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Congenital Chloride Diarrhea
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A Case of Congenital Chloride Diarrhea in Premature Infant

Sung Kwan Yoon, M.D., Eun Young Kim, M.D.
Kyung Rye Moon, M.D. and Sang Kee Park, M.D.

Department of Pediatrics, College of Medicine, Chosun University, Gwangju, Korea

Congenital chloride diarrhea is a serious autosomal recessive disease, and defect of intestinal elec-
trolyte absorption that involves, specifically, Cl /HCOs; exchange in the distal part of the ileum and
colon. The clinical feature is dominated by profuse, watery diarrhea containing high concentrations of
chloride(>90 mmol/L) and sodium. The chloride loss results in severe dehydration with a hypochlore-
mic alkalosis. The molecular pathology involves an epithelial C1 /HCOs; exchanger protein. Mucosal
ion transport is affected to differing degrees and the severity of the disease may thus vary. Recent-
ly, a gene defect on chromosome 7 has been identified. However, there was a deficit in replacement
of fluid and electrolyte, abdominal distension remained and the character of stools was watery. We
report a case of congenital chloride diarrhea in a premature female who presented with watery diar-
rhea containing high concentrations of chloride and abdominal distension. (J Korean Pediatr Soc

Key Words : Congenital chloride diarrhea, Abdominal distension, Metabolic alkalosis
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Fig. 1. (A) General appearance of patient. (B) Marked ab-
dominal distension and visible loops.
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Fig. 2. Simple X-ray of abdomen. Marked dilatation of bowel
loops with fluid and gas.
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Fig. 3. Stool of patient. Urine-like appearance of stools.
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