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Nghién ctru thue trang mang gen Thalassemia & tré em nguwoi dan toc Tay,

Dao tinh Tuyén Quang

D) Thi Thu Giang", Pham Quang Thanh' H6 Phwong Thiy!
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Tay, Dao tai tinh Tuyén Quang.
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Muc tiéu: Xéc dinh thyc trang luu hanh va kiéu dot bién gen thalassemia trong nhom tré ngudi dan toc

Phuong phap nghién ctru: Nghién ciru mo ta cit ngang. Nghién ctru st dung chi s6 MCV<80fL két hop
test DCIP dé sang loc thalassemia, va HbE. Phan tich thanh phan huyét sac t6 va xac dinh dot bién trén
gen globin alpha dugc thuc hién cho cac truong hop duong tinh vdi xét nghiém sang loc.

Két qua: Ty 1é luu hanh gen bénh thalassemia chung cho nhom tré ngudi dan toc Tay, Dao tai Tuyén
Quang 13 28,1%. 4 loai dot bién don alen trén gen globin alpha di dugc phat hién bao gom kiéu --SEA,

Két luin: Tan xuat luu hanh gen bénh thalassemia chung trong nhom tré dan toc Tay, Dao tai Tuyén
Quang 12 28,1%. 6 nhom kiéu hinh mang gen thalassemia dugc phét hién véi 10 kiéu t6 hgp gen dot bién.
Dot bién -- SEA chiém ty 1€ cao nhat trong cac kiéu dot bien don alen (72,09%).

Tir khod: Thalassemia, tré em, dan téc Tay, dan toc Dao, mang gen, Tuyén Quang.
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PAT VAN PE

Bénh tan mau bam sinh (thalassemia) thudc
nhom bénh 1y di truyén dong té bao hong cau
kha pho bién trén toan thé gidi. O thé nang bénh
gdy ra tinh trang thiéu mau, tan mau truong
din cho ngudi bénh bude ho phai truyén mau
va thai sat dé duy tri su séng (1). Tai Viét Nam,
theo udce tinh hang nam c6 khoang 2000 tré sinh
ra méic bénh thé nang, c6 nhu cau duoc diéu tri
dinh ky (1). Piéu nay da tao ra mot thach thirc
cho nganh huyét hoc trong viéc dam bao ngudn
mau truyén von ngay cang khan hiém. Pong
thoi, chi phi cho diéu tri ciing tao ra ganh ning
rat 16n cho gia dinh nguoi bénh va bao hiém y
té. Dé giai quyét cac van dé do, viéc xay dung
chién lugc du phong thalassemia ngay cang trd
1én cap thiét. Bénh thalassemia c6 dic diém la
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ty 1€ luu hanh cao trong nhom dan toc Tay, Dao,
giao dong trong khoang 9 — 63%, trong khi dan
toc Kinh chi chiém tir 1-4% (2-6). Phan b kiéu
gen cling c6 su c6 su khac biét tuy theo ting
vung dia ly khac nhau. Do vay, cac sb licu vé
tan xuit mang gen va kiéu gen gy bénh cua
ting ving mién va véi cac nhom dan toc Tay,
Dao khéc nhau rat ¢6 ¥ nghia trong xdy dung
chién lugc du phong thalassemia.

