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Structure of the lecture

• Congenital myopathies are rare and genetically heterogenous 
with overlapping clinical features

• Some clinical findings are very helpful to suspect a congenital 
myopathy, including the presence of facial, axial and 
respiratory muscle weakness

• In the past muscle biopsy was always indicated to reach a final 
diagnosis

• While muscle biopsies still play an important role, muscle 
imaging techniques (muscle MRI and ultrasound) and next 
generation sequencing techniques now play a major role in the 
diagnostic pathway



Learning objectives

• Most relevant clinical signs
• Differential diagnosis
• Conditions associated with involvement of organs other tan 

skeletal muscle
• Diagnostic algorithm
• Management and standards of care
• Therapeutic options
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