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We invite submissions to this Special Issue, ‘Genetic
Rare Diseases in Children’, aimed at advancing
translational research and clinical understanding in this
field. Genetic rare disorders, while individually
uncommon, collectively pose significant challenges in
pediatric healthcare and represent a growing area of
scientific and therapeutic interest. This Special Issue
seeks to bridge the gap between bench and bedside,
encouraging contributions that reflect the
interdisciplinary nature of this work. We welcome
original research, reviews, case series, case reports,
and short communications that address (but are not
limited to) the following topics:
- Novel gene discovery and disease mechanisms;
- Genotype–phenotype correlations;
- Advances in molecular diagnostics and newborn

screening;
- Clinical trial design and therapeutic interventions,

including gene- and RNA-based therapies;
- Ethical, psychosocial, and health policy considerations

in rare disease care;
- Data sharing and collaborative approaches to improve

diagnosis and care.
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About the Journal
Message from the Editor-in-Chief
You are invited to contribute a research article or
comprehensive review for consideration and publication
in Children (ISSN 2227-9067). Children is an open
access journal—research articles, reviews, and other
content are published online immediately after
acceptance. The scientific community and the general
public have unlimited free access to the content as soon
as it is published. The journal focuses on sharing clinical,
epidemiological, and translational science relevant to
children’s health. We would be pleased to welcome you
as one of our authors.
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