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Patient NAME

DOB/Age/Gender : Report STATUS :

PatientID/UHID Barcode NO

Referred BY : Sample Type : Whole blood EDTA
Sample Collected : Aug 25, 2025, 01:58 PM. Report Date : Sep 08, 2025, 01:38 PM.

#Fragile X (FMR 1) Mutation Screen

CLINICAL DETAILS: ASD/ HA, delayed speech, poor understanding, poor socialization. ?Fragile X syndrome.

TEST RESULTS :
Result Summary Normal
Number of CGG repeats 38

Interpretation :

Analysis of the pathogenic (CGG)n trinucleotide repeat region of FMR1 gene revealed presence of alleles in the normal
range.

Test Information :
Methodology: PCR followed by agarose gel electrophoresis.

Fragile X syndrome is caused by an expansion of CGG repeat sequences in the FMR1 gene in 99% of the cases. The
interpretation is based on the following types of repeat sequences:

1. Normal < 45 repeats

2. Intermediate 45-54 repeats

3. Pre-mutations 55-200 repeats
4. Full mutation > 200 repeats

Comments: A further correlation with clinical findings and history is recommended. Conformation with fragment analysis based
assay is suggested, if clinically indicated.

Notes:

Rare FMR1 mutations unrelated to trinucleotide expansion, intellectual disability associated with other fragile X sites, in
particular FRAXE, or other gene mutations, methylation studies of FMR1 gene are not detected by this assay. Possible
diagnostic errors include sample mixups and genotyping errors resulting from trace contamination of PCRs, maternal cell
contamination of fetal samples and from rare polymorphisms, which interfere with analysis. Low level mosaicism may not be
detectable by this method. Mutation analysis should be combined with phenotypic, cytogenetic, microarray analysis and
pedigree data for the most accurate interpretation.

Acceptable limitations of size analysis :

consensus size + 5 repeats for alleles with <55 repeats; consensus size + 10 repeats for alleles with 56-
100 repeats; and consensus size + 2 SDs for alleles with >100 repeats.

Approved by
Dr. Himani Pandey
Postdoc-SGPGIMS Lucknow
Lab Head-Clinical Genomics

raye LUl £



LABORATORY REPORT # Redcliffe

% labs
Patient NAME
DOB/Age/Gender : Report STATUS :
Patient ID/UHID Barcode NO
Referred BY : Sample Type : Whole blood EDTA
Sample Collected : Aug 25, 2025, 01:58 PM. Report Date : Sep 08, 2025, 01:38 PM.
Reference:

Saluto, Alessandro, et al. "An enhanced polymerase chain reaction assay to detect pre-and full mutation alleles of the fragile X
mental retardation 1 gene." The Journal of Molecular Diagnostics 7.5 (2005): 605-612.

NOTE- **This test is processed at Redcliffe's partnered lab.

*** 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.



