
 

 

THE MED13L SYNDROME  
EUROPEAN ASSOCIATION 

 
The Association was established in March 2018, at an initiative of three families from Nantes and Paris. Its objectives 
are to bring families together around the world, to support researchers working on this genetic anomaly, and other 
similar anomalies of the mediator complex located in each of our cells.  

 
THE SYNDROME 

 
The syndrome is manifested by an intellectual disability, associated or not with autistic spectrum disorders, an overall 
developmental delay, difficulties of language and speech, learning, hypotonia, frequent vision disorders as hyperopia 
and sensitivity to the sun.  Other features that can be observed: epilepsy, balance disorders, adduction of the foot more 
or less severe. 
 
The syndrome is a rare genetic disease: the prevalence is estimated at between 1.6 and 2 per 100,000 births. The "haplo-
insufficiency MED13L" syndrome is due to the lack of expression of a copy of the MED13L gene, located on the long arm 
of chromosome 12 (12q24.2). 
 
 

 
 

Localization of the MED13L gene on chromosome 12 
 
This gene is translated into a protein of the same name, MED13L, which is part of a vast complex called "mediator 
complex" whose role is to activate the expression of many other genes.  The mutations observed in this gene are of "de 
novo" origin, or a "non-hereditary" genetic disease (in the classical sense of the term). A mutation will have occurred by 
chance, either during the initial stages of embryo development, or even earlier in a spermatozoid or an ovocyte.  
Sometimes, one of the parents carries the abnormality in some of his sexual cells (germinal mosaic) that he/she will 
pass to the embryo.  
 

THE SCIENTIFIC COUNCIL 
 

The Association has a scientific council comprised of practitioners and researchers with a strong interest in this 
pathology. Its role is to advise and guide strategies for research and therapeutic management. 
 

➢ Dr Bertrand ISIDOR, President of the Scientific Council 
Head, Clinical Genetics Unit, CHU Nantes 
Head, Center for Intellectual Disabilities of Rare Causes, Pays de Loire, Defiscience 

➢ Dr Henri-Marc Bourbon Director of Research CNRS 
Team Leader Centre for Integrative Biology, Université Toulouse III Paul Sabatier 

➢ Dr Thomas Smol, Lille University Hospital,  Pôle de biologie pathologie génétique 
➢ Dr Jamal Ghoumid Lille University Pôle de biologie pathologie génétique 
➢ Dr Florent Colin, IGBMC Strasbourg, (Institute responsible for the GenIDA programme) 
➢ With the support of Prof. Jean-Louis Mandel, President of the French Foundation for Rare Diseases and  

Dr Lyne Valentino, Head of Research at Associations at the same Foundation  

https://en.wikipedia.org/wiki/Mediator_(coactivator)
http://www.defiscience.fr/
http://cbi-toulouse.fr/fr/equipe-bourbon
http://biologiepathologie.chru-lille.fr/cliniquegenetique/
http://biologiepathologie.chru-lille.fr/cliniquegenetique/
http://www.igbmc.fr/
https://genida.unistra.fr/
https://fondation-maladiesrares.org/eng/


RESEARCH 
 

There are three main areas of research that are being undertaken in order to understand the disease and develop 
treatment strategies:  
 

1. Describe precisely the spectrum of clinical manifestations and its evolution to know the natural 
history of the disease. 

2. Characterize the pathological biological mechanisms that underlie the appearance and development 
of the disease. 

3. Undertake the development of specific therapeutic approaches. 
 

The research teams are currently working on areas 1 and 2, which are essential for the progression of area 3. 
 
 
 
 
 
 
 
 
 
 
 

The MED13L gene-coding protein subunit together with the other protein subunits which collectively made the mediator complex inside a mammalian cell 

 
 

JOIN THE ASSOCIATION 
  
The association offers families the opportunity to share and exchange information with your new genetic family, and 
brings our collective voice to the nation and the world. It's also about participating in a collective adventure that will 
benefit everyone children, adults and their parents. 
 
The Association seeks financial assistance from families, friends and any interest parties to aid in the communication of 
events to help to raise awareness of the syndrome and to help researchers investigating the syndrome. Subscriptions 
of between 15 € and 250 € per year are available online or a membership form can be downloaded.  

http://www.med13lsyndrome.eu/gather-membership/ 
 
 
 

 

     
 The Association is a member of the Rare Diseases Alliance and the National Diseases Rare Disease and 

AnDDI-Rares health sectors.  
It supports the GENIDA program of IGBMC Strasbourg in France and Human Desease Genes in Europe 

 

 

http://www.med13lsyndrome.eu/gather-membership/
https://genida.unistra.fr/
https://humandiseasegenes.nl/med13l/
https://humandiseasegenes.nl/med13l/
https://genida.unistra.fr/

