STUDY ON MICRODUPLICATION 22q11.2 SYNDROME:

Invitation to Participate

Title of Study: 
Delineation of Clinical Features of Individuals with     Microduplication  22q11.2: A Questionnaire Study

Investigators:   Melissa Carter, M.D., Rosanna Weksberg, M.D., Ph.D., Irene Drmic, Ph.D., C.Psych., Leona Fishman, M.D., Cheryl Cytrynbaum, M.Sc., Andrea Shugar, M.Sc., CGC., Evdokia Anagnostou, M.D., and Wendy Roberts, M.D. 

All investigators are affiliated with The Hospital for Sick Children in Toronto, Ontario.
If you or your child has been diagnosed with microduplication 22q11.2 syndrome, you may already know that there is very little information in the medical literature about this condition. We know that individuals with this syndrome can have average intelligence, no major birth defects, and no major medical illnesses. We also know that individuals with the same microduplication can have significant problems with learning, behaviour, growth, muscle tone, and a variety of birth defects. Individuals with the same duplication but very different problems can be found in the same family. In fact, the findings are so variable that it is difficult to determine whether the presence of this microduplication is the cause of these problems, or simply one of many genetic and environmental risk factors that work together to contribute to a given individual’s physical health and mental development.

We are interested in studying individuals with microduplication 22q11.2 to learn more about the medical and developmental problems that are most likely to be associated with this condition. We are inviting you to participate in a questionnaire study in which we will collect information about individuals who have this duplication. You must have an email address and access to the internet to participate.

For more information, please contact Dr. Melissa Carter at melissa.carter@sickkids.ca or 416-813-7654 x28986.
Thanks in advance for your participation! We look forward to hearing from you.
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