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INTRODUCTION: Gyrate atrophy of the choroid and retina is an autosomal recessive disorder due to
mutations of the OAT gene encoding ornithine-delta-aminotransferase enzyme (OAT). It is associated with
progressive retinal deterioration and blindness. It is extremely rare, the estimated incidence is 1:
1.500.000 live births. OAT is mainly involved in ornithine catabolism. The biomarker of the disease is
hyperornithinemia. It is essentially an ophthalmological disorder, but extraocular manifestations have
been reported. Typically onset is in late childhood with night blindness and myopia that evolve to
blindness at 40–60 years of age. The treatment with an arginine-restricted diet (precursor of ornithine in
food), or the administration of a pharmacological dosage of pyridoxine, a precursor of the OAT coenzyme,
pyridoxal phosphate, decreases hyperornithinemia. OAT deficient patients are usually distinguished in
pyridoxine-responsive and non-responsive variants. Some studies support the efficacy of such treatments
in slowing disease progression. OBJECTIVE: To present our first case of an extremely rare metabolic
disorder: OAT deficiency. CASE REPORT: 7-year-old, male patient, a product of the first normal
pregnancy of a non-consanguineous couple. Normal growth and development. At age 4, a decrease in
visual acuity was noticed. Ophthalmologic assessment evidenced myopia and astigmatism. Visual acuity
impairment progressed. On ophthalmological examination at 6 years of age, sharply demarcated circular
areas of chorioretinal atrophy were evident. The optical coherence tomography showed intraretinal cysts
in superficial layers of the macula. No cognitive impairment or other signs or symptoms were evident.
Fasting plasma amino acids revealed isolated elevation of ornithine: 854 μmol/l (N 22-97). A trial with
pyridoxine was carried out for 6 weeks with no change in natural protein intake but there was no
significant decrease of plasma ornithine: 796 μmol/l. The addition of a limited natural protein diet
resulted in a plasma ornithine level of: 467 μmol/l. Molecular genetic analysis was performed.
CONCLUSIONS: Classical OAT deficiency is essentially a progressive and disabling ophthalmological
disorder affecting the quality of life of the patients. The ophthalmologist has an important responsibility
for an early diagnosis since pyridoxine therapy and/or arginine restriction diet, have proven to slow
progression in most cases.
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