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JAK2 EXON 12 MUTATIONTEST CONDUCTED

(PCR, Fragment analysis)

RESULTS

JAK2 Exon 12 Mutation

Not Detected

Interpretation
  -----------------------------------------------------------------------------------
|  RESULT      |                            REMARKS                                 |
|--------------|--------------------------------------------------------------------|
| Detected     |Indicates presence of Jak2 exon 12 mutation in the sample submitted |
|--------------|--------------------------------------------------------------------|
| Indeterminate|Indicates presence of inherent inhibitors in the sample submitted   |
|--------------|--------------------------------------------------------------------|
| Not Detected |Indicates absence of Jak2 exon 12 mutation in the sample submitted  |
 -----------------------------------------------------------------------------------

Note

1. This result does not rule out the presence of mutation that may be below the detection limits of the 

assay.

2. The assay detects the K539L mutation, duplications and deletions in the JAK2 exon 12. It does not 

detect any other mutations which might be present.

3. This is an in-house developed assay for research purposes only. Results to be interpreted in context of 

clinical findings, tumor sampling and other laboratory data. 

4. PCR is a highly sensitive technique, however inherent PCR inhibitors in the specimen result into 

amplification failure.

Comment

JAK2 gene mutations are important diagnostic markers for the Myeloproliferative disorder Polycythemia vera 

(PV). A single mutation (V617F) is found in approximately 95% of cases. Of the PV cases that are 

V617F-negative (approximately 5%), most are associated with mutations in a different region of the JAK2 gene 

within exon 12. Patients with exon 12 mutations present frequently with erythrocytosis as the predominant 

feature, but without concurrent elevations in the megakaryocytic or granulocytic lineages as seen in 

V617F-positive PV. Consequently, many exon 12 positive cases are considered clinically as Idiopathic 

erythrocytosis. Unlike the V617F mutation that is found in several Myeloproliferative neoplasms (PV, Essential 

thrombocythemia & Primary myelofibrosis), JAK2 exon 12 mutations are restricted only to cases of PV. WHO 

(2016) diagnostic algorithm for suspected PV now recommends JAK2 exon 12 mutation screening in patients 

who present with a suspicion for PV that is V617F negative.
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Dr Anand Chandrasekaran Annan

MD (American Board of Pathology)

PhD (Molecular & Cellular Pathology)     

HOD - Oncopathology

Dr Atul Thatai

PhD, Biotechnology

HOD Molecular Diagnostics                       

NRL - Dr Lal PathLabs Ltd

             -------------------------------End of report --------------------------------

IMPORTANT INSTRUCTIONS

*Test results released pertain to the specimen submitted .*All test results are dependent on the quality of the sample received by the Laboratory . 

*Laboratory investigations are only a tool to facilitate in arriving at a diagnosis and should be clinically correlated by the Referring Physician .*Sample 

repeats are accepted on request of Referring Physician within 7 days post reporting.*Report delivery may be delayed due to unforeseen 

circumstances. Inconvenience is regretted.*Certain tests may require further testing at additional cost for derivation of exact value. Kindly submit 

request within 72 hours post reporting.*Test results may show interlaboratory variations .*The Courts/Forum at Delhi shall have exclusive 

jurisdiction in all disputes/claims concerning the test(s) & or results of test(s).*Test results are not valid for medico legal purposes. * Contact 

customer care Tel No. +91-11-39885050 for all queries related to test results.

(#) Sample drawn from outside source.
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