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Translation from Research to Clinical Care 

1.  What are the  positive practical outcomes for patients from 
improved translation from research to clinical care?  

2.  How to set up a clinical research collaborative network?  

3.  How to allow for successful trials in rare renal diseases? 

4.  How to ensure an optimal use of genetic services/genomics for 
the patients? 

5.  What is the best organization of care to ensure that clinical 
research develops and leads to clinical practice 
recommendations to the benefit of all? 

6.  What initiatives can boost drug development?  

7.  How to disseminate good practices for translational medicine? 
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Translation from Research to Clinical Care 
Lessons from aHUS 

1.  Studying families has been pivotal in understanding the 
molecular mechanisms responsible for the disease. 

2.  You need some luck. 
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“Dad Shaun McCowie is living with a rare genetic condition that has killed seven 
members of his family. The 47-year-old has atypical hemolytic uremic syndrome 
(HUS), a form of kidney failure, and the genetic defect his family has been plagued 
with is believed to be one of only 10 cases in the world……. “ 

Rare condition strikes eight family members 
Helen Rae, Evening Chronicle, July 23rd 2009 
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Newcastle Family 2016 
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Familial aHUS – Newcastle cohort 

56 families in total 
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8.  A national  expert centre can help to optimise translation from 
research to clinical care. 
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Benefits of a national expert centre 
Lessons from the aHUS expert centre in England 

•  3 year period (April 2013 – March 2016) provided an aHUS expert 
centre for England 

•  119 patients treated with eculizumab, 31 children and 88 adults, 76 
incident and 43 prevalent, 81 still receiving treatment 

•  28 patients transplanted with prophylactic eculizumab 
•  35% mutation detection in incident patients.  Mutation negative 

patients being entered into national WGS study (100,000 genomes) 
•  Provide all the specialist investigations 
•  Provide a service for the counselling of family members 
•  Hopefully a national study of withdrawal of treatment will start in 2017 
•  A national service for aHUS provides an infrastructure for patients to 

be treated with eculizumab when they need it for as long as they 
need it 

•  A locally delivered national service with oversight from an expert 
centre provides both local and national accountability 
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9.  Establish an appropriate, professional relationship with pharma. 
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