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To: Dartmouth Health providers – Important change to Karyotype and FISH testing for CLL 

From: Wahab A. Khan, PhD, FACMG 
            Gregory J. Tsongalis, PhD, HCLD 
            Lauren M. Wainman, PhD, Cytogenetics Supervisor 
            Department of Pathology and Laboratory Medicine 

Date: May 21, 2024 

RE: Digital Karyotyping using Optical Genome Mapping 

About the test: 
Effective week of May 27, 2024, the Clinical Cytogenetics laboratory of the CGAT (Clinical Genomics and Advanced Technology) Section of the DPLM will be offering Digital Karyotyping using optical genome mapping (OGM) on Chronic Lymphocytic Leukemia (CLL) cases referred to cytogenetics. Briefly OGM is a DNA mapping technology that uses fluorescent signals to resolve high-resolution genomic structures both at the chromosomal and gene level (https://www.cap.org/member-resources/articles/optical-genome-mapping-a-tool-with-significant-potential-from-discovery-to-diagnostics). 

Why is this change being made? 
The NCCN/WHO guidelines for chromosomal rearrangements has updated its recommendations in the past couple of years to include a larger set of chromosomal aberrations that are currently not tested by standard of care workflows. This test is intended to complement cytogenetic and genomic applications to provide a genome-wide view of structural variation in the human genome. OGM digital karyotyping will allow us to expand to the NCCN/WHO recognized hematologic-specific chromosomal aberrations and pan-heme targets. 

What do Providers need to do? 
No change in ordering practice is needed at the moment. This will be communicated as it evolves. For CLL referrals, a separate digital karyotype report will be provided to the patient’s EMR, along with standard of care testing in the interim. The report will file under ‘Cytogenetics’ in Epic ‘Result review’ tab (screenshot below). 
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Specimen Details: 
  -  Specimen Type: Whole blood or Bone marrow 
  -  Collection tube: Green top sodium heparin or Lavender top EDTA vacutainer 
  -  Volume: 3-5mL (minimum 3 mL) 
  -  Storage/Stability: Keep at room temperature for no longer than 3 days, transport to lab as soon as possible 
  -  Transport Temperature: Ambient 
  -  Turnaround time: 14-21 days from receipt of specimen. Samples will be batched at least once a week for this assay 
  -  Epic order name: LAB2194 

For additional information, please contact Wahab.A.Khan@hitchcock.org, OR LABCYTOGENEITCS@hitchcock.org with questions or concerns. 
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