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TOM TAT

Thalassemia 13 bénh réi loan hemoglobin do sw khiém khuyét téng hop chubi globin. Day la mét trong
nhitng bénh ly di truyén don gene phé bién nhét trén thé gici.

Muc tiéu: Nghién ctu ty 1é méc bénh va mang gene bénh thalassemia va moét sé dic diém huyét hoc
cda cdng déng hai huyén mién nti Nam Déng va A Ludi.

Phwong phép: Nghién ciru mé ta cadt ngang trong 2 ndm 2012- 2014 tai huyén Nam Dong.va A Ludi,
tinh Thira Thién Hué.

Két qua: Ty 16 méc bénh thalassemia khé cao 12.4% (136 nguwoi mang gene bénh thalassemia/1100
dbi twong nghién ctu), bao gém: HbE chiém 10.4%, HbCs chiém 0.5% va B-thalassemia df hop tir 1.7%.
Tén s6 gene HbE la 0.0532. Tan s gene B-thalassemia la 0.0086. Tan sé gene HbCs la 0.0041. Héng
cdu nhd nhuoe séc la dic trng cta ngudi mang gene bénh. Stre bén thdm thdu héng céu ting trong 95%
triong hop.

Két luan: Ty I1é méc bénh thalassemia 12.4% véi tdn sé gene [BEla 0.0532, tan s6 gene 3 la 0.0086 va
tdn s6 gene acs 14 0.0041. C6 sy khéc biét c6 y nghia théng ké gitra nhom dén toc Kinh va dan toc it nguoi
vé HbE. Héng cdu nhd nhuoc séc va stre bén hong cau tdng la ddc trung cla bénh.

Tur khéa: Thalassemia, ty 16 méc, tdn suét.

ABSTRACT
STUDY OF THALASSEMIA IN THE TWO MOUNTAINOUS DISTRICTS OF
NAM DONG AND A LUOI, THUA THIEN HUE PROVINCE
Vo The Hieu', Nguyen Duy Thang', Nguyen Thi Hong Hanh', Phan Thi Thuy Hoa',
Tran Thi Phuong Tuy', Ton That Minh Tri', Ton Nu_Tra Mai', Tran Duy Vinh'

Backgound: Thalassemias are a group of hereditary blood disorders characterized by anomalies in the
synthesis of the alpha and beta chains of hemoglobin resulting in variable phenotypes ranging from severe
anemia to clinically asymptomatic individuals.

Objective: This study aimed to estimate frequency and to describe the clinical features, laboratory
parameters with thalassemia at Nam Dong and A Luoi districts.

Study design: A cross- section desciptive study performing during two - year period 2012 - 2014
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at Nam Dong and A Luoi districts, Thua Thien Hue province.

Results and conclusions: Prevalence of thalassemia 12.4% included 3 types of hemoglobinopathies:
HbE, B-thalassemia and HbCs. Prevalence of HbE is 10.4%, prevalence of HbCs is 0.5%, prevalence of
heterozygous B-thalassemia is 1.7% The forms of disease include homozygous HbE, heterozygous HbE,
HbE/B-thalassemia, heterozygous B-thalassemia, homozygous HbCs and heterozygous HbCs. Prevalence
of hemoglobinopathies in the minority group is significantly higher than that in the Kinh group, 11.8% vs.
2.8% in HbE. The € gene frequency is 0.0532 (0.0608 in the minority groups and 0.0014 in the Kinh group),
the difference between the Kinh and the minority is significant. The a®S gene frequency is 0.0041 and the
B-thalassemia gene frequency is 0.0086. '

Key words: Thalassemia, prevalence, frequency.

1. PAT VAN PE

Thalassemia 13 bénh rdi loan hemoglobin do su
khiém khuyét téng hop chudi globin. Day 12 mot
trong nhitng bénh i di truyén vé gene phd bién nhit
trén thé gi6i.

Ciing nhu cdc nude trong khu vire Dong Nam A,
céc thé bénh thalassemia phan bd & khip cac tinh
va cac dén tdc trong ca nudc va dang gdy ra nhiéu
khé khan trong viée didu trj ciing nhu chiam séc siic
khoe cong dong [3].

