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Abstract: 

Tufting enteropathy (TE) is a rare cause of congenital intractable diarrhea in children, often resulting in irreversible intestinal failure and severe malnutrition. The prevalence of the disease seems to be increased in families with high degrees of consanguinity and in patients of Arabic origin. The diagnosis maybe difficult and confirmatory genetic testing is needed. Some patients may require prolonged total parenteral nutrition (TPN) and eventually intestinal transplantation may be necessary. The identification of new genetic mutations of TE in Saudi Arabia supports therapeutic decisions to initiate TPN and consider intestinal transplantation.

We identified four children with tufting enteropathy at King Fahad Specialist Hospital-Dammam (KFSH-D) who presented with congenital chronic diarrhea, severe failure to thrive, and TPN dependency. The diagnosis of tufting enteropathy was based on endoscopy findings, small intestinal biopsies, and a confirmatory genetic study. Retrospective review of these 4 children is reported. 

Two new genetic mutations which are the first described mutations for TE in Saudi Arabia are identified to be associated with a severe form of tufting enteropathy. Early diagnosis of tufting enteropathy permits intervention by TPN and allows for timely referral for intestinal transplant. 



