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[Abstract]  Objective =~ Comparison of automatic capillary electrophoresis (CE) with agarose gel
electrophoresis in the value of neonatal screening for a-thalassemia. To investigate the correlation between
the levels of Hb Bart’s in cord blood and a-globin genotypes. Explore the feasibility of using HRM to
detect the point mutation of non-deletion a-thalassemia. Method Agarose gel electrophoresis and CE were
used to determinate Hb Bart's amount in cord blood of 1,442 newborns. Samples with the presence of Hb
Bart's were selected for mutant analysis by Gap-PCR. High-resolution melting (HRM) analysis, reverse
dot blotting and DNA sequencing was used for samples in which mutations was not detected by Gap-PCR.
All of Hb Bart's negative were selected for genetic testing. Results 151 samples were found positive for
Hb Bart's both agarose gel electrophoresis and CE, and 150 were confirmed by molecular analysis. 4
samples were confirmed normal, with positive for Hb Bart's by agarose gel electrophoresis but negative for

CE. Another 7 samples were confirmed to be o' -thalassemia, witch positive for Hb Bart's by CE but
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negative for agarose gel electrophoresis. In the 1280 cases of Hb Bart's negative, 10 samples were

confirmed to be o -thalassemia. All of common non-deletional mutations at the exons 3 of the a-globin

genes were successfully detected by HRM analysis. Conclusions

To screen for o-thalassemia, CE was

proved to be more convenient and effective method as compared to agarose gel electrophoresis. The amount

of Hb Bart’s was increased with the number of the defective a-genes, and o' -thalassemia in different

genotypes of Hb Bart's levels were different in different genotype o -thalassemia. In CE testing, 0. 1%

Hb Bart's level can be used as a cut-off value for o-thalassemia diagnosis in newborns. HRM is a cheap,

rapid and ef? cient screening method for non-deletional o-thalassemia.
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