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Abstract: Lysosomal storage disorders are a group of
genetic metabolic disorders which usually present with
a chronic course and have varied manifestations with
multisystemic involvement including hepatosplenomegaly,
cytopenias, global developmental delay and/or
psychomotor regression, seizures and growth failure.
This group consists of around 70 clinically and
genetically heterogeneous conditions. The past few
decades have witnessed the development of enzyme
replacement therapies and other disease-specific
treatment strategies for lysosomal storage disorders.
This article reviews the clinical presentations, available
enzyme replacement therapies and other therapeutic
modalities with special reference to some of the relatively
common lysosomal storage disorders i.e., Gaucher
disease, Pompe disease, mucopolysaccharidoses and
Fabry disease.
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Points to Remember

 Enzyme replacement therapy (ERT) improves
systemic manifestations but cannot cross the blood-
brain barrier, so neurological disease generally
continues to progress.

 Early initiation of ERT-especially in infantile
Pompe disease, severe MPS I and Fabry disease-
produces significantly better clinical outcomes.

 ERT requires lifelong weekly or biweekly infusions
and remains expensive, making sustained access a
major challenge in India.

 Although ERT benefits visceral, cardiac, and
skeletal systems, it has limited effect on poorly
vascularized tissues such as the cornea and bones.

 Emerging treatments like substrate reduction
therapy, chaperone therapy and gene therapy are
increasingly important additions where ERT alone
is insufficient.
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