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Potential Composite Digenic Contribution of NPC1 and NOD?2
Leading to Atypical Lethal Niemann-Pick Type C with Initial
Crohn’s Disease-like Presentation: Genotype-Phenotype
Correlation Study

Bilal Azab **(, Omar Rabab’h 3"', Dunia Aburizeg 2% Hashim Mohammad 2, Zain Dardas *, Lina Mustafa 2,
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Abstract: Niemann-Pick disease type C (NPC) is an autosomal recessive neurovisceral disease charac-

terized by progressive neurodegeneration with variable involvement of multisystemic abnormalities.

Crohn'’s disease (CD) is an inflammatory bowel disease (IBD) with a multifactorial etiology influenced
by variants in NOD2. Here, we investigated a patient with plausible multisystemic overlapping
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