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TOM TAT

Muc tiéu: M ta mot sé dac diém xét nghiém
huyét hoc va dot bién gen globin cua thai phu va
chong; Xac dinh kiéu gen globin cua thai nhi.
Poi twgng va phwong phap: Nghién cau mo ta
cit ngang, 399 cap vo chdng di duge xac dinh
déu 1a ngudi mang gen thalassemia. Két qua: *
Vé dic diém xét nghiém huyét hoc va dét bién
gen globin cia b me: Trong 399 cip vo chdng
(798 nguoi) tham gia nghién cau c6 237 (29,7%)
ngudi mang gen o thalassemia, 369 (46,2%)
nguoi mang gen B thalassemia, 118 (14,8%)
nguoi mang gen HbE va 74 (9,3%) nguoi con lai
mang gen phdi hop cac dot bién o va P
thalassemia. Gia tri trung binh MCV cua céac
nhoém mang kiéu hinh o, a®, BE va p° lan luot 1a
81,2fl; 67,8fl; 77,4fl va 64,7f; Gia tri trung binh
MCH cua cac nhém mang kiéu hinh o, o, € va
B° lan luot & 26,5pg; 21,5pg; 25,4pg va 20,2pg;
Nguoi mang gen o thalassemia co ti 1é HbA2
binh thuong hodc giam nhe. Nhom mang gen 3
thalassemia (B*, B°va B thalassemia phdi hop o
thalassemia) déu c6 ty 16 HbA2 ting trung binh
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la 5%; * Vé dic diém dot bién gen globin caa
thai nhi: 21,8% khéng mang dot bién gen
globin, 55,2% di hop tir (nguoi lanh mang gen
bénh), c6 23% thai nhi bi bénh; Véi dot bién gen
o-thalassemia, dot bién --EA [a phd bién nhat, cac
dot bién khéc it gap hon: -037, HoCs, -a*?; phét
hién 2 truong hop mang dot bién hiém gap o
nguoi Viét Nam (Czdel T). C6 20 thai nhi bi
bénh mirc do rat nang (Hb Bart's) c6 kiéu gen --
SEAJ__SEA: \/Gi dot bién gen B-thalassemia, 62
truong hop thai nhi bi bénh mirc do niang, phd
bién nhat 1a kiéu dot bién 1a Cd41/42 dong hop
ter, Cd17 ddéng hop tir, di hop tr kép
BCU7/BCIL42 Phat hien 3 loai dot bién phd bién
hay gap Viét Nam cling nhu tai khu vuc Dong
Nam A 1a Cd17, Cd41/42 va Cd26.
Tir khéa: Dot bién gen, thalassemia.

SUMMARY
CHARACTERISTICS OF TESTING OF
HERMOLOGY AND GLOBIN GENES
IN PARENTS AND FUNDS AT THE
NIHBT FOR 2016 - 2020
Objectives: Describe some characteristics of
hematological tests and globin gene mutations of
pregnant women and husbands; Determine the
globin genotype of the fetus. Method: A cross-
sectional descriptive study, 399 couples were
identified as carriers of thalassemia gene.
Results: * Regarding hematological
characteristics and globin gene mutations of
parents: Among 399 couples (798 people)
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participating in the study, 237 (29.7%) carriers of
o thalassemia gene, 369 (46.2%) carriers of [
thalassemia gene, 118 (14.8%) carriers of the
gene. HbE and 74 (9.3%) of the remaining
people carried genes with a combination of o and
B thalassemia mutations.The mean MCV values
of the groups carrying phenotypes a+, a0, BE and
BO were 81.2fl, respectively; 67.8fl; 77.4f1 and
64.7f, The mean value of MCH of groups
carrying phenotypes o+, a0, BE and B0 is 26.5pg,
respectively; 21.5pg; 25.4pg and 20.2pg; Carriers
of the o thalassemia gene have a normal or
slightly decreased HbA2 ratio. The group
carrying the [ thalassemia gene (B+, O and
thalassemia combined with o thalassemia) all had
an average increase in HbA2 rate of 5%; *
Regarding fetal globin gene  mutation
characteristics: 21.8% did not carry globin gene
mutations, 55.2 % heterozygous (heterozygous
carriers), 23% of fetuses are affected; With the a-
thalassemia gene mutation, the --SEA mutation is
the most common, the other mutations are less
common: -a3.7, HbCs, -04.2; detected 2 cases of
rare mutation in Vietnamese (C2del T). There
were 20 fetuses with very severe disease (Hb
Bart's) with genotype --SEA/--SEA; With
mutations in the B-thalassemia gene, 62 cases of
severe disease in fetuses, the most common

