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Webinar Housekeeping Information

⚫ Signing in
we have more than 100 participants

everyone is muted, except speakers

contact Jody or Gamze by email if needed

⚫ Questions & comments
type in the Questions box

questions addressed after each speaker 

do not use the Chat box

⚫ This webinar is being recorded



9:00-9:20 AM Introduction to the DC
H.A. Jinnah, MD, PhD

9:30-9:45 AM Patient Advocacy Group Updates
J. Hieshetter and K. Kuman

9:50-10:10 AM Natural History Project: Progress & Next Steps 
J.S. Perlmutter, MD

10:20-10:40 AM Biobank Project: Progress & Next Steps
C. Cruchaga, PhD

10:50-11:10 AM BREAK

11:10-11:30 AM Patient-Centered Outcomes Project
S. Pirio Richardson, MD

11:40 AM-12:00 PM Objective Measures Project
D. Peterson, PhD

12:10-12:40 PM Q&A, Closing Remarks 

Agenda



Dystonia Coalition:
What is it?

⚫ Not a research study

⚫ Consortium for multicenter studies
infrastructure for clinical & translational research

address gaps in clinical trial readiness

⚫ Support began 2009
NIH Rare Diseases Clinical Research Network

private foundations

pharmaceutical companies
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Dystonia Coalition:
Rare Diseases Clinical Research Network



Active Affiliate ClosedEmory

Dystonia Coalition:
Who is involved?



Dystonia Coalition:
What have we done so far?

⚫ Completed Several Major Clinical Studies
all address key bottlenecks in trial readiness

all have international participation

⚫ Seeded Numerous Smaller Pilot Studies
40  “investigator-initiated” pilot projects

14  “career development awards”

22  grant proposals (10 funded; NIH, Europe)

⚫ More than 100 publications
Brain, JAMA, J Neurosci, Mov Disord, Neurol



⚫ Clinical trials cannot proceed without this
appropriate patient selection

uniform study populations

⚫ Basic science cannot proceed without this
genetic studies

imaging studies

biomarker studies

physiological studies

Diagnostic Criteria for Dystonias:
Why is this so important?



Diagnostic Criteria for Dystonias:
Defining dystonia and its subgroups

Mov Disord 2013

Cited ~800 times already



Diagnostic Criteria for Dystonias:
Laryngeal dystonia

2018



Diagnostic Criteria for Dystonias:
Blepharospasm

Neurology

2013



⚫ Clinical trials must have measurable endpoints
proof of efficacy

⚫ Basic science needs clinical correlates
imaging studies

biomarker studies

physiological studies

Measuring Severity in Dystonias:
Why is this so important?



Measuring Severity in Dystonias:
Cervical dystonia clinical rating scale

Mov Disord 2016



Measuring Severity in Dystonias:
Blepharospasm rating scale

Mov Disord 2015



Measuring Severity in Dystonias:
Digital measures for blepharospasm

Neurology

2016



⚫ Essential to delineate phenotypic spectrum
recognize common comorbidities

identify common patterns

establish meaningful subgroups

⚫ Essential for clinical trials
baseline data for designing clinical trials

encourage efforts to find disease-modifying therapies

encourage efforts to find a cure

Natural History of the Dystonias:
Why is this so important?



Natural History of the Dystonias:
Progressive worsening over time

JNNP 2019



Natural History of the Dystonias:
Focus on cervical dystonia

Mov Disord 2016



Dystonia Coalition:
What have we done so far?

⚫ Several Major Clinical Studies
all address key bottlenecks in trial readiness

all have international participation

⚫ Seeded Numerous Pilot Studies
14  “investigator-initiated” pilot projects

14  “career development awards”

22  grant proposals (10 funded; NIH, Europe)

⚫ More than 100 publications
J Neurosci, Brain, Neurol, Mov Disord



Pilot Projects Program

⚫ Goal
foster promising clinical/translational studies

⚫ Sponsorship
NIH, Patient Advocacy Groups, Industry

⚫ History
40 projects, 32 different sites, 6 countries

⚫ Future
Multiple applications currently under review



Career Development Award

⚫ Goal
encourage junior investigators

⚫ Sponsorship
NIH, Patient Advocacy Groups

⚫ History
14 candidates supported in 4 countries

⚫ Future
Multiple applications now under review



Dystonia Coalition:
Current Projects

⚫ Natural History Project
Define phenotypic spectrum and evolution of dystonias

⚫ Biobank Project
Shared resource for DNA and other biomarker materials

⚫ Patient-Centered Outcomes Project
Develop an app-based patient tool to chart symptoms

⚫ Objective Measures Project
Develop digital tools to measure dystonia



Sponsors

⚫ Other supporters
Industry

Professional societies

Patient advocacy groups



Sponsors

http://www.tylershope.org/Default.aspx


Special thanks to two people
who make everything happen!

Gamze Kilic-Berkmen, PhD

DC Program Manager, Emory University

dystoniacoalition@emory.edu

Jody Roosevelt

Manager of Science & Technology, DMRF

jroosevelt@dystonia-foundation.org