Tuyén Quang la mdt tinh thudoc khu vuc mién
nui Poéng Béc, noi tap trung sinh séng cua phan
dong cac nhom dan toc Tay, Dao... l1a cac nhém
cd nguy co cao mang gen bénh thalassemia.
Theo bao cao thuong nién, bénh vién da khoa
tinh Tuyén Quang tiép nhan hang tram lugt bénh
nhi dén kham va diéu tri thalassemia hang nim
va con sO ndy c6 xu hudng ngay cang gia ting
theo thoi gian. Cac nghién ctru vé dic diém 1am
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sang, huyét hoc thalassemia di duoc tién hanh
tai bénh vi¢n da khoa tinh Tuyén Quang (7),(8)
tuy vay cac sb lidu tai bénh vién chua thé dai dién
dé woc luong ty 16 mac méi ciia ngudi dan trong
cong dong. Do d6 chiing toi tién hanh nghién ctru
nay nham muc tiéu: “Xdc dinh tan xudt heu hanh
va kiéu dot bién gen thalassemia trong nhom tré
nguoi dan toc Tay, Dao tai Tuyén Quang”. Day
1a nghién ctru sang loc dwa vao cong dong dau
tién duoc trién khai trén toan tinh Tuyén Quang.
Nghién ctru ¢6 tng dung k¥ thudt sinh hoc phan
tor trong sang loc cac dot bién xo04 doan thong
thudng trén gen tong hop chudi alpha globin. Két
quéa nghién ctru hy vong s& gop phan giai thich
tdt hon cho han ché vé k¥ thuat va c& mau cia
cac nghién cuu trude do.

PHUONG PHAP NGHIEN CUU
Thiét ké nghién ciru: Nghién ctru mé ta cat
ngang.

Thoi gian va dia diém nghién ciru: Nghién
ctru tién hanh tir thang 01 - 3/2017 tai 06 huyén:
Yén Son, Son Duong, Chiém Hoa, Ham Yén,
Na Hang, Lam Binh va thanh phd Tuyén Quang,
tinh Tuyén Quang.

Péi twong nghién ciru

Dbi tugng sang loc gdbm 505 tré em ngudi dan
toc Tay, Dao tudi tir 02 dén 15 tudi tai 06 huyén
va thanh phd Tuyén Quang, tinh Tuyén Quang.

C& miu va chon miu
Phuong phap nghién ctru cat ngang.
C& mau dugce tinh theo cong thirc chung:

p(1-p)

n=27*1-a/2)
(px &)’

n = cd mau nghién ctru
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p ty I¢ mang gen: theo nghién ciru Duong Ba
Truc ty 1€ mang gen Thalassemia cua nguoi dan
toc thiéu sb 1a 1a 22,6% p=0,226 [9].

£=0,17 (46 chinh x4c twong ddi)
a=0.05, Z1-0/2 =1,96

Dur trti thém 10% mAu tdi thiéu dé phong mAt mau
do khach quan (thém 46 tré). Vay ¢& mau can co
la 501 tré. Trong nghién ctu nay cd 505 tré da
duoc gia dinh dong ¥ cho tham gia xét nghiém
sang loc Thalassemia. Pia diém nghién ciru tai 6
huyén (Yén Son, Son Duong, Chiém Ho6a, Ham
Yén, Na Hang, Lam Binh) va thanh ph6 Tuyén
Quang, lap danh sach cac xa trong mdi huyén va
chon ngiu nhién 2 x3/mot huyén bang phuong
phap boc thim. Nhom nghién ctu tién hanh
truyén thong du phong thalassemia cac tram y té
tai cac xa duogc lua chon, cac tré em duogc tuyén
lya vao nghién ctu sau cac budi truyén thong.
Céc tré duoc chon khong c¢6 quan hé huyét thong,
khong c6 bénh cép hodc man tinh, khong cho hoac
nhan mau trude thoi diém diéu tra.

3ml mau toan phan dugc chéng dong bang
EDTA va van chuyén vé phong xét nghiém
trong vong 8h dé lam cac xét nghiém sang
loc thalassemia va HbE. Phuong phap sang
loc dugc st dung trong nghién ctru nay la Kkét
hop chi s6 MCV va DCIP test. Tré dugc phan
loai duong tinh véi sang loc khi c6 chi sb
MCV<80fL va/hodc test DCIP (+). Toan b tré
duong tinh voi sang loc sé dugc xac dinh lai
bang dién di huyét sic t6 va xét nghiém PCR
cho riéng dot bién trén gen alpha globin. Mang
gen beta thalassemia dugc xac dinh dya trén chi
s6 HbA2>3,5% va/hodc xuat hién cac huyét sic
t6t bat thuong khac. Chan doan mang gen alpha
thalassemia dya trén xét nghiém PCR. Chién
luge sang loc, tiéu chuan chan doan tinh trang
mang gen bénh dugc thyc hién theo khuyén cao
ctia bo y té (10) (Hinh 1).
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Dirng sang loc

