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Rebecca’s Frustrations

• Diagnosis- lack of knowledge by physicians
• Treatment- experimental
• Prognosis- patients in limbo
• Rules for equipment e.g. home oxygen
• Lack of a National Plan



Intro

• We do little for ‘Orphan’ diseases

• Money
– Drug companies
– Research

• No grants
• Insufficient study power



The problem

• <1in 2000 (European Parliament 1999)

• Approx 8000 rare diseases
• Approx 10%  world has a rare disease

• Many of these are respiratory
Zurynski MJA 2007



Common features 
• Low prevalence but high impact
•Many have childhood onset, lifelong, no cure

- 20 year survival for at least one chromosomal 
abnormality 85.5%  Tennant et al Lancet 2010

•Impact on patients/families
•Impact on medical health resources



Patients have the right to 

• Equitable 
–prevention
–diagnosis 
– treatment

• French Law

European Commission Public Consultation 2007



Impacts on Clinicians 
and Health Services 

• Rett and Fetal Alcohol Syndrome
• Literature review
• Questions: 

– Impact on families and communities
– impact on clinicians and health resources
– How have governments responded

Zurynski et al Arch Dis Child 2008



Impacts on Clinicians

• Lack of awareness of disease
– Diagnostic delays
– Wrong diagnosis
– Multiple, unnecessary investigations

• Lack of evidence based information 
– Management guidance
– Prognosis

• Lack of specialised diagnostic and referral services
• Lack of parent support groups



Impacts on Clinicians

• Unclear where to get information from
• Internet use

– 46% NZ GPs used internet

• How many health professionals know about 
the Internet portals such as www.Orpha.net 
or Office of Rare Disorders

Cullen RJ. J Med Libr Assoc 2002; 90:370-379.



Impacts on Health Services 

• Uncoordinated care

• Health expenditure 
– accessed frequently 
– specialised
– disparate services
– drugs
–Fetal alcohol syndrome costs $2.8 billion/year

Harwood H. National Institute on Alcohol Abuse and Alcoholism. 
http://pubs.niaaa.nih.gov/publications/economic-2000/#table3



Impacts on Health Services 

• Scarce resources
–staff 
–equipment
–clinic time
–expertise

• Access to specialised clinics difficult
– Rural Australia poses unique challenges

• Transition
–Adult physicians experiencing new diseases



Poorer health outcomes

Patient outcomes
Health economic outcomes



Primary Ciliary Dyskinesia

• Ciliary abnormality
• Otitis media and deafness
• Bronchiectasis and respiratory failure
• Infertility

http://www.ehu.es/biomoleculas/PROT/cilia.gif


Primary Ciliary Dyskinesia

• 1 in 15 000
• 20 babies born a year
• Should be 1000 patients in Australia

• Diagnosis made by specialist techniques
– nasal nitric oxide
– microscopy



Ciliary Diagnostic Disorders 
in Australia

• 1 specialised centre
• No video EM
• Relies on 1 person
• Equipment bought by research grants or 

fund raising

• UK diagnostic centre exists



Ciliary Diagnostic Disorders 
in Australia

• Since 2000
• 500 referrals from all States
• 50 diagnosed

– 1 have 1 patient in Bankstown
– 1 in Wagga Wagga

• Where are the other 950?



Primary Ciliary Dyskinesia 
The Solutions

• A National Centre of Excellence

• Similar to UK NSCAG model

• National referral centre
• Accurate diagnosis

– State of the Art diagnostic facilities
– No late diagnosis

• Establish local standards of care and benchmarks 
Barbato et al ERJ 2009



Primary Ciliary Dyskinesia 
The Solutions

• A National Centre of Excellence allows

– Coordination of services
– Equitable access
– Paediatric and adult multidisciplinary team
– NSW Kids
– Transition

– At little extra cost with improved health 
outcomes



The Solution
• Training

– Medical students
– Allied health
– Nursing
– Colleagues

• Sharing of expertise
– Education to other hospitals

• International audit
• Research
• Patient/Family support group



www.bpold.co.uk

National Registries





Condition Number 
reported 
Phase 1

Number 
reported  
Phase 2

Incidence 
per 

1000,000

Congenital Cystic Lung 
Lesions

1 53 (5) 4.9

Congenital Central 
Hypoventilation Syndrome

0 10 (1) 0.9

Interstitial Lung Disease 2 15 (1) 1.4
Obliterative Bronchiolitis 7 14 (4) 1.3
Pulmonary Alveolar 
Proteinosis

0 3 0.3

Pulmonary Papillomatosis 0 3 0.3
Bronchiectasis of Unknown 
Cause

15 23 (3) 2.1

Pleural and Pulmonary 
Lymphangiectasia

1 6 0.6

Idiopathic Pulmonary 
Haemosiderosis

0 5 0.5

Estimated incidence patients under 16 
in the UK, Aug 2006 to July 2007

Laverty, Jaffe, Cunningham Ped Pulm 2008



Australasian Registry Network 
for Orphan Lung Disease

• To build a database of patients with rare lung 
diseases for future research

• Allow calculation of prevalence/incidence
• Conduit for research projects

• Reference portal for health professionals and 
patients
– As an educational resource to improve clinical 

knowledge 
– Aid establish self-help groups



Methods 
www.arnold.org.au



Diseases
• 30 orphan lung diseases

– disease information and web links being 
populated





Patient Discussion Forum



Links



Rebecca’s Solution



• Sanjad-Sakati Syndrome
– Autosomal recessive
– Congenital Hypoparathyroidism
– Short Stature
– Mild mental retardation
– Dysmorphic features

What difference can we really make?



• AD , 15 Yrs
• SSS
• Delayed diagnosis
• 2 sisters with same syndrome

( 1 Died at 6 months of age, other 5 yrs old)
• Fathers Education: 

– Elementary school
– Office clerk

• Father frustrated with late diagnosis and lack of 
knowledge by doctors





Sanjad-Sakati Website



• Started an Association
• Printing and translating information from 

internet for others
• Planning a national medical and public 

conference  
• Creating a database 



Summary
• Orphan respiratory diseases are a significant 

health burden
• Lack of information for clinicians and patients 

frustrating
• Increasing interest in orphan lung diseases
• Collaboration essential
• Consumer pressure push rare lung diseases up 

political agenda
– Empowering patients and their families

• Politicians need to be made aware
– Need for coordinated National Plan

• Tomorrow….?



http://sch.sesahs.nsw.gov.au/intranet.asp
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