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CNBP gene

CCHC-type zinc finger nucleic acid binding protein
Normal Function

The CNBP gene provides instructions for making a protein called CCHC-type zinc finger
nucleic acid binding protein. This protein has seven regions, called zinc finger domains,
which are thought to attach (bind) to specific sites on DNA and its chemical cousin, RNA.

The CNBP protein is found in many of the body's tissues, but it is most abundant in the
heart and in muscles used for movement (skeletal muscles). The CNBP protein
regulates the activity of other genes and is necessary for normal development before
birth, particularly of muscles.

One region of the CNBP gene contains a segment of four DNA building blocks (
nucleotides) that is repeated multiple times. This sequence, which is written as CCTG,
is called a tetranucleotide repeat. In most people, the CCTG sequence is repeated
fewer than 26 times.

Health Conditions Related to Genetic Changes

Myotonic dystrophy

Mutations in the CNBP gene cause a form of myotonic dystrophy known as myotonic
dystrophy type 2. Myotonic dystrophy is characterized by progressive muscle wasting
and weakness. Muscle weakness in type 2 primarily involves muscles close to the
center of the body (proximal muscles), such as the those of the neck, shoulders, elbows,
and hips. People with this disorder often have prolonged muscle contractions (myotonia)
and are not able to relax certain muscles after use.

The type of gene mutation that causes myotonic dystrophy type 2 is known as a
tetranucleotide repeat expansion. This mutation increases the size of the repeated
CCTG segment in the CNBP gene. People with myotonic dystrophy type 2 have from 75
to more than 11,000 CCTG repeats.

The mutated CNBP gene produces an altered version of messenger RNA, which is a
molecular blueprint of the gene that guides the production of proteins. Researchers

have found that the altered messenger RNA traps proteins to form clumps within the cell.
The clumps interfere with the production of many other proteins. These changes
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prevent muscle cells and cells in other tissues from functioning properly, leading to muscle
weakness and the other features of myotonic dystrophy type 2.

Other Names for This Gene

* CCHC-type zinc finger, nucleic acid binding protein
» cellular nucleic acid binding protein
» cellular retroviral nucleic acid-binding protein 1

« CNBP1

+ CNBP_HUMAN
« DM2

« ZCCHC22

» zinc finger 9 protein

» zinc finger protein 273

* zinc finger protein 9

» zinc finger protein 9 (a cellular retroviral nucleic acid binding protein)
 ZNF9

Additional Information & Resources

Tests Listed in the Genetic Testing Registry

» Tests of CNBP (https://www.ncbi.nlm.nih.gov/gtr/all/tests/?term=7555[geneid])

Scientific Articles on PubMed

e PubMed (https://pubmed.ncbi.nim.nih.gov/?term=%28%28ZNF9%5BTIAB%5D%29
+OR+%28zinc+finger+protein+9%5BTIAB%5D%29%29+0R+%28%28Cellular+nucl
eictacid+binding+protein%5BTIAB%5D%29+0OR+%28CNBP%5BTIAB%5D%29%?2
9+AND+%28%28Genes%5BMH%5D%29+0R+%28Genetic+tPhenomena%5BMH%
5D%29%29+AND+english%5Bla%5D+AND+human%5Bmh%5D+AND+%22last+72
O+days%22%5Bdp%5D)

Catalog of Genes and Diseases from OMIM

¢ CCHC-TYPE ZINC FINGER NUCLEIC ACID-BINDING PROTEIN; CNBP (https://o
mim.org/entry/116955)

Gene and Variant Databases

* NCBI Gene (https://www.ncbi.nlm.nih.gov/gene/7555)
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ClinVar (https://www.ncbi.nlm.nih.gov/clinvar?term=CNBP[gene])
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Genomic Location

The CNBP gene is found on chromosome 3 (https://medlineplus.gov/genetics/chromoso
me/3/).
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