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ABSTRACT

Objective: This study aimed to evaluate the screening rate and demographic of Thalassemia
among pregnant women at Hung Vuong Hospital.

Subject and method: A cross-sectional study was conducted on a cohort of pregnant women
who underwent screening for Thalassemia using mean corpuscular hemoglobin and mean
corpuscular volume indices at Hung Vuong Hospital.

Results: From January 2023 to January 2024, a total of 23,015 pregnant women were screened,
with 5,372 cases (23.34%) identified as high-risk for Thalassemia. Among these high-risk cases,
63 pregnant women consented to further confirmatory diagnostic testing, revealing that
38.10% of those screened as high-risk did not carry the disease gene. The prevalence of Alpha-
Thalassemia was notably high, accounting for 41.27%, while Beta-Thalassemia was detected
in 15.87% of cases. Approximately 4.76% of pregnant women were found to have both Alpha
and Beta-Thalassemia. Among those diagnosed with Alpha-Thalassemia, the SEA heterozygous
genotype was the mostprevalent (68.97%). In the Beta-Thalassemia group, the HBE heterozygous
genotype was the most common, comprising 34.48% of cases.

Conclusion: The rate of Thalassemia gene carriers is high, especially among ethnic minorities,
with Alpha-Thalassemia being predominant. Expanding screening and appropriate management
of iron deficiency plays a crucial role in improving health for pregnant women.
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TOM TAT
Muc tiéu: Nghién ctru nham dénh giaty 1¢ sang loc va dac diém dich t& ctia bénh nhan méc bénh
Thalassemia tai Bénh vién Hung Vuong.

D01 twong va phlr(rng phap nghién ciru: Nghién ctru cit ngang duoc tién hanh trén thai phy
dén khéam va sang loc Thalassemia thong qua chi s6 ham luong hemoglobin trung binh va thé
tich hong cau trung binh tai Bénh vién Hung Vuong.

Két qua: Tir 1/2023 dén 1/2024, tong cong 23.015 thai phu da thuc hién sang loc, trong d6 co
5.372 truong hop (23,34%) dugc xac dinh ¢6 nguy co mac bénh cao. Trong s6 cac truorng hop
nguy co cao, 63 thai phu dong ¥ thuc hién xét nghiém chan doan xac dinh. Két qua cho thay
c6 to1 38,10% thai phu khong mang gen bénh. Ty 1¢ méc Alpha-Thalassemia dugc phat hién
chiém ty le cao, voi 41,27%, vugt trdi so voi ty 1€ méc Beta-Thalassemia 13 15,87%. C6 4,76%
thai phy mic dong thoi Alpha va Beta-Thalassemia. Kiéu gen thuong gip nhat trong nhém
Alpha-Thalassemia 1a SEA di hop, chiém 68,97%, trong khi HBE di hop chiém 34,48% trong
nhom Beta-Thalassemia.

Két luin: Ty 1¢ mang gen Thalassemia cao, dac bi¢t ¢ cac dan toc thiéu s6 va Alpha-
Thalassemia chiém wu thé. Viéc mo rong sang loc va quan 1y thiéu st phi hop c6 vai tro quan
trong giup cai thién strc khoe cho thai phu.

T khoa: Thalassemia, dac diém dich té, Viét Nam, sang loc

1. PAT VAN DPE

Thalassemia 13 mot rdi loan di truyén phd bién vé
thiéu mau, dugc phan loai thanh hai nhom chinh la

nhan thuong thiéu mau nhe va khong c6 triéu chimg rd
rét. Nguoc lai, cac truong hop thleu mau nang thuong

Alpha Thalassemia va Beta-Thalassemia. Tinh trang
nay chu yéu do dot bién trong cac gen chiu trach nhiém
tong hop chudi alpha-globin (HBAl va HBA2), gy
ra bénh Alpha-Thalassemia, hodc cac dot bién trong
gen HBB lién quan dén tong hop chudi beta-globin,
gy ra bénh Beta-Thalassemia [1][4]. M{rc d6 nghiém
trong cua thiéu mau co thé dao dong tir nhe dén nang,
tiy thudc vao mirc do bat thuong trong tong hop chudi
globin. Trong céc truong hop ngudi lanh mang gen, bénh

*Tac gia lién h¢

gdy bién dang xuong do tang tong hop tuy xuong, gan
lach to, vang da, nhgt nhat, va mirc hemoglobln giam
dang ke, can pha1 phu thudc vao truyén mau [1][4]. Hon
nira, thleu mau ndng ¢ bénh nhan Alpha-Thalassemia c6
thé tién trién ngay trong qua trinh phat trién bao thai, co
thé dan dén tran dich thai hodc thai chét luu [1].

