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Establishment of a novel rat model for cystinosis
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i ~_ Cystinosis is a rare lysosomal storage disease characterized by the abnormal accum
ulation of cysteine in various organs. Accumulation of cysteine in all tissues eventually leads to multisy

stemic disease. The causative gene, CTNS, encodes cystinosin, the lysosomal cysteine transporter. We ident
ified a 13-bp deletion within Ctns gene in LEA rat, and have established a congenic strain carrying mutant

_Ctns gene from LEA rat on F344 genetic background. We also developed a simple and rapid method for determ
ination of cysteine using HPLC to evaluate its accumulation in cells and tissues. The congenic rats lackin
g the function of Ctns is expected to be a useful for model animal of understanding cystinosis.
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