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Intragenic copy number variation within human epiplakin 1 (EPPK1) generates
variation of molecular size of epiplakin

Ishikawa, Kazushi
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The protein coding sequence length of EPPK1 was 15.3 kb and estimated the
molecular size of the protein to be 555 kDa. However, additional protein bands above and below the
dominant 555 kDa protein were observed by immunoblot analysis of epidermal extracts or cell lysates.

This study was investigated copy number variation (CNV) of EPPK1.We performed long-range PCR
analysis on DNA derived from leukocytes of 13 nonatopic and 10 atopic individuals and from four cell

lines. We compared the molecular sizes of epiplakin by immunoblot analysis and CNV.
Genetic variations consisting of three to eight, four to eight, or four to nine highly conserved
repeats located in the 3' region of EPPK1 were detected in nonatopic, atopic dermatitis groups and
cell lines, respectively. The largest and smallest molecular sizes were estimated to be 789 kDa and
439 kDa (17 and 11 B domains), respectively. We concluded that the isoforms of epiplakin is caused
by CNV of highly conserved repeats.
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