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Dear , 
 
Re:   
 
 
Thank you for your letter about this patient with possible hypermobile type Ehlers-Danlos syndrome 
(hEDS – also known as EDS type 3 in earlier classifications and joint hypermobility syndrome (JHS)).  
We are no longer routinely assessing these patients in Clinical Genetics although we recognise 
they often have significant needs.  
 
There is no genetic test available for hEDS as the genetic basis is still unknown.  It does tend to run in 
families and so there is a possibility of other relatives experiencing similar problems.  For many, 
hypermobility is not the most significant problem but rather the variable symptom complex of chronic 
pain, chronic fatigue, and aspects of autonomic nervous system dysfunction, such as postural 
orthostatic tachycardia syndrome (POTS), dysthermia and gastrointestinal dysmotility.  
 
There is some detailed information about this disorder produced by the Ehlers-Danlos Syndrome 
Support Group (www.ehlers-danlos.org) and the Hypermobility Syndromes Association 
(http://hypermobility.org), which may be helpful.   
 
It is important to know that occasionally some rare and more serious genetic conditions, such as 
Marfan and Loeys-Dietz syndromes, or the vascular form of Ehlers-Danlos (vEDS, or EDS type 4), can 
present with hypermobility.  A personal or family history of any of the following could indicate one of 
these: 

 Dissection or aneurysm of a blood vessel including aorta 

 Bicuspid aortic valve or any widening of the aorta on echocardiogram 

 Organ rupture 

 Significant skin hyperextensibility or friability 

 Facial milia 

 Marfanoid habitus 

 Pneumothorax 

 Fragile sclerae 

http://www.peninsula-genetics-service.org/
http://www.ehlers-danlos.org/
http://hypermobility.org/


 Progressive scoliosis 

 Dislocated lenses 

 Detached retina  

 Cleft palate or bifid uvula 

 Craniosynostosis 

 Severe gastrointestinal symptoms 
 

If your patient or their relatives have these, or any other unusual features that you think may be 
relevant, then please do write back and we will be pleased to assess them. 

 
We hope the above is clear but please do get back to us if necessary. 
 
 
Yours sincerely, 
  
 
 
 
 
 
 
 
Copies to: GP if not referrer. 
 
 
 
 
 
 
 
 


