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SAIMS Sri Aurobindo nstitute of Medical Scicnccs 
Sri Aurobindo Medical College & P.G.Institute 

QUANTITATIVE DATA: 

Parameters 

GFR (ml/min) 
|2 min diff. (% of relative function) 

|Tmax (mins) 

Retention (6) 

CLINICAL IMPRESSION: 

SAIMS HOSPITAL, INDORE (M.P.) 

Left kidney 

1. Almost bilateral non-functioning kidneys. 

Thanks for the referral. 

4.95 

leading to chronic renal failure pattern. 
3. Poor visualization of bladder activity. 

Checked By :-13742 DR G N MAHAPATRA 

2. Scan pattern is compatible with chronic parenchymal dysfunction 
AN LAKSHYA TRUST 

Right kidney 

2.5 

Dr. G. N. Mahapatra 
Sr. Consaltant and Irectr. 

Departet of Nuckear Medicine &PETCT 

Note: This report is purely for diagnostic complation with the other reports and clinical data of the patient by the treating 

physician. This cannot be used for medico legal purpases.For any clarification, corections and missed findings the referring 

Physician may kindly call 9962784274/9820801633 directly to the above signatories. Direct enquiry by patientrelatives wil not 

be entertained 
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Tel: +91 (0)80 67154989 / 990, Web: www.medgenome.com 

Variant 

Pathogenic 

Average sequencing 
depth (x 

Variant 

Uncertain 
Significance 

453 

of 

Average on-target 
sequencing depth () 

163.30 

Total data generated (Gb) 
Total reads aligned (%) 

pathogenicity. 

LIMITATIONS 

Data 2Q30 (%) 

Percentage target base pairs covered 

Ox 

0.07 

7.45 
99.99 

Reads that passed alignment (5) 92.21 

96.71 

The classification of the variants is done based on American College of Medical Genetics as described below [PMID: 
25741868]. 

25x 

MEDGENOME 

99.82 

220x 

A variant which is very likely to contribute to the development ofdisease however, the scientific evidence is 
Likely Pathogenic currently insufficient to prove this concusively. Additional evidenceis expected to confirm this assertion af 

99.50 

A change in a gene. This could be disease causing (pathogenic) or not disease causing (benign). 

Adisease causing variant in a gene which can explain the patient's symptoms has been detected. This usualy means 
that a suspected disorder for which testing had been requested has been confirmed. 

Variants annotated on incomplete and nonsense rhediafed decay transcripts will not be reported. 

A variant has been detected, butit is difficult to classify it as either pathogenic (disease causing) or benign (non disease causing) based on current available scientific eviderge,Fdrther testing of the patient or family m 
recommended by your clinician may be needed. It iprobable that their significance can be assessed onily with 
time, subject to availability of scientific evidence. 

"The transcript used for clinical reporting generally represerits the canonical transcript (MANE Select), which is usually the longest coding transcript with strong/multiple supporting eidence. However, clinically relevant variants annotated in 
alternate complete coding transcripts could also be reparted: 

members as 

The in-silico predictions are based on Variant Effect Predictor (v104), (SIFT version-5.2.2: PolyPhen 222: LRT version (Novenber, 2009): CADD (V1.6): Splice Al: daNSFPv4.2] and MutationTaster2 predictions are based on NCB/Esembl 66 build (GRCh38 genomic coordinates are convected to hg19 using UCSC iftOver and mapped to MT2). 

Diseases databases used for anriotation includes ClinVar (updated on 5082021), OMIM (updated on S082021) HGMD (v2021.3). LOVD (NoV-18), DECIPHER (population CNV) and SwissVar. 

Genetic testing is an important part of the diagnostic process. However, genetic tests may not always give a definitive answer. In some cases, testing may not identify a genetic variant even though one exists. This may be due to limitations 
in curret medical knowledge or testing technaloEY. Accurate interpretation of test results may require knowing the true biological relationships in a family. Failing to accurately state the biological relationships in (my/my child's) family may 
result in incorrect interpretation of results, incorrect diagnoses, and/or inconclusive test results 



MedGenome Labs Ltd. 
3rd Floor, Narayana Nethralaya Building, Narayana Health City #258/A, Bommasandra, Hosur Road, Bangalore- 560 099, India. Tel: +91 (0)80 67154989/990, Web: www.medgenome.com 

The sensitivity of NGS assay to detect copy number variants (CNV) is 70-75%. We recommend discussing alternative testing methodologY options with MedGenome Tech Support (techsupport@medgenome.com) as required. In case clinician is suspecting CNV as an important genetic etiology, alternate tests like microarray/ MLPA or qPCR may be considered after discussing with the MedGenome Tech Support team. 

