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Thalassemia 12 mot trong nhitng réi loan di truyén phé bién nhat toan cau. Nghién ctru cat ngang nay dworc thuc
hién nham mé ta dic diém dich té va kiéu gen bénh Thalassemia tai Bénh vién Hung Vwong trong giai doan tir
thang 1/2018 dén hét thang 12/2023. C6 318.841 d6i twong thwe hién tim soat Thalassemia, trong do6 c6 1.401
d6i twong thwe hién xét nghiém gen bénh dwoc dwa vao nghién ctru. Ty 1é mang gen Thalassemia la 50,04%. Tay
Nguyén la viing c6 ty 1é mang gen cao nhat (63,64%). Bénh xuét hién chu yéu & nhém dan tdc thiéu sé. Trong
d6, a-Thalassemia la thé bénh phé bién nhit (65,91%), v&i cac djt bién thwong gip la SEA, -3,7, Hb Constant
Spring, -4,2. Ba Kiéu gen chiém wu thé cua a-Thalassemia la SEA di hop, -3,7 di hg)p va Hb Constant Spring di hop.
B-Thalassemia c6 ty 1é cao thit hai (29,96%), v&i cac dot bién phé bién nhat1a HBE, CD41/42 va CD17. HBE di hop,
CD41/42 di hop va CD17 di hop 1a ba ki€u gen bénh B-Thalassemia c6 ty 1é cao nhit. Nghién ctru da phan tich cac
dac diém dich té va kiéu gen ctia bénh Thalassemia tai Bénh vién Hung Vwong, gép phan cing c6 thém hiéu biét
ciing nhw ning cao hiéu qua trong cong cudc tim soat, quan ly va diéu tri bénh.
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Abstract:

Thalassaemia is one of the most common genetic disorders worldwide. This descriptive cross-sectional study aimed
to describe the epidemiological and genotypic characteristics of Thalassaemia at Hung Vuong Hospital from January
2018 to December 2023. A total of 318,841 individuals underwent Thalassaemia screening, of whom 1,401 underwent
genetic testing and were included in this study. The Thalassaemia carrier rate was 50.04%. The Central Highlands
had the highest carrier rate (63.64%). The disorder was predominantly observed among ethnic minority groups.
a-Thalassaemia was the most common form (65.91%), with the most common mutations being SEA, -3.7, Hb Constant
Spring, and -4.2. The three predominant a-Thalassaemia genotypes were heterozygous for SEA, heterozygous for -3.7,
and heterozygous for Hb Constant Spring. -Thalassaemia was the second most common form (29.96%), with HBE,
CD41/42, and CD17 being the most common mutations. The three most prevalent $-Thalassaemia genotypes were
heterozygous for HBE, heterozygous for CD41/42, and heterozygous for CD17. This study analysed the epidemiological
and genotypic characteristics of Thalassaemia at Hung Vuong Hospital, contributing to a better understanding of the
disease and enhancing the effectiveness of its screening, management, and treatment.
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1. Md dau

Thalassemia (tan mau bam sinh) 1a mot réi loan di
truyén phd bién tai Viét Nam. D4y 1a bénh di truyén lin
nhiém sic thé thwong 1am gidm su téng hop chudi globin
va dwoc chia thanh hai thé phé bién 1a a-Thalassemia
va B-Thalassemia. Nam 2022, Viét Nam ghi nhan khoang
13,8% dan s6 mang gen bénh, véi ty 1€ a-Thalassemia
cao nhat Péng Nam A [1, 2]. P4c biét, mdi ndm cé thém
khoang 8.000 tré dwoc sinh ra mac bénh, trong do co6
khoang 2.000 tré miac cac thé ning va khoang 800 ca phu
thai [3]. Ngwoi mang gen bénh phéin b & cac viing mién
va dan tdc trén toan quoc [1].

Thalassemia bit ngudn tir dot bién trén cac gen tong
hop chudi globin. Thwong gdp nhit 1a dot bién trén gen
HBA1 va HBAZ2 giy bénh a-Thalassemia va dot bién trén
gen HBB giy bénh B-Thalassemia. Nhitng cd thé mang
cac dot bién nay san xuit it hodc khong c6 mot hay nhiéu
loai chubi globin, lam mAt can bang trong s6 lwong gitra
céc chudi a-globin va B-globin, 1am héng cau dé vé [4]. Do
d6, Thalassemia thudng dan dén nhitrng bat thwong clia
hong ciu, giy thi€u mau va bénh nhéan c6 thé phu thudc
vao truyén mau [5]. Mitc d6 nghiém trong ctia bénh phu
thudc vao sé lwgng alen dot bién va cac loai dot bién [6].
Céc thé Thalassemia ning anh hwdng nghiém trong dén
suw phat trién thé chat, doi héi truyén mau lién tuc va gy
bién chirng & tim, gan, xwong va cac tuyén noi tiét [7].