Pai turong
sang loc

(MCV/DCIP)
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Dwong tinh
(#/=),{=1+), +/+)

Bién di huyét sic té

ALA ALA
HbA, =3, 5%

EE
HbBE, = Bo%

MNeghi ngdr a Thal

Beta Thal ca/khang
kém theo a Thal

H HbE dj hop tir ‘ ‘

HBE cd/khdng HBbE BHT cd/khong
kém theo a Thal kém theo a Thal

B st

PCR a Thal i ,//,T;_l:»luan tinh trang
( J L mang gen

—

K&t ludn tinh trang bénh
A.A Bart'sH/A_ A C5 Bart's H
EF, EFA, A.F, A,FA
EA Bart's/CS EA Bart's
EF Bart's/CS EF Bart's

Hinh 1. So' d6 chién lwgc sang loc tré mang gen thalassemia

Bién so nghién ciru

Chi s6 sang loc MCV duoc 1y tir xét nghiém
tong phan tich té bao hdong cau dugc thyuc hién
trén hé thong may phan tich ty dong Celtax F
— Nihon Koden — Japan. Xét nghiém phan tich
thanh phﬁn huyét sdc t6 duoc thuc hién béng
may Capyllarys II Sebia, Phap. Xét nghiém sang
loc HBE duoc hién bang thude thir KKU-DCIP,
Thai Lan. Cac xét nghi¢m nay duoc thuc hién
tai bénh vién Pa khoa Tuyén Quang. Ky thuat
Multiplex GAP PCR dugc dung dé xac dinh cac
dot bién xoa doan trén gen alpha globin gém
cac kiéu nhu o (kiéu --SEA, --THAL __FILLY ho3c of
(kiéu —a>7 va o*?). Vi dot bién khong xoa doan
thu Constant Spring (ao/a“Sa), phuong phap
duoc st dung 1a ARMS-PCR. Céac ky thuat trén
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dugc thyc hién tai khoa Mién dich - Di truyén
- Phén tir, bénh vién Trung Uong Thai Nguyén
theo quy trinh chuin duoc mé ta ¢ nghién ciru
trude do (11).

Phuong phap xir 1y s6 liéu

Tan s6 va ty 1& phan trdm (%) duoc st dung cho
thdng ké mo ta v6i bién phan loai, gia tri trung
binh va do 1éch chuan dugc dung cho théng ké
mo ta voi bién lién tuc. Céc s liéu duoge xur ly
bang phan mém thdng ké Stata phién ban 12.0.

Pao dirc trong nghién ctru

Nghién ctru duge su thong qua Hoi dong khoa
hoc cua Bénh vién Da khoa Tinh Tuyén Quang
theo Quyét dinh s6 69/QD-BV ngay 03/7/2017.
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Bang 1. Pic diém chung ciia di twong nghién ciru

Bién s6 S6 lwong (n) Ty 18 (%)
Tubi (n=505)
Trung binh + d6 1éch chuan 11.743.67
Min:max 2:15
Gi6i (n=505)
Nam 204 40,4
Nit 301 59,6
Dan tgc (n=505)
Tay 350 69,3
Dao 155 30,7

Tudi trung binh cua 505 tré ngudi dan toc Tay,
Dao 1a 11.7 + 3.67. Tré nit chiém 59,6% trong

tong s6. Tré nguoi Tay chiém ty 1& cao nhit,
69,3%, tré ngudi Dao chiém 30,7%.