Samoy 

Sandhya Nar, Ph.D 
Sr. Manager -
Variont Interpretation 

APPENDIX 

TEST METHODOLOGY 

Baloji Rajashekar, Ph.D 
Director -Clinical Bioinformatics 

individual. 

MEDGENOME 

Dr. Vibha Jain, MBBS, DNB (0bs & 

Gynae), DN8-SS (Medicol Genetics): 
PGDHHM, FICCM 
Consultant - Clinical Geneticist RUST 

Targeted gene sequencing: Selective capture and sequencing of the protein coding regions of the genome/genes is performed. Variants identified in the exonic regions are generally actionable compared to variants that occur in non-coding 
regions. Targeted sequencing represents a cost-effective approach(o detect variants present in multiple/large genes in an 

DNA extracted from blood was used to perform targeted gene capture usinga custom capture kit. The libraries were 

sequenced to mean depth of >80-100X on llumina sequencing platform. We fallow the GATK best practices framework for 
identification of germline variants in the sample usig sehtieon [Sentieon]. The sequences obtained are aligned to human 
reference genome (GRCh38) using BWA aligner [Sertieon, PMID:20o8050S] and analyzed using Sentieon for removing 

duplicates, recalibration and re-alignment of indels |Sentieon]. Sentieon haplotype caller is then used to ldentify variants in 
the sample. The germline variants identified in the sample is deeply annotated using VariMAT pipeline. Gene annotation of 
the variants is performed using VEP program jPMID: 20562413) against the Ensembl release 99 human gene model [PMID: 
29155950]. In addition to SNVS and small lndels, copy number variants (CNVS) are detected from targeted sequence data 

Clinically relevant mutations in both coding and non-coding regions are annotated using published variants in literature and 
a set of diseases databases: ClinVar,OMIM, HGMD, LOVD, DECIPHER (population CNV) and SwissVar [PMID: 26582918, 
18842627, 28349240, 21520333 19344873, 20106818). Common variants are filtered based on allele frequency in 
1000Genome Phase 3, gnomAD (v3.1 & 2.1.1), dbSNP (GCF_000001405.38), 1000 lapanese Genome, TOPMed (Freeze_8). 
Genome Asia,HmtDB and our internal Indian population database (MedVarDb v2.1) (PMID: 26432245, 32461613, 11125122, 
26292667, 33568819, 31802016 221399321. Non-synonymous variants effect is calculated using multiple algorithms such as 

PolyPhen-2, SIFT, MutationTaster2 and LRT. Clinically significant variants are used for interpretation and reporting. 

using the ExOmeDepth method PMID: 22942019). This algorithm detects CNVs based on comparison of the read-depths in 
the sample of interest with the matched aggregate reference dataset. 
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In a very few cases genetic test may not show the correct results, eg. because of the quality of the material provided to 
MedGenome. In case where any test provided by MedGenome fails for unforeseeable or unknown reasons that cannot 
be influenced by MedGenome in advance, Med Genome shall not be responsible for the incomplete, potentialy 
misleading or even wrong result of any testing if such could not be recognised by MedGenome in advance. 

Variants of uncertain significance (VUS) which are mentioned in the report need to be further correlated with the clinical 
phenotype, reports of other investigations, segregation analysis in the parents or affected/unaffected family members. 
MedGenome shall not be responsible for the inappropriate interpretation communication/ clinical actions/ reproductive 
decisions based on the VuS reported. The classification of VUS may change as the clinical phenotype evolves or more 
information is available in the scientific literature/ annotated databases. 

MEDGENOME 

This is a laboratory developed test and the deveBopment and the performance characteristics of this test was determined 
by MedGenome. 

END OF REPORT 

JAN LAKSHYA TRUSK 
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