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Gene Therapy for the Cardiomyopathy of Friedreich’s Ataxia 

 

Introduction: 

 

The Department of Genetic Medicine at Weill Cornell Medical College is initiating a Food and Drug 

Administration approved clinical study of gene therapy to treat the cardiac dysfunctions associated with 

Friedreich’s ataxia. Friedreich’s ataxia is caused by mutations in the frataxin (FXN) gene, resulting in decreased 

levels of FXN in the nervous system and the heart. While the nervous system manifestations are debilitating, the 

cardiac disease is the major cause of mortality. To treat the cardiac disease, the therapy involves a single, 

intravenous administration of a modified adeno-associated virus that delivers the normal FXN gene to the heart. 

 

The goal of this initial clinical study is to assess safety and initial estimates of efficacy in treating the cardiac 

dysfunction. Potential participants will be screened for eligibility with assessment of cardiac and neurologic 

status. Eligible individuals who participate in the gene therapy study will be assessed periodically over 5 years 

with studies to assess the safety of the therapy and parameters to evaluate cardiac function. This clinical trial is 

funded by the National Heart, Lung, and Blood Institute at no cost to you. Travel and accommodation expenses 

will be compensated.  

 

Study Involvement:  

 

The study is divided into three periods: 

1. Initial examination 

2. Study drug administration 

3. Follow-up.  

 

The initial examination, or “Screening/Baseline Visit” will take place over several days and includes a series of 

tests to determine your eligibility to receive the study drug. All tests, except for the blood tests related to the 

study drug and future research, are standard medical tests and procedures. All participants in the study must be 

fully vaccinated against the SARS-CoV2, the virus that causes COVID-19 (from Pfizer and Moderna 2 

vaccinations and booster: for Johnson and Johnson 1 vaccination and booster).  

 

If, after completing the initial examination, you wish to continue with the study and are eligible to do so, you 

will be scheduled to receive the study drug. You will initially repeat some of the tests and procedures from the 

initial examination and begin immunosuppression therapy with prednisone. The immunosuppression therapy 

reduces the risk that your immune system may recognize the study drug as foreign and try to remove it. You 

will be given oral prednisone for 14 weeks after receiving the study drug. 

 

A study physician or physician assistant will administer the study drug intravenously by inserting a catheter into 

a vein in your arm. The study drug will be infused over 1 hour through the catheter using an infusion pump. 

After infusion, you will be observed for 2 hours. You will then be admitted overnight to New York Presbyterian 

Hospital (NYPH)/Weill Cornell Medicine (WCM) for observation to monitor any potential complications or 

side effects of the study drug. The following day after infusion, the catheter will be removed. If everything is 

stable, you will be discharged the day after the therapy.  

 

For safety purposes, we will ask you to stay at the Hemsley Hotel on the WCM campus for the first week after 

dosing. You will be asked to come back to WCM at days 1-4, 7, 10, and 14 after the drug infusion to repeat 

some of the tests and procedures from the initial examination. Visits at weeks 4 -10 after drug infusion may be 

done remotely via video teleconference, thereby lessening travel.  
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You will be asked to come back to WCM at 1, 3, 6 and 12 months following the infusion of the study drug. 

Additional blood and urine tests will be assessed at 5, 6 and 10 weeks at your city of residence. For your safety 

and effectiveness of the study drug, you will receive the study procedures as described in the Visit Schedule 

below. After you complete the 12-month on-site visit, you will have an additional assessment at WCM in year 2 

at 3, 6 and 12 months, and years 3-5 once yearly. 

 

All tests and procedures to be carried out are detailed in the following Tables.  

