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CATHEGORY: Inborn Errors of Metabolism and Autism
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METABOLISM: TWO NORTHEAST BRAZILIAN EXAMPLES
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INTRODUCTION: Features of Autism Spectrum Disorder (ASD) can be present in many Inborn Errors of
Metabolism (IEM). Autistic symptoms can occur at the onset of metabolic diseases, are usually related to
other symptoms such as neurological regression, seizures and are more frequent in consanguineous
families, since most of them are autosomal recessive. OBJECTIVE: Report two patients previously
diagnosed with isolated ASD who was lately diagnosed with IEM. MATERIAL AND METHODS: This is a
descriptive study. Two patients previously diagnosed with ASD were evaluated and two different IEM
were detected. RESULTS: Case1: male, a second child from an unrelated couple. He was first diagnosed
with isolated ASD at the age of 2 years due to speech delay and hypotonia. An investigative protocol
(including karyotype, Fragile X, Microarray and CNS MRI) had normal results. Since he had started with
seizures, swallowing problems and increasing hypotonia, tandem mass spectrometry was performed and
confirmed maple syrup urine disease (MSUD). He has been on an appropriate diet since and has
improved. Case2: male, 2 years old, first child from an unrelated couple. He was first diagnosed with
isolated ASD due to speech delay and hyperactivity. He developed progressive macrocephaly and
recurrent ear infections. A 27-gene panel for lysosomal storage disorders was performed and two
pathogenic variants in SGSH gene were detected, c.1080del (p.Val361Serfs*52) and c.1276del
(p.Asp426Thrfs*165). They were on opposite chromosomes, confirming thus the diagnosis of
mucopolysaccharidosis type IIIA (MPS IIIA). CONCLUSION: It is important to investigate IEM in patients
diagnosed with autism. For this purpose, a detailed personal and family history and a complete physical
examination are necessary, in order to search for specifically associated signs that may help the clinician
in the decision to perform a metabolic workup. If a metabolic disease is diagnosed, treatment should
focus on both ASD and IEM.
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