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infant formula. Serum total IgE levels were elevated, suggesting
atopy. The child improved dramatically on a trial of
hypoallergenic formula rich in MCT. NGS revealed an eventual
diagnosis of congenital lactase deficiency. The baby is growing
well and is now able to tolerate lactose-free cow milk protein
containing infant formula at 9 months of age.

We, herein, describe the clinical spectrum of genetically
confirmed CDDs; though electron microscopy aided diagnosis
of MVID has previously been reported [9]. Our case series
showed that congenital brush border enzyme deficiencies are the
most common form of CDDs rather than congenital
enteropathies or ion channelopathies. CGGM has autosomal
recessive inheritance with classical triad of hypernatremia,
hypoglycemia and metabolic acidosis [4,7]. All children with
CDDs were born of consanguinity and diarrheal onset was
within the first 2 weeks with classical triad. For  DGAT-1
deficiency, literature cites resolution of diarrhea with fat free
formula and a possible need for fat soluble vitamin
supplementation and intra lipid infusions [10]. Both the
neonates in our case series had resolution of diarrhea; however,
had slow weight gain on fat free formula.

NGS has revolutionized the diagnostic approach to CDDs;
however, it is expensive and turnaround time is late (4 weeks). It
is more precise and is reliable than stool microscopy and stool
electrolytes. The triad of clinical presentation, tissue electron
microscopy and NGS form the cornerstone for apt diagnosis of
CDDs. The management is individualized based on the
molecular and tissue diagnosis and ranges from simple change to
specialized specific diet to complex lifelong TPN.
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