AAF I, H RTIR YT IR 258 58 JHREAT A G REAR 6 5 il
JTRFR I, PR R IR R B R

5. MG

BEVEKR 6 MTRALST, Bt 3 N 1k, ARGIEARRE . FREbrE(CAL2S,
HE4) A GRS . B I — S0 RAF, MO feAn K FFE IR RN, 285 B R R IR
SR B IE DL BT X B R B2 PARP HHI 4 REG YT IR, FRATTTE R STt e WA V7 8 3, (R 2308
I HERE U V) R B U S R . BRIV . BREIWEILR, W5 R B 3 a4 RrG
T BEARNEIARIME S KA ERAES, HinzGE&airid—2rEyT, UiksESk
B AL

[ B AT T S 3 1) F 2o AT AR DG R AR, HEBR KB R 6, R BRCAL/2 Ji [/l 1) A8 B A B
(RH et AR AR BE R IE, BESE#A N BRCAL RAGHE N &, HA LA 50%MEZ %1 1284, )L ¥ A 50%
MERIE T LT BB B OV, el R L T —R). ZEE WL C 5B CHER
R, g5 R EHBEE—FE, Jy BRCAL2 WK .

6. g

HGSOC £ 15 §1 S8 7 (1) 50%~600, =ik 5096 HGS G 8y 5 3% n] fgif it (055 2E 5 & BRCA
RAF . R4 BRCA T2 F1 BRCA JE 21 H J: Ak B 2 3 H 715 = 45 5[ (Homologous Recombination
Deficiency, HRD). XJT BRCAL fll 2 RAF[10], K&/ iIE#E A BRCAL2 HIAF, IR DNA XUEE W2
B IhAE, 5 E0M I R A e o T B, 3 i 2 3 I 22 FeiohE 1R R AR MRS, %R N L BRCAL J
2 WRAL [ HGSOC, T XURAE, T BRCAL/2 ¥y DNA XUEEMT 2B E iz O R, XWWRAL 2%
B CWEBEGRE” , Eg R R AR E M — P T . BRCA BLRAHERE 70 & i HGSOC )R
N 8%~39%, XURALHE ;KRG AT FH 2 40%~60%, LW 5 KA, #ish 2 A IA-1viE), 7+
BRI RIUE “AZZ8PERE w25 A7 HI%F Ao 0T BRCA 2[RI 48K 2 %350 1% 4% 5+ (Pathogenic
variation, PV) 2 B4 5 1 [11], FEPANFE R H 5 R RR & PV 55 3 /b 2 XD (WU A%, DH). B
o 5 RIS () 47 KA P R R DR RS I B AR A3 B8 I 4 T, A BRVE I 9 ML T BRCAL/2 DH &35 [12]. i
Liede 25 \ftiit#E g Kk AR R 3L BRCAL. 2 DH [ k4% A 1/250,000 (0.0025%) [13], Leegte %5 A
fhiTHE BRCA 538 (AR R LM XU & 3N 0.22% % 0.83% [14]45:%% . 4RiMi, st E BRCAL. 2 DH
WEFET S, HArFRAEF AR — T o b B8 BRCAL2 DH B M7 o, TEESBA
%, BRCAL/2 DH KA=%4 0.97% (4/411) [15].
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X FIX PR 1) B IR T 29 . R ) I U B v [16] . IR HXUSRAR 3 6 PARP
7 U 35 T BRCA FRLSAR B85, PARP 1l 771 & i ixk BT PARP B f 335 1 » i3k — 25 4011 DNA
REEWTRMIEE, 5 BRCA FEH AR SE RV EHIEE (HRR)SE VI FMEH, SFEMRAIste. 4
Xf BRCA MRAH K HGSOC &%, —ZinyT iR Je kA “HRAIT (W REAEC & S 12 B) BE5 PARP 41
HIFILERRTT” 7%, 5 BRCA HBRAZBFALL, WAL 35 1) PARP #7714k KR 167 v AT & B
K, KT HGSOC HB#H4EFEIARIT I KT BN 2 4, FIRERIN IR IR . 5 B E TR b
P PARP MM 25, W% IR ARIT TS, W “PARP HIHIF + Ui A= 2 4 (n VAR B
PU)” B “PARP MHIF] + Feke 25 s3I (n PD-1 HUk) 7 4k, ATM (Ataxia Telangiectasia Mutated,
FETE R BN LA 7 TR H 1 7555 40 T 1 RS B BT B R ) 254, R i o0 i 24 SR A SR VAT
Rad.

B 7O R AT AR AR TT A, o B BB A SR SR T A TZ R KB 2 K HE . NCCN
T PR T OO R K s i s fa AR, HE/T BRCA LRGN T L& 3% “ TP 37 BT . 0
AR H A LM B O S0 5 S B9 /MAHEAT BRCAL 1 BRCA2 3 R 5848 (7% 25 LA K L T « 79
T IIE BH ] A 20 AR 5% g 110 & 2B R BB U [17]. 3F HLii T BRCAL A1 BRCA2 JE (K] 58748 5] it fy gt %
PEFLIYE AT HGSOC LAH et % 7 sasi A%, 24 o 5 384 JXURS: A O (1R RE 03 491 1) — ¥ [18]

TRBATNZEF K2 )L55H T BRCA FEFRARN, RHHE, E&FMZ)LZ BRCALZ2 XK
A, T 5 BRCAL JERIRAS K Pk, — A R NS I KU 419 39%~58%; 157 BRCA2 JE K RAR
(2, 12 AR 22 13%~29%, 111 — M N A HR o 1 R8O 0 1) 2 A2 U 24078 1.1%, F B T-#5 7 BRCAL/2
FU F= DR 11 53 AT TR0 M X000 i O 7 B S5 U7) B R T A gk e SR AR 45 A A R O L 0 KU BRI A
1%~2%, SIFRIERIEIE 25%, FEmE A RIEmER[19], BEM L)L 36 &, IR BRI T i L 4e
FHMRENAIE MRI + HfA; 6 MHEEAMERAE + CAL25/HES BEARI, I O@EUGZEFH ML
JUJG BERAT TP VER S R & ORI BR AR, HIMCeAd, R R AR AT BT AR UIBRIGTT
ARG 5 B NAT IR B AT 2 A ARA RS, B T 50 MU RS TR, e Stk gk AT %
VIRV, JGVE e SRR MR va 7 AR -

2 LATi&, BRCAL. 2 DH JiBIHE N, StTi2Wih HGSOC [, InpRES 4= B E & 75 2
BRCA RAZ, JfHXT AR &S, RAMRMUIIEST 7%, ARFEFAR. (I7H PARP I FI4ERFIATT o
A, 7 BB AN B AR A W RN O 2, DASIZ B T (R R s (- S 30 3980 AT 1. H BiTX$-F- BRCALL
2 SURAL (AR I FUBONM D, A SO Z 3 R 352 PRAP HIHI I 4RI, S b JCBErva T 5,
R IRATIE 75 B L REAHTE 70k i3 — 5 18 B BRCAL/2 XURAZ X HGSOC & 15 A A F KM, 50 1%
FKEF RN L 7 R SAR R E 4, ARSI AL 248, S8 BF s .

R
AT FUSAT 1 8 B TR A 5 3 O i P8 B4 S M (L5 : 2025-789).
ZREEH
AR CRR BB AR TRE. B%CuSm@Zh i H . G EER

Ry 25 AL
BEZFHFE
1E# P B T 5 R 2
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