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Abstract: Objective
neonatal short-chain acyl-CoA dehydrogenase deficiency (SCADD). Methods A total of 81,452 newborns screened by

To explore the effect of C5 acylcarnitine level determined by tandem mass spectrometry in

tandem mass spectrometry from January 2015 to June 2020 in Jiangmen were selected as subjects, with the C5 acylcarnitine
cutoff value=0.44 umol/L as the criteria for the determination of SCADD. Mutation analysis was performed to determine the
prevalence of short/branched chain acyl-CoA dehydrogenase (ACADSB) gene c. 1165 A>G mutation in the dry blood
samples of 1,130 newborns. Results Among 81,452 newborns, 97 had the C5 acylcarnitine cutoff value=0.44 pmol/L, of
which there were 92 cases with SCADD and 5 cases with isovaleric academia (IVA). Among the screening samples in 1 130
Chinese newborns, 876 cases (77.5%) were wide type, 248 cases (22.0%) were heterozygous, and 6 cases (0.5%) were
homozygous with common ¢.1165 A>G mutation. The ROC curve showed that the sensitivity and specificity were 60% and
100% when the C5 acylcarnitine cutoff value was 0.44 umol/L. Conclusion C5 acylcarnitine level determined by tandem
mass spectrometry can accurately screen out SCADD and help to distinguish SCADD from IVA.
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