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MICROARRAY RESULT: 536 KBINTERSTITIAL DUPLICATION OF 7Q36.3->Q36.3

INTERPRETATION: VARIANT OF UNCERTAIN SIGNIFICANCE

arr[ hg19] 7¢36. 3( 158, 583, 829- 159, 119, 707) X3

The whol e genonme SNP microarray (Reveal) analysis has detected an
interstitial duplication of the chromobsonmal segnment |isted above. This
interval includes 3 OM M genes (ESYT2, DYNC2I1, VIPR2). At this tine,
no clinically established disorders have been reported with duplication
al though this could change as studies progress. In
general, duplications are clinically tolerated better than del etions,
and thus are found nore frequently as famlial variants.

of this region,

In order to further

eval uate clinical

rel evance, parental analysis

is necessary to deternine whether this alteration represents a famli al
variant or a de novo change nore likely to be clinically significant.

No ot her DNA copy nunber changes or copy neutral ROH were

detected within the present

recomrended.

The foll ow up parental
submitted under test code 511780 (gPCR).

reporting criteria. Genetic counseling is

bl ood (green top sodium heparin) should be
There is no charge associ at ed

with this followup test for up to two fanmly nenbers. Pl ease reference

t he proband nanme, date of birth,

and speci men nunber when submtting

parental or famlial sanples. Billing policy details are available for
vi ew on ww. | abcorp.com The current sanple will be retained for 13

nmonths as a positive control

for potenti al

parental follow up studies.

Pl ease provide a new specinen on this patient if submtting parental

sanpl es after this date.

Note to New York clients: the current sanple

will only be retained for 60 days fromreceipt date in the lab for

potential parental/famlial

Met hodol ogy:

foll ow up studies.

SNP microarray anal ysis was performed using the Cytoscan ® HD Accel platform which uses 2,029, 441
nonpol ynor phi ¢ copy nunber probes and 743,130 SNP probes for LOH ACH anal ysis and rel ati onship
assessnent. The array has an average intragenic spacing of 0.818 kb and average intergenic spacing of
1.51 kb. Total genom c DNA was extracted fromthe sanple type provided, digested with Xcel, and then

ligated to Xcel adaptors.

PCR products were purified and quantified. Purified DNA was fragnented,

biotin | abel ed, and hybridized to the Cytoscan ® HD Accel Gene Chip. Data were anal yzed using
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Chronosone Anal ysis Suite. The analysis is based on the GRCh37/hgl9 assenbly. This test was devel oped
and its performance characteristics determ ned by LabCorp. It has not been cleared or approved by the
Food and Drug admi ni stration.

Positive evaluation criteria include:

* DNA copy nunber |oss of >200 kb or gain >500 kb outside known clinically significant regions with
at | east one OM M gene.

* DNA copy gain/loss within or including a known clinically significant gene of 25 kb or greater.

* UPD testing is recoomended for patient results denonstrating a | ong contiguous region of
honmozygosity in a single chronpsone of >20 Mo interstitially or >10 M telonerically (15 and 8 M,
respectively, for inprinted chronosones).

* Contiguous honpzygosity of one region that is >8 M but below reporting criteria for UPD will be
reported as increased risk of recessive disorder.

* Contiguous honpbzygosity of >8 Mo within nultiple chronbsones suggests commopn descent. These regions
of potential recessive allele risk are designated.

* A high level of allele honpbzygosity due to numerous contiguous short runs (associated with a
geographically or socially limted gene pool) is reported at the 99th percentile.

SNP chronposonmal m croarray cannot detect:

* Truly bal anced chronpsone alterations

* Sequence variants

* Small insertions and del etions (indels)

* Changes in regions not represented by probes on the array

* Tetrapl oi dy

* Low | evel npsaicism

* \Wol e chronpbsone uni parental heterodi sony without parental specinens
* | nbal ances in the mitochondrial genone

Singl e gene partial or intragenic copy nunber variants (CNVs) detected by an i ndependent technol ogy
such as next generation sequencing (NGS) may not be detectable by microarray. The ability to detect
the CNV i s dependent on size and probe coverage. The threshold for npbsaicismis variable, depending
on the size of the segment and array quality. Enpiric studies have detected npsaicismfor trisony of
a whol e aut osorme bel ow 10. 0% CNVs that are known to be common in the popul ation may not be reported.
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Technical component performed by Laboratory Corporation of America Holdings,

1904 TW Alexander Drive, RTP, NC, 27709-0153 (800) 345-4363
Professional Component performed by LabCorp CLIA 34D1008914, 3502 Stonegate Dr., Chapel Hill, NC 27516. Medical Director, Anjen Chenn, M.D.,PhD.
Integrated Geneticsis abrand used by Esoterix Genetic Laboratories, LLC, awholly-owned subsidiary of Laboratory Corporation of America Holdings.
This document contains private and confidential health information protected by state and federal law.

If you have received this document in error, please call 800-533-0567.
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