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Guidelines provide a standardized framework
for timely, accurate diagnosis
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The diagnostic framework begins with
clinical suspicion of hypochondroplasia
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Diagnostic framework
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If criteria are not met:
* Consider performing additional clinical, radiographic,
and/or genetic evaluations
* Repeat investigations over time, as signs may become
more apparent with age
*'—" indicates that any number of criteria (including zero) is acceptable for that pathway
The scenarios leading to a diagnosis of suspected HCH require the absence of a definitive diagnosis View the published

of an alternate skeletal dysplasia guidelines for full

major and minor
clinical criteria

FGFR3, gene encoding fibroblast growth factor receptor 3; HCH, hypochondroplasia; VUS, variant
of uncertain significance
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