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Mutation analysis of NF2 gene and clinical investigation in two
families with neurofibromatosis type [l

QU Jie, WANG Xingjie, WANG Yuzhi
( Department of Otolaryngology, the Second People’ s of Liaocheng City, Liaocheng 252600, China )

Abstract: Objective To report mutations of neurofibromatosis 2 ( NF2) gene in 2 families of NF2 and investigate
the genotype-phenotype correlations. Methods The blood DNA samples of the probands or their sons and theirs family
members in 2 families with NF2 and 100 healthy controls without kinship were extracted. Polymerase chain reaction (PCR)
was performed on 15 exons (exons 1 ~15) and adjacent intron sequences of the NF2 gene of the probands, and the PCR
products were detected by direct sequencing. PCR and sequencing were performed at splice donor site of intron 2 in
members of family 1, and splice receptor site of intron 7 in family 2, as well as both the splice donor site of intron 2 and
receptor site of intron 7 in the controls. Results Mutation of intron 2 splice donor site g >t was found in the proband and
other patients in family 1. Mutation of intron 7 splice receptor site a > g was found in patient in family 2. There were no
such mutations in the unaffected or control ones and the possibility of gene variability at both sites was ruled out.
Conclusion Splice site mutations in lineages 1 and 2 lead to abnormal mRNA splicing, which affect the biological
function of Merlin protein to lose its control over the growth of normal nerve cells and lead to development of
neurofibromatosis.
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