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Quantification of fusion alleles and resistant mutation alleles in plasma of
patients with lung cancer
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Detection of EML4-ALK fusion gene and resistant mutation from genomic DNA is
useful for clinical application. We aimed to quantify EML4-ALK fusion alleles and resistant
mutation alleles in plasma of patients with lung cancer harboring EML4-ALK fusion.
Our group tried quantitative analysis of EML4-ALK fusion gene in plasma cell-free DNA(cfDNA) using
the next-generation sequencer.At first, with the new genomic DNA concentration method, we developed
a custom panel including the target sequence mainly on a fused gene and the resistant gene.
Using this technique, every alleles with sequence including the target fusion gene could be
quantified, and sequence including breakpoints were identified from cell lines. The quantifiability
and reproducibility were also confirmed.
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sample ID Chr Start End Variant-Rate Ratio Depth-BG
H2228_100 2 178098953 178098953 493 1.00 1479
H2228_050 2 178098953 178098953 257 0.52 1427
H2228_025 2 178098953 178098953 1.4 0.23 1156
total_count
H2228_100 2 EML4 42493956 ALK 29448092 23.8 1.00 124
H2228_050 2 EML4 42493956 ALK 29448092 10.9 0.49 61
H2228_025 2 EML4 42493956 ALK 29448092 4.3 0.18 22
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Seki Y, Fujiwara Y, Kohno T, et al:
Circulating cell-free plasma tumour DNA
shows a higher incidence of EGFR mutations
in patients with extrathoracic disease
progression. ESMO Open 3:e000292, 2018
(http://dx.doi.org/10.1136/
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