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TOM TAT

Muc tiéu: Xac dinh tinh trang mang gen bénh
thalassemla o} phu nir mang thai ngudi dan toc thiéu
sO tai huyén Phu Binh, tinh Thai Nguyen nam 2023.
Phu‘dng phap nghlen clru: Nghién clru md ta cét
ngang trén 303 phu nir mang thai ngu‘dl dén toc thiéu
sO tai huyén Phud Binh. Két qua Ti Ié mang gen bénh
thalassemia 13 25 ,1%; cu thé: a- -thalassemia chlem
17,5%, B- thalassem|a 5,6%, hemoglobin E 1,3% va a-
B thalassemia k&t hgp 0 7%. Phat hién 7 kiéu hinh va
11 kiéu gen dot bién. Kleu gen phd bién nhéat 13 di hop
tlr a°-thalassemia ki€u --S¥A/aa chiém 11,8%; di hgp
tor Be kleu B/B*/42 chiém 3,3%. K&t ludn: Nghién cau
cung cap dir liéu quan trong vé tan sudt luu hanh va
phd gen thalassemia tai Pha Binh, Thai Nguyén.

Ta khoa: thalassemla mang gen, phu nit cé
thai, dan toc thiéu sd
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thalassemia carrier among minority ethnic pregnant
women at Phu Binh district, Thai Nguyen province in
2023. Methods: A cross-sectional descritive study
was conducted on 303 minority ethnic pregnant
women at Phu Binh district. Results: The prevalence
of thalassemia gene carriers was 25.1%, in specify: a-
thalassemia 17.5%, B-thalassemia 5.6%, hemoglobin
E 1.3%, and combined a-B thalassemia 0.7%. A total
of seven phenotypes and eleven genotypes were
identified. The most common genotype was
heterozygous alpha-thalassemia (--Sf4/aa was 11.8%);
the heterozygosity B/B*/%> was 3.3%. Conclusion:
This study provides essential data for mapping
thalassemia gene prevalence at Phu Binh, Thai
Nguyen. Keywords: thalassemia, gen carrier,
pregnant woman, minority ethnic.

I. DAT VAN DE

Bénh tan mau bam sinh (thalassemia) la
nhom bénh thi€u mau di truyén 1&n trén nhiém
sic thé thudng clia dong t& bao mau. Bénh phat
sinh do dot bién gen globin lam giam hodc
khéng san xudt chudi globin dé tao thanh
hemoglobin (Hb), gay ra tinh trang thi€u mau.
Viét Nam hién co6 khoang hon 12 triéu ngudi
dang mang gen bénh thalassemia phd bién & tat
ca cac tinh thanh trén cd nudc. Dac biét, ti Ié
ngudi mang gen thalassemia phan bd trong cac
nhém dan toc thi€u s6 cao la rat cao [1-3]. Diéu
nay sé dan dén cac hu qua phat sinh bénh thé
nang ton kém trong diéu tri va anh hudng dén
chat lugng cudc séng, dac biét la cho nhém
ngudi dan tdc thi€u s6 [4]. Hi€u biét vé tan sudt
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luu hanh gen, ki€u gen va tan sd alen s& gilp ich
rat I6n cho cong tac sang loc va du phong bénh
thalassemia tai cong dong. Huyén Phu Binh, tinh
Thai Nguyén la mét huyén trung du mién ndi,
nai sinh sGng cla trén 15 van ngudi, trong do
ddng bao dan tdc thiéu s6 chiém khoang 10,0%,
chl yéu la dan téc Tay, Nung, San Diu, Dao, San
Chay... tap trung & 7 xa mién nui v&i nhiéu xém
lang dugc xép hang dac biét khé khan. Hién
chua cé nghién cliiu nao vé tan suat luu hanh
gen bénh thalassemia tai dia ban huyén Phu
Binh dac biét trong nhdm ngudi dén tdc thiéu sé.
Chlng toi ti€én hanh nghién ci'u nay nham muc
tiéu: Xdc dinh tinh trang mang gen bénh
thalassemia & phu ni¥ mang thai nguoi dan téc
thiéu s6 tai huyén Phd Binh tinh Thdi Nguyén
nam 2023.

Il. DOl TUONG VA PHUONG PHAP NGHIEN CU'U

2.1. Poi tugng nghién cru. Phu nif mang
thai ngudi dan toc thiéu s8 dudc quan ly thai
nghén tai tram y t€ cac xa huyén Phu Binh, tinh
Thai Nguyén.

