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Analysis of 20 364 newborn screening results of inherited metabolic diseases in Zhuhai area’
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Abstract:Objective To preliminarily understand and explore the screening status and incidence of neo-
natal inherited metabolic diseases and its incidence in Zhuhai area and to provide effective bases for regional
prevention and treatment of birth defects. Methods A total of 20 364 newborns born in Zhuhai from January
2021 to December 2022 were selected as the research subjects,and a variety of inherited metabolic diseases
were screened. Those with positive initial screening results were recalled for re-examination, and those with
positive re-examination results were further diagnosed by urine mass spectrometry and genetic testing. The
positive rate of initial screening and total incidence were statistically analyzed. Results Among 20 364 newbo-
rns who underwent tandem mass spectrometry screening,687 were positive in the initial screening,with a pos-
itive rate of 3.37%. The number of positive recall was 621,and the positive recall rate was 90. 39% ,and 70
suspected positive cases were detected by recall retesting, the screening positive rate was 0. 34% , the recall
positive rate was 11. 27 % ,and 7 cases were finally diagnosed,the total incidence rate was 1/2 909. There were
2 cases of amino acid metabolism disorders (citrin protein deficiency and hypermethioninemia in 1 case each),
4 cases of fatty acid metabolism disorders (primary carnitine deficiency in 2 cases, medium-chain acyl-coa de-
hydrogenase deficiency in 1 case,and very long-chain acyl-coa dehydrogenase deficiency in 1 case),and 1 case
of organic acid metabolism disorders (methylmalonic acidemia). Gene mutation detection was performed in 6
of the 7 confirmed children,and the main markers and related indicators were analyzed,and 2 cases were con-
firmed by amino acid gene,3 cases by fatty acid gene and 1 case by organic acid gene. Conclusion The total in-

cidence rate of inborn errors of metabolism in Zhuhai was 1/2 909, which was slightly lower than that of con-
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genital hypothyroidism (1/1 884), but significantly higher than that of phenylketonuria (1/33 403). Early

screening of inborn errors of metabolism and detection of rare types of inborn errors of metabolism will pro-

vide a better opportunity for early clinical diagnosis and treatment.
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