mutations are homozygous Cd41/42,
homozygous Cdl17, double heterozygous
BCd17/pCd41/42.  Detecting 3 common

mutations that are common in Vietnam as well as
in Southeast Asia are Cd17, Cd41/42 and Cd26.

I. DAT VAN DE

Thalassemia 12 nhém bénh di truyén gap
phd bién nhat trén thé gigi va co thé phong
bénh dugc bang phuong phap sang loc trugc
sinh. Pic diém dot bién gen beénh

Thalassemia & Viét Nam rit da dang tao nén
nhiéu loai kiéu hinh khac nhau. Viéc sang loc
trude sinh di gop phan phong bénh tir do
giam ti I¢ sinh nhiing tré bi bénh. Viét Nam
da sang loc trudc sinh bénh thalassemia tur
2009. Vién Huyét hoc Truyén mau TW da
thuc hién sang loc trudc sinh tir nam 2013.
Vi vay ching t6i tién hanh nghién ciru dé tai
nay véi 2 myc tiéu: 1. M6 ta mot s6 dic diém
xét nghiém huyét hoc va dot bién gen globin
cua thai phu va chdng. 2. Xac dinh kiéu gen
globin cua thai nhi.

1. DOI TUONG VA PHUO'NG PHAP NGHIEN CUU

2.1. P6i twong nghién ciru:

+ 399 cap vo chdng da duoc xac dinh déu
la nguoi mang gen bénh.

Tiéu chuan lya chon:

+ Céc cap vo chong di dugc xac dinh
déu 1a nguoi mang gen bénh thalassemia.

+ Tudi thai tir 16 dén 20 tuan,

+ Thai phu da du diéu kién choc di theo
hoi chan caa Bac sy san khoa.

+ Khong c6 bat dong nhém mau Rh me
va con.

+ Nguoi me (thai phu) khéng c6 rdi loan
dong mau.

+ Pong y tham gia nghién cau.

Thoi gian nghién ciu: tir 2016 - 2020

Pia diém nghién ctu: Trung tam
Thalassemia - Vién Huyét hoc Truyén mau
Trung vong.

2.2. Phwong phap nghién ctru:

Thiét ké nghién ctru: Nghién ciru mo ta
cit ngang hoi ctru va tién ciru.
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INl. KET QUA NGHIEN cU'U
3.1. Pic diém xét nghiém huyét hoc va dét bién gen ciia dbi twong nghién ciru
Bing 3.1. Pic diém thé bénh thalassemia ciia thai phu va chéon

Pic diém TAan suét Ty 18 %
Mang gen o thal 38 4,8
Mang gen o thal 191 23,9
Mang gen f3 thal 369 46,2
Mang gen HbE di hop tur 113 14,2
Mang gen o va f thal 40 5,0
Mang gen o thal va HbE 22 2,8
Bénh Beta Thal/ HbE 12 15
Bénh HbH 7 0,9
HbE dong hop tu 5 0,6
Mang 2 gen o+ thal 1 0,1
Téng 798 100

Nhgn xét: Trong 399 cap vo chong tham gia sang loc trudc sinh, nhom mang gen B-

thalassemia chiém ti 1¢ cao nhit 46,2%.
Bdng 3.2. Dac diém mgt so chi so hong cdu trén nguwoi co dot bién globin

