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Clinical Analysis of 26 Newborns with 2-Methylbutyryl-CoA Dehydrogenase Deficiency
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Abstract  Objective: To analyze the gene types and clinical feature of newborns with 2-methylbutyryl-CoA dehydrogenase
deficiency (2-MBAD). Methods: A total of 147 947 neonates born in Huaihua City from December 2015 to December 2020 who
received disease screening were selected as the research objects. The incidence of 2-MBAD, genotypes and clinical characteristics
of children with 2-MBAD were analyzed. Results: Twenty—six neonates (1/5690) were diagnosed with 2-MBAD by tandem mass
spectrometry (MS/MS) screening combined with genetic testing, including 10 cases of Han nationality, 8 cases of Dong nationality,
7 cases of Miao nationality, and 1 case of Yao nationality. There were 15 homozygous mutation sites in the short/branched-chain
acyl-CoA dehydrogenase (ACADSB) gene c. 1165A>G, and 6 mutation types: 3 reported mutations (c. 1165A>G, c.655G> A,
¢.923G>A); 3 mutations of unknown clinical significance (c.1164G>C, ¢.1106T>A, ¢.848A>G); ¢.1165A>G was the most common
genotype. No ethnic, phenotype, and genotype correlations were found. During the follow—up period of 2 to 52 months, 9 cases

developed retardation. Conclusion: The earlier the age of diagnosis and the timely intervention, the lesser the impact on children’s

psychomotor development.
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