Tai Viét Nam, ty 1¢ nguol mang gen bénh chiém
khoang 13,8% tong dan sb [2]. Ty 1& nay dao dong khéc
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nhau gifra cac dan toc cling nhu gilra cic vung mién.
Nghlen ctru cho thay 'ty 1€ mang gen ¢ nhom dan toc
thiéu s6 cao, 52% dbi voi dan toc Co-Tu va lén toi
66,4% voi dan toc Ta-Oi, trong khi do, dan toc Kinh c6
ty 1¢ mang gen thap hon, khoang 9,4% -12,1% [3]. Do
ty 1€ mac bénh cao, viéc sang loc nguoi mang gen da
dugc tich hop vao cac phac d6 chan doan va diéu tri cua
B0 Y té va trién khai tai cac bénh vién khac nhau ¢ Viét
Nam [4]. Hién nay, quy trinh sang loc ngudi mang gen
Thalassemia bao gobm céc xét nghi€ém huyét hoc dé danh
gia cac chi s6 hong céu, dac biét la MCV va MCH,
nham phat hién tinh trang thiéu mau vi hdng cau nhugc
sdc. Cac nguorng cit dé sang loc Thalassemia c6 sy khac
biét giita cac co s y té. Co nhiéu khuyén cdo vé viée
thue hién sang loc cho bénh nhan Thalassemia su dung
cac chi s6 huyét hoc, ngudng sang loc thong dung hién
nay tai Viét Nam gém: (1) MCV < 85 fl hoac MCH <
28 pg; va (2) MCV < 80 fl hoac MCH < 28 pg. Nhung
bénh nhan c6 nguy co cao s€ dugc thuc hién cac xét
nghlem chan doan phan tir de xac dinh nguoi mang dot
bién va du doan nguy co mic Thalassemia & thai nhi
hodc tré so sinh.

Nghlen ctru ndy duoc thyc hién nham mo ta ty 1¢ thai
phu ¢6 nguy co cao mic Thalassemia sau sang loc bang
chi s6 huyét hoc va dic diém dich t& ctia cac thai phu
mac bénh Thalassemia tai Bénh vién Hung Vuong.

2. POI TUQNG VA PHUONG PHAPNGHIEN CUU
2.1. Thiét ké nghién ciru: Nghién ctru cit ngang.

2.2. Dia diém va thoi glan nghlen ciru: Nghién ctru
dugc tién hanh tai Bénh vién Hung Vuong tir thang
1/2023 dén 1/2024.

2.3. Poi twgng nghién ctru: Thai phu t6i kham thai va
thuc hién sang loc Thalassemia.

2.4. C& miu, chon miu: Toan b thai phy c6 du tiéu
chuan duoc dua vao phan tich.

- Tiéu chuan lira chon: Céc thai phu dén kham thai va
thyc hién tdm soat Thalassemia tai Bénh vién Hung
Vuong trong thoi gian nghién ciru.

- Tiéu chudn loai trir: Céc thai phu da tu'ng truyén méau
hoidc c6 cac bénh Iy nén vé huyét hoc ¢6 thé anh hudng
dén két qua xét nghiém.

2.5. Bién s nghlen ciru: Tudi thai phu, dén tgc, cac
blen lién quan den cong thirc mau: sé lwong té bao hong
cau (RBC) nong do hemoglobin (HGB), dung tich
hong cau (HCT), thé tich trung binh hong cau (MCV),
nong do hemoglobin trung binh (MCH), ndng do trung
binh cua huyét sic t6 hemoglobin trong mot thé tich
mau (MCHC) d6 phan bé kich thudce hong cau (RDW),
chi s0 xét nghlem ferritin huyét thanh, két qua dién di
Hemoglobin va két qua xét nghiém gen Thalassemia.