Hb (g/l) MCV/(fl) MCH(pg)
Thé bénh X +SD X +SD X +SD
(Min-Max) (Min-Max) (Min-Max)
o 131,09 + 16,7 81,2+ 4,3 26,5+ 1,8
Mang gen o"thal (0=38)) ;) " 5oy (73.4 - 89,1) (22,9-30,5)
Mang gen o thal 1235+ 16,4 67,8+3,3 215+12
(n=191) (93 - 155) (62 - 89,2) (18,9 - 28,2)
) 91,1+ 11,6 68,2+ 7,6 198+28
Bénh HbH (n=7) (68 — 109) (59,2 — 79,2) (17 — 24,5)
Mang gen p thal 1157 + 16,2 64,7+ 3,8 202+1,3
(n=369) (82 - 152) (55,7 - 78,5) (17,7 - 25,1)
Mang gen HbE di hop | 130,1 % 17,1 774+41 254+15
tir (n=113) (101 - 170) (64 - 90,9) (19,7 - 30)
A 7 1052 + 17,4 61,2+ 4,4 199+1,1
HBE dong hop tir (91-135) (55,8-67.,8) (19,6-21,3)
Bénh p thal / HbE 78,7+ 11,3 66,9+ 6,7 198+ 1,4
(n=12) (60-96) (56,2-79,8) (17,4-21,5)
Nhdn xét:

- Luong Hb trung binh & nhdm mang gen p thal, nhém mang gen HbE ddng hop tir, nhém

bénh B thal / HOE va o thal déu thap hon giGi han binh thuong.

- Chi s trung binh MCV va MCH ctia nhom d6t bién p thalassemia déu nho hon giGi han

binh thuong (MCV<85 va MCH<27).
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Bing 3.3 Diic diém thanh phin huyét sic té trén ngwoi cé dpt bién globin

HbA(%) |HbA2(%)| HbE(6) | HbF(%) | HbH (%)
Thé bénh X + SD X + SD X £ SD X +SD X +SD
(Min-Max) |(Min-Max)| (Min-Max) | (Min-Max) | (Min-Max)
Mang gen o thal 98+0,9 1,8+£04 0,1+0,5
(n=39) (96,1- 98,8) | (1,2 - 2,6) (0-2,4) ]
Mang gen o thal 98,2+06 | 1,8+0,3 0+0,2
(n=191) (92-98,8) |(1,2-2,8) (0-272) )
90,3+29 | 1,1+03 8,5+3,7
Benh HOH ("=7) | 052 05) | (0.8 13) ] (5-12.8)
Mang gen B thal 942+15 5305 3618
(n=369) (85,5-95,8) | (3,4-7,5) ) (0-9,1) )
Mang gen HbE dihop | 732+32 | 1,4+06 | 257+36 | 22+05
tir (n=113) (66,2-79) | (0,7-4,6) | (18,7-32,4) | (1,8-3) )
HbE d3ng hop ti 105+11 | 1,0+01 | 87,2+23 | 48+0,9 ]
' (9,2-11,9) | (0,9-1,0) | (85,2-90,8) | (0-4,8)
Bénh Bthal /HbE | 19,7+16,3 | 1,8+06 | 47,3+12,8 |[32,4+144
(n=12) (6,7-595) | (1,2-25)|(16,2—64,9) | (5,7 —51,4) )
Nhgn xét:

- Ti 1& HbA2 trung binh & 3 nhém mang d6t bién a-globin déu nhé hon gisi han binh
thuong. O nhém bénh HbH c6 ti 16 HbA giam va xuat hién HbH.

- Ty 1é HbA2 trung binh & nhdm mang gen B thal tang (5,3%).

Bing 3.4. Ty I¢ cdc alen a-globin djt bién ciia thai phu va chong

Dot bién n %

SEA 253 82,4
HbCs 32 10,4
o’ 8 2,6
HbQs 5 1,6
C2delT 5 1,6
ot2 2 0,7
THAI 1 0,3
Hb Pakse 1 0,3

Tong sb 307 100

Nhdn xét: Dot bién phd bién ¢ cap vo chdng mang gen o thalassemia 1a dot bién --SEA

(82,4%).
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Bdng 3.5. Ty 1¢ cdc alen f-globin dét bién cia thai phu va chong

Dot bién n %
Cd17 171 29,4
Cd41/42 163 28,1
Cd26 (HbE) 159 27,4
Cd71/72 23 4,0
-28 23 4,0
IVS1-1 17 2,9
IVS2 — 654 14 2,4
Cd95 3 05
Cd43G 3 05
IVS 1-5 2 0,3
-90 1 0,2

-88 1 0,2
Cd15 1 0,2
Tong sb 581 100

Nhgn xét: Dot bién pho bién ¢ cip vo chdng mang gen B thalassemia 1a dot bién Cd17
(29,4%), tiép theo 1a cac dot bién Cd41/42 (28,1%).

