
Ope n Pe e r Re v ie w on Qe ios      

Thanatophoric Dysplasia

National Cancer Institute

Source
National Cancer Institute. T hanatophoric Dysplasia. NCI T hesaurus. Code C85187.

A severe autosomal dominant inherited disorder caused by mutations in the FGFR3 gene.

It is characterized by multiple skeletal abnormalities, including extremely short limbs. It

results in the death of the neonate.
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