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DISEASE:
Oculopharyngeal muscular dystrophy

NAME: Oculopharyngeal muscular dystrophy

DESCRIPTION:
A rare, adult-onset, progressive myopathy characterized by progressive eyelid ptosis, ophthalmoplegia, 
dysphagia, dysarthria and proximal limb weakness.

ORPHACODE: 270

SYNONYMS: OPMD

XREF(S):

Orphanet
MedDRA
ICD-10
OMIM
MeSH

ANALYTE(S): PABPN1
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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)
Oculopharyngeal Muscular Dystrophy - GCN repeats expansion
Oculopharyngeal muscular dystrophy - PABPN1 gene GCN trinucleotide repeats

Related Laboratories 

Centrum Medische Genetica - UZ Brussel VUB
Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

poly(A) binding protein nuclear 1

Related Gene Panels 

Neuromuscular disorders (166 genes) - VUB
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