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Beckwith-Wiedemann and Russell-Silver Syndromes:  
Laboratory Approach to Diagnosis

Order BWRS / Beckwith-Wiedemann 
Syndrome/Russell-Silver Syndrome, 
Molecular Analysis, Varies

Clinical suspicion of either Beckwith-Wiedemann 
syndrome (BWS) or Russell-Silver syndrome (RSS)

Consistent with a diagnosis of 
either BWS or RSS, depending 
upon methylation signature 
and copy number variant; see 
interpretive report for details.

Not sufficient to prove or rule 
out a diagnosis. Consider repeat 
testing on a second specimen or 
different tissue type.

Contact the laboratory genetic 
counselors to discuss case 
and testing strategy.

■ If clinical suspicion of BWS remains,
consider CDKZ / CDKN1C Gene, Full
Gene Analysis, Varies and/or repeat
BWRS on an alternate tissue source.
Contact laboratory genetic counselors
to discuss.

■ If clinical suspicion of RSS remains,
consider UNIPD / Uniparental Disomy,
Varies for chromosome 7.

Equivocal findingsAbnormal methylation with/
without disease-causing copy 
number variant identified

Copy number variant of unknown 
significance identified

No abnormality identified

https://www.mayocliniclabs.com/test-catalog/overview/35376
https://www.mayocliniclabs.com/test-catalog/overview/35385
https://www.mayocliniclabs.com/test-catalog/overview/35376
https://www.mayocliniclabs.com/test-catalog/overview/35566



