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A Case of Duchenne Muscular Dystrophy with Normal Intelligence Despite
Genomic Deletion of Both Muscle and Brain Promoters

Izumi SAKUMA, Kayoko SAITO, Akemi YAMAUCHI, Kiyoko IKEYA, Reiko MORITA,
Maki IMANO, Makiko OSAWA and Yukio FUKUYAMA
Department of Pediatrics, Tokyo Women's Medical College

We report a Duchenne muscular dystrophy (DMD) patient with normal mentality who had
deletions of brain and muscle promoters as well as exons 2 through 7 of the dystrophin gene. The
patient, a 21 year old male, had no family history of DMD. The Wechsler adult intelligence scale
revealed a normal verbal 1Q (97) at the age of 21. He has a third grade English proficiency license. High
molecular weight DNA was prepared from peripheral lymphocytes. The dystrophin gene, including
brain and muscle promoters, was examined. A dystrophin gene deletion, encompassing brain and
muscle promoters as well as exons 2 through 7, was detected. Lack of brain type dystrophin has been
hypothesized by some investigators to cause mental retardation, often seen in DMD patients.

We report herein a brain promoter deletion in a patient with normal mentality which should

prompt reconsideration of the above hypothesis.
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