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Abstract

ABSTRACT

Glucose-6-phosphate dehydrogenase deficiency, the most common human
enzymopathy, is characterized by a wide clinical, biochemical and molecular
heterogenity. This study was conducted on a group of 21 Egyptian pediatri¢
G6PD deficient patients. Quantitative assay of G6PD enzyme and estimation of
its electrophoretic mobility was performed prior to molecular analysis. The
frequency of the GGPD Mediterranean mutation at nucleotide 563" among the
studied grouia was investigated. Exons 6 and 7 of the G6PD gene were ampliﬁed
. using PCR reaction followed by- digestion of the amplified fragment using the
Mbo I restriction enzyme. The 563" mutation was found in only 28.6%
(6/21) of studied cases. G6PD variants present in Egypt, thus require further
molecular characterization through analysis of the whole G6PD coding

sequence.
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