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INTRODUCTION: Inborn errors of metabolism (IEM) have a great impact on morbimortality and present
better outcomes through early identification and treatment. OBJECTIVES: To determine the
epidemiological profile of patients with IEM in Sergipe State. MATERIAL AND METHODS: A descriptive
study was performed at the two Medical Genetics Centers from the Federal University of Sergipe, after
Research Ethics Committee approval. Patients diagnosed with IEM from April 2018 to July 2021 were
enrolled and the ones with metabolic disorders detected by newborn screening were
excluded. RESULTS: 27 patients were diagnosed. 55,6% were females and parental consanguinity was
found in 25,6%. The mean age of the studied group was 14 years, but at the onset of symptoms the
mean age was 2.5 and at the diagnosis was 5. They have been listed into the following categories: 20
lysosomal storage disorders, 02 organic acidurias, 03 aminoacidopathies and 02 glycogen storage
disorders. The diagnosis was performed through Next Generation Sequencing (NGS) in 26% of cases and
29,6% of patients were under specific therapy such as enzyme replacement therapy.
DISCUSSION: Sergipe is the smallest State in Brazil and has only two Medical Genetics Centers.
Therefore, our sample is quite representative. The few cases of disorders with the neonatal presentation
may be related to early and undiagnosed deaths. The consanguinity rate found was similar to other
Brazilian studies with IEM populations and reinforces consanguinity as an important risk factor. The delay
in diagnosis may be due to the difficult access to specialized services, diagnostic exams, and the possible
lack of knowledge about IEM from health caregivers. According to the literature, NGS is an effective and
useful technology for the diagnosis of metabolic diseases, especially in complex or unsolved cases.
CONCLUSION: Despite the limitations of this research, our results can serve as a warning about the
panorama of patients with IEM in Sergipe and reinforce the need for public policies regarding diagnosis
and management of IEM in Sergipe State.
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