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Introduction: Congenital myasthenic syndromes (CMS) are a heterogeneous group of inherited disorders with variable clinical presentations and definitive diagnosis is critical for treatment.
Objective: To report 4 patients with childhood-onset proximal weakness, eventually diagnosed with CMS. 

Methods: Case series.  
Results: EMG/NCS of all 4 patients showed a proximal myopathy, and repetitive nerve stimulation (RNS) studies showed a significant decrement in all the cases.  Genetic evaluations (including whole exome sequencing and CMS gene panel testing) revealed homozygous mutations in DOK-7 (2 cases) and CHRNE (1 case) and a heterozygous (dominant) mutation in CHRNB (1 case).  Therapeutic responses were noted with pyridostigmine, salbutamol, albuterol, fluoxetine and prednisone. 
Conclusions: 1. Novel gene mutations underlying CMS and extend the spectrum of clinical presentation.  2. Appropriate electrodiagnostic characterization, including RNS, is important for accurate molecular genetic diagnosis and subsequent treatment.  3. Prednisone adds to the repertoire for treatment option in CMS.
