
Hypermobility Syndromes: an introduction.

by Dr Philip Bull 
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Objectives of this talk:

• Helping you understand the Hypermobility 
Syndromes

• Examine the causation of some “medically 
unexplained symptoms”

• Relationship between Hypermobility, Pain, 
fibromyalgia, IBS and PoTS

• How to approach management.

• Education: to look at resources provided on the 
HMSA website!

 (www.hypermobility.org)
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Hypermobility: Epidemiology

• Adult population prevalence 10 -15%
• Probably 1% symptomatic ( may be higher)
• Female : Male ratio 3 : 1
• Diminishes with age
• Asian and African racial groups more 

affected
• Autosomal dominant, variable expression
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Further resources to 
access:2017 wellbeing 
conference videos:
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Hypermobility can 
be an advantage
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ROXANI’s story
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Why look for Hypermobility?

1. Increased Injury Risk:

• Soft tissue injury, Joint subluxation, dislocation
• Poor Proprioception, Muscle Imbalance, Physical Deconditioning

2.     Frequently requires different approaches to physical treatments

• Often missed opportunities in cases labelled as Fibromyalgia or 
Chronic Fatigue Syndrome.

• Many patients will reflect on the therapy being too much and too 
painful when the hypermobility has been missed.

3. May be a feature of Hereditary Disorders of Connective Tissue (HDCT) 

     eg: Ehlers-Danlos Syndromes, Marfan Syndrome, Osteogenesis imperfecta.
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MUSCULOSKELETAL PAIN / JOINT INSTABILITY

OVERLAP WITH HDCT/SKIN/HABITUS

UTERINE/RECTAL PROLAPSE

CHRONIC PAIN SYNDROME 

ANXIETY/PHOBIAS

CVS DYSREGULATION

GI DYSMOTILITY 
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The ‘Joint Hypermobility Syndrome’ 1960s to the Present Day

R Grahame, 2014

Symptoms & 
Complication
s in JHS,
NOT
“Diagnosti
c Criteria”
for JHS
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Symptoms and clinical signs

• Joint hypermobility & 
hyperextension

• Stretchy skin

• Chronic Pain
• Fatigue
• PoTS
• IBS / constipation / reflux / nausea
• Bladder and pelvic problems
• Easy bruising / poor wound healing
• Clumsy/poor proprioception
• Anxiety, phobic states, depression
• Autism/ADHD
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Hypermobility (HSD/hEDS)

Frequently:
• Overlooked
• Disregarded
• Discounted

• Easy to spot if you look for it

• Easy to miss if you do not

• So: Ask the right questions !

• Significant impact on wellbeing whilst 
undiagnosed

• AN INVISIBLE ILLNESS
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Symptoms associated with hypermobility

Hakim & Grahame (2003)14
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The New York meeting May 2016

• International Consortium 
meeting looking at the evidence 
base

• The proceedings published in 
the American Journal of Genetics

The UK 
contingent 
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American Journal of Medical 
Genetics March 2017

• Classification

• Pain

• Physio

• Fatigue

• Dysautonomia

• Gastrointestinal

• Anxiety

• Orthopaedics

• Neurological

Summary of existing evidence:
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EDS Types

ADAMTS2 B3GALT
6
B4GALT
7 C1R

C1S

CHST14

Ehlers-Danlos
Syndromes COL12A1

COL1A2

COL3A
1

COL5A1

COL5A2
COL1A1

DSE

FKBP14

SLC39A1
3

ZNF469

PLOD1

PRDM5

Classical 

Arthrochalasia

Spondylodysplastic

Periodontal

Brittle cornea

Kyphoscoliotic

Musculocontractural

Hypermobile

Vascular

Dermatosparaxis

COL1A2

Cardiac valvular

Myopathic

Unknown

TNXB

Classical- like

J Amberger, C Bochinni, A Hamosh, 2018+ 14th subtype: AEBP1 gene 19



Why is there confusion?

