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3-methyl-crotonyl-CoA carboxylase deficiency
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carnitine
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Table 1. Clincal and Molecular Genetic Findings of 11 Patients with MCG

urine 3—HIVA

urine 3—MCG

Patient presentation (0.7-14.4 (0 mmol/mmol MCCC2 mutation
mmol/mmol Cr) Cr)
1 1 (4y,F) Neonatal screening 1929 319 ¢.[838G>T]+[838G>T] (p.[D280Y]+ [D280Y])
2 2 (6y,F) Neonatal screening 8 34 c.[1448G>CI+[1666A>G] (p.[Q496H]+[T556A]1)
3 3 (6y,F) Neonatal screening 569 594 c.[838G>T]+[838G>T] (p.[D280Y]+[D280Y])
4 4 (3y,M) Neonatal screening 95 183 c.[838G>T1+[1654C>T] (p.[D280Y]+ [P552S])
5 5 (2y,F) Neonatal screening 218 483 c.[838G>TI+[838G>T] (p.[D280Y]+[D280Y])
6 6 (1y,F) Neonatal screening 363 420 c.[838G>T]+1[838G>T] (p.[D280Y]+[D280Y])
7 7 (1y,M) Neonatal screening 721 2013 c.[838G>T1+1[838G>T] (p.[D280Y]+[D280Y])
8 8 (By/F) Neonatal screening 31 166 c.[1025G>AT +[?] (p.S342K+ [?])
9 (6y/M) Neonatal screening 430 212
9 10 (9y/M) Family member 340 87 c.[838G>TI+[1375C>T] (p.[D280Y]+ [P459S])
screening
11 (10y/M) Family member 356 92
screening

3—HIVA, 3—hydroxyisovaleric acid; and 3—MCG, 3—methylcrotonylglycine
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