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Syndrome Incidence Sensitivity 1,2 Specificity 1,2

Location 

Size of Region

# of SNPs

Lifespan Mental Effects
Heart 

Defects
Other features

22q11.2 Deletion/ 

DiGeorge
1 in 2,000 3,4* 95.7% (45/47) 9,10

(85.5-99.5%) 10

>99% (419/422) 

(97.9-99.9%) 11

22q11.2 

(2.9 MB) 

672 SNPs

Reduced

Mild to moderate 

intellectual disorder &  

schizophrenia

Yes
Palate and feeding issues, immune 

problems, low calcium, seizures

Prader-Willi 1 in 10,000 5 93.8% (15/16) 

(69.8-99.8) 11

>99% (453/453) 

(99.2-100%) 11

15q11-q13 Paternal 

(5.9 MB) 

1,152 SNPs

Reduced

Mild to severe 

intellectual disorder & 

behavioral problems

No
Hypotonia in babies, insatiable 

appetite

Angelman 1 in 12,000 6 95.5% (21/22) 

(77.2-99.9%) 11

>99% (447/447) 

(99.2-100%) 11

15q11-q13 Maternal 

(5.9 MB) 

1,152 SNPs

Normal
Severe intellectual 

disorder
No

“Happy” affect, ataxia, 

microcephaly, no speech, seizures

Cri-du-chat 1 in 20,000 7 >99% (24/24) 

(85.8-100%) 11

>99% (444/445) 

(98.8-99.9%) 11

5p15.2 

(20 MB) 

1,152 SNPs

Infancy to 

adult

Moderate to severe  

intellectual disorder & 

behavioral problems

No
Cat-like cry, growth problems, wide 

set eyes

1p36 Deletion 1 in 5,000 8 >99% (1/1) 

(2.5-100%) 11

>99% (468/468) 

(99.2-100%) 11

1p36 

(10 MB) 

1,152 SNPs

Normal in 

most

Severe  intellectual 

disorder & behavioral 

problems

Yes
Limited/no language, hearing loss, 

abnormal ears, seizures

Total incidence: approximately 1 in 1,000


