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mac dong kinh 1a 539/100.000 dan, ty 1&é méc
mdi la 108/100.000 dan. Nhém tudi 10-19 méc
dong kinh nhiéu nhdt, dong kinh khdéng ro
nguyén nhan chiém da s6, nguyén nhan dong
kinh thuGng gap nhat la dot qui ndo. Loai con
ddng kinh thudng gép la déng kinh toan thé.
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PAC PIEM LAM SANG VA HUYET HOC THEO GEN POT BIEN
CUA BENH NHI THALASSEMIA TAI BENH VIEN TRE EM HAI PHONG

P6 Thi Quynh Mai*, Nguyén Ngoc Sang**, Bach Thi Nhu Quynh**

TOM TAT.

Muc tiéu: M6 ta ddc dlem Idm sang va huyet hoc
theo dot bién gen phd bién cua bénh thalassemia & tré
em. Doi | tugng: 83 bénh nhi Thalassemia diéu trj tai
bénh vién Tré em Hai Phong tor 01/01/2015 dén
31/12/2020. Phuang phap Nghién ctru mo ta mot
loat ca bénh. Ket qua Biéu hién I1dm sang thé& a-
thalassemia chll yéu & dot bién HbCs — SEA, HbCs va
SEA — C2.delT. Bénh nhi a-thalassemia thiu mau nhe
va trung binh (Hb trung binh doét bién 1 gen Ila
93,8+10,4g/l; 2 gen la 92,4+13,5g/1 va 3 gen la
87,2+8,5g/1). Ti lé HbAlgiém nhe (83,9-94,2%), HbA2
binh thudng, HbH tang (tr 7,842,5% dén
11,6£7,3%). Cac triéu ching @& benh nhi B-
thalassemia biéu hién & thé j3°[3° (100%) va PB°BE
(76,6% - 96,2%), it han & thé BOB (9,5% - 33,3%).
Bénh nhi B-thalassemia thi€u mau tur trung binh (Hb
trung binh thé PBOBY l& 68,2+12,5g/l va PBOBE Ia
79,8+14,2g/1) dén nhe (101, 7115 2 g/l). Thanh phan
Hb thay dOI Thé B°B°, HbA1 gidm (35 7+12,2%), HbF
ting (60,8+23,7%); Thé PB°BE cd HbA1l giam
(26,1+14,1%); HbF tang (38,5+14 6%) va HbE téng
(38,3+15,7%); Dot bién BB, c6 HbA1 giam
(73,7+26,5%); HbA2 tang (3,8+1,5%) va HbF ting
(21,2+4,3%). Két luan: a-thalassemia it biéu hién
trén lam sang. Huyét hoc thay ddi tuy s6 gen ton
thuong. bdc trung dién di Hb vdi ti 1& HbH ting. Lam
sang va chi s6 huyét hoc cta bénh nhan B-thalassemia
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thay di nhiéu & BYB° va B°BE han B°B. Thanh phan Hb
thay d6i v8i HbA glam tdng cao HbF va co thé xuat
hién HbE. C6 su lién quan gilta ki€u gen dot bién va
ki€u hinh & bénh nhi thalassemia.

T khoa: Thalassemia, dot bién gen, tré em.

SUMMARY

CLINICAL AND HEMATOLOGICAL
CHARACTERISTICS ACCORDING TO GENE
MUTATIONS OF THALASSEMIA IN CHILDREN
AT HAI PHONG CHILDREN'S HOSPITAL

Objectives: To describe clinical and hematological
characteristics according to gene mutations of
thalassemia in children. Subjects: 83 Thalassemia
pediatric patients treated at Haiphong Children's
Hospital from January 1, 2015, to December 31, 2020.
Methods: Case-series study. Results: Clinical
manifestations of a-thalassemia are mainly in HbCs -
SEA, HbCs and SEA - C2.delT mutations. Pediatric a-
thalassemia mild-moderate anemia (mean Hb
mutation of 1 gene: 93.8410.4g/l; 2 genes:
92.4+13.5¢/l and 3 genes: 87.2+8.5¢g/l). The rate of
HbA1 decreased slightly (83.9-94.2%), HbA2 was
normal, HbH increased (from 7.8+2.5% to
11.6%7.3%). Symptoms in children with B-thalassemia
were expressed in BB (100%) and B°BE (76.6% -
96.2%), less so in BB (9.5% - 33.3%). Pediatric B-
thalassemia anemia ranged from moderate (mean Hb
of B°B° body was 68.2+12.5g/I and B°BE was
79.8414.2g/l) to mild (101.7+15.2 g) /I). Hb
composition changed: The B°B° HbA1 decreased
(35.7£12.2%), HbF increased (60.8+23.7%); The
BOBE form has decreased HbA1 (26.1+14.1%); HbF
increased (38.5+14.6%) and HbE increased
(38.3£15.7%); Mutant BB with reduced HbA1
(73.7£26.5%); HbA2 increased (3.8+1.5%) and HbF
increased (21.2+4.3%). Conclusion: a-thalassemia
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rarely manifests clinically. Hematology varies
according to the number of genes involved.
Characterization of hemoglobin electrophoresis with
increased HbH ratio. Clinical and hematological
parameters of B-thalassemia patients changed more in
B%B° and PBO°BE than in B°B. The hemoglobin
composition changed with decreased HbA, elevated
HbF and possibly HbE. There was an association
between mutant genotype and phenotype in children
with thalassemia.

