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A Case of 4q Deletion with Partial Agenesis of Corpus Callosum

Mi Na Kang, M.D., In Suk Lim, M.D., Byeong Eui Kim, M.D.
Myoung Jae Chey, M.D. and Sang Woo Kim, M.D.

Department of Pediatrics, College of Medicine, Inje University, Seoul, Korea

Syndrome of 4q deletion is characterized by an abnormal shape of the skull, craniofacial dysmo-
rphism, cardiovascular malformations, genitourinary defects, limb and digital anomalies, and devel-
opmental delay. We experienced a case of 4q interstitial deletion in a 2 day-old female neonate
who showed short extremities, partial agenesis of corpus callosum and congenital heart defects. We
report the case with a brief review of the literature. (J Korean Pediatr Soc 2002;45:273-277)
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Fig. 1. Karyotype from peripheral blood. Note the deletion of the inter-
stitial band from the long arm of chromosome 4(4q-).

Fig. 2A. Sagittal section of brain MRI shows ab- Fig. 2B. Axial section of brain MRI shows widely
sence of callosal body, splenium and identifiable separated and non converging lateral ventricles ly-
cingulate gyrus. ing parallel to each other.
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Fig. 3. Mild degree of diffuse encephalopathy with lowered seizure threshold from left
temporal region.
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