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Test: Chromosome Amnio RFX CMA

CellsCounted: 15 CdlsKaryotyped: 2
Colonies Counted: 15 Band Resolution: 450
CellsAnalyzed: 15

CYTOGENETIC RESULT: 46,XX
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INTERPRETATION: NORMAL FEMALE KARYOTYPE

Cytogenetic anal ysis of cultured ammi ocytes has reveal ed a FEMALE
karyotype with an apparently normal GIG banding pattern in all in-situ
col oni es or subcul tured netaphases anal yzed.

This result does not exclude the possibility of subtle
rearrangenents bel ow the resol ution of cytogenetics or congenital
anomal i es due to other etiol ogies.
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Test: Chromosome Microarray

Genotyping Targets. 2772571 Array Type: SNP

MICROARRAY RESULT: 14MBINTERSTITIAL DELETION OF 17Q12->Q12
INTERPRETATION: FEMALE WITH 17Q12 MICRODELETION

arr[hgl9] 17q12(34, 815, 072- 36, 215, 917) x1

The whol e genonme SNP microarray (Reveal) analysis reveal ed a
female with an interstitial deletion of the chronmbsonal segnent |isted
above. This interval includes nunerous OM M genes (start: ZNH T3 to
end: HNF1B). The region is flanked by segnental duplications which
predi sposes to unequal neiotic reconbination, resulting in both
del etions and duplicati ons.

Del etion of this region that includes the HNF1B gene (OM M 189907)
is associated with a variabl e phenotype that may include one or nore
of the follow ng: cystic renal disease, pancreatic atrophy, liver
abnormalities, cognitive inpairnment and structural brain abnornalities,
di abetes (maturity-onset) and epil epsy (see references). Prenatal cases
have al so been reported with ultrasound abnormalities such as cystic
ki dney, poly/oligohydrammi os and di aphragmatic hernia (see references;
Hendri x; Chen). Due to the variability of this disorder, precise
prenatal prediction of a phenotype is not possible.

Parental follow up analysis is reconmended to determ ne whet her
this deletion represents an inherited or de novo change.

No ot her DNA copy nunber changes or copy neutral ROH were
detected within the present reporting criteria. Genetic counseling is
recomrended.

The foll owup parental blood (green top sodi um heparin) should be
subm tted under test code 511810 (qPCR). There is no charge for qPCR
followup studies to prenatal arrays. If parental studies are negati ve,
consistent with a de novo CNV, parental FISH may be considered to rule
out a rare bal anced rearrangenent. Parental followup for de novo CNVs
is available at a charge and may take up to 56 days for results. Please
reference the prenatal speci nen nunber when submitting parental or
fam lial sanmples. Billing policy details are available for view on
www. | abcor p. com
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cover, if ordered.
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Met hodol ogy:

SNP microarray anal ysis was perfornmed 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 intrageni c spacing of 0.818 kb and average intergenic spacing of
1.51 kb. Total genomic 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
Chronpsone Analysis Suite. The analysis is based on the GRCh37/hgl9 assenbly. This test was devel oped
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and its perfornmance 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 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 recomended 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 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.

* 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 chronosonal nicroarray cannot detect:

* Truly bal anced chronmpsone alterations

* 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
* | 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) nay not be detectable by microarray. The ability to detect
the CNV is dependent on size and probe coverage. The threshold for npsaicismis variable, depending
on the size of the segnent and array quality. Enpiric studies have detected npsaicismfor trisony of
a whol e autosone bel ow 10.0% CNVs that are known to be common in the popul ation may not be reported.
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