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March 26, 2019 

 

Dear 1st SCA Global Conference Attendees, 

 

On behalf of the Organizing Committee and my Co-Chair Dr. Thomas Klockgether, we are delighted to welcome 

you to the inaugural SCA Global Conference. It has been a quarter of a century since the identification of the 

first SCA mutation in SCA1, and ataxia researchers have since found over 40 SCA genes to date. Meanwhile, 

understanding the disease-causing mechanism of some of these SCAs has advanced to the stage where           

therapeutic strategies based on strong scientific premise can be formulated. Many efforts are currently taking 

sure steps toward clinical trials of promising new drugs. However, since all SCAs are rare disorders, we must 

develop worldwide collaborations to make decisive clinical trials possible with sufficient statistical power.  

 

We are here today to tackle this task of kickstarting the Global SCA initiative. There are a number of issues that 

make international clinical studies challenging. These issues include not only genetic diversity among people in 

various parts of the world but also differences in natural and cultural environment that may have an influence 

on the clinical outcome of the disease gene. Furthermore, regulatory restrictions, despite their good original    

purposes, have made international sharing of data and biological samples across borders difficult. Finally, there 

is an urgent need to harmonize assessment protocols, imaging procedures and biosampling. We must overcome 

these hurdles to accomplish our common goal to establish seamless ataxia research infrastructures. We are    

excited to see many people are attending this conference with a willingness to work hard to advance toward our 

common goal while developing mutual trust and commitment. 

 

This conference is attended by junior investigators, including students, postdocs and other early career           

professionals as well as accomplished investigators. These investigators have diverse backgrounds in scientific 

disciplines. They are from not only academic institutions but also industry, government and patient support    

organizations of various countries. We are hoping that this conference becomes a venue for an international    

academic family of these investigators.  

 

We would like to thank the National Ataxia Foundation (NAF) for fostering this SCA Global initiative by    

providing significant financial and invaluable non-monetary contributions. We also thank government and     

industry sponsors for their generous support. We are particularly keen about active participation of junior       

investigators, women and underrepresented minorities. Our staff are prepared to help anyone who have physical 

limitations. Last but not least, please make the most out of the opportunities to interact with patients and their 

family members who are attending the Annual Ataxia Conference. 

 

I look forward to stimulating discussions and an engaging conference as we move towards a new era of ataxia 

therapeutics. 

 

Kind regards, 

 

 

 

Thomas Klockgether, M.D. and Tee Ashizawa, M.D.  
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March 27, 2019 

 

Dear SCA Global Conference Attendees, 

 

On behalf of the National Ataxia Foundation (NAF) Board of Directors, Medical Research Advisory Board         

members, the NAF staff, and the families who we serve: Welcome to the first SCA Global Conference. We        

anticipate an exciting two- and one-half-day conference that will engage researchers in advancing the field toward    

development of therapies for those with ataxia. A conference such as the one we are about to begin will encourage 

and galvanize the entire ataxia community. Researchers provide the hope that our families so desperately need. 

Thank you for participating in this historical conference.  

 

Attendees at this conference are from across the globe and represent the following countries: Australia, Austria, 

Brazil, Canada, China, France, Germany, Hong Kong, Italy, Japan, Netherlands, Poland, Portugal, Switzerland, 

Taipei, UK and USA. Thank you to each speaker, poster presenter, sponsor and theme chair. Thank you to 

Cameryn Cobb, who will provide a welcome from her perspective of being affected with SCA7. We applaud her 

bravery and willingness to tell her story. 

 

We are especially grateful to the members of the SCA Global Conference Organizing Committee members, Dr. 

Thomas Klockgether and Dr. Tetsuo Ashizawa, Principal Investigators, Julie Greenfield, Ph.D. and Holm            

Graeβner, Ph.D., M.B.A. Thank you for the many hours spent to create the stellar agenda for the conference.  

 

The SCA Global Initiative Steering committee includes those on the Conference Organizing Committee as well as 

Alexandra Dürr, M.D., Ph.D., Laura Jardim, M.D., Ph.D., Bing-wen Soong, M.D., Ph.D., and David Szmulewicz, 

M.D., Ph.D. We look forward to the leadership that these individuals will provide to guide the future efforts of this 

significant initiative. 

 

Dr. Susan Perlman, NAF’s Medical Director, stated the following about the conference, “Since the founding of the 

National Ataxia Foundation, the past three generations of ataxia patients and families, as well as staff and         

clinicians, have been waiting and hoping for the door to definitive clinical trials to open. SCA Global will help make 

this happen.” 

 

We look forward to the exciting new partnerships that will be developed because of this SCA Global Conference and 

how that will bring us closer to treatments and a cure for ataxia. 

 

Sincerely, 

 

Sue Hagen 

Patient and Research Services Director 

National Ataxia Foundation  
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SCA GLOBAL —CONFERENCE SCHEDULE  
Wednesday, March 27, 2019 

8:15a - 8:20a    Welcome       Tetsuo Ashizawa, MD 

8:20a - 8:35a   Patient Welcome & Expectations   Cameryn Cobb, Affected with SCA7 

8:35a - 9:05a  Keynote: Scientific premise for  
treatments of polyglutamine SCAs   Henry L. Paulson, MD, PhD 

  

Theme 1 Existing cohorts and natural history of SCAs    Chairs: Thomas Klockgether, MD, Tetsuo Ashizawa, MD 

9:05a - 9:35a   Keynote: Enroll-HD     Bernhard Landwehrmeyer, MD 

9:35a - 9:55a   SCAs in Europe     Thomas Klockgether, MD 

9:55a - 10:15a   READISCA      Tetsuo Ashizawa, MD 

10:15a - 10:35a   SCA3 in Brazil      Laura Jardim, MD, PhD 
 

10:35a - 10:50a   Morning break (Posters available for viewing) 
 

10:50a - 11:10a   SCAs in Australia     David Szmulewicz 

11:10a - 11:30a   Taiwanese SCA cohorts    Bing-wen Soong, MD, PhD  

11:30a - 11:50a   Chinese SCA      Hong Jiang, MD, PhD  

11:50a - 12:10p   SCAs in Japan      Hidehiro Mizusawa, MD, PhD 

12:10p - 12:20p Evolution of ataxia in risk persons for  
SCA       Heike Jacobi, MD 

12:20p - 12:30p Progression of balance dysfunction as  
a disease biomarker     Anna Sobanska, MD 

 

12:30p - 1:30p   Lunch (Posters available for viewing) 
 

Theme 2 Standards for clinical assessment, brain imaging & biosampling  Chairs: Chris Gomez, MD, PhD, Gülin Öz, PhD 

1:30p - 2:00p  Keynote: Fluid biomarkers & ARCA Global   Matthis Synofzik, MD  

2:00p - 2:20p  Magnetic resonance biomarkers    Gülin Öz, PhD 

2:20p - 2:40p  Clinical scales and functional tests    Alexandra Dürr, MD, PhD 

2:40p - 3:00p  ENIGMA       Ian Harding, MD 
 

3:00p - 3:20p   Afternoon break (Posters available for viewing) 
 

