DNA Repair Section, Dermatology Branch, Center for Cancer Research, National Cancer Institute

We are investigating the role of DNA repair in prevention of cancer and in human development. The approach involves integrated clinical, molecular, and translational investigations of disorders with defective DNA repair. Current studies are focusing on two rare genetic diseases: xeroderma pigmentosum (XP) a cancer-prone genetic disease with cellular hypersensitivity to ultraviolet radiation (UV) and defective DNA repair and trichothiodystrophy (TTD) a disorder with developmental abnormalities and defects in some of the same genes as XP without increased cancer risk. The long-term goals are to: 1) define the molecular defects in these diseases, 2) characterize their clinical abnormalities and extent of phenotypic heterogeneity, 3) correlate the molecular defects with clinical abnormalities, 4) assess the altered molecular function, 5) identify and characterize the underlying mechanisms (pathophysiology) and how they lead to clinical disease, and 6) influence these processes by exploring methods of cancer prevention. (http://ccr.cancer.gov/staff/staff.asp?profileid=5592) We have established collaborations with investigators in the NEI, NHGRI, NIDCD, NIDDK, NIAID, NINDS, the Clinical Center and other NIH Institutes to evaluate these rare complex patients. There currently are two active protocols in the DNA Repair Section: a natural history protocol to evaluate patients and their family members and an epidemiology protocol to study cancer risk in more distant relatives of XP patients. 
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Role:

· Screen potential patients for inclusion in our studies
· Prepare medical record summaries and plan NIH visits based on patient symptomatology

· Discuss patient-specific issues with consultants and obtain additional relevant patient history
· Prepare detailed visit summary and explain   findings to patients and referring physicians
· Liaison with NIH collaborators, patient support groups and referring physicians

· Participate in laboratory meetings, provide genetic insights 

· Mentor undergraduate and medical students in the laboratory 

