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When you hear hoofbeats 
behind you, don't expect 
to see a zebra.

Theodore E.Woodward,MD
University of Maryland circa 1950
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Mum
1998
Mood disorder
Asthma
Weight
Family conflict
War…

Step Dad

Little sister

Younger brother



Jack
9.12.87
Difficulty walking by age 3
Duchenne’s Muscular Dystrophy
Asthma
13, wheelchair bound, smart
Team – mum, local child and adolescent development unit, 

local paediatrician, neuromuscular clinic at CHW, charity 
support for family car, computer for home schooling, 
powered wheel chair, respite care in the home, respite 
care for holidays



Duchenne’s Muscular Dystrophy

X linked recessive disorder
30/100000 males
Apparent by age 3-5 
Progressive muscular weakness
Contractures
Wheel chair dependent by age 12
Respiratory infections, congestive heart failure





GP’s role?
Single diagnoses 
6-10% (? 40+ people with rare diseases)
Conditions other than their rare disease
Context – families, communities, schools



GP Role

Diagnose.
Ask more frequently “Could it be a rare 

disease?” Recognise deviations from 
common patterns of disease. Be judicious 
in testing for low-prevalence disorders. 
Wisely use specialist services for precise 
diagnoses.



GP Role

Attend to the whole patient.
Provide high-quality care for other health 

issues including unrelated common 
conditions and preventive activities (e.g., 
immunisation, screening and health 
promotion).



GP Role

Know the disease.
Become knowledgeable about the rare diseases 

encountered, including natural history, evidence- 
based treatment options, systematic long-term 
care, associated problems, and genetics. Seek 
out appropriate specialist services, international 
centres of excellence, and local organisations 
which offer relevant services.



GP Role

Empower the patient. 
Encourage patients and their carers to ask 

questions, and assist them with self-care 
and decision making.



GP Role

Support the family.
Contribute to the physical, emotional, 

psychological, spiritual, and social needs 
of the patient’s support network.



GP Role

Advocate.
Support the patient’s journey through social 

service and medical bureaucracies, and 
interpret written and verbal information.



GP Role

Diagnose.
Attend to the whole patient.
Know the disease.
Empower the patient. 
Support the family.
Advocate.



GP Role

D iagnose.
A ttend to the whole patient.
K now the disease.
E mpower the patient. 
S upport the family.
A dvocate.



Hopes

Diagnose. Know the disease.
Information and connection…the internet
Diseases, support groups, centres of excellence
Website, 1800 number

Role of primary care
Research with patients and with clinicians 
Generic model of rare disease care
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