
Clinical diagnosis of NBS





Immunodeficiency humoral / cellular





Chromosomal instability


(incl.7/14 rearrangements)





Evaluation of immunity





 Mutation screening


exon 6 of the NBN gene





Yes (both alleles)





Full-length NBN protein identified





Diagnosis NBS complete





Immunoblotting





Radiation sensitivity 


 testing (in vitro)





Hypersensitivity





No sensitivity





Sequence analysis of the rest of the NBN exons





Re-evaluation of the clinical diagnosis





Search for a promoter mutation or splicing mutation





Consider evaluation for another DNA repair disorder





Pathogenic mutation(s) identified





Karyotype in PHA stimulated PBLs








Mutation c.657del5


identified





Yes (one allele)





No





Yes 





No





Yes





No





Pathogenic mutation(s) 





No








