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JACKSON-WEISS SYNDROME

fibroblast growth factor (FGF) plays a variety of roles including growth of blood vessels,
wound healing and development of the embryo

FGF must first bind to a receptor, a protein on the surface of cells that recognizes the FGF
there are multiple types of FGF receptors

after FGF binds to its receptor a signal is sent into the cell that is specific for the receptor
type

one function of FGF receptor-2 is to tell immature cells to become bone cells during
development of the embryo
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Figure 1. During embryonic development, fibroblast growth factor instructs immature cells to develop
into bone cells for the formation of bone (left). In Jackson-Weiss Syndrome (right), the FGF-2
receptor is defective in a way that causes it to send excessive signaling to the cells (larger arrow).
Consequently bone development of the skull and feet are abnormal




