JAK2 V617F Quantitative Assay

Description:

JAK2 is a tyrosine kinase that is important in signal
transduction in hematopoietic cells. A specific
mutation in the JAK2 gene, known as V617F, has been
found to be present in cells from patients with chronic
myeloproliferative disorders. V617F is an activating
mutation in exon 14. This mutation can be helpful for
clinicians in distinguishing between reactive cytosis
and myeloproliferative disorders. Additionally, in the
future, patients with this specific mutation might
benefit from targeted therapies designed to inhibit the
tyrosine kinase activity of JAK2.

Indications:

The main indication for JAK2 testing at this time is
diagnosis. The JAK2 V617F mutation can help a
clinician distinguish overlapping clinical phenotypes
and make a diagnosis of a myeloproliferative disorder
such as polycythemia vera, essential thrombocythemia,
and/or myeloid metaplasia with myelofibrosis. In the
future, JAK2 V617F testing might aid in providing
information that can be used to aid in treatment
related decisions or in prognostication.

Specimen:

Note: Sample should be received same day or shipped
overnight on ice (do NOT freeze) within 48 hours of
draw. 5-10mLs peripheral blood or 3-5mLs bone
marrow in EDTA tube.

Methodology:

We use the JAK2 MutaQuant™ Assay from Ipsogen.
This highly sensitive approach involves the use of a
SNP specific forward primer resulting in the selective
amplification of mutant or wild type allele. The
fluorescent labeled products are easily detectable on a
real-time PCR instrument. The quantities of normal
and mutated JAK2 copies are measured using a
standard curve and the relative percentage of genes
that possess this mutation detected (%V617) is
reported.

Sensitivity:

The JAK2 MutaQuant™ Assay is designed to detect the
JAK2 V617F mutation among at least 10,000 normal
copies of the gene. The analytic sensitivity of this assay
has been determined by this laboratory to be 0.10%.
The variation of this assay, though, can be
approximately 5% between laboratories and within a
laboratory. We consider results above 0.10% to be
positive for presence of the JAK2 mutation.

Turn Around Time:
7-10 days.

Billing and CPT Codes:

JAK2 Quantitative (V617F): 81270
Please call 1-866-450-4198 for any pricing or billing
questions.

Results:

Each test report includes a detailed interpretation of
the genetic findings, the clinical significance of the
result, and specific recommendations for clinical
management and additional testing, if warranted.
Results will be reported to the referring physician or
health care provider as specified on the test requisition
form.

Shipping Instructions:

Please enclose test requisition with sample. All
information must be completed before sample can be
processed. Place samples in Styrofoam mailer and ship
on ice (do NOT freeze) by overnight Federal Express
to arrive Monday through Saturday.

Ship to:

Genetics and Genomics Diagnostic Laboratory
3333 Burnet Avenue NRB 1013

Cincinnati, OH 45229

513-636-4474

’ '0 Cincinnati

’ Children’s
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Genetics and Genomics Diagnostic Laboratory
CLIA#: 36D0656333

Phone: (513) 636-4474

Fax: (513) 636-4373

Email: LabGeneticCounselors@cchmec.org
www.cincinnatichildrens.org/genetics
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