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DISEASE:
SIX2-related frontonasal dysplasia

NAME: SIX2-related frontonasal dysplasia

DESCRIPTION:
A rare frontonasal dysplasia characterized by a craniofacial phenotype comprising frontal bossing with high 
anterior hairline, ptosis, hypertelorism, epicanthus inversus, flat nasal bridge, and broad nasal tip. Large 
anterior fontanelle, sagittal synostosis, and cranial base anomalies have also been described.

ORPHACODE: 488437

SYNONYMS: SIX2-related FND

XREF(S): Orphanet

ANALYTE(S): SIX2

CREATED: 13 May 2019 - 01:02
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RELATED CONTENT

Related Genetic Tests 

Renal or urinary tract malformation (CAKUT) (gene panel)

Related Laboratories 

Centre de Génétique-Institut de Pathologie et de Génétique (IPG)

Related Analytes 

SIX homeobox 2

Related Gene Panels 

Cakut (congenital anomalies of the kidney and urinary tract-1) (69 genes) - IPG
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