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[Abstract] Objective We aimed to summarize the clinical phenotypic characteristics of 93 paroxysmal
kinesigenic dyskinesia (PKD) patients with ¢.649dupC mutation of PRRT2. Methods Ninety—three patients diagnosed as
primary PKD with ¢.649dupC mutation of PRRT2 were recruited. For all of the participants, neurological examinations
were conducted and clinical manifestations were recorded and summarized in self-designed uniform registration form for
PKD patients. Clinical characteristics were statistically analyzed and compared between familial and sporadic, men and
women PKD patients.Results Among all of the 93 PKD patients (c.649dupC) in the present study, the gender ratio was
2.72:1 (male:female). The average age of onset was (9.93+3.52) years, and the average age of visit was (23.98+8.92) years.
There were 54 patients (58.06%) manifested with pure form and 39 (41.94% ) with complicated form of PKD. Eighty—seven
patients (93.55%) had premonitory symptom. The percentage of patients manifested as dystonia (47.31% ,44/93), chorea
(5.38%, 5/93), mixed form (47.31%, 44/93). There were 35 patients (32.82%) with family history of PKD and 58 (62.37%)
were sporadic PKD patients, and the overall penetrance was 67.05%. Among 62 patients (66.67%) prescribed with
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anticonvulsants, 60 patients showed a good response, including complete control (n=46) and partial control (n=14), and

2 patients were non-responsive. The proportion of facial involvement was lower in male group than in female group

(P=0.017) and was lower in familial group than in sporadic group (P=0.011). Conclusions The c.649dupC mutation of

PRRT2 gene has genotype —phenotype heterogeneity. This genotype is more likely to show complicated PKD and has the

genetic characteristics of incomplete penetrance.
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