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Unveiling of the molecular pathogenesis of gelatinous drop-like dystrophy in a
view of multimerization of claudin proteins

Kawasaki, Satoshi

3,500,000
(GDLD)
TACSTD2
TACSTD2 EpCAM 1 7
1 7
GDLD
(GDLD)
GDLD
TACSTD2 EpCAM 1 7

GDLD

GDLD is known to cause impaired tight junction function in corneal
epithelial cells, but prior to this study, the mechanism by which loss-of-function mutations in the
TACSTD2 gene lead to impaired tight junction function had not been clarified.

In this study, we show that the TACSTD2 gene and its paralogous gene, the EpCAM gene, are involved

in the formation of claudin 1 and 7 oligomers, and that in the absence of the expression of TACSTD2
and EpCAM genes, claudins 1 and 7 form aggregates. This may be the primary mechanism for the
impaired tight junction function in GDLD corneal epithelial cells.
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