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Prader-Willi and Angelman Syndromes:  
Laboratory Approach to Diagnosis

■ Order PWAS / Prader-Willi/Angelman Syndrome,
Molecular Analysis, Varies

■ If not previously performed, order CMACB /
Chromosomal Microarray, Congenital, Blood
(EDTA and sodium heparin blood required)

Clinical suspicion of Prader-Willi syndrome 
(PWS) or Angelman syndrome (AS)

Consistent with a 
diagnosis of PWS

Consistent with a 
diagnosis of AS

 ■ Consistent with a diagnosis of PWS or AS
based upon methylation signature.

 ■ Consider UNIPD / Uniparental Disomy, Varies
for chromosome 15 (parental specimens
required) to clarify the mechanism.

■ PWS unlikely
■ If clinical suspicion of AS remains,

consider UBE3A gene sequencing, order
CGPH / Custom Gene Panel, Hereditary,
Next-Generation Sequencing, Varies.

Abnormal DNA methylation 
with deletion of paternally-
inherited 15q11.2-q13

Abnormal DNA methylation 
with deletion of maternally-
inherited 15q11.2-q13

■ Abnormal methylation
consistent with PWS or AS

■ No deletion detected

No abnormality detected on 
molecular or microarray analysis

https://www.mayocliniclabs.com/test-catalog/overview/35535
https://www.mayocliniclabs.com/test-catalog/overview/35247
https://www.mayocliniclabs.com/test-catalog/overview/35566
https://www.mayocliniclabs.com/test-catalog/overview/605198



