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Muc tiéu:

M6 ta dic diém Iam sang va can lam sang theo thé bénh & tré mic bénh
Thalassemia

Poi twong va phuwong phap nghién ciru: Nghién ciu cat ngang mo ta trén 64
bénh nhi dugc chan doan Thalassemia tir thang 01- 9 nim 2021 tai Bénh vién San
Nhi tinh Quang Ngai.

Két qua:

Pdc diém 1am sang: Tudi trung binh 1a 3,5+2,9, nhom tudi tir 2 dén dudi 5 tuoi
chiém ty 1¢ 46,9% (30/64). Ti sé6 nam/nit: 1,46/1, ndng thon cao hon thanh thi. Pa sd
tré trong nhdm nghién ciu 1a dan toc kinh, chiém ty 1é 78,1% (50/62). Ly do vao vién
vi kham strc khoe 31,3% (20/64), di kham vi triéu chung da xanh tai 23,4% (15/64)
va thap nhat 1a ly do tiéu chay 3,1% (2/64). Kham lam sang da, niém nhot 62,5 %,
khong co truong hop nao xam da, lgi tham. Da sO tré trong nhom nghién ctu 1a o-
Thalassemia thé an chiém ty 1¢ 60,9%. Su phan b thé bénh theo gidi, dan toc khong
co su khac biét véi p>0,05.

Két qua xét nghiém: Hb trung binh 9,4+1,6 g/dl. MCH, MCV, RDW trung binh
lan luot 1a 20,4+2,9 pg; 68+8,1 fL; 17,3+0,1 %. Nong do sat huyét thanh trung binh
la 12,8 + 6,3 pmol/I, gi4 tri nho nhat 13 1,6 pmol/l, 16n nhat 13 30,6 pmol/l. Nong do
Ferritin trung binh 1a 147,1 + 133,5 pmol/I, gi4 tri nhé nhét 1a 33,2 ng/dl, 16n nhat 1a
694,6 ng/dl.

Két qua dién di: Trong a-Thalassemia thé nhe tit c4 bénh nhan déu c6 HbA trén
95,2 %, trung binh 96,9%, HbA2 dudi 3,5%, trung binh 2,4%, HbF trung binh 13
1,1%. Trong thé HbH co gia tri trung binh cua HbA 1a 83,4%, HbA2 1a 1,7%, HbF la
1,3 %, c6 su hién dién caa HbH voi gid tri trung binh 1a 10,7%. Trong thé B-
Thalassemia co6 gia tri trung binh ctia HbA 1a 85%, gia tr1 trung binh ctia HbA2 1a 3%
(gia tri nho nhit 1a 1,3%, gia tri 16n nhat 13 6,1%), gia tri trung binh ctia HbF la
10,8%. Trong thé B-Thalassemia/HbE c6 HbA 13 67,7%, HbA2 Ia 3,56%, HbF Ia
12,3%, c6 su hi¢én di¢n cua HbE véi gid tri trung binh 1a 28,04%.

Két luan: Ty 1é mang gen bénh Thalassemia cao. Bénh c6 biéu hién 1am sang da
dang, tir khéng c6 triéu chimg 1am sang dén ¢ triéu chung 1am sang ning, nhu thiéu
méu. Xét nghiém dién di huyét sic t6 gop phan chan doan bénh Thalassemia.

Tur khoa: Thalassemia, Bénh tan mau bam sinh, Dién di huyét sic t6, Bénh
vién San-Nhi tinh Quang Ngai.
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CLINICAL AND SUBCLINICAL CHARACTERISTICS IN CHILDREN
WITH THALASSEMIA AT QUANG NGAI HOSPITAL FOR WOMEN AND
CHILDREN

Pham Thi Ngoc', Nguyen Dinh Tuyen®

Background: Thalassemia belongs to the group of congenital hemolytic
diseases, monogenic inheritance, and recessive character. Hemoglobin
electrophoresis helps in the diagnosis of this disease. This technique has been put into
operation at Quang Ngai Hospital for Children and Women since January 2021,
helping in the diagnosis and treatment of Thalassemia in their home province as well
as reducing the difficulty in monitoring and medical treatment cost for patients. There
hasn’t been a study on Thalassemia in Quang Ngai yet. We study to evaluate the
clinical and subclinical characteristics of children with Thalassemia.

