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INTRODUCTION: The Glucose Transporter type 1 (GLUT1) Deficiency Syndrome is a genetic condition, of
autosomal dominant inheritance, and corresponds to a spectrum of signs and symptoms, which include
seizures, neuropsychomotor development delay, intellectual disability, of movement, dysarthria and
postnatal microcephaly. The presence and severity of symptoms are variable. Symptomatic treatment
consists of the ketogenic diet, which allows the supply of energy to the brain through sustained and
continuous ketosis. OBJECTIVES: To present the experience of the Medical Genetics Service of a
University Hospital in the clinical follow-up of patients with GLUT1 Deficiency Syndrome who were treated
with a ketogenic diet. MATERIAL AND METHODS: This is a retrospective case series study.
Retrospective patient data were reviewed and genotypic and phenotypic characteristics were
described. RESULTS: Four patients, three male, and one female, aged between three years and seven
months and 35 years were included in the study. All had delayed neuropsychomotor development and
ataxia. Three patients had a history of seizures. All undergo treatment with a ketogenic diet. The oldest
patient at diagnosis was 30 years old and the youngest was three years old. The age of diet initiation also
ranged from three years to 30 years. Two patients had seizures at the time of initiation of the ketogenic
diet and after initiation, they achieved seizure control. The most commonly reported side effects were
nausea, constipation, and restlessness. There was an improvement in the symptoms of ataxia and motor
delay in all patients. DISCUSSION AND CONCLUSION: In the GLUT1 deficiency syndrome, glucose
transport in the brain is deficient, causing an energy deficit and justifying the neurological
manifestations. Symptoms often improve substantially when a ketogenic diet is started early. In this
sense, the diagnosis of this condition can directly impact the clinical prognosis of affected patients.
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