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Test Performed:  Chromosome Analysis
Specimen Type:  Skin
Indication for Testing:  Trisomy 18
 
Number of cells counted:  20
Number of cells analyzed:  5
Number of cells karyotyped:  5
ISCN band level:  400
Banding method:  G-Banding
-------------------------------------------------------
RESULT
Abnormal Karyotype (Female)

Trisomy 18 (Edwards syndrome)

47,XX,+18 
-------------------------------------------------------

INTERPRETATION
This analysis showed an additional copy (trisomy) of chromosome 
18 in each metaphase. 

This result is consistent with a clinical diagnosis of trisomy 
18 (Edwards syndrome). Features associated with trisomy 18 may 
include intrauterine growth restriction with low birth weight, 
multiple congenital anomalies involving the brain, spinal cord, 
heart, abdominal wall and kidneys, hypotonia at birth 
progressing to hypertonia in later infancy, feeding 
difficulties, and severe to profound neurocognitive deficits. 
Other findings may include abnormal head shape, a small jaw 
(micrognathia) and mouth, low-set, malformed ears, clenched 
fists with overlapping fingers, and rocker-bottom or clubfeet. 
Trisomy 18 is also associated with high neonatal and infant 
mortality. 

No other abnormalities were detected. The standard cytogenetic 
methodology used in this analysis may not detect small 
rearrangements or low-level mosaicism and cannot detect 
submicroscopic deletions or duplications that are detectable by 
genomic microarray analysis.

Recommendation:
Genetic counseling

Health care providers with questions may contact an ARUP genetic 
counselor at (800) 242-2787 ext. 2141.
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INTERPRETIVE INFORMATION: Chromosome Analysis, Skin Biopsy

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.

EER Chromosome Analysis, Skin EERUnavailable      
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VERIFIED/REPORTED DATES

Procedure Accession Collected Received Verified/Reported

Chromosome Analysis, Skin Biopsy 24-135-103516 00/00/0000 00:00 00/00/0000 00:00 00/00/0000 00:00

EER Chromosome Analysis, Skin 24-135-103516 00/00/0000 00:00 00/00/0000 00:00 00/00/0000 00:00
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