Khong chi lam suy giam chét lwong cudc séng va de
doa dén tinh mang nguwdi bénh, Thalassemia con dnh
hwdng nhiéu dén gia dinh va xa hoi. Chi phi dé diéu tri
cho mét bénh nhan thé ning tir khi sinh ra dén lac 30
tudi wéc tinh dén 3 ty dong. Mdi nam, cd nwédc can hon
2.000 ty dong va 500.000 don vi mau an toan cho tit
c4 bénh nhan c6 thé dwoc truyén mau va thai sat. Theo
nghién ctru cia Vién Huyét hoc, Truyén mau Trung
wong, c6 47% bénh nhan Thalassemia chi hoc dén trung
hoc co s&, 45,5% khdng c6 viéc lam, phai séng phu thudc
vao nguwoi khac [8].

Viéc biét thém cac dic diém vé dich té cling nhw phan
bd kiéu gen Thalassemia 1a mét trong nhirng buéc dau
trong cdng cudc tAm soat, quan ly va ddy lui bénh tai Viét
Nam. Do d6, nghién ctru nay dwoc thwc hién nham mo
ta dac diém dich té va phan bg kiéu gen bénh tai Bénh
vién Hung Vwong trong giai doan tir ndm 2018 dén nam
2023. K&t qua tir nghién cttu khong chi gidp ning cao
nhén thirc vé nguy co bénh ma con la co sé khoa hoc cho
viéc xay dung cac chién lwoc tAm soat va can thiép sém
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hiéu qua, gép phan gidm thi€u ganh ndng bénh tat cho
gia dinh va xa hdi.
2. B6i twong va phwong phap nghién ciiu

2.1. béi tworng

Nghién ctru thu thap tit ca dir liéu cia cac thai phu va
chodng tai Bénh vién Hung Vwong tlr thang 1/2018 dén
hét thang 12/2023.

2.2. Tiéu chi lwva chon va loai trir

Tiéu chi lwa chon: Cac thai phu khong phan biét tudn
thai va chong dén tidm soat bénh Thalassemia va c6 két
qua xét nghiém dot bién gen dwoc lwu triv trén hé thong
tlr thang 1/2018 dén hét thang 12/2023.

Tiéu chuin loai trir: D3i twgng thi€éu mdt hodc nhiéu
hon cac thong tin gidi tinh, thong tin thudng trd, dan toc
va két qua xét nghiém gen Thalassemia.

2.3. Phwong phdp nghién ciru

Thiét ké nghién ctru: Nghién ctru cit ngang mo ta, st
dung dir liéu hoi ciru.

Cac xét nghiém huyét hoc cua bénh nhan dwoc thuc
hién bang may dién di mao quan tw dong SEBIA Minicap
Flex Piercing. Ferritin duwgc dinh lwgng bang Elecsys
Ferritin. Cac dot bién mit doan a-Thalassemia dwoc
phat hién bang multiplex gap-PCR va MLPA. Cac dot bién
diém a-Thalassemia va B-Thalassemia dwgc phat hién
bang phwong phép giai trinh tw Sanger.

Phwong phéap xt Iy va phan tich sé liéu: S6 liéu dwoc
ghi nhan va xtt ly bing ngdn ngit R phién ban 4.3.1.

2.4. Dao dirc nghién ciru

Nghién ctru dwoc chip thuin béi Hoi dong Pao dic
Bénh vién Hung Vwong theo Quyét dinh s6 1778/Qb-
BVHV ngay 16/4/2024.

3. Két qua

3.1. Ty Ié mang gen bénh & ngwdoi thwe hién xét
nghiém gen Thalassemia

Trong 318.841 d6i twong thwc hién tim soat
Thalassemia tai Bénh vién Hung Vwong, c6 1.401 ngudi
thwc hién xét nghiém gen bénh, bao gbm 957 nir va 444
nam. Trong d6, 701 ngwdi mang gen Thalassemia va 700
nguoi khong mang gen, ty s6 mang gen so véi khong
mang gen la x4p xi 1:1 (bang 1).
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Bang 1. Két qua xét nghiém gen Thalassemia theo gi&i tinh.