Objective:

To describe some clinical and subclinical characteristics according to disease
form in children with Thalassemia at Quang Ngai Hospital for Women and Children.

Method:

A descriptive cross-sectional study on 64 children diagnosed with Thalassemia
at Quang Ngai Hospital for Women and Children from January 2021 to September
2021.

Result:

Clinical characteristics: The mean age is 3.5£2.9 years, the age group from 2
to under 5 years old accounts for 46.9%. The rate of male/female is 1.46/1, its
proportion in rural areas is more than in urban areas. The majority of children in the
study are the Kinh, accounting for 78.1%. Among them, 20 children admitted to the
hospital for check-ups account for 31.3%, 15 children with pale skin account for
23.4% and the lowest rate is diarrhea with 2 children, accounting for 3.1%. In
children with skin symptoms, pale mucous membranes reach 62.5%, there is no case
of dark skin and black gums. Most of the children in the study group are a-
Thalassaemia hidden, accounting for 60.9%. There is no difference in the distribution
of disease by gender and ethnicity, with p>0.05.

Subclinical characteristics: The average Hb 9.4+1.6g/dl. The mean MCH,
MCV and RDW are 20.4+2.9pg, 68+8.1fL, 17.3+0.1%, respectively. The average
serum iron concentration is 12.8 + 6.3umol/l (min: 1.6umol/I, max: 30.6umol/l). The
average ferritin concentration is 147.1 + 133.5umol/l (min: 33.2ng/dl, max:
694.6ng/dl).

Electrophoresis result: In mild a-Thalassaemia, all patients have HbA over
95.2%, mean 96.9%, HbA2 under 3.5%, mean 2.4%, mean HbF is 1.1%. In HbH, the
mean value of HbA is 83.4%, 1.7% HbA2 and 1.3%HDbF, there is a present of HbH,
with an average value of 10.7%. In b-Thalassaemia, the mean value of HbA is 85.0%,
the mean value of HbA2 is 3.0% (min:1.3%, max: 6.1%), the mean value of HbF is
10.8% (min:1.5%, max: 64.2%). In b-Thalassaemia/HbE, 67.7% HbA, 3.56% HbA2,
12.3% HbF, there is a present of HbE, with an average value of 28.04%.



Conclusion: Thalassemia is a congenital hemolytic disease with autosomal
recessive inheritance. The percentage of Vietnamese people carrying the Thalassemia
gene is high. The disease has a variety of clinical manifestations, from no clinical
symptoms to severe clinical symptoms, such as anemia, hepatosplenomegaly, bone
deformities, etc. Hemoglobin electrophoresis test contributes to the diagnosis.
diagnose thalassemia.

The proportion of Thalassemia gene is high. This disease has diverse clinical
symptoms, from no clinical symptoms to severe clinical symptoms, such as anemia.
Hemoglobin electrophoresis contributes to the diagnosis of Thalassemia.

Keywords: Thalassemia, Congenital hemolytic disease, Hemoglobin
Electrophoresis, Quang Ngai Hospital for Women and Children.

