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RAPI D
Procedure Resul t Units Ref erence I nterval
Cyt ogenomi c SNP M croarray Abnormal " ftit [ Nor mal ]

Result Footnote

f1: Cyt ogenom ¢ SNP M croarray
Test Performed: Cytogenomic SNP Mcroarray - RAPID (CVA RAPI D)
Speci nen Type: Peripheral bl ood
Indication for Testing: Premature newborn, Cardi ac defect
RESULT SUMVARY
Abnormal M croarray Result (Male)

Trisonmy 18 (Edwards syndrone)

Cl assification: Pathogenic

Copy nunber change: 18pl1l.32g23 gain

Size: 77.9 M

RESULT DESCRI PTI ON

This anal ysis showed a gain of all probes on chronbsone 18, indicating an additional copy (trisony) of
this chronosone.

| NTERPRETATI ON

This result is consistent with a clinical diagnosis of trisony 18 (Edwards syndrone). Features associ ated
with trisony 18 nay include intrauterine growth restriction with low birth weight, nultiple congenital

anonal i es involving the brain, spinal cord, heart, abdonminal wall and ki dneys, hypotonia at birth
progressing to hypertonia in later infancy, feeding difficulties, and severe to profound devel opnental

delay/intellectual disability. Oher findings may include craniofacial dysnorphism ear anonalies,

clenched fists with overlapping fingers, and rocker-bottomor clubfeet. Trisomy 18 is al so associ ated

wi th high neonatal and infant nortality.

Recomendat i on:
Genetic counseling

Health care providers with questions may contact an ARUP genetic counsel or at (800) 242-2787 ext. 2141.
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fl: Cyt ogenoni ¢ SNP M croarray

This result has been revi ewed and approved by
A portion of this analysis was perforned at the follow ng | ocation(s):
Test Information

il: Cyt ogenom ¢ SNP M croarray
| NTERPRETI VE | NFORMATI ON:  CYTOGENOM C SNP M CROARRAY - RAPI D

Techni cal I nformation

- This assay was perforned using the CytoScan(TM HD Suite (Therno Fi sher
Scientific) according to validated protocols within the Genonic M croarray
Laboratory at ARUP Laboratories

- This assay is designed to detect alterations to DNA copy nunber state (gains and
| osses) as well as copy-neutral alterations (regions of honpbzygosity, ROH) that

i ndi cate an absence- or | oss-of-heterozygosity (ACH or LOCH)

- ACH may be present due to parental rel atedness (consanguinity) or uniparenta

di sony (UPD)

- LOH may be present due to acquired UPD (segnmental or whol e chronpsone)

- 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 and ROH determ nation

- 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

- In general, the genone-wi de resolution is approxi nately 25-50 kb for copy nunber

changes and approximately 3 Mo for ROH (see reporting criteria)

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

genom ¢ i nbal ance. In general, genotype mxture due to nosaicism (distinct cel
lines fromthe sanme individual) or chinmerism(cell lines fromdifferent individuals)
wi Il be detected when present at greater than 20-30 percent in the sanple

- Genom c coordinates correspond to the Genone Reference Consortium hunan genone
buil d 37/ human genone issue 19 (GRCh37/ hgl9)

Variant C assification and Reporting Criteria
- Copy nunber variant (CNV) analysis is perforned in accordance wi th recommendati ons
by the American Coll ege of Medical CGenetics and Genonics (ACM3, using standard

5-tier CNV classification termnology: pathogenic, |ikely pathogenic, variant of
uncertain significance (VUS), likely benign, and benign

- CNVs classified as pathogenic, |ikely pathogenic, or variant of uncertain
significance are generally reported, based on information available at the tinme of
revi ew
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- Known or expected pathogenic CNVs affecting genes with known clinical significance
but which are unrelated to the indication for testing will generally be reported

with opt-in

- Variants that do not fall within the standard 5-tier CNV classification categories
may be reported with descriptive | anguage specific to that variant

- In general, recurrent CNVs with established reduced penetrance will be reported

- Recessive disease risk nay be reported based on review of the subnitted clinica
and phenotype information al ongsi de concurrent sequencing data review and recurrent
CNVs with established reduced penetrance will be reported

- For a list of databases used in CNV classification, please refer to ARUP

Constitutional CNV Assertion Criteria, which can be found on ARUP's Genetics website
at www. ar upl ab. conl genetics

- CNVs classified as likely benign or benign that are devoid of rel evant gene

content or reported as common findings in the general popul ation, are generally not
report ed

- CNV reporting (size) criteria: |osses greater than 50 kb and gains greater than

400 kb are generally reported, dependent on genom c content

- ROH are generally reported when a single terminal ROHis greater than 3 Mo and a

single interstitial ROHis greater than 10-15 M (dependent upon chronosomnal

| ocation and |ikelihood of inprinting disorder) or when total autosomal honmpzygosity
is greater than 3 percent (only autosomal ROH greater than 3 My are considered for

this estinmate)

Limtations

Thi s anal ysis cannot provide structural (positional) information associated with
genom ¢ i nbal ance. Therefore, additional cytogenetic testing by chronpbsone anal ysis
or fluorescence in situ hybridization (FISH my be recomended.

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

- CNVs belowthe Iimt of resolution of this platform

Sequence-| evel variants (nutations) including point nutations and indels
Low | evel nopsaicism (generally, |ess than 20-30 percent)

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

Dat a Shari ng

In cooperation with the National Institutes of Health's effort to inprove
under st andi ng of specific genetic variants, ARUP subnits H PAA-conpliant,

de-identified (cannot be traced back to the patient) genetic test results and health
infornmati on to public databases. The confidentiality of each sanple is mmintained.
If you prefer that your test result not be shared, call ARUP Laboratories at
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800-242-2787 ext. 3301. Your de-identified information will not be disclosed to

public databases after your request is received, but a separate request is required
for each genetic test. Additionally, patients have the opportunity to participate in
patient registries and research. To learn nore, visit ARUP's Cenetics website at

www. ar upl ab. contf geneti cs.

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
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 online.
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