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Simpson-Golabi-Behmel Syndrome

National Cancer Institute

Source
National Cancer Institute. Simpson-Golabi-Behmel Syndrome. NCI T hesaurus. Code

C131002.

An X-linked recessive syndrome caused by mutation(s) in the GPC3, OFD1, or rarely the

GPC4 gene, encoding glypican 3, oral-facial-digital syndrome 1 protein, and glypican 4,

respectively. T he condition is characterized by macrosomia, coarse facies,

cryptorchidism, congenital heart, kidney, liver, spleen, and musculoskeletal abnormalities.

Qeios   ·   Definition, February 2, 2020

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

https://www.qeios.com/read/definition/21726#reviews
https://ncit.nci.nih.gov/ncitbrowser/ConceptReport.jsp?dictionary=NCI_Thesaurus&ns=ncit&code=C131002

	Simpson-Golabi-Behmel Syndrome
	Source


