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Retrospective Analysis of the Application of MS/MS Spectrometry for Screening Genetic
Metabolic Diseases in Newborns in Some Regions of Yunnan Province
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Abstract: Objective: To review the screening of MS/MS in some areas of Yunnan, and to understand the incidence of genetic
metabolic diseases in this region. Methods: From September 2017 to August 2021, screening for genetic metabolic diseases in
newborns using mass spectrometry technology in some regions of Yunnan,the positive initial screening results were recalled and
reviewed, and the changes of amino acids, acylcarnitines and other specific metabolites in the recalled samples were monitored.
Results: A total of 118,683 neonates were included. Among them, 2909 cases were positive, with an initial positive rate of 2.45%;
1647 cases were recalled, 63 cases were positive, 35 amino acid metabolic diseases, 19 organic acid metabolic diseases and 9 fatty
acid oxidation metabolic diseases. Conclusion: The screening of genetic metabolic diseases is of great significance for the early

diagnosis and treatment of neonatal genetic metabolic diseases.
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