Bang 2. Phan bd kiéu gen cla cac bénh nhan mic a-Thalassemia.

Kétquaxét  Nir (N=957) Nam (N=444) Téng (N=1401) Kicurenbany ¥ (V=268) Nam (N=223) Téng (N=491)
nghiémgen  N(%KTC95%) N (%;KTC95%) N (%;KTC95%) BENDEML N (06;KTC95%) N (%;KTC95%) N (%; KTC95%)
Thalassemia 252 210 462 37 dihop 9 66 145
GHNAASSEMIA 96 33.9364-2021)  (47,3;42,7-5194)  (32,98; 30,56-35,48) o (29,48; 24,34-35,20)  (29,60;23,99-35,89) (29,53; 25,67-33,71)
13 3 210 37dnghop 1 4
BThalassemia L7 7 SOOMBAOP (112:038-324)  (045;0,08250)  (0,8L;0,32-2,08)
(1432, 12,24-1668)  (1644;1328-2017) (1499;13,22-1695)
-37/42 L 0 L
B Thalassemia 19 13 29 I (037,007-2,08)  (0,00;0,00-169)  (0,20;0,04-114)
(1,67;1,03-2,70) (293;1,72-494)  (2,07;145-2,96) ; 0 .
-3,7/Hb WM . . .
Khongmanggen 552 118 700 (075,020-2,68)  (0,00;000-169)  (041;011-147)
bénh (57,68;5453-60,77)  (33,33;29,11-37,84) (49,96; 47,35-52,58) P 3 2 5
’ (112;038-324)  (090;025-321)  (102;044-236)
Téng 957 (100) 444 (100) 1401 (100)
-4,2 di hop 8 14 22
L f A A . I 299;152-5,78 628;378-1026) (448, 2,98-6,69
Xétriéng trong cac bénh nhan mang gen Thalassemia, ( ) ( ) )
N N A " N 0 1 1
- i i 0, -
a-Thalassemia chiém so6 lwgng cao nhat, 1én dén 65,91%. 4,2/SEA (0,00;0,00-1,41) (045;008250)  (0,20;0,04-1,14)
B-Thalassemia va phéi hop hai thé Ian lwot ding thit hai . ) 35
va thit ba nhw hinh 1. HoCSAIhop  (784518-10,68)  (628;378-1026)  (7,13;517-975)
. 1 3 4
" HoQSdihop  (137.007.208)  (135046-388)  (081;032-208)
. 12 6 18
o HOWMAihop ) 16 058766)  (26%124574)  (3.67;233572)
. 138 114 252
o S (5149;4553-57,41)  (51,12; 44,60-57,61) (51,32; 46,91-55,72)
9
o 0 1 1
o SEA/Hb S (0,00;0,00-141)  (045008-250)  (0,20;0,04-1,14)
SEA/HbWM  ° L !
" e 88 sa56 (0,00;0,00-141)  (045008-250)  (0,20;0,04-1,14)
: Tong 268 (100) 223 (100) 491 (100)
| | |
0
. o Tiom Hb CS: Hb Constant Spring, Hb QS: Hb Quong Sze, Hb WM: Hb
(N=296) (N=405) (N=T01) Westmead.
Gigi tinh

[ a-Thalassemia ~ B-Thalassemia Il o-Thalassemia va B-Thalassemia

Bang 3. Phan bé cac thé dot bién cta cac bénh nhan mang gen
a-Thalassemia.

