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DISEASE:
Classic maple syrup urine disease

NAME: Classic maple syrup urine disease

Classic maple syrup urine disease (classic MSUD) is the most severe and probably common form of MSUD
DESCRIPTION: (see this term) characterized by a maple syrup odor in the cerumen at birth, poor feeding, lethargy and focal
dystonia, followed by progressive encephalopathy and central respiratory failure if untreated.

ORPHACODE: 268145

Classic BCKD deficiency

Classic MSUD

Classic branched-chain alpha-ketoacid dehydrogenase deficiency
Classic branched-chain ketoaciduria

SYNONYMS:

Orphanet
XREF(S): ICD-10
OMIM

BCKDHA
ANALYTE(S): BCKDHB
DBT

CREATED: 13 May 2019 - 01:02

CHANGED: 22 Jun 2023 - 16:14



https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=268145
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=268145
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=268145
https://icd.who.int/browse10/2016/en#/E71.0
https://icd.who.int/browse10/2016/en#/E71.0
https://icd.who.int/browse10/2016/en#/E71.0
https://www.omim.org/entry/248600
https://www.omim.org/entry/248600
https://www.omim.org/entry/248600
file:///var/www/gentest.healthdata.be/docroot//analyte/1975
file:///var/www/gentest.healthdata.be/docroot//analyte/1975
file:///var/www/gentest.healthdata.be/docroot//analyte/1975
file:///var/www/gentest.healthdata.be/docroot//analyte/1976
file:///var/www/gentest.healthdata.be/docroot//analyte/1976
file:///var/www/gentest.healthdata.be/docroot//analyte/1976
file:///var/www/gentest.healthdata.be/docroot//analyte/1977
file:///var/www/gentest.healthdata.be/docroot//analyte/1977
file:///var/www/gentest.healthdata.be/docroot//analyte/1977

Source URL: http://gentest.healthdata.be/disease/1155



http://gentest.healthdata.be/disease/1155
http://gentest.healthdata.be/disease/1155
http://gentest.healthdata.be/disease/1155

RELATED CONTENT

Related Genetic Tests

¢ |chthyosis (gene panel)

Related Laboratories

e Centrum Menselijke Erfelijkheid - KUL

Related Analytes

¢ branched chain keto acid dehydrogenase E1 subunit alpha
e branched chain keto acid dehydrogenase E1 subunit beta
¢ dihydrolipoamide branched chain transacylase E2

Related Gene Panels

¢ |chthyosis and erythroderma (98 genes) - KUL
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