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A Case Report: 4g-Syndrome (Interstitial Deletion Type) with
Serum Hyper-IgE and IgG,

Yuko AKIOKA, Tatsuro IZUMI and Yukio FUKUYAMA
Department of Pediatrics, Tokyo Women’s Medical College

4q-syndrome is an extremely rare disease with quite variable clinical presentations. Different
modes of chromosomal deletion, i.e. interstitial and terminal, have been suggested as one of the
reasons for the diversity of clinical symptoms.

By comparing a case (described below) and previous reports of 4g-syndrome, we identified; 1) the
primary locus of the defect within the chromosome responsible for the clinical features which are
frequently observed in this syndrome. 2) the chromosomal defect leading to a hyper-IgEemia.

An eleven month old girl presented with growth failure, mental retardation and peculiar facial
appearance, i.e. hypertelorism, small saddle nose, low set ears, microcephalus, micro-retrognathia and
micromelia. Her karyotype was 46XX, del (4) (q27, 31, 22). The patient had severe atopic eczema with
elevated serum IgE, IgG4 levels and a low activity of suppressor T cells. Initial lab data demonstrated;
IgE 4,460 IU/ml, IgG4-milk 76 U/ml, Leu2a 17.4% (control 28.7% + 5.4%), Leu3a 49.2% (50.2 + 6.8%),
Leu3a/2a 2.38 (2.6 = 0.6). Her parents have normal karyotypes, although her father has allergic
rhinitis and hyper-IgEemia.

Twenty-one previous cases of 4g-syndrome were reviewed. It is still debated whether interstitial

- deletion of 4q should be included in 4g-syndrome, since patients with the interstitial deletion represent
quite different clinical symptoms from those with the terminal deletion. Despite the interstitial
deletion, our patient demonstrated features of typical 4q-syndrome with terminal deletion. By
reviewing previous cases, it was found that only patients with 131 deletion (both interstitial and
terminal types of 4q-syndrome) had such typical features of the syndrome.

Deletion of 4(q27) was another defect found in the present case. 26 and q27 of chromosome 4 are
gene loci responsible for IL-2, which regulates processing of T cells. Since IgE specific suppressor T
cells play an important role in suppression of IgE biosynthesis, the deletion of 4(q27) is likely to cause
down regulation of IgE suppressor T cells which in turn induces overproduction of IgE. Thus, it is
speculated that low activity of suppressor T cells and hyper-IgEemia, unique findings in the present
case, are the consequence of a 4(q27) deletion.
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RBC 440% /mm? 1gG 1,149 mg/dl
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Hb 12.8 g/dl L= 2+
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v —7fE 18.0ng/ml
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