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CATHEGORY: Inborn Errors of Metabolism: Diagnostic System

P-045 - THE INBORN ERRORS OF METABOLISM CALL FREE SERVICE IN BRAZIL (SIEM): FOR
MORE THAN 20 YEARS HELPING HEALTH PROFESSIONALS IN THE DIAGNOSIS AND
MANAGEMENT OF METABOLIC GENETIC DISORDERS
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INTRODUCTION: SIEM (Inborn Errors of Metabolism Information Service) was founded in 2001 and the
aim was to be a free tool, easy to access (telephone, e-mail and website) to support health professionals,
assisting in the diagnosis and management of patients with suspected IEM. The genetic-metabolic
conditions are, for most cases, serious pathologies, sometimes difficult to recognize, but with high
potential for treatment. However, to the best care and a favorable outcome, the diagnosis must be as
soon as possible. OBJECTIVES: report the SIEM data recorded from 2001 to 2022. MATERIALS AND
METHODS: For each call, we have a standard protocol to collect clinical information and the results of
the initial laboratory investigation. After 3 months of the first contact, we have run a follow-up of cases.
Cross-sectional study using the EpiData database. RESULTS: 4,406 records, 69% from the south and
southeast regions, 29% from the northeast, north, center-west of Brazil, in addition to 2% from LATAM. In
91% of the cases, the consultants sought support for diagnosis and initial management, 4%, assistance in
management with an already established diagnosis. Initial contact was made by
pediatricians/neonatologists (34%), neuropediatricians (20%), geneticists (26%) or other professionals
(20%). Excluding requests for information, 9.8% of the cases confirmed IEM, 17.4% had a non-metabolic
diagnosis, in 27% the investigation was incomplete, 32% are still under investigation and in 13.8% there
was a loss of follow-up. Of the 410 cases diagnosed with IEM, amino acids and Organic academia in 41%,
lysosomal diseases in 19%, energy metabolism in 12%, carbohydrates metabolism 12%, peroxisomal
diseases in 5% and miscellaneous11%. CONCLUSION: We believe SIEM to be an extremely important
source of information about Inborn Errors of Metabolism in a country where such group of disorders is
often unrecognized, aiding different medical specialists to better and more efficiently diagnose and treat
patients, avoiding and limiting sequelae. The follow-up of the SIEM cases is important to mapping the
national profile on IEM in our country and maybe can be a model for Latin America.
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