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Rapid Detection of the c. 742C=>T Mutation of the FGFR3 Gene Causing Type 1 Thanatophoric Dysplasia by
High-resolution Melting Analysis
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Children’s Medical Center , Guangzhou Medical College s Guangzhou, Guangdong 510623 , China)
[Abstract] Objective To explore the feasibility of using high-resolution melting curve to detect the c.
742C>T(p. R248C) mutation of the FGFR3 gene causing type 1 thanatophoric dysplasia. Methods A 96-
well LightScanner (Idaho Technology) for high resolution melting analysis was used to genotype the c.
742C>T mutation within the exon 7 of the FGFR3 gene . DNA samples including 10 prenatal samples
with type 1 TD harboring the c. 742 C>T variant identified previously by DNA sequencing and 30 control
samples from healthy individuals were amplified with the double-stranded DNA binding dye LC Green
Plus. Melting curves were analyzed as fluorescence difference plots. Results Using the high-resolution
melting curve analysis, we successfully genotyped the c. 742C>T (p. R248C) mutation in all of the 10
tested samples with type 1 TD. Conclusion High-resolution melting analysis is a kind of easy-to-use,
rapid, and sensitive one tube assay for genotyping the c. 742C>T (p. R248C) mutation which is the most
common one associated with type 1 TD. The technology has the potential to reduce sequencing burden and
would be suitable for mutations screening of FGFR3 gene that have been found to be associated with TD.
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