
Patient Name: CRM ID:

Age: Sample Type:

Sex: Sample collection date:

Test Requested: Reporting date:

HOMOLOGOUS RECOMBINATIONREPAIR (HRR) GERMLINE PANEL BYNGS

CLINICAL INDICATION/DIAGNOSIS

TESTRESULTSUMMARY

NEGATIVE
(No significance variant detected related to the phenotype)

KEY FINDINGS
Genes &
Transcript

Exon Variant Zygosity/
Inheritance

OMIM
Phenotype

ACMG
Classification

None
*Genetic test results are reported based on the recommendations of ACMG guidelines.

Variant Interpretation & Clinical correlation
NA

RECOMMENDATION
 Please correlateclinically.

 Genetic counseling for accurate interpretationof test results is recommended.

 MLPA is recommended to rule out the large deletion/duplication analysis of BRCA1&2 gene.

 Homologous Recombination Repair (HRR)/HRD somatic panel by NGS on tissue block is recommended, if available.

 For questions about this report, or for assistance in locating nearby genetic counseling services, please contact the
Laboratory: geneticcounselors@redcliffelabs.com, ccsupport@redcliffelabs.com.

TEST DESCRIPTION

This Homologous Recombination Repair (HRR) germline extended panel includes 154 genes, is a Next Generation Sequencing
(NGS) based assay that identifies clinically relevant genomic alterations (SNVs, indels, and CNVs) within these genes (genes list
table attached at end of the report) that are most frequently altered.

Sample receiving date:

Homologous Recombination Repair
(HRR) Germline By Ngs

Referring Clinician:

C/o Carcinoma right ovary, Post NACT
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Female

41 Years Whole Blood EDTA

03-05-2024

04-05-2024

01-06-2024

XXXMrs.Dummy

Dr. TarunKumar(BHU)

mailto:Geneticcounselors@redcliffelabs.com
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METHODOLOGY&VARIANTANALYSIS
Next Generation Sequencing: DNA extracted from Blood sample is used for targeted capture-based Library preparation.
Targeted capture provides an efficient and sensitive means for sequencing specific genomic regions in a high-throughput manner.
The libraries were sequenced to mean >85-100x coverage on Illumina Novaseq 6000 sequencing platform with Paired End
2x150 chemistry. We follow the Illumina DRAGEN Bio-IT Platform for identification of variants in the sample. The sequences
obtained are assembled and aligned to reference sequences based on NCBI RefSeq transcripts and human genome build
(GRCh38). Haplotype caller has been used to identify variants which are relevant to the clinical indication. In addition to SNVs
and small Indels, copy number variants (CNVs) are detected from targeted sequence data using the commercially available
algorithm. This algorithm detects rare CNVs based on comparison of the read-depths of the test data with the matched aggregate
reference datasets.
Clinically relevant mutations were annotated using published variants in literature, Commercial datasets and a set of diseases
databases. Common variants are filtered based on allele frequency in 1000Genome, ExAC, gnomAD, dbSNP & our internal
database. Non- synonymous variants effect is calculated using multiple algorithms such as PolyPhen-2, SIFT, MutationTaster2.
Variants are labeled as per Standards and Guidelines for the Interpretation and Reporting of Sequence Variants in Cancer, by
American College of Medical Genetics and Genomics (ACMG) published guideline.

TEST LIMITATIONS

 Itshould be notedthat this test is limited toalimited number of genes anddoes notincludeall intronic andnon-codingregions.

 This report only includes variants that meets a level of evidence threshold for cause or contribute to disease. Test results are
interpreted in the context of clinical & pathological findings and laboratory data.

 The accuracy and completeness may vary due to variable information available in different databases. Synonymous mutations
were not considered while preparing this report.

 The variants have not been confirmed using Sanger sequencing and/or alternate technologies.
 The sensitivity of this assay to detect small deletions/duplication is upto certain number of bases only. The CNVs if detected

with this assay have to be confirmed by alternate method such as MLPA.
 Variations with high minor allele frequencies which are benign/likely benign will be given upon request if required. Certain

genes may not be covered completely, and few mutations could be missed.

 Due to inherent technology limitations, coverage is not uniform across all regions. Hence, pathogenic variants present in areas
of insufficient coverage as well as those variants which currently do not correlate with the provided phenotype may not be
analyzed/ reported. Additionally, it may not be possible to fully resolve certain details about variants, such as mosaicism,
phasing, or mapping ambiguity.

