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Abstract: Objective This study aimed to report the clinical and molecular genetic characteristics of a patient with late-onset ornithine transcarbamylase
deficiency (OTCD), so as to help reference for the diagnosis and treatment of the disease. Methods The clinical and laboratory data of a pediatric
patient with OTCD were retrospectively analyzed. Results: The patient was a female aged 1 year and 6 months with the complaint of "recurrent
vomiting and restlessness over 4 months". Physical examination revealed bilateral hypotonia of the lower limbs, hyperreflexia of the knees, and
clonus of the ankles. Laboratory analysis revealed elevated levels of serum ammonia as well as transaminases. On urinary organic acids analysis, a
large quantity of uracil, orotate and 4-hydroxyphenyllactate was detected. The patient was heterozygous for the de novo variant ¢.612_614del(p.
lle204del) in the OTC gene, which was evaluated “pathogenic” according to the ACMG standard and guideline. OTCD was diagnosed, and
uptake restriction of proteins and oral administration of arginine, arginine citrulline and sodium benzoate were given. However, the response
of the patient was not promising, and hence liver transplantation was underwent at her age of 2 years. As a result, the liver function and blood
ammonia returned to normal. Conclusion Through clinical and genetic research, this study identified a novel OTC variant c.612_ 614del in a patient
with OTCD. The findings provided genetic markers for the diagnosis of OTCD and genetic counseling in the affected family, and accumulated data
for the scientific understanding of the clinical and laboratory characteristics of this disease.
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148 1458 16A 16.58 248
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