2.2. Thdi gian va dia diém nghién ciru:
tir 6/2023-6/2024 tai huyén Phu Binh, tinh Thai
Nguyén.

2.3. Phucng phap nghién ciru

2.3.1. Thiét ké nghién curu: Nghién clru
mo ta cat ngang. _ B

2.3.2. C& mau: C3 mau dugc tinh theo
cdng thic ude lugng mot ti 1€ trong quan thé.

— 72 p-q
n= Z'l—cz-“iild_:

n = cd mau can nghién clru

p = 0,27 (ti Ié ngudi mang gen thalassemia
trong nhém dan téc thi€u s6 & Mién Bac theo
nghién clu clia Nguyen Kiéu Giang (2016) tai
binh Hoa, Thai Nguyén [5].

d = do chinh xac tuagng da6i, chon d = 0,05

a=0,05 Zio2=196

— n=303. Vay can c8 mau t3i thiéu can co
la 303 ddi tugng nghién clru. _

2.3.3. Ky thudt chon mau

Chon huyén chu dich: Huyén Phu Binh, tinh
Thai Nguyén.

Chon cac xa: chon toan bd 20 xa/thi trdn cla
huyén.

Chon phu nit tham gia nghién ctu: chon chu
dich.

Lap danh sach phu nif mang thai ngudi dan
toc thi€u s6 dén dang ky quan ly thai nghén tai
cac tram y t€& xa tinh dén thdi diém diéu tra. TU
dd tuyén lya d6i tugng nghién cltu bang phiéu
xac nhan tham gia nghién c(u.

2.4. Chi so6 nghién cru
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- Phan b8 ddc diém chung cta d6i tugng
nghién clru theo nhdém tudi, trinh d& hoc van,
dan toc, nghé nghiép va kinh té€ ho gia dinh.

- Ti Ié xét nghiém phat hién dét bién gen.
Phan loai dot bién gen thalassemia. Phan bd kiéu
hinh va ki€u gen thalassemia.

2.5. Phuong phap thu thap, phan tich
va xtr ly s6 liéu. S6 liéu dugc phong van va ghi
vao mau phiéu thiét ké san. Thai phu dugc lay
2,5 ml mau tinh mach canh tay, ch6ng dong
bdng EDTA va tach chiét DNA theo quy trinh
chudn. Mau DNA dugc phat hién dét bién dua
trén ky thuat Multiplex -PCR va GAP PCR theo
quy trinh d3 cong bé. C& mang gen alpha
thalassemia khi c6 > 1 dot bién; mang gen a°
khi xac dinh c6 dot bién --SEA, --THAL, __FL."g+ khj
xac dinh cé dot bién -a7,-a*2, HbCs, HbQs. Co
mang gen B thalassemia khi c6 > 1 dot bién;
mang gen Bo khi xac dinh cd Cd.17, Cd.41/42,
Cd.71/72, 1IvS1-1, IVSII-654; mang gen (*: -28;
Cd.26 (HbE). SO liéu dugc lam sach, ma hda va
nhap bang phan mém EPIDATA 3.1 va phén tich
bang phan mém SPSS 25.0.

2.6. Pao di’c nghién ciru: b3 dugc su
chdp thuan cia Hoi dong dao dic trong nghién
cttu y sinh hoc, Trudng Dai hoc Y Dugc Thai
Nguyén s6 1280/DHYD-HDPDD, ngay 26 thang 10
nam 2023.

I1l. KET QUA NGHIEN cU'U
Bang 1. Pdc diém chung cua déi tuong
nghién cau (n=303)

Bién s0 SL | %
<24 tudi* 142 | 46,9
, o 25-29 tudi 58 | 19,1
Nhom tuoi 30-34 tuGi 67 | 22,1
>35 tudi 36 | 11,9
Biét doc biét viét 2 0,7
. " Tiéu hoc 7 2,3
L:;g':lgﬁ THCS 83 | 27,4
- THPT 148 | 48,8
Cao dang, DH 63 | 20,8
Tay 127 | 41,9
Dao 21 6,9
Nung 101 | 33,3
Dan tdc San Diu 39 | 12,9
Mudng 4 1,3
Thai 8 2,6

Khac 3 1
Lam rudng 91 | 30,0
Ngheé , Cﬁpg Anhén i 148 | 48,8
nghiép Can b cbng chu‘g 20 6,6
; Hoc sinh — Sinh vien | 5 1,7
Tu do 39 | 12,9