3.2. Két qua sang loc trudc sinh kiéu gen globin caa thai nhi

Bing 3.6. Két qud chin dodn bénh thalassemia ciia thai

TT Kiéu hinh Tansuat (n) | Ty I (%)
1 Khéng cb gen bénh 87 21.8
2 C6 1 dot bién gen a globin 69 17.3
3 C6 1 @6t bién gen B globin 92 23.1
4 Dot bién HoE 43 10.8
5 Phéi hop dot bién o globin va B globin 16 4.0
6 Bénh Beta thalassemia 30 7.5
7 Bénh Beta thalassemia / HbE 32 8.0
8 Bénh Alpha thalassemia (HbH) 10 2.5
9 Bénh Alpha thalassemia (Hb Bart's) 20 5.0
10 Tong s6 399 100,0

Nhdn xét: C6 21,8% thai nhi khong c6 gen bénh thalassemia, 23% thai nhi bi bénh (gom
5% bénh Hb Bart’s, 2,5% bénh HbH, 7,5% bi bénh beta thalassemia, 8,0% bénh beta
thalassemia/HbE).

Bing 3.7. Dic diém thé bénh Alpha thalassemia ciia thai nhi

Kiéu hinh Kiéu gen n % Tong (%)
Bénh Hb Bart’s -0 5EA/--SEA 20 20,2 20,2
] oA 3 3,0
Bénh HbH e = 1 10,1
Di hop tir o thalassemia -0 55 55,6 55,6
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aaCs/g 0 9 9,1
oo /g0 2 2,0
Di hop tir o+ thalassemia -0 /oo 1 1,0 14,1
-o*2/ao, 1 1,0
oo P/ga 1 1,0
Tong sd 99 100 100

Nhgn xét: Trong 99 thai nhi dugc chan doan c6 gen o thalassemia c6 20 thai nhi bi Hb
Bart’s chiém 20,2%, bénh HbH (0%a*) ¢6 10 thai nhi chiém 10,1%.

Bing 3.8. Pic diém thé bénh Beta thalassemia ciia thai nhi

Kiéu hinh Kiéu gen n %  |Tong (%)
BCdl7/BCd41/42 6 31
BCd4l/42 /BCd41/42 6 3:1
BCdl? /BCd17 4 21
Cd71/72 o Cd41/42 ,
CITTZg 2 1,0
Cd41/42 /B-ZB ) 1.0
BCdl? / B-28 2 1.0
Bénh Cd41/42/B|V81-1 1 0,5
B-thalassemia Cd71/72/ gIVS1-1 1 0,5 157
BCdl?/ BCd43 1 05
BCdl?/ BIVSl-l 1 0,5
BCdl? / BIVSZ-654 1 0:5
Cd41/42/ BIV52-654 1 O 5
BCdlY / BCdQS 1 05
BCd17 / B-88 1 05
BCdl?/ BCdZG (HbE) 15 7:9
Cd4l/42/ BCdZG (HbE) 11 5,8
Bénh BCd71/72/ BCdZG (HbE) 2 1.0
B-thalassemia/ HbE [pCa26 (HbE) / gIvs2-654 2 1,0 108
Cd26 (HbE) -28
B /B 1 05
BCdZG (HbE) /BIVSLS 1 05
HbE déng hop ti [CU26 (HOE) / Ca26 (HbE) 1 0,5 0,5
/B 36 18,8
Cd4l/42/ 39 20’4
BCd26(HbE) /B 36 18,8
1VS2-654
Mang gen bénh p VST /B i g? 67
BCd71/72 /B 4 2,1
B2/p 3 16
BB 1 0,5
Tong s6 191 100 100

