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Position DNA change Protein change allele frequency
Exon 37 4411C>T R1471X 13 ( 32.5% )
Exon 6061 EX60_EX61del V2738AfsX5 11 ( 27.5% )
Exon 34 3889C>T R1297X 2 ( 50%)
Exon 9 622C>T R208X 2 ( 50%)
Exon 53 7411C>T Q2471X 2 ( 50%)
Exon 12 928C>T Q310X 1 ( 25%)
Exon 15 1287del 429GfsX29 1 ( 25%)
Exon 15 1305G>A W435X 1 25%)
Intron 20 2037+2T>G - (splice site) 1 ( 25%)
Exon 24.45 EX24 EX45dup - (large duplication) 1 ( 2.5% )
Exon 32 3418.3419del  1140TfsX5 1 ( 25%)
Exon 35 3970.3973del  1324SfsX3 1 ( 25%)
Exon 57 8035G>A 12652HfsX12 1 25%)
Exon 65 8848.8860del  2950NfsX13 1 ( 25%)
Exon 72 9403C>T R3134X 1 ( 25%)
Total 40
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Shiokawa, Akiko Kodama, Akira Sano:

Chorein interacts with a -tubulin and

HDAC6, and its overexpression preserves

cell viability from nutrient starvation.
2014 ()

Hitoshi Sakimoto, Omi Nagata, Masayuki
Nakamura and Akira Sano: Modifiers for
symptoms of chorea-acanthocytosis
-Effect of genetic background on ChAc model
mouse- 36 2014
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