
Problem   The following is a case study of a male patient diagnosed with a Stage IV, Grade 2 myxoid liposarcoma 
(neoplastic adipose tissue) of the lower leg. Since there is currently no FDA approved standard of care for chemotherapy 
or targeted therapeutics for these sarcomas, genomic profiling can be used as a tool to identify genetic variants that 
are clinically actionable. This allows a physician to: a) treat the actionable variant with an FDA approved therapy, or 
b) enroll a patient into a clinical trial for the respective genetic variant should an approved therapy not exist. In this 
case, the treating physician ordered a genomic profile from the market leading laboratory to be run on the patient’s 
needle biopsy in order to identify any clinically actionable genetic variants. The sample was considered QNS (quantity 
not sufficient) due to its cellularity and failure to yield enough DNA. The test failed and no report was generated for 
the physician. 

Solution  Unsatisfied with the results, the treating physician ordered an additional genomic profile from OmniSeq 
with the patient’s remaining FFPE sample. OmniSeq's pathologist on staff was able to confirm 70% neoplastic nuclei 
with low cellularity from the slides cut from the lingering block and both DNA (2.18ng) and RNA (10ng) were extracted. 
This genetic material was analyzed on the OmniSeq ComprehensiveSM panel that identifies clinically actionable 
genetic variants and potential hereditary variants. OmniSeq Comprehensive identified two genetic variants: AKT1 
(E17K) (exon 3), a member of the PI3K/AKT/MTOR pathway, and APC (S2621C), a validated tumor suppressor. Identified 
variants were confirmed using Sanger Sequencing. AKT1 was matched to a relevant clinical trial (NCT02465060) 
being run at the facility where the patient was receiving treatment, utilizing the Phase 2 small molecule inhibitor 
AZD5363 targeted to the three forms of AKT (AKT1, 2, and 3). 

Results  Through OmniSeq’s ability to extract usable genetic material from the most challenging samples, 
OmniSeq Comprehensive was able to identify a clinically actionable variant; helping guide therapeutic treatment 
options for the treating physician.

Don’t rebiopsy your patient.
Trust OmniSeq Comprehensive with your most challenging samples.

OmniSeq Case Study

Requirements Theirs OmniSeq
Genetic Material 50ng - 300ng 1ng - 30ng
Tumor Content ≥20% ≥10%
Surface Area 5mm x 5mm Any
Sample Volume 1 mm3 Any
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