2.6. Ky thuat, cong cu va quy trinh thu thap s lidu: Dir
liéu duoc thu thap va tong hop bang Excel dudi dinh

dang t€p xIsx. DTt liéu_ gdm cac thong tin vé tudi, dan
toc, thong sb vé hong cau nhu RBC, HGB, HCT, MCV,
MCH, MCHC, RDW, nong do Ferritin, dién di hemo-
globin, két qua chan doan phan tir trong trudng hop co
két qua sang loc nguy co cao (duoc dinh nghia la MCV
< 80 fl hoac MCH < 28 pg). Két qua chan doan phén
tir co thé phat hién cac dot bién mét doan, cac dot blen
diém thuong gip trén gen HBA1 va HBA2, bao gdm
Hb Constant Spring, Hb Westmead, va Hb QuongSze
cac dot bién trén gen HBB (trong trudng hop dién di
hemoglobin c6 HBA2 > 3,5%).

2.7. Xir ly va phéan tich so ligu: Cac bién dinh tinh s&
dugc trinh bay dudi dang tan suat va ty 18, trong khi cac
bién dinh luong s€ dugc trinh bay dudi dang trung binh
va d6 léch chuan. Toan bd qua trinh phén tich dir li¢u
duoc thuc hién trén phan mém R Studio, v6i ngdn ngt
R phién ban 4.3.1.

2.8. Dao dirc nghién clru: Nghién ctru da duge phé
duyét bm hoi dong Y duc cua Bénh vién Hung Vuong
theo quyét dinh s6 1778/QD-BVHYV vao 16/04/2024.

3. KET QUA NGHIEN CUU

Bang 1. Pic diém dich t& hoc ciia nhém thai phu
tham gia sang lgoc Thalassemia

pedidm | NS AR | Y
Tudi 29,52 +5,46 | 28,50+5,78
Kinh 17.067 (96,74) | 4.968 (92,48)
Dan Hoa 326 (1,85) 155 (2,89)
toc | Khmer 41 (0,23) 3(0,06)
Khac 209 (1,18) 246 (4,58)
RBC (M/]) 425+ 0,34 4,65+ 0,50
HGB (g/1) 126,51 9,24 | 115,56 + 12,30
HCT (%) 38,52+2,88 | 3592+3,72
MCV (fl) 90,77 3,91 | 77,64+ 745
MCH (pg) 29,85+ 125 | 24,98+2.47
MCHC 328,59 + 8,12 | 321,64 + 8,06
RDW (%) 13,90 £ 0,93 | 1545+2.13

Blen dén toc duge bleu thi dudi dang s6 lu:ong (%). Cac
bién sé con lai duoc biéu thi dudi dang gia tri trung binh

+ dd lIéch chuén.

Béng 1 cho thiy & nhém nguy co thap mac bénh Thal-
assemia, thai phy thudc dan toc Kinh chiém da so. Tuy
nhién, trong nhom nguy co cao, ty 1€ dan toc Kinh mac
Thalassemia giam xudng va ty 1¢ mac bénh & cac nhom
déan toc khac tang [én. Nhém nguy co cao co nong do
HGB thap hon nhém nguy co thap, cho thiy mirc do
thiéu mau nhe.
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MCV > 851 MCV <801l
(2,74%) (0.01%)
MCV 80-85f] . MCV 80-85 1l

(8,97%)

MCV <80f1
(11,62%)

[ Nguy co thap

Nguy co cao vai
- MCV < 85fl hode MCH < 28pg

Nauy co cao vdi

MCV < §0fl hodic MCH < 28pg

A. Ty l¢é cua cdac nhom phan theo murc do MCV, MCH  B. Ty ¢ cua cac nhom phdn theo cdc nguong sang loc
trong sang loc nguy co mang gen Thalassemia Thalassemia

Biéu d0 1. Ty 1¢ ciia cac nhém phan theo mirc d9, ngudng sang loc Thalassemia

Bleu d6 1 cho thay phan bd ty 1¢ khi thuc hién phan nhom theo chi s6 MCV, MCH cua céac khuyen cdo trong vigc
tam soat Thalassemia ¢ Viét Nam. Nhom thai phu c6 MCH < 28 pg c6 phd MCV trai dai ¢ cac mirc. Nguoc lai, &
nhom MCH > 28 pg, hau nhu khong c6 bénh nhan nao c6 MCV < 80 fl.