3:20p - 3:40p  Wearable sensors to measure ataxia    Christopher Gomez, MD, PhD 

3:40p - 4:00p  NIH perspective & International Collaboration  Daniel Miller, PhD (NINDS) 

4:00p - 4:15p  Industry perspective      Moore Arnold, PhD (Biogen) 

4:15p - 4:30p  Industry perspective      Gregg Keaney, PhD (Cadent) 

4:30p - 4:40p  Serum neurofilaments in SCA 3    Carlo Wilke, MD, PhD 

4:40p - 4:50p  Brain and spinal cord structural alterations   Jennifer Faber, MD 

4:50p - 5:00p  Blood biomarker quantification in SCA 3                      Hector Garcia-Moreno, MD, PhD student 

5:00p - 6:00p  Panel Discussion 
 

6:00p - 7:30p   SCA Global Social Reception  

7:30p - 9:30p   ARCA Global Inaugural Meeting   Matthis Synofzik, MD 
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Theme 3 Enhancing clinical trial readiness Chair: Alexandra Durr, MD, PhD 
 

8:30a - 9:00a    Keynote: Clinical Trials     Melissa Beiner, MD, Biohaven  

9:00a - 9:20a   Trial design       Sophie Tezenas du Montcel, PhD 

9:20a - 9:40a  Biomarker/outcome measure  
certification and drug approval   TBD 

9:40a - 10:00a  Regulatory requirements for resource  
sharing      Johan Wisenborn  

10:00a - 10:20a   Morning break 
 

10:20a - 11:45a   Guided Poster Session   

11:45a - 12:05p   Identification of an Intronic AAGGG repeat expansion in CANVAS  

and late-onset ataxia      Henry Houlden, MD, PhD 
 

12:05p - 1:15p    Lunch 
 

Working groups (parallel sessions)  

1:15p - 1:30p   Defining tasks and Introduction of working groups 

1:30p - 1:45p   Charging each working group for specific goals 

1:45p - 5:30p   Working Group Facilitated Sessions 
 

    Clinical outcomes  Thomas Klockgether, MD 

    MR Biomarkers  Gülin Öz, PhD 

    Standard of Biosampling Puneet Opal, MD, PhD  

    SCA Global policies  Holm Graeßner, PhD, MBA 

Thursday, March 28, 2019 

Friday, March 29, 2019 

7:30a     Continental breakfast from AAC 

8:00a - 8:30a   Multiple system atrophy -Global harmonization for the natural 

history and clinical trials    Shoji Tsuji, MD, PhD 
 

Plenary session (with presentation of working group results)    Chair: Holm Graeßner, PhD, MBA 

8:30a - 9:00a   Clinical outcomes     Thomas Klockgether, MD 

9:00a - 9:30a   MR biomarkers     Gülin Öz, PhD 

9:30a - 10:00a   Standard of biosampling    Puneet Opal, MD, PhD 

10:00a - 10:15a   Break  

10:15a - 10:45a   SCA Global policies     Holm Graeßner, PhD., MBA 

10:45a - 11:00a   Action plans and closing remarks   Thomas Klockgether, MD 

SCA Global Adjourns 
 

Lunch n’ Learn Session with the NAF Annual Ataxia Conference participants  

11:30a - 12:30p   Open Discussion with Q&A    Thomas Klockgether, MD 

SCA GLOBAL —CONFERENCE SCHEDULE  



6 

SCA GLOBAL —POSTER SESSIONS  

1)  Laura Bannach Jardim, MD, PhD    Universidade Federal do Rio Grande do Sul              Brazil  

        Clinical scales and vestibulo-ocular reflex show changes in time since the pre-clinical phases in Machado-Joseph disease/    
           spinocerebellar ataxia type 3 (BIGPRO Study) 

 
2) Eduardo De Mattos, PhD *     University of Groningen                                                 Netherlands  

           The molecular chaperone DNAJB6 as a phenotypic modulator of spinocerebellar ataxia type 3/ Machado-Joseph disease. 

            (* Poster presented by Laura Bannach Jardim, MD, PhD  )   

 
3) Karina Donis, MD        Hospital de Clinicas de Porto Alegre                              Brazil  

           Body mass index and peripheral sensitivity to insulin in Spinocerebellar Ataxia Type 3/Machado-Joseph Disease (BIGPRO study) 

 
4) Chandrakanth Reddy Edamakanti, PhD   Northwestern University                              United States  

 

           Characterization of Cerebellar Exosomes from SCA1 Mice: Facilitating Biomarker Development for Patients 

 
5) Marcus Grobe-Einsler, MD     University of Bonn                                         Germany  

           SARAhome – a new clinical tool for assessing ataxia at home 

 
6) Tomer Hillel, PhD     Israeli MJD Association                                                Israel  

           Can lifestyle affect SARA scale results 

 
7) Henry Houlden, MD, PhD    Institute of Neurology                                          United Kingdom  

           Identification of Genetic Modifiers of Age at Onset and Disease Progression in the Spinocerebellar Ataxias 

 
8) Richard Joules, PhD      IXICO                                                               United Kingdom  

 

           Development of a fully automated method for MRI volumetry in ataxia 

 
9) Marta Antonia Manes, MD     University of Brescia                                                    Italy   
           Long-term efficacy of Docosahexaenoic acid (DHA) for Spinocerebellar Ataxia 38 (SCA38) treatment: an open label extension study  

 
10) Marta Antonia Manes, MD    University of Brescia                                                    Italy   
                                                                                                                      Randomized, double-blind, sham-controlled, crossover trial of cerebello-spinal tDCS in ataxia 

 
11) Maria Luiza Saraiva-Pereira, PhD   Universidade Federal do Rio do Sul                                             Brazil  

            Polymorphisms at ATXN3 gene: from ancestral haplotypes to functional variants in a comprehensive study in Brazilian patients with                             
            Machado-Joseph disease. 

 
12) Thorsten Schmidt, PhD    University of Tuebingen                               Germany  

              The haplotype status of SCA3 patients impacts the pathophysiology of SCA3 

 
13.) Matthis Synofzik, MD    Hertie Institute                                                      Germany  

         Quantifying ataxic gait characteristics as an outcome parameter in upcoming clinical SCA trials: From preclinical movement changes to                     
             free-living gait 

 
14)  Luis Pereira de Almeida*     University of Coimbra                                           Portugal 
 

               Characterization of the Coimbra Cohort of Machado-Joseph Disease Patients for Future Clinical Trials 
                
               (* on behalf of the European SCA3/MJD Initiative (ESMI) consortium  )   
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SCA GLOBAL —CONFERENCE ATTENDEES  
Moore Arnold, PhD 
Principal Scientist 
Biogen 
 
Tetsuo Ashizawa, MD 
Houston Methodist Hospital 
 
Georg Auburger, MD 
Frankfurt, Germany 
 
Katie Beattie, MS, CGC 
Certified Genetic Counselor 
GeneDx 
 
Jennifer Beecham, MS 
Manager 
Reata Pharmaceuticals 
 
Melissa Wolfe Beiner, MD 
Medical Director 
Biohaven Pharmaceuticals 
 
Rob Berman, MD 
Chief Medical Officer 
Biohaven 
 
Bernard Brais, MD, PhD 
Montreal Neurological             
Institute 
Montreal, Canada 
 
