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RERE gene
arginine-glutamic acid dipeptide repeats

Normal Function

The RERE gene provides instructions for making a protein that is critical for normal
development before birth. This protein interacts with other proteins called transcription
factors, which control the activity (transcription) of particular genes. The RERE protein
helps these transcription factors turn on (activate) and turn off (repress) a number of
genes important for early development, ensuring that the genes are activated (
expressed) at the right time and place for proper tissue formation. Research indicates
that the RERE protein plays a role in the development of the brain, eyes, inner ear,
heart, and kidneys.

Health Conditions Related to Genetic Changes

Neurodevelopmental disorder with or without anomalies of the brain, eye, or heart

More than 15 mutations in the RERE gene have been found to cause a condition called
neurodevelopmental disorder with or without anomalies of the brain, eye, or heart (
NEDBEH). This condition primarily affects brain development, causing intellectual
disability, delayed development, or autism spectrum disorder, which is a condition that
affects communication and social interaction. Abnormalities of other body systems,
including the eyes, heart, inner ear, or kidneys, can also occur.

Many of the RERE gene mutations that cause NEDBEH change single DNA building
blocks (nucleotides). Other mutations add or remove nucleotides. Researchers suspect
that these genetic changes reduce or eliminate the function of the RERE protein. A
shortage of RERE protein function likely alters the activity of many genes involved in
development before birth. These changes prevent the normal development of tissues in
the brain, eyes, heart, and other organs. Researchers are working to identify which
genes are affected and how changes in their activity lead to the signs and symptoms of
NEDBEH.

It is unknown why some people with NEDBEH have only neurological problems and
others also have structural abnormalities. Researchers suspect that the severity of the
condition may be related to the location and type of mutation in the RERE gene.
Additional genetic factors that have not been identified, including variations in other
genes, may also help determine which body systems are affected.
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Other Names for This Gene

« ARG

» arginine-glutamic acid dipeptide (RE) repeats
* arginine-glutamic acid repeats-encoding gene
« ARP

 ATNIL

e atrophin 2

e atrophin-1 like protein

» atrophin-1 related protein

» atrophn-related protein

» deleted in neuroblastoma-1

« DNB1

* KIAA0458

Additional Information & Resources

Tests Listed in the Genetic Testing Registry

* Tests of RERE (https://www.ncbi.nlm.nih.gov/gtr/all/tests/?term=473[geneid])

Scientific Articles on PubMed

e PubMed (https://pubmed.ncbi.nim.nih.gov/?term=%28%28RERE%5BTIAB%5D%?2
9+0OR+%28arginine-glutamic+acid+dipeptide+repeats%5BTIAB%5D%29%29+0OR+
%28%28NEDBEH%5BTIAB%5D%29+0R+%28atrophin+2%5BTIAB%5D%29+0OR+
%28atrophin-1+like+protein%5BTIAB%5D%29+0OR+%28atrophin-1+related+protein
%5BTIAB%5D%29%29+AND+%28%28Genes%5BMH%5D%29+0R+%28Genetic+
Phenomena%5BMH%5D%29%29+AND+english%5Bla%5D+AND+human%5Bmh%
5D+AND+%22last+3600+days%22%5Bdp%5D)

Catalog of Genes and Diseases from OMIM

« ARGININE-GLUTAMIC ACID DIPEPTIDE REPEATS; RERE (https://omim.org/entry
/605226)

Gene and Variant Databases

* NCBI Gene (https://www.ncbi.nlm.nih.gov/gene/473)
e ClinVar (https://www.ncbi.nlm.nih.gov/clinvar?term=RERE[gene])
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Genomic Location

The RERE gene is found on chromosome 1 (https://medlineplus.gov/genetics/chromoso
me/1/).
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