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Pediatric genetic diseases refer to conditions that are
caused by genetic factors and affect children from birth
or early childhood. These disorders, such as cystic
fibrosis, sickle cell anemia, and autism spectrum
disorder, can lead to life-limiting outcomes or lifelong
care. While 1in 20 children is affected by a rare genetic
disorder, many conditions lack effective early detection
methods. Current screening tests are limited, with many
rare or complex diseases not included in standard
newborn panels, and the genetic biomarkers for early
diagnosis remain underexplored. There is also a scarcity
of universal tests due to genetic heterogeneity and the
complexity of multifactorial diseases. Newborn
screening and prenatal tests such as NIPT are essential
but are limited by their lack of sensitivity and specificity.
Advanced genetic testing techniques such as WES and
WGS offer promise but face challenges regarding their
accessibility and data interpretation. Research is
therefore needed to develop more effective screening
biomarkers, enhance access to testing, and advance
personalized therapies.
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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). Childrenis 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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