TAP CHi Y HOC VIET NAM TAP 547 - THANG 2 - SO 3 - 2025

Kinh t& hé Nghéo 7 2,3 Bang 3. Phan loai dot bién gen thalassemia
P Khong ngheo 278 | 91,7 P ia o/ |Tilé (%) trong
gia dinh Can ngho i8 [ 59 Xét nghiém gen SL| % tong s6 DTNC
* 14 trubing hap (4,6%) c0 thai J tudi vi thanh nién a thalassemia | 53 | 69,7 17,5
Ti 18 thai phu trong do tudi <24 tudi chiém ti B thalassemia | 17 | 22,4 5,6
I& cao nhat (46,9%). Hoc véan cha y&u tir THCS HemoglobinE | 4 | 5,3 1,3
trd Ién. Dan tdc Tay chiém 41,9%, Nung 33,3% |a-P thalassemia ket| , | 5 ¢ 0.7
va San Diu 12,9%. Hau hét d6i tugng nghién _hop ! !
cltu cd nghé nghiép 1am rudng (30,0%) hodc | TOng sO phat hién 76 1100.0
cdng nhan (48,8%). S8 hd ngheo chiém ti 1& | ____dotbién '
thap (2,3%). S6 khong phat hién |, 74,9
Bang 2. Két qua xét nghiém DNA dot bien '
Xét nghiém gen SL % Tong cong . 303A L 1,00',0
Phat hién dot bién gen 76 25,1 Trong 303 thai phu de)n toc thiéu sb, co 17,5%
Khéng phat hién dot bién | 227 | 74,0 | Mand gen a thalassemia, 56% mang gen B
T6ng : 303 100 thAaIas_§§am|a, 1,3% HbE_va 0,7% pﬂbm hc_ip ca 2 |9@I
doét bién a-B thalassemia. Trong tong s phat hién

Ti 1€ phat hién cac dot bién gen thalassemia
chung la 25,1%.

doét bién, ti 1€ dot bién gen a thalassemia chiém
69,7%; B thalassemia 22,4%.

Bang 4. Phan bé kiéu hinh va kiéu gen thalassemia

e s - Ti I1é % trong téng|Ti Ié % trong cac
Kieu hinh Kieu gen SL | s5 gen d(’_itgbié'ng kiéu gen B'?NC

Di hgp t&r a®-thal --FAlaa 36 47,4 11,8
aa/-a3’ 5 6,6 1,7
Di hgp t&r a*-thal aa/-g*? 5 6,6 1,7
aa/a%a 6 7,9 2,0
B/ 10 13,2 3,3
Di hgp t&r BO-thal B/p7 5 6,6 1,7
B/p7Y7 2 2,6 0,7
Di hop t&’ Hb E B/B% 4 5,3 1,3
Di hgp tur kép a°/at-thal --SEAJ-g37 1 1,3 0,3
Di hgp t&r két hgp a°/Be-thal | --SF*/aa; B/B*/* 1 1,3 0,3
Di hop tur két hop a*/B°-thal | aa/a“a; B/B*/* 1 1,3 0,3

T6ng s6 ki€u gen dot bién 76 100,0 -

*aa/aa; B/B 227 74,9

Tong 303 100,0

C6 7 kiéu hinh gen va 11 kiéu gen dot bién
dugc phat hién. Kiéu gen -->*/aa chiém ti 1& cao
nhat 11,8%; kiéu gen B/B*/4? chi€m 3,3%.

IV. BAN LUAN

Két qua nghién clu cho thdy: ti Ié thai phu
trong dd tudi <24 tudi chiém 46,9%. Ti 1& thai
phu dan toc Tay 41,9%; Nung 33,3%; San Diu
12,9% va Dao la 6,9%; con lai la dan toc khac.
Trong 330 thai phu dugc sang loc cac dot bién
trén NST 11 va NST 16 nham xac dinh tinh trang
mang gen va cac loai dot bi€n gen gay bénh
thdy cé 76 thai phu dudc xac dinh mang gen
bénh thalassemia, chi€m ti I€ 25,1%. So sanh vai
nghién clfu tai Dinh Hoa, Thai Nguyén cho ti 1€
mang gen B thalassemia trong nhém tré dan toc
Tay la 27,2% [5] thi két qua nghién clu cua
ching t6i la tuong dong. Nghién clfu ciia Nguyen

