
Vitamin D was recently studied in several investigations to better understand the pathogenesis of  various 

autoimmune diseases due to the pleiotropic and tolerogenic role of  Vitamin D. this immunomodulatory role is 

mediated by vitamin D receptor (VDR). VDR (RefSeq: NG_008731.1) common single nucleotide 

polymorphisms (SNPs) were studied in various human diseases, including Behçet syndrome (BS), in order to 

understand if  and how the variations could lead to the ineffectiveness of  the hormone regulatory actions 

affecting the Vitamin D /VDR binding. 

Conflicting data are now available about VDR SNP in BS susceptibility and pathogenesis.

The aim of  our study was to genotype the mutational hot spot (3’ end) of  VDR gene in a group of  Italian 

patients with BS with an integrated approach of  genomics and bioinformatics.

 We recruited consecutive BS patients fulfilling the ISG criteria.

 gDNA was extracted from whole blood and polymerase chain

reaction (PCR) was performed for VDR 3’end coverage using

home-made primer pairs.

 Direct sequencing and in silico analysed using specific

bioinformatics tools were downstream performed.

 We studied 52 BS patients (28 male:

24 female; median age: 43.6 ±

12.3years) for characterizing VDR 3’

end.

 A novel VDR variation

(NG_008731.1:g.65023A>G, HGVS

nomenclature) was found in

heterozygosity state in 3/52 BS

patients (5.77 % of cases) (fig. 1).

 It was recognized in association with

rs731236 VDR known restriction

fragment length polymorphism in

heterozygosity state (TaqI).

A novel VDR variation was identified in association with a known gene polymorphism (rs731236). 

Analyses of  larger cohort are required to better understand the haplotype role in BS pathogenesis.
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Fig. 1. The novel VDR variation (A>G substitution) at 65023 position of  genomic RefSeq


