
Other rare 
diseases

Focusing on 
people living with 
rare bone diseases
People living with rare bone diseases have many challenges 
to deal with including debilitating and painful symptoms and 
psychological and social impact.  

Rare bone disease fall into 4 categories 

There are 

known rare bone diseases, 
a�ecting millions of people 
around the world 

461

births for a “common” rare bone disease.

In some "ultra-rare" bone disorders only a few 
people are a�ected. 

15.7 100,000per

1% of rare 
disease research 
projects cover rare 
bone diseases 

What can be done 
for the future? 

What are the challenges for patients, caregivers 
and healthcare providers?

What is a good 
outcome of treatment? 
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What is the psychological 
impact and how can 
patients and families be 
best supported? 
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What are the top 3 research questions for patients, 
carers and healthcare sta�? 
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What is the cause 
of pain? 

Late diagnosis still occurs 
a�ecting quality of life 
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Around 
of known rare 
diseases are rare 
bone diseases 

5%

Other rare 
diseases

Few personalized 
treatments available

Mental health support is 
needed as quality of life 
can be poor 

Uneven access to 
specialized care 

Poor transition of care from 
paediatrics to adulthood 

Clinical protocols are 
fragmented and lack 
detail for adults 

Altered bone 
formation and 
destruction 

Hormonal 
alterations 

Altered bone 
proteins 

Altered 
microenvironment 
involving genes 

Be aware of barriers to 
access to therapy and 
genetic testing

Drive forward patient-driven 
research and ensure registries 

are standardised

Build transitional care structures 
as patients become adults and 

integrate mental health services 
for patients and families

Greater adoption of bone health 
learning for clinicians and digital 
engagement with patients 