Keywords: Thalassemia, genetic mutation, children.

I. DAT VAN DE

Thalassemia la mot nhdom bénh thi€u mau tan
mau bam sinh do dét bién gen globin gdy nén
thi€u hut tdng hgp mét hay nhiéu mach
polypeptid trong globin ctia hemoglobin. Lam
sang bénh thalassemia rat da dang, tir thé khéng
cé bi€u hién 1dm sang dén thé nang phai truyén
mau. V& huyét hoc, thudng cé su' bién ddi tir nhe
dén ndng, kha déc hiéu cho tiing thé bénh.

Hién nay, cac nghlen clru vé thalassemia chu
y&u tap trung mo t& vé dich t& hoc & mot s6 khu
vuc, dia phuong, lam sang, huyét hoc. Cac
nghién cllu vé dot bi€n gen globin gay bénh
thalassemia & ngudi Viét Nam con it. Vay moi
lién quan gilta dot bi€n gen vai Iam sang, huyét
hoc clia cac thé bénh thalassemia nhu' th€ nao?
PE tra 18i cAu hoi trén, chlng tdi tién hanh dé tai
nay nham muc tiéu: M6 ta d3c diém Iadm sang va
huyét hoc theo gen dot bién cia bénh nhi
thalassemia diéu tri tai Bénh vién Tré em Hai
Phong giai doan 2015 - 2020.

Il. DOI TUONG VA PHUONG PHAP NGHIEN CU'U
2.1. DOi tugng va thdi gian nghién ciru
D6 tugng nghién clru gom 83 tré

Thalassemia diéu tri tai bénh vién Tré em Hai

Phong tir 01/01/2015 dén 31/12/2020.

Tiéu chudn lua chon: Bénh nhi du tiéu chuin

chan doén xac dinh bénh Thalassemia [1], [2].
2.2. Phuaong phap nghién ciru

- Thiét ké ngh|en cltu: M6 ta mét loat ca bénh.

- CG mau va cach chon mau: Lay mau theo
phuang phap thuan tién, tadt cd bénh nhi
thalassemia vao diéu tri tai bénh vién Tré em Hai
Phong trong khoang thgi gian nghién clu déu
dugc lua chon vao nghién clu.

- NGi dung nghién clu:

+ P&c diém 1am sang: thiéu mau, vang da,
gan lach to, bién dang xuong, sam da, b6 mat
thalassemia,... theo dot bién gen & bénh nhi
thalassemia.

+ D3c diém huyét hoc: S6 lugng hong cau,
nong do hemoglobin (Hb), hematocrit, MCH,
MCV, MCHC, RWD, dién di huyét sac t6 (HbA1,
HbA2, HbF, HbE, HbH) theo tirng loai dot bién
gen & bénh nhi thalassemia.

- Perdng phap thu thap so liéu: Mbi bénh
nhadn c6 mét bénh &n theo mau nghlen ctu,
trong dé ghi chép day du cac so liéu vé lam sang
va huyét hoc.

- XU ly s0 liéu theo phan mém SPSS 26.0.

- Pao ddc nghién clu: Tat ca bénh nhan,
ngudi nha bénh nhi déu dong y tham gia nghién
cru. Dé tai da dugc Hoi dong dao dirc y sinh hoc
Trudng Dai hoc Y Dugc Hai Phong va bénh vién
Tré em Hai Phong chap thuan.

