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TODAY’S AGENDA
TOPIC SPEAKER

Overview of the Rare Disease PFDD Guidance 
Compendium Project 

Annie Kennedy – EveryLife Foundation

Perspectives on the Need for and Benefit of the 
Initiative & Guide

Ryan Fischer – PPMD
Cara O’Neill – Cure Sanfilippo Foundation
Kristin Van Goor – Vertex 

Orientation to the Guide Kim McCleary – The Kith Collective
Discussion of Resources Annie Kennedy

Eric Gascho – National Health Council
Wrap-Up Annie Kennedy



• Multi-stakeholder, collaborative effort designed to inform the understanding of how patient-focused medical 
product development and related FDA guidances can be applied to development of therapeutics for rare 
diseases

• Series of four virtual workshops of PFDD leaders to consider the application of FDA guidances across four 
lifecycle stages of medical product development to identify challenges and opportunities specific to rare 
diseases

• Develop an accessible Guide for use by all stakeholders involved in the rare disease therapeutic 
development ecosystem to embed the perspectives of the people living with a rare disease in the 
development of therapeutics. 

INTRODUCTION



Project Leadership

Annie Kennedy, EveryLife Foundation
Victoria Dohnal, BIO (Aug. 10, 2021 – Nov 2021)
Kate Donigan, BIO (beginning Dec 2021)
Eric Gascho, National Health Council
Danielle Friend, BIO (through Aug. 7, 2021)
Maria Apostolaros, PhRMA
Christine Harhaj, PhRMA
Kim McCleary, Kith Collective
Samantha Mayberry, Kith Collective

Jennifer Bright, The Innovation & 
Value Initiative
Nimi Chhina, BioMarin
Ryan Fischer, PPMD
Emily Freeman, Lundbeck
Danielle Friend, J&J
Lauren Hetrick, AbbVie
Paul Howard, Amicus Therapeutics
Jill Jarecki, CureSMA
Alexis Miller, Merck

Steve Morin, Merck
Amy Nicole Nayar, Novartis
Cara O’Neill, Cure Sanfilippo 
Foundation
Samantha Roberts, Genentech
Sean Tunis, Rubix Health
Pujita Vaidya, Amgen
Kristin Van Goor, Vertex

Project Steering Committee



June 23, 2021: Research and Early Development

July 29, 2021: Clinical Development

Sept. 17, 2021: Health Authority Review & Marketing Authorization

Oct. 7, 2021: Post-Marketing

BY THE NUMBERS



PLANNING & EXECUTION

March 17, 2021 June 23, 2021 July 29, 2021 September 17, 2021 October 7, 2021

September 1, 2021 December 13, 2021

Secure 
Sponsors 

and
Form 

Leadership 
Committee
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PLANNING & EXECUTION

March 17, 2021 June 23, 2021 July 29, 2021 September 17, 2021 October 7, 2021 January 27, 2022

September 1, 2021 December 13, 2021

Secure 
Sponsors 

and
Form 

Leadership 
Committee

ERG report issued
June 29

PDUFA goals letter 
issued August 23

B/R guidance issued 
September 29

21st CC 2.0 draft 
issued November 16

Responding to a dynamic environment



Perspectives on the 
Need for and Benefit of the Initiative & Guide

Ryan Fischer – PPMD 
Kristin Van Goor – Vertex 
Cara O’Neill – Cure Sanfilippo Foundation



Orientation to the 
Guide to Patient Involvement in

Rare Disease Therapy Development



CONTEXT & 
ORIENTATION



8 FOCUS AREAS



Layout for each of the 8 focus areas

Introduction to the topic as it 
relates to patient involvement



Layout for each of the 8 focus areas



Layout for each of the 8 focus areas

Opportunities for multiple stakeholders to collaborate



Layout for each of the 8 focus areas

112 linked resources, 
referenced to help put in context



WORKSHOP
SUMMARIES







Thank You!

Project Steering Committee

Jennifer Bright, The Innovation & Value Initiative
Nimi Chhina, BioMarin
Ryan Fischer, PPMD
Emily Freeman, Lundbeck
Danielle Friend, J&J
Lauren Hetrick, AbbVie
Paul Howard, Amicus Therapeutics
Jill Jarecki, CureSMA
Alexis Miller, Merck
Steve Morin, Merck
Amy Nicole Nayar, Novartis
Cara O’Neill, Cure Sanfilippo Foundation
Samantha Roberts, Genentech
Sean Tunis, Rubix Health
Pujita Vaidya, Amgen
Kristin Van Goor, Vertex

Project Leadership

Annie Kennedy, EveryLife Foundation
Victoria Dohnal, BIO (Aug 2021 – Nov 2021)
Kate Donigan, BIO (beginning Dec 2021)
Eric Gascho, National Health Council
Danielle Friend, BIO (through Aug. 7, 2021)
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With sincere appreciation to the following 
individuals who made extensive contributions 
to the design and convening of the workshop 
series and development of this guide. 
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