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Message from the Guest Editor

Dear Colleagues,

Advances in sequencing technologies have improved
genetic diagnosis. Over the past decade, next-generation
sequencing (NGS)-based exome and genome sequencing
have proven powerful in the diagnosis of patients with rare
nonspecific clinical features. Particularly, discoveries of
new disease genes have improved our knowledge of the
genetic etiologies of many previously undiagnosed human
diseases, which in turn advances our understanding of the
disease mechanisms and makes it possible to develop
potential treatment of the diseases.   

In this Special Issue, we welcome original articles and
reviews covering aspects of new disease genes, novel
methodologies of diagnosing rare genetic disorders, and
potential treatment of genetic diseases. These include, but
are not limited to, studies related to novel disease gene
discoveries, expanded disease phenotypes, disease–gene
relationship, novel disease mechanisms, and treatment.
We also welcome studies on methodologies relevant to the
diagnosis of rare genetic disorders (lab approaches,
functional studies, animal models, bioinformatics and
artificial intelligence, causal analyses, and others).
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Message from the Editor-in-Chief

Genes are central to our understanding of biology, and
modern advances such as genomics and genome editing
have maintained genetics as a vibrant, diverse and
fastmoving field. There is a need for good quality, open
access journals in this area, and the Genes team aims to
provide expert manuscript handling, serious peer review,
and rapid publication across the whole discipline of
genetics. Starting in 2010, the journal is now well
established and recognised.

Why not consider Genes for your next genetics paper?

an Open Access Journal by MDPI

5.22.8

Author Benefits

Open Access: free for readers, with article processing charges (APC) paid by authors or
their institutions.
High Visibility: indexed within Scopus, SCIE (Web of Science), PubMed, MEDLINE, PMC,
Embase, PubAg, and other databases.
Journal Rank: JCR - Q2 (Genetics and Heredity) / CiteScore - Q2 (Genetics (clinical))

Contact Us

Genes Editorial Office
MDPI, Grosspeteranlage 5
4052 Basel, Switzerland

Tel: +41 61 683 77 34
www.mdpi.com

mdpi.com/journal/genes
genes@mdpi.com

@Genes_MDPI

https://www.ncbi.nlm.nih.gov/pubmed/?term=2073-4425
https://www.mdpi.com/openaccess
http://www.mdpi.com/journal/genes/apc
https://www.scopus.com/sourceid/19700188368
https://mjl.clarivate.com/search-results?issn=2073-4425&hide_exact_match_fl=true&utm_source=mjl&utm_medium=share-by-link&utm_campaign=search-results-share-this-journal
https://pubmed.ncbi.nlm.nih.gov/?term=%2522Genes%2522%255Bjour%255D&sort=pubdate
https://pubmed.ncbi.nlm.nih.gov/?term=Genes%255Bjour%255D&filter=other.medline&sort=pubdate&size=200
https://www.ncbi.nlm.nih.gov/pmc/journals/2104/
https://www.embase.com/login
https://pubag.nal.usda.gov/?_=1643984047325&f%255Bjournal_name%255D%255B%255D=Genes&q=genes&search_field=journal_text&sort=date-desc
https://www.mdpi.com/journal/genes/indexing
https://mdpi.com
https://mdpi.com/journal/genes

	Diagnosis of Rare Genetic Disorders