INl. KET QUA NGHIEN cUU

3.1. Dic diém chung. Trong 83 bénh nhi,
c6 56 B-thalassemia va 27 a-thalassemia. Biéu
hién l1dGm sang gdp chu yéu & bénh nhi B-
thalassemia. Cé su khdac biét cé y nghia thdng ké
(p<0,05) vé lam sang: thi€u mau, vang da, sam
da, bién dang xudng, s6 lan truyén mau/nam,
phu thudc truyén mau gita 2 nhom a-
thalassemia va B-thalassemia.

Cac chi s6 RBC, HCT, MCV, MCH, MCHC,
Ferritin, Fe huyét thanh, GOT, GPT c6 su khac
biét c6 y nghia thdng ké (p<0,05) gira 2 nhém
bénh nhan.

3.2. Déc diém lam sang, huyét hoc theo kiéu gen dot bién
3.2.1. Lam sang, huyét hoc cua bénh nhi a-thalassemia

Bang 1. Pac dlem lam sang theo kiéu gen dot bién d bénh nhi a-thalassemia(n=27)

Gen dot Vangda | Thi€umau | Lachto | Ganto | Bién dang xuwong | Sam da
bién n(%) n(%) n(%) n(%) n(%) n(%)
3.7 0(0,0) 0(0,0) 0(0,0) 0(0,0) 0(0,0) 0(0,0)
3.7 - SEA 0(0,0) 0(0,0) 1(33,3) | 1(33,3) 0(0,0) 0(0,0)
C2 delT 0(0,0) 0(0,0) 0(0,0) 0(0,0) 0(0,0) 0(0,0)
HbCs 0(0,0) 1(50,0) 1(50,0) | 1(50,0) 1(50,0) 1(50,0)
HbCs - SEA 0(0,0) 7(77,8) 8(88,9) | 8(88,9) 3(33,3) 3(33,3)
SEA 0(0,0) 2(22,2) 444,4) | 4444 1(11,1) 0(0,0)
SEA- C2.delT|  1(50,0) 1(50,0) 1(50,0) | 2(100,0) 1(50,0) 1(50,0)

Bang 1 cho thay biéu hién lam sang nhiéu & tré mang dot bién HbCs va SEA (dan dot bién hay

phdi hagp).
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Bang 2. Bic diém huyét hoc theo sé luong gen dét bién (n=27)

Piac diém huyét | Ton thuong 1 gen Ton thuong 2 gen Ton thuong 3 gen
hoc X£SD X£SD X£SD
HC (10'%/1) 5,14+0,41 4,70+1,12 4,29+0,96
Hb (g/dl) 93,8£10,4 92,4%13,5 87,2%8,5
Hct (%) 30,6+3,5 29,5+4,0 29,4+2,8
MCV (fl) 60,4+1,7 64,7+10,8 67,7+7,8
MCH (pg) 18,6%1,7 20,3%4,1 20,7%2,9
MCHC (g/dI) 303,2%12,4 313,2%13,5 305,1£16,3
RDW (%) 19,6+1,98 20,7+6,2 21,2+2,2

Bang 2 cho thdy cac bénh nhi a-thalassemia cé thi€u mau tir nhe dén vira. Tat ca cac nhém déu
c6 MCV <80fl, MCH <27pg, MCHC giam, RDW I6n.
Badng 3. Dac diém dién di huyét sic td theo s6 Iu‘o’nlgen a dot bién(n=27)

pién di Hb Ton thuong 1 gen Ton thuong 2 gen Ton thuong 3 gen
- X£SD X£SD X£SD
HbH 7,8+2,5 11,6%7,3 11,4%5,5
HbA1 94,2+4,6 88,8+7,8 83,9+14,8
HbA2 1,8+0,2 1,7+0,3 1,7+0,3

Béng 3 cho thay bénh nhi a-thalassemia co ti € HbAlgidm nhe, HbA2 binh thudng, cd su xuat

hién cua HbH.

3.2.2. Lam sang, huyét hoc cua bénh nhi B-thalassemia
Bang 4. Pac d/em lam sang theo kiéu dot bién gen HBB cua B-thalassemia (n= 56)

