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Disease models

Mouse model of
achromatopsia

Summary

Mice carrying a mutation in phosphodiesterase 6C (Pde6c) could serve

as a model of human achromatopsia, a congenital retinal dystrophy
characterized by low visual acuity, photophobia, involuntary eye
movements and lack of color discrimination. Analysis of 24 achromatopsia
patients showed that all of them carried mutations in PDE6C, which were
not found in healthy controls. Mice bearing a Pde6c-inactivating mutation
exhibited achromatopsia-like symptoms. Next steps could include using
this model to study the role of PDE6C mutations in achromatopsia and to
identify possible therapeutic approaches.
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