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DISEASE:
Septo-optic dysplasia spectrum

NAME: Septo-optic dysplasia spectrum

DESCRIPTION:
A rare clinically heterogeneous disorder characterized by the classical triad of optic nerve hypoplasia, 
pituitary hormone abnormalities and midline brain defects.

ORPHACODE: 3157

SYNONYMS:
De Morsier syndrome
SOD
Septo-optic dysplasia

XREF(S):

Orphanet
ICD-10
MeSH
OMIM
MedDRA

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=3157
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=3157
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=3157
https://icd.who.int/browse10/2016/en#/Q04.4
https://icd.who.int/browse10/2016/en#/Q04.4
https://icd.who.int/browse10/2016/en#/Q04.4
https://www.ncbi.nlm.nih.gov/mesh/?term=D025962
https://www.ncbi.nlm.nih.gov/mesh/?term=D025962
https://www.ncbi.nlm.nih.gov/mesh/?term=D025962
https://www.omim.org/entry/182230
https://www.omim.org/entry/182230
https://www.omim.org/entry/182230
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10067159
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10067159
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10067159


ANALYTE(S):

PROKR2
SOX2
FGFR1
HESX1
OTX2
SOX3
ARNT2
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RELATED CONTENT

Related Genetic Tests 

Septo-optic dysplasia
Septo-optic dysplasia (HESX1 gene)

Related Laboratories 

Centre de Génétique-Institut de Pathologie et de Génétique (IPG)
Centrum Medische Genetica - UZ Brussel VUB

Related Analytes 

aryl hydrocarbon receptor nuclear translocator 2
fibroblast growth factor receptor 1
HESX homeobox 1
orthodenticle homeobox 2
prokineticin receptor 2
SRY-box transcription factor 2
SRY-box transcription factor 3

Related Gene Panels 

Hypogonadotropic Hypogonadism/Kallmann (61 genes) - ULG
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