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Figure 1 Widefield fundus photographs and autofluorescence images of 3 RP patients with ABCA4 gene mutation. RP caused by mutations at
different sites of ABCA4 gene may have different clinical phenotypes. A: Retinal pigment epithelium (RPE) changes and a large area of bone-spicule
pigmentation were observed from the posterior pole to the mid peripheral retina, autofluorescence showed a large area of low-fluorescence lesions in
the corresponding area; B: bone-spicule pigmentation was presented in the posterior pole, with low autofluorescence in the corresponding area; C: the
retina in the posterior pole was preserved, and a large amount of bone-spicule pigmentation and low autofluorescence in the mid peripheral retina was
presented
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Figure 2 Fundus photographs of 3 RP patients. RP caused by
different gene mutations may have similar fundus performance and
clinical phenotype. A-C: The fundus of the three patients all showed a
grayish retinal sheen, bone-spicule pigmentation in the posterior pole
around the macular area, and arteriolar attenuation. However, the
causative genes are not the same
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Opportunities and challenges of gene therapy for retinitis pigmentosa
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Retinitis pigmentosa (RP) is a degenerative retinal disease and the pathogenesis has not been fully defined. The main clinical features
include night blindness, progressive visual field narrowing, and vision loss. At present, it is believed that single gene defects are the
main cause of RP. There are more than 90 genes known to be related to the pathogenesis of RP, but there is currently no effective
intervention in clinical practice. In recent years, the development of gene therapy has achieved breakthroughs, bringing dawn to RP
treatment. However, there are still many unresolved scientific problems and technical bottlenecks that need to be broken through. It is
necessary to take the research of natural disease course into consideration and carry out gene therapy for RP of different genetic types
scientifically and accurately.
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