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Screening and genotype analysis of neonatal o-thalassemia in Heyuan city
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Abstract:Objective To analyze the screening results of neonatal a-thalassemia in Heyuan city, and ex-
plore the distribution characteristics of genotypes of neonatal a-thalassemia in this region. Methods The lev-
els of Hb Bart's in 160 370 cases of neonatal dry blood spot samples were detected by capillary electrophore-
sis;the thalassemia gene was detected in the recall and screening positive newborns; the Hb Bart's level and
thalassemia gene in 202 samples were detected at random. Results A total of 16 804 positive samples were
screened and the positive rate was 10. 48%. A total of 1 348 newborns were recalled for gene diagnosis of
thalassemia,and 1 271 cases of a-thalassemia were confirmed, the diagnostic coincidence rate was 94. 29% ;
among 1 271 cases of a-thalassemia, the proportions of static, standard,intermediate and « combined with -
thalassemia were 27.93%(355/1 271) and 67.82%(862/1 271),2.05%(26/1 271),2.20%(28/1 271) respec-
tively; the positive, negative and total coincidence rates of Hb Bart’'s and thalassemia gene diagnosis in 202
specimens were 91.89%,99.39% and 98.02% respectively. Conclusion The accuracy of dry blood spot cap-
illary electrophoresis in screening neonatal a-thalassemia is high,which can be used for early detection and di-
agnosis of a-thalassemia.
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