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~ PAC PIEM DICH TE BENH HUYET SAC TO HBE &’ BENH NHAN
PEN KHAM TAI BENH VIEN NHI TRUNG UONG GIAI POAN 2020 -2022

TOM TAT.

Pat van dé: Bénh HbE la mét bénh rbi loan
huyet sac t6 di truyén phan bd vdi ty lé cao d cac
nuaéc Dong Nam A trong dé co Vlet Nam. Bénh c6 the
bi€u hién ning néu két hap véi cac rdi loan huyét sic
t6 khac nhu q—thalassemla hodc Bthalassemla Muc
tiéu: MO ta mot s§ déc diém dich té& & nhu’ng bénh
nhan huyét sic t6 HbE dén kham tai Bé&nh vién Nhi
Trung uong tlr nam 2020 dén nam 2022. POi tu’dng
va phucong phap Nghién cru mé ta cat ngang tren
cac bénh nhan co bat thu‘dng huyet sac t6 dugc xac
dinh béng xét nghiém dién di tr thang 01/2020 dén
thang 06/2022 tai Bénh vién Nhi Trung ucng. Két
qua Trong 3054 benh nhan cé ket qua xét nghlem
bat terdng huyet sdc t8 trong do6 cb 195 bénh nhan
huyét sac t6 HbE chiém 6,39%. Chu yéu benh nhan
HbE dugc chdn doéan Ian dau dudi 5 tudi chiém
77,95% va phan bd chu yéu & khu vuc Bdng bang bac
bé (52,82%). Trong nghién c(fu nay ching t6i gdp ty
Ié bénh nhan nam nhiéu han nit vGi 63,08% nam va
36,92% la nit. T khoa: HbE, huyét sac td, Bénh vién
Nhi Trung uong

SUMMARY
EPIDEMIOLOGICAL CHARCTERISTICS OF
PATIENTS WITH HBE IN NATIONAL
CHILDREN’S HOSPITAL FROM 2020 TO 2022
Background: Hemoglobin E (HbE) is an
inheritted disorder with structural hemoglobin variant
that occurs at high frequencies throughout many Asian
countries inlucding Vietnam. It can be a severe
disorder if coinheritance with a-thalassaemia or (-
thalassaemia. Objective: To demonstrate the
epidermilogical charaterristics of patients with HbE in
National Children’s Hospital from January 2020 to June
2022. Subjects and Methods: A cross-sectional
study on 3054 patients with hemoglobin disorders
defined by hemoglobin ectrophoresis test. Results:
There are 195 patients with HbE having a percentage
of 6.39%. Almost patients with HbE were first
diagnosed before 5 year-old (77.95%) and located in
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Northern Delta Area (52.82%). In this study,
frequency of male patients (63.08%) is higher than
that of female patients (36.92%).

Keywords: HbE, Hemoglobin, National Children’s
Hospital

I. DAT VAN PE

Bénh huyét sac t6 la nhdm bénh di truyén
chiém ty Ié I6n va quan trong trong cac bénh roi
loan di truyén. Pay la nhdom bénh mau di truyén
phan bS khap toan cau, déc biét & cac khu vuc
bG Tay Chau Phi, bia Trung Hai, Trung Dong,
Dong Nam A va cd tinh chat dia du r6 rét. Theo
T6 chic Y t& Thé gidi, bénh huyét sic t6 anh
hudng t6i 71% s6 nudc trén thé gidi va la mot
van dé sic khde nang né dac biét la G tré em.!
Viét Nam thudc vao vung dia ly cé ty |1é bénh
huyét sdc t6 va ngudi mang gen cao trén thé
gi6i. Bénh huyét sac t& HbE la mot bénh huyét
sac t6 bat thugng trong dd acid glutamic & vi tri
26 trong chudi globin B bi thay thé& bai lysin
(HbE-a2 B22%6 du~ )2 Mac du bénh bénh huyét
sdc t6 HbE don thudn khéng gdy hau qua
nghiém trong nhung c6 thé gay tI vong néu
dong méc véi bénh B-thalasaemia.’

