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[ Abstract] Objective To explore the methods and significance for neonatal screening and diagnosis about
rare g-thalassemia. Method Automatic capillary electrophoresis (CE) was used to determinate Hb Bart’s
amount in cord blood of 6525 newborns. Samples with the presence of Hb Bart’s were confirmed by rou-
tine molecular analysis (gap-PCR and PCR-RDB). For samples of unknown genotype after gap-PCR and
PCR-RDB, use a Multiplex PCR to detect four kinds of deletional a-thalassemia (- ,--"" -
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-()*°), then do gene sequencing for the whole «,-globin gene and «,-globin gene. Results Totally, 377
samples were found positive for Hb Bart’s, and 375 samples were confirmed by DNA testing, including 14
genotypes with 383 o-thalassemia alleles. 7 rare o-thalassemia genes were detected, including 2 —""'/qq
and 5 rare nondeletion type of a-thalassemia. At the same time, 1 sample with Hb J-Wenchang-Wuming,
witch was appear at the same position with Hb Bart’s, was detected. Conclusions To screen for o-thalas-
semia, CE was proved to be an effective and accurate method. To prevent birth defects about hydrops fe-
talis or babies with transfusion-dependent q-thalassemia, rare o-thalassemia genotypes should be taken for
suspected cases in high prevalence areas.
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