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RESULTS

CLINICALSIGNIFICANCE

Myeloproliferative leukemia gene (MPL) mutations are single base pair substitutions at codons 505 & 515.

These mutations have been shown to promote constitutive, cytokine-independent activation of the JAK /

STAT signaling pathway and contribute to the oncogenic phenotype. These mutations in exon 10 of MPL

have been detected in approximately 5% of patients with Primary myelofibrosis (PMF) and Essential

thrombocythemia (ET).
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METHODOLOGY

Targeted sequencing and mutation analysis was performed by Polymerase Chain Reaction (PCR) followed
by automated DNA sequencing of the amplicon using BigDye Terminator Chemistry on an ABI Genetic
Analyzer 3500XL platform. Sequencing data were aligned to NCBI database to analyze the mutations.

MPL is located on chromosome 1p34 and encodes the receptor for thrombopoietin, the key growth and

survival factor for megakaryocytes. MPL W515L was first described in 2006 amongst JAK2 V617F-

negative PMF patients and is the most frequent MPN-associated MPL mutation, resulting from a G to T

transition at nucleotide 1544 on exon 10, causing a tryptophan to leucine substitution at codon 515. MPL

W515K resulting from TG to AA transition at nucleotide 1543_1544 on exon 10, causing tryptophan to

lysine substitution at codon 515. MPL W515A consists of two mutations resulting from TG to GC

transition at nucleotide 1543_1544 on exon 10, causing a tryptophan to Alanine substitution at codon

515 resulting from GTG to AGC transition at nucleotide 1542_1544 on exon 10, causing a tryptophan to

Alanine substitution at codon 515.

 Indeterminate / Not detected result does not rule out the presence of mutation as it may be below the

detection limits of the assay.

 This assay detects W515L, W515K and W515A mutations which form 98% of the reported MPL

mutations in Essential thrombocythemia & Primary Myelofibrosis.

 PCR is a highly sensitive technique, however inherent PCR inhibitors in the specimen result in

amplification failure.

 The sensitivity of detection for Sanger sequencing is generally recognized as being approximately 15%

to 20% mutant allele frequency.
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 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 arriving at a diagnosis and should be clinically
correlated by the Referring Physician.

 Certain tests may require further testing at additional cost for derivation of exact value. Kindly submit the
request within 72 hours of postreporting.

 Test results may show inter laboratory variations.

 If Sample collection date is not stated on test requisition form, the current date will be printed by default as
the date of collection.

 Test results are not valid for medico legal purposes.

Disclaimer: Method given in report are only indicative and can be changed depending upon type of machine and kit available at time of testing.
 
Not all tests at all locations are under NABL scope. Availability of tests under NABL scope varies from lab to lab.



Terms and Conditions of Reporting

1. The presented findings in the Reports are intended solely for informational and interpretational purposes by the                 
    referring physician or other qualified medical professionals possessing a comprehensive understanding of             
    reporting units, reference ranges, and technological limitations. The laboratory shall not be held liable for any    
    interpretation or misinterpretation of the results, nor for any consequential or incidental damages arising from 
    such interpretation.

2. It is to be presumed that the tests performed pertain to the specimen/sample attributed to the Customer's name
    or identification. It is presumed that the verification particulars have been cleared out by the customer or his/her
    representation at the point of generation of said specimen / sample. It is hereby clarified that the reports 
    furnished are restricted solely to the given specimen only. 

3. It is to be noted that variations in results may occur between different laboratories and over time, even for the
    same parameter for the same Customer. The assays are performed and conducted in accordance with standard 
    procedures, and the reported outcomes are contingent on the specific individual assay methods and equipment(s)
    used, as well as the quality of the received specimen. 
  
4. This report shall not be deemed valid or admissible for any medico-legal purposes.

5. The Customers assume full responsibility for apprising the Company of any factors that may impact the test
    finding. These factors, among others, includes dietary intake, alcohol, or medication / drug(s) consumption, or
    fasting. This list of factors is only representative and not exhaustive.
 

DISCLAIMER

This is a sample report provided for demonstration purposes only and does not represent an actual patient report. Test results, reference
ranges, methodologies, instrumentation, and report formats may vary depending on the laboratory performing the test. The format and
representation shown are indicative of reports generated by the National Reference Laboratory of Redcliffe Labs, Noida. This sample report
should not be used for medical interpretation, diagnosis, or treatment decisions.


