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Patient NAME : Baby Dummy
DOB/Age/Gender :2Y 2 M 24 D/Female Report STATUS : Final Report
Patient ID/UHID  : XXX Barcode NO : XXX
Referred BY : Dr. XXX Sample Type : Whole Blood Sod. Heparin
Sample Collected : Oct 25, 2024, 09:12 AM. Report Date 1 Nov 22, 2024, 10:57 AM.

Deletion 7Q By FISH

CLINICAL DIAGNOSIS: KABUKI syndrome ?

FISH PROBE: Williams syndrome (Elastin gene) 7q11.23 region probe.Williams syndrome is the result of a commonly deleted
region of 7g11.23 containing the Elastin (ELN) gene locus. This syndrome is believed to be contiguous gene syndrome.The
probe consists of a probe for the elastin gene locus,the LIMK1 gene,and the D7S613 locus. The probe also contains a control
probe for the region 7936.3

METHOD: Fluorescence in situ hybridization (FISH)

NO. OF CELLS STUDIED: 20

ORANGE GREEN NO. OF CELLS | NO. OF CELLS INTERPRETATION

7q11.23 7q36.3 SHOWING NOT

(ELN) (Control) DELETION SHOWING
Chromosome 7 7 DELETION
SIGNALS PER CELL 2 2 -- 20 100% Normal
SIGNALS PER CELL 1 2 00 - 00% Positive

INTERPRETATION
Microdeletion of the region 7q11.23 not found in all the cells studied.

NOMENCLATURE: nuc ish (ELNx2,7qTelx2) [20]
(As per International System of Human Cytogenetic Nomenclature, ISCN, 2020)
RESULT: NEGATIVE for Williams syndrome, 7q11.23 microdeletion in all the analyzed interphase cells & metaphases.

(FISH is not intended for use as a standalone test for making clinical decisions)

*** 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. 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

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.



