LABORATORY REPORT E,%gd'ﬁe

SANGER SEQUENCING ANALYSIS

DoB NA GAILMP Date NA sample Received 07-02-2024
Age 31 Years Hospital Name PGIMER Report Released 15-02-2024
l Test Requested:- Sanger Sequencing Sample Type:- Amniotic Fluid Sample Quality:- Acceptable

____RESULT %

::3_ Sample Name (NE:rT"lee Varia;: dtip:;ﬁednjcn the Variant Status Inheritance
1 DYNC2L1 | ¢.3133G>A (p.Aspl045Asn) Heterozygous ’;“;f::sﬂzl
| e o | comamcen | e | ens
3 KIAAD753 €.328C>T (p.Arg110Ter) Heterozygous i“;f::sﬂzl

TEST INFORMATION )

This assay tests for the confirmation of variant in the AF of Sudesh Kaur which has been detected in DYNC2L1, POP1 and
KIAA0753 gene in parents carrier screening report. Analysis is performed only for variant at c.3133G>A (p.Asp1045Asn) in
DYNC2L1 gene, €.2057+2T>C (p.?) in POP1 gene and ¢.328C>T (p.Arg110Ter) in KIAA0753 gene.

Note: No significant maternal cell contamination is detected in AF of Sudesh Kaur.
Maternal cell contamination (MCC) was ruled out using STR markers

RECOMMENDATION Sl TFCRPgapiiNers clinically and genetic counselling is recommended.

TECHNOLOGY )}

Targeted sequencing and mutation analysis was performed by Polymerase Chain Reaction (PCR) followed by automated DNA sequenc-
ing of the amplicon using BigDye ABI Genetic Analyzer 3500XL platform. The raw data obtained is subsequently analyzed for the nucleo-
tide variants.

___DISCLAIMER %

This test is designed to detect mutations in the above-mentioned regions only. Sequences surrounding the regions of interest
are analysed but not reported.In rare cases because of allele dropout, heterozygosity may be reported as homozygosity.This
assay is unable to differentiate between cis and trans mutations. Though oligos are designed specifically to parent gene using
bioinformatics tool, Interference of pseudogene sequence cannot be ruled out completely. Any change in primer binding site
can result and interfere with the results and allele dropout cannot be ruled out using this experiment.
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Fig 1: Sanger sequencing data (electropherogram) for the provided sample showing nucleotide change at ¢.3133G>A
(p.Asp1045Asn) in DYNC2L1 gene

Fig 2: Sanger sequencing data (electropherogram) for the provided sample showing no nucleotide change at ¢.2057+2T>C
(p.?) in POP1 gene.
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Fig 3: Sanger sequencing data (electropherogram) for the provided sample showing nucleotide change at ¢c.328C>T
(p-Arg110Ter) in KIAA0753 gene.
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Dr. Himani Pandey

Lab Head - Genomics
Post-Doc.Fellowship
(Medical Genetics) ,SGPGIMS
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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. Itis 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: 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.





