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The elucidation of the mechanism suppressing the degradation of claudin proteins by
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The TACSTD2 protein identified as a causative gene for Gelatinous Drop-Like Corne
al Dystrophy (GDLD) was directly bound to CLDN1 and CLDN7 proteins, and we found that extracellular region
of the TACSTD2 protein is essential for its binding to the CLDN7 protein. We also found that AxxxG motif
in the transmembrane domain is important for the binding of the TACSTD2 protein to the CLDN7 protein. Alth
ough the TJP1 protein expression level was found to be somewhat more reduced in the GDLD cornea than in th
e normal human cornea, the TJP1 protein was observed at the apical surface of cornea epithelium. Moreover,
in the immortalized corneal epithelial cells and conjunctival epithelial cells derived from the GDLD pati
ent, the TJP1 and the occludin proteins were observed to be localized at the cell-to-cell borders, and the

epithelial barrier function was found to be low.

The findings of this study indicate that in GDLD corneal epithelial cells, the tight junction is formed o

n the low level.
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