PAT VAN PE

Bénh Thalassemia 1a bénh 1y di truyén don gene phd bién trén thé gigi va gay
thiéu mau tan mau trén 1am sang. Viét Nam cé khoang hon 12 triéu ngudi mang gen
bénh, hon 20.000 nguoi thé nang, trong do 44% la tré em <15 tudi ™. M3i nam c6
hon 8.000 tré sinh ra bi bénh Thalassemia, trong d6 hon 2.000 tré thé nang va khoang
800 tré khong thé ra doi do phu thai . Nguoi bi bénh va mang gen bénh cé ¢ tit ca
cac tinh thanh pho, ¢ tat ca cac dan toc trén toan qudc, dic biét dong bao dan toc
thiéu s c6 ty 16 mang gen va mic bénh kha cao™ Tai Bénh vién San Nhi tinh Quang
Ngai, ki thuat dién di huyét sic t6 duoc dua vao hoat dong tir thang 1/2021, da gitp
chan doan va diéu tri bénh Thalassaemia cho bénh nhan ngay tai dia phuong, gop
phan giam tai ganh ning theo ddi ciing nhu giam chi phi diéu tri bénh cho bénh
nhan. T luc trién khai ki thuat dién di huyét sac té dén nay di c6 hon 100 mau dién
di, trong d6 c6 hon 50 mau dién di cho két qua bat thuong. Hién tai khoa Noi Nhi
Tong hop - Bénh vién San Nhi tinh Quang Ngai dang quan 1y va diéu tri cho hon 70
bénh nhan Thalassemia. Dé hiéu r& hon vé dic diém 1am sang va can 1am sang cua tré
mac bénh Thalassemia tai Quang Ngai, ching tdi tién hanh nghién ciu dé tai nay.

MUC TIEU NGHIEN CUU

1. M6 ta ddc diém 1am sang, can 1am sang theo thé bénh ¢ tré mdc bénh Thalassemia

tai Bénh vién San Nhi tinh Quang Ngai.

POI TUQONG VA PHUONG PHAP NGHIEN CUU

Phwong phap nghién ciru: Nghién ctiu cat ngang md ta

Pia diém va thoi gian nghién ctiru: Bénh vién San-Nhi tinh Quang Ngii trong thoi

gian tir 01/2021 dén 09/2021.

Poi twong nghién ciru: gdm 64 bénh nhi duoc chan doan Thalassemia.

Tiéu chuin chen bénh:

- Tré tir 6 thang dén 15 tu6i duoc chan doan Thalassemia

+ Lam sang: Khéng cd triéu chiing hoac cé triéu chiing thiéu mau.

+ Xét nghiém: Thay d6i thanh phan Hb dic thi theo ting thé bénh:

a-Thalassemia thé an: c6 MCV < 78fl, MCH < 28 pg, HbA2 < 3,5%

a-Thalassemia (thé HbH): HbA giam<96%, xuat hién HbH va c6 thé cd Hb Constant
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Spring.
B-Thalassemia (thé an, di hop ttr): khdng thiéu mau hay thiéu mau nhe, khdng c6 gan
lach to. C6 MCV < 78fl, MCH < 28pg va hoic dién di HbA2 >3,5% hoac HbF 2 -16
%.
B-Thalassemia (thé trung binh hay ning, dong hop ti): thiéu mau sém ning, gan lach
to. C6 MCV<78 fl, MCH<28 pg, dién di HbA<80%, HbF 2 -100%.
B-Thalassemia/HbE: thiéu mau trung binh dén nang, gan lach to. C6 MCV<78 fl,
MCH<28 pg, dién di HbA< 80%, HbF>20-80%, HbA2/E > 8%.
Tiéu chuan loai trir:
- Tré mac cac bénh gay thiéu mau cap tinh.
- Cha me hoic ngudi giam ho khong dong y tham gia nghién cuu.
Cé4ch thirc tién hanh nghién ciéu
- Mbi d6i twong nghién ctiru dugc phét 01 bénh an nghién cuu.
- Tat ca cac tré khi vao vién déu duogc khai thac ki vé tudi, dia chi, dan toc, tién st gia
dinh, bénh su,
- Tién hanh kham 1am sang, danh gia sy phat trién thé chat
- Céc tré thoa tiéu chuan nghién ctu duoc 1am tong phan tich té bao mau ngoai vi,
dién di Hb, Sat huyét thanh, Ferritin huyét thanh.
Xir Iy s6 liéu: phan mém SPSS 20.0
I1l. KET QUA
1. Pic diém chung ciia d6i twong nghién ciru

