
Test Method: MLPA FISH SNP Array 

Detection rate of individuals with 22q11.2 
deletion/duplication syndrome: >98% ~95% ~100% 

Detects typical deletions/duplications: ✓ ✓ ✓ 

Detects atypical deletions/duplications: ✓ Some ✓ 

Estimates size of deletion/duplication: ✓ X ✓ 

Detects other chromosomal disorders: X X ✓ 

Detects balanced rearrangements (i.e., in an 
unaffected parent, rare): X ✓ X 

Turn-around-time: 5-10 days 7-14 days 21 days 

Blood sample collection container: EDTA, ACD-A or -B Sodium heparin EDTA 

Comparative charge: $ $$ $$$$ 

Single nucleotide polymorphism (SNP) array probes 
by whole genome assay 

  Multiplex ligation-dependent probe amplification (MLPA) probes 

 Low copy number repeats    Fluorescence in situ hybridization (FISH) probe  

22q11.2 Region Probe Coverage 

Key: 
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3 Mb typical deletion/duplication 

1.5 Mb atypical “nested” del/dup 

Examples of other atypical deletions/duplications: 
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