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Abstract Objective To analyze clinical features and gene mutations of patients with hypokalemic periodic paralysis. Methods

Gene sequencing in 32 patients with hypokalemic periodic paralysis revealed gene mutation in six patients. Clinical data of the six cases
and their families’ profiles were analyzed retrospectively. Gene mutation was determined by polymerase chain reaction and sequencing.
Results  All of the six patients were attacked by periodic paralysis with decreased serum potassium level in adolescence, and five patients
had significant inducement before the attacks. Potassium supplements were effective in relieving symptom and raising serum potassium lev-
els. Five patients had a family history of hypokalemic periodic paralysis. The patients had genetic mutations including CACNALS c. 1583G >
A(p. Arg528His) , ¢.2627T > A(p. Val876Glu) , ¢.2690G > A(p. Arg897Met) , c.2700G > C(p. Arg900Ser) and SCN4A c.2015G > A
(p. Arg672His), c. 2024G > A (p. Arg675GIn). CACNALS p. Arg528His and SCN4A p. Arg672His are hotspots, and CACNALS
Arg897Met was novel mutation. Conclusion All of the six patients have typical clinical manifestations, as well as germline mutation of

CACNALS gene or SCN4A gene. CACNALS Arg897Met is novel mutation.
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