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RRAY FSV POS

Test Performed: Cytogenomic SNP Mcroarray, Family Specific Variant (ARRAY FSV)
Speci nen Type: Peripheral bl ood
Indication for Testing: Familial testing

RESULT
16p11. 2 Del etion: DETECTED

Copy nunber change: 16pll.2 |oss
Si ze: 540 kb

| NTERPRETATI ON
This targeted anal ysis was positive for the requested copy nunber variant (CNV). Genom c coordinates
bel ow correspond to the region interrogated in this study.

This result indicates that this individual is a carrier of the CNV identified in the proband. Please
refer to the proband report for the interpretation of this finding. Variants outside of this targeted
regi on were not eval uated.

Recomendat i on:
Genetic counseling

Health care providers with questions may contact an ARUP genetic counselor at (800) 242-2787 ext. 2141.

Cyt ogenoni ¢ Nonencl ature (| SCN):
arr[ GRCh37] 16pll.2(29651576_30191848) x1

This result has been revi ewed and approved by Erica F. Andersen, Ph.D., FACMG

Test Information
i1 Cytogenonmi ¢ SNP M croarray, Fam Spec Var
Background I nformation: Cytogenom c SNP M croarray,
Fam | y- Speci fic Vari ant

Techni cal | nformation

- This is a targeted nmicroarray test for detection of previously identified famlial
copy nunber variants (CNVs). Only requested CNVs that are detectable on this

platformw || be eval uated.

- Analysis is performed using the CytoScan(TM HD Suite (Thernmp Fisher Scientific)

according to validated protocols established within the Genomic M croarray

Laboratory at ARUP Laboratories.
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| nf or mat i on

il:

Cyt ogenonic SNP M croarray, Fam Spec Var

- The CytoScan HD array contains 2.67 mllion narkers across the genone with average
probe spacing of 1.15 kb, including 750,000 SNP probes and 1.9 mllion
nonpol ynor phi ¢ probes.

- The detection sensitivity (resolution) for any particular genom c region nay vary

dependent upon the nunber of probes (markers), probe spacing, and thresholds for

copy nunber determ nation. The general lint of detection for copy nunber changes

across this platformis approxi mately 25-50 kb

- The limt of detection for npsaicismvaries dependent upon the size and type of

genom ¢ i nbal ance. In general, genotype mxture due to npsaicism (distinct cel

lines fromthe same individual) will be detected when present at greater than 20 to

30 percent in the sanple.

- Genomic coordinates interrogated for targeted CNV analysis correspond to the

Genone Reference Consortium human genone build 37/ human genone i ssue 19

(GRCh37/ hgl9). CNVs reported in other genone builds will be converted to hgl9 before
i nterrogation.

Variant C assification and Reporting Criteria

- Interrogated CNV(s) will be reported as "Detected" or "Not Detected.”

- In general, requested CNVs will not be classified and an interpretation will not
be provided. Reference the original proband report for the interpretation of any

i nterrogated variant.

- Parentage will not be eval uated.

- Inheritance interpretation is based on the famlial relationships provided to the
| aboratory.

Limtations

- This assay only analyzes requested famlial CNV(s) and does not rule out
alterations outside of the targeted region

- This analysis cannot provide structural (positional) infornmation associated with
genom ¢ i nbal ance. In sonme cases, additional cytogenetic testing by chronbsone
anal ysis or fluorescence in situ hybridization (FISH nay be reconmended.

Certain genonmic alterations nmay not or cannot be detected by this technol ogy. These
alterations nay include, but are not linmted to:

- CNVs belowthe limt of resolution of this platform

- Sequence-level variants (nutations) including point nutations and indels.

- Low | evel npsaicism(generally, less than 20 to 30 percent).

- Bal anced chronosomal rearrangenments (translocations, inversions, and insertions).
- Genomic inmbalance in repetitive DNA regions (centroneres, teloneres, segnental
duplications, and acrocentric chronpbsone short arns).

This test was devel oped and its performance characteristics determ ned by ARUP
Laboratories. It has not been cleared or approved by the U S. Food and Drug

*=Abnormal, #=Corrected, C=Critical, f=Result Footnote, H-High, i-Test Information, L-Low, t-Interpretive Text, @=Performing lab

Unless otherwise indicated, testing performed at: ARUP Accession: 24-093-102615
ARUP Laboratories Report Request ID: 19793898
500 Chipeta Way, Salt Lake City, UT 84108 Printed: 05-Aug-24 08:37

Laboratory Director: Jonathan R. Genzen, MD, PhD Page 2 of 3



ARUP LABORATORIES | aruplab.com PATIENT REPORT
500 Chipeta Way, Salt Lake City, Utah 84108-1221
phone: 801-583-2787, toll free: 800-522-2787

. . . Patient Age/Sex: Female
Jonathan R. Genzen, MD, PhD, Chief Medical Officer

Test Information

i1 Cyt ogenonic SNP M croarray, Fam Spec Var
Admi nistration. This test was performed in a CLIA-certified |aboratory and is
i ntended for clinical purposes.

Counsel ing and inforned consent are recomended for genetic testing. Consent forns
are avail abl e onli ne.
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