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[ Contact information]

Disease Summary

|Gelatinous Drop—Like Corneal Dystrophy (GDLD)

The frequency of GDLD cases among the Japanese
population is estimated to be 1 in 31,546.

GDLD was first reported by Nakaizumi in 1914. This
disease is inherited in an autosomal recessive fashion.
The responsible gene for GDLD was discovered by
Tsujikawa et al in 1999 by the use of linkage analysis and
subsequent candidate gene mutation analysis. It is said
that the relative dominance of GDLD in Japan is
attributable to the fact that consanguineous marriage is
allowed by law and is an accepted practice by people in
Japan.

The biallelic loss of function mutation of the TACSTD2
gene is the primary cause of this disease. Such mutation
causes the attenuated stability of claudins 1 and 7 in
corneal epithelial cells, leading to the absence of the tight
junction and a severely compromised epithelial barrier
function. Through such loosened epithelial barrier, tear
proteins permeate into the cornea and amyloids will form
by the polymerization of lactoferrin, which is the major
component of tear protein. However, the precise
mechanism of the formation of the amyloids is still
unclear.

The major symptoms of GDLD include irritation,
lacrimation, and severe loss of vision in individuals around
10—-20 years of age. GDLD is also known to have various
clinical phenotypes, including typical mulberry, band
keratopathy type, cumquat-like type, and stromal opacity
type.

The major complication associated with GDLD is
glaucoma, especially following surgical intervention.
Penetrating keratoplasty is the surgical procedure most
prone to cause GDLD-associated glaucoma. Infection is
sometimes observed, possibly due to the occasionally
occurring epithelial defects.

Various kinds of keratoplasties, including phototherapeutic
keratectomy, have been thought to be effective
treatments for GDLD. The wearing of contact lenses has
recently been found to be effective for the prevention of
GDLD recurrence following surgical intervention.

The Study Group for the establishment of a standard
treatment regimen and the development of new treatment
strategies for GDLD.
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