Biang 2. Két qua xét nghiém sang loc thalassemia trong 505 ddi twong nghién ciru.

o Tay Dao Téong chung
Bién so
n % n % n %
Duong tinh 134 383 44 284 178 352
MCYV va/hoac test DCIP —;
Am tinh 216 61,7 111 71,6 327 648
Tong sb 350 100 145 100 505  100,0
DD HST (+) va/hoac Duong tinh 110 314 32 9,1 142 28,1
PCR o-thal (+) Am tinh 240 68,6 123 206 363 719
Tong sb 350 100 155 100 505 100

“So sanh MCV va/hodac test DCIP giita tré Tay va Dao, Chi square = 1.0, p = 0,034. So sanh Pién di HST

gittka tré Tay va Dao, Chi square = 6,80, p = 0,14.

Ty 1€ MCV va/hodc test DCIP duong tinh
chung 14 35,2%. Dan toc Tay chiém 38,3% tong
s6 ngudi Tay, dan toc Dao chiém 28,4% tong sb
tré dan toc Dao

Ty 1€ dién di HST (+) va/hoac PCR a-thal (+)
chung 1a 28,1%. Dan toc Tay chiém 31,4 %
tong s6 nguoi Tay, dan toc Dao chiém 20,6%

tong so tré dan tdc Dao.

Nhu vay qua bang trén chiing t61 xac dinh ty 1€
sang loc Thalassemia chung tré¢ em dan toc Tay,
Dao trong mau c6 ty 1& 35,2%. Sau khi sang loc
dwa vao chi s6 MCV ciia hong cau tiép tuc tién
hanh lam xét nghiém chan doan tir két qua sang
loc cho thay ty 1é mang gen trong mau 1a 28,1%.
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Bang 3. Phan loai thé thalassemia trong nhém tré mang gen

Phén loai mang gen Tay Dao Chung
Thalassemia n A n % n A
o Thalassemia*® 56 50,9 18 56,2 74 52,1
B Thalassemia*® 46 41,8 13 40,7 59 41,5
a-f3 Thalassemia két hop** 8 7,3 1 3,1 9 6,4
Téng 110 100,0 32 100,0 142 100,0

Trong s6 505 tré dan toc Tay, Dao dugc lam
sang loc dua vao chi s6 MCV va sang loc huyét

sdc to E bang test DCIP.

- Ty 18 mang gen duoc xac dinh bang phan tich

thanh phan huyét sic t6 va PCR.

- Ty 1€ mang gen o-Thalassemia chung la
14,7%. Tiép dén la B-Thalassemia 11,7% va két
hop o va B-Thalassemia 1a 1.8%.

- Tré Tay c6 ty 1é mac a va B-Thalassemia cao
hon tré Dao (p>0,05).

Bang 4. Kiéu gen va dac diém huyét hoc ciia ddi twgng mang gen

Kibu ¢ — thal Kiéu v Chi s6 huyét hoc
Hb Rbc Hb Mev Mch RDW

Di hop tur a thal
- oo A2A 52 36,6 5,55+0,59 120+9 68,3+6,6 21,7422 17,0£1,6
0-3.7/00 A2A 15 10,5 5,12+0,54  125+12,9  75,6+5,5 24,5422 14,9+1,3
0-4.2/ aa A2A 2 14 604092 1012 0 50,5+3,6  17,5%12 22,8423
oa/aCSa A2A 2 14 517+0,69 122+5 75,6+4,5 23,7422 14,8+0,1
Di hop tir a0/a+ thal(HbH)
--SEA/03.70.  A2A 2 14 5,60+0,01 128+4 75,7£1,0  22,9+0,8 15,5+0,5
--SEA/04.200  A2A 1 07 6,04£091 10122 50,7438 16,512  22,5+2,1
Di hop tu B thal
oo/oor A23A 52 36,6  6,03£0,0 99+0,00  50,7+0,0  16,4+0,0  28,7+0,0
Di hop tir HbE
oo/oo EA 4 28 557093 116+11 64,7+ 20,9+3,0 17,742,3
B thal — HbE
oo/o EFA 32,1 5,27+0,30 12341 71,5852 23.4+1,6  21,8+128
Di hop tir B/o. phdi hop
--SEA/o0 A23A 7 49  556+0,6  122,848,0 69,493 222428  233+125
0-3.7/00 A23A 2 14 5,52+0,75 114+1,4 63,2483  20,8+2,5  18,5+772,1
Téng 142 100
Binh thuong
oo/o A2A 363 6,06+0,00 11441 57,0+ 18,8+0,3 18,9+0,8
Tong 505 4,98+0,65 13114 79,4+10,3  25,6+3,6 14,9+3,2

