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Genomic Deletion Study of the Dystrophin Gene in Congenital Muscular Dystrophy

Kayoko SAITO, Makiko OSAWA, Eri KONDO, Kiyoko IKEYA, Akemi YAMAUCH]I,
Satoshi KOMINE, Izumi SAKUMA, Reiko MORITA, Keiko SHISHIKURA,
Haruko SUZUKI, Takayo HARADA and Yukio FUKUYAMA
Department of Pediatrics, Tokyo Women’s Medical College

The authors examined mutations of the dystrophin gene in 33 patients clinically diagnosed as
having Fukuyama type congenital muscular dystrophy (FCMD) and in one non-FCMD patient.
Deletion of exons 48-52 of the dystrophin gene was found in a patient with a non-FCMD phenotype
and intellectual impairment. A survey of the literature revealed that there were seven similar cases,
clinically resembling FCMD or CMD, in which dystrophin gene deletions were demonstrated. The
common properties in this particular group of patients include: (1) All cases male. (2) The disease onset
was in infancy. Some had begun to walk alone very late, while the others has never been able to walk.
(3) They lost the ability to walk earlier than the average age for Duchenne muscular dystrophy (DMD)
patients. (4) Intellectual impairment was seen in all cases. (5) CT scan or MRI revealed cortical atrophy
and cerebral ventricular dilatation, but neither gyral abnormality nor low density areas in the white
matter. ‘

As for the absence of dystrophin in some patients with clinical diagnoses of FCMD, it has been
hypothesized that this might represent a unique state in which the patient is simultaneously
heterozygous for the FCMD gene and hemizygous for dystrophin abnormalities. However, we suggest
another possibility, i.e. that DMD may have a spectrum wider than the clinical features considered
thus far, and that severe DMD cases with earlier onsets may be misdiagnosed as FCMD or CMD.
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a: cortical atrophy, b: ventricular dilatation, c: gyrus abnormality.
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