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Abstract:Objective To investigate the prevalence of glucose-6-phosphate dehydrogenase (G6PD) defi-
ciency and the types of common gene mutations in the population of childbearing age in Shenzhen,and to pro-
vide experimental basis for screening, diagnosis and prevention of genetic diseases of eugenics and eugenics.
Methods Quantitative G6PD enzyme activity test was used to screen the married people in Shenzhen. PCR
guided hybridization was used to detect gene mutation in the positive group and the randomly selected negative
group. The incidence of G6PD deficiency and the frequency of gene mutation were analyzed. The results of the
two methods in female population were compared. Results A total of 24 190 premarital people were screened,
571 of whom were positive for enzyme activity. The total physical examination rate of G6PD deficiency was
2.36%. A total of 347 of them were male,332 (95.68%) were gene mutations,224 of them were female, 215

(95.98%) were gene mutations. There were 11 gene mutation types and 55 gene types in the positive popula-
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tion. The most common three types of gene mutations were c. 1388 G>A,c. 1376 G>T and c. 95 A>G,ac-
counting for 70. 40% of the total,followed by c. 392 G>T(5.95%),c. 871 G>A(5.95%) and c. 1024 C>T
(4.73%) ,and c. 1311 C>T polymorphism mutation was 11. 38%. Among the 428 randomly selected women
with normal enzyme activity, 96 (22. 43%) had gene mutations, 78 had c. 1311 C>T polymorphism and 18
had pathogenic site mutation,and the detection rate of pathogenic mutation gene was 4. 20%. Compared with
gene mutation detection, the rate of missing detection of enzyme activity in female population was 68. 63 %.
Conclusion The most common G6PD gene mutations in the population of childbearing age in Shenzhen are c.

1388 G>A,c. 1376 G>t,c. 95 A>>G. The combination of phenotype test and molecular test is helpful for the

pre marital genetic consultation of G6PD deficiency in female premarital population.
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