Bang 1. Pic diém chung cia déi tweng nghién cieu

Pic diém Tanso (n=64) Ty Ié %
Tuoi* 3,5+2,9
Gioi Nam 38 59,4
Nuo 26 40,6
Tién sir gia dinh  Khong ¢4 tién sir 55 85,9
C6 anh/chi/em rudt mic 2 3,1
Thalassemia
C6 bd/me méic Thalassemia 1 1,6
Ca bd/me va anh/chi/em rudt 6 9,4
mac Thalassemia
Dan toc Kinh 50 78,1
Cor 3 4,7
Hre 10 15,6
Xo Dang 1 1,6
Phan bo theo thé o —Thalassemia thé an 39 60,9
bénh o, —Thalassemia thé HbH 2 3,1
a —Thalassemia /HbE 1 1,6
B- Thalassemia thé an, di hop 8 12,5
to
B- Thalassemia thé trung binh 6 9,4

hay ning, dong hop tir




B- Thalassemia/ HbE
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12,5

* Trung binh + d¢ léch chuan

Nhén xét: Da sb tré trong nhdm nghién ctru 1a o —Thalassemia thé an chiém ty

18 60,9 %, tiép dén la the p-Thalassemia the an véi 12,5%, B- Thalassemia/ HbE voi
12,5 % va thap nhat la thé a-Thalassemia phoi hop vai 1,6%.

2. Pac diém 1am sang, cin lam sang & tré mac bénh Thalassemia

Bang 2. Triéu chirng 1am sang theo thé bénh

Thé bénh
Lam sang a-Thalassemia p-Thalassemia a,B-Thalassemia /HbE

n % n % n %
Da niém mac nhgt nhat 25 61,0 10 71,4 5 55,6
Loi thdm 0 0 0 0 0 0
Xam da 0 0 0 0 0 0
Gan to 0 0 1 7,1 1 11,1
Lach to 1 2,4 2 14,3 1 11,1
Bién dang xuong 0 0 2 14,3 1 11,1
Cham phat trien thé chat 2 4.9 8 57,1 1 11,1

Nhén xét: Trong nhom a- Thalassemia (gom a- Thalassemia thé nhe va thé
HbH) da so6 tré chi co biéu hién da niém nhat (chiém 61%), cac triéu ching Iam sang

khac khong c6 hoic xay ra it. Trong nhém B- Thalassemia 71,4% tré c6 biéu hién da

niém nhat, 57,1 % tré cham phat trien, 14,3% tré c6 lach to, bién dang xuong, 7,1%
tré c6 gan to. Trong nhdm Thalassemia phoi hop véi HbE ¢6 55,6% tré c6 da niém

nhat, 11,1% tré c6 gan to, lach to, bién dang xuong, cham phat trién.
Bang 3. Pac diem can lam sang céng thirc mau theo thé bénh

Piic o o p- p- p- p-
diém Thalqsgemia Tha[assemia Tha!a;semia Tha!assemia Thalassemia/ value
thé an thé HbH thé an, di thé trung HbE

hop tir binh hay
nang, dong
hop tir

(STL/B'C 47407  43+03  50+08  38+02 47408 <005
Nong

do Hb 98+0,2 71+10 100+11 77+04 93+20 < 0,05
(g/dl)

MVC

(f1) 69,2+1,2 65,7+1,8 67,8+4,0 69,8+ 2,3 63,2 + 3,2 >0,05
MCH

(09) 210+04 16,6 +0,8 204 +1,3 205+0,6 19,7+1,0 >0,05
RDW  165+04  240+15  165+07  190+13  185+15 035

Nhén xét: S6 lugng hong cau, nong do Hb va RDW theo thé bénh khac nhau c6
y nghia thong ké vdi p<0,05.
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Bang 4. Pic diém can 1am sang thanh phan Hb theo thé bénh

