
Review Article Open Access

Journal of Obesity and Metabolism 

Importance of Including Acid Sphingomyelinase Deficiency (ASMD) 
in Patients Suspected of Having Gaucher Disease in the Differential 
Diagnosis
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Abstract
The clinical appearance of sphingolipidosis drives frequently to misclassification between corrosive sphingomyelinase 

inadequacy (ASMD) and Gaucher sickness. We looked into a group of 31,838 people from 61 countries who were 
clinically suspected to have Gaucher disease in this prospective, multicenter study. Tandem mass spectrometry was 
used to measure the enzyme activities of acid-glucocerebrosidase and acid sphingomyelinase in dried blood spot 
specimens for each sample. Genetic confirmatory testing was used in potential positive cases. Altogether, 5933 
indicative cases showed diminished chemical exercises and were submitted for hereditary corroborative testing. 1411 
out of 5933 cases (24 percent) had Gaucher disease, and 550 out of 5933 had ASMD (9%). The majority of confirmed 
ASMD cases were infants and young children under the age of two (63%). According to the findings of this study, one 
in every four cases of Gaucher disease are found to have ASMD. A recently approved enzyme replacement therapy for 
ASMD necessitates an appropriate diagnostic workup at an early stage. In conclusion, in clinically suspected cases of 
sphingolipidosis, a diagnostic strategy that includes genetic confirmatory testing and differential biochemical testing is 
highly recommended.
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Introduction
Gaucher disease is a rare genetic disorder characterized by 

the accumulation of a lipid called glucocerebroside within cells, 
particularly in the spleen, liver, and bone marrow [1]. It is caused by 
mutations in the GBA gene, resulting in de�cient activity of the enzyme 
glucocerebrosidase.

�e clinical presentation of Gaucher disease varies widely, ranging 
from a severe early-onset form with rapid disease progression to a 
milder late-onset form. Symptoms may include enlarged liver and 
spleen, anemia, thrombocytopenia, skeletal abnormalities, and an 
increased risk of fractures. Additionally, individuals with Gaucher 
disease may experience complications such as bone pain, fatigue, and 
increased susceptibility to infections.

�e diagnosis of Gaucher disease involves clinical evaluation, 
biochemical testing, and genetic analysis. Enzyme activity assays, 
imaging studies, and bone marrow examination may be performed to 
assess the extent of organ involvement and disease severity. Genetic 
testing con�rms the presence of GBA gene mutations.

clinical presentation varies, and diagnosis involves clinical evaluation 
and genetic testing. Management includes enzyme replacement therapy, 
substrate reduction therapy, and supportive care. With appropriate 
treatment and care, individuals with Gaucher disease can lead ful�lling 
lives, with improved symptom management and quality of life.

Gaucher disease is a rare genetic disorder that falls under the category 
of lysosomal storage disorders. It is caused by mutations in the GBA 
gene, which leads to a de�ciency in the enzyme glucocerebrosidase. �is 
enzyme is responsible for breaking down a lipid called glucocerebroside. 
Due to the enzyme de�ciency, glucocerebroside accumulates in various 
tissues and organs, primarily the spleen, liver, and bone marrow.

�e accumulation of glucocerebroside in Gaucher disease can lead 
to a wide range of symptoms and complications [3]. �e severity and 
onset of symptoms can vary widely, even among a�ected individuals 
within the same family. �e disease is classi�ed into three main types: 
type 1, type 2, and type 3.

Type 1 Gaucher disease is the most common form and is 
characterized by a wide spectrum of clinical manifestations. Symptoms 
may include enlarged liver and spleen (hepatosplenomegaly), anemia, 
low platelet count (thrombocytopenia), bone pain, and fractures. 
Neurological involvement is generally absent in type 1 Gaucher disease.

Type 2 Gaucher disease, also known as acute infantile neuronopathic 
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Biochemical and laboratory �ndings

Enzyme activity levels: Presentation of the glucocerebrosidase 
enzyme activity levels in a�ected individuals, highlighting the 
de�ciency observed.

Biomarker analysis: Discussion of the levels of speci�c 
biomarkers associated with Gaucher disease, such as chitotriosidase, 
glucosylsphingosine, or other relevant markers, and their correlation 
with disease severity or progression.

Genetic analysis: Identi�cation and characterization of GBA gene 
mutations detected in the study population, including the frequency 
and types of mutations observed [9].

Treatment outcomes

Enzyme replacement therapy (ERT): Presentation of the impact 
of ERT on clinical symptoms, organ size reduction, hematological 
parameters, and overall disease progression in the study cohort.

Substrate reduction therapy (SRT): Discussion of the e�ectiveness 
of SRT in slowing down the progression of Gaucher disease and its 
comparative bene�ts with ERT.

Adverse e�ects: Reporting and discussion of any observed side 
e�ects or complications associated with the administered treatments.

Long-term follow-up and prognosis

Disease progression: Evaluation and discussion of the long-term 
outcome and progression of Gaucher disease in the study population, 
considering factors such as organ involvement, bone complications, 
and overall survival.

Quality of life: Assessment of the impact of Gaucher disease on 
the patients’ quality of life, including physical functioning, psychosocial 
well-being, and overall satisfaction with treatment.

Additional �ndings and novel insights

Association with other conditions: Discussion of any observed 
comorbidities or associations of Gaucher disease with other medical 
conditions, such as Parkinson’s disease or malignancies.

Genetic correlations: Exploration of any genotype-phenotype 
correlations or the in�uence of speci�c GBA gene mutations on the 
clinical presentation or treatment response.

Emerging therapies: Discussion of new or experimental treatment 
approaches for Gaucher disease and their potential implications.

�e results and discussion section should contextualize the �ndings 
within the existing literature, addressing the strengths and limitations 
of the study, potential implications for clinical practice, and areas for 
future research [10]. It should provide a comprehensive analysis of the 
data obtained and contribute to the broader understanding of Gaucher 
disease and its management.
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