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Abstract: Objective To explore the types and frequency of gene mutations in children with thalassemia in Luzhou, Si-

chuan Province. Methods A biochemical screening for thalassemia was performed by laboratory examination RBC osmotic
fragibity, serum ferritin and hemoglobin electrophoresis on 556 children with anemia from Luzhou, Sichuan Province. Genetic
diagnosis was performed on the children with a-thalassemia by gap-PCR and on the children with g-thalassemia by PCR-Re-
verse Dot Blot(PCR-RDB).

The positive of genetic diagnosis was 136(24, 46 % ). Of the 136 cases,«thalassemia was found in 53 cases,-thalassemia in

Results The positive cases of the biochemical screening for thalassemia were 176(31. 65%).

81 cases and a-combined B-thalassemia in 2 cases. 7 types of mutation genotypes were detected in 53 cases of a-thalassemia »
the proportions of--¢* /qawere 39. 62% , the proportions of -o*7 /aa were 26, 42%, 7 different mutalion were identified in 81
cases of B-thalassemia,there were 14 different gene types, CD17(A—T).IVS-[[-654(C—T) and CD41/42(-TTCT) were

the most frequent genic mutations.

Conlusions The frequency of gene mutations for thalassemia is high in children from

Luzhou, Sichuan province. Gene diagnosis is a accurate and reliable method to diagnose thalassemia.,
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Tab, 1 53 cases of othalassemia genotypes and constituent ratio
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Tab. 2 o-thalassemia alleles and constituent ratio
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Tab. 3 81 children cases of B-thalassemia genotypes and

constituent ratio

F H R E I ) A AC D)
P aaeT CD41/42/CD41/42 HE 5 6.17
CD17/CD17 BER 4 4.94
gO/p° WE IVS-1-654/CDyy Eogil 5 6.17
#ET HEE 5 6.17
IVS-654/CD41/42 HE 3 3.70
A 4 4,94
CD41/42/CD17 hER 1 1.23
/gt W E IVS-T1-654/-28M HEE 2 2. 47
KETF FlER 2 2.47
CD41/42/-28M 'R 1.23
REE 1 1.23
P RET CD17 ®E 16 19.76
CD41/42 g®AE 13 16.06
IVS-1[-654 gE 10 12.35
CD43 BR 2 2. 47
CD14-15 BA 1 1.23
CD27-28 g 2 2.47
B &&F -28M Zm 4 4,94
&3t 81  100.00
F4 pPHAFCEERARL
Tab. 4 p-thalassemia alleles and constituent ratio
H R S 3 H B A (%)
CD17 31 29.52
IVS-T-654 31 29.52
CD41/42 28 26. 67
-28M 10 9.52
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