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Specification of the NGS platelet panel 
 
Targeted sequencing with the Ion Torrent System is able to identify single nucleotide variants, small 
insertions and small deletions. Variants in repeat sequences, large homopolymers and large 
insertions/deletions are not or difficult to identify. 
The designed Thrombo AmpliSeq Panel (IAD96657_243) consists of 1468 amplicons and is covering 
346,5 Kbase for 73 different genes as listed in Table 1. The panel is covering 98,8% of the desired 
regions (all coding regions (exons), flanking intronic regions, untranslated regions and promotor areas 
with known mutations). 
 
Table 1: List of genes in Thrombo AmpliSeq panel, version 1.0 

 
 
The percentage of target bases that is covered at least 20 times (%Base20x) is at least 99,1% for the 
recommended Mapped Reads of 2.800.000. This acceptance criteria will result in a coverage 98,8% 
of the areas of interest.  
 
For 30 different genes a few bases are missed, either in the design or due to practical coverage, as 
listed in Table 2. Some pathogenic variants listed in the HGMD database are missed as well, as can be 
seen in Table 2. 
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Table 2a: List of regions missed in design of Thrombo AmpliSeq panel. 

 
 
Table 2b: List of regions missed by coverage in Thrombo AmpliSeq panel. 

 
 
Reporting 
Only clinical relevant variants will be reported. Variants with classification Certainly Pathogenic (class 
5) and Likely Pathogenic (class 4) are always reported. Variants with category Unknown significance 
(class 3) will only be reported if the variant is expected to be involved in the phenotype of the patient. 
Category Certainly Benign (class 1) and Likely Benign (class 2) variants will not be reported. (see: 
http://www.acgs.uk.com/quality/best-practice-guidelines/Variant Guidelines. Document: Practice 
Guidelines for the Evaluation of Pathogenicity and the Reporting of Sequence Variants in Clinical 
Molecular Genetics).   
 
Besides reporting the clinical relevant variants we report whether a patient is heterozygous, 
homozygous, expected compound heterozygous or hemizygous for a mutation and how this may 
relate to disease phenotype. 
 
All the variants are annotated and reported as designated by the Human Genome Variation Society 
(HGVS) nomenclature, as described at their website http://varnomen.hgvs.org 
 
 

http://varnomen.hgvs.org/