Hinh 1. Ty I& céac thé bénh Thalassemia theo gii tinh. Thé dot Nir (N=274) Nam (N=228) Téng (N=502)
e o o bién N (%; KTC 95%) N (%; KTC 95%) N (%; KTC 95%)
3.2. Phdan bé kiéu gen va cdc thé dét bién cua
L » . . LA 88 69 157
Thalassemia & ngwdi thwc hién xét nghiém gen 37 (3212;2687-37,86)  (30,26;24,67-3651)  (31,27;27,37-35,46)
Thalassemia 9 15 24
e . . 42 (3,28, 1,74-6,12) (6,58; 4,03-10,57) (4,78;3,23-7,02)
Két qua phan tich kiéu gen a-Thalassemia cho thay ca w1 9 260
hai giéi déu c6 kidu gen phé bién nhatla SEA di hop, tiép ~ SEA (5146;45565732)  (52,19;4573-5859)  (5179;47,42-56,13)
dé61a-3,7 di hop, Hb Constant Spring (Hb CS) di hop, -4,2 - 14 7 21
di hop. Mot s6 trwong hop 1a phdi thé cta hai loai dot (5,11;307-839) (307;1,49-6,20) (4,18;275-631)
e B . 21 15 36
bién, chang han nhw SEA/Hb CS va SEA/Hb Westmead  HbCS (766 507-1143) (658; 403-1057) (717;522-977)
(bang 2). Trong cac thé dot bién clia a-Thalassemia, SEA 1 3 4
R " L LA A A LA o 1a x Hb QS
va -3,7 lan lrot 1a hai thé dot bién chiém ty 1€ cao nhat ! (0,36;0,06-2,04) (1,32;0,45-3,80) (0,80;0,31-2,03)
& hai gid¢i. D6i voi nit, dot bién Hb CS xép thirbavé ty 16 Teng 274 (100) 228 (100) 502 (100)

mang dot bién, trong khi & nam, Hb CS va -4,2 c6 ty 1é

phén bé twong dwong (bang 3). Westmead.

KHOA HOC

&CONG NGHE 68(9) 9.2026 86

Hb CS: Hb Constant Spring, Hb QS: Hb Quong Sze, Hb WM: Hb



Khoa hoc Y - Duoc | Y hoc co sé, Y hoc 1dm sang, Y hoc du phong ms

HBE di hgp la kiéu gen phd bién nhit cla
B-Thalassemia & hai gi¢i. Tiép sau la CD17 di hop va
CD41/42 di hop (bang 4). Cac thé dét bién phd bién nhit
duoc tim thay ctia B-Thalassemia & hai gidi 1an lwot 13

HBE, CD41/42 va CD17. Tuy nhién, & nit CD17 chiém ty

1é cao hon CD41/42 (bang 5).

Bang 4. Phan bd kiéu gen cta cac bénh nhan méac B-Thalassemia.

. . Nir (N=153) Nam (N=86) Tong (N=239)
Kiéu gen bénh
N (%; KTC 95%) N (%; KTC 95%) N (%; KTC 95%)
4 12
-28 di hop
(5,23; 2,67-9,98) (4,65; 1,82-11,36) (5,02;2,90-8,57)
12 5 17
CD17 di hop
(7,84; 4,54-13,21) (5,81;2,51-12,90) (7,11; 4,49-11,09)
10 19
CD41/42 di hop
(5,88; 3,13-10,80) (11,63; 6,44-20,10)  (7,95; 5,15-12,08)
1 2
CD71/72 di hop
(0,65; 0,12-3,61) (1,16; 0,21-6,30) (0,84; 0,23-3,00)
3 5
CD95 di hop
(1,31; 0,36-4,64) (3,49; 1,19-9,76) (2,09; 0,90-4,80)
116 56 172
HBE di hop
(75,82; 68,45-81,92)  (65,12; 54,59-74,35)  (71,97; 65,96-77,28)
, 0 4
HBE dong hop
(2,61;1,02-6,53) (0,00; 0,00-4,28) (1,67; 0,65-4,22)
1 1
HBE+CD17
(0,00; 0,00-2,45) (1,16;0,21-6,30) (0,42;0,07-2,33)
1 1
HBE+CD71/72

(0,00; 0,00-2,45)

(1,16; 0,21-6,30)

(0,42;0,07-2,33)

1VSI-1 di hop

(0,00; 0,00-2,45)

3
(3,49;1,19-9,76)

3
(1,26; 0,43-3,62)

IVSI-5 di hop

(0,65; 0,12-3,61)

0
(0,00; 0,00-4,28)

1
(0,42;0,07-2,33)

IVS-I1 nt-654
dihop

0
(0,00; 0,00-2,45)

2
(2,33;0,64-8,09)

2
(0,84; 0,23-3,00)

Téng

153 (100)

86 (100)

239 (100)

CRENGH

E 68(9) 9.2026

Bang 5. Phan bé cac thé dot bién cta cac bénh nhan mang gen
B-Thalassemia.

