Improving early diagnosis in children with skeletal muscle channelopathies
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Introduction: Skeletal muscle channelopathies are inherited disorders. Symptom onset is usually before age 20 but average time to diagnosis is 19 years. This indicates there is a missed opportunity to diagnose and treat many patients in childhood.

Objective: To ascertain the phenotypic features of children with skeletal muscle channelopathies in order to promote early and accurate diagnosis, treatment and avoid unnecessary investigation e.g. biopsy.

Methods: retrospective review of 27 genetically confirmed channelopathy cases at Great Ormond Street Hospital. 

Results: Presentation with gait disorder or “bizarre gait” is common in myotonia: 7/7 chloride, 7/12 sodium. Strabismus and diplopia only occurred in sodium myotonia (7/12). Respiratory and/or bulbar symptoms occurred in 10/12 cases (possible correlation with V1589M SCN4A mutation). Neonatal hypotonia (2 hyperkalaemic periodic paralysis) and contractures/scoliosis (3 myotonia congenita) are reported. School modifications were needed (18/27).

Conclusions:  Delayed diagnosis causes significant morbidity. Highlighting common symptoms will improve diagnostic ability and management.
