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An Example of the Boy of Angelman Syndrome Diagnosed Starting with Chrmosome
G-band Analysis

Yoshihiro TODA, Masaaki TAKAOKA, Sato MATSUURA, Akiyoshi TAKAHASHI,
Maki URUSHIHARA, Tadanori NAKATSU, Tetsuya YOSHIDA

Division of Pediatrics, Tokushima Red Cross Hospital

The patient was a 19-month-old boy. A diagnosis of psychomotor retardation had been made previously. The
boy did not speak, was able to stand if there was something to hold on to and tended to be hyperactive. He
was however good-tempered and laughed frequently. In April 2003, generalized tonic convulsion developed
during fever. At that time, he was carried urgently to our hospital and his convulsion was successfully
controlled by intravenous diazepam treatment. We suspected chromosomal aberration in this case on the basis
of his disease history and arranged a G-band test. The test revealed partial deletion of gql1-q13 on chromosome
15. Subsequent FISH allowed a definite diagnosis of Angelman syndrome. Angelman syndrome can be charac-
terized by severe psychomotor retardation, awkward manner of walking, tendency to autism, frequent laugh,
microcephaly, fair skin, epilepsy, etc. Its onset is considered to involve genomic imprinting. Since the minute
deletion responsible for this syndrome is often not detectable with a G-band test, an additional test using
FISH, etc., is often needed. However, our experience with the present case suggests that G-band analysis de-

serves to be tried if at a loss in diagnosing the condition of a given patient.
Key words: Angelman syndrome, G-band analysis, FISH, genomic imprinting, epilepsy
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