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Abstract Alm  The aim of this study was to detail the neurodevelopmental profile of subjects

affected by ocular albinism (OA) and to collect data on GPR143 gene analysis.
Design The design of the study involves a retrospective longitudinal observational

case series.
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by ocular albinism and their care providers for participat- Results Children presented a variable combination of ocular and oculomotor disor-
ing and Albinit APS as well. ders unchanged during the follow-up, a deficit in visual acuity and in contrast sensitivity

that progressively improved. Abnormalities in pattern visual evoked potential wene
found. Mo deficits were detected at neurological examination and neuromotor
development except for a mild impairment in hand-eye coordination observed in

Keywords five cases. A language delay was observed in five cases, two of whom had also a
= ocular albinism developmental quotient delay at 2 years evolving to a borderline | deficit cognitive level
= neurcdevelopmental  at preschool age, difficulties in adaptive behavior and autistic-like features were found.
profile Mutaticns in the GPR143 gene were identified in the two patients who presented the
= autism spectrum most severe clinical phenotype.
disorder Condusion Children with OA may share, in addition to a variable combination of
= GPR143 gene ocular signs and symptoms, a neurodevelopment impairment regarding mostly the

miutations cognitive, communicative, and social area, espedially those with GPR143 mutation.



