
CYSTINOSIS IRELAND is a proud member of HRCI #HealthResearchMatters

ABOUT CYSTINOSIS IRELAND:

• Cystinosis is a rare, metabolic disease characterized by an accumulation of the amino acid, cystine, in
organs and tissues, leading to severe organ dysfunction and eventual kidney failure.

• There are approximately 2,000 people worldwide diagnosed with cystinosis, 20 of whom live on the
island of Ireland. Cystinosis is classified as an orphan disease by EURORDIS.

• Cystinosis Ireland was founded in 2003 by those living with cystinosis and their families. The
organisation continues to be led by people with personal experience of living with cystinosis. Our goals
remain the same since our foundation - to fund research, raise awareness and provide support.

• We are a registered charity under the Charities Act 2015.

WHAT WE DO IN RESEARCH

• Cystinosis Ireland is one of the main patient organisations in Europe 
driving research into this rare disease. 

• Since its establishment in 2003, Cystinosis Ireland has supported 
research projects focused on all aspects of this disease to the value of 
€1.9 million either through direct funding or as a co-funding partner 
with Ireland's national health research funding agency, the Health 
Research Board through - the HRCI-HRB (formerly MRCG-HRB) Joint 
Funding Scheme.

• Cystinosis Ireland is the third most successful patient organisation in 
securing successful research projects through the HRCI-HRB Joint 
Funding Scheme. 

OUR RESEARCH HIGHLIGHTS:
• Cystinosis Ireland has partnered with the HRB in co-funding 4 major

research projects valued at €860,000.
• Projects currently co-funded by Cystinosis Ireland through the HRCI-

HRB Joint Funding Scheme are:
• Unravelling the mechanisms of azoospermia and potential future treatments

in male cystinosis patients led by Professor Elena Levtchenko, Katholieke
Universiteit Leuven, Belgium.

• Targeting Autophagy in Nephropathic Cystinosis led by Professor Minnie Sarwal
at the University of California, San Francisco, USA.

• Cystinosis Ireland also organises the Annual Dublin Cystinosis
Workshop at which scientists, clinicians and families living with
cystinosis meet in Dublin to network, share ideas, discuss scientific
breakthroughs and work together with the common aim of conquering
this rare disease.

WE ARE KEEN TO PARTNER WITH OTHER CHARITIES ON:

• Improving outcomes for children requiring g-tube feeding.

• In early childhood, not eating is a major issue and can have knock-on impacts for
life. Most children that are diagnosed with cystinosis require g-tube for
feeding. We are interested in understanding why this is and also in improving
the outcomes for children in which this is a long-term requirement.

• Developing best practice models of care transition from childhood
care to adult care in the Irish health service.

• Examining the psycho-social impacts of chronic childhood disease and
also the impacts of treatment(s) on patient lives and of the lives of
their families.

WE ARE KEEN TO PARTNER WITH RESEARCHERS ON:

• The development of more effective therapeutics including new drug
formulations and stem cell therapies.

• Understanding the genetics and pathophysiology of cystinosis.

• Investigating concomitant symptoms of cystinosis including:

• Muscle weakness - including swallowing problems and weakness in other
muscles such as hands, legs, arms.

• Bone weakness including knock knees and spontaneous fractures which occur in
most children whatever level of drug therapy adherence.

• Improving kidney transplantation outcomes.

THE BENEFITS OF HRCI (formerly the MRCG) TO OUR WORK

• The HRCI-HRB Joint Funding Scheme has enabled Cystinosis Ireland to leverage our donor funding to
support 4 major research projects led by world class researchers with a combined value of €860,000.

• The HRCI network ensures that the Cystinosis Ireland Executive is informed about relevant health research
policy developments and enables Cystinosis Ireland to share knowledge and information with other peer
organisations that understand the health research challenges and solutions.

• The HRCI PPI Shared Learning Group has guided us in formalising our patient involvement activities and
provided us with helpful resources.
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Research by the team at KU Leuven, Belgium 
demonstrates that the problem of azoospermia in 
male cystinosis patients is probably located more 

distal to testes and epididymis in the male 
reproductive tract

Postgraduate student Amer Jamalpoor (Centre), Utrecht University 
awarded the Professor Roz Anderson Memorial Prize for Best 

Scientific Poster at the 5th Annual Dublin Cystinosis Workshop 2019 
with Mick Swift (Left), Chairman of Cystinosis Ireland and Professor 

Herbie Newell (Right), Newcastle University