Ty 1& mang gene P-thalassemia rit cao & dén
tc it nguoi va theo mic gidm dén tir Béc - Trung -
Nam, a-thalassemia co ty 1€ cao theo thir tu Trung
- Nam - Béc[6].

0 hai huyén mién ndi Nam Dong va A Luéi
thuge tinh Thira Thién Hué 13 noi sinh séng chu
yéu cia ddng bao dan toc it ngudi va 12 noi co
nhiéu diéu kién thuan loi cho bénh thalasemia lan
rong trong cdng déng. Nhan thirc duge tAm quan
trong cua cin bénh phé bién nay, ching toi thuc
hién nghién clru nay nhdm muc tiéu: - Nghién
ciru tinh hinh mic bénh va mang gene bénh
thalassemia tai hai huyén Nam Déng va A Ludi
tinh Thira Thién Hué.

- Nghién clru mdt sb dic diém vé huyét hoc cua
cac thé bénh thalassemia gip & hai huyén Nam
Péng va A Ludi.

IL. POI TUQONG VA PHUONG PHAP NGHIEN

CUU
2.1. Doi twong: Ngudi dan dang cu tri & 32 xi
ctia hai huyén mién nai Nam Péng va A Ludi.
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2.2. Thoi gian va dia diém nghién ciru: - Thoi
gian: tir 7/2012 dén 8/2012.

- Dia diém nghién ctru: huyén Nam Déng va
A Ludi tinh Thira Thién Hué

2.3. Phwong phap nghién ciru: - Nghién ciru
md ta cit ngang.

x p
- C& mau: duoc tinh theo cdng thirc: n=2? m_Ag-
Trong d6: = 0.05, Z,,,= 1.96; p = 12%,

g=1-p, A=0.02, a=0.05=n=1100 déi tugng.

- Céch lay mau: .

+ Lap danh sach céc x3 cta hai huyén gdm 32 x4.

+ Lap danh sach cac dbi twong nghién ctru trén
co s& chon méau ngiu nhién,

- Céc budc nghién ciri:

+ Khém va phéng vén truc tiép hodc thong qua
ngudi thin cac dbi tuong duoce nghién ctu.

+ Ly miu m4u lam xét nghiém.

+ Phan tich s liéu theo phurong phép théng ké y.
hoc v6i phin mém SPSS 15.0.

+ Tén suit gene duoc tinh theo dinh luat Hardy
-Weinberg.

- Cac chi s6 nghién ctru:

+ Tubi, gidi, dan toc.

+ Triéu ching 1am sang: da niém mac, gan lach,
xuong...

+ Danh gi4 lwong Hb, chi s héng cAu va stic bén
thim thau hdng cu

+ Chén doan cac thé bénh khi két qua HPLC co:

Thé HbE ddng hop ti: HbE tang rat cao > 80%.

Thé HbE dj hop tir: HbE > 10% va < 80%.
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Thé di hop tir kép B-thalassemia/HbE: c6 sy ting cao HbE va HbF.
Thé HbCs: ¢6 su xuét hién HbCs.
Thé di hop tir B-thalassemia: lugng HbA, ting cao > 4%.

IIL KET QUA
3.1. Dic diém chung cia ddi twgng nghién ciru
3.1.1. Ddc didm vé din téc

Bang 1. Phdn bé vé thanh phan dan téc theo gidi tinh ciia déi tiwong nghién cleu

Huyén A Lwéi + Nam Dong
Déan toc
Nam Nir Nam + Nir
. 179
Kinh 67 112 (16.3%)
370
Pa-ko 166 204 (33.6%)
170
Ta-o6i 86 84 (15,5%)
! 378
Co-tu 179 199 (34.3%)
Pa-hy 1 1(0,1%)
Mudng 1 1(0,1%)
Thanh 1 1(0,1%)
Tén I con 498 602 1100
ELRNE (45,3%) (54,7%) (100%)
p > 0,05

3.1.2. Ddc diém vé tudi cia doi twong nghién ciru

Bdng 2. Phdn bé vé dg tuoi theo gidi tinh ciia doi tiwong nghién ctiu

Nhém tudi Huyén A Lwd6i va Nam Dong
(nim) Nam Nit Nam + Ni¥
2-15 104 96 200 (18,2%)
16-30 157 212 369 (33,5%)
31-45 115 173 288 (26,2%)
46-60 59 69 128 (11,6%)
> 60 63 52 115 (10,5%)
Téng 498 602 1100 (100%)
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Bdng 3. D tudi trung binh ciia doi twong nghién ciru

