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BACKGROUND
m Allogeneic bone marrow transplant (allo-BMT) recipients and patients with a hematologic m Therefore, genetic testing performed on DNA derived from blood/buccal samples of allo-
malignancy (HM) present unique challenges when their blood/buccal samples are BMT patients may reflect the genetic status of the transplant donor and not the recipient.
submitted for genetic testing. ® Blood/buccal samples from individuals with a HM may demonstrate the presence of
= White blood cells from allo-BMT recipients are usually entirely derived from the transplant somatic mutations caused by the HM, which are not heritable.
donor. Buccal samples from such patients can be chimeric, containing cells derived from both m  Genetic testing of blood/buccal samples in these individuals may therefore reflect the
the recipient and the bone marrow donor. genetic status of the leukemic cells rather than the germline genetic status of the patient.
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CONCLUSIONS

B Genetic testing using blood/buccal samples from allo-BMT and HM patients may impact
the interpretation of test results and subsequent clinical management of the patient.

m Cultured cells derived from skin fibroblasts are the most suitable sample type for allo-BMT

patients, which is in accordance with the published 2012 NCCN Genetic/Familial High-Risk
No Assessment: Breast and Ovarian guidelines.
We recommend submission of fibroblasts for HM patients as well, in cancer subtypes where
o Sure‘o— the leukemic cells are circulating at a quantity that is detectable by our genetic analyses.
Yes Yes
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It is imperative that the appropriate sample type be submitted for genetic testing so that
the results reflect the heritable mutation status of the patient being tested.

® Mutations detected in the blood/buccal samples of these patients would be inappropriate
for family testing, as it may result in false assurance for a family member who is negative
for a mutation that he/she would not have been predisposed to inherit.

No
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*CML patients require documentation of molecular remission in the form of a PCR result on blood showing less than 0.01% of cancer cells.
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