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Abstract: Objective To analyze the screening results,carrier rate, incidence rate and gene variation distribution of glucose-6-phosphate dehydrogenase
(G6PD) deficiency in pregnant women and newborns in Zibo City. Methods The 11431 pregnant women who underwent pre pregnancy carrier screening
G6PD deficiency at Zibo Maternal and Child Health Hospital from July 2020 to September 2023 were selected as the research subjects, and venous
blood was collected and molecular screening was performed using gene targeted capture sequencing technology; 135904 live birth newborns born in
Zibo from December 2018 to June 2022 were selected as the study subjects, and heel blood was collected to make dry blood spots. Fluorescence analysis
was used for the primary screening to recall the newborns who were positive for the primary screening, and genetic testing was used to further confirm
the diagnosis. Results 20 out of 11431 pregnant women in Zibo area were screened positive, with a carrier rate of 0.18% (1/572); 135904 live births of
newborns , 381 children with suspected positive G6PD deficiency were screened, and 313 newborns were recalled for genetic testing, including 146 males
and 167 females. 50 children with G6PD deficiency were diagnosed by gene diagnosis, including 34 males and 16 females. The incidence rate was 1/2718
(50/135904), and the ratio of male to female was about 2:1. A total of 23 single variants, 2 compound heterozygous variants, and 9 pathogenic variants
were detected in the G6PD gene. The common loci were ¢.1376G>T (18%), ¢.1388G>A (16%), and c.95A>G (8%). Conclusion Pre pregnancy gene carrier
screening and neonatal enzyme activity binding gene testing for G6PD deficiency are beneficial for early prevention of G6PD deficiency.
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