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Introduction

Diagnosis of inherited myopathies can be a challenging and lengthy process due to broad genetic heterogeneity.

Objectives 

To apply next-generation sequencing (NGS) for the investigation of inherited myopathies.
Methods

We used targeted exome sequencing (Agilent Focused Exome) on undiagnosed patients with likely inherited myopathy. We currently recruited 75 and analysed 28 adult patients. 
Results
Considering 340 genes involved in neuromuscular diseases and cardiomyopathies the overall mean coverage was 54 X and on average 93.7% of the target region was covered with at least 10 X. Currently  we identified 12/28 (42%) candidate variants including seven known pathogenic variants. In five cases the phenotype was non-conventional and in three we identified genes usually associated with neuropathy or congenital myasthenia.
Conclusion

NGS panel represents an efficient approach to diagnosing inherited myopathies especially cases due to known genes but with atypical phenotype.  Analysis on remaining cases is underway and data will be presented.