Nhgn xét: C6 191 thai nhi chan doan c6 dot bién B globin, c6 30 thai nhi bi bénh beta
thalassemia chiém 15,7%, 32 thai nhi bi Beta thalassemia/HbE chiém 16,8%.
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IV. BAN LUAN

Thalassemia 1a bénh di truyén phd bién
nhat trén thé gioi, bénh biéu hién thiéu mau,
vang da, quéa tai sit va nhiéu bién chang.
Viéc sang loc truae sinh 1a bién phap phong
bénh cip 1 dé ngin chin sinh nhiing dia tré
bi bénh. Vién Huyét hoc Truyén méu trung
wong da thyc hién chan doan trude sinh bénh
thalassemia bang té bao i tir nam 2013.

4.1. V& dic diém xét nghiém huyét hoc
va dot bién gen globin cia bé me

Trong nghién cau nay ¢ bang 3.1 cho
thiy 798 nguoi (399 cap vo chong) co 10
dang c6 gen thalassemia/huyét sic t6 khéc
nhau. Thé mang gen p-thalassemia chiém ty
1& cao nhit véi 369 nguoi chiém 46,2%, tiép
dén 1a nhitng nguoi mang gen o’-thalassemia
¢6 191 ngudi chiém 23.9%, c6 12 ngudi bi
bénh B thalassemia/HbE va 7 ngudi bi bénh
a-thalassemia (HbH). Bac biét co 40 nguoi
mang ddng thoi gen o-thalassemia va p-
thalassemia, chiém 7,8%. Theo nghién cuu
cua tac gia Nguyén Khac Han Hoan (2013),
trong 756 thai phu co6 dot bién gen
thalassemia thi ¢ 4,2% thai phu c6 phdi hop
dot bién a-globin va p-globin [1]. Két qua &
bang 3.2 cho thidy 7 nguoi bi bénh a-
thalassemia (HbH) c6 thiéu méau nhe trung
binh 1a 91g/I thap nhat 1a 68g/l, cac chi sd
MCV rat thap trung binh 12 68,2 fL va MCH
trung binh 1a 19,8 pg. 191 thai phu va chdng
mang gen o’-thalassemia cé Hb trung binh la
123,5g/1, thap nhat 1a 93 g/l gap ¢ thai phu va
cao nhat la 155g/l gap ¢ nguoi chong. Chi s6
MCV trung binh Ia 67,8fl, thap nhat la 62 fL
va cao nhat 1a 89,2 fL; chi s6 MCH trung
binh 1a 21,5 pg (tir 18,9 dén 28,2pg). C6 38
ngudi mang gen o*-thalassemia c6 Hb trung
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binh 1a 131,9¢/l, thip nhat 1a 108g/I va cao
nhat 1a 163 g/I; chi s6 MCV trung binh la
81,2 fl (tr 73,4 dén 89,1 fl); chi s6 MCH
trung binh 1a 26,5 pg (tir 22,9 dén 30,5pg).
Vé thanh phan huyét sic t6 cua nhitng ngudi
c6 dot bién gen a-globin & bang 3.3 cho thiy
ngudi bénh HbH c6 chi sb HbH trung binh 1a
8,5% (tr 5 dén 12,8%). Con nhimng ngudi
mang gen o’-thalassemia va o*-thalassemia
déu c6 thanh phan huyét sic té trong gisi han
binh thuong hoic ti 1é HbE giam. Két qua
nghién cuu cua ching t6i cling phu hop Vi
nghién ciru cua tac gia Viprakasit nam 2013
[2], Nguyén Thi Thu Ha nim 2016[3] va
Nguyén Kiéu Giang nim 2016 [4]. C6 499
ngudi co dot bién gen B-globin, trong do 12
ngudoi la bénh nhan B-thalassemia/ HbE c6
Hb trung binh 1a 78,7g/l (tir 60 dén 96g/l),
chi s6 MCV trung binh 12 66,9 fl (tir 56,2 dén
79,8 fl), chi s6 MCH trung binh 1a 19,8 pg
(tir 17,4 @én 21,5 pg). C6 5 nguoi ddng hop
tor HbE c6 Hb trung binh la 105,2 g/l, MCV
trung binh la 61,2fl, MCH trung binh la
199pg. C6 369 nguoi mang gen f-
thalassemia cé Hb trung binh 1a 115,7 g/l ( tu
82 dén 152 g/l), MCV trung binh 12 64,7 (tu
55,7 dén 78,5 fl), MCH trung binh Ia 20,2 pg
(tir 17,7 dén 25,1pg). C6 113 mang gen HbE,
vai HbE trung binh l1a 130,1 g/l, MCV trung
binh 12 77,4 fl (tir 64 dén 90,9fl), MCH trung
binh 1a 25,4pg (tr 19,7 dén 30pg). Thanh
phan huyét sic t6 cia nguoi ¢ dot bién gen
B-globin trong bang 3.3 cho thay, tat ca 4
nhom thé bénh déu c6 bat thuong thanh phan
huyét sic t6. Nhém mang gen B-thalassemia
c6 thanh phan HbA?2 ting trung binh 14 5,3%
(tir 3,4% dén 7,5%), két qua nghién ctu nay
cling phu hop voi két qua nghién ciru cua tac
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gia Nguyén Khic Han Hoan nim 2013 vdi
nguoi mang gen B-thalassemia co ty 1€ HbA:
trung binh la 55% [1]. Tac gia Vip
Viprakasit nam 2013 nghién cau trén 88
nguoi thalassemia di hop ti B-thalassemia
thiy ty 16 HbA2 dao dong tir 4,7 — 6,5% [2],
nhém mang gen HbE di hop tir ¢6 thanh phan
HbE trung binh 1a 25,7% (tr 18,7% dén
32,4%), nhém bénh HbE ddng hop tir ¢o ty 16
HbE trung binh 1a 87,2% (tr 85,2% dén
90,8%). Nhém bénh nhan B-thalassemia/HbE
c6 ty 1é¢ HBE trung binh 47,3% va HbF trung
binh 32,4%, cling twong tu nhu nghién cuu
cua t&c gia Phan Thi Thuy Hoa nam 2015
[5].

