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MICROARRAY RESULT: 3.64MBINTERSTITIAL DELETION OF 17P11.2->P11.2

INTERPRETATION:

FEMALE WITH SMITH-MAGENIS SYNDROME

arr[hgl9] 17pill.2(16, 772, 264- 20, 413, 433) x1

The whol e genonme SNP microarray (Reveal) analysis has identified

a fenmale with an interstitial

|i sted above.
(start:

TNFRSF13B to end: SPECC1),

i ncl udi ng RAI1,

del etion of the chronbsone segnent
The del eted region includes nurmerous OM M genes
the primary gene

inmplicated in Smith-Magenis syndrome. Smith-Magenis syndrone is

characterized by distinctive physical
cogni tive inpairment,

Par ent al

f eatures,
and behavi or al

devel oprent al
abnormalities (see reference).

del ay,

FISH foll owup analysis is recommended to confirma de

novo origin and rule out a balanced rearrangenent with high recurrence

risk.

No ot her

detected within the present

recomrended.

The foll ow up parental

DNA copy number changes or copy neutral
reporting criteria. Genetic counseling is

or famlial sanples.

avail abl e for view on www. | abcorp. com

Mat er nal
separate cover,

Ref er ence:

Snmith ACM Boyd KE, Brennan C, et al.
2001 Cct 22 [Updated 2022 Nar

Pagon RA, et al

Uni versity of Washi ngton,
nl m ni h. gov/ books/ NBK1310/

WWW. ncbi .
Met hodol ogy:

Pagelof 4

cel l

cont am nati on studies wll
i f ordered.

RCH wer e

bl ood (green top sodium heparin) should be
submitted under test code 511770 (FISH). Charges will
ref erence the proband nanme, date of birth,
subm tting parental

apply. Please
and speci men nunber when
Billing policy details are

be reported under

Sm t h- Mageni s Syndr one.

10]. I'n: Adam MP, Ardi nger HH,
., editors. GeneRevi ews® [ nternet] Seattle (WA):
Seattle; 1993-2022. Available from https://
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SNP microarray analysis 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 ationship
assessnent. The array has an average intragenic spacing of 0.818 kb and average intergenic spacing of
1.51 kb. Total genonmic 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 fragmented,
biotin | abel ed, and hybridized to the Cytoscan ® HD Accel Gene Chip. Data were anal yzed using
Chronpsone Analysis 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 adm ni stration.

Positive evaluation criteria include:

* DNA copy nunber loss of >1 My or gain >2 M 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 recommended for patient results denpbnstrating a | ong contiguous region of
honpzygosity in a single chronpsone of >20 My interstitially or >10 M telonerically (15 and 8 M,
respectively, for inprinted chronosones).

* Contiguous hompzygosity of >8 Mo within nultiple chronpsomes suggests conmon descent. These regions
of potential recessive allele risk are designated.

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

* Triploid DNA nornalizes to 2 copies in array analysis, but is detectable in this allele specific
SNP microarray by the characteristic 2:1 allele ratios and pattern generated within each autosone.

SNP chronpsonal m croarray cannot detect:

* Truly bal anced chronpsone al terations

* Sequence variants

* Smal | insertions and del etions (indels)

* Changes in regions not represented by probes on the array

* Tetrapl oi dy

* Low | evel npsaicism

* Whol e chronpsone uni parental heterodi sony w thout parental specinens
* | nmbal ances in the mitochondrial genone

Singl e gene partial or intragenic copy nunber variants (CNVs) detected by an independent 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 segnent and array quality. Enpiric studies have detected npsaicismfor trisomy of
a whol e aut osone bel ow 10.0% CNvVs that are known to be common in the popul ation may not be reported.
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Test: FISH Amnio Rfx CMA or Chromo

Cells Counted: 50 CelsAnayzed: 50

FISH RESULT: FEMALE WITH NO NUMERICAL ABNORMALITY FOR
CHROMOSOMESX, 13, 18, AND 21

INTERPRETATION: NORMAL RESULT

nuc i sh Xcen(DXZ1x2), Ycen(DyzZ3x0), 18cen(D18Z1x2),
13g14( RB1x2), 21922. 12( RCAN1x2)

Fl uorescence in situ hybridization (FISH analysis of uncultured
ammi ocytes reveal ed two hybridi zation signals for chronbsones X, 13,
18, and 21. These results are consistent with a female fetus with no
aneupl oi dy for chronosomes X, 13, 18, or 21.

Cinical decisions should not be based solely on prenatal FISH
testing. Results should be interpreted within the context of a full
cytogenetic anal ysis, ultrasound findings, and any additional prenatal
testing. CGenetic counseling is recomended.

Thr eshol d:

Fewer than 10% of interphase cells with three signals is considered background while greater than
60%is consistent with full trisony. A mininmmof 50 cells/probe is required for a full analysis.
Less than a 50 cell count reduces the sensitivity of the study.

This test was devel oped and its performance characteristics determ ned by Laboratory Corporation
of America Hol dings (LabCorp). It has not been cleared or approved by the U S. Food and Drug
Admi ni stration. The DNA probe vendor for this study was Kreatech (Leica Bi oSystens), and Applied
Spectral Imaging (ASI) systemwas used for digital image analysis.

Ref erence:

Arerican Col | ege of Cbstetricians and Gynecol ogi sts’ Committee on Practice Bulletins—Ebstetrics;
Committee on Cenetics; Society for Maternal —Fetal Medicine. Practice Bulletin No. 162: Prenatal
Di agnostic Testing for Genetic Disorders. Cbstet Gynecol. 2016 May; 127(5):e108-22. PM D: 26938573.
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Technical component performed by Laboratory Corporation of America Holdings,
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