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Ophthalmic disease

Age-related 
macular 
degeneration 
(AMD)

Complement factor H (CFH) A genotyping study identified a loss-of-function 
mutation in CFH that could help predict AMD 
risk. In a cohort of 2,423 patients and 1,121 
controls, an arginine-to-cysteine loss-of-function 
mutation in CFH was significantly associated 
with the development of AMD and early disease 
onset (p=7×10–6 and p=2.3×10–6, respectively). 
Next steps include conducting studies to 
determine how the loss-of-function mutation 
leads to the development of AMD. 
Eculizumab, an intravitreal formulation of a 
humanized mAb targeting complement 5 (C5) 
from Alexion Pharmaceuticals Inc., is in Phase II 
testing to treat AMD. 
At least four other companies have compounds 
targeting the complement system in Phase I or 
earlier to treat AMD.
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