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Joint hypermobility is common. It affects 1-4% of people and is often familial. Joint 
hypermobility varies in severity from simple joint hypermobility to Hypermobility Ehlers 
Danlos Syndrome (hEDS). Most people with joint hypermobility can be managed through 
their GP and do not need a genetics assessment. 

Please see the attached information and referral guidelines for patients with joint 
hypermobility. A small proportion of people with joint hypermobility do need to be seen 
by a clinical geneticist for assessment and consideration of genetic testing. This group 
usually has additional distinctive clinical features or “red flags.” Usually an 
echocardiogram (to rule out dilatation of the ascending aorta or mitral valve prolapse) 
and an eye examination by an ophthalmologist or experienced optometrist (to rule out 
lens dislocation or high grade myopia) will be needed to complete the assessment.   

Patients with hypermobility who do not meet these referral criteria can be assessed 
clinically for hypermobility-type Ehlers Danlos syndrome (hEDS) using the guidelines 
provided in the attached information sheet.  

Genetic testing for hypermobility-type EDS is not helpful as causative single gene 
mutations have not been identified in the vast majority of people with this condition. 
People with hypermobility benefit from physical, psychological and pain-based therapies 
and utilisation of local allied health, pain and psychological services for management may 
be considered. 

Referral to a genetics service is appropriate for any person fulfilling the referral criteria as 
such individuals may have a different connective tissue disorder, other than hEDS. Where 
applicable, we would welcome a referral with details of your assessment and any relevant 
investigation or specialist medical reports for these individuals. 

If you have any questions, you can contact the Paediatric and Reproductive Genetics Unit 
on 8161 7375. 
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Guidelines for Referring People with Joint Hypermobility to Genetics Services 
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1. Assess for Joint Hypermobility using the Beighton Score:  

 

 

 

 

The Beighton score is considered significant if it is:  
≥6 in pre-pubertal children and adolescents; or 

≥5 in pubertal men and women to age 50; or 

≥4 men and women over the age of 50. 
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2. For individuals with significant joint hypermobility as assessed in Step 1: Assess for 
additional features suggestive of a heritable connective tissue disorder and “red flags” 
– see below 

 

System “Red Flag” clinical features 

Skin Widened, atrophic scars 

Marked skin hyperextensibility 

Skin fragility 

Thin, translucent skin 

Redundant, sagging skin 

Easy bruising (spontaneous or with minimal trauma) 

Body 
habitus  

Marfanoid body habitus 

Distinctive facial features (thin lips, prominent eyes, narrow nose) 

Skeletal  Progressive and severe scoliosis / kyphosis 

Congenital bilateral hip dislocation 

Vascular Aortic (or other arterial) aneurysm / rupture / dissection 

Young onset thoracic aortic dilation  

Unexplained extensive varicosities at young age (varicose veins) 

Bicuspid aortic valve 

Mitral valve prolapse with regurgitation 

Ocular Lens dislocation 

High grade myopia 

Oral Severe periodontal disease 

Lack of attached gingiva 

Other Spontaneous pneumothorax 

Cleft palate / bifid uvuvla  

Bowel perforation 

Uterine or other organ rupture 

Muscle or tendon rupture 

Family 
history 

Family history of “red flags” 

Family history of sudden, unexplained death 
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3. Assess for the presence of other features that suggest hEDS (see diagnostic check sheet below) 
 

4. Referral to a Genetics service is appropriate for any person with significant joint 
hypermobility (as outlined in Step 1 and any personal or family history of 
features outlined in Step 2 
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Resources for people with joint hypermobility 
 
Online resources  
 

• The Sydney Children’s Hospital Network fact sheet on hypermobility.  
o https://www.schn.health.nsw.gov.au/fact-sheets/joint-hypermobility  

 
• Information about joint hypermobility from the UK National Health Service.  

o NHS - Joint Hypermobility Syndrome 

o NHS Inform - Joint Hypermobility 
 

• Information about joint hypermobility from the American College of 
Rheumatology.  

o Hypermobility Syndrome 
 

• Hypermobility Connect  
o https://www.hypermobilityconnect.com/ 

 
• Hypermobility Syndromes Association  

o https://www.hypermobility.org/ 
 

 
Online articles 
 

• Guidelines for Management of Joint Hypermobility Syndrome in Children and Young 
People. Compiled by the Allied Health Professionals Group of the British Society for 
Paediatric and Adolescent Rheumatology (BSPAR, 2012).  

o Management of Syndromic Hypermobility: A Systematic Literature Review 
• Hypermobile Ehlers–Danlos Syndrome (a.k.a. Ehlers–Danlos Syndrome Type III 

and Ehlers–Danlos Syndrome Hypermobility Type): Clinical Description and Natural 
History (Am J Med Genet Part C 2017;175C:48–69)  

o Hypermobile Ehlers-Danlos Syndrome Clinical Description and History 
• The Evidence-Based Rationale for Physical Therapy Treatment of Children, 

Adolescents, and Adults Diagnosed With Joint Hypermobility 
Syndrome/Hypermobile Ehlers Danlos Syndrome (Am J Med Genet Part C 
2017;175C:158-167)  

o Physical Therapy Treatment of Children, Adolescents, and Adults with Joint 
Hypermobility Syndrome/Hypermobile Ehlers Danlos Syndrome  

 

https://www.schn.health.nsw.gov.au/fact-sheets/joint-hypermobility
https://www.nhs.uk/conditions/joint-hypermobility-syndrome/#:%7E:text=Joint%20hypermobility%20syndrome%20is%20when,better%20as%20you%20get%20older.
https://www.nhsinform.scot/illnesses-and-conditions/muscle-bone-and-joints/conditions/joint-hypermobility
https://www.rheumatology.org/I-Am-A/Patient-Caregiver/Diseases-Conditions/Hypermobility-Juvenile
https://www.hypermobilityconnect.com/
https://www.hypermobility.org/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC7895781/
https://www.ehlers-danlos.com/wp-content/uploads/2022/12/Tinkle_et_al-2017-American_Journal_of_Medical_Genetics_Part_C-_Seminars_in_Medical_Genetics.pdf
https://pubmed.ncbi.nlm.nih.gov/28306230/
https://pubmed.ncbi.nlm.nih.gov/28306230/