Bang 2. Ty 1€ ngwoi mang gen Thalassemia dworc sang loc tai Bénh vién Hung Vwong

Nhém nguy co S6 lwong (%)
Nguy co thdp 17.634 (76,66)
Nguy co cao 5.372 (23,34)

Khong mang gen 24 (0,45)

Alpha-Thalassemia 26 (0,48)

Beta-Thalassemia 10 (0,19)

Alpha + Beta-Thalassemia 3 (0,06)
Khong thyc hién chan doan 5.309 (98,83)
Tong sb 23.015 (100)

Bang 2 cho thiy ty 1& thai phu mang gen Alpha-Thalassemla chiém cao nhét trong s6 cac truong hop mang gen,
tiép sau do la Beta-Thlassemia va dong mac Alpha va Beta-Thalassemia.

Bang 3. Pic diém ciia cac chi s6 huyét hoc trong nhém thai phu thue hién quy trinh chin doan
xac dinh Thalassemia tai Bénh vién Hing Vwong

. Khéong mic Alpha- Beta- Alpha + Beta
Pic diém Thalassemia Thalassemia Thalassemia Thalassemia
(n=24) (n=26) (n=10) (n=3)
Tubi 28,42 £ 4,87 29,92 £5,77 28,30 £5,72 28,33 £3,06
Kinh 24 (100,00) 26 (100,00) 9 (90,00) 2 (66,67)
L Hoa 0(0,00) 0 (0,00) 0 (0,00) 1(33,33)
Dan toc
Khmer 0 (0,00) 0 (0,00) 1 (10,00) 0 (0,00)
Khac 0 (0,00) 0 (0,00) 0 (0,00) 0 (0,00)
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) Khéng mic Alpha- Beta- Alpha + Beta
DPic diém Thalassemia Thalassemia Thalassemia Thalassemia
(n=24) (n=26) (n=10) n=3)
RBC (M/1) 4,59 + 0,46 4,95 £ 0,66 491 +0,40 5,05 +0,52
HGB (g/1) 120,72 £ 13,50 111,02 + 13,87 117,35+ 12,23 118,33 £5,51
HCT (%) 37,33 £3,97 34,62 +£4,19 35,82 + 3,66 36,50 = 1,21
MCV (1) 81,42 + 3,29 70,33 £ 6,55 73,09 + 7,37 72,63 £ 6,35
MCV > 85 1(4,17) 0 (0,00) 0 (0,00) 0 (0,00)
MCYV 80-85 16 (66,67) 3 (11,54) 1 (10,00) 0 (0,00)
MCV <80 7 (29,17) 23 (88,46) 9 (90,00) 3 (100,00)
MCH (pg) 26,37+ 1,02 22,60 £2,22 23,95 +2,31 23,67 +1,53
MCH > 28 0 (0,00) 0 (0,00) 0 (0,00) 0 (0,00)
MCH <28 24 (100) 26 (100) 10 (100) 3 (100)
MCHC 323,00 £ 6,61 320,38 + 7,36 327,90 £ 6,61 324,67 4,16
RDW (%) 15,00 = 1,47 15,14+ 1,94 15,31 £1,91 14,60 + 0,53
Ferritin (ng/ml) 82,98 + 85,85 100,05 + 57,93 110,39 +70,79 88,00 + 83,77

Bién dan tdc, MCV = 85, MCV 80-85, MCV < 80, MCH = 28, MCH < 28 dugc biéu thi duédi dang sb lwong (%).
Céc bién s6 con lai duge biéu thi duorl dang gia tri trung binh + d6 1éch chuén.

Bang 3 cho théy sy khac biét vé cac chi so huyet hoc gitra cac nhom bénh va nhom khong mang gen. Trong do,
cac nhém mang gen déu co su gia ting vé sd luong té bao hong cau va giam vé ndng d6 Hemoglobin trong mau
so v6i nhém khong mang gen. Cac trudong hop cd6 MCV cao > 80 fl van duoc phat hién c6 mang gen Thalassemia.

