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Dear CHARGE Syndrome Foundation members,
We in The University of Michigan Departments of Neurology and Pediatrics would like to make you and your family members aware of a new study beginning at our institution.  This study is designed to develop a new research model of inherited neurological disorders like CHARGE Syndrome.  To this end, we are recruiting subjects with CHD7 mutations and their relatives (whether they are carriers of the disease or not) to enroll in this study.

What is the purpose of the study?

This study is based on the recent discovery that pluripotent stem cells can be created from patient skin cells.  These stem cells can then be used to study the cell biology of nerves derived from subjects with inherited neurological disorders such as CHARGE Syndrome and compared with subjects without CHARGE.  These cells will be studied for their ability to survive, to change into different cell types, and for features that distinguish them from healthy cells in a laboratory setting.  These stem cells will help us better understand what it is that makes the CHD7 mutation so harmful.  Furthermore, they will help with research into the development and testing of new drugs to treat these conditions.

Who can participate in the study?


We are recruiting subjects with a known diagnosis of CHARGE Syndrome to participate in this study.  In addition, we are recruiting related and unrelated individuals to act as control subjects in the study.  To be eligible to participate they must also have a clinic visit during the study period. You must be able to understand and communicate in verbal and written English.

What does the study involve? 

The study will involve a single visit with a Pediatrician at the University of Michigan.  As a part of the study, all participants will undergo a small skin biopsy on the back of the wrist.  In some patients, this biopsy may be taken from a different site.  This procedure is done with numbing medication and takes approximately 30 minutes.  It leaves a small scar that gradually fades over time so that it may become almost invisible.  

This skin biopsy will be used to make human stem cells through a reprogramming process in a laboratory.  These stem cells will be genetically matched to you and may be used in research that involves genetic or chemical manipulation of the cells.  These stem cells will be used to study the cell biology of nerves derived from patients with CHARGE Syndrome and compared with controls.  Samples will be kept in a secure facility in a locked room and freezer.  

Who will pay for the costs of the study? 

The study will pay for research-related items or services that are provided only because you are in the study.  Neither you nor your insurance company will be billed for any costs of the study.
Will I be paid or given anything for taking part in this study?

There is no monetary compensation for this study.

Who can I contact about this study?

Please contact the researcher listed below:


Donna M. Martin, MD, PhD


Associate Professor, Pediatrics & Human Genetics


The University of Michigan
Mailing Address: 3520A MSRB I, 1150 W. Medical Ctr. Dr.




      Ann Arbor, MI 48109-5652
Telephone:  734-647-4859
Peter K Todd, MD, PhD

Assistant Professor in Neurology

           University of Michigan

Mailing Address: Department of Neurology, 

                             1500 East Medical Center Drive

                             Ann Arbor, MI. 48109

Telephone:  734-763-7274

Study#  HUM00030934  

Study Title: Derivation of iPS cells from patients with inherited neurological disorders

*This Study has been evaluated and approved by the University of Michigan Institutional Review Board for Human Subjects Research (IRBMED)
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