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Summary of 22q11.DS 

• Occurs in 1 per 3,000-6,000 live births 
• Microdeletions of LCR on 22q11.2 
• Heterogenous presentation 
• 90 known genes for TDR, 46 protein-

coding 
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Summary of 22q11.2DS 

• Cardiac Abnormalities (75%) 

• Abnomal facies  

• T-cell deficit (75%) 

• Cleft palate(75%) 

• Hypocalcemia (50%) 

• 22q11.2 deletion 
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Aim 

• Creating an interactive pathway 
involving the most relevant genes and 

molecules in 22q11.2DS  
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Materials and Methods 

• Relevant studies and literature were obtained through 
Google Scholar and PubMed 

• OMIM provided further detail on function of genes 
and molecules of interest 

• GeneMania, KEGG and Wikipathways were used to 
investigate interactions and downstream pathways of 
interest 
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Pathway creation 

• PathVisio was used to integrate findings into an 
interactive pathway. 

• MIM notation for interactions 
• Ensembl, ChEBI and miRBase were used for 

annotations 
• BridgeDb was used as a mapping database 
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Overview of deleted region(s) 
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https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4900471/bin/nihms791382f2.jpg 



The result 
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The Legend 
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Summary 

• TBX1 is responsible for most of the defects 
associated with 22q11.2DS 

• PRODH, COMT, DGCR8 and miR-185 play 
important roles in psychiatric pathologies 
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Discussion 

• Limitations: 
- Vastly heterogenous disease 
- Uncertainty of importance of some factors 
 

• Model for microdeletion disorders 
• More research needed to explain variance 

in phenotypes so as to facilitate more 
individualized approaches 
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Thank you for your attention! 

• Questions? 
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