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ABSTRACT

Introduction – Inflammatory bowel disease is an immunological disorder associated with bloody stools and is rarely seen in the neonatal age group. Genetic susceptibility plays an important role in its etiology.Clinical Exome test was done for two neonates who had bloody stools, frequent vomiting and , failure to thrive. Colonoscopy was carried out which showed colitis and inflammation. 
Case A: 8th month/male born to non consanguineous couple, presented with a history of non bilious, non projectile vomiting, cough, cold since 3days, moderate grade intermittent fever, no breathing difficulty but had skin lesions. Earlier female sibling died at the age of 1 year with similar features.
Case B: 11 months/male born to a consanguineous couple, presented with similar clinical picture without skin leisions.
After ruling out inborn errors of metabolism (IEM) with newborn screening clinical exome was advised to be carried out.
Result – Clinical exome revealed mutation in IL10 RA and IL10RB in case A and B respectively. These mutations are indicative of (inflammatory bowel disease) IBD 28 and IBD 25 disease respectively and involve the IL10 pathway. Other than that these genes are also associated with early onset of Colitis. The patient with IL10 RA mutation has skin lesion which is also a clinical symptom of IL10 RA mutation and the second patient has risk of rheumatoid arthritis which is a clinical feature of IL10 RB mutation.
IL-10 is an anti-inflammatory cytokine. During infection it inhibits the activity of Th1 cells, NK cells, and macrophages, all of which are required for optimal pathogen clearance but also contribute to tissue damage. IL10 RA and IL10RB gene along with three other interferon receptor genes, IFAR2, IFNAR1, and IFNGR2, form a class II cytokine receptor gene cluster located in a small region on chromosome 21. 
Post test counseling-  Both autosomal recessive mutations reported are classified VUS, to understand and confirm its involvement in disease pathogenictiy, parental carrier analysis is advised and under progress. This would also enable us to establish certainty in prenatal diagnosis of subsequent pregnancies. 