Khalaf Bushara, MD 
University of Minnesota 
 
Hannah Casey, BS 
University of Chicago 
 
Edwin Chan, PhD 
The Chinese University Of HK 
Hong Kong 
 
Cameryn Cobb 
Patient Attendee 
 
Louise Corben, PhD 
Murdoch Children’s Research 
Institute 
Parkville, Australia 
 
Courtney Cupples, BA 
Vice President 
Biohaven Pharmaceuticals 
 
Mike Curtis, PhD 
Cadent Therapeutics 
 
 
 

Bob Dagher, MD 
Medical Officer 
Cadent Therapeutics 
 
Marissa Dean, MD 
University of Alabama, Bir-
mingham 
 
Karina Donis, MD 
Hospital de Clinicas de Porto 
Alegre 
Porto Alegre, Brazil 
 
Marie Dunn 
Cerebellar Ataxia Australia 
Howlong, NSW, Australia 
 
Alexandra Dürr, MD, PhD 
Pitié-Salpêtrière                         
Hospital – Sorbonne Université 
Paris, France 
 
Chandrakanth Edamakanti, 
PhD 
Northwestern University 
 
Kara Eichelkraut, BS 
Manager 
Reata Pharmaceuticals 
 
Jennifer Faber, MD 
University of Bonn 
Bonn, Germany 
 
Brent Fogel, MD, PhD 
University of California-LA 
 
Hector Garcia-Moreno, MD 
UCL Institute of Neurology 
London, UK 
 
Christopher Gomez, MD, PhD 
University of Chicago/OHSU 
 
Pedro Gonzalez-Alegre, MD, 
PhD 
University of Pennsylvania 
 
Holm Graeβner, PhD 
University Hospital Tübingen 
Tübingen, Germany 
 
Julie Greenfield, PhD 
Research Director  
Ataxia UK 
London, UK 
 
 

Marcus Grobe-Einsler 
University Bonn Neurology 
Bonn, Germany 
 
Sue Hagen 
Patient & Research Serv Dir 
National Ataxia Foundation 
 
Alex Harding, MD 
Triplet Therapeutics 
Cambridge, MA 
 
Ian Harding, PhD 
Monash University 
Clayton, VIC, Australia 
 
Trevor Hawkins, MD 
University of Colorado, Denver 
 
Frederic Heerinckz, PharmD 
Retrotope 
Los Altos, CA 
 
Pierre-Gilles Henry, PhD 
University of Minnesota 
 
Ruth Herberz 
DZNE 
Bonn, Germany 
 
Tomer Hillel, PhD 
Israeli MJD Association 
Regba, Israel 
 
Henry Houlden, MD, PhD 
Institute of Neurology 
London, UK 
 
Laryssa Huryn, MD 
Medical Officer 
National Eye Institute 
 
Katherine Iannuzzelli, BS 
Research Lab Assistant 
Johns Hopkins 
 
Elisabetta Indelicato, MD 
Department of Neurology 
Innsbruck, Austria 
 
Heike Jacobi, MD 
University Hospital Heidelberg 
Heidelberg, Germany 
 
 
 
 
 

Laura B Jardim, MD, PhD 
Universidade Federal do Rio 
Grande do Sul 
Porto Alegre, Brazil 
 
Hong Jiang, MD 
Central South University 
Hunan, P.R. China 
 
Richard Joules, PhD 
IXICO plc 
London, UK 
 
Gary Kay, PhD 
Cognitive Research  
Corporation 
 
Gregg Keaney, PhD 
Director of Drug Development 
Cadent Therapeutics 
 
Thomas Klockgether, MD 
Department Head 
University of Bonn 
Bonn, Germany 
 
Thomas Kremer, PhD 
Research Director 
F. Hoffmann-La Roche Ltd. 
Basel, Switzerland 
 
Sheng-Han Kuo, MD 
Columbia University 
 
Gilbert L’Italien, PhD 
Head of Health Economics & 
Outcomes Research 
Biohaven Pharmaceuticals  
 
Bernhard Landwehrmeyer 
MD, PhD 
Ulm University Hospital 
Ulm, Germany  
 
Michelle Lax, MSc 
Vice President 
IXICO plc 
London, UK  
 
Yuanjing Liu, PhD 
Staff Scientist II 
Wave Life Sciences 
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Brennan Lowney 
Associate Manager                 
Commercial Operations 
Biohaven Pharmaceuticals 
 
Stephanie Lucas 
Communications Manager 
National Ataxia Foundation  
 
Patricia Maciel, PhD 
University of Minho 
Braga, Portugal 
 
Marta Antonia Manes, MD 
University of Brescia 
Portocannone, Italy 
 
Lucy Manheim, PhD 
Patient Attendee 
 
Cherie Marvel, PhD 
Johns Hopkins University 
 
James McArthur, PhD 
President 
Cydan II, Inc. 
 
Daniel Miller, PhD 
NINDS/NIH 
 
Wai Wai Miller, MD 
University of South Florida 
 
Bill Milligan, BSc 
Vice President 
Steminent Biotherapeutics 
Inc.  
 
Hidehiro Mizusawa, MD, PhD 
National Cent Neurol               
Psychiatry 
Kodaira, Tokyo, Japan 
 
Jodie Morrison, BA 
Chief Executive Officer  
Cadent Therapeutics 
 
Ladislav Mrzljak, MD, PhD 
Medical Director 
Takeda Pharmaceuticals 
 
Chiadi Onyike, MBBS 
Johns Hopkins University 
 
Puneet Opal, MD, PhD 
Northwestern University 
 
 

Harry Orr, PhD 
University of Minnesota 
 
Gülin Öz, PhD  
University of Minnesota  
 
Henry Paulson, MD, PhD 
University of Michigan  
 
Jessica Payne, BSc 
IXICO  
London, UK 
 
David Pellerin, MD 
McGill University 
Montreal, Quebec, Canada 
 
Luis Pereira de Almeida, PhD 
University of Coimbra 
Coimbra, Portugal 
 
Susan Perlman, MD 
UCLA Medical Center 
 
Tim Piser, PhD 
Chief Scientific Officer 
Cadent Therapeutics 
 
Stefan Pulst, MD 
University of Utah 
 
Joseph Reddy, PhD 
Chief Executive Officer 
Lacerta Therapeutics 
Alachua, FL 
 
Kathrin Reetz, MD 
RWTH Aachen University 
Aachen, Germany 
 
Edgardo Rodriguez-Lebron 
Chief Scientific Officer 
Lacerta Therapeutics 
Alachua, FL 
 
Andrew Rosen 
Executive Director 
National Ataxia Foundation  
Liana S. Rosenthal, MD 
Johns Hopkins School of Medi-
cine 
 
Laura Ruggiero, BS 
Sr. Clinical Trial Lead 
Biohaven Pharmaceuticals 
 
 
 

Luiza Saraiva-Pereira, PhD 
Federal University of Rio 
Grande do Sul - Hospital de 
Clínicas 
Porto Alegre, Brazil 
 
