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Lysosomal storage diseases (LSDs) are a group of
monogenic metabolic disorders associated with the
dysfunction of lysosomal apparatus. Virtually every cell
in the body possesses lysosomes, yet storage in these
organelles can vary even among various cells. The
clinical phenotype is quite heterogeneous, affecting
multiple organs and systems, reflecting also the
complexity of their pathomechanism. Even though our
knowledge of LSD has increased, and many therapies
have been established, many aspects of their
presentation remain ambiguous. The aim of this Special
Issue is to provide a comprehensive overview of clinical
presentation, diagnostics and treatment, focusing on
specific body organs and systems. Potential topics
include, but are not limited to, the following:
- Liver in LSD;
- Cardiac involvement in LSD;
- Skeletal complications in LSD;
- Respiratory system involvement in LSD;
- Central and peripheral nervous systems abnormalities

in LSD;
- Biomarkers in LSD diagnostics;
- Genetics, inheritance, founder effects and genotype-

phenotype correlation.
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About the Journal
Message from the Editor-in-Chief
You are cordially invited to submit research articles,
short communications, comprehensive reviews, case
reports or interesting images for consideration and
publication in Diagnostics (ISSN 2075-4418).
Diagnostics is published in open access format –
research articles, reviews and other contents are
released on the Internet immediately after acceptance.
The scientific community and the general public have
unlimited and free access to the content as soon as it is
published. We would be pleased to welcome you as one
of our authors.
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Rapid Publication:
manuscripts are peer-reviewed and a first decision is
provided to authors approximately 21 days after
submission; acceptance to publication is undertaken in 2.6
days (median values for papers published in this journal in
the first half of 2025).
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