. . Nir (N=153) Nam (N=88) Tong (N=241)

Thé dot bién
N (%; KTC 95%) N (%; KTC 95%) N (%; KTC 95%)

. 8 4 12
(5,23;2,67-9,98) (4,55;1,78-11,11) (4,98; 2,87-8,50)
12 6 18

(D17
(7,84;4,54-13,21) (6,82;3,16-14,09) (7,47;4,78-11,50)
9 10 19

CD41/42
(5,88; 3,13-10,80) (11,36; 6,29-19,67)  (7,88;5,11-11,98)
1 2 3

CD71/72
(0,65;0,12-3,61) (2,27;0,63-7,91) (1,24; 0,42-3,60)
2 3 5

CD95
(1,31;0,36-4,64) (3,41;1,17-9,55) (2,07; 0,89-4,76)

HBE 120 58 178
(7843;71,26-84,21)  (65,91;55,53-74,96)  (73,86; 67,97-79,00)
0 3 3

IVSI-1
(0,00; 0,00-2,45) (3,41;1,17-9,55) (1,24; 0,42-3,60)
1 0 1

IVSI-5

(0,65;0,12-3,61) (0,00;0,00-4,18) (0,41;0,07-2,31)

2 2
(2,27;0,63-7,91) (0,83; 0,23-2,97)

IVS-II nt-654
(0,00; 0,00-2,45)

Téng 153 (100) 88 (100) 241 (100)

3.3. Ty I¢ két quad xét nghiém gen bénh Thalassemia
theo viing mién va ddn téc & ngwoi thwe hién xét

nghiém gen Thalassemia

Pang lvu y, a-Thalassemia cling 1a thé bénh phd bién
nhit & cidc ving mién. Khi xét riéng tirng vung, ty 1é
nguwdi mang gen cao nhat 1an lwot & Trung du va mién
nai Bic B9, TAy Nguyén, Pong bang séng Clru Long.
a-Thalassemia cling 1a thé bénh phd bién nhit & cac dan
tdc xuit hién trong nghién ctu, ngoai tritr Khmer phé
bién thé B-Thalassemia. Xét riéng tirng dan toc, ty 1&
mang gen bénh & cdc nhém dan toc thiéu so, trir dan toc
Hoa, 1én dén 78,26% trong khi ty 1é cia nguwdi Kinh thip
hon dang ké (hinh 2).
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Hinh 2. Ty Ié két qua xét nghiém gen bénh. (A) Theo viing mién; (B)
Theo dan toc (bao gdm cac dan tdc: Thai, Mnéng, Ba Na, Cho Ro, E
bé, Hré, Mwdong va La Ha).

Ty 1é mang gen Thalassemia & ngwoi thwe hién xét
nghiém gen Thalassemia trong nghién cttu dat mc cao
(50,04%) & cac doi twong dugc xét nghiém tai Bénh vién
Hung Vwong, dén tir nhiéu viung dia Iy va nhom dan toc
khac nhau. S6 lwgng nguwdi tAm soat bénh thuwe hién xét
nghiém gen Thalassemia tang lén nhiéu trong thoi gian
gan day, bao gom ca nhiéu treong hop mic du khéng
ndm trong ngwdng nguy co van thuc hién xét nghiém
gen, chirng to su ting cwong trong hi€u biét va y thirc
clia ngwoi dan, cling nhw phan nao phan anh dwoc hiéu
qua trong viéc pho bién va tuyén truyén tim soat truéc
sinh bénh Thalassemia. Cac dic diém trong két qua tim
soat thay doi khong dang ké khi a-Thalassemia lu6n 1a thé
bénh chiém wu thé qua cic nim, tiép sau l1a B-Thalassemia
va két hop hai thé (hinh 3).
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Hinh 3. Két qua xét nghiém gen Thalassemia qua cac nam tir 2018
dén 2023.
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Hinh 4. Phan b6 kiéu gen a-Thalassemia & ngui dwoc xét nghiém
gen bénh qua cac nidm tir 2018 dén 2023.

