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Supplementary methods 

This study was accepted and achieved under the ethical guidelines issued by our institutions 

for clinical studies and is in compliance with the Helsinki Declaration. Patient gave informed 

consent.  

Targeted exon sequencing of a custom panel of 136 genes implicated in neuromuscular 

disorders (MYOdiagHTS panel) was performed using SureSelect Agilent capture and 

Hiseq2500 sequencing (Illumina). Mutation was confirmed by Sanger sequencing.  

Long exercise test was performed in accordance with (1, 2).  

Cell culture, transient transfections and patch clamp analysis in HEK293T cells were 

performed as in (3) except that open state inactivation was fitted with single exponential 

function. For analysis of current density data only cells with current amplitude larger than 100 

pA were used. For analysis of biophysical parameters only cells with current amplitude larger 

than 300 pA were used. T-test and Mann-Whitney test were used for statistical comparisons. 
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