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Chromosome 22q11.2 deletion syndrome has
heterozygous deletion of approximately 3 x 108 bp
on chromosome 22.

Chromosome 22q11.2 deletion syndrome affects
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achondroplasia FGFR3 80% >96% hypochondroplasia FGFR3 >80% >96%
Alagille syndrome JAG1 50-70% >79% Intellectual disability SYNGAP1 >99% >89%
Antley Bixler synd. FGFR2 - >96% Jackson Weiss synd. FGFR2 - >96%
Apert syndrome FGFR2 = >96% lJ;l:/kegrllL?amyelomonocytlc PTPN11 unknown >96%
g;:g'jf;ff“ta”e°”5 BRAF, MAP2K1,2 majority >96% LEOPARD synd. 1,2 PTPN11, RAF1 unknown >96%
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Costello synd. HRAS majority >92%

Rett Synd. MECP2 >99% >78%
Crouzon synd. FGFR2, 3 - >96%
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