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Research progress of Leber hereditary optic neuropathy
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Abstract: Leber hereditary optic neuropathy (LHON; MIM 535000) is one of the most common mitochondrial diseases,
with a clinical manifestation of painless, acute or sub-acute bilateral visual loss in young adults leading to blindness and
central scotoma. Over 95% of LHON patients were caused by one of three primary mtDNA mutations (m.11778G>A,
m.3460G>A and m.14484T>C). Incomplete penetrance and gender bias are two riddles of this disease. Here we summa-
rized recent research progress of LHON, with a focus on the molecular pathogenic mechanisms, clinical features, in vitro
experiments and animal models, and prevention and treatment of LHON. In particular, we presented the main findings and

challenges in our recent efforts to decipher genetic susceptibility and mechanism of LHON in Chinese patients.
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