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Introduction

Mastocytosis is a neoplastic disease of the bone marrow with the risk of frequent and severe
allergic reactions. However the genetic predisposition is not fully understood, the crucial
element in pathogenesis is the presence of oncogenic KIT p. D816V gene somatic mutation.

The epigenetic mechanism may play a role in mastocytosis.
Aim
Based on our previous epigenetical studies, we have selected 110 candidate genes which were

analyzed using Next Generation Sequencing method.

Material and methods

The study group consists of 32 patients with mastocytosis (16 females and 16 males) and 16
control subjects (8 females and 8 males). The whole peripheral blood was taken from all subject.
The Archer VariantPlex HS/HGC Protoocol for Illumina (released November 12, 2019) was
used. 200 ng of DNA of each sample was used in a volume of 50 pl. The library preparation
consists of several steps, starting with fragmentation of the DNA; end repair; first ligation;

addition of MRC adapters; second ligation; first PCR and second PCR. The molarity was
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established by using the NewEngland biolabs: NEBNext® Library Quant kit for [llumina® on
a CFX BioRad PCR equipment. The results were imported into a NEBioCalculator.

Results

We have found 863 alterations on all autosomal chromosomes. On chromosome 3 were the
most alterations found, while on chromosome 13 the least. Some of these alterations have been
found only in one patient or control subject (n=276), while for 58 alterations have been fully
genotyped for all subjects in both groups. 95 alterations have been genotyped for more then 40
subjects. For two alterations the p-value is below 5%. One alteration is a non-sense mutation
and it might have an effect on the transcription process of the produced protein ABCA2. The

other alteration is an missense alteration and it has been found in exon 11 of the CADH?7 gene.

Conclusions

The results confirm our previous findings. The ABCA2 and CADH7 gene mutations are
promising candidates for further analysis. Due to the limitation of the fact that study group was

not large, these both mutations should be analysed in a bigger group in the future.