 This assay is not meant to interrogate most promoter regions, deep intronic regions, or other regulatory elements. Incidental or
secondary findings (if any) that meet the ACMG guidelines can be given upon request.

 Genes with pseudo-genes, para-log genes and genes with low complexity may have decreased sensitivity and specificity of
variant detection and interpretation due to inability of the data and analysis tools to unambiguously determine the origin of the
sequence data in such regions. Sequence and copy number variants are reported according to the Human Genome Variation
Society (HGVS).

 The transcript used for clinical reporting generally represents the canonical transcript, which is usually the longest coding
transcript with strong/multiple supporting evidence. However, clinically relevant variants annotated in alternate complete
coding transcripts could also be reported.
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DISCLAIMER

 Test has been performed assuming that the sample received belongs to the above-named individual(s) and that any stated
relationships between individuals are accepted as true. It is also assumed that consent for the same was provided after pre- test
counseling at the point of collection/referral.

 The results should be interpreted in the context of the patient’s medical evaluation, family history and racial/ethnic background.
Please note that variant classification and/or interpretation may change over time if more information available. Re-
interpretation of multi gene next generation sequencing data is recommended on an annual basis and may be requested by a
medical provider.

 More evidence for disease association of genes and causal pathogenic variants are discovered every year, and it is recommended
that genetic variants are re-interpretedwithupdatedsoftware and annotations periodically.

 Rare polymorphisms may lead to false negative or positive results. False negative results may be due to sampling error/errors
in sample handling as well as clonal density below the limit of detection. Misinterpretation of results may occur if the
information provided is inaccurate or incomplete. Identification of a mutation in one or more of these genes does not guarantee
activity of the drug in a given indication due to the presence of contraindicated mutation in the gene not covered by the panel.

 The information provided should only be utilized as a guide or aid and the decision to select any therapy option based on the
information reported here resides solely with the discretion of the treating physician.

 Patient care and treatment decisions should only be made by the physician after taking into account all relevant information
available including but not limited to the patient’s condition, family history, findings upon examination, results of other
diagnostic tests, and the current standards of care.

 This report should only be used as an aid and the physician should employ sound clinical judgment in arriving at any decision
for patient care or treatment.

 By providing drug information for the reported diagnosis, Redcliffe Lab Pvt. Ltd. is not guaranteeing that any drug or clinical
trial is necessarily appropriate for this patient.

 Healthcare providers should evaluate and interpret the information provided in this report, along with all other available
clinical information about this patient, to determine the best treatment decisions in their own independent medical judgment.
Patient management decisions should not be based on a single test, including this one, nor solely on the information contained
in this report.

VARIANT REPORTING CLASSIFICATIONBASED ONAMP-ASCO-CAPRECOMMENDATIONS

Variant A change inagene. This could be disease causing (pathogenic) or not disease
causing(benign).

Pathogenic Adisease-causing variation in a gene which canexplain the patient'ssymptoms.

Likely
pathogenic

A variantwhich isvery likely tocontribute to the development of disease. However, the scientific
evidence is currently insufficient to prove this conclusively. Additional evidence is expectedto
confirm this assertionof Pathogenicity

Variant of uncertain
significance

A variantwhich is difficult toclassify either as pathogenic (disease causing) or benign
(non disease causing) based on current available scientific evidence.

Likely Benign
A variant which is very unlikely to contribute to the development of disease,
however,the scientific evidence is currently insufficient to prove this conclusively.
Additional evidence is expected to confirm this assertion of Pathogenicity.

Benign A variant which is known not to be responsible for disease has been detected.
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APPENDIX: LIST OF INCLUDED GENES

