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Hypochondroplasia is caused by gain-of-function variants in FGFR3'
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There are currently 222 pathogenic or likely pathogenic variants identified in FGFR3*

Cumulative FGFR3 variant count over time*
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*Variants represent the pathogenic /likely pathogenic variants in FGFR3 associated with hypochondroplasia. These variants do not definitively differentiate between achondroplasia and hypochondroplasia;
differentiation is determined by a combination of clinical, radiographic, and genetic observations. 'These variants are identified as 'novel'. {N540K is the most common FGFR3 genetic variant in hypochondroplasia,

occurring in ~60% of cases.® o
FGFRS3, fibroblast growth factor receptor 3; Ig, immunoglobulin; TK, tyrosine kinase domain; TM, transmembrane domain; VUS, variant of uncertain significance. O M A R | N
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