Theo bang 3.4 trong 237 nguoi mang gen
o thalassemia c6 307 alen dot bién. Dot bién
--SEA (a°) chiém ti Ié cao nhat (82,4%), tiép
dén 1a cac dot bién HbCs (10,4%) -o®7
(2,6%), HbQs (1,6%), C2delT(1,6%), -o*?
(0,7%). Néu ca hai vo chong déu c6 dot bién
o thalassemia (SEA hoic THAI) thi mdi lan
sinh s€& c6 25% kha nang thai nhi bi Hb Barts
gay phu thai. Néu mot nguoi 1a vo hoic
chong c6 dot bién o thalassemia, nguoi kia
c6 dot bién o thalassemia (HbCS hoac HbQs
hodc Hb Pakse hoic C2delT) thi mdi lan sinh
con cO 25% kha nang con bi HbH muc d¢
trung binh. Néu mot nguoi 1a vo hoic chong
c6 dot bién o thalassemia, ngudi kia c6 dot
bién o thalassemia (3.7 hoic 4.2), thi mdi
lan sinh con c6 25% kha ning con bi HbH
mic d6 nhe, c6 7 nguoi la HbH (bang 3.1).
Con vo/chdng mang gen o thalassemia, mdi
lan sinh con ¢ 25% kha ning thai nhi bi phu,
25% kha nang con bi HbH, 50% kha nang
con mang gen. Ngoai ra ¢ Bang 3.1 va 3.5
cho thdy trong 561 nguoi c6 dot bién P-

globin bao gém 581 alen dot bién, dot bién p°
chiém cha yéu véi ty 16 68,3%, dot bién
Cd26 (HbE) chiém 27,4% va B* chiém 4,3%.
Cac dot bién c6 ti 1é cao lan luot 1a Cd17
(29,4%), Cd41/42, (28,1%), Cd26 (27,4%),
Cd71/72 (4%). Dot bién B* co ty 1 thap véi -
28 (4%), -90 (0,2%), -88 (0,2)%. Néu ci 2 vo
chdng déu mang dot bién p° thi mdi lan sinh
con cd 25% kha nang con bi bénh B
thalassemia major 1a thé nang, nhirng dta tré
bi bénh thé nay s& bi thiéu méau niang va biéu
hién rat sém trudc 2 tudi; 50% kha nang con
mang gen B° thalassemia.

