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[ Abstract] Nanophthalmos (NNO) is a hereditary, congenital , ocular developmental disorder characterized by
shortening of the entire eyeball. It has a low incidence worldwide and is considered a rare disease. Genetic modes of
nanophthalmos include autosomal dominant and recessive inheritance, and sporadic cases have also been reported.
Currently, at least six genes,including PRSS56 ,MFRP ,TMEM98 ,MYRF ,CRB1 and BESTI, have been reported to be
associated with the onset of this disease. Common pathological phenotypes include short axial length,high hyperopia,
and a high tendency to be complicated by angle-closure glaucoma and uveal effusion syndrome, etc. Different NNO
genotypes show significant differences in clinical phenotypes. Studies on the correlation between NNO genotypes and
phenotypes have provided an important basis for early clinical intervention. However,due to the limitated sample size
of rare diseases, existing studies mainly focus on exploring the variant sites of different genotypes and the clinical
phenotypes of patients. It is difficult to form a discussion on the overall correlation between the phenotypes and
genotypes of NNO. This article collects and sorts out the research reports on NNO from 2010 to 2024, aiming to review
the research progress on the correlation between genotypes and phenotypes of NNO from aspects such as gene mutation
types and regional populations,in order to improve the understanding of NNO and provide more ideas and theoretical
basis for studying its occurrence and development as well as gene therapy.
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