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DISEASE:
2-methylbutyryl-CoA dehydrogenase deficiency

NAME: 2-methylbutyryl-CoA dehydrogenase deficiency

DESCRIPTION:

A rare organic aciduria characterized by impaired isoleucine degradation with increased plasma or whole 
blood C5 acylcarnitine levels (typically observed in newborn screening) and increased urinary excretion of N-
methylbutyrylglycine. The condition is usually clinically asymptomatic, although patients with muscular 
hypotonia, developmental delay, and seizures (among others) have been reported.

ORPHACODE: 79157

SYNONYMS:

2-methylbutyric aciduria
Developmental delay due to 2-methylbutyryl-CoA dehydrogenase deficiency
SBCAD deficiency
Short/branched-chain acyl-coA dehydrogenase deficiency

XREF(S):
Orphanet
ICD-10
OMIM

ANALYTE(S): ACADSB

CREATED: 13 May 2019 - 01:02

CHANGED: 22 Jun 2023 - 16:14

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=79157
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=79157
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=79157
https://icd.who.int/browse10/2016/en#/E71.1
https://icd.who.int/browse10/2016/en#/E71.1
https://icd.who.int/browse10/2016/en#/E71.1
https://www.omim.org/entry/610006
https://www.omim.org/entry/610006
https://www.omim.org/entry/610006
file:///var/www/gentest.healthdata.be/docroot//analyte/3419
file:///var/www/gentest.healthdata.be/docroot//analyte/3419
file:///var/www/gentest.healthdata.be/docroot//analyte/3419


Source URL: http://gentest.healthdata.be/disease/2850

http://gentest.healthdata.be/disease/2850
http://gentest.healthdata.be/disease/2850
http://gentest.healthdata.be/disease/2850


RELATED CONTENT

Related Analytes 

acyl-CoA dehydrogenase short/branched chain
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