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RMH200Solid DNA NGS panel  
 
Designed to cover genes required in NHSE test directory and other targets identified by clinical experts. 
RMH200Solid panel covers regions for 238 protein coding genes and promoter of TERT. It also includes 
copy number probes for focal detection of amplifications and deletions, and evenly distributed SNP 
probes to aid in the detection of large chromosomal gains/losses. There are also twenty SNPs designed 
for quality control purposes. 
 
NGS libraries are generated from DNA extracted from FFPE or FF tumour tissue, and blood. These 
libraries are then hybridised with an oligonucleotide capture panel. After hybridisation, non-targeted 
regions are washed away and remaining library sample is amplified and sequenced using Illumina 
technology. Sequenced reads are aligned to the human genome (GRCh37) and somatic SNV, SV and 
CNVs are called using a validated in-house bioinformatics workflow. Complex indels such as indels over 
42bp and indels with nearby SNPs are likely to be missed due to limitations of the small variant caller, 
but can be detected using a parallel structural variant analysis pipeline. 
 

 
 
Overall performance 
The panel shows consistent performance and reproducibility across runs. 
Repeatability SNV: > 0.995 [95%CI: 99.4% – 99.5%]  
Repeatability indel: >0.95 [95%CI: 93.7% – 96.3%] 
Reproducibility SNV: >0.996 [95%CI: 99.6% - 99.7%] 
Reproducibility indel: >0.966 [95%CI: 95.7% - 97.5%] 
 
 
The sensitivity, specificity and accuracy of the panel is: 
Sensitivity of cancer SNV detection=> 0.9847 [95%CI: 98.15%] 
Specificity of cancer SNV detection=> 0.9847 [95%CI 96.84%] 
Accuracy of cancer SNV detection=> 0.9998 [95%CI: 98.15%] 
Sensitivity of cancer indel detection=> 0.9991 [95%CI 89.11%] 
Accuracy of cancer indel detection=> 0.8889 [95%CI 73.94% - 96.89%] 
 
The average on target reads percentage is 56.6±3.1% 
The average percentage of duplicates is 27.5±5.2% 
The average percentage of mapped reads is 98.78±0.54% 

 
Assay is validated for SV detection, including ITDs in FLT3, KMT2A and BCOR, ALK translocation (if 
breakpoint is captured) and large CALR deletions. 
 
CNV analysis uses in-house developed caller for both focal and genome-wide copy number gains and 
losses in samples with >20% tumour content. 

 
 
 
 
 


