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DISEASE:
Cone rod dystrophy

NAME: Cone rod dystrophy

DESCRIPTION:

A rare genetic isolated inherited retinal disorder characterized by primary cone degeneration with significant 
secondary rod involvement, with a variable fundus appearance. Typical presentation includes decreased 
visual acuity, central scotoma, photophobia, color vision alteration, followed by night blindness and loss of 
peripheral visual field.

ORPHACODE: 1872
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ANALYTE(S):

RPGR
PRPH2
CFAP410
PITPNM3
OPN1MW
CRX
NMNAT1
CFAP418
CDHR1
ABCA4
RIMS1
RPGRIP1
CACNA1F
CNGA3
AIPL1
GUCA1A
GUCY2D
OPN1LW
RAX2
SEMA4A
PROM1
CACNA2D4
ADAM9
UNC119
RAB28
POC1B
DRAM2
TTLL5
TLCD3B
ATF6
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Achromatopsia (2 genes) - UGent
Autosomal dominant Retinitis pigmentosa (11 genes) - UGent
Ciliopathy (120 genes) - UGent
Leber - Retinal, early onset
Leber Congenital Amaurosis - UGent
Retinitis pigmentosa, X-linked - UGent
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