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Client: ARUP Physician Services
321 TESTING ANSR EXTRACT
Salt Lake City, NY 84108
UNITED STATES

Physician: TEST, 

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 22q11.2 
microduplication
-----------------------------------------------------------
RESULT
Abnormal FISH Result
 
22q11.2 (HIRA) Duplication:  DETECTED
 
22q11.2 Duplication syndrome
-----------------------------------------------------------
INTERPRETATION
This analysis showed a signal pattern consistent with a 
duplication of the 22q11.2 (HIRA) locus. Structural 
abnormalities involving other loci, aneuploidy, and mosaicism 
have not been ruled out by this analysis.
 
Duplication of the 22q11.2 region is associated with a highly 
variable clinical phenotype, ranging from features overlapping 
those of classical 22q11.2 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 levels 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 22q11.2 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 22q11.2 copy number variants have 
been reported. Up to 75 percent of 22q11.2 duplications are 
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