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Client: ARUP Physician Services Patient: CHR FISHM,
321 TESTING ANSR EXTRACT 2002299 ABNORMAL
Salt Lake City, NY 84108 -
UNITED STATES DOB

Sex: Unknown
Physician: TEST, Patient Identifiers: [

Visit Number (FIN): -

Collection Date: _

Chromosome FISH, Metaphase
ARUP test code 2002299

Chromosome FISH, Metaphase See Note (Ref Interval: Normal)

Test Performed: Chromosome FISH, Metaphase (CHR FISHM)
Specimen Type: Peripheral blood

Indication for Testing: Family history of 22qll.2
microduplication

RESULT

Abnormal FISH Result

22g11.2 (HIRA) Duplication: DETECTED

22911.2 puplication syndrome

INTERPRETATION

This analysis showed a signal pattern consistent with a
duplication of the 22qll.2 (HIRA) locus. Structural
abnormalities involving other loci, aneuploidy, and mosaicism
have not been ruled out by this analysis.

Duplication of the 22qll.2 region is associated with a highly
variable clinical phenotype, ranging from features overlapping
those of classical 22qll.2 deletion / DiGeorge/ Velocardiofacial
syndrome to apparently unaffected. The most common features are
developmental delay/ intellectual disability, growth delay, and
hypotonia. Associated findings may include congenital anomalies
such as heart defects, urogenital abnormalities, velopharyngeal
insufficiency with or without cleft palate, thymus aplasia, and
abnormalities of fingers and toes. Other findings may include
dysmorphic features, seizures, scoliosis, frequent infections,
hearing impairment, speech delay, behavioral difficulties, and
psychiatric disorders. Clinical correlation is recommended.

The 22q11.2 duplication shows incomplete penetrance. Expression
of any phenotype associated with this duplication has been
estimated to be 21.9 percent (14.7-31.8, 95 percent confidence
interval) (Rosenfeld et al. 2013). This estimate does not define
the risk for a specific phenotype but includes all Tevels of
expression that have been observed among carriers of the
duplication. These duplications are significantly enriched in
patients as compared to control populations.

NOTE: The majority of 22qll.2 duplications involve recurrent
breakpoints; however, genomic microarray analysis would be
necessary to determine whether this finding represents a typical
or atypical duplication.

Both de novo and inherited 22ql1.2 copy number variants have
been reported. Up to 75 percent of 22gll.2 duplications are
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inherited, sometimes from a mildly affected or unaffected
parent. Parental FISH testing is recommended to evaluate the
potential origin of this duplication and for recurrence risk
counseling.

This assay only analyzes the DNA locus complimentary to the FISH
probe for enumeration and Tocalization of that sequence. This
result does not rule out low-level mosaicism or copy number
variants outside of the probe target.

This analysis was performed with the DiGeorge 22qll1.2 TUPLEl
(HIRA)/22q13.3 (N85A3) probe (CytoCell). A total of 10 metaphase
and 100 interphase cells were scored.

Recommendations:

1) Genetic counseling

2) Parental testing for the duplication by FISH analysis. This
test is available, at a charge, through ARUP Laboratories.
Please order test code 2002299, Chromosome FISH, Metaphase and
request the DiGeorge probe.

Health care providers with questions may contact an ARUP genetic
counselor at (800) 242-2787 ext. 2141.
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Cytogenomic Nomenclature (ISCN):
ish 22ql1.2(HIRA enh).
nuc ish(HIRAx3,N85A3x2)

This result has been reviewed and approved by |
.

INTERPRETIVE INFORMATION: Chromosome Analysis, Fish

This test was developed and its performance characteristics
determined by ARUP Laboratories. It has not been cleared or
approved by the US Food and Drug Administration. This test was
performed in a CLIA certified laboratory and is intended for
clinical purposes.

Counseling and informed consent are recommended for genetic
testing. Consent forms are available online.

EERUnavailable

Authorized individuals can access the ARUP Enhanced Report
with an ARUP Connect account using the following Tink.

Your local lab can assist you in obtaining the patient
report if you don't have a Connect account.
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VERIFIED/REPORTED DATES

Procedure Accession Collected Received Verified/Reported
I | | I ]
| | | I ]

END OF CHART
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