a-Thalassemia 1a thé bénh phé bién nhit (65,91%),
tiép dén 1a B-Thalassemia va phéi hop hai thé. Két qua
nay pht hop véi xu hwéng dich té tai Viét Nam va khu
vic Dong Nam A, noi a-Thalassemia dwoc ghi nhan 1a
thé phd bién nhat. Theo L.P.W. Goh va cs (2020) [2], Viét
Nam c6 ty 1é mang gen a-Thalassemia cao nhat khu vuc
(51,5%). Cac nghién ctru khac nhw cua T.D. Cuong va cs
(2023) [9] cling x4ac nhan ty 1é a-Thalassemia la 69,3%.
Nghién ctru tai BEnh vién Hung Vwong do T.V. Nguyen va
cs (2015) [10] thwc hién ghi nhan s6 ca a-Thalassemia
gdp doi so v&i B-Thalassemia. Piéu nay cho thiy,
a-Thalassemia 13 thé bénh cin dwoc wu tién trong cac
chién lwgc tAm soat va can thiép tai Viét Nam.

a
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Hinh 5. Phan b kiéu gen B-Thalassemia & ngwoi dwoc xét nghiém
gen bénh qua cac nam tir 2018 dén 2023.

Nghién ctru ciing chi ra ring, a-Thalassemia 12 thé
bénh phd bién nhit & tit ca vung dia ly Viét Nam. Trong
dé, ty 1&é a-Thalassemia & TAy Nguyén 1én dén 52,94%.
Pay cling la viung c6 ty 1é mang gen Thalassemia cao
nhat, voi 61,76%. K&t qua nay ciing twong dong voi
nhirng phat hién ctia Vién Huyét hoc, Truyén mau Trung
wong khi ty 1€ mang gen Thalassemia & Tay Nguyén la
64,7%, trong d6 a-Thalassemia chiém 55,7% [11]. Trén
khia canh dan tdc, nghién ctru nay ciing chi ra ty 1é mang
gen bénh rit cao & cdc nhém dan toc thiéu s (77,27%).
Diéu nay c6 thé ly gidi qua viéc cac dan toc thiéu s6 cw
tra & viing siu xa, dia ban chia cit, cling nhw dic diém 16i
s6ng, vin héa c6 xu hwdng két hén gan hoic két hon cin
huyét, dan dén ty 1é mang gen Thalassemia cao [8].

Cac thé dot bién chu dao ciua a-Thalassemia trong
nghién ctru ln lwot la SEA, -3,7, Hb CS va -4,2. Diéu nay
hoan toan phu hop véi dich t& Pong Nam A khi SEA 1a
thé dot bién phé bién nhit ciia a-Thalassemia [12, 13].
Nghién ctru ctia T.P. Le va ¢s (2022) [14] cho thdy 68,4%
nguwdi mang dot bién SEA, sau d6 13 -3,7 va Hb CS. Nghién
ciru cua T.D. Cuong va cs (2023) [9] bao cao 91,8%
treong hop a-Thalassemia mang dot bién SEA, sau d6 la
cac thé -3,7, -4,2 va Hb CS. Nhirng két qua nay cho thiy,
tinh nhit quan gitra nhirng phat hién ctia ching téi va cac
bdo cdo trong nwédc vé phan bo kiéu gen a-Thalassemia.

Trong nghién ctru nay, bén kiéu gen a-Thalassemia
phé bién nhat lan lwot 1a SEA di hop, -3,7 di hop, Hb
CS di hop va -4,2 di hop. Nghién ctru cta G. Xu va cs
(2022) [15] trén 15.231 nguwdi tham gia sang loc bénh
Thalassemia trong dd tudi sinh san tai TAy Nam, Trung
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Quoc cho thiy, cac kiéu gen phd bién nhit 1an lwotla SEA
di hop, -3,7 di hgp, Hb CS di hop va -4,2 di hop. Ngoai ra,
cébng b6 cua T.D. Cuong va cs (2023) [9] ciing cho thay,
SEA di hgp 1a ki€u gen chiém wu thé (91,9%), sau dé la
-3,7 di hop (1,7%) va -4,2 di hop (1,5%), trong khi Hb
CS di hop chi chiém 0,5%. Pang chi y, nghién ctru cta
chung t6i ghi nhan ty 1€ Hb CS di hgp cao hon (7,03%) so
véi-4,2 di hop (4,62%), phan dnh sw khic biét nhit dinh
trong phan bé kiéu gen gitta hai khu vuwc dia ly. Trong
do, nghién cru ciia nhédm tac gid dwoc thwe hién tai Bénh
vién Phu san Trung wong (Ha N6i), con nghién ctru hién
tai dwoc trién khai tai Bénh vién Hung Vwong (TP. HO
Chi Minh). Piéu nay cho thay, vai tro quan trong cia yéu
t6 dia ly va dan toc trong dich té& hoc Thalassemia, dong
thoi nhadn manh sy cin thiét phai xay dung chién lwgc
sang loc phl hop véi tikng viing mién.