B°B° B°B* B°B
Lam sang n(%) n(%) n(%)
Vang da 9(100,0) 20(76,9) 3(14,3)
Thiéu mau 9(100,0) 25(96,2) 6(28,6)
Gan to 9(100,0) 23(88,5) 7(33,3)
Bién dang xuang 9(100,0) 21(80,8) 3(14,3)
G3y xuang 2(22,2) 7(26,9) 0(0,0)
Sam da 5(100,0) 22(84,6) 2(9,5)
%) 4(80,0) 19(73,1) 6(28,6)
Lach to Khéng 0(0,0) 0(0,0) 14(66,7)
D3 cit 1(20,0) 7(26,9) 1(4,8)
Dién hinh 5(55,6) 17(65,4) 1(4,8)
BO mét thalassemia Vira phai 3(33,3) 7(26,9) 2(9,5)
Khdng 1(11,1) 2(7,7) 18(85,7)
Xam xin 4(44,4) 9(34,6) 2(9,5)
Niém mac Igi Hong 0(0,0) 2(7,7) 16(76,2)
Nhot nhat 5(55,6) 15(57,7) 3(14,3)

Bang 4 cho thay biéu hién lam sang bénh B-thalassemia kha ro rang & tat ca cac thé dét bién.
Dién hinh & cac bénh nhan thé B°8° va B°BF hon thé BB.
Bang 5. Pac diém huyét hoc theo kiéu dot bién gen HBB cua B-thalassemia(n= 56)

S BB BOBF 6%
Cong thuc mau X£SD X£SD X+SD

HC (T/D) 7 560,52 3,530,56 5,01%1,1
Hb (g/dL) 68,2125 70,8%14,2 101,7£15,2
Het (%) 100+4,8 25,042 32,25 1
MCV (fl) 78,475 711273 65.128.1
MCH (pg) 26,8%2.7 22.9%2.7 20.7%2,9

MCHC (g/dI) 342,0£14,8 323,3£10,8 310,6£18,0
RDW (%) 10,6254 20,5£8,8 20,5£6,6

Bang 5 cho thay cac thé dot bién B-thalassemia déu c6 thi€u mau, mdc do tur trung binh dén nhe.
HONg cau nhd nhugc sac tat ca bénh nhan (MCV<80fl, MCH<27pg).
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Bang 6. Pic diém dién di Hb theo dét bién gen HBB cua B-thalassemia(n= 56)

P B°B° B°BE B°B
bien di Hb XZSD XZSD X£SD
HbAL 35 7120 76,1214 1 73.7£26.5
HbA2 26210 3.7%2.7 38215
HbF 60.8223,7 38.5£14,6 71,2243
HbE 38.3£15.7

Bang 6 cho thay bénh nhi B-thalassemia co ti Ié HbA1 giam, xudt hién HbF vdi ti I€ cao. Thé B°BE

c6 su’ xuat hién cta HbE.

IV. BAN LUAN

- Vé dac diém chung: VGi 83 bénh nhi
thalassemia, c6 27 a-thalassemia va 56 B-
thalassemia.

Bi€u hién 1am sang cta bénh gdp chu yéu &
bénh nhi B-thalassemia, it biéu hién hon & bénh
nhi a-thalassemia. C6 su khac biét c6 y nghia
thong ké (p<0,05) vé lam sang: thi€u mau, vang
da, sam da, bién dang xudng, s6 lan truyén
mau/nam, phu thudc truyén mau gitta 2 nhom a-
thalassemia va B-thalassemia.

Cac chi s6 huyét hoc (RBC, HCT, MCV, MCH,
MCHC) va hda sinh mau (Ferritin, Fe huyét
thanh, GOT, GPT) déu co su khac biét cé y nghia
thong ké (p<0,05) gilra 2 nhdm a-thalassemia va
B-thalassemia trong nghién clru clia chdng toi.
Két qua nay kha tucong dong véi cac dé tai trudc
day 3], [4], [5].

- Vé biéu hién lam sang va huyét hoc
theo kiéu gen ddt bién

+ Bénh nhi a-thalassemia:

Hau hét bénh nhan a-thalassemia it biéu hién
triéu chirng dién hinh cta bénh. Céc triéu chirng
chd yéu thdy & nhom bénh nhi mang dot bién
HbCs va SEA (dang don dot bién hay két hap).
C6 thé do d6i tugng nghién clru cta chdng toi
bao gém ca nhitng tré tinh cG phat hién bénh
qua xét nghiém, khong hoac chi co thi€u mau
nhe. Nhu vy, biéu hién 1&m sang cd lién quan
dén murc d6 nang cla bénh.

