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A Distal Xq Functional Disomy Patient with Recurrent Infections

Yumi TANI, Keisuke YOSHII, Kyoko HIRASAWA,
Katsuji KARAKI, Yasushi ITO and Makiko OSAWA
Department of Pediatrics, Tokyo Women's Medical University School of Medicine

Distal Xq functional disomy refers to chromosomal disorders resulting from aberrations involving the long
arm of the X chromosome (Xq). It is characterized by distinct facial features, severe developmental delay, feeding
difficulty, abnormal genitalia, and infection susceptibility, the severities of which are dependent upon the gender
of the patient and content of the duplicated segment.

At least 100 cases of Xq28 functional disomy have been reported. We describe a patient with Xq functional
disomy showing a distinct facial appearance, generalized hypotonia and genital hypoplasia. He had repeated in-
fections in early infancy, including aspiration pneumonia. Because of these recurrent infections and the existence
of gastroesophageal reflux (GER), an esophagogastroplasty was performed at age 23 months and additional ther-
apy was administered, including low dose antibiotics and frequent artificial cleaning of the airway at home.

These treatments remarkably reduced the infection frequency. It appears to be important to control infec-
tions with early evaluation of swallowing and, if present, GER. We recommend constructive and prophylactic
{OR: proactive} therapy, including surgical procedures, in to improve quality of life for such patients.
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Figl-a is a picture of the actual chromosome itself (left) and a schema (right) of the affected

X chromosome.

Figl-b shows the detailed results of the FISH analysis.
The breakpoint is seen at the Xq27.1 and this part has been added to the terminus of the
Xp. Based on these results, the patient was given a diagnosis of duplication of this part of

Xaq.
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— Gastroesophageal
reflux

Fig. 2
Radiological examination of the gastrointestinal tract
The arrow shows where contrast medium was regur-
gitated from the stomach into the middle part of the
esophagus.
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Fig. 3 Clinical course
Each rectangle shows the corresponding treatment in each area.
Fach triangle indicates an episode of each event depicted on the left.
After the surgical procedures, the patient had fewer respiratory infection episodes.
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