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RISK
MANAGEMENT
for    rare bone

diseases in 
adult age

patient with disability
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ÅDefinition:
1or less affected persons 
under 2'000 people

Å6,000-8,000 previously
known diseases 

ÅAccording to BAG 7.2% affec-
ted in CH = approx. 600'000     
(more than diabetes)

Å 80% of genetic origin, but
the crucial gene is known 
only in 50% 

Å> 50% in childhood

Å95% without specific    
treatment option

ÅThe diseases are
often serious, disabling
or lethal; the courses are
progressive and chronic

ÅMotoric, sensory and mental 
impairments

Å Interdisciplinary treatments required

Å Increasing with improved diagnostics

Å Lifespan increasing

Rare diseases:

In total frequent
and increasing



ÅDiagnosis shortly after birth 

ÅMany hospital stays with 
anaesthesia 

ÅPost-traumatic disorders  
(diagnosed late) 

ÅAble to walk after numerous  
corrective operations   

ÅCareer in the BAG (zig-zag)

ÅCo-founder of SVOI-ASOI in
1986 (hon. member), VP of 
ProRaris, ex-president of Agile

ÅProfessional memberships:  
Health Switzerland (hon. memb.) 
Doctors for Environmental
Protection (-2020) 4

ÅEarly retirement (for 14 years)

ÅCurrently:  Voluntary activities, 
e.g. representative of ProRaris in
the specialist group «care» of
Kosek, member of SG BOND

ÅProjects: meingleichgewicht (EB);
currently: BELIA (project for the 
elderly)

Resume of 
an RD-patient
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ÅRecognising the disease   
(diagnosis)

Å Lack of innovation, research 
and treatment options

ÅLack of specific medical 
structures

ÅUnclear assumption of costs by   
health-/disability-insurances

ÅEducational and professional 
integration 

Å Lack of psychosocial support

Difficulties
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ÅOsteoporosis

Å Osteomalacia

Å Primary Hyperparathyroidism

Å Paget's Disease

Å Osteogenesis imperfecta

Metabolic Bone Diseases

Adapted from https://www.gowinglife.com/our-aging-world-the-striking-statistics-about-bone-fractures/ (2015)



Folkestad L. et al., J Bone Miner Res.. 2017 Jan;32(1):125-134.

Fracture rate in 

women with OI

4 to 17 times

higher than

in the reference



Å Fractures, bone deformity and scoliosis

Å Muscular weakness

Å Hyperlaxity (joints/ skin)

Å Brittle teeth

Å Premature hearing loss

Å Visual impairment

Å Heart/ vascular changes

Å Respiratory diseases

OI as a connective tissue disease

With Courtesy of Prof. O. Semler



https://www.youtube.com/watch?v=ILMiFjgZ2vE

Der Informationsfilm über OI kann über diesen Link angeschaut werden
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Osteogenesis 
imperfecta
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Osteogenesis 
Imperfecta:
Europe



Different phases 
of mobility
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ÅChildhood: often bedrid-
den; mostly in wheelchair

ÅAble to walk without aids
between 20 and 63 years

Å2 years in a wheelchair
after a thigh fracture

ÅNow: Limited ability to
walk (on crutches)



Living with the
personal risk
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at home



15

at home

Living with the
personal risk



Living with the
personal risk
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Training
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holidays

Living with the
personal risk
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holidays

Living with the
personal risk



Living with the
personal risk
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Traveling
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Traveling

Living with the
personal risk



Å Pain often becomes chronic

Å Rapid fatigue

Å Short stature

Å Traumatizing pain experiences and immobilization in childhood

Å Dependency

Å Exclusionïnot only in terms of physical activity

Å Limited career choices

Å Increased morbidity and mortality

Consequences for people with OI



ÅMinimization of pain

Å Prevention of complications (fractures, deformities, etc.)

Å Ensuring mobility

Å Preservation of autonomy

Therapeutic goals



Pain 

management
Nutrition

Physical

Activity
Recovery

Self-management

Patients' organization
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Interdisciplinary

care in adults

with OI

Bone

specialist

Physiotherapist

Primary 

care 

physician

Orthopedic

technician

PATIENT



Å Anesthesia risks increased:

Å airway abnormalities (teeth!) and cardiopulmonary,

Å injury from blood pressure cuffs, risk of hyperthermia,

Å spinal block only possible to a limited extent

Å Orthopedic surgery:

Å avoiding deformity, intramedullary fixation , cement-free

Å Pregnancy:

Å pre-eclampsia and bleeding more common, more premature/inadequate
births,

High-risk situations for people with OI



GP/bone specialist

medication, allergies, intolerances, patient-specific information

Adults with OI need to be prepared for emergencies

In 22 languages

I have osteogenesis imperfecta (OI, brittle bone disease). This means that my

bones break easily. However, OI affects not only the bones, but all connective

tissue.

Please ask me/my parents/my companions before moving, transporting, 

examining or treating me; follow my/their instructions on how to safely handle 

and move me.

We would like to remind you of the following:

Å In osteogenesis imperfecta, fractures can occur easily or even

spontaneously.

...



Notfallausweis OI SG BOND

Aktualisiert am .......................................................... 