F 2 o Gia trj trung binh Gia tri thip Gia tri cao
Poi twong nghién ciru = “ H p
(X £ SD) nhat nhit

Nam gidi

(n = 498) 32,9+20,4 2 102
Nir gioi

(n = 602) 325+£174 2 92 > 0,05

Ca hai gidi

(n=1100) 32,6 £18,8 2 102

3.2. Tinh hinh bénh thalassemia
3.2.1. Ty I¢ nguwoi co gene bénh thalassemia
Bang 4. Ty 1 ngueoi cé gene bénh thalassemia

Huyén Mau bét thudng gene Méu khéng bét thuong Tong cong
A Luéi 99 (13,8%5 616 (86,2%) 715 (100%)
Nam Béng 37 (9,6%) 348 (90,4%) 385 (100%)
Téng cong 136 (12,4%) 964 (87,6%) 1100 (100%)

Bdng 5. Phdn b6 ty Ié nguoi cé gene bénh theo ddn téc va gidi tinh

Dén thc Nam Nir Téng cong % theo dan tjc
Kinh 5 5 10 10/179 (5,6%)
Pa-ko 34 40 74 74/370 (20,0%)
Ta-06i 5 4 9 9/170 (5,3%)
Co-tu 25 17 42 42/378 (11,1%)
Thanh 1 1 1/1

Téng cong 69 67 136 136/1100
(50,7%) (49,3%) (100%) 12,4%

3.2.2. Phiin bé vé cdc kiéu bt thirong gene
Bdng 6. Phdn bé vé cde kiéu bat thuong gene theo timg huyén

Bét thwong theo phén tich | Bit thuong theo ) N 2 & o
 HPLC phéin tich gene ALwéi | Nam Dong | Tong cong Yo
HbE (ddng hop tir) BE/pE g 1 3 0,3
HbE (di hgp t) B/BE T 32 109 9,9 10,4
Di hop tir kép p-thalassemia/ o
1 he 2 0,2
HbE P/ 2
— aSSu/aSa 3 I 4 04105
aSo/ao 1 0,1
B-thalassemia (di hgp tir) B/B° hodc p/B* 15 2 17 1,59
Tong cong 99 37 136
T Sy \ 99/715 37/385 136/1100 12,4
Tyl bat thuo: .
y 1€ mau bat thuong (13.8%) 9.6%) (12.4%)
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Bang 7. Ty Ié bénh thalassemia gitta nguoi Kinh va dan toc it nguoi

o Ty 18 Tén suét (49 tin cdy 95%)
€ bén : : =
thalassemia nli“;l,;g Il: Zg;;c;l Kinh it nguoi Chung
0,014 0,0608
HbE 109 ’ g 0,0532
( =b114) 2 gty) (11,8%) 9 (0.0015; (0,0498- ) 1438-0,0626)
4 PR 548 0,0262) 0,0718) | ’
- 0,0076
p-thalassemia 5 14 > 0.05 (00’0001149‘ (0.0037- 0,0086
= b 3 e - 2
n=17) (2,8%) | (1,5%) 0,0262) 0.0115) (0,0047-0,0125)
0,0049
HbCs 5 ’ 0,0041
0 .
(n=5) 4 osw | 700 £ . gggl{% (0,0014-0,0068)

3.3. Mt s6 diic diém vé huyét hoc ciia ngwdi mang gene bénh thalassemia
Bang 8. Ddic diém héng cdu ctia ngudi mang gene

: Gia tri trung binh
Chi so "
Huyén A Lwoi Huyén Nam Dong
Hb (g/dl) 12,74 = 1,41 12 3647135
MCV (f1) 76,37 7,29 80,75 £ 7,46
MCH (pg) 24,97 £2,74 26.25&D 77
HC (x 10'¥/1) 5,13 £0,39 4,78 + 0,62
Het (%) 39,02 £ 4,30 38,36 +3,97
MCHC (g/1) 32,70+ 1,22 32,03 £1.58
Bang 9. Sirc bén hong cau
Stre bén hdng ciu va DCIP Nguwoi mang gene bénh %
Khong tan (+) 129 95
SBHC 0,35%
Tan (-) 7 5
Bét thudng (+) 136 100
SBHC (+) va/hodc DCIP (+)
Binh thuong (-) 0
IV. BAN LUAN (45,3%/54,7%) v&i s phan bd tudi ddng déu tir 2

