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Rare Diseases in Ireland….

Nguengang Wakap S, Lambert DM, Olry A, Rodwell C, Gueydan C, Lanneau V, Murphy D, Le Cam Y, Rath A. 
Estimating cumulative point prevalence of rare diseases: analysis of the Orphanet database. Eur J Hum Genet. 2020 Feb;28(2):165-173. 
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Impact on children in Ireland….

Gunne E, Lambert DM, Ward AJ, Murphy DN, Treacy EP, Lynch SA.  An estimate of the cumulative 
paediatric prevalence of rare diseases in Ireland and comment on the literature. Eur J Hum Genet. 2022 Nov;30(11):1211-1215 
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Diagnostic odyssey in Ireland

Rare Barometer – EURORDIS-Rare Diseases Europe – 2024 May. 



Average time to confirmed diagnosis across Europe: 4.7 years
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Diagnostic odyssey in Ireland

Rare Barometer – EURORDIS-Rare Diseases Europe – 2024 May. 



• Missed opportunity to access most 
appropriate treatment early

• Deterioration in physical & mental 
health

• Exposure to potentially harmful 
treatment

• Undermines confidence in 
healthcare system

• Wasteful of scarce resources
– Healthcare provider time
– Cost of unnecessary treatment
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Impact of diagnostic odyssey

Rare Barometer – EURORDIS-Rare Diseases Europe – 2024 May. 



NBS leader to laggard…
• Feb 1966 (established)

– first national screening 
program in the world

• Today
– Ireland screens newborns 

for less diseases than 
75% of European countries

– only 1 disease implemented
into NBS program at HSE 
over last 5 years
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Variation in screening (Europe)
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18 - average number diseases 
in NBS panels



Expanding NBS program
• 2-step process

– NSAC recommendation/Minister approval
– HSE implementation

• 9 conditions in NBS panel today 
– only ADA-SCID added at HSE over last 5 years
– other SCID types & SMA approved, but NOT implemented

• 34 conditions awaiting NSAC assessment
– Each assessment approx. 12-18 months
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Our ask…
• At least double the number of diseases implemented 

in NBS panel over next 5 years (by 2029)
– HSE adopt systematic approach to implementing NSAC 

recommendations
– DoH/NSAC coordinate assessment and approval at European 

level – eliminate duplication and 18-month assessment time

Maximise benefit of screening program:
Save lives & health of 

~200 newborn babies annually
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Thank you!
Campaign Partners

brought to you by 
Rare Diseases Ireland & 
Roche Products (Ireland) Ltd
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