Véi B-Thalassemia, thé dot bién chiém wu thé trong
nghién ctrula HBE (73,86%),saud61a CD41/42vaCD17.
Két qua nay nhat quan véi nghién ctru cia T.V. Nguyen
va c¢s (2015) [10] tai Bénh vién Hung Vwong, khi HBE
cling dwoc ghi nhan 1a dot bién phd bién trong quin thé
tAm soat. Twong tw, cac nghién ctru cia M.G. Doro va cs
(2017) [16],L.T.T.Vovacs (2018) [17], P.T.T. Phuong va
cs (2024) [18], trén doi twong ngwdi Viét déu chi ra HBE,
CD17 va CD41/42 1a ba thé dot bién phd bién nhit cla
B-Thalassemia. K&t qua nghién ctru cling hoan toan phu
hop véi dich té khu vue, khi HBE 1a thé dot bién thwong
gdp nhat cla B-Thalassemia tai Pong Nam A [19].

Kiéu gen bénh B-Thalassemia phé bién nhit trong
nghién ctru 1a HBE di hop, tiép theo la CD41/42 di
hop va CD17 di hop. Mic du cac nghién ctru ki€u gen
B-Thalassemia tai Viét Nam con han ché, nhung dir liéu
cta ching tdi twong dong véi nghién cru ctia G. Xu va cs
(2022) [15] tai TAy Nam Trung Quéc, noi HBE di hop,
CD17 di hop va CD41/42 di hop ciing 1a ba kiéu gen
chiém wu thé trong nhém B-Thalassemia.

Qua phén tich cdc ndm tir nAm 2018 dén nim 2023,
phén bd ki€u gen bénh ciing khong cé sw thay d6i. SEA di
hop va -3,7 di hop la hai kiéu gen thwong gip nhit cia
a-Thalassemia qua cadc nam, trong khi $-Thalassemia thi
kiéu gen hay gdp nhat 1a HBE (hinh 4 va 5). Két qua nay
nhdn manh vai tro néi bat cua cac kiéu gen SEA di hop,
-3,7 di hop va HBE di hop trong khu vuc, dong thoi cung
cip dit liéu nén tang cho chién lwoc tAm soat va quan ly
bénh hiéu qua hon.

5. Két luan

Nghién ctru da gép phan cing c6 thém hiéu biét vé cac

dic diém dich té va phan bd kiéu gen ctia Thalassemia &

nguwdi thwe hién xét nghiém gen Thalassemia tai Bénh
vién Hung Vwong. Trong dd, a-Thalassemia la thé bénh



pho bién nhit (65,91%), véi dot bién SEA chiém wu thé
(51,79%), theo sau 1a -3,7 va Hb CS véi ty 1€ 1an lwot la
31,27 va7,17%. Xétvé kiéu gen, SEAdihop,-3,7 dihopva
Hb CS di hop 1a ba ki€u gen phé bién ctia a-Thalassemia
(ty 18 1an lwot 1a 51,32, 29,53 va 7,13%). B-Thalassemia
1a thé bénh c¢6 ty 1é cao thit hai, véi HBE 13 thé dot bién
pho bién nhat (73,86%), tiép theo la CD41/42 (7,88%)
va CD17 (7,47%). Twong (ng, cac kiéu gen HBE di hop,
CD41/42 di hop va CD17 di hop l1a ba kiéu gen c6 ty 1&
cao nhit (véi ty 18 Tan lwot 12 71,97, 7,95 va 7,11%).
Nhitng phat hién nay gép phan b6 sung dir liéu dich té
hoc va di truyén hoc vé Thalassemia, lam co s& khoa
hoc cho cac chién lwoc tAm soat trwdc sinh, can thiép va
quan ly bénh hiéu qua tai Viét Nam.

Nghién ctru dwoec tai tro bai Dai hoc Quéc gia TP. HO
Chi Minh trong khuén khé Dé tai ma s6 €C2025-44-04.
Cac tac gia xin tran trong cam on.
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