- y 4
-
— - -
-2 Y
{ | — y 4 )
— N
% " |ccrznres H
Quprt [Cosrinen | (A Unit of KOS Healthcare) ‘)
1S09001:2008 CERTIFIED LAB EXCELLENCE IN HEALTHCARE & DIAGNOSTICS

Dr. Vinay Chopra Dr. Yugam Chopra

MD (Pathology & Microbiology) MD (Pathology)
Chairman & Consultant Pathologist CEO & Consultant Pathologist

Patient Details
Name RAJ PAL sex[Age M/ 31 Years CaselD : 30521601078
Rel By Disloe, PT.ID
TestName  JAXZ Mutation Panel (Exons  BHll. Loc, KOS DIAGNOSTIC LAB PT. Loc,
12 to 15)
Disease of Myaloprolfarative
Interest naoplasm{MPN)
(oo1)
sample Details
Registration Ddte & 2023-05-16 sample Type @ Whole Blood EDTA Ph #Re =
Time 15:56:25
sample Date & Time 2023-05-18 RefiD1, = Acc. Remarks -
15:56:00
ReportDate & Time 2023-05-30 RefID2 = PT. Loc. KOS DIAGNOSTIC LAB
09:57.00 AM
Clinical History
Suspected case of Myeloproliferative neoplasm (MPN)

Test Results and Interpretation

NO CLINICALLY SIGNIFICANT MUTATION DETECTED IN JAK2 GENE

Recommendations

= The patient is negative for mutations in JAK2 gene (exons 12-15 Including VBI7F).
= Please note: Analysis was focused on the gene requested.

* Please correlate with clinical features, CBC, bone marrow findings and cytogenetics for final conclusion,

Technical Notes

Methodology: Massively Parallel Sequencing (Next Generation Sequencing) Ganomic DNA from the submitted specimen was annchad
for'the complete coding regions and splice site junctions of gihes lsted balow uging o custom bait-capture system. Palred-End
Senuencing was parformed with 2x100/2x160 chamistry, on an luming platform. Reads were assembled and were algned to relerance
secquences based on NCBI RefSeq transcripts and human genome bulld GRCh37/UCSC hgld. Data was fitered o GEsl to identily
variants of Intarest and intarpreted in the context of a single mast damaging, cinically elevant transcript lor the purpose of the report
Indicated as a part of variant details Ennchment and andlysis focus on the coding sequance of the indicotad transcnpis, 5-10bp of
fkanking Intronic sequence, and other specific genomic reglons demaonstrated to be causative of diseose at the time of assay design
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Dweletion and duplication analysis is performsd in cases when Indicated but detected variabions need to be contirmed by an altermnate
methodology, Vationts ars reported according to the Human Genome Vanation Sociaty (HGVS)
Panel: JAK2 Mutation Panel (Exons 12 to18): The assay e focused only on the vanants tound In the JAKZ gene(Exons 12 to 15)
Tools and Databases employed for analysis: Clinvar, UCSC genome browser, gnamAD, Pubmed, VARSOME various bicinformatics
analysis; predictive tools. and disease-specilic databases used as avoilahle and appropriate.
Hotspot Genes Full Genes
24 genes 16 ganses
DONA
ABLI | KRAS ASXU
BRAF MPL BCOR
caL | MYDBB CALR
CSF3R | NP £TVE
DNMT3A NRAS EZH2
SFLT3 | PTPNI NZF1
GATAZ SETEP! NF1
HRAS | srm | PHFS
oH |  sRSR2 PRPFE 1
1DH2 U2AF REI
JAKY | WTI RLINXI
KiT | CEBPA SH283
| STAG2
| TET2
P53
| ZRSR2 |

TestLimitations

» Pradisposition lo disegse may be affected by non-genetic lactors

Variants of hitherto unknown significance may be detected and may not be reported subject to analysis by varous

mathodologles:

Although molecular testing Is highly accumte, rarely lalse-positive & lalse-negative diognostic efom may occur,

Only mutations hawing VAF »5% (except JAK2 VBI 7F) will be raparted

PCR primer binding site polymorphisms or mutations might'lead to allele diopout & couse Kilse negative results,

This testis not designed for the detection of minimal resicdual disease:

Mutations in underperforming amplicons (<100x coverage) may be missed

Indals exceading 50 bp size may not be detscted

All lnboratory tests are associatad with an emor rate of -1% These could be dus to sample mismatch, Inappropnats lobeling,

processing, or technological kmitations.

+. Plense comelate with clinical feamres and other investigatons for the final conelusion and send a repaat sample for analysis if
necessary

« This report should not be copied or reproduced except in ite entirety.

= For tests performed on specimans recelved or collected from non-NCGM locations, (tis presumed that the speciman balongs to
the patient named or identified os labsled on the container/test request and such verification has beencamed out at the point
ol generation of the said specimen by the sernder

= These teslresults should be intérpreted by a Physician only in conjunction with the patient's clinical history, other test results
and any previous analysis of approprdta tamily members,

« Vonants of unknown significance are mutations detacted on sequence analysis that have elthar not been reported before, of
whose effect cannot be detsrmined based on the cumnent knowledge standards and reporming guidsiines We recommend
petiodic review of vardants of unknown signiicance on an annual basis to determineg any changa in r:lussylcuuf dtsusad on hew
pubilished rasearch

* Upless mported or predicted to couse disease, alterations found that do not resu it in an amino acid substiution are not
raported. These and common polymorphisms idanthied for this patient are avallable upon request
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« The classification and Interpratotion of all the variants in this assoy rafiects the cutrant state of scientific understanding at the
tme this report was issued. In'some instances, the classification and interpretation of such vanants may change as new
sclentific information comes to light We recommend re-analysis of this rmport yearly, in order'to take advontage of any naw
scientific dato that may becoma ovallable A lee may apply for this service

Reviewed By
Dr. Arpan Mehta
MD Pathology
PDF Lab Haematology(TME Kolkatailyr)
POF Lab Hoematalogy (CMC vellara)
PDF Molecular Hagmonc(TMH Mumbal)
Consultant Labomtory Hoaematologist
and Moleclilar Haemaoto-oncolbgist
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