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140 151 5 [ 152 44 1o XU L R g FR
BRCA1 Fl1 BRCA2 3 K & 28 B 5%

A A xiwe# 3rF L #ERIE S0 RREK FaEm Za' A%
ANEH F R £2F

[(FE] BB HFRPEBRAG SR FE S S BRCAT Fl BRCA2 22748 1E M, Fik AR N
PRBRIEWIST R IR ANFEEEE 2014 4E 9 H T 2016 4E 6 A SLi2 i 4 307 BE By SLIRE ANREAY 3515 85 X
6 LR g FR 3 140 9], B 2 M4 25 Sy g = BA R FLIR SR 4H (35 #9) AnlE = B M FL IR 4 (105 41))
iz AR 3T A ZH 2% BRCAL I BRCA2 B 49 N4h - K AR 343 N & 7 FE A AT 4600 | o460
AR 224 SRS B A0 (BIC) | ClinVar $df 2 o b 47 % B 2 2 15 0 A A BUR 248, RH
X° KB AT B 2 A = I LI SR = A LB AL P Iy i 5 5. R BRCAL/2 BURRDE
M 21.4% (30/140) , Hirh BRCA1 BURRAE RN 7.9% (11/140) , BRCA2 BUKRAZF N 13.6% (19/
140) . 20 NZASE A ( BRCAL 2 A FAY 17_18delAA, 1535 _1536insATGA , 2013 _2014insGT, 3266delT,
3458delT, BRCA2 L[ |4 1527delA, 2059 _2063delGATTA , 2440delC, 3919G > T, 5461 dupA , 6304delG,
6368dupA , 6446 _ 6447insTA, 6552delG, 8016dupA, 8800C > T, 8942 _ 8943delAA, 8899delA, 9070 _
9073delAACA ,9274_9277delTATT) 7£ BIC , ClinVar B FE 4 & WARAE , IF & B0 1 4] B3 #E4HF BRCAL c.
5470_5477delTGCCCAAT, = RBAPE £& i KUK P 2L I 2R % 157 BRCAL/2 BURZR AR 34.3% (12/
35) B TAE =B 17. 1% (18/105) (x* =4.582,P=0.032) . =FATEFLIREZH - BRCA1 B 58 28
F31.4% (11/35) , AE=BAPEA R 0(0/105) 4 [0 22 A8 Gt L (x* =31. 604, P<0. 001 ) ; =FIHEFL
JIEELL P BRCA2 BURZEAE N 2.9% (1/35) AR =FAYELLI N 17. 1% (18/105) , 411 22 B IC 4 2 7 X
(X*=3.430,P=0.064) , &5t FiRIH 20 DR S ATEE N P EARE, £5 T H E A BRCAI
il BRCA2 %8753, BRCA1 c. 5470_5477delTGCCCAAT A 1l g A AN AR A4S (BB IR 429 K
FEAREHE— S, 1% e KU FLMR 6 B2 3% BRCAL A BRCA2 S8 5 0 A5 561, Jo 2 = I 3L
FERE, =AML = XU FLIRE B BRCAL BURR AR R,
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[ Abstract] Objective To investigate the BRCAl and BRCA2 mutations in Chinese breast cancer
patients with genetic high risk. Methods This was an exploratory study. According to the inclusion and
exclusion standard, 140 breast cancer patients with genetic high risk in 307 Hospital of PLA from September
2014 to June 2016 were selected as objects. According to the immunohistochemical results, the patients were
divided into triple negative breast cancer (TNBC) group (35 cases) and non-TNBC group (105 cases). The

next-generation sequencing was used to test the sequences of 49 exons and adjacent parts in BRCA1 and
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BRCA2 of these patients. The detected pathogenic mutations were compared with the mutations recorded in
Breast Cancer Information Core ( BIC) and ClinVar databases to screen the newly discovered ones. x> test was
used to analyze the difference of pathogenic mutation rates between TNBC group and non-TNBC group.
Results The mutation rate of BRCA1/2 was 21.4% (30/140) , including 7.9% (11/140) in BRCAI and
13.8% (19/140) in BRCA2. There were 20 new mutations (17 _18delAA, 1535 _1536insATGA, 2013 _
2014insGT, 3266delT, 3458delT in BRCA1, and 1527delA, 2059_2063delGATTA, 2440delC, 3919G>T,
5461dupA, 6304delG, 6368dupA, 6446_6447insTA, 6552delG, 8016dupA, 8800C>T, 8942_8943delAA,
8899delA, 9070_9073delAACA, 9274_9277delTATT in BRCA2) , which had never been reported in BIC and
ClinVar databases. BRCA1 c. 5470_5477del TGCCCAAT was found in one patient. The frequency of BRCA1/2

mutation in TNBC patients was 34.3% (12/35),
patients (x> =4.582, P =0.032).

significantly higher than 17.1% (18/105) in non-TNBC
BRCA1 mutation rate was 31.43% (11/35) in TNBC patients, O

(0/105) in non-TNBC patients, indicating a significant difference between two groups (x* = 31.604, P<
0.001). BRCA2 mutation rate was 2.86% (1/35) in TNBC patients, 17.14% (18/105) in non-TNBC

patients, indicating no significant difference between two groups (x* =3.430, P =0.064).

Conclusions

Twenty newly discovered mutations may be unique in Chinese population, which enriches the spectrum of
BRCA1/2 mutations in Chinese people. BRCA1 c. 5470 _5477delTGCCCAAT may be the founder mutation in
Chinese, which needs to be further confirmed. The doctors should pay attention to BRCA1/2 mutations in

breast cancer patients with genetic high risk, especially in TNBC patients. TNBC patients with genetic high risk

have relatively high mutation rate of BRCA1.
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A5 1345 (Human Genome Variation Society, HGVS)
fir g RS B R R ARG 56 F R 2 A2 5
FER 20 2727 25 ( American College of Medical Genetics
and Genomics, ACMG ) Ji5 I, 4% il 21) (1) 2505 58 22 A
A5 3R 9 {5 B H 0 (Breast Cancer Information
Core, BIC) Z(#%E (http: / / www. nhgri. nih. gov/
Intramural_research/ Lab transfer/ Bic/) . ClinVar %%
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T Geit o
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5461dupA 11 Cys1820fs 0 0 27 H i
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