Pic diém o -Thalassemia HbH B-Thalassemia pB-Thalassemia/HbE
HbA 97,0 0,7 83,4 £3,5 84,5 +16,8 67,7227
HbA2 3224 1,7+1,4 3,01 +1,89 36+0,6

HbF 1,1+0,6 1,3+0,4 10,8 £18,0 12,3+ 20,5
HbH - 10,7 +49 - -

HbE - - - 28,0 + 23,4

Nhén xét: Trong o—Thalassemia thé nhe tat ca bénh nhi c6 két qua dién di
trong gii han binh thudng. Trong thé HbH trung binh HbA 13 83,4%, HbA2 1a 1,7%,
HbF la 1,3 %, HbH la 10,7%. Trong B-Thalassemia c6 HbA giam, HbA2 va hoac
HbF tiang. Trong thé B-Thalassemia/HbE c6 HbA 1a 67,7%, HbA2 1a 3,6%, HbF la
12,3%, HbE la 28,0%.

IV. BAN LUAN

Pdc diém ldm sang: trong nghién ctru ching t6i, ghi nhan thé o—Thalassemia
chiém ty 1& cao nhat v6i 64% (41/62), thé B-Thalassemia chiém 21,9% (14/62), thé B-
Thalassemia/HbE chiém 12,5% (8/62) va it nhat 1a a—Thalassemia/HbE chiém 1,6%
(1/62). Nghién ctu caa Phan Hung Viét ™ nam 2016, cho thdy thé 1am sang gap
nhiéu nhat 1a di hop tir kép B-Thalassemia/HbE (54,1%), ké dén 1a B-Thalassemia
(29,7%) va it nhét 1a a-Thalassemia (16,2%). Tuy nhién theo Bui Van Vién ! nam
2015, thi nhém bénh B-Thalassemia thé nang chiém ty I¢ cao nhat (48,4%), thé bénh
HbE/p-thalassemia (32,3%), HbH it nhat (19,4%). Nghién ctu ciia Nguyén Thi Yén
va cong su ' nam 2019 véi p-thalassemia chiém 42,8%, HbE/B-thalassemia chiém
35,6% va a-thalassemia chiém 21,6%. S¢ di c6 su khac biét vi cach chon mau cua
chung t6i bao gdm nhitng bénh nhi Thalassemia khong c¢6 triéu chimg 1am sang va
két qua dién di binh thuong. Nhimg bénh nhan o—thalassemia thé nhe thudong khong
c6 triéu chung 1am sang chi c¢6 xét nghiém tong phan tich t& bao mau ngoai vi co
hdng cau nhé nhuoc sic va xét nghiém di truyén co dot bién gen, dién di huyét sic to
c6 két qua binh thuong.

Trong nghién ctru ciia chung t6i vé phan b thé bénh theo gidi, dan toc su khac
biét khong c6 y nghia thong ké voi p>0,05. Két qua tuong tu v4i cac tac gia Nguyén
Thi Yén, Phan Hung Viét . Theo két qua & bang 2, da niém nhot chiém ty 1é cao
(62,5%). Cac nghién ciru déu cho thay triéu ching 1am sang thuong gap >90% tré c6
da xanh, niém nhot; 68,9%-94,6% lach to; 57,8%-91,9% gan to; bién dang xuong
chiém 40%-86,5% 81 Mot sb it nghién cau ¥ md ta triéu chung xam da (43,2%),
vang da, két mac mat (29,7%), suy tim (18,9%). Nhu vay, két qua nghién ctru ching
t6i cO khac biét voi cac nghién ctru khac do phan 16n bénh nhi trong nghién ctru
ching t6i 1a Thalassemia thé nhe nén thudng it c6 triéu chung thiéu méau trén 1am
sang, gdm nhirng bénh nhi vira méi dugc chan doan Thalassemia, chwa duoc truyén
mau 1an nao nén chua c6 hién twong nhiém sat kéo dai, do do khong c6 bénh nhan
xam da, lo1 tham.