* 86 liéu chi s6 hong cau trinh bay diroi dang Trung binh + d¢ léch chudn

** A G : Ty 16 HbA,>3,5%
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Co6 6 kiéu hinh thalassemia duoc phat hién
trong 142 tré mang gen thalassemia. Ngoai trur
di hop to o' - thal va di hop tit HbE, tinh trang
thiéu mau mirc d6 nhe déu dugc biéu hién &
cac kiéu hinh nhu di hop tir o thal, di hop tir
B thal va di hop tir phdi hop a,p thalassemia.
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Tét ca cac kiéu hinh déu biéu hién tinh trang
hdng cau nho nhuoc sic véi chi s6 trung binh
MCV, MCH nhé hon gia tri diém cét. Thiéu
mau muc dd nang dén trung binh thé hién ¢ 4
truong hop HbH va 7 truong hop Di hop tur B/a
phéi hop HbE.

Bang 5. Phan b6 kiéu dot bién don alen trong nhém tré mang gen thalassemia

Kiéu alen dét bién Loai S6 lwong Ty 1€ (%)
a-Thalassemia

-- SEA a’ 62 72,09
-a3.7 at+ 18 20,9
-aCS at+ 2 2,31

-04.2 ot 4 4,7

Téng

86

* dyra trén két qud xét nghiém PCR a-Thalassemia.

Dot bién kiéu --SEA ¢6 ty 1é cao nhit trong cac
loai dot bién trén gen globin o 72,09%. Tiép dén
1 kiéu alen dot bién -a3.7 chiém 20,9%. Ngoai ra
trong cong dong con gap dot bién mat doan nho -o
4.2 4,7%. Dot bién kiéu -aCS véi 2 dot bién.

BAN LUAN

Qua diéu tra 505 tré nguoi dan toc Tay, Dao trén
dia ban tinh Tuyén Quang, két qua nghién ciru
(Bang 1) cho thiy tudi trung binh ctia nhém tré
1a 11.7 £ 3.67 tudi. Tré nit chiém 59,6%. Nhém
tré dan toc tay chiém da s6 (69,3 tré dan toc 1a
Dao (30,7%).

Trong nghién ctru nay chung t6i str dung chi s6
MCYV <801l két hop voi test DCIP dé sang loc
thalassemia va HbE dong thoi theo khuyén céo
ciia Bo Y té (9). Ty 1¢& tré duong tinh véi céac
xét nghiém sang loc chung cua hai nhom dan
toc Tay va Dao 1én dén 35,2% (Bang 2). Tiép
tuc sang loc bang dién di huyét sic té va PCR
cac truong hop duong tinh véi xét nghiém sang
loc, nhém nghién ctru phat hi¢n ty 1¢ mang gen

chung trong nhom tré nguoi dan toc Tay, Dao
tai Tuyén Quang la 28,1%.

