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Abstract

Background and Objectives

von Willebrand Disease (VWD) is the most common inherited haemorrhagic abnormality. The
disease is caused by deficiency of von Willebrand Factor (VWF). VWF is encoded by VWF gene
and VWD type3 is the severest form of the disease inherited in autosomal recessive pattern. In
the present study, the impact of various VWF gene mutations on mRNA expression was
investigated in VWD patients.

Materials and Methods

Blood samples were obtained from VWD patients with known mutations to determine the VWF
gene expression level. Peripheral blood platletes were isolated and the total RNA was
extracted. To evaluate the VWD gene expression of patients and carriers, the quantitative real-
time PCR of the platelet cDNAs was performed.

Results

Patients in families with the nonsense mutation in exon 35 showed significantly lower levels of
VWF mRNA compared to the hetrozygote carriers of the mutation and normal controls
(p=0.005). However, there was no significant difference between VWF mRNA levels in
patients and carriers in the other families who had splice site mutation in exon 10 (p=0.288).
The impact of the mutation on the protein synthesis and function has yet to be investigated.

Conclusions

Each mutation in VWF gene has its particular impact on the gene expression. It has been shown
that even mutations of the same type may have different effects on mRNA expression.
Evaluation of cDNA is not applicable in the cases in which the mRNA is affected by NMD
pathway.
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