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Abstract: Objective To detect gene mutations of children with glucose-6-phosphorate dehydrogenase ( G-6-PD)
deficiency and of carriers of G-6-PD deficiency gene with the technique of polymerase chain reaction and denatured gradient
gel electrophoresis (PCR-DGGE) , and to explore the value of the technique in the diagnosis of G-6-PD deficiency and G-
6-PD deficiency gene carrying. Methods c¢DNAs were harvested by reverse transcription method after RNAs had been
extracted from peripheral blood of 43 children with G-6-PD deficiency and of their family members (36 lineages).
Electrophoresis behaviors of the fragment from exons 11-12 of G-6-PD ¢DNA were detected with the technique of PCR-
DGGE. Gene sequencing was then performed for the abnormal electrophoresis bands. Results  Abnormal electrophoresis
bands were found in the 1304-1520 fragment of G-6-PD ¢DNA in 33 out of 36 family lineages. The G-6-PD/6-PGD ratio
was below 1.00 in 9 mothers of patients. Three of them had the G-6-PD/6-PGD ratio lower than 0. 50. The PCR-DGGE
bands were the same in the 3 mothers. Gene sequencing showed double heterozygote in the 3 mothers, but the maternal
carriers of G-6-PD deficiency gene who had normal G-6-PD/6-PGD ratio showed mono-heterozygote in gene sequencing.
Three mutational sites were found in the 1304-1520 fragment, i.e., C1311T,G1376T and G1388A. The electrophoresis
behaviors were different among the 3 gene mutational sites. Conclusions PCR-DGGE is a sensitive and reliable technique
in the screening of gene mutations. It is useful in the diagnosis of G-6-PD deficiency, especially in the diagnosis of female
G-6-PD deficiency gene carrying. [ Chin J Contemp Pediatr, 2007, 9 (6) :529 —532]
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