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Identification of the disease causing mutaition in a family case of Fahr"s disease

Koyama, Shingo
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In this study, we identified a novel c.516+1G>A mutation in the SLC20A2 gene in a
family case of idiopathic basal ganglia calcification (IBGC) presenting with parkinsonism. Exome sequencin
g of the proband identified the c.516+1G>A mutation in the disease-causing gene, SLC20A2. Calcified lesio
ns on brain CT were observed across three generations in our family. The proband and his mother presented
with parkinsonism including resting tremor and rigidity. The proband®s son also had brain calcification le
sions, although he was clinically asymptomatic. Reverse transcript-PCR analysis and Sanger sequencing conf
irmed the skipping of exon 4 in the patient carrying c.516+1G>A mutation.
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