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KHAO SAT BUO'C PAU VE TINH TRANG POT BIEN GEN BRCA1/2
VA POI CHIEU CAC TRUO'NG HOP LAM SANG
TREN BENH NHAN UNG THU VU VA UNG THU BUONG TRUNG
TAI BENH VIEN UNG BUGO'U TP.HCM
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TOM TAT

Ung thu v va budng trang di truyén lién
quan dén BRCA1 va BRCA2 (HBOC) dugc dic
trung boi su gia tang nguy co ung thw va & nir va
nam, ung thu budng tring (bao gom ca ung thu
dng dan trimg va ung thu phuc mac nguyén phét)
va & mic d6 thip hon 1a cac bénh ung thu khac
nhu ung thu tuyén tién liét, ung thu tuyén tuy va
khéi u &c tinh cha yéu & nhimg ngudi ¢6 bién thé
gay bénh BRCA2. Nguy co phat trién mot bénh
ung thu lién quan khac nhau tiy thudc vao viéc
HBOC 1a do bién thé gay bénh BRCA1 hay
BRCA2 gay ra. Tai bénh vién Ung Buodu
TP.HCM trong nam qua da thuc hién khao sat
tinh trang dot bién gen BRCA1/2 lién quan dén
ung thu va va ung thu budng tring. Ching toi
tién hanh mo ta cat ngang 21 truong hop ung thu
va va 19 trudng hop ung thu budng tring dugc
khao sat tinh trang dot bién gen BRCAL/2 tai
bénh vién va ddi chiéu trén cac dic diém l1am
sang diéu tri caa bénh nhan.
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SUMMARY

INITIAL ANALYSIS ON BRCA1/2

GENE MUTATION AND CLINICAL

COMPARISON IN BREAST AND

OVARIAN CANCER PATIENTS AT HO
CHI MINH CITY ONCOLOGY
HOSPITAL

Hereditary breast and ovarian cancers
associated with BRCA1 and BRCA2 (HBOC)
are characterized by an increased risk of breast
cancer in women and men, ovarian cancer
(including fallopian tube ovarian cancer, primary
peritoneal cancer) and to a lesser extent other
cancers such as prostate cancer, pancreatic
cancer, and melanoma mainly in those with the
pathogenic variant BRCA2. The risk of
developing an associated cancer varies depending
on whether HBOC is caused by the pathogenic
variant BRCA1 or BRCA2. At Ho Chi Minh City
Oncology Hospital in the past year, we have been
carried out on the status of mutations in the
BRCAL/2 gene related to breast and ovarian
cancer. We conducted a cross-sectional
description of 21 breast cancer cases and 19
ovarian cancer cases surveyed for BRCA1/2 gene
mutations status at the hospital and compared the
clinical characteristics of the patients.

Keywords: BRCAL/2 gene mutations, breast
cancer, ovarian cancer, HBOC.
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I. DAT VAN DE

Ung thu vi va budng trang di truyén lién
quan dén BRCAI va BRCA2 (HBOC) dugc
dac trung boi su gia ting nguy co ung thu va
& nit va nam, ung thu budng tring (bao gdm
ca ung thu ong dan tring va ung thu phuic
mac nguyén phat) va ¢ mac do thap hon la
cac bénh ung thu khac nhu ung thu tuyén
tién liét, ung thu tuyén tuy va khdi u ac tinh
chu yéu ¢ nhimg ngudi ¢ bién thé gay bénh
BRCA2. Nguy co phét trién mot bénh ung
thu lién quan khac nhau tuy thudc vao viéc
HBOC la do bién thé gay bénh BRCA1 hay
BRCAZ2 gay ra