• 2017 criteria not evidence based…eminence based

• Lack of Education about Hypermobility syndromes

• No coding for HSD

• Paediatrics..2017 criteria not adapted for use in children

• Unconscious bias in the clinical decision making process
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Getting the Diagnosis

10 key questions:
• Joint instability or pain

• Bruising, stretchmarks

• Fatigue

• Reflux, nausea, constipation, hernias

• Palpitations, tachycardia or dizziness

• Bladder symptoms

• Worse around menstruation

• Anxiety and or depression

• Family affected

• For adults, remember to look back
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Symptoms:

• Skin hyper-elasticity
• Atrophic scarring
• Easy bruising
• Congenital dislocation of hips
• Vascular type

Ehlers-Danlos Syndrome 
clinical features



Marfan syndrome: Clinical 
features

Aortic aneurysm…
important 23



Osteogenesis Imperfecta

https://www.hypermobility.org/Pages/Category/
osteogenesis-imperfecta/Tag/oipage
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Genetic testing: When is it 
indicated?
• Marfanoid body habitus

• Aortic root dilatation 

• Ocular signs

• Very stretchy skin or unusually widened atrophic scars

• Large unusual bruising/haematomas

• Organ rupture 

• Personal or family history of young onset unexplained arterial 
dissection, aneurysms or significant haemorrhage

• Significant kyphoscoliosis

• Recurrent large hernias
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What is happening during the 10 year 
diagnostic delay?

• Patients go round in circles

• Wasted GP consultations and hospital 
appointments

• Unnecessary medication and side effects

• No diagnosis

• Patient in limbo

• Patient becomes unwell as a result of lack of 
diagnosis and appropriate treatment

• TIME TO DO SOMETHING DIFFERENT! The 10 Year Maze!
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The Beighton 9-Point Hypermobility Score

7



It is very important to understand the 
Beighton score limitations..only 9 joints.

Look elsewhere, particularly ankles and 
feet, also TMJ.

A low Beighton score does not exclude 
hypermobility

Understanding the Beighton Score
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5 Point Questionnaire 
(Hakim and Grahame 2003)

• Can you place your hands on the floor without bending your 
knees?

• Can you bend your thumb to touch your forearm?

• As a child could you amuse your friends by contorting your 
body into strange shapes…could you do the splits or the crab?

• As a child or teenager did your shoulder or kneecap dislocate on 
more than one occasion?

• Do you consider yourself to be double jointed?
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Review Of Associated Features

1. Autonomic Dysfunction

2. Gastrointestinal eg.: IBS

3. Mast cell activation

4. Neurological 

5. Skin manifestations 

6. Urological

7. Respiratory

8. Chronic pain/Fibromyalgia

9. Psychological 

NB: This doesn’t mean you will get ALL of the above! 

Remember: Everyone is different
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1. Autonomic Dysfunction Symptoms

• Palpitations

• Dizziness

• Fainting 

• Postural hypotension(POTS)

• Temperature control

• Sweating

• Bowels/bladder

• Shortness of breath
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• Orthostatic Intolerance Young women 
Delayed 
hypotension

• Postural Orthostatic 
Ta chycardia (POTs)

> 30 bpm rise in 
pulse Associated with 
OI

Patchy dysautonomia, 
pooling of blood in peripheral 
circulation

Activation / hypersensitivity 
of cardiac sympathetic 
system

• Orthostatic Hypotension
Rapid drop in blood 
pressure > 20/10 
mmHg Standing 
intolerance

Vaeroy et al 1998, Petzke & Clauw 2000, Raj et al 2000, Rosner et al 2000, Cohen et al 2001, 
Giske et al 2008, Mathias CJ et al. Nat Rev Neurol. 2011; 8(1):22-34, De Wandele I, et al 2014

Cardiovascular 
Dysregulation
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2. Gut Symptoms in EDS

Slide courtesy of Prof. Qasim 
Aziz



2. Bowel Dysfunction in JHS

Mechanical
– Hiatus hernia / weak sphincter
– Gastroparesis: Nausea and Vomiting
– Slow transit: Constipation, Colic, Diarrhoea
– Pseudo Obstruction
(Swallow studies, Manometry, (capsular)endoscopy, 
Transit studies, colonoscopy)

Autonomic
– Neuropathic – dysfunction and pain

Allergies / Intolerances / Chronic Inflammation
(Breath tests, infection studies, stimulation and exclusion 
trials, colonoscopy / histology)

Zarate N et al. 2010. Fikree et al 2014, Domínguez-Ortega G et al 2014, Fikree et al 2015
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Effects Of A Sluggish Gut

Slide courtesy of Prof. Quasim Aziz



The Microbiome

• Residential gut flora (trillions)

• The hidden metabolic organ

• Association with inflammatory bowel disease, 
obesity, diabetes, atopy

• Dysbiosis...c. difficile…

• Non diversity of flora...bad

• Fatigue syndrome

• Role in hypermobility not yet fully understood

• Kurzegesagt microbiome....YOUTUBE
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3. Mast cell activation syndrome (MCAD)

