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Abstract: Objective To investigate and analyze the incidence and gene mutation characteristics of glucose-6-phosphate dehydrogenase (G6PD) deficiency
in Guiyang area,and to provide reference for prevention and treatment of G6PD deficiency in this region. Methods A total of 115462 neonates
born in this area from August 2020 to January 2023 were screened for G6PD enzyme activity by fluorescence analysis. The positive samples were
recalled and G6PD enzyme activity was diagnosed and gene mutation was analyzed by Multicolor probe melting curve analysis method (MMCA)
Resufts It indicated that there were1606 cases were positive subjects by G6PD enzyme activity screen, and the prevalence of G6PD deficiency was
1.39%(1606/115462).The incidence of G6PD deficiency in male1.83%(1130/61801)was higher than in female 0.89%(476/53661)(P<0.01). Among
MMCA genotyping analysis, the mutation rate of G6PD was 87.07%(909/1044). The mutation rate of male90.09%(824/848)was higher than
female 73.98%(145/196)(P<0.01). A total of 13 kinds of single mutations (c.1024 G>T, ¢c.1388G>A, c.95A>G, ¢.1376 G>T, ¢592C>T,
c.871G>A, ¢519C>T, ¢392G>T, c493 A>G, ¢.1004C > A, ¢.1360C>T, ¢.383T >C, ¢.517T > C) and 6 kinds of compound mutations
were detected. The mutations of ¢.1376 G>T compound ¢.95A>G, ¢.1024 G>Tcompoundc.95A>G, ¢.1024 C>T compound c.1388 G>A, ¢.1024
C>T compound ¢.519C>T, ¢.1376 G>T compound ¢.1024 C>T, ¢.95A>G compound c.1388 G>AThe types of gene mutations were complex and
diverse, with ¢.1024 C>T, ¢.1383G>A, c.95 A>G, ¢.1376G>T being the most common mutations. Conclusions The gene mutation sites show
obvious regional characteristics in Guiyang. The screening of G6PD enzyme activity and related diagnostic tests are conducive to the screening.
diagnosis, treatment, prevention and control of G6PD deficiency in this region, and effectively improve the quality of the born population.
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