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Abstract: Objective To understand the main types and prevalence of inherited metabolic disorders (IMDs) in newborns in the Maoming area, providing
targeted strategies for screening, diagnosing, and treating IMDs in this region. Methods Neonatal venous blood or heel blood was collected in
the Maoming area from March 2022 to December 2023. Dried blood spots were prepared for IMD screening, analyzed using tandem mass
spectrometry, with gas chromatography-mass spectrometry (GC-MS) and genetic testing technologies aiding in diagnosis. Positive cases were
followed up, and all results were retrospectively analyzed. Results From March 2022 to December 2023, a total of 117,615 live births in the
region, 53,909 were voluntarily screened, a screening rate of 45.83%. A primary screening positive rate of 3.80%. The recall rate for retesting
98.29%, and 20 newborns were diagnosed with IMDs, with an overall disease positivity rate of 0.04%~0.03%. There were 7 cases of amino acid
metabolism disorders (35.00%, 1/7,701), 7 cases of organic acidemias (35.00%, 1/7,701), 3 cases of urea cycle disorders (15.00%, 1/17,970), and
3 cases of fatty acid oxidation disorders (15.00%, 1/17,970). Primary carnitine deficiency, histidinemia, holocarboxylase synthetase deficiency, and
dihydrolipoamide dehydrogenase deficiency were identified as the four most common diseases in this region. Conclusion The screening for IMDs
in newborns using tandem mass spectrometry has expanded the range of diseases screened in our city, identified the main diseases prevalent in
our city, and provided a basis for precise prevention and control.
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