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Abstract

Purpose : To describe the clinical, structural, and functional features of RPE65 mutation related Leber congenital amaurosis (LCA) in

a Mexican cohort.

Methods : A descriptive, observational, and transversal study was carried out. Twelve unrelated patients with molecularly and
clinically diagnosed RPE65-LCA were included. Visual function studies included best-corrected visual acuity (BCVA), refraction testing,
Farnsworth-Munsell D-15 test, full-field electroretinography (ERG), Full Field Stimulus Threshold test (FST), Goldmann kinetic visual
field, chromatic perimetry, and microperimetry. In addition, spectral domain optical coherence tomography (SD-OCT) and
autofluorescence (AF) imaging (488 nm and 532/633 nm) were performed in all patients. Measures of central tendency were utilized

to analyze the data.
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