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Introduction: Angelman syndrome (AS) is characterized by four cardinal features: 1) severe developmental 

delay or mental retardation; 2) severe speech impairment; 3) gait ataxia and/or tremulousness of 
the limbs; and 4) a unique behavior with an inappropriate happy demeanor that includes frequent 
laughing, smiling, and excitability. In addition, microcephaly and seizures are common. All cases of 
clinically diagnosed AS are caused by the loss of the maternally inherited imprinted gene UBE3A in 
the chromosome 15q11-q13 region. Patients with AS with large chromosome deletions appear to 
be more severely affected than those patients with uniparental disomy.    

 Both syndromes may also result from uniparental disomy which is not detectable by FISH analysis. 
 
Intended use: The PW/AS UBE3A region probe is optimized to detect copy numbers of the UBE3A gene region 

at 15q11. 
 The PML (promyelocytic leukemia) gene specific DNA probe at 15q24 is included as control probe. 
 
 The probe is recommended to be used in combination with a Poseidon FISH Kit providing 

necessary reagents to perform FISH (KBI-60002, KBI-60003 or KBI-60001) for optimal results. 
  
Critical region 1 (red): The  UBE3A specific DNA probe is direct-labeled with PlatinumBright550. 
 
Control region 2  (green): The PML control DNA probe is direct-labeled with PlatinumBright495. 
 
Reagent: Poseidon probes are direct-labeled DNA probes provided in a ready-to-use format. Apply 10 µl of 

probe to a sample area of approximately 22 x 22 mm. 
 
 Please refer to the Instructions for Use for the entire Poseidon FISH protocol. 
  
 Poseidon Repeat Free probes do not contain Cot-1 DNA. Hybridization efficiency is 

therefore increased and background, due to unspecific binding, is highly reduced. 
 
Interpretation:  The UBE3A probe is designed as a dual-color assay to detect deletions at 15q11. Deletions 

involving the UBE3A gene region will show one red signal and two green signals at the PML 
(15q24) control region (1R2G). Two single color red (R) and green (G) signals will identify the 
normal chromosomes 15 (2R2G)  
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