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A22-year-old male presented with progressively worsening
night vision and peripheral visual field constriction over the
past few years. Notably, he reported that his younger sister
exhibited similar symptoms, suggesting a hereditary pattern.
Best-corrected visual acuity was markedly reduced to finger
counting at two meters in both eyes. Intraocular pressures
were within normal limits—9 mmHg in the right eye and 11
mmHg in the left eye. Anterior segment examination revealed
no abnormalities.

Fundus examination of both eyes showed well-defined optic
discs with surrounding peripapillary atrophy. The foveal reflex
was dull, and the retina was attached. Strikingly, there was
symmetric, well-demarcated chorioretinal atrophy involving
the mid-periphery, with centripetal extension toward the
posterior pole (Figure 1). The maculae were relatively spared,
though with subtle changes. Optical coherence tomography
(OCT) revealed a distorted foveal contour and the presence of
epiretinal membranes in both eyes. While there was no gross
retinal traction, subtle wrinkling of the inner retinal surface
suggested minimal retinal distortion. The outer retinal layers
appeared thinned, consistent with photoreceptor degeneration.

Fundus autofluorescence imaging demonstrated sharply
demarcated zones of hypoautofluorescence in the mid-
periphery and posterior pole. These areas closely corresponded
to the visible chorioretinal atrophy and in some regions
extended slightly beyond, sparing the central macula,
producing a classic “scalloped” pattern of atrophy (Figure 2).
The autofluorescence findings were symmetrical between the
two eyes.
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Figure 1: Fundus imaging depicting multiple mid-peripheral chorioretinal atrophic

patches progressing toward the posterior pole.

Figure 2: Fundus autofluorescence demonstrating symmetric hypoautofluorescence
sparing the macula.

Transitioning from clinical observations to disease
mechanisms, the constellation of clinical findings, family
history, andimaging featuresled to a diagnosis of gyrate atrophy
of the choroid and retina. This was confirmed biochemically
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by elevated plasma ornithine levels. Gyrate atrophy is a
rare autosomal recessive chorioretinal dystrophy caused by
mutations in the OAT gene (ornithine aminotransferase),
leading to ornithine accumulation and subsequent retinal
toxicity [1]. Patients typically present in the first two decades
of life with nyctalopia, progressive peripheral vision loss,
and eventual central vision impairment. Characteristic
fundus findings include sharply demarcated scalloped areas
of chorioretinal atrophy that begin in the mid-periphery and
advance centripetally [2].

Early diagnosis is essential, as treatment strategies such
as dietary arginine restriction and vitamin B6 (pyridoxine)
supplementation may help reduce plasma ornithine levels
and slow disease progression in responsive individuals [3].
OAT mutations exhibit variability in their expression, and
some genotypes may be more responsive to pyridoxine
supplementation than others. Genetic testing is thus
instrumental in identifying pyridoxine-responsive mutations
and can guide management. Additionally, screening of family
members is critical given the autosomal recessive inheritance.
Zonular weakness and lens instability may also be associated
with this condition, posing challenges during cataract surgery
[4]).

This case underscores the importance of multimodal
imaging—especially fundus autofluorescence and OCT—in the
early recognition and characterization of gyrate atrophy. Even
in advanced stages with poor vision, these imaging modalities
provide valuable insight into disease pattern and macular
involvement. Additionally, systemic metabolic screening
based on ocular signs can guide timely diagnosis and potential
therapeutic interventions.
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Gyrate atrophy should be considered in young patients
presenting with night blindness, peripheral visual field loss,
and characteristic scalloped areas of chorioretinal degeneration.
Integration of multimodal imaging with biochemical and
genetic evaluation offers a comprehensive approach to
diagnosis and monitoring.
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