Traci Schilling, MD 
Executive Director 
PTC Therapeutics 
 
Jeremy Schmahmann, MD 
Massachusetts General Hos-
pital 
 
Thorsten Schmidt, PhD 
Univ Tuebingen, Med Genetics 
Tuebingen, Germany 
 
Lawrence Schut, MD 
NAF Medical Liaison  
University of Minnesota 
 
Adam J Schwarz, PhD 
Executive Director 
Takeda Pharmaceuticals 
 
Lauren Seeberger, MD 
University of Colorado, Denver 
 
Sharon Sha, MD 
Stanford University 
 
Lori Shogren 
Comm & Program Serv Dir 
National Ataxia Foundation  
 
Anna Sobanska, MD 
Institute of Psychiatry & Neu-
rology 
Warsaw, Poland 
 
Bing-Wen Soong, MD, PhD 
Taipei Medical University 
Taipei, Taiwan 
 
S. H. Subramony, MD 
University of Florida 
 
Joel Sutherland 
Director of Development  
National Ataxia Foundation 
 
Bill Sweeney  
National Ataxia Foundation  
Board President 
 
 
 

Matthis Synofzik, MD,  
Hertie-Institute for Clinical 
Brain Research 
Tuebingen, Germany 
 
David Szmulewicz 
Neurology Victoria 
Melbourne, Australia 
 
Sophie Tezenas Du Montcel 
MD, PhD 
Sorbonne University 
Paris, France 
 
John Tilton 
Chief Commercial Officer 
Biohaven Pharmaceuticals 
 
Shoji Tsuji, MD, PhD 
University of Tokyo 
Tokyo, Japan 
 
Astrid Valles Sanchez, Ph.D. 
Research Fellow 
uniQure biopharma B.V. 
Amsterdam, Netherlands 
 
Koene van Dijk, PhD 
Manager 
Pfizer 
 
Hao Wang, PhD 
Research Director 
Takeda Pharmaceuticals 
 
Ling-Mei Wang, PHD 
Chief Scientific Officer 
Steminent Biotherapeutics 
Inc. 
Taipei, Taiwan 
 
Carlo Wilke, MD, PhD 
University of Tuebingen 
Tuebingen, Germany 
 
Sarah Ying, MD 
Director of Drug Development 
Wave Life Sciences 
 
Ginevra Zanni, MD, PHD 
B. Gesù Children's Hospital 
Rome, Italy 
 
Theresa Zesiewicz, MD 
University of South Florida 

SCA GLOBAL —CONFERENCE ATTENDEES  
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SCA GLOBAL —BIOGRAPHIES  
Tetsuo Ashizawa, M.D. 
Dr. Ashizawa is a physician-scientist whose research interest is in genetic neurodegenerative ataxia. His              
laboratory found the first pentanucleotide repeat disorder (SCA10) which led to subsequent discoveries of an     
increasing number of similar disorders.  Using single molecule real time (SMRT) sequencing, which can produce 
long reads of the repeat, he found interrupting repeats within the  expanded repeats in patients’ genomic DNA. 
Genotype-phenotype correlations and corresponding transgenic animal models support the hypothesis that 
these heterogeneous repeat sequences determine the clinical phenotypes and repeat instability of SCA10. He also       
investigates the RNA-gain-of-function pathogenic mechanism of SCA10 and other repeat expansion disorders. 
As a physician, he has provided healthcare to many SCA patients and established the US and international          

consortia of SCA investigators who treat and study SCA patients. He was a leader of the NIH-funded Clinical Research Consortium for                     
Spinocerebellar Ataxia studies and continues to contribute to the group. Dr. Ashizawa is serving as corresponding PI of NIH U01 funded 
“READISCA” project, which  includes investigators from 18 US and 2 European institutions, working toward clinical trial readiness           
focusing on SCA1 and SCA3. He is now working on the SCA Global with Dr. Thomas Klockgether who initiated the organization.  He also has 
extensive research, clinical and educational administrative experiences as former Chairman of the Neurology Departments at University 
of Texas Medical Branch (UTMB) and the University of Florida, and as Executive Director of the McKnight Brain Institute. He is currently 
Director of the Neuroscience Research Program at the Houston Methodist Research Institute (HMRI). 

Cameryn Cobb                                                                                                                                                                                          
Cameryn Lauren Cobb was diagnosed with SCA-7 in November 2015.  Although the ataxia diagnosis has taken 
many things away, she’s accomplished so much including her Girl Scout Gold Award,  walking across the stage for 
her high school graduation and successfully completing college courses.  Cameryn volunteered at a day care  
center working with 2-3-year olds but is now focusing her time on learning American Sign Language since she 
hopes to be a social worker at a school for the hearing impaired.  Cameryn’s personal mantra is a quote from P.T. 
Barnum “No One Ever Made a Difference by Being Like Everyone Else.”  Cameryn lives in a Chicago suburb with 
her parents, 15 year old brother and there is no family history of ataxia. 

Melissa Wolfe Beiner, MD                                                                                                                                                                         
Dr. Melissa Beiner was formerly a pediatrician in private practice prior to joining Biohaven in 2017.  Dr. Beiner           
conducted pre-clinical research in neuroscience, focusing on spinal cord injury and neuronal regeneration both at 
the Yale School of Medicine Neurosurgical Research Laboratories and at The Miami Project to Cure Paralysis.  In 
her current role at Biohaven, Dr. Beiner is the Director of Research and Development and holds lead responsibility 
for the ataxia clinical program. Dr. Beiner also leads a clinical study in trigeminal neuralgia and supports the OCD 
program. Dr. Beiner completed her residency in Pediatrics at the Yale New Haven Children’s Hospital and earned 
her medical degree at Yale University School of Medicine. 

Alexandra Dürr, M.D., Ph.D.                                                                                                                                                                 
Alexandra Durr is a Professor of  Neurogenetics in the Genetic Department at the Pitié-Salpêtrière University 
Hospital in Paris- France. She has specialization in neurology and genetics and has been developing translational 
neurogenetics for 25 years, based on a thorough clinical expertise that allowed her to identify the molecular           
bases of many pathologies. She worked with premanifest individuals, i.e. mutation carriers without clinical signs 
of the disease, since 1992, pioneering the first presymptomatic structure for neurogenetic diseases in France. 
Genetic advances are used by her team at the ICM (Institut du Cerveau et de la Moelle épinière https://icm-
institute.org) to understand pathophysiology and to set up innovative therapies. In order to prepare this new era 
of genetic therapeutics, Alexandra Durr is taking advantage of the pre-manifest phase of neurodegenerative  
diseases and is developing progression markers to determine the best therapeutic window, that will insure that 

the disease does not develop further. She is coordinating the SPATAX network https://spatax.wordpress.com. 

https://spatax.wordpress.com
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SCA GLOBAL —BIOGRAPHIES  

Christopher Gomez, M.D., Ph.D.  Dr. Gomez began seeing patients with spinocerebellar ataxia in 1987 in the 

UCLA Ataxia clinic under the guidance of Susan Perlman, while working in a postdoc at Caltech.  In 1990 he was 
recruited as assistant professor to the University of Minnesota Department of  neurology where he established 
the U of M Ataxic Clinic and started his laboratory work on ion channel disorders and neurodegeneration.  With the 
help of Drs Laura Ranum and Harry Orr he began to study the genetics of ataxia, eventually identifying alpha1ACT, 
the protein responsible for SCA6 and the gene for SCA26.   In 2006 he moved to the University of Chicago and            
established UC ataxia clinic.  In his laboratory work he identified the molecular mechanism underlying expression 
of the alpha1ACT and is now working with IONIS to develop anti-sense oligos to silence this protein. Dr. Gomez has 
been involved extensively with the clinical characterization of patients with ataxia. His recent work is focused on 

developing metrics for ataxia using wearable inertial sensors to increase precision in the SARA exam.  It is his team’s hope that the            
instrumented SARA, or iSARA, will increase the success of clinical trials. 