Bang 4. TY 1¢ thiéu sit trong cac nhém thai phu

Thatasemia | semia | Beta-Thalassemia | pbit C IR
Ferritin > 30 ng/ml 17 (70,83) 24 (92,31) 8 (80,00) 2 (66,67)
15 < Ferritin < 30 ng/ml 5(20,83) 1 (3.85) 1 (10,00) 0 (0,00)
Ferritin < 15 ng/ml 2(8,33) 1 (3.85) 1 (10,00) 1 (33,33)
Tong 24 (100,00) 26 (100,00) 10 (100,00) 3 (100,00)

Cdc bién sé dwge biéu thi duéi dang sé lwong (%)

Bang 4 cho thay tinh trang thiéu sit xuat hién ¢ tat ca cac nhom, tir khong méc Thalassemia cho tdi méc 1 loai
hodc dong mic ca hai loai Alpha va Beta-Thalassemia.

Bang 5. Ty 1 phan bd cac kiéu gen dwoc khao sat Bang 5 cho thiy trong nhom Alpha-Thalassemia, kiéu

- x o gen SEA dj hop chiém wu thé, trong khi kiéu gen HBE
Kicu gen - S0 lugng (%) di hop chiém uu thé trong nhém Beta-Thalassemia.
3.7 di hop 3(10,34)
4.2 i hop 2(6,90) 4. BAN LUAN

SEA di hop 20 (68,97)
Alpha- Hb Constant Spri Nghién ctru thyc hién thu thap dit li€u cta 23.015 thai
Thalassmia OI&? ﬁn pring 2 (6,90) phu dén kham va sang loc Thalassemia trudc sinh tai
1 19p - Bénh vién Hung Vuorng tir thang 1/2023 dén 1/2024 cho
Hb Westmead di hop 2 (6,90) thay ty 18 thai phu 6 nguy co mang gen Thalassemia la
Khac 0 (0,00) kha cao. Ty 1€ nay dao dong tuy thudc vao nguorng cit
HBE di hop 10 (34,48) dugc sir dung trong sang loc. Theo khuyén cao ngudng
X sang loc MCV < 85 fl hoac MCH < 28 pg, ty 1€ nhém
Beta- HBE dong hop 2 (6.90) nguy co cao la 27,03% (6.222 thai phy). Khi 4p dung
Thalassemia CD 95 di hop 13,45 ngudng cét véi MCV < 80 fl hogc MCH < 28 pg, ty 1
Khiac 0 (0,00) nhoém nguy co cao giam xuong, chlem 23,34% (5.372

truong hop). Két qua cho thay trong s 63 truong hop
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thuc hién xét nghiém chén doan sau sang loc nguy co
cao, co 38,10% (24/63) bénh nhan khf)ng mang gen,
trong do 70,83% (17/24) truong hop c6 MCV = 80 fl.
Theo nghién ctru ciia Nguyén Ba Tung, véi ngudng cét
MCV <851l hodc MCH < 28pg, ty 1€ bénh nhén khong
mang gen chiém 41,94% [5]. Pé giam s6 lugng bénh
nhan duong tinh gia, viéc diéu chinh ngudng cit dé
sang loc la MCV < 80 fl hoac MCH < 28 pg c6 thé 1a
mot gidi phap, tuy nhién, kha nang am tinh gia s€ tang.
Viéc lya chon nguong cit dé sang loc doBOY té quy
dinh cling khong 0 dinh ma dya trén diéu kién ky thuat,
loai sinh pham va trang thlet bi san c6 ciia cac co so'y té,
ddng thoi dwa trén cac bang chimg khoa hoc hién c6 [4].

Ngh1en ctru cho thay ty 18 bénh nhan mac Alpha-Thal-
assemia cao hon dang ké so véi nhom méc Beta-Thal-
assemia, lan luot 1a 41,27%, va 15,87%. Su chénh léch
nay cing dugc ghi nhén trong cac nghién ctru trude
d6. Cu thé, nghién ciru ctia Nguyen B4 Tung cho thiy
ty 1é Alpha-Thalassemia chiém 19,11% trong khi Be-
ta-Thalassemia chi chiém 2,09% [5]. Ngoai ra,nghién
ctru ciia Tran Danh Cuong va cong su (2023) cling ghi
nhén ty 1€ Alpha-Thalassemia Ién dén 10 73% trong khi
Beta-Thalassemia chi chiém 2,24% [6]. Diéu nay nhan
manh tim quan trong cua viéc phat hién nguoi lanh
mang gen Alpha-Thalassemia, vi ho c6 thé khong duoc
chan doan chinh xac néu chi dua vao xét nghiém dién
di Hemoglobln do két qua ctia nhom nay thuong khong
khac bi¢t so voi ngudi khong mang gen bénh.

