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Overview 

• Patient centricity/engagement is gaining momentum 
– Significant benefits to be gained 

• Rare Disease drug development leads the field of patient engagement 
– True patient engagement is critical at every stage of discovery and development  
– Patient groups represent an essential partner in Rare Disease drug development 

• Case study – Patient Partnership in Rare Disease drug development at Roche 
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Integration of patients as R&D partners is gathering momentum 
 
 
• Partnering with patients in drug development R&D represents a new way of working 

– From traditional donations, to venture philanthropy, e.g. Cystic Fibrosis Foundation and Kalydeco 
– Evolution in understanding and accounting for patients’ needs 

• Patient engagement has inherent benefits across the entire R&D lifecycle 
– Focus on appropriate research  
– Evidence generation design and execution 
– Improve patient outcomes 
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Initiatives and frameworks support the evolving science of patient input 
across stakeholders 
 
 
• Collaboration across stakeholders is key 

• Health Authority initiatives  

• Collaborative, multi-stakeholder frameworks  
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US Food and Drug Administration  
 

• Patient Focused Drug Development (PFDD) workshops as part of Prescriptions Drug User Fee Act V 
(PDUFA V) 

– To systematically gather patients’ perspectives on their condition and available therapies  
– ‘Voice of the Patient’ report  

• Externally hosted PFDD workshops 
– Myotonic Dystrophy Foundation (October 2016) 

http://www.fda.gov/ForIndustry/UserFees/PrescriptionDrugUserFee/ucm347317.htm 



 European Medicines Agency 
 

• Patients’ and Consumers’ Working Party (PCWP) 
• Multiple opportunities for patient involvement throughout lifecycle 
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Frameworks to support systematic integration of patient perspective across 
R&D 

• Clinical Trials Transformation Initiative (CTTI) visual framework  
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Frameworks to support systematic integration of patient perspective across 
R&D 

• Clinical Trials Transformation Initiative (CTTI) visual framework  

 

 

 

 

• Patient Focused Medicines Development  

 

• EUPATI (European Patients’ Academy on Therapeutic Innovation) 
– Build patient capacity and capability for engagement in R&D 
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http://patientfocusedmedicine.org; www.eupati.eu  

 

http://patientfocusedmedicine.org/
http://patientfocusedmedicine.org/
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In Rare Disease drug development, true patient engagement is critical   
 

• Patients with Rare Disease are the thought-leaders and experts of the field 

• Particular challenges 
– Disease burden and natural history 
– Meaningful benefit and appropriate endpoints/outcome measures  
– Small numbers of patients 
– Translational tools  

• Patient organisations represent an essential development partner  
– Initiators of research in Rare Diseases 
– Help to educate and mitigate risk, eg tool compounds 
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How can we engage patients in RD early on? 

Understand disease burden 
• Disease burden survey with primary 

interviews 
• Natural history study 
• Cross-sectional survey 

Establishing endpoints 
• Direct measures of disease that 

correlate with clinical function 
• Patient/Caregiver/Clinician Reported 

Outcome tools 

Benefit/risk perspective 
• Goals of therapy vs tolerance of risk 
• Halting progression or improvement 

of function? 
• Integration of multiple domains of 

patient experience 
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Parent Project Muscular Dystrophy (PPMD) in Duchenne Muscular 
Dystrophy (DMD) 

• First patient advocacy-initiated draft guidance for a rare disease 

• PPMD convened an expert, multi-stakeholder advisory committee to develop and issue recommendations for FDA 
to most effectively evaluate new therapies for DMD 

• PPMD invited by FDA to submit a proposed draft guidance document to FDA 
– Collaborative effort of >80 stakeholders including community advisory board  

• Key sections highlighted included benefit/risk assessment analysis and patient/caregiver preferences  
– PPMD data re treatment preferences and risk tolerance in DMD 

• Included key DMD community imperatives: controlled trials, narrow eligibilty criteria, controversy of dystrophin 
as an endpoint and personal stories 
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Case study – Our approach to patient engagement in Rare Diseases   

• Patient Partnership is a core function of Rare Diseases R&D Unit 
– Drive early interactions with patient groups  
– Advance science together with patients 

• Patient partnership must be 
– Early and continuous 
– Pre-planned and integrated 

• Patient focused lifecycle plan  
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Early interactions to drive clinical trial readiness in Myotonic Dystrophy 

• Myotonic Dystrophy is a progressive, multi-systemic disease that affects at least 1 in 8000 in US 
– Skeletal muscle, cardiac, respiratory, GI and endocrine manifestations, cataracts, dysarthria, dysphagia and 

cognitive impairment  

• Early candidate screening project with University of Basel  
– Close collaboration with Myotonic Dystrophy Foundation 

• Participation in drug development round table  
• Patient perspective around disease burden and potential endpoints 
• Focus on translational tools 
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Defining appropriate endpoints in Angelman Syndrome (AS) 
 

• Severe neurodevelopmental disorder characterized by intellectual disability,  
speech impairment, movement disorders, seizures and abnormal sleep 

– Seizures, communication and sleep most meaningful areas to address (from parent’s perspective) 
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Defining appropriate endpoints in Angelman Syndrome (AS) 
 

• Lack of quantitative clinical outcome measures and biomarkers 

• Partnership with AS Patient Groups is advancing  
– Understanding of disease progression and critical treatment time window 
– Development of PD biomarkers  
– Identification of robust, clinically meaningful outcome measures 

• Early interactions are advancing science in AS, driving clinical trial readiness with the patient perspective at 
core 

 

16 



Patient focused discovery efforts in Spinal Muscular Atrophy (SMA) 
 

• SMA is a severe, progressive disease that leads to loss of motor function, ambulation and reduced life 
expectancy in its most severe form 

• RG7916 is an oral SMN2 splicing modifier in clinical development, in collaboration with SMA Foundation 
and PTC Therapeutics 

• Early assay and screening programme initiated and funded by SMA Foundation 
– Collaboration established at Lead Identification 

• Patients initiating discovery, Pharma enabling and progressing programme through clinical development 
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Patient centric clinical trials Spinal Muscular Atrophy 
 

• Multiple methods to gather real-time patient input   
– Patient attending Clinical Team meetings provided insights and validation of team assumptions 
– Individual discussions to map patient journey 
– Diverse groups of patients reviewed clinical trial protocols 
– Virtual advisory board with parents for Type 1 protocol 
– Development of patient/caregiver reported outcome questionnaires with patient input 
– Review of Assent forms by Young Person’s Advisory Group 

• Comments led to improvements in protocol, site training and informed consent process 

• Minimise patient and caregiver burden 
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Internal factors External factors 

Strengths Opportunities 

• Dedicated function focused on partnering with patients 
• Early partnership from discovery phase and continuing 

across lifecycle of molecule 
• Team understands the patient journey and ecosystem 
• Clinical trials designed to be as patient focused as possible 
• Providing feedback to patients on their input 

• Patients are the thought leaders in their disease area  
• Patient groups facilitate stakeholder collaboration and drive 

research efforts 
• Health Authorities strongly encourage patient engagement 
• Frameworks are supporting engagement efforts 

Key success factors 
• Collaboration across all stakeholders 
• Early and continuous patient engagement 
• Pre-planned and integrated patient engagement 

The Key Factors driving our success 

19 



Conclusion  

• Patient centricity/engagement is gaining momentum 

 

• Partnering with patients is at the core of our Rare Diseases R&D model 

 

• Collaboration across all stakeholders is key in Rare Disease drug development 
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Doing now what patients need 
next 

21 