Hector Garcia-Moreno, MD                                                                                                                                                                       
Dr. Hector Garcia-Moreno works as a Clinical Research Associate and Honorary Clinical Assistant in the Ataxia 
Centre, UCL Queen Square Institute of Neurology and National Hospital for Neurology and Neurosurgery, London 
(United Kingdom). He graduated from Universidad Autonoma in Madrid (Spain) with MD degree in Medicine.          
Subsequently, he accomplished his specialization in Neurology in Clinico San Carlos Hospital (Madrid, Spain). In 
2016, he joined the Ataxia Centre and started his PhD in UCL. Dr Hector Garcia-Moreno is involved in research    
projects aimed at describing new biomarkers for  autosomal and recessive forms of cerebellar ataxias. In London, 
he is the leading clinician for the ESMI project (European Spinocerebellar Ataxia Type-3/Machado-Joseph           
Disease Initiative), and he is particularly focused on the characterization of novel blood and CSF biomarkers. He is 

also participating in other research projects for polyglutamine SCAs (EUROSCA), Friedreich’s ataxia (EFACTS), xeroderma pigmentosum 
or ARSACS. 

Jennifer Faber, MD                                                                                                                                                                                         
Dr. Jennifer Faber is resident physician at the Department of Neurology, University Hospital Bonn, Germany, and 
clinical investigator and research assistant at the German Center of Neurodegenerative Diseases (DZNE) in the 
group of Prof. Thomas Klockgether. She received a prediploma in Mathematics from Bonn University, and           
graduated from Bonn University Medical School with an M.D. and a Doctor of Medicine degree. After a research 
stay at the Department of Psychology of Stanford University, she continued her postdoctoral training at the DZNE. 
Dr. Faber’s research focuses on MR imaging of ataxias. In particular, she uses diffusion tensor imaging to assess 
structural alterations of the white matter beyond atrophy patterns. She received the second prize of the Mähler-
Linke-Foundation for an imaging study in sporadic adult-onset ataxias. Within the ongoing European                           

Spinocerebellar Type 3/Machado-Joseph Disease Initiative (ESMI) she co-leads the longitudinal collection of standardized multimodal 
MRI. Here, the particular focus lies on mapping structural alterations over the whole course of the disease including the pre-ataxic stage. 

Holm Graeßner, Ph.D., MBA                                                                                                                                                                                           
Dr.Graeßner has been Managing Director of the Rare Disease Centre, since 2010, at the University and   University 
Hospital Tübingen, Germany. www.zse-tuebingen.de.  He is Coordinator of the European Reference Network for 
Rare Neurological Diseases (ERN-RND). www.ern-rnd.eu. Together with Olaf Riess, he coordinates the H2020 
Solve-RD project on “Solving the unsolved rare diseases”. www.solve-rd.eu. He received his PhD “Summa cum 
laude” in 2004 and, then, he obtained his MBA degree in 2008. From 2003 until now, he has been coordinating and 
managing more than 10 EU funded collaborative projects. The main focus of these projects are rare and                  
neurological diseases, among them EUROSCA, MEFOPA, SENSE-PARK, MULTISYN, NEUROMICS and PROOF.  He 
has been co-leading one of the four working groups of the German Action Plan for Rare Diseases and is                        

co-leading the  program committee for the first German National Conference for Rare Diseases (Sept 2019).  Since 2017, in his function as 
the  coordinator of ERN-RND, he is a member of the Rare Disease Task Force of the European Academy of Neurology. In the Coordinator’s 
Group of the European Reference Networks, he leads the  cross-border healthcare working group.   

http://www.zse-tuebingen.de
http://www.ern-rnd.eu
http://www.solve-rd.eu
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Julie Greenfield, PhD                                                                                                                                                                                         
Is the Head of Research for Ataxia UK, a medical research charity and patient support organization. She have been 
working for Ataxia UK since 2001 and in this time have gained knowledge of research in the ataxia field as well as 
the issues being faced by people with ataxia. Ataxia UK is a member of Euro-ataxia, the federation of ataxia               
charities in Europe and I play an active role within Euro-ataxia, with the aim of sharing best practice in healthcare 
and facilitating research. Ataxia UK also works closely with a number of other umbrella organizations such as 
Genetic Alliance UK (I was formerly a Trustee), Rare Disease UK and the Neurological Alliance. 
 

At Ataxia UK I have responsibility for leading the research strategy of the charity by managing the research                
programme, funding grants, promoting and facilitating research on ataxia and developing numerous partnerships. I am currently a Steering 
Board member of the EU funded project ‘European spinocerebellar ataxia type 3/machado Joseph disease initiative’, as the patient group 
representative and on the Steering Committee of both SCA Global and ARCA global projects. I have been involved in organizing four                   
International Ataxia Research Conferences (IARC) and have been a speaker at many events disseminating information on ataxia research 
and the impact of the conditions. Part of my work at Ataxia UK has also involved setting up Specialist Ataxia Clinics to improve the diagnosis 
and management of patients with ataxia. In addition, as a member of the Helpline team and active participant at many patient meetings, I 
have gained an understanding of issues that are important to people with ataxia and their families. 
 

My background is in scientific research in the biological sciences, having completed a PhD at the University of Bristol and a three-year  
postdoctoral research position at the University of Manchester. Prior to joining Ataxia UK, I worked for Synergy Medical Education as a     
Project Manager, working on communication materials for major pharmaceutical companies. 

Ian Harding, PhD                                                                                                                                                                                                  
Dr. Ian Harding is a Research Fellow at the Institute of Cognitive and Clinical Neurosciences, Monash University 
(Melbourne, Australia). His research uses human MRI and PET neuroimaging to investigate markers and                  
mechanisms of neurological disorders, with a focus on cerebellar and subcortical degenerative diseases. He       
completed his PhD in cognitive neuroscience from the University of Melbourne in 2013, before commencing a               
post-doc investigating the neural expression and progression of Friedreich Ataxia at Monash University. In 2016, Dr. 
Harding was awarded a prestigious 4-year NHMRC (Australian NIH-equivalent) early career fellowship to continue 
his neuroimaging work in FRDA and other cerebellar and subcortical  neurodegenerative disorders. He is the 
founding principal investigator of the ENIGMA-Ataxia International Neuroimaging Research Consortium, and            

co-convener of the Monash University Dementia & Neurodegeneration Research Network, both launched in 2017. 