Bénh nhi a-thalassemia phan I6n cé s6 lugng
hong cau trong gidi han binh thuGng, nhung
lugng hemoglobin va hematocrit déu giam & tat
ca cac dang dot bién. Nhitng bénh nhan tén
thuong 1 gen va 2 gen cd thi€u mau mic do nhe
(Hb trung binh I3 93,8+10,4g/I va 92,4+13,5g/l).
Trong khi nhitng bénh nhan mang 3 gen dot
bién thi€u mau mdc do trung binh (Hb trung
binh la 87,2+8,5g/1). Nong d6 hematocrit ciing
c6 xu hudng gidam & tat ca cac bénh nhan trong
nhém nghién cru. Nhu vay, ching t6i thdy rang
nhitng bénh nhadn mang 3 gen t6n thuong sé
thi€u mau nhiéu hon nhém tré cé it gen ton
thuong. Két qua cla ching t6i tuong dong vai
nghién ciu trudc day [6]. CO thé do tan mau xay
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ra tur tir, thi€u mau khéng xay ra nhanh hay dot
ngot nén bénh nhan thudng thich nghi dugc véi
tinh trang thi€u mau, rat it truGng hgp nhap vién
do hemoglobin xuéng qua thap.

Tat cd cac nhom bénh nhi a-thalassemia
trong nghién clru cla chdng t6i déu cé MCV
giam <80fl, MCH thap < 27pg. MCV giam & cac
nhém tén thucng 1 gen (60,4+1,7f), 2 gen
(64,7+10,8f1), va 3 gen (67,7+7,8fl). MCH tuong
dong gilta cac nhém. Nhu vay, bénh nhi a-
thalassemia c6 hong cau nhd nhugc sac. Két qua
nay phu hgp véi cac nghién ctu trude day [5], [7]

Dién di huyét sic t6 & bénh nhi a-
thalassemia, c6 ti 1€ HbA1 giam nhe, HbA2 binh
thuong va xuat hién HbH (trung binh tUr 7,8%
dén 11,6%). Bénh nhi a-thalassemia cd tén
thuong gen a-globin lam giam téng hgp chudi a,
dan dén thira tugng doi chuoi B-globin, tao nén
HbH. Vi thé, bénh nhan a-thalassemia co ty &
HbH cao han binh thudng. Két quéa cua chdng toi
phu hgp védi nghién clru trude do [8]

+ Bénh nhi B-thalassemia:

Trong 56 bénh nhi B-thalassemia, ching toi
phat hién ra 86 alen dot bién t6 hap dudc 7 loai
dot bién gen. TUr d6, hinh thanh dugc 3 kiéu gen
BoB°, BOBF va B°B.

Biéu hién 1&m sang cla bénh nhi B-
thalassemia kha rd rang & tat ca cac thé dot
bién. Hau hét cac bénh nhi mang doét bién thé
BB? va BBE cd biéu hién 1dm sang dién hinh nhu
thi€u mau, vang da, bién dang xuong, b6 mat
thalassemia, sam da, niém mac Igi/ nhot nhat,
gan to, lach to hodc da cat lach. Cac bénh nhan
mang dot bién di hgp tir dan BB biéu hién it rd
rang han.

Thi€u mau & B-thalassemia thudng xay ra kha
s6m. Gan 100% cac tré mang dét bién B-
thalassemia thé BOB° va B°BE vao vién co thiéu
mau. Thiéu mau it gdp & tré cd dét bién thé di
hgp don hon. Triéu chimng lach to biéu hién cla
tan mau man tinh, nhiéu trudng hgp cudng lach
phai cat lach. Tat cd bénh nhan mang dot bién
BOB® va B°BE déu co lach to vdi ti 1€ cét lach
khoang 20%. Trong khi, 66,7% thé B°B khdng c
lach to. MOt nghién clu trudc cod két qua tuong
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tu véi ching téi [3].

Nhu vay, triéu chliing |am sang cta bénh B-
thalassemia rat da dang va biéu hién kha tuong
tu nhu nhau & tat ca cac thé dot bién, chi khac
nhau vé cac mirc do biéu hién tir trung binh dén
nang. Nhu vay, cd su lién quan rd rang gitra kiéu
gen - ki€u hinh 1d&m sang cia bénh nhi B-
thalassemia. Nhan xét nay ctda chung t6i phu
hdp véi nghién ciu trude day [3].

