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3—-Methylcrotonyl-CoA carboxylase deficiency

(A case with 3-Methylcrotonyl-CoA carboxylase
deficiency with MCCC2 mutations)

ol - A g’

AT A fBe

St YIS AZ0HIEE LOFY4AHE R

Abstract

Pk,

3-Methylcrotonyl-CoA carboxylase deficiency (3-MCCD) is an autosomal-recessive inborn error of leucine

catabolism caused by the deficiency of 3-methylcrotonyl-CoA carboxylase (3-MCC), With the introduction

of tandem mass spectrometry in newborn screening, this disorder has been identified with unexpectedly

high prevalence, The clinical manifestations of 3-MCCD are highly variable ranging from asymptomatic to

severe neurological manifestations. 3-MCC is an heteromeric enzyme consisting of @ - and § - subunits,

encoded by the MCCCI and the MCCC2 gene, respectively. In the currentreport, a Korean patient with

3-MCCD is described. She was identified by newborn screening test, and has been asymptomatic with

normal development and intelligence up to 3.8 years of age. She carries p.[D280Y]+[D280Y] mutations in

the MCCC2 gene.
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Fig. 1. The homozygous MCCC2 mutations identified
in the patient.
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