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Spondylometaphyseal dysplasia-bowed forearms-facial dysmorphism syndrome is a

rare, genetic, primary bone dysplasia disorder characterized by short stature,

hyperlordosis, protuberant abdomen, mild bilateral genu varum, bowed and shortened

forearms with limited elbow extension, and discrete facial dysmorphism (prominent

forehead, hypertelorism, flat nasal bridge). Radiographically, moderate platyspondyly,

including posterior wedging with anterior bullet-shaped vertebral bodies, with minimal

metaphyseal abnormalities are observed.

Qeios   ·   Definition, February 10, 2020

Qeios ID: X3YJOJ   ·   https://doi.org/10.32388/X3YJOJ 1/1

https://www.qeios.com/read/definition/100777#reviews
http://www.orpha.net/ORDO/Orphanet_168552

	Spondylometaphyseal dysplasia-bowed forearms-facial dysmorphism syndrome
	Source


