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Abstract:Objective To explore the performance of multicolor probe melting curve analysis (MMCA)
method in detecting glucose-6-phosphate dehydrogenase (G6PD) deficiency gene mutation in Xiangtan area,so
as to provide reference for clinical diagnosis. Methods Included 90 221 newborns who were screened for G6PD
deficiency in this hospital from January 2017 to September 2020,among them,454 cases initially screened posi-
tive newborns with G6PD deficiency undergoing G6PD enzyme activity method detection and genetic detection
[ MMCA method,exon gene sequencing (Sanger sequencing) method] at the same time were used as the re-
search object. Took the detection result of Sanger sequencing method as the "gold standard",the methodologi-
cal comparison of enzyme activity method and MMCA method was carried out. Results The sensitivity and
specificity of enzyme activity method in the diagnosis of G6PD deficiency in male newborns were 97. 6% and
100. 0% , the sensitivity and specificity in the diagnosis of G6PD deficiency in female newborns were 59. 5%
and 100. 0%. Enzyme activity method and Sanger sequencing method showed good consistency in the diagnosis
of G6PD deficiency in male newborns (Kappa=0. 974, P <(0. 05) ,and generally consistency in the diagnosis of
G6PD deficiency in female newborns (Kappa=0. 676, P <(0. 05) . The sensitivity and specificity of MMCA
method in the diagnosis of G6PD deficiency in male newborns were 97. 0% and 100. 0%, the sensitivity and
specificity in the diagnosis of G6PD deficiency in female newborns were both 100. 0%. MMCA method and
Sanger sequencing method showed good consistency in the diagnosis of G6PD deficiency in male newborns

(Kappa=0.967,P<C0.05) ,and showed completely consistency in the diagnosis of G6PD deficiency in female
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newborns (Kappa=1. 000, P <C0. 05). Conclusion

Compare with the traditional enzyme activity method, the

MMCA method has the advantages of high sensitivity and specificity,and which is a fast,accurate,and suitable

method for clinical diagnosis of G6PD deficiency.
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