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Egetis Therapeutics launches disease awareness 

initiatives to support diagnosis of MCT8 deficiency  
Egetis Therapeutics AB (publ) (ticker: EGTX) today provided an update of its disease awareness activities related to 

MCT8 deficiency, with the launch of a new dedicated website www.mct8deficiency.com. 

Egetis Therapeutics is committed to helping to transform and prolong the lives of patients with rare diseases 

such as MCT8 deficiency. One important pillar in this commitment is raising disease awareness and with this 

purpose, Egetis Therapeutics today launched the website www.mct8deficiency.com. In addition to other disease 

educational activities, e.g. at scientific and medical conferences targeting health care professionals, the website 

will be used for educational purposes through the expanding network of key opinion leaders, physicians and 

patient advocacy groups focused on MCT8 deficiency. The disease awareness and educational efforts aim to 

contribute to that more physicians understand how to diagnose and manage the condition. 

 

 “With our disease awareness activities, we aim to speed up the diagnosis of MCT8 deficiency and relieve some of 

the heavy burden that MCT8 deficiency places on the affected individuals and the caregivers they are heavily 

dependent on,” said Henrik Krook, VP Commercial Operations at Egetis Therapeutics. 

 

MCT8 deficiency is a rare and devastating genetic disease, which was first described only less than twenty years 

ago. There is currently no approved therapy available for the treatment of the disease. There are continuously 

more people being diagnosed with MCT8 deficiency, but many parents to those affected today struggle for a long 

time until they are referred to a physician who knows about MCT8 deficiency and can set the right diagnosis. It is 

believed that some individuals unfortunately never get a correct diagnosis.  

 

 “Diagnosing MCT8 deficiency is actually relatively easy when you know what to look for. Any person who has 

difficulties holding the head up or has unexplained neurocognitive developmental delay should be considered a 

potential MCT8 deficiency patient. Then it is simply to take a standard serum T3 test, which can be done at 

almost any local medical facility. If the T3 levels are high, the MCT8 deficiency diagnosis can be confirmed with a 

genetic test and then the person can get the best available care,” said Kristina Sjöblom, Chief Medical Officer at 

Egetis Therapeutics. 

 

For further information, please contact: 

 

Nicklas Westerholm, CEO, Egetis Therapeutics 

Tel. +46 (0)73 354 20 62 

Email: nicklas.westerholm@egetis.com  

 

The information was submitted for publication, through the agency of the contact person set out above, at 2021-09-

29, 13:30 CET. 
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About Egetis Therapeutics 

Egetis Therapeutics is an innovative, unique, and integrated pharmaceutical drug development company, 

focusing on projects in late-stage development for treatment of serious rare/niche diseases with significant 

unmet medical needs in the orphan drug segment.  

Egetis Therapeutics (STO: EGTX) is listed on the Nasdaq Stockholm main market. For more information, see 

http:// www.egetis.com/ 

 

About MCT8 Deficiency 

MCT8 deficiency is a rare genetic disease with high unmet medical need and no available treatment, affecting 

1:70,000 males. Thyroid hormone is crucial for the development and metabolic state of virtually all tissues. 

Thyroid hormone transport across the plasma membrane is required for the hormone’s metabolism and 

intracellular action and is facilitated by thyroid hormone transporters, including monocarboxylate transporter 8 

(MCT8). Mutations in the gene for MCT8, located at the X-chromosome, cause MCT8 deficiency, also called Allan-

Herndon-Dudley syndrome (AHDS) in affected males. The resulting dysfunction of MCT8 leads to impaired 

transport of thyroid hormone into certain cells and across the blood-brain-barrier and disruption of normal 

thyroid hormone regulation. This leads to a complex pattern of symptoms with neurological developmental 

delay and intellectual disability, accompanied by severely elevated circulating thyroid hormone concentrations 

which are toxic for tissues including the heart, muscle, liver and kidney and results in symptoms such as failure to 

thrive, cardiovascular stress, insomnia and muscle wasting. Most patients will never develop the ability to walk or 

even sit independently. At present there is no approved therapy available for the treatment of MCT8 deficiency. 
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