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We tested 24 patients with task specific focal dystonia for changes in
Arylsulfatase G(ARSG) and other dystonia-related genes. 6 patients showed genetic variants
indicating Combined Annotation-Dependent Depletion score of 10 or higher. ARSG mutations in exon 5
(Ala18oval) and exon 6 (Arg233His) in 2 patients and THAP1 muation in exon 1 (GIn3Pro) in 1 patient
were confirmed. Task specific oral dystonia (Embouchure dystonia) showed DRD mutation in exon 2
(vVal200Ala). Task specific focal dystonia can be an initial symptom of hereditary generalized

dystonia. Confirmation of genetic mutations related to dystonia is a useful of prognostic prediction
and treatment strategy.
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Variant

ExNo. Gene CADD

Codon Amino acid

1274G>A  Argd25His 23.4
41 STON2

2089A>C Asn697His 17.24
64 ARSG 698G>A  Arg233His 11.4
78 THAP1 8A>C GIn3Pro 24.4
99 STON2 1274G>A  Arg425His 24.1
103 ARSG 539C>T Ala180Val 23.7
112 DRD1 599T>C Val200Ala 16.13
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