O Viét Nam, da co nhleu nghién cltu vé cac
bénh rGi loan huyet sac t6 nhu’ng chi yéu la
Thalassaemia, mot s6 nghién clru v& bénh huyét
sac t6 HbE nhu‘ng chua nhiéu, ¢ mau con it. Do
vay chdng t6i thuc hién nghlen ctu nay véi muc
tiéu: "Mo ta mot so dgc diém djch té & nhiing
bénh nhan huyét sac té6 HbE dén kham tai Bénh
vién Nhi Trung uong tu’ nam 2020 dén 2022,

Il. DOI TUONG VA PHUONG PHAP NGHIEN CUU

2.1. P6i tugng nghién ciru. 195 bénh
nhan huyét sic t6 HbE dugc xac dinh bang xét
nghiém dién di huyét sic t6 tai Bénh vién Nhi
Trung uong tUr thang 01/2020 dén thang
06/2022.

2.2. Phuong phap nghién ciru

2.2.1. C& mau va thiét ké nghién cuu.
Nghién cftu mé ta, hoi ctu va tién ciu. C& mau
thuan tién.
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2.2.2. Bién s6'va chi sé nghién cuu

- Théng tin chung:

+ Tudi chan doan bénh

+ Gidi tinh: Nam, n{t

+ Khu vuc: Tay Bac, Dong Bac, Dong bang
Bac BO, Bac Trung B, Nam Trung Bo.

- Két qua dién di huyét sic t6

2.2.3. Cac ky thuit xét nghiém. Xét
nghiém dién di huyét sac t6 dudc thuc hién theo
nguyén ly sac ky long cao &p (HPLC) trén may
Ultra?-variant vdi mau mau tinh mach chdng
dong bang EDTA.

2.2.4. Thu thap va xu' ly so'liéu

- Thu thap cac thong tin va két qua bénh
nhan tién cltu két hgp hoi clu trén phan mém
mang LIS cua bénh vién hodc s6 luu két qua
bénh nhan.

- S6'liéu duroc xurly bang phan mém Excel 10.0

2.3. Pao dirc nghién cilru. Thong tin ca
nhan cla bénh nhan dugc ma hda va gilr bi mat.
Két qua thu dugc chi nham muc dich nghién clu,
phuc vu diéu tri, khdng c6 muc dich nao khac.

INl. KET QUA NGHIEN cU'U

3054 bénh nhan co6 két qua xét nghiém dién
di phat hién bat thudng huyét sic t6, két qua thu
dugc nhu sau. ,

3.1. Ty I€ cac loai bat thudng huyét sac td

Bang 4. Ty Ié huyét sac t6' HbE va mot
s0 bat thuong huyét sac té khac

N SO bénh Ty lé

The benh nhan (n)| (%)
B-thalassaemia 2374 77,73

E/ B-thalassaemia 289 9,46

HbE 195 (6,39

HbD 5 0,16

HbH + bart 153 |5,01

Hb Cs, HBcs + HbH hodc Hb Bartf 38 1,24
Tong 3054 | 100

Nhdn xét: Trong 3054 bénh nhan cd két
qua bat thuong huyét sac td, ty 1é gdp cao nhat
la B-thalassaemia chi€m 77,73%. Huyét sdc s6
HbE chiém 6,39% cac trudng hop.

3.2. Péc di€ém dich té va mét s6 yéu to
lién quan bénh huyét sac t6 HbE. ]

Bang 2. Phdn bé bénh nhan huyét sac
t6'HbE theo tudi chén doan

Tudi S6 bénh nhan (n) | Ty 1é (%)
< 1 tuoi 42 21,54%
1-2tudi 64 32,82%
2 - 5 tudi 46 23,59%
5 - 10 tudi 33 16,92%
> 10 tudi 10 5,13%
Tong 195 100%
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Nhén xét: Nhdm tudi hay gdp nhat 1a 1 dén
2 tudi, cd 64 trudng hop chiém ty 1& 32,82%.
Nhom chiém ty I€ it nhat it nhat Ia bénh nhan
trén 10 tudi vai 10 trudng hap chiém 5,13%.