Trong do, 52,1% cac truong hop mang gen 1a alpha
thalassemia don thuan, 41,5% 12 beta thalassemia va
con lai 1a 6,4% két hop alpha-beta thalassemia (Bang
3.3). Nhu vay véi viée ap dung ky thuat PCR vao
sang loc tit ca cac truong hop hong cdu nho, nghién
cru nay phat hién thém hon % s trudng hop nguoi
mang gen alpha thalassemia, ca & dang két hop. Do
d6 ty 16 mang gen trong nghién ctru ndy cao gan gap
doi so vdi nghién ctru trude do ciia Hoang Van Ngoc
trong nhom nguoi Tay, va Dao tai khu vuc Thai
Nguyén, ty 1 mang gen la 9,8% (6). Nghién ctru cua
Vil Bich Van ciing tai Thai Nguyén phat hién ty 1¢
mang gen ¢ nguoi Tay 1a 27,1% (5). Nghién ctru cua
cac tic gia ndy déu bdo cdo ty 16 mang gen dua trén
sang loc bang chi s hong cau va khang dinh lai bang
dién di huyét sic t6. Do vdy, ty 1é mang gen trong céc
nghién ctru d6 chi cho phép bao cdo cac truong hop
B - thalassemia va HbH. Céc truong hgp mang gen
o hoic o* thalassemia thudng khong anh hudng dén
ty 1¢ HbA, do d6 khong dugc phat hién bang dién
di huyét sic t6. Nghién ctru cua chung t6i da han
ché dugc nhuoc diém nay, 74 truong hop mang gen
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o -thalassemia d& duoc xac dinh trong tong s 142
truong hop mang gen (Bang 3).

KKU-DCIP test duoc Thai Lan phét trién va khuyén
c4o sang loc ngudi mang gen HBE trong cong dong
¢6 nguy co cao. Test c6 do nhay gan nhu tuyét ddi,
k¥ thuat don gian va chi phi thap (12). Trong nghién
ctru ciia ching t6i, 100% cac truong hop HbE déu
duong tinh véi KKU-DCIP test. Tuy vay két qua
nghién ctu ciing cho thay ty 16 mang gen HbE trong
nhém tré dan toc Tay, Dao tai Tuyén Quang 1a rét
thap, chi 7 trong tong s6 505 tré 1a mang gen HbE
(1,38%) (bang 4). Ty 1¢ nay la thap hon rat nhiéu
so voi ty 1€ mang gen HbE trong cac nhom dan tdc
& khu vyc mién mién Trung, Ty Nguyén va Nam
Bo: nhu dan toc Pakd, Van Kiéu 1a 72% (nghién
ctru trong nhom héng cau nhé nhuogc sic), dan
toc Stiéng 1a 47,62% hoac Gia Rai 1a 34% nguoi
Khmer la 31% (2, 3, 11, 12). So sanh véi khu vuc
Pong Bic, két qua mang gen HbE ciia ching t6i 1a
twong ddng véi nghién ciru cia Nguyén Kiéu Giang
trong nhom nguoi Tay vai ty 1€ HbE 1a 1,7% (4).
Két qua nay gop phan 1am sang to thém cho nhan
dinh vé tin xuat mang gen HbE 1a khong phd bién
trong mot s6 nhém dan toc khu vue bong Bic nhu
Thai Nguyén hay Tuyén Quang.

Khi khéo sat kiéu gen dot bién két hop dién di huyét
sac t6 va xét nghiém PCR, chung t6i phat hién 10
kiéu to hop gen dot bién tao thanh 6 nhom kiéu
hinh mang gen thalassemia. Cac chi sb huyét hoc
trong nhoém ngudi mang gen cho thiy tinh trang
thiéu mau tir nhe dén trung binh va ting dan tir cac
cac nhom di hgp tir o, f° thalassemia toi cac nhom
di hop tir kép nhu HbH hoac beta thalassemia/HbE.
Cac nhom nhom di hop tir o', B thalassemia khong
biéu hién tinh trang thiéu mau trén 1|am sang. Diéu
nay 13 phit hop véi ddc diém 1am sang va co ché di
truyén bénh thalassemia. C6 32 truong hop di hop
tur B thalassemia (voi ty 1€ HbA, tang trén 3,5%) tuy
nhién nghién ctru chua c6 dicu kién xac tinh trang
kiéu gen 14 B° hay B thalassemia.