4.1. Tinh hinh bénh thalassemia

Trong nghién ciru cua ching t6i cd sy tham gia
clia 1100 ngudi dan & dia ban 2 huyén mién niii Nam
Poéng va A Ludi, tinh Thira thién Hué (715 ngudi
huyén A Luéi va 385 ngudi huyén Nam Déng) véi
ty 18 ngudi Kinh 14 16.3% va dai bd phén 13 dén tdc
it ngudi chiém 83,7% (Co-tu 34,4%, Pa-ko 33,6%
va Ta-6i 15,5%). Trong d6 ty 1€ nam/nir kha cdn dbi
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tudi dén 102 tudi (trung binh 32,6 tudi) (Bang 1 va 2).
Nhu vdy, ddy 14 mau nghién ciru khé dic trung.
Khao sat sy luu hanh cha bénh thalassemia
la viée lam cin thiét nham dy bdo nguy co méc
bénh trong cong ddng, ching t6i ghi nhin dugc
ty 1€ ngudi mang gene bénh thalassemia ¢ cdng
ddng nguoi dan 2 huyén mién nui tinh Thira Thién
Hué chiém 12.4%, day 1a ty 18 kha cao v&i sy luu
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hanh cta 3 thé bénh: HbE (10,4%), HbCs (0,5%)
v p-thalassemia di hop tir (1,7%) (Bang 5). Ty 1€
mang gene bénh tap trung chi yéu & nhém dén toe
it ngudi, ty 1€ ngudi mang gene HbE gitta nhém dén
toc it ngudi cao hon so voi nhém dén toc Kinh voi
p <0.0001 (11,8% so v&i 2,8%), 5 trudng hop HbCs
déu la ngudi din toe it nguoi, tuy nhién su khéac biét
vé nguodi mang gene HbCs gitia hai nhém khong ¢6
y nghia théng ké véi p > 0,05 (bang 6). Ty 18 luu
hanh gene B-thalasemia & dan tdc it nguoi 1a 1,5%,
& dan toc Kinh 1a 2,8%, su khac biét nay khéng co y
nghta théng ké vdi p > 0,05.

Tuong tu nhu cac nghién ciu trude day déu
cho thdy khu vuc Péng Nam A 13 noi ¢ su luu
hanh HbE rét cao, khu vuc viing déng bac Thai Lan
43,9%, Lao 8%, Mianma 16,6% va Cam-pu-chia
32.4%. Céc qubc gia trong khu vuc chau A nhu Sri-
lan-ka, d6ng bic An Do, Bing-la-dét, Né-pal, Ma-
lai-si-a cling ghi nhdn sy luu hanh HbE ciing kha
rong [6], [7].

Cac nghién ctu trong nudc Nguyén Cong
Khanh, Duong B4 Truc, Bui Van Vién cho thiy ty
1& bénh Hb ¢d mat tai Viét Nam va ty 1¢ cao & dan
toc it ngudi (cao & mién Trung va mién Nam). Ty 1&
HbE & dén tdc Kinh (Ha N§i) 1,28%, Tay 1%, Mudng
12,3%, Thai 20,03%, Van Kiéu 23%, Khmer 36,8%,
Stieng 55,9% [5], [6].

Nghién ciru vé tin sut gene bénh ching t6i ghi
nhén duoc: tin suit gene BE cho HbE 14 0,0532. Co sur
khéac biét co y nghia giira nhom dan toc Kinh va déin
tde it gguoi (p<0,0001, dan tdc Kinh 0,014 so véi déin
toc it ngudi 0,0608). Tan suit gene oS cho HbCS
0,0041 (tan suit gene o< & dén toc Kinh (CI 95%)
1a 0 va tn suft gene oS dan tde it ngudi fa 0,0049
(Bang 7). Tén s6 gene P-thalassemia: 0,0086 (0,0014
& dan téc Kinh va 0,0076 ¢ dan tde it nguoi, p>0,05).