Bang 3. Phan bo bénh nhdn huyét té
bat HbE theo gioi

Gigi S0 bénh nhan (n) | Ty Ié (%)
Nam 123 63,08
N 72 36,92

Tong 195 100

Nhén xét: Bénh huyét sic t6 HbE phan bd
khong dong déu gilra nam va nir. Bénh gap nhiéu
hon 6 nam chiém 63,08%, & ni¥ chiém 36,92%.

Bang 4. Phan b6 bénh nhdn huyét sac
t6'HbE theo khu vuc (n=200)

Khu vu'c SO bénh nhan(n)|Ty 1&(%)
Dong bang Bac BO 103 52,82
Tay B3C BO 41 21,03
B&c Trung BO 35 17,95
Dong Bac Bo 15 7,69
Nam Trung B0 1 0,51
Tong 195 100

Nh3n xét: Bénh nhan phan bo chl yéu & cac
tinh thuéc déng bang Bac BO chiém 52,82%, ding
th(r 2 1a khu vuc Tay Bac Bo chiém 21,03%.

IV. BAN LUAN

4.1. Ty lé cac loai bat thudng huyét sic
t6. B&nh huyét sic t& 1a bénh di truyén phé bién
nhat, chiém 7% dan s6 thé gidi (theo WHO
2006). Nghién cltu cua chdng t6i dudc thuc hién
tir 01/2020 dén 06/2022 tai vién Nhi Trung ucng
cd 3054 bénh nhan dudc phat hién co bat
thudng huyét sac t6 bang xét nghiém dién di.
Cac thé bénh chinh dugc ghi nhdn gébm a -
thalassaemia (HbH va hodac Hb Bart), B -
thalassemia, cac trang thai két hgp gilra HbE va
B — thalassaemia va bénh HbE dan thuan chi€ém
6,39%. HbE dudc gay ra do dot bién thay thé
nucleotide s& 79 trén chuoi globin - B tUr G>A,
lam thay thé acid amin th& 26 cla chuoi B tuo
glutamic (GAG) thanh lysine (AAG). Hau qua lam
xuat hién mot vi tri ghép n6i khong xac dinh
trong qua trinh xr ly RNA thong tin trong bao
tuong, dan dén gidam s6 lugng chuodi globin - B
dudc tao thanh gay ra kiéu hinh tuong tu B-thal
thé nhe.* Ndm 1999, Bui Van Vién va cdng su
nghién cfu bénh ly HbE dau tién tai Viét Nam da
ghi nhan d3c diém I4m sang cla bénh HbE rat
khac theo thé bénh.® Cho dén nay, da c6 kha
nhiéu nghién clu vé tinh trang mang gen HbE
trong cac dan tdc & Viét Nam, ghi nhan bénh phd
bién & cac dan tdc it ngudi, va ty 1€ mang gen
tang dan khi di tir Bac vao Nam.®
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4.2. Mot s6 dic diém dich té cua bénh
nhan cé huyét sac té bat thuong.

