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DISEASE:
Mitochondrial trifunctional protein deficiency

NAME: Mitochondrial trifunctional protein deficiency

DESCRIPTION:

A rare disorder of fatty acid oxidation characterized by a wide clinical spectrum ranging from severe 
neonatal manifestations including cardiomyopathy, hypoglycemia, metabolic acidosis, skeletal myopathy 
and neuropathy, liver disease and death to a mild phenotype with peripheral polyneuropathy, episodic 
rhabdomyolysis and pigmentary retinopathy..

ORPHACODE: 746

SYNONYMS:
TFP deficiency
TFPD

XREF(S):

Orphanet
MeSH
ICD-10
OMIM

ANALYTE(S):
HADHA
HADHB
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RELATED CONTENT

Related Genetic Tests 

Neuromuscular disorders : congenital & distal myopathy, congenital muscle dystrophy / Limb-girdle muscular dystrophy / Rhabdomyolysis / Myopathy 
(with prominent contractures) / distal artrogryposis (gene panel)

Related Laboratories 

Centrum Medische Genetica - UZ Brussel VUB

Related Analytes 

hydroxyacyl-CoA dehydrogenase trifunctional multienzyme complex subunit alpha
hydroxyacyl-CoA dehydrogenase trifunctional multienzyme complex subunit beta

Related Gene Panels 

Neuromuscular disorders (166 genes) - VUB
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