• Mast cells inappropriately release mediators

• Dermatological (flushing, itching)

• Cardiovascular (dizziness,syncope)

• GI (diarrhoea, nausea, vomiting)

• Neuro (brain fog, headaches, migraine)

• Respiratory (congestion, cough, wheeze)

• Eye (conjuctivitis)

• General (fatigue, food and drug intolerances)

• Feeling cold all the time

• Anaphylaxis
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4. Neurological symptoms

• Clumsiness/coordination difficulties

• Small fibre neuropathy on skin Biopsy with 
EDS (Neurology, 2016: Cazzato et al)

• Arnold-Chiari…Cranio-Cervical instability

• Neurodevelopmental disorders: 
• Dyspraxia, learning disorder, attention deficit/ 

hyperactivity disorder, autism
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• Soft, silky, velvety, 
stretchy

• Slower healing

• Abnormal Scars

• Unexpected stretch 
marks 

• Easy bruising

• Thin, semi transparent

• Nodules

bleaching 26

 5. Manifestations Affecting the Skin

39



Histology

40

Collagen and elastic fibres in 
the dermis are abnormal and 
weaker leading to poor 
healing.



Insensitivity to Local Anaesthesia

• Dental work

• Regional blocks

• Failed epidural

• Biopsies
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• Mechanical
• Rectal prolapse

• Rectocele, Cystocele

• Vaginal / Bladder prolapse

• Stress incontinence, Urgency

• Sexual dysfunction

• Neuropathic and Inflammatory
• Bladder instability / irritability

• Urgency, Frequency

• Symphysis Pubis Dysfunction

Al-Rawi ZS, Al-Rawi ZT. 1982, Norton PA et al. 1995, McIntosh LJ, et al 1996, Bai SW, et al. 2002, Karan A, et al. 2004, 
Mastoroudes H et al. 2013, Mastoroudes H et al. 2013.

6. Bladder & Pelvic Floor
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7. Respiratory System

• May present with wheeze which is not 
bronchospasm

• Association with sleep apnoea

• Pneumothorax
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8. Fibromyalgia
(highly significant overlap with 
hypermobility)

• A long term condition that causes 
pain all over the body

• Increased sensitivity to pain

• Fatigue (extreme tiredness)

• Muscle stiffness

• Sleep disturbance

• Brain fog (problems with memory 
and concentration)

• Headaches

• Irritable bowel

• Cause unknown 44



Glial activation in fibromyalgia
Albrecht 2018
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Recap:

10 to 15 percent of the population have evidence 
of hypermobility.  Most are asymptomatic. 

For some it is an advantage but, for others:

• Musculoskeletal pain
• Multiple symptoms (hypermobility 

syndrome...now HSD/hEDS
• May be a Hereditary Disease of Connective 

Tissue(HCTD)  eg Ehlers-Danlos syndrome, 
Marfans, Osteogenesis Imperfecta
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My Approach to Hypermobility
• Listen carefully, give time

• Examine and Investigate appropriately

• Check that hypermobility is relevant 

• VALIDATE symptoms and give workable explanation.

• Medication review…medications usually don’t work!

• Make a management plan:

• Patient understanding: getting on the same page… resources, signposting.

• Detailed physiotherapy assessment to identify mechanical factors

•  Mindful self compassion and solution focused psychotherapy for psychological wellbeing

• The right type of exercise is important eg:  yoga, aqua, tai chi, Modified Pilates

• Alexander technique

• Empathic follow up, with guidance

• Holistic approach i.e. pacing, sleep, dietary advice Dr. Philip Bull47



Overall assessment

Helping the patient to 
organise their thinking.
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https://www.hypermobility.org
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Further Resources To 
Access

• Video
• Leaflets
• Bi-Annual Journal
• Workshops
• Webinars
• Booklets
• Schools HUB
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Great Resources for professionals and patients 

https://www.hypermobility.org

• Professional membership
• The HMSA Education Model
• Resources

https://www.hypermobility.org/kent-model-resources
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The HMSA Education model:
(the Kent model)

• Increasing understanding through education

•Utilising existing resources

•Creating a network

OPPORTUNITIES:

•Self management

•Reduced consultations.

•Reduced referrals

•Potential reduced drug costs

•Well managed patients

•Opportunities for early diagnosis and better outcomes.
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Masterclasses:
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