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DISEASE:
Nanophthalmos

NAME: Nanophthalmos

DESCRIPTION:
A rare ophthalmic disease and a severe form of microphthalmia (small eye phenotype) characterized by a 
small eye with a short axial length, severe hyperopia, an elevated lens/eye ratio, and a high incidence of 
angle-closure glaucoma.

ORPHACODE: 35612

SYNONYMS: Nanophthalmia

XREF(S):

Orphanet
OMIM
ICD-10
OMIM
OMIM
OMIM
OMIM

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=35612
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https://icd.who.int/browse10/2016/en#/Q11.2
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https://www.omim.org/entry/611897
https://www.omim.org/entry/615972
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ANALYTE(S):

MFRP
TMEM98
OTX2
SIX6
RAX
ALDH1A3
PRSS56
SOX2
BEST1
CRB1
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Related Genetic Tests 

Glaucoma (gene panel)
Nanophthalmos

Related Laboratories 

Centrum Medische Genetica - UZ Gent

Related Analytes 

aldehyde dehydrogenase 1 family member A3
bestrophin 1
crumbs cell polarity complex component 1
membrane frizzled-related protein
orthodenticle homeobox 2
serine protease 56
retina and anterior neural fold homeobox
SIX homeobox 6
SRY-box transcription factor 2
transmembrane protein 98
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Glaucoma - UGent
Leber - Retinal, early onset
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