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A Defect in DNA Repair and Neuronal Cell Death
Xeroderma Pigmentosum with Neurological Abnormalities

Hitoshi TAKAHASHI, Akiyoshi KAKITA and Fusahiro IKUTA

Department of Pathology, Brain Reseavch
Institute, Niigata University

Xeroderma pigentosum (XP) is a hereditary disease transmitted as an autosomal recessive
trait characterized by a high incidence of sunlight-induced skin cancer, and frequent
neurological abnormalities. It is well known that cells from XP patients have a defective
DNA repair system. We studied neuropathologically two cases of XP with neurological
abnormalities (De Sanctis-Cacchione syndrome). The pattern of topographical distribution
and severity of neuron loss in the nervous system appeared to be similar to that seen in
However, no senile plagques or

We consider that further studies

of this human genetic disease are important for helping to clarify the mechanisms of neuronal

aged persons or patients with Alzheimer s disease.

neurofibrillary tangles were evident in the present cases.

cell death in normal cerebral aging as well as in Alzheimer s disease.
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