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ABSTRACT Objective To study a Chinese pedigree with Hailey -Hailey disease HHD and exa-
mine the ATP2CI gene mutation in this family. Method All exons of ATP2CI gene were analyzed with poly-
merase chain reaction and DNA sequencing in all patients of this family and 100 unrelated population-match
controls. Results We identified a novel heterozygous nucleotide A—G transition at position 235 —2 in intron
3 of ATP2C1 gene. This splice site mutation was not found in the healthy members of this pedigree and in the
controls. Conclusion The splicing mutation can affect the result of transcription and translation and it is a
specific novel mutation of ATP2CI gene.
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