
Diagnosis
Beckwith-Wiedemann syndrome (BWS) is a rare overgrowth disorder involving genetic and 
epigenetic changes on chromosome 11p15. BWS occurs in approximately one out of 10,500 births. 
Since BWS was first described by Drs. J. Bruce Beckwith and Hans-Rudolf Wiedemann in the 1960s, 
we have come to understand that not all children with BWS present in the same way. Patients 
with BWS may only have one or more of the most common (cardinal) features or perhaps only a 
handful of suggestive features. As a result, BWS was recently redefined as the Beckwith-Wiedemann 
Spectrum (BWSp) during an international consensus meeting. BWSp can be a clinical and/or 
molecular diagnosis. 

Clinical Scoring System
To aid in diagnosis, the international consensus developed a scoring system to determine clinical 
criteria. Cardinal features of BWSp are assigned 2 points each and suggestive features are assigned 
1 point each.

The following table can be used to help determine a patient’s clinical score:

*Mesenchymal dysplasia of the placenta, adenomatosis of the pancreas, or cytomegaly of the 
adrenal glands. ^Hepatoblastoma, unilateral Wilms tumor, neuroblastoma

  Number of Cardinal Features: __________ x 2 =  __________ point(s)

  Number of Suggestive Features: __________ x 1 = __________ point(s)

     Total Clinical Score: __________ point(s)
 
BWSp Molecular Testing Criteria
Score <2 Molecular testing not warranted
Score ≥2 Molecular testing for BWS warranted

Molecular testing for BWS should include: 
 • Methylation analysis for chromosome 11p15
 • SNP array (microarray)
 • CDKN1C gene sequencing
 • Copy number analysis
A positive molecular result confirms a diagnosis of Beckwith-Wiedemann Spectrum. Patients 
with negative molecular testing should be re-evaluated to determine whether clinical scoring 
criteria is met.



BWSp Clinical Diagnosis Criteria
Patients with negative BWS molecular testing should be re-evaluated to identify if other clinical 
features suggestive of an alternative diagnosis are present. If other features are present, it is 
recommended that genetic testing for an alternative diagnosis be performed.

If an alternative diagnosis is not suspected, the patient’s clinical features and score should be 
considered:

Score ≥4 with negative testing  Clinical Diagnosis of BWSp

Score <4 with negative testing  Referral to BWSp expert
     Consider BWS testing on additional tissues

Patients with a clinical score ≥4 and negative BWS testing without features suggestive of an alternative 
diagnosis meet criteria for a clinical diagnosis of BWSp. Patients with a clinical score <4 should 
be referred to a BWSp expert who can evaluate the clinical features present. Patients with at least 
one cardinal feature of BWSp should be suspected to have BWSp, even in the absence of a positive 
molecular result, with the exception of isolated omphalocele. Patients with isolated omphaloceles 
are less likely to be affected by BWSp compared to other isolated BWSp features and should not be 
considered part of the BWSp. 

In patients suspected to have BWSp, testing additional tissues (such as a skin biopsy from the larger 
limb for patients with lateralized overgrowth or a tumor sample) can help molecularly confirm the 
BWSp diagnosis.
 
Summary
 • BWS was redefined as BWSp due to varying presentations between patients
 • BWSp can be a clinical and/or molecular diagnosis
 • The BWSp clinical scoring system can aid in diagnosis
 • Testing additional tissues can help identify molecular causes in patients suspected to  
     have BWSp with negative blood testing
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Patient and family education materials provide educational information to help individuals and families. You should not rely on this information 
as professional medical advice or to replace any relationship with your physician or healthcare provider.