Xem xét cac kiéu dot bién don alen trong s céc tré
mang gen thalassemia (Bang 5), két qua nghién ciru
cho thay dot bién kiéu --5£4 dtig dau trong céc loai
dot bién trén gen globin alpha (72,9), tiép dén 1a dot
bién -027 (20,9), oot (2,31%), -a*%(4,7). Dot bién
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gay tinh trang HbE trén gen globin beta 1a 6,7%. Két
qua nghién ctru nay ciing tuong dong voi nghién
cuu tuong tu trong nhom dan tde Tay, khu vuc BDong
Bic véi ty 16 dot bién - SEA13 47,3%, -0°7(9,9%) (4).
Cac kiéu dot bién cu thé khéc trén beta globin gen
chua dugc thuc hién trong nghién ctru nay.

Cac két qua nghién ctru ndy cho thiy, tin xuit mang
gen thalassemia trong nhom tré nguoi dan toc Tay,
Dao tai Tuyén Quang la kha cao, dac biét la nhém
alpha thalassemia nhiéu hon 13 beta thalassemia
va HbE. Can nghién ctru thém vé chi phi hiéu qua
cua cac test sang loc nhanh HbE (nhu KKU-DCIP)
dé dua ra khuyén céo rd rang hon cho & timg khu
vuc, timg nhom déan tdc cu thé. Véi xét nghiém
gen, chung t6i dé nghi can tiép tuc sang loc cac dot
bién trén gen blogin beta dé c6 s6 liéu phan b tan
xuét don alen t6t hon, dap tng viéc wdc tinh ty 16
méac méi va thiét 1ap panel sang loc dot bién phu
hop cho khu vuc Péng Bic. Nghién ctru bude dau
cho thiy ty 1& luu hanh gen bénh thalassemia chung
trong nhoém dan toc Tay, Dao tai Tuyén Quang la
kha cao. Do han ché bdi miu thuan tién, nghién
ctru nay chua bao cao dugc ty 1¢ luu hanh gen trong
tung nhém dan toc cu thé. Can tiép tuc mo rong cac
chién dich sang loc tai cong déng voi co mau dai
dién hon cho cac nhom dan toc.

KET LUAN

Tan xuat luu hanh gen bénh thalassemia chung
trong nhom tré dan tdc Tay, Dao tai Tuyén
Quang 1 28,1%. 6 nhom kiéu hinh mang gen
thalassemia duoc phat hién vai 10 kiéu to hop
gen dot bién. Dot bién -- SFA chiém ty 18 cao nhat
trong cac kiéu dot bién don alen (72,09%).

KHUYEN NGHI

Can tiép tuc nghién ciru tin xudt mang gen
gdy bénh thalassemia v&i ¢& mau lén hon va
mo rong trong nhom thalassemia ngudi 16n dé
nghién ctru thém céc truong hgp mang gen.

Loi cam on: Toi xin cam on sy giup do cua Ban
lanh dao Bénh vi¢n da khoa tinh Tuyén Quang,
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Status research Thalassemia carier among children of ethnic Tay, Dao in
Tuyen Quang province

Do Thi Thu Giang', Pham Quang Thanh' Ho Phuong Thuy'
'General Hospital of Tuyen Quang province

Objectives: To determine the prevalence of thalassemia carrier, genotype and hematological
parameters among children bearing the thalassemia gene in Tuyen Quang. Methodology: A
descriptive study was conducted from January to March 2017. 505 ethnic minority children in 6
districts and Tuyen Quang City, Tuyen Quang province were registered voluntarily by the family
in the study. MCV index <80fL combined with the DCIP test were used for screening thalassemia
and HbE. Hemoglobin electrophoresis and DNA analysis of mutations in the globin alpha gene was
performed for all cases positive with screening tests. Results: The prevalence of thalassemia common
for ethnic minority children in Tuyen Quang was 28,1%. Four types of single-gene mutations in the
alpha globin gene were identified, following types --%4, -a*7; -a“5; -a*2. Conclusion: The general
prevalence of thalassemia gene among the Tay and Dao children in Tuyen Quang is 28.1%. Six
phenotypic groups carrying thalassemia gene were detected with 10 mutant genotypes. Mutation -
SEA accounts for the highest proportion of single allele mutations (72.09%).

Keywords: Thalassemia carrier, children, ethnic Tay, ethnic Dao, Tuyen Quang.
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