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INTRODUCTION: Nonketotic hyperglycinemia (NKH) is an autosomal recessive disease, four associated
genes are known: GLDC, AMT, GCSH, and GCSL. It affects the mitochondrial system of glycine cleavage.
OBJECTIVES: Describes the clinical presentation of an NKH patient and the management in our
institution. MATERIAL AND METHODS: A case report results, Female patient of 3 months old, from
Mexico. Parents without medical history relevance. Normal delivery, without complications; At 2 days old,
she had hypoactivity, a “weak” cry, absence of suction reflex and cyanosis, MRI with hypoplasia of the
corpus callosum, she started seizures at 30 days old. We received her at the National Medical Center “20
de Noviembre”, she had apnea episodes, the video EEG with substitute base rhythm by a pattern of
attenuation and outbreak of slow waves, she needed PICU management, levels of glycine were 1600
mmol/l. Clinical presentation was compatible with NKH, genome sequence confirmed it, with a
homozygous mutation in the GLDC gene, c.2219C>G (p.Pro740Arg), she was treated with
dextromethorphan and sodium benzoate. She had a good evolution and was discharged from the
hospital. DISCUSSION: The NKH has a low prevalence, in our country, it doesn´t exist in any prevalence
studies. Affected patients have a normal examination at birth, the clinical symptoms appear on the first
24 hours of life with lethargy and/or seizures. Once the first symptoms have begun, the patients have no
spontaneous, motor, and sensory response. When hypotonia and apnea episodes appear, they have high
morbimortality. Dextromethorphan is used to NMDA antagonist and this has shown beneficial effects in
neurological manifestations, like our patient. Sodium benzoate binds glycine to form a hippurate and be
excreted in the urine. Diazepam is a competitive inhibitor of the binding sites of glycine NMDA receptors.
In this patient, the presence of the homozygous mutation in the GLDC gene was classified as class 3.
Pathogenic variants in this gene are associated with NKH, also known as glycine encephalopathy.
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