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Generalized dystonia with 3-methylglutaconic aciduria caused by Seracl gene mutation: A report of two cases
LI Yang , WAN Xinhua. (Neurology Department of Chinese Academy of Medical Sciences & Peking Union Medical College ,
Beijing 100730, China)

Abstract:

clinical phenotype analysis and genetic testing. Through medical history collection, imaging and laboratory examinations,

This study reports a pair of sisters with generalized dystonia and 3-methylglutaconic aciduria, including

and genetic analysis, it was found that the two patients had a homozygous mutation, c¢. 1687T>C, in the Seracl gene on
chromosome 6, which was located at exon 16. The Seracl gene mutation with adolescent-onset generalized dystonia as the
main clinical phenotype has not been reported in the literature before. This study finds for the first time that Seracl muta-

tion at this site can cause generalized dystonia, which can provide a reference for the diagnosis and treatment of similar
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cases in the future.
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