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DISEASE:

Fatal infantile lactic acidosis with methylmalonic aciduria

NAME:

Fatal infantile lactic acidosis with methylmalonic aciduria

DESCRIPTION:

Fatal infantile lactic acidosis with methylmalonic aciduria is a rare neurometabolic disease characterized by
infantile onset of severe encephalomyopathy, lactic acidosis and elevated methylmalonic acid urinary
excretion. Clinically it manifests with severe psychomotor delay, hypotonia, failure to thrive, feeding
difficulties and dystonia. Epilepsy and multiple congenital anomalies may be associated.
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RELATED CONTENT

Related Genetic Tests

e Mitochondrial disorders (gene panel)

Related Laboratories

e Centrum Medische Genetica - UZ Brussel VUB

Related Analytes

e succinate-CoA ligase GDP/ADP-forming subunit alpha

Related Gene Panels

e mitochondrial disease, nuclear based (343 genes) - VUB
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