Nghién ctru ciing ghi nhén rang phan 16n cac truong
hop Thalassemia dugc phat hign la dan toc Kinh,
tuy nhién van co cac truong hop dan toc khac maic
Thalassemia, déc bi€t trong nhom Beta-Thalassemia va
nhom dong méc cé hai loai Alpha va Beta-Thalassemia.
Diéu nay co6 thé do ty 1¢ cac dan toc khac dén kham
tai Bénh vién Hung Vuong kha thap, nhung ty 1€
mang gen Beta-Thalassemia hodc dong méc nhleu loai
Thalassemia trong cac nhom nay lai kha cao. Dleu nay
giai thich tai sao, du s0 lugng bénh nhan dén toc thiéu s6
it, nhung van phat hién dugce nhitng truong hop 1€ t¢ mang
gen bénh. Nghién ctru cia Mai Anh Tuén va cong sy
cung cho thay sy tuong dong khi ty 1¢ Beta-Thalassemia
0 céac vung dan toc thi€u s6 dao dong tir 9% dén 14,6%,
trong khi ¢ déan toc Kinh chi chlem tr 3,6% den 5%.
[3]. Piéu nay cho thay su phan b khong dong déu cua
Thalassemia gitra cac nhom dén tdc, dong thoi nhan
manh tam quan trong cua Vlec mo rong cac chu’O‘ng
trinh sang loc va nghién ctru dé c6 thé phat hién va dleu
trj bénh sém, didc biét & nhitng nhom dan toc thiéu sb
c6 nguy co cao.

Mic du ty 16 thiéu sit trong cac nhom mac Thalassemia
thap hon nhom khong mac, nhung vn ton tai, voi mot
s0 truong hop co6 murc Ferritin < 15 ng/ml ¢ ca nguoi
mdc Alpha hodc Beta-Thalassemia. Diéu nay nhén
manh tdm quan trong cua viéc danh gia ky ludng va
diéu tri bo sung sat phu hop ¢ thai phu Thalassemia.
Bén canh do6, viéc phat hién thiéu sat trong qua trinh
sang loc khong nén duge xem la tiéu chuan loai trir kha
nang bénh nhan méc Thalassemia.
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5. KET LUAN

Nghlen clru cung cap nhirng thong tin quan trong vé ty
1¢ sang loc va dic diém dich t& Thalassemia trong nhom
thai phy tai Bénh vién Hung Vuong. Ty 1€ mang gen
Thalassemia & nhdm nguy co cao la dang ké, dac biét 1a
& cac déan toc thiéu s6. Cac chi sé huyét hoc cho thay su
khac bi€t ro rang glua nhom mang gen va khong mang
gen, tir do cho thay viéc diéu chinh ngudng cit sang loc
la can thiét de ting do chinh xac. Alpha-Thalassemia
chiém uu the hon Beta-Thalassemia trong nhom dan 5O
khao sat. Dleu nay nhan manh sy can thiét trong viée xét
nghiém chan doan phan tu, dic biét doi voi cac truong
hop mang gen Alpha-Thalassemia c6 thé bi bo sot néu
vige xét nghlem chi dung lai & murc dién di Hemoglo—
bin. Két qua ciing nhan manh sy can thiét phai mo rong
cac chuo‘ng trinh sang loc Thalassemia cho cac nhom
dan toc thiéu s6 va can nhic viéc diéu tri thiéu sat phu
hop cho thai phu mac Thalassemia. Nhiing phat hién
nay khong chi cung cép thong tin quan trong cho cong
tac chdm soc stc khoe cua me va be, ma con nhin manh
tam quan trong cua viéc diéu chinh ch1en luge sang loc
Thalassemia phu hop véi céac dic diém dan toc va tinh
hinh strc khoe cong dong.
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