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DISEASE:
Pyruvate dehydrogenase E3 deficiency
NAME: Pyruvate dehydrogenase E3 deficiency
Pyruvate dehydrogenase E3 deficiency is a very rare subtype of pyruvate dehydrogenase deficiency
DESCRIPTION: (PDHD, see this term) characterized by either early-onset lactic acidosis and delayed development, later-
onset neurological dysfunction or liver disease.
ORPHACODE: 2394
DLD deficiency
SYNONYMS: Dihydrolipoamide dehydrogenase deficiency
E3-deficient maple syrup urine disease
Orphanet
XREF(S): ICD-10
OMIM
ANALYTE(S): DLD
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RELATED CONTENT

Related Genetic Tests

¢ |chthyosis (gene panel)

Related Laboratories

e Centrum Menselijke Erfelijkheid - KUL

Related Analytes

e dihydrolipoamide dehydrogenase

Related Gene Panels

¢ Ichthyosis and erythroderma (98 genes) - KUL
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