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DISEASE:
Congenital muscular dystrophy, Fukuyama type
NAME: Congenital muscular dystrophy, Fukuyama type
A rare congenital progressive muscular dystrophy often characterized by brain malformation (cobblestone
DESCRIPTION: lissencephaly), dystrophic changes in skeletal muscle, severe intellectual deficit, epilepsy and motor
impairment.
ORPHACODE: 272
FCMD
SYNONYMS: FKTN-related congenital muscular dystrophy
Fukuyama congenital muscular dystrophy
Orphanet
XREF(S): OMIM
ICD-10
ANALYTE(S): FKTN
CREATED: 13 May 2019 - 01:02
CHANGED: 22 Jun 2023 - 16:14

Source URL: http://gentest.healthdata.be/disease/2574
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RELATED CONTENT

Related Genetic Tests

e Congenital disorders of glycosylation (79 genes)

e Fukuyama congenital muscular dystrophy

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

Related Laboratories

e Centre de Génétique-Institut de Pathologie et de Génétique (IPG)
e Centrum Medische Genetica - UZ Brussel VUB
e Centrum Menselijke Erfelijkheid - KUL

Related Analytes
o fukutin
Related Gene Panels

e Congenital disorders of glycosylation (79 genes) - KUL
e Neuromuscular disorders (166 genes) - VUB
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