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Abstract : 

Gaucher disease is a rare lysosomal disease that is curable and 

characterized by clinical polymorphism. We report the experience 

of the Neuropediatrics Department in Rabat concerning 17 

pediatric cases of Gaucher disease collected over a 5-year period, 

with a specific focus on clinical, paraclinical, therapeutic, and 

evolutionary features. 

Our series includes 17 patients, comprising 9 boys and 8 girls, 

with an average age of 10 years and 6 months at the start of the 

study. Five of our patients come from consanguineous marriages. 

The identified phenotypes are as follows: type 1 in 13 patients, 

type 3 in 3 patients, and type 2 in a single patient. The 

characteristic clinical presentation is mainly represented by the 

triad of hepatosplenomegaly, hemorrhagic syndrome, and bone 

symptoms. Neurological signs were present in 23% of our 

patients. Fourteen patients received specific treatment for Gaucher 

disease, while three passed away during the follow-up period. The 

treatments received by our patients were as follows: imiglucerase 

in 8 cases, velaglucerase in 5 cases, and taliglucerase in one case. 

No allergic reactions were recorded. Regular monitoring was 

ensured through clinical, hematological, radiological assessments, 

and biomarker research. Some of our patients participated in 

providing insights into the value of lyso-Gb1 as a predictive 

biomarker in treatment-naïve patients with Gaucher disease type 

1 in the Lyso-Proof study4. 

Our longitudinal analysis also highlights the effectiveness of 

available treatments but also underscores the importance of early 

diagnosis and continuous monitoring to improve the quality of life 

and survival of patients. This experience contributes to a better 

understanding of the disease's progression and the optimization of 

care for children with Gaucher disease. 
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