Pdc diém cdn lam sang:. Tré mic thalassemia c6 tinh trang tan huyét man tinh,
cung v6i chtrc nang hong cau bi suy giam. Két qua cta tinh trang nay 1a phan Gng cua
co thé ting san sinh hong ciu dé bu dap cho viéc hong cau bi hay va lay s6 luong cao
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dé bu trir cho chit lugng hong cau thip. Trong khi do, trong bénh thalassemia khong
thiéu hut nguyén li¢u tao hong cau (tham chi sit con ¢ xu huong tang cao do tang
hap thu sit phan tng). Diéu do giai thich cho két qua sé luong hdng cau cua céc thé
bénh trong nghién ctru cua chung t6i c6 xu hudng ¢ ngudng binh thuong cao (4,7-5
M/uL). Vé nong d6 Hb trung binh cho thidy muc do thiéu mau & cac thé bénh 13 rat
nhe, da phan khong c6 chi dinh truyén méau. Nhitng nghién ctru gan day cho thiy co
khodng 12 tri¢u nguoi Viét Nam mang gen bénh Thalassemia. Nghién ctru chung toi,
mang ¥ nghia sang loc, phat hi¢n, quan ly, va tu van cho cic bénh nhi gia dinh bénh
nhi hiéu biét v€ bénh thalassemia. Nhu da dé cap o trén, do cach chon miu khac biét
nén két qua néng d6 Hb trung binh trong nghién ctru nay cao hon cac nghién ctru
khac . Sy khac biét cia MCV va MCH trong céc thé bénh khong co ¥ nghia thong
ké, do d6 ta khong thé nhén biét thé bénh dya vao cac chi s6 MCV va MCH, ma can
két qua cua dién di huyét sic to Ngudng Ferritin va sat huyet thanh trong nghién ctu
cua chung t61 thap hon mot s6 nghién ctru khac do chon mau la nhimg bénh nhi chua
c6 chi dinh diéu tri truyén mau lan nio.

Két qua dién di trong nghién ctru cta chung t6i ciing phit hgp voi nhiéu nghién
ctru khéc, trong a-Thalassemia thé nhe két qua dién di thuong binh thuong M HbH
dién di xuat hién HbH, B-Thalassemia dién di co6 HbA giam, HbA2 va hoic HbF ting,
B-Thalassemia /HbF dién di Hb c6 HbE .

pién di huyét sic té 1a mot ky thuat gidp chan doan va diéu tri bénh
Thalassemia. Mot sé nghién ciru cho thay kiéu hinh huyét hoc kha dic hiéu, Hb giam
nhiéu, MCV nh¢ (70,748 fl), hdng cau nhuoc sic, MCH giam (23+3,6 pg). Thanh
phan hemoglobin thay ddi dic hiéu cho tung thé bénh B, ‘Nghién cuu cua Tran Thi
Hu:0’ng[2] (2018) 64,4% dbi tuwgng nghién ctu c6 ndng do Sat huyét thanh ting; 62,2%
dbi tugng co nong do ferritine trén 1000 ng/ml; 35,6% nong do ferritine tur 300-1000
ng/ml va 2,2% c6 nong do ferritine dudi 300 ng/ml; 51,1% ddi twong c6 nong do Hb
tir 6-7,5 g/dl; 33,3% ddi twong c6 nong do Hb trén 7,5 g/dl, chi 15,6% c6 nong do Hb
duai 6 g/dl.

V. KET LUAN

Bénh c6 biéu hién 1am sang da dang, tir khdng c6 triéu chimg 1am sang dén co
triéu chung 1am sang niang nhu thiéu mau, thiéu sat, da xam, gan, lach to, bién dang
xuong. Ty 1é mang gen bénh Thalassemia cao, gap nhiéu thé bénh a —Thalassemia
thé an. Xét nghiém dién di huyét sic to gop phan chan doan bénh Thalassemia.
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