Heike Jacobi, MD                                                                                                                                                                                                
Dr. Heike Jacobi works as consultant at the Department of Neurology, University Hospital Heidelberg, Germany. 
After she graduated from Cologne University Medical School with an M.D. and a Doctor of Medicine degree she 
successfully completed her specialist training in Neurology at the department of Neurology in Bonn. Since 10/2016 
she continues her work at the Department of Neurology, University Hospital Heidelberg, Germany. Dr. Jacobi’s 
research focuses on the clinical characteristics and natural history of the most common spinocerebellar ataxias 
with a special interest in the pre-ataxic stage. During her time at the Bonn University Hospital and the DZNE Dr. 
Jacobi coordinated two international multicenter cohort studies lead-managed by Prof. Klockgether. For her work 
she was awarded the German Heredo-Ataxia Price 2015 and the Hans-Jörg Weitbrecht Preis 2017. 

Henry Houlden, MD, PhD                                                                                                                                                                               
Our laboratory works on neurogenetics with a particular interest in spinocerebellar ataxia and movement            
disorders, particularly in diverse populations. We integrate new gene discovery such as CANVAS, SCA11, SCA15, 
genetics modifiers in the SCAs, using the latest genomic techniques with functional experimental validation in  
human tissue and other model systems. Our goal is to develop new therapeutics based on an improved                      
understanding of disease mechanisms in children and adults. We recently established a  collaborative project to 
genotype and carry out a GWAS in SCA patients with repeat expansions from around the world to identify genetic 
modifiers of age at onset and severity. As a group we are very keen to collaborate and keen to analyze further         
families, possible CANVAS and SCA patients in the age at onset GWAS, Email: h.houlden@ucl.ac.uk 

mailto:h.houlden@ucl.ac.uk
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Laura Jardim, MD, PhD                                                                                                                                                                                
Dr. Jardim is Full Professor at the Department of Internal Medicine, Universidade Federal do Rio Grande do Sul 
(UFRGS), Porto Alegre, Brazil.  
 

She is a physician scientist who identified an important founder effect and cluster of a large population of                  
spinocerebellar ataxia type 3, also known as Machado-Joseph disease (SCA3/MJD) in south Brazil. Thanks to her 
studies, SCA3/MJD is known to have a relatively high local prevalence (6: 100,000), with more than 600 live patients 
and approximately 1,500 people at risk in that region. Since 2001, she has been the PI of the Neurogenetics                 
Research Group at her institution; and since 2008, she established Rede Neurogenetica 
(www.redeneurogenetica.ufrgs.br), a Brazilian network that allowed the diagnosis of several SCAs in Brazil. 

 

The continued work of her research group on SCA3/MJD raised original evidence about the effect of mutation on the fecundity of carriers; 
the preferential segregation of the mutant allele during conception; population-specific effects that modify the age of onset regardless of 
causal mutation; the various neurological manifestations and their correlations with causal factors; the natural history of disease;         
potential biomarkers; and safety and efficacy of lithium on neurological progression in a randomized, investigator-initiated (non-industry
-funded) trial. Likewise, similar approaches on other disorders due to expanded repeats and commonly found in Brazil, such as SCA2, 
SCA7, SCA10 and Huntington disease, are currently underway. 
 

In summary, her aim is to help increase the knowledge on neurogenetic disorders. Because of this, training of human resources in          
neurogenetics is another of her goals.         

Hong Jiang, MD. PhD                                                                                                                                                                                                               
Prof. Hong Jiang got his bachelor's degree in Clinical Medicine at the former Hunan Medical University in 1996 and 
received his doctoral degree in Neurology at Xiangya Hospital of Central South University in 2004. From 2008 to 
2009, he completed his postdoctoral research in Department of Neurology, University of Chicago Medical Center. 
He has been working as a neurologist in the Department of Neurology of Xiangya Hospital since for over 20 years. 
His research work mainly aims at clinical and basic research on neurodegenerative diseases and genetic                    
diseases (spinocerebellar ataxia, hereditary spastic paraplegia, Huntington disease, multiple system atrophy, 
dystonia, etc.), including genetic diagnosis, molecular typing, gene cloning, pathogenesis, epigenetics and                  
treatment research. Prof. Hong Jiang has 46 SCI papers published as the first or correspondent authors, with the 

total impact factor over 160. He has attained 8 National Natural Science funds, 6 provincial and ministerial achievement awards, and 2 
granted patents. And he received the award of the Outstanding Young Neurologist of the Chinese Medical Doctor Association in 2016.  He 
served as the vice      chairman of the Youth Committee of the Neurology Branch of Chinese Medical Association, the vice chairman of the 
Youth Committee of the Neurology Physician Branch of the Chinese Medical Doctor Association, the vice chairman of the Youth                 
Committee of the Medical Genetics Branch of the Chinese Medical Doctor Association, etc. 

G. Bernhard Landwehrmeyer, MD, PhD                                                                                                                                               
G. Bernhard Landwehrmeyer, MD, FRCP is Full Professor of Neurology at Ulm University Hospital, Dept. of          
Neurology where the Central Coordination of the European Huntington’s Disease Network (EHDN) is situated. 
2004 he was instrumental in founding EHDN and served as chairman of the Executive Committee until 2014. EHDN 
serves as a platform for professionals, people affected by Huntington’s disease (HD), and their  relatives to               
facilitate working together throughout Europe and conducts large prospective natural history studies in HD, e.g. 
the REGISTRY study. EHDN and REGISTRY is generously funded by the CHDI Foundation (USA). He received his MD 
degree and Doctoral Degree from the Albert-Ludwigs-University, Freiburg. He was trained at the Royal Victoria 
Hospital, Queen’s University, Belfast, at the Kantonsspital, Basel and worked as post-Doc from 1993 -1996 at MGH, 

Harvard Medical School, Boston. From 1995–1999, he was staff member at Albert-Ludwigs-University (Dept. Neurology & Psychiatry). 1999 
he received Board Certification in Neurology, 2000 the Venia Legendi and full  Professorship (‘C3’). He served as Principal Investigator in 
numerous HD trials and is PI of the CHDI-sponsored Enroll-HD study, a prospective longitudinal observational study on HD and a clinical 
research platform with a worldwide reach that annually collects phenotypical clinical data and biomaterials. 