4.2. Vé dic diém dot bién gen globin
cua thai nhi

Theo két qua bang 3.6, bang 3.7 trong
125 thai phu duoc sang loc trudc sinh bénh
o-thalassemia, két qua c6 99 thai nhi duoc
chan doan cé gen bénh o —thalassemia gom
¢6 20 thai nhi bi Hb Bart’s (phu thai) c6 kiéu
gen --a5F4--a5FA 7 thai nhi bi bénh
HbH(HbCs) c6 kiéu gen --a5Faa®® day la
kiéu gen gay bénh muac do trung binh dén
nang, 3 thai nhi bi HbH c6 kiéu gen --a5F4/-
o7, thuong co6 biéu hién 1am sang nhe. Co6
69 (69,7%) truong hop thai nhi c¢6 1 dot bién
gen a-globin, trong do 55 (55,6%) truong
hop mang dot bién SEA di hop tir, tiép dén l1a
dot bién HbCs, C2delT, 3.7, 4.2 va HbQs. Co
3 truong hop di hop tir kép bi bénh mac d6
trung binh, méat doan 3 gen, nhimg trudng
hop nay biéu hién thiéu mau mic do trung
binh, khong phu thudc vao truyén mau, chi
truyén méau & nhirng thoi diém nhat dinh nhu
tudi day thi, nhu cau mau ting 1én cho su
phat trién, khi c6 thai hoic khi c6 biéu hién
nhiém trung, khi két hop vai bénh khac gay
thiéu mau,...
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Két qua ¢ bang 3.6, bang 3.8 cho thay c6
30 thai nhi bi bénh B —thalassemia, 32 thai
nhi bi bénh B-thalassemia/HbE, 92 thai nhi
mang gen 3 —thalassemia va 43 thai nhi mang
gen HbE. Vé kiéu gen cuia 191 thai nhi c6 dot
bién gen B-globin, trong 30 thai nhi bj bénh p
-thalassemia c6 dén 28 thai nhi bi c6 dot bién
kicu BYp°, cac dot bién chu yéu Ila
BCUL7/RCA442 (8 (rygng hop), BCH4Y42 /pCd4L/az
(6 trwong hop), 4 /B (4 truong hop),
thé bénh nay s& gay biéu hién 1am sang 1a
mtc do nang, tré bi thiéu méau nang tir rat
sém dudi 2 tudi. C6 32 thai nhi bi bénh p-
thalassemia/HbE, 34 truong hop 1a B%pE, phd
bién nhat 1a dot bién pCU’/ pCd2 HOB) (16
tru(‘mg hO’p), tlép dén 1a BCd41/42/ BCdZG (HbE)
(11 truong hop). Thé bénh nay c6 biéu hién
lam sang tir trung binh dén niang. C6 mat thai
nhi bi bénh HbE ddng hop tir, thé bénh nay
thuong khong gay biéu hién 1am sang, c6 thé
la thiéu mau nhe. 92 thai nhi mang gen pB-
thalassemia, trong d6 chii yéu la kiéu gen
BCY442/8 (39 truong hop), BCU7/B (36 truong
hop). Pic diém céc kiéu dot bién nay pho
hop véi dic diém ty & cac dot bién & cac dan
toc Kinh, Tay, Nung, Thai, Muong|[6].

V. KET LUAN

Chan doéan trudc sinh bénh thalassemia
bang té bao 6i 1a mot phwong phap hiéu qua
dé ngin khong sinh ra tré bi bénh thalassemia
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& nhitng cap vo chdng cung mang gen

thalassemia.
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