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Most rare diseases we know arise from single gene
mutations. In fact, the number of rare monogenic
diseases is growing continuously, and to date, near
4000 single-gene inherited disorders have been
characterized. Pathogenic mutations typically affect the
coding regions, thus resulting in classical amino acid
substitutions responsible for loss- or gain-of-function in
protein products. However, several disease-causing
defects originate from regulatory and non-coding DNA
regions, ultimately affecting gene expression by
transcriptional and/or post-transcriptional mechanisms.
Understanding the molecular pathophysiology of a rare
monogenic disease has a double value. The
identification of alterations that occur in specific genes,
proteins, and pathways allows the translation of
scientific advances into novel therapeutic approaches
for these traits. Moreover, the investigation of rare
monogenic diseases has the power to reveal
fundamental biological mechanisms that would
otherwise remain unknown. This Special Issue will focus
on the key molecular mechanisms that are affected
within a rare monogenic disorder. New experimental
therapies to target specific mechanisms are relevant.
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About the Journal
Message from the Editor-in-Chief
The International Journal of Molecular Sciences (IJMS,
ISSN 1422-0067) is an open access journal, which was
established in 2000. The journal aims to provide a forum
for scholarly research on a range of topics, including
biochemistry, molecular and cell biology, molecular
biophysics, molecular medicine, and all aspects of
molecular research in chemistry. IJMS publishes both
original research and review articles, and regularly
publishes special issues to highlight advances at the
cutting edge of research. We invite you to read recent
articles published in IJMS and consider publishing your
next paper with us.
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