Gene Region
covered

Gene Region
cover

Gene Region
covered

AIP 100.00% ALK 100.00% ANKRD26 100.00%
APC 100.00% ATM 100.00% AXIN2 100.00%
BAP1 100.00% BARD1 100.00% BLM 100.00%
BMPR1A 100.00% BRAF 100.00% BRCA1 100.00%
BRCA2 100.00% BRIP1 100.00% BUB1B 100.00%
CBL 100.00% CD70 100.00% CDC73 100.00%
CDH1 100.00% CDK4 100.00% CDKN1B 100.00%
CDKN1C 100.00% CDKN2A 100.00% CEBPA 100.00%
CEP57 100.00% CHEK2 100.00% CTNNA1 100.00%
CYLD 100.00% DDB2 100.00% DDX41 100.00%
DICER1 100.00% DIS3L2 100.00% DKC1 100.00%
EFL1 100.00% EGFR 100.00% ELANE 100.00%
EPCAM 100.00% ERCC1 100.00% ERCC2 100.00%
ERCC3 100.00% ERCC4 100.00% ERCC5 100.00%
ETV6 100.00% EXO1 100.00% EXT1 100.00%
EXT2 100.00% EZH2 100.00% FAM111B 100.00%
FANCA 100.00% FANCB 100.00% FANCC 100.00%
FANCD2 100.00% FANCE 100.00% FANCF 100.00%
FANCG 100.00% FANCI 100.00% FANCL 100.00%
FANCM 100.00% FH 100.00% FLCN 100.00%
GALNT12 100.00% GATA2 100.00% GPC3 100.00%
GPR101 100.00% GREM1 100.00% HAVCR2 100.00%
HNF1A 100.00% HOXB13 100.00% HRAS 100.00%
IKZF1 100.00% KIF1B 100.00% KIT 100.00%
KITLG 100.00% KRAS 100.00% LZTR1 100.00%
MAP2K1 100.00% MAP2K2 100.00% MAX 100.00%
MEN1 100.00% MET 100.00% MITF 100.00%
MLH1 100.00% MLH3 100.00% MRE11 100.00%
MSH2 100.00% MSH3 100.00% MSH6 100.00%
MUTYH 100.00% NBN 100.00% NF1 100.00%
NF2 100.00% NRAS 100.00% NSD1 100.00%
NSUN2 100.00% NTHL1 100.00% PALB2 100.00%
PAX5 100.00% PDGFRA 100.00% PHOX2B 100.00%
PMS1 100.00% PMS2 100.00% POLD1 100.00%
POLE 100.00% POLH 100.00% POT1 100.00%
PPM1D 100.00% PRF1 100.00% PRKAR1A 100.00%
PTCH1 100.00% PTEN 100.00% PTPN11 100.00%
RAD50 100.00% RAD51C 100.00% RAD51D 100.00%
RAF1 100.00% RASA2 100.00% RB1 100.00%
RECQL 100.00% RECQL4 100.00% REST 100.00%
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RET 100.00% RHBDF2 100.00% RIT1 100.00%
RPS20 100.00% RRAS 100.00% RUNX1 100.00%
SAMD9 100.00% SAMD9L 100.00% SBDS 100.00%
SDHA 100.00% SDHAF2 100.00% SDHB 100.00%
SDHC 100.00% SDHD 100.00% SHOC2 100.00%
SLX4 100.00% SMAD4 100.00% SMARCA4 100.00%
SMARCB1 100.00% SMARCE1 100.00% SOS1 100.00%
SOS2 100.00% SPRED1 100.00% SRP72 100.00%
STK11 100.00% SUFU 100.00% TERC 100.00%
TERT 100.00% TINF2 100.00% TMEM127 100.00%
TP53 100.00% TRIP13 100.00% TSC1 100.00%
TSC2 100.00% VHL 100.00% WRN 100.00%
WT1 100.00% XPA 100.00% XPC 100.00%
XRCC2 100.00%

REFERENCES
1. Richards S, Aziz N, Bale S, et al. Standards and guidelines for the interpretation of sequence variants: a joint consensus recommendation of

the American College of Medical Genetics and Genomics and the Association for Molecular Pathology, Genetics in Medicine, 2015
May;17(5):405-24

2. Kalia S.S. et al., Recommendations for reporting of secondary findings in clinical exome and genome sequencing, 2016 update(ACMG SF v2.0):
a policy statement of the American College of Medical Genetics and Genomics. Genet Med., 19(2):249-255, 2017.

3. Meyer, L.R., et al., The UCSC Genome Browser database: extensions and updates 2013. Nucleic Acids Res, 2013. 41(D1): p.D64-9.
4. Green RC, Berg JS, Grody WW, et al. ACMG recommendations for reporting of incidental findings in clinical exome and genome sequencing

[published correction appears in Genet Med. 2017 May;19(5):606]. Genet Med. 2013;15(7):565 –574. doi:10.1038/gim.2013.73
5. 1000 Genomes Project Consortium et al., A global reference for human genetic variation. Nature, 526(7571): 68-74, 2015.
6. Lek M. et al., Analysis of protein-coding genetic variation in 60,706 humans. Nature, 536(7616):285-91, 2016.
7. McLaren, W., et al., Deriving the consequences of genomic variants with the Ensembl API and SNP Effect Predictor. Bioinformatics, 2010.

26(16): p. 2069-70.

...........End of Report ......
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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.