Thomas Klockgether, MD                                                                                                                                                                              
Prof. Klockgether studied medicine at the University of Göttingen and during this time also carried out research at 
the Max Planck Institute for Experimental Medicine. After graduating, he went to Oldenburg for clinical training 
and then returned to the Max Planck Institute to work in basic research on Parkinson's disease. He   completed his 
neurology training in Tübingen, where he also began to focus on degenerative ataxias, in addition to pursuing            
research on Parkinson’s disease. These research lines evolved very successfully during his appointment in Bonn 
as Chairman of Department of Neurology. Prof. Klockgether has been the Dean of the Medical Faculty of the              
University of Bonn from 2008 to 2011. Since February 2010 he has been Speaker of the Center for Rare Diseases 
Bonn (ZSEB) and since May 2011 Director of Clinical Research at the DZNE. 
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Daniel Miller, PhD                                                                                                                                                                                              
Dr. Daniel Miller joined NINDS in 2015 and serves as a Program Director in the Neurodegeneration Cluster. His     
focus is basic, translational, and clinical research on Huntington's Disease and Spinocerebellar Ataxia, as well as               
invertebrate neuromuscular junction research. Dr. Miller received a PhD in molecular biology from Princeton             
University, where he developed functional genomic approaches to study tumor virus control of cellular gene         
expression. He then joined the lab of Dr. Barry Ganetzky, at the University of Wisconsin-Madison, where he studied 
neuroprotective genes in Drosophila and developed a novel neuronal model system to probe neurodegeneration 
and regeneration in long-lived larvae. Most recently, as a visiting researcher at Janelia Farm (HHMI), he                     
collaborated with Dr. Jim Truman to model the structural plasticity of injured circuits and the developmental       

plasticity of neuronal stem cells. Dr. Miller is also the Drosophila contact at NINDS. 

Hidehiro Mizusawa, MD, PhD                                                                                                                                                                              
Dr. Hidehiro Mizusawa is President of National Center of Neurology and Psychiatry since April 2016 after 2 years of 
Director General, National Center Hospital of the institute. He graduated with MD in 1976 from Faculty of Medicine 
of Tokyo University, where he received PhD in 1983. He moved to Tsukuba University as Assistant Professor in 1984 
and became Associate Professor of Department of Neurology in 1988. He has been Professor and Chair of                  
Department of Neurology and Neurological Sciences, Graduate School of Medical and Dental Sciences, Tokyo   
Medical and Dental University since 1996 till 2014, where he has been Director of Center for Brain Integration               
Research, Director of School of Medicine, Vice Director of the Medical Hospital and Associate Managing Trustee 
for Research of the University.  

 

He has contributed particularly to researches on pathogeneses of ALS, Pure Akinesia/PSP, SCA, mitochondrial neuropathy, distal            
myopathy and Prion disease. He has long been Chairman of Research Committees on Prion disease, Ministry of Health, Welfare and   
Labor, Japan since 2002 and a core member of the Research Committee on Neurodegenerative Diseases and that on Ataxic Disorders of 
which he was appointed as Chairman since April 2014. He has been also a member of Advisory Board of National SCA/MSA Patients’           
Association. Regarding the Initiative on Rare and Undiagnosed Disease, he has been the PI since 2015. He served as President of                
Japanese Society of Neurology since 2010 till 2014 and was President of Prion 2016 in Tokyo, President of WCN 2017 in Kyoto and Vice 
President of ICN 2018 in Tokyo. 

Gülin Öz, PhD                                                                                                                                                                                                                         
Dr. Gülin Öz is Professor at the Center for Magnetic Resonance Research (http://www.cmrr.umn.edu/), University 
of Minnesota and specializes in magnetic resonance spectroscopy (MRS). She graduated from Bosphorus               
University in Istanbul, Turkey with BS degrees in Physics and Chemistry and obtained her PhD in Biochemistry at 
the University of Minnesota. She continued with postdoctoral training at CMRR where she joined the faculty in 2006.  
 

Dr. Öz uses high field, multi-nuclear MRS to delineate neurochemical and metabolic alterations in diseases that 
affect the brain, in particular neurodegenerative diseases and diabetes. She leads a program in spinocerebellar 
ataxias and has studied neurochemistry in Parkinson’s, Huntington’s, and Alzheimer’s diseases. She studies the 

effects of diabetes and the hypoglycemic consequences of intensive insulin therapy on brain glucose and glycogen metabolism in humans 
and has worked to elucidate pathogenic mechanisms of hypoglycemia unawareness syndrome using multi-nuclear MRS. Finally, she         
co-led an effort by the MRS Consensus Group, an international group of MR physicist and clinicians, to facilitate standardization of MRS 
methodology and to provide guidelines for data acquisition and analysis, quality assessment, and interpretation. She leads a multi-site 
Bioengineering Research Partnership (BRP) for across-platform harmonization of advanced MRS methods. 

Henry (Hank) Paulson, MD, PhD                                                                                                                                                                            
Dr. Paulson received his MD and PhD from Yale University in 1990 and then completed a neurology residency and 
neurogenetics/movement disorders fellowships at the University of Pennsylvania. In 2007, after a decade at the 
University of Iowa, he joined the Neurology faculty at the University of Michigan where he is delighted to be part of 
a growing group of Ataxiologists and Ataxia scientists. Dr. Paulson's research and clinical interests concern the 
causes and treatment of age-related neurodegenerative diseases, with a focus on Hereditary Ataxias and              
Alzheimer's disease. Using test tube, cell-based and animal models his lab has  contributed to advances in the 
understanding of various neurodegenerative diseases with a particular focus on Spinocerebellar Ataxia Type3 
(SCA3). Efforts in his lab increasingly are seeking to find treatment for SCA3 and related Ataxias. Nationally, Dr. 

Paulson has directed Ataxia courses at the Annual American Academy of  Neurology meeting, has served on the scientific advisory 
boards of numerous disease-related organizations including the National  Ataxia Foundation, and is currently Chairperson of the Board 
of Scientific Counselors at the National Institute for Neurological Disorders and Stroke at the National Institutes of Health. Among his 
awards, Dr. Paulson is a past Ellison Medical Foundation New Scholar in Aging, semifinalist for the W.M. Keck Foundation Young Scholars 
in Medical Research, and recipient of the Paul Beeson Physician Faculty  Scholar in Aging Award from the American Federation for Aging 
Research. 
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Anna Sobanska, MD                                                                                                                                                                                                                                 
Anna Sobanska is a neurologist and neurophysiologist in the Department of Neurophysiology at the Institute of  
Psychiatry and Neurology in Warsaw, Poland. After graduating from Medical University of Warsaw in 2001, she 
served her internship at Miedzyleski Hospital in Warsaw and her neurology residency at John Paul II Western             
Hospital in Grodzisk Mazowiecki. In the same time, she cooperated with Sleep Disorders Laboratory in the Institute 
of Psychiatry and Neurology as well as completed training in neurophysiology, concerning electromyography and 
evoked potentials at Medical University of Warsaw and electroencephalography at the Institute of Psychiatry and 
Neurology.  
 

In 2012 she was recruited to the Department of Neurophysiology at the Institute of Psychiatry and Neurology. Her 
main activities are dedicated to the diagnosis of neurodegenerative diseases. She works also in a multidisciplinary team which focusses 
on rare ataxias: diagnosis, follow-up, support of the patients and their families. The team has been cooperating with Ataxia Study Group 
for several years.  
 

She is going to defense her PhD thesis “Analysis of postural stability in SCA1 mutation carriers by use of static posturography” this year. 
She studied the usefulness of force platform as a biomarker of balance dysfunction in preclinical and symptomatic SCA1 patients in the 
five-year-long follow-up and after short lasting intensive rehabilitation. 

