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Rare diseases, or orphan diseases, are those that individually affect a small number of
patients, but taken together affect over 300 million people worldwide. They are characterized
by their etiological, diagnostic and evolutionary complexity, important morbi-mortality, with
high levels of disability that entail and hinder the development of a normal vital subject, not
only in those who suffer from them, but also their families; therefore, a comprehensive social
health approach is necessary to address this problem.
About 80% of rare diseases have a genetic origin, mainly monogenic; thus, genetic testing is
mandatory for the confirmation of clinical diagnostics and to ensure correct genetic
counseling. 
Next-generation sequencing (NGS) has enabled a revolution in genetic diseases, specially in
rare diseases. However, their complexity makes diagnoses difficult even with the advent of
NGS.
In this Special Issue, we present several examples of the complexity of genetic diagnosis for
most of these diseases and the consequences that genetic testing implies for genetic
counseling. There are examples of the genetic heterogeneity of hearing loss, some metabolic
and lisosomal disorders, ataxia, Prader–Willi syndrome, and three comprehensive reviews on
syndromic retinal dystrophies, the complexity of the molecular diagnosis of neuromuscular
disorders, and the value of genetic counseling before and after a genetic test.
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MDPI Books offers quality open access book publishing to promote the exchange of ideas and
knowledge in a globalized world. MDPI Books encompasses all the benefits of open access – high
availability and visibility, as well as wide and rapid dissemination. With MDPI Books, you can
complement the digital version of your work with a high quality printed counterpart.

Open Access
Your scholarly work is accessible worldwide without any restrictions. All
authors retain the copyright for their work distributed under the terms of the
Creative Commons Attribution License.

Author Focus
Authors and editors profit from MDPI’s over two decades of experience in open
access publishing, our customized personal support throughout the entire
publication process, and competitive processing charges as well as unique
contributor discounts on book purchases.

High Quality & Rapid Publication
MDPI ensures a thorough review for all published items and provides a fast
publication procedure. State-of-the-art research and time-sensitive topics are
released with a minimum amount of delay.

High Visibility
Due to our global network and well-known channel partners, we ensure
maximum visibility and broad dissemination. Title information of books is sent
to international indexing databases and archives, such as the Directory of Open
Access Books (DOAB), and the Verzeichnis Lieferbarer Bücher (VLB).

Print on Demand and Multiple Formats
MDPI Books are available for purchase and to read online at any time. Our
print-on-demand service offers a sustainable, cost-effective and fast way to
publish MDPI Books printed versions.
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