*Kiéu gen khdng dot bién (Wild type)
Thu Ha va cs vé thalassemia va bénh huyét sac
t6 & nudc ta cho thay tat ca 63 tinh 54 dan toc
déu cé ngudi mang gen bénh, ti Ié mang gen
chung trén toan quéc la 13,8% [6]. Két qua
nghién cllu dic diém gen thalassemia/ bénh
huyét sac t6 & dan toc Thai, Mudng cla Bach
Qudc Khanh va cs thay: ti Ié mang gen cua 2
dan toc nay rat cao va tugng d6i giéng nhau
(dan toc Thai la 38,0% va dan toc Mudng la
41,4% [7]). Nhu vay, nghién clru cla ching toi
cling phat hién ti I&é mang gen thalassemia thudc
nhom ti 1é cao so vdi cac tai liéu dugc bao cao.
Diéu nay cd thé dugc ly giai la nghién clu cua
ching t6i ap dung ky thudt PCR dé xac dinh cac
dot bi€én gen gay bénh. Do dé nghién clu da
phat hién dugc hau hét cic cac dot bién phd
bi€n trén gen HBA1l va HBA2 ma xét nghiém
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sang loc dua trén huyét do va dién di huyét sac
t6 khdng thuc hién dugc vi du nhu cac kiéu di
hgp tir a thalassemia. Xét nghiém dién di huyét
s&c t6 chi cd thé phat hién cac thé B thalassemia
dua vao su thay déi ti 1&é HbA2 trong mau ngoai
vi. Tuy nhién v8i cac thé mang_ gen d
thalassemia, gid tri HbA2 trén dién di van c6 thé
binh terdng hodc gan ranh gidi diém cdt (3,5%).
Diéu nay cho thay su can thiét cta viéc ap dung
ky thudt sinh hoc phén tir trong chan doan trudc
sinh va tu van di truyén.

Trong téng s& d6i tugng nghién clu, cb
17,5% mang gen a thalassemia, 5,6% mang gen
B thalassemia, 1,3% HbE va 0,7% phdi hgp ca 2
loai dot bién a-B thalassemia. Nhu vay, ti |é
mang gen thalassemia chung trong nghién clru
nay la tugng tu véi nghién clru trudc do tai Thai
Nguyén trong nhom ngudi Tay: 16,3% la mang
gen a thalassemia don thuan, 9,0% mang gen B
thalassemia va 1,7% phoi hdp ca 2 loai dot bién
[8]. Trong 76 thai phu phat hién dot bién, ti Ié
dot bién gen a thalassemia chiém 69,7%; nhu
vay, ganh nang bénh tit va t& vong do
thalassemia trong nhém déi tugng nay du bao sé
rdi vao cac trudng hogp HbH va Hb Bart’s Hydrop
fetalis nhiéu hon la cic thé déng hop tor B
thalassemia hodc B thalassemia-HbE. Hai thé 1am
sang a-B néu trén rat nguy hiém dic biét 1a thé
phl gai rau sé gay tir vong bao thai hodc sg sinh.

V& phan bd ki€u hinh va ki€u gen cla thé a
thalassemia, két qua nghién cfu cho thay: kiéu
hinh --SA/aa chiém ti Ié cao nh&t. Day la thé
khdng thudng cé biéu hién 1d&m sang ma chi cé
thé phat hién qua sang loc mdt s6 chi s6 hdng
cau hoac test do siic bén mang hong cau (OF
test). Bén canh do cac kiéu dét bién xda doan
ngan -a>’/aa, -a*%/aa ciling dugc phat hién. C6 2
ki€u dét bién trén thudc nhém a* , ching khdng
thé& phat hién qua sang loc bang cdng thirc mau,
OF hodc dién di huyét sic t6 ngoai trir xét
nghiém DNA. Pdy la rao can I6n nhat gay kho
khé&n trong viéc du phong bénh tan mau bam
sinh & tat ca cac qudc gia cd su’ luu hanh can
bénh nay do chi phi xét nghiém dat va su khong
san ¢ cla cac labo xét nghiém DNA. Cac kiéu
mang gen trén c6 thé k&t hdp véi nhau tao tinh
trang thi€u mau tU trung binh dén nang & thai
nhi, thdm chi gay t& vong véi xac xuat 25,0%
néu b6 me dong thdi cd ki€u gen --SEA, M6t
nghién clru trudce do tai khu vuc cling udc tinh ti
Ié tré sinh ra vai thé alpha 1dm sang 1a 35
tré/1000 tré dé song[5]. Diéu nay cho thdy
nganh nang bénh tat va chi trd cho thalassemia
la rat I16n. Két qua nay ggi y hé théng du phong
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chan doan can tap trung vao xady dung cac chién
luge sang loc, chan doan ngudi mang gen a
thalassemia.

V. KET LUAN

Trong 303 phu nir mang thai ngugi dan toc
thi€u s6 thi ti 1€ ngudi mang gen thalassemia
25,1%; cu thé: a-thalassemia chiém 17,5%, B-
thalassemia 5,6%, hemoglobin E 1,3% va a-B
thalassemia két hap 0,7%. Phat hién 7 ki€u hinh
gen va 11 ki€u gen ddt bién thalassemia gom:
DHT a®thal ; DHT a*-thal; DHT B°-thal; DHT Hb
E; Di hgp t&r kép a°/a*-thal Di hgp t&r két hgp
a°/B°-thal Di hdp tir két hdp a*/pe-thal. Ki€u gen
--SEAJaa chiém ti 1é cao nhat 11,8%); ki€u gen
B/B*/42 chiém 3,3%.
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