Bing-Wen Soong, MD, PhD                                                                                                                                                                         
Dr. Bing-wen Soong is Professor at the Department of Neurology (http://www.cmrr.umn.edu/), Taipei Medical   
University and specializes in neurogenetics. He graduated from National Defense University School of Medicine in 
Taipei, Taiwan with MD degree in 1978 and obtained his PhD in Molecular Biology at the National Yang-Ming            
University, Taipei, Taiwan, in 1992. He received Neurology training at Washington University School of Medicine at 
St. Louis, Missouri, and University of Texas Health Science Center at Dallas, Texas and Genetics training at the     
National Institutes of Health (NINCDS) between 1982 and 1987. 
  

Dr. Soong published a report of molecular and metabolic studies of patients with spinocerebellar ataxia (SCA) in 
1997. In the following years, he completed many important studies on patients with SCA2, SCA3, SCA6, SCA17, 

SCA31, SCA35, SCA36 and multiple system atrophy. His lab is one of the first in the world to report parkinsonism as the presenting feature 
of SCA2. In 2003, his lab successfully mapped the locus for SCA22, followed by identification of the first mutation in KCND3 as the cause of 
SCA19/22 in 2012. In 2013, his lab identified the first mutations in GNB4 as the cause of a dominant intermediate Charcot-Marie-Tooth     
disease. His lab has put in a lot of efforts designing therapies for cerebellar ataxia, including a clinical trial with allogeneic transplantation 
of adipose tissue-derived mesenchymal stem cells. His lab has also been generating transgenic and knock-in animal models in order to 
conduct mechanistic and therapeutic studies of ataxia. 

Matthis Synofzik, MD                                                                                                                                                                                    
Dr. Matthis Synofzik is Professor at the Hertie Institute for Clinical Brain Research & Center for Neurology 
(https://www.hih-tuebingen.de/en), University of Tübingen, Germany. He completed his medical thesis in the field 
of cognitive neuroscience on the perceptual and motor faculties of the cerebellum in 2008.  
His post-doctoral research and clinical career has since then been fully dedicated to the genetics and biomarkers 
in hereditary ataxias, with specific training and expertise in next-generation genomics, deep-phenotyping,                     
biomarkers and translational studies, as reflected by now >180 PubMed listed peer-reviewed publications on  
hereditary ataxias, frontotemporal dementia (FTD), amyotrophic lateral sclerosis (ALS) and other neurogenetic 
conditions. His research includes a strong focus on unravelling the genetic and molecular basis of both                        

autosomal-dominant and autosomal-recessive ataxias, identifying novel biomarkers, running deep-phenotyping studies and designing 
and establishing innovative treatments for these ataxias. This is facilitated by his function as the PI or co-PI of several global consortia,  
e.g. PREPARE, EarlyOnset-Ataxia Network GENFI, DZNE FTD and the new ARCA GLOBAL platform. 

David Szmulewicz, MD                                                                                                                                                                                    
David Szmulewicz is an Australian Neurologist, Neuro-otologist and medical researcher. He holds a PhD from the 
University of Melbourne and his clinical and research interests include balance and coordination disorders that 
affect the cerebellum, vestibular system and the combination of the two. David is the head of the Balance                       
Disorders & Ataxia Service at the Royal Victorian Eye & Ear Hospital, founder of the Alfred Hospital Cerebellar 
Ataxia Clinic, neurologist to the Monash Health Friedreich’s Ataxia Clinic and Lecturer at Melbourne University. 
David’s research activities include lead investigator on a project to develop objective ataxia metrics, research 
defining a novel ataxia – Cerebellar Ataxia with Neuropathy and Vestibular Areflexia Syndrome (CANVAS), as well 
as the development of an objective oculomotor test of imbalance - the video VVOR.  
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Sophie Tezenas, MD, PhD                                                                                                                                                                                                                 
Sophie Tezenas du Montcel is a public health doctor (Assistance Publique-Hôpitaux de Paris) with a PhD in genetic 
Epidemiology. She has an expertise in biostatistics and epidemiology. She works in a Biostatistics department 
which encloses the Biostatistics team of the clinical research unit. The unit is involved in all the clinical trials       
involving academic sponsors at Sorbonne University. For the past 15 years, she has analyzed data concerning SCA 
patients and related disorders (Friedreich ataxia, Huntington disease). Since then she has developed                              
collaborations locally and internationally. As part of these collaborations, she has developed a quantitative tool to 
evaluate the severity of the cerebellar syndrome, the CCFS (Cerebellar Composite Functional Score) and a                 
semi-quantitative clinical scale for cerebellar assessments, SARA (Scale for the Assessment and Rating of           

Ataxia). She analyzes the EUROSCA natural history, a large multinational European cohort of SCA patients, and the genetic modifier study 
of the EUROSCA study. She also analyzes the RISCA cohort, a European cohort of SCA for at-risk subjects. As part of the READISCA study, 
granted by the NIH, she is in charge to design the best trial for SCA patients and to analyze the clinical data. 

Carlo Wilke, MD, PhD                                                                                                                                                                                        
Dr. Carlo Wilke is a neurologist and research fellow at the Hertie Institute for Clinical Brain Research                      
(https://www.hih-tuebingen.de/en/), University of Tuebingen, Germany, and specializes in biomarker research 
and genetics of neurodegenerative diseases. He studied medicine in Tuebingen, Aberdeen and London.  
His research is dedicated to discovering both robust and easily accessible fluid biomarkers in neurodegenerative 
diseases to promote early diagnosis and precise monitoring of disease progression, including the                                      
presymptomatic stage of neurodegenerative diseases. Dr. Carlo Wilke has focused on quantifying peripheral 
blood concentrations of biomarkers for central neurodegeneration, such as Neurofilament Light (NfL) and             
phosphorylated Neurofilament Heavy (pNfH), both in degenerative ataxias and other complex neurodegenerative 

diseases. Moreover, he has a broad background in the genetics of neurodegenerative diseases, with specific training in next-generation 
genetics and deep-phenotyping of degenerative ataxias. 

Shoji Tsuji, MP, PhD                                                                                                                                                                                         
Dr. Shoji Tsuji is Professor at Department of Molecular Neurology, The University of Tokyo and specialized in    
genomic research on neurological diseases. He graduated from the University of Tokyo. He received his MD and 
PhD from The University of Tokyo. He served his residency in Neurology at Jichi Medical School. In 1984, he moved 
to NIH and elucidated molecular basis of Gaucher disease. In 1987 he moved to Niigata University, Japan and was 
appointed as Professor of Neurology and Director at Brain Research Institute, Niigata University. In 2002, he 
moved to The University of Tokyo. 
 

His research focus is elucidation of molecular basis of hereditary as well as sporadic neurological diseases 
based on comprehensive genome analysis. In 2013, his team discovered that COQ2 gene is a susceptibility gene 

for multiple system atrophy (MSA), which suggested the efficacy of supplementation of a high dose CoQ10 for MSA. He organized a              
consortium to conduct a cohort study to obtain a natural history of Japanese MSA patients, and, has been conducting a phase 2 clinical 
trial for MSA this year. Very recently his team discovered noncoding repeat expansions in benign adult familial myoclonus epilepsy 
(BAFME). 
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