Phan boé bénh nhan huyét sac té bat
thuong theo lira tuéi duoc chédn dodn. K&t
qua nghién clru trinh bay & Bang 3 cho thay
phan 16n tudi phat hién bénh huyét sic t6 bat
thudng 1a dudi 5 tubi (77,95% s6 bénh nhan).
Dic biét la tré dudi 2 tubi (54,36% s6 bénh
nhan) chiém hon nira s6 bénh nhan, tré dudi 1
tudi chiém ty 1& 21,54%. Nghién cltu chi ra rang
Ira tudi phat hién la tuong ddi s6m so vdi cac
chuong trinh sang loc trong cong dong. Nguyén
nhan do day la Ifa tudi hay gdp bi thiéu mau,
thi€u dinh duGng, tinh trang hdp thu dinh du’dng
chua dugc day du, cd thé kém thiéu sat dan dén
thi€u mau hdng cau nhd. Tur d6 huyét séc t6 HbE
dudgc phét hién qua két qua dién di huyét Sac to.
Ty 1€ tudi phat hién bénh gidm dan sau 5 tudi, it
gap nhat la trén 10 tu0| vdi ty |1€ 5,13%. So Vi
nghién cfu ctia Nguyén Hoang Nam tudi phat
hién bénh dau tién B - thalassaemia tai bénh
vién Nhi Trung uong la 88,4% & duGi 5 tudi va
55,7% & dudi 1 tubi.” Két qua cho thay tudi phat
hién bénh [an dau cta bénh nhan HbE mudn hon
so B - thalasaemia vi B - thalasaemia hay gay ra
thi€u mau tan mau nang ma bénh nhan phai vao
vién s6m trong khi bénh huyét sac t& HbE) don
thuan chi gay ra thi€u mau tan mau nhe, hodc
khdng co triéu chirng.

Phan bé bénh nhén huyét sac HbE theo
gidi. Benh nhan HbE la bénh di truyen Ian trén
nhiém sac the terdng (gen B ndm trén canh
ngén nhiém sic thé s§ 11). Theo Benchawan
kingchaiyaphum va cs nghién clfu & tré em Lao
tr 6 - 23 thang cd HbE, ty € tré trai la 368 (52,7
%).2 Nam 2014, Tong Vdan Gidp va cdng sy
nghién clu mét sd bat thudng huyét sic t6 &
dan toc Mudng tinh Hoa Binh ¢ ty |é bat thudng
huyét sdc t6 cla nam tuong ducng nit.° Tuy
nhién, trong nghién clfu cla ching to6i ty 1€ nam
cao hon nir. C6 thé day la nghién clu ddi vdi
nhom bénh nhan tai bénh vién, nén cd su khac
biét so vdi ty I& ngoai cOng dong.

Phdn b6 bénh HbBE theo khu vuc. Phan
chia theo khu vuc dia ly, d6i tugng trong dé tai
clia ching toéi dudc phan b6 6 5 ving: Tay Bac
BO, Dong Bac BO, Dong bang Bac B, Bac Trung
BG, Nam Trung B0 trong do chiém ty 1€ cao nhat
la Pdng bang Bac BO vdi 103 trudng hop chiém
52,82%. Nguyén nhan la do Pong bdng Bac Bo
c6 Ha NGi (bénh nhadn cu trd nhiéu nhat: 46
trudng hop). K& dén la Tay Bac BO (Hoa Binh,

San La, Lai Chau, Yén Bai) chiém 21,03% ndi co
dan tdc it ngugi sinh séng nhu dan téc Mudng &
Hoa Binh, dan toc Thai, Lao, H'MOng, Kha -MU &
cac vung cao Tay Bac nhu Son La, Lai Chau.
Nghién clu cta ching téi phu hgp véi cac
nghién clttu trudc nhu Bui Van Vién va cong su
(1999) ty Ié HbE luu hanh kha cao & dan toc it
ngudi, hay nghién clfu cia Tong Van Giap va
cong su (2014) ty I1é HbE & dan toc MudGng tinh
Hoa Binh la 11,66%.>°

V. KET LUAN

Qua phan tich két qua 195 bénh nhan huyét
sac t6 HbE tai Bénh vién Nhi Trung uong tir nam
2020 — 2022 thdy rang ty |&é bénh HbE trong cac
bénh ly bat thudng huyét sac t6 1a 6,39%. Bénh
nhan HbE dugdc chan doén lan dau chu yéu dudi
5 tudi chiém 77,95% cac trudng hgp. Bénh nhan
phan bd chi yéu & khu vuc Pong bang Bac bd
chiém 52,82%. Trong nghién clfu nay ching toi
gap ty I€ bénh nhan nam nhiéu hon nit véi
63,08% nam va 36,92% ndr.
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