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Mutational analysis of the CHCHD2 gene in neurodegenerative diseases
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We recently identified mutations in the coiled-coil-helix coiled-coil-helix
domain containing 2 (CHCHD2) gene in Japanese families with autosomal dominant Parkinson’ s disease.
We obtained 944 amyotrophic lateral sclerosis (ALS) patients from Japanese Consortium for
Amyotrophic Lateral Sclerosis Research. The CHCHD2 gene was assessed In these patients by Sanger
sequence. And we screened for variants and evaluated allele frequency. We referred allele frequency
of control subjects in Human Genetic Variation Database to compare with that of ALS. We found four
variants on the CHCHD2 region in ALS patients. We identified one novel variant in untranslated
region and three variants that had been previously reported. Allele frequencies of three variants
did not differ between ALS patients and control subjects.
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Detected variants Minor allele frequencies ALS vs. controls
cDNA Amino acid | rs number ALS (N=944) | Control (N=835) | OR (95% CI) P value
chr7:56174115 | -9T>G 5'UTR rs10043 0.041 0.027 1.55 (1.07-2.26) | 0.0192
chr7:56174102 | 5C>T Pro2Leu rs142444896 | 0.013 0.008 1.65 (0.86-3.17) | 0.128
chr7:56169419 | *125G>A | 3'UTR rs8406 0.019 0.031 0.61 (0.39-0.93) | 0.021
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Detected variants Minor allele frequencies PD vs. controls
cDNA Amino acid | rs number PD (N=800) | Control (N=835) | OR (95% CI) P value
chr7:56174115 | -9T>G 5'UTR rs10043 0.046 0.027 1.75 (1.02-2.55) | 0.0043
chr7:56174102 | 5C>T Pro2Leu rs142444896 | 0.011 0.008 1.27 (0.62-2.58) | 0.6307
chr7:56169419 | *125G>A | 3'UTR rs8406 0.052 0.031 1.70 (1.19-2.42) | 0.0038
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