Két qua nghién cru cia ching t6i chi gip 3
trudng hop dong hop tir HbE, 2 trudong hop HbE
két hop B-thalassemia va 4 trudng hop HbCS dong
hop t.

Hau hét y van déu ghi nhin cé sy tuong (mg gitra
tan s6 HbE va ty 18 sbt rét. Trong khi d6, 2 huyén
mién nii Nam Ddéng va A Ludi trude diy di timg 1a
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khu vue luu hanh cia bénh sOt rét, ngodi ra véi dai
bo phan dan s6 1a din tdc it ngudi voi tip quéan quén
hon vin con ton tai ciing 1a 1 nguyén nhéan gay su
lay lan chia bénh [1], [9].

4.2. Mt s6 diic diém vé huyét hoc

Két qua duge trinh bay & bang 8 cho thdy dac
diém ndi bat 1a hdng cau ctia ngudi mang gene bénh
la hong cau nhé va nhugce sdc v6i cac chi s6 MCV,
MCH giam. Ghi nhén nay phi hop véi cac ghi nhan
cla cac tic gia khi nghién ciru vé dic diém hong
cAu cia bénh thalassemia, do co su mit cin béng
gitta chudi o va khdng « anh huong dén su tong
hop Hb, hong cAu chira it Hb dén dén 4p luc keo
trong hdng cdu giam va lugng dich trong hdng cu
cling giam tuong ung, didu d6 lam cho hdng ciu
nho. Nhin dinh nay cia chiing t6i cang khang dinh
thém ring 2 gi tri MCV va MCH 14 tham sb c6 gia
tri nghién ctu trong cdng ddng [7], [12]. Bén canh
do la co sy khoéng can xtmg gilta s6 luong hdng cAu
va luong Hb, su tang sé lugng héng cAu c6 thé la
dé bu tru tinh trang thiéu mau nhuoc sfc cla nguoi
mang gene bénh [8].

Chiing tdi cling ghi nhan co ty 1€ 95% mau mang
gene bénh co suc bén thdm thiu héng ciu ting
(bang 9), tuy nhién khi két hop véi phuong phap
DCIP thi ty 1€ nay [a 100%.

Cac tac gia déu ghi nhan ring hong céu cha
ngudi mang gene bénh thalassemia thuong nhugc
séic, chira 1 luong huyét sdc td tha"ip hon binh thudng
trong khi thanh phin protein & mang hdng cau van
binh thuong, hong cau thudng xuyén nho, mong khi
cho vao dung dich nhugc truong hdng cau cé kha
ning ting thé tich nhiéu hon. T8 chire WHO ciing
cho day la 1 bién phap don gian, ré tién, thich hop
ap dung cho céc nudc dang phat trién, cling véi cac
chi s6 MCV, MCH, strc bén thdm thiu hdng cau rét
cb gia tri trong viéc sang loc ngudi mang gene bénh
& cong dong [10], [11].

V. KET LUAN

- Ty &€ ngudi mang gene bénh thalassemia kha
cao 12,4% gém 3 thé bénh: HbE 10.4%, HbCs
0,5%, B-thalassemia 1,7%.
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- Ty 1& bénh thalassemia & nhém dén tde it nguoi
cao hon ¢6 ¥ nghia thdng ké so voi nhém dan toc
Kinh (11,8% so v&i 2,8% dbi véi HbE).

- Tén s6 gene BE1a 0,0532 (0.0608 nhém dan toc
it ngudi va 0,0014 dén tdc Kinh). Sy khdc biét nay
c6 ¥ nghia thdng ké.

Tén sb gene p-thalassemia: 0,0086 (0,0014 & dan

toc Kinh va 0,0076 & dan tdc it nguai, p>0,05).

- Tan sb gene o 12 0,0041 (0 nhém dan toc Kinh
va 0,0049 dan tdc it nguoi).

- Hdng ciu nho nhuge sdc 1a dic trung clia ngudi
mang gene bénh.

- Strc bén tham thiu hdng ciu ting trong 95%
trudng hop.
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