 

Visit Schedule:  

1 Holter monitor: a portable EKG machine to be worn for 24 hours 
2CPET: Cardiopulmonary exercise test using arm ergometer 

  
Screen 

 Days Weeks Months 

Parameters 
-7 

to 
-3 

 

-1 

 

1 

 

2 

 

3 

 

4 

 

7 

 

10 

 

2 

 

3 

 

4 

 

5 

 

6 

 

8 

 

10 

 

3 

 

6 

 

12 

Time window (days) 
-90 to 

-30 days 
-6 ± 0 ± 0 ± 0 ± 0  ± 3  ± 3 ± 3 ± 7 ± 3 ± 3 ± 3 ± 3 ± 15 ± 30 ± 30 

Informed consent paperwork ◼                   

Drug administration   
 
◼ 

               

General assessment ◼ ◼ ◼   ◼  ◼    ◼     ◼ ◼ ◼ 

   Blood samples ◼ ◼ ◼ ◼ ◼ ◼ ◼ ◼ ◼ ◼  ◼ ◼ ◼ ◼ ◼ ◼ ◼ ◼ 

   Routine urinalysis 
◼ ◼ ◼ ◼ ◼  ◼ ◼ ◼ ◼   ◼ ◼ ◼ ◼ ◼ ◼ ◼ 

   Liver ultrasound ◼                 ◼ ◼ 

Cardiac function tests 

MRI w/contrast ◼ ◼               ◼ ◼ ◼ 

Echocardiogram ◼           ◼     ◼ ◼ ◼ 

EKG 
◼ ◼    ◼  ◼    ◼     ◼ ◼ ◼ 

Holter monitor1 
◼                ◼ ◼ ◼ 

CPET (2x per visit)2 
◼ ◼               ◼ ◼ ◼ 

Neurological assessments 

Neurological scales ◼ ◼               ◼ ◼ ◼ 

Questionnaires 

Fatigue Severity Scale ◼ ◼          ◼     ◼ ◼ ◼ 

Seattle Angina Questionnaire ◼ ◼          ◼     ◼ ◼ ◼ 

Chest x-ray ◼                 ◼ ◼ 

Eye exams ◼                ◼ ◼ ◼ 

Immunosuppression therapy   ◼ ◼ ◼ ◼  ◼  ◼ ◼ ◼ ◼ ◼ ◼ ◼ ◼   
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   Routine urinalysis ◼ ◼ ◼ ◼ ◼ ◼ ◼ 

   Liver Ultrasound ◼ ◼ ◼ ◼ ◼ ◼ ◼ 

Cardiac function tests 

MRI w/contrast ◼ ◼ ◼ ◼ ◼ ◼ ◼ 

Echocardiogram ◼ ◼ ◼ ◼ ◼ ◼ ◼ 

EKG ◼ ◼ ◼ ◼ ◼ ◼ ◼ 

Holter monitor1 ◼ ◼ ◼ ◼ ◼ ◼ ◼ 

CPET2 ◼ ◼ ◼ ◼ ◼ ◼ ◼ 

Neurological assessments 

Neurological scales ◼ ◼ ◼ ◼ ◼ ◼ ◼ 

Questionnaires 

Fatigue Severity Scale ◼ ◼ ◼ ◼ ◼ ◼ ◼ 

Seattle Angina Questionnaire ◼ ◼ ◼ ◼ ◼ ◼ ◼ 

Chest x-ray ◼ ◼ ◼ ◼ ◼ ◼ ◼ 

1 Holter monitor: a portable EKG machine to be worn for 24 hours 
2CPET: Cardiopulmonary exercise test using arm ergometer 

 

 

 

 

 

If you are interested in participation and would like to learn more about the study, please contact 

the Department of Genetic Medicine at (646) 962-2672 or via email at cora@med.cornell.edu. 

 

 
 

Parameters 

Years 02 

(months) 

Year 03 

(months) 

Year 04 

(months) 

Year 05 

(months) 

3 6 9 12 12 12 12 

Time window (week) ± 1 ± 1 ± 1 ± 1 ± 2 ± 2 ± 2 

General assessment ◼ ◼ ◼ ◼ ◼ ◼ ◼ 

Blood samples 


