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Insights into eye diseases and biology using genetics
Michael Dean
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The eye has represented the organ most accessible to clinical observation and one of the organs for which patients regularly 
seek treatment for dysfunction. As such, the genetics and biology of eye diseases have a rich history. In addition, because 

of the complexity of the visual cycle and architecture of vision, there are numerous inherited and complex disorders affecting 
vision. Examples will be provided of dominant, recessive, and X-linked ophthalmic diseases that have been analyzed and 
understood using molecular genetics and medicine. Furthermore, an update on the complex disease, age-related macular 
degeneration (AMD), the most common cause of vision loss will be presented. AMD is one of the more complex diseases 
that is best understood by genetic analysis, with examples of common variants with moderate effect (i.e. in genes CFH, CFH, 
ARMS2) as well as rare variants with strong effect (i.e. in genes ABCA4, CFH). These examples provide an informative context 
to understand recent progress on Schnyder Corneal Dystrophy.
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