Tai Viét Nam, theo GLobocan 2020, ung
thu v ding hang dau vé sd ca méi mac
chiém ti & 25.8% trong céc loai ung thu & nit
gidi ¢ cac do tudi. Nhu vay, 1lam sao dé phét
hién som ung thu vi dé giam thiéu sé ca c6
nguy co mic ciing nhu c6 thé phat hién ¢
giai doan som hodc rat sém. Vi vay, vai tro
cia viéc didy manh tam soat va tu van di
truyén giir yéu té then chét trong van dé nay.
Ung thu di truyén 12 mot huéng di moéi tai
Viét Nam nham 2 muc tiéu chinh dé du
phong va diéu tri. Tuy nhién trén thé gidi,
viéc tim soét ung thu di truyén da duoc trién
khai gan 20 nam nhung dén nim 2013, linh
vuc ndy da duoc day manh nhd vao viéc phét
hién sém nguy co ung thur vii cua dién vién
Angeline Jolie vé nguy co ung thu khi phat
hién c6 dot bién dong mam trén BRCA1/2.
Nguy co mic ung thu vi 87% va ung thu
budng tring 1a 50%.

Tro lai voi linh vyce diéu tri ung thu voi
cac muc tiéu cu thé tir cac cap do khac nhau
tuy thudc vao giai doan sém hay giai doan
muon nham c6 thé chita khoi hay ting thoi
gian sdng con trong mot chat lugng song tét
nhat dbi véi cac bénh nhan ung thu. Viéc
diéu tri can can bang gitra yéu té loi ich cua
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ligu phap mang lai va nguy co doc tinh trén
bénh nhan. Trong nhimg nim gan day, cé thé
hoa diéu tri dua vao yéu t6 sinh hoc phan tir
la mot yéu td tién quyét cho viéc lva chon
phuong thirc diéu tri toan than phl hop va
dau 4n tién doan BRCA1/2 trong ung thu va
va ung thu budng tring da dan duong cho
viéc chon lya céc liéu phap nhim tring dich
phU hop Véi tirng bénh nhan cy thé nham
mang lai hiéu qua diéu tri.

Tai bénh vién Ung Budéu TP.HCM trong
nam qua da thuc hién khao sat tinh trang dot
bién gen BRCA1/2 lién quan dén ung thu va
va ung thu budng tring.

Il. KET QUA NGHIEN CcUU

Chung t6i tién hanh nghién ciru cat ngang
mo ta 21 truong hop ung thu va va 19 truong
hop ung thu budng trimg duoc khao sét tinh
trang dot bién gen BRCAL/2 tai bénh vién va
dbi chiéu trén cac dic diém l1am sang diéu tri
cia bénh nhé&n trong thoi gian tu thang
6/2022 dén thang 11/2022. Chiing tdi ¢6 tong
cong 40 bénh nhan dugc thuc hién khao sat
gen BRCA1/2, bao gdm 21 bénh nhan ung
thu v va 19 bénh nhan ung thu budng trimg.
Cac mau thtr duoc thuc hién trén mau mau
gom 26 bénh nhan va mau md 1a 14 bénh
nhan. D¢ tudi trong nghién ctu thuc hién <
40 tudi 8 bénh nhan, tir 40-50 tudi 11 bénh
nhan va trén 50 tudi 1a 21 bénh nhan

Bdng 1: Phan bé theo ti & ung thu vii
va ung thw buéng trimg

uUng thw n=40 (%)
Ung thu va 21(46,5)
Ung thw budng trirng 19(53,5)

Chung tdi ghi nhan két qua tir viéc khao
sat 40 bénh nhan nay véi 1 bénh nhén ung
thu vii ¢ dot bién va 3 bénh nhan ung thu
budng tring déu c6 dot bién BRCA1L véi
bién thé gay bénh chiém trén 50 %.
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Chuing t6i dan chimg 1 trudng hop bénh
nhan 55 tudi ung thu budng tring FIGO 11IC
VGi giai phau bénh 1a carcindm tuyén tiét
dich trong. Bénh nhan da duoc tiép can diéu
tri lan luot phau thuat cat 2 phan phu (thang
1 ndm 2021), diéu tri toan than bang bo ba
Paclitaxel - Carboplatin — Bevacizumab. Sau
diéu tri toan than duoc cit tr cung - mac ndi
I6n (thang 7 nam 2021) va diéu tri duy tri
Bevacizumab du 22 chu ky (dut thang 10

nim 2022). Thang 11 nim 2022 bénh tién
trién voi tinh trang carcinomatosis va
CA12.5 ting cao. Bénh nhan duoc tién hanh
khao st tinh trang BRCA1/2 véi két qua ghi
nhan c6 dot bién BRCAL: c.1016del

(p.Lys339ArgfsTer2) véi 65.96% gay bénh.
Déi véi truong hop 1am sang nay lya chon
diéu tri tiép theo c6 thé sir dung Gc ché
PARP két hop véi hoa tri.