CS su bién d6i vé chi s6 huyét hoc kha dic
hiéu & bénh nhi B-thalassemia. Cac bénh nhi B-
thalassemia thé pB°B° (Hb trung binh:
68,2+12,5¢g/1) thi€u mau néng hon bénh nhi thé
B-thalassemia/HbE  (68,2+12,5g/I) va B°B
(101,7+15,2g/l). S6 Ilugng hbéng cau va
hematocrit cling c6 su giam tudgng (ng. Bén
canh d6, cac chi s6 hong cau khac nhu MCV,
MCH, MCHC, RDW thay ddi rat c6 y nghia. Thé
tich trung binh hong cdu MCV gidm (trung binh
la 70.0+8,8f), gidm nhiéu nhit & thé B°B
(65,1+8,07f), sau do6 la B°BF (71,1+7,3fl) va
B°B° (78,4+7,5fl). CO6 su gidm r6 cua MCH <
28pg G tdt cd «cac tré B-thalassemia
(23,445,2pg), tuong duong nhau G cac thé.
MCHC trong giéi han binh thuGng. RDW 16n &
cac nhom doi tugng B-thalassemia, dao dong tur
19,6+5,4 (thé BB%) dén 29,5+8,8 (thé BOBE).
Nhv vdy, dic diém vé hong cau trong [3
thalassemia la nhiéu hong cau nho, héng cau
nhudc sdc ndng, kich thudc héng cdu khéng
déu, to nho rat khac nhau. Cac chi s6 nay
thudng dugc st dung dé chan doan sang loc
thalassemia néi chung va cic thé bénh
thalassemia noi riéng.

Thanh phan hemoglobin & bénh nhi B-
thalassemia ¢ su’ thay déi rat nhiéu. V4i bénh
nhan B-thalassemia, HbA1 gidm rd (trung binh
46,6+34,3%); HbA2 tdng nhe (trung binh Ila
3,6+£1,9%); HbF téng cao (trung binh
37,5+25,7%). K&t qua nay tudng tu nghién cliu
cta Nguyen Thi Thu Ha [8]. Ti Ié HbA2 >3,5% la
chi thi dac trung cho B-thalassemia ¢ ngugdi Viét
Nam va nudc ngoai [5]. Su' thay d6i vé cac thanh
phan huyét sdc t6 thuGng dugdc st dung lam tiéu
chudn huyét hoc d€ chudn doan sang loc va xac
dinh bénh B-thalassemia.

Thanh phan hemoglobin thay d&i kha dac
hiéu cho cac thé bénh. Thé B°B°, HbA1l giam
(35,7£12,2%), HbF tang rat cao (60,8+23,7%).
Bénh nhan B-thalassemia/HbE cé HbA1l giam
nhieu (26,1+4,1%); HbF tang rdt cao
(38,5+14,6%); HbA2 tang nhe (3,7+2,7%). Bac
biét ¢ su xudt hién nhiéu HbE (38,3+15,7%).
Dot bién BB, cd HbA1 giam it (73,7+26,5%);

HbA2 tang nhe (3,8+1,5%) va HbF tang
(21,2+4,3%). Su thay d6i thanh phan
hemoglobin & cac bénh nhi cta ching t6i phu
hgp véi nghién clru trude do [8].

V. KET LUAN

Bénh nhi a-thalassemia: Bi€u hién 1dam sang
(thiéu mau, vang da, gan lach to, bién dang
Xuong, gay xuong) chu yéu thdy & nhdom bénh
nhi mang dét bién HbCs va SEA. Da s6 cac bénh
nhi a-thalassemia c6 thi€u mau mirc do nhe dén
vlra va nhitng bénh nhi mang 3 gen tén thuong
thi€u mau nhiéu hagn. Chi s6 MCV, MCH giam &
tat ca cac nhom. Bénh nhi a-thalassemia co thi€u
mau tir nhe dén vira va hdng cau nho nhugc sac.
Ti 16 HbAlgiam nhe, HbA2 binh thuGng, xudt
hién HbH (t&r 7,8% dén 11,6%).

Bénh nhi B-thalassemia: C6 3 ki€u gen B°BY,
BOBE va B°B hinh thanh tir 7 dang dét bién. Biéu
hién 1dm sang rd rang & dét bién thé BB° va
BOBE hon thé B°B. Thé B°B° thi€u méau ndng han
thé B-thalassemia/HbE va 8. MCV giam < 80fl,
nhiéu nhat & thé BB, sau dod la BOBE va BOBO
MCH < 28pg va tuong dudng nhau & cac thé.
Thanh phan hemoglobin thay ddi kha dic hiéu,
dac trung la giam ti 1é HbA1, tang cao HbF va cd
thé xudt hién HbE vdi ti 18 cao (thé BOBE).

Co6 su lién quan gilta kiéu gen dot bién va
ki€u hinh & bénh nhi thalassemia.
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