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DISEASE:
Pyruvate dehydrogenase E1-alpha deficiency

NAME: Pyruvate dehydrogenase E1-alpha deficiency

DESCRIPTION:
A disorder that is the most frequent form of pyruvate dehydrogenase deficiency (PDHD) characterized by 
variable lactic acidosis, impaired psychomotor development, hypotonia and neurological dysfunction.

ORPHACODE: 79243

SYNONYMS:
PDHAD
Pyruvate decarboxylase deficiency
Pyruvate dehydrogenase complex E1 component subunit alpha deficiency

XREF(S):
Orphanet
OMIM
ICD-10

ANALYTE(S):
PDHA1
LONP1
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Source URL: http://gentest.healthdata.be/disease/3265
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RELATED CONTENT

Related Genetic Tests 

Mitochondrial disorders (gene panel) 
Pyruvate dehydrogenase deficiency / X-linked Leigh syndrome

Related Laboratories 

Centrum Medische Genetica - UZ Brussel VUB

Related Analytes 

lon peptidase 1, mitochondrial
pyruvate dehydrogenase E1 subunit alpha 1

Related Gene Panels 

mitochondrial disease, nuclear based (343 genes) - VUB
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