Hinh 1: Két qua d@t bién gen BRCAL/2

Lién quan dén truong hop 1am sang tha 2
bénh nhan nir 59 tudi chan doan ung thu
budng triing FIGO 111 véi giai phau bénh la
carcindm tuyén Grad 3 di cin mac nol Ion.
Bénh nhan dugc phau thuat cit mac ndi 16n
(thang 5 nam 2022) v&i danh gia khong phau
thuat tdi wu, hoa tri Paclitaxel - Carboplatin
dugc 04 CK (dut thang 8 ndm 2022) va tién
hanh cét tir cung kém 2 phéan phu (thang 9
nam 2022). Diéu trj toan than sau phau thuat

gdbm héa tri Paclitaxel - Carboplatin -
Bevacizumab (chu ky 7 thang 11 nam 2022).
Bénh nhan phét hién bénh tién trién véi CT-
scan ghi nhan da ndt gieo ric phic mac va
tién hanh xét nghiém BRCA1/2 va phéat hién
tinh trang d6t bién BRCAL c.4997dupA
(p.Tyr1666fs) voi 55.89% gay bénh. Dua
vao két qua nay viéc diéu tri dugc tién hanh
hoéa tri +/- PARPI.

LU RS LR

SEBOAS N1 CLEOTIDE NI

Hinh 2:

Két qud dgt bién gen BRCAL/2
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Il. BAN LUAN VA KET LUAN

Trong diéu tri ung thu vi bang @c ché
PARP, cac két qua trén thé gisi da phé duyét
cac chi dinh diéu tri d6i voi bénh nhan co
tinh trang dot bién BRCAL/2, cac két qua tur
cac thir nghiém lam sang da duoc ap dung tai
Viét Nam theo phac dd huéng dan diéu tri
cia Bo Y Té cho viéc st dung tc ché PARP.
Céc chi dinh nay dya trén céc két qua tir
nghién cau OlympiAD vaéi olaparib so véi
diéu tri chuan trén ung thu va di can c6 tinh
trang dot bién dong mam BRCAL/2 nhém
sinh hoc HER-2 &m tinh cho két qua khich 1&
giam 42% nguy co bénh tién trién hoac tu
vong. Trong diéu tri ung thu budng tring,
cac két qua tir SOLO-1/2/3 véi ti 1¢ PFS 3
niam dat dén 60%. Trong ngién ciru PAOLA-
1 diéu tri duy tri Olaparib va bevacizumab
cho két qua véi trung vi OS dat 75,2 thang,
trén 5 nam d6i voi bénh nhan ung thu budng
trang di can xa.

Trong bai bao nay, ching téi chi gigi han
mo ta 2 truong hop 1am sang ung thu budng
tring c6 lién quan dén tinh trang dot bién
gen BRACA1/2. Trong thoi gian tdi, chung
t61 hudng dén tong két vé tinh trang dot bién
gen BRCA1/2 va ddi chiéu trén 1am sang cua
ting nhom bénh 1y ung thu va va ung thu
budng tring trong thoi gian tir nim 2023-
2027 nham c6 mét dit liéu doi thuc lién quan
dén ung thu va di truyén.

Trong ki nguyén cuaa diéu tri y khoa
chinh xé4c dya vao timg dic diém sinh hoc
phan tir bénh nhan, viéc ca thé hoa diéu tri
dua vao cac dot bién dan dudong nhu
BRCA1/2 trong ung thu vi va budng trang la
lya chon dé diéu tri véi ic ché PARP. Su
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phdi hop da chuyén khoa, da mé thuc va tim
quan trong cua viéc chan doan cua giai phiu
bénh va sinh hoc phan tur 1a yéu t6 tién quyét
cho viéc quyét dinh diéu tri trong thuc hanh
lam sang.
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