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SLC16A2 gene

solute carrier family 16 member 2
Normal Function

The SLC16A2 gene (also known as MCT8) provides instructions for making a protein
that plays a critical role in nervous system development. This protein transports a
particular hormone into nerve cells in the developing brain. This hormone, called
triilodothyronine or T3, is produced by the thyroid (a butterfly-shaped gland in the lower
neck). Once inside a nerve cell, T3 interacts with receptors in the nucleus that turn
specific genes on or off. The activity of this hormone appears to be critical for the
maturation of nerve cells, the movement of these cells to their proper locations (cell
migration), and the formation of specialized cell outgrowths called dendrites. T3 may
also play a role in the development of synapses, which are junctions between nerve
cells where cell-to-cell communication occurs.

In addition to the nervous system, T3 is produced in the liver, kidney, heart, and several
other tissues. T3 and other forms of thyroid hormone help regulate the development of
many organs and control the rate of chemical reactions in the body (metabolism).

Health Conditions Related to Genetic Changes

Allan-Herndon-Dudley syndrome

At least a dozen mutations in the SLC16A2 gene have been identified in people with the
characteristic features of Allan-Herndon-Dudley syndrome. Some of these mutations
insert or delete genetic material in the gene. Other mutations change single protein
building blocks (amino acids) used to make the SLC16A2 protein. All of these genetic
changes alter the structure and function of this protein, preventing it from transporting
T3 into nerve cells effectively. A lack of this critical hormone in certain parts of the brain
disrupts normal brain development, resulting in intellectual disability and problems with
movement.

If T3 is not taken up by nerve cells, excess amounts of this hormone continue to
circulate in the bloodstream. An increase in circulating T3 may be toxic to some organs,
such as the liver. Researchers are working to determine whether increased T3 levels in
the body contribute to the signs and symptoms of Allan-Herndon-Dudley syndrome.
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Other Names for This Gene

» DXS128E

« MCT8

* monocarboxylate transporter 8

* MOT8_HUMAN

» solute carrier family 16 (monocarboxylic acid transporters), member 2
» solute carrier family 16, member 2 (monocarboxylic acid transporter 8)
* solute carrier family 16, member 2 (thyroid hormone transporter)

» X-linked PEST-containing transporter

« XPCT

Additional Information & Resources

Tests Listed in the Genetic Testing Registry

* Tests of SLC16A2 (https://www.ncbi.nlm.nih.gov/gtr/all/tests/?term=6567[geneid])

Scientific Articles on PubMed

* PubMed (https://pubmed.ncbi.nim.nih.gov/?term=%28SLC16A2%5BTIAB%5D%29
+OR+%28%28AHDS%5BTIAB%5D%29+0OR+%28MCT8%5BTIAB%5D%29+0OR+%
28monocarboxylate+transporter+8%5BTIAB%5D%29+0OR+%28X-linked+PEST-cont
aining+transporter%5BTIAB%5D%29+0R+%28XPCT%5BTIAB%5D%29%29+AND
+english%5Bla%5D+AND+human%5Bmh%5D+AND+%22last+3600+days%22%5B
dp%5D)

Catalog of Genes and Diseases from OMIM

e SOLUTE CARRIER FAMILY 16 (MONOCARBOXYLIC ACID TRANSPORTER),
MEMBER 2; SLC16A2 (https://omim.org/entry/300095)

Gene and Variant Databases

* NCBI Gene (https://www.ncbi.nlm.nih.gov/gene/6567)
* ClinVar (https://www.ncbi.nlm.nih.gov/clinvar?term=SLC16A2[gene])
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Genomic Location

The SLC16A2 gene is found on the X chromosome (https://medlineplus.gov/genetics/ch
romosome/x/).

Last updated May 1, 2007

Reprinted from MedlinePlus Genetics (https://medlineplus.gov/genetics/)


https://pubmed.ncbi.nlm.nih.gov/15980113
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC2649011/
https://pubmed.ncbi.nlm.nih.gov/15889350
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC1226193/
https://medlineplus.gov/genetics/chromosome/x/

