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CLINICAL REPORT 

Diagnosis 

Clinical picture of Rare Neurodegenerative disorder of unknown etiology, characterized by 

tetraparesis, intellectual disability and epilepsy. The child, during our observation, began a specific 

antiepileptic drugs with partial effect on seizures. The MRI examination performed on June 2012 

showed bilateral hyperintensity of dentate nuclei and peridentate white matter; bilateral abnormal 

signal of periventricular white matter and putamen; thin corpus callosum. 1H-MRS revealed low 

levels of N-acetilaspartate, increase of Choline peak and presence of lactate/lipids. The Creatine 

peak was normal. 

It would be important a regular follow up of the neurological and epileptic picture in order to better 

understand and to study the patogenesis of the disease. 

 

The child was admitted in our Dpt. about one year ago and we excluded GAMT defect on the base 

of biochemical examinations (blood and urine) and of brain MR spectroscopy. In addition we 

performed also analysis of GAMT gene on peripheral blood in the child and her mother: the results 

showed in the coding exons of GAMT gene the absence of pathogenetic variants. We found the 

heterozygous c.626>T/p.209M (rs17851582) variant, previously described in Battini R. et al, Mol 

Genet Metab 2002,77:326-331. The same variant was not identified in blood DNA from the 

patient’s healthy mother. No analysis was performed in the father (blood not vailable) 

 

In addition, we studied enzymatic activity of respiratoty chain on fibroblasts: normal values. 

 

The family in november sent us a sample of urine and blood after wash out of creatine 

supplementation and we found these results: 

Dosage of creatine, guanidinoacetate acid and creatine/creatinine ratio on urine (26.11.2012, 

after 5 months of wash out of creatine supplementation): normal values 



 

Dosage of creatine and guanidinoacetate acid on plasma  (26.11.2012, after 5 months of wash 

out of creatine supplementation): normal values 

 

Conclusions 

On the basis of genetic, biochemical and neuroimaging analysis we can exclude a creatine 

deficiency syndrome, in particular due to GAMT deficiency as suspected in Romania. 

Moreover, the disease that affects the child remains still unknown, so further investigation, 

especially a new MRI/MRS,  are necessary in order to better define the diagnosis. 
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