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neurofibromatosis type 1 (NF1) and provide prenatal diagnosis for them. Methods:
Mutation analysis of the sporadic family with NF1 was performed with target captured
next generation sequencing and Sanger sequencing. RNA samples were extracted from
the lymphocytes of NF1 patient and her parents. RT-PCR and Sanger sequencing were
performed to analyze the relative mRNA expression in the samples. Prenatal diagnosis of
the pathogenic mutation was offered to the fetus. Results: A novel splicing mutation
c. 1260 +4A >T in the NFI gene was found in the proband of the family, but was not
found in her parents. cDNA sequencing showed that 13 bases inserted into the 3’ end of
exon 11 in the NFI gene lead to a frameshift mutation. Prenatal diagnosis suggested that
the fetus did not carried the mutant. Conclusion: The NFI; ¢. 1260 +4A > T mutation
found in the NF1 patient is considered to be pathogenic, which provides information for
family genetic counseling and prenatal diagnosis.
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Figure 1 Sequencing results of NFI gene
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