CLINICAL TRIAL SUMMARY DESCRIPTION

TRIAL INFORMATION:

Is this a CLINICAL TRIAL [_] or a RESEARCH STUDY [X] ?

TITLE: Variation in Gene Expression in NF1
PHASE:

DRUG/TREATMENT:

OBJECTIVE OF STUDY: To investigate differences in disease severity among individuals and families with

NF1. Look at the genetic differences among individuals with NF1 to understand

why some people with NF1 have a more severe case than other people with NF1

LOCATIONS: National recruitment, with evaluations done at the National Institutes of Health,
Bethesda, Maryland

TRIAL WEBSITE: http://www.genome.qov/16015146

MINIMUM ELIGIBILITY REQUIREMENTS:
AGE/GENDER REQUIREMENTS: Males and Females, age 16 years and older with NF1 — either first
family member diagnosed with NF1 or have a family history

OTHER REQUIREMENTS: Parents and affected siblings will be invited to participate. Study includes a 2-
day visit to the NIH Clinical Center for genetics evaluation, MRI of the spine, photography and a blood draw.

Medical evaluations will be free of charge and funding is available for travel expenses.

RECRUITMENT START DATE: On-going

TRIAL CONTACT FOR INTERESTED PARTICIPANTS:

NAME/TITLE: Jennifer Sloan, Ph.D., M.S. — Study Coordinator and Genetic Counselor

MAILING ADDRESS: NHGRI/NIH, 10 Center Drive. MSC 1205, Building 10, CRC, Room 3-2551
Bethesda, MD 20892

PHONE: 301.451.9145 FAX: 301.496.7157

Email ADDRESS: jsloan@mail.nih.gov
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