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DISEASE:
Senior-Loken syndrome

NAME: Senior-Loken syndrome

DESCRIPTION:
A rare autosomal recessive oculo-renal ciliopathy characterized by the association of nephronophthisis 
(NPHP), a chronic kidney disease, with retinal dystrophy.

ORPHACODE: 3156

SYNONYMS:
Nephronophthisis with retinal dystrophy
Renal dysplasia-retinal aplasia syndrome
SLSN



XREF(S):
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MeSH
ICD-10
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OMIM
OMIM
OMIM
OMIM
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ANALYTE(S):

CEP290
INVS
IQCB1
NPHP1
NPHP3
NPHP4
SDCCAG8
WDR19
CEP164
TRAF3IP1
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Related Genetic Tests 

Cholestasis (gene panel)
Ciliopathy (gene panel)
Ciliopathy / polycystic kidney and liver diseases / ADTKD/ nephronophtisis / Bardet-Biedl syndromes and kidney cancers (gene panel)
Early-onset severe obesity 
Hepatorenal disorders (gene panel)
Leber Congenital Amaurosis - Retinal dystrophy, early onset (gene panel)

Related Laboratories 

Centre de Génétique Humaine - CHU Sart-Tilman 
Centre de Génétique Médicale UCL 
Centre de Génétique-Institut de Pathologie et de Génétique (IPG)
Centrum Medische Genetica - UZ Gent

Related Analytes 

centrosomal protein 164
centrosomal protein 290
inversin
IQ motif containing B1
nephrocystin 1
nephrocystin 3
nephrocystin 4
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SHH signaling and ciliogenesis regulator SDCCAG8
TRAF3 interacting protein 1
WD repeat domain 19

Related Gene Panels 

Cholestasis (40 genes) - UCL
Ciliopathy (120 genes) - UGent
Ciliopathy, polycystic kidney and liver diseases, ADTKD, nephronophtisis, Bardet-Biedl syndromes and kidney cancers (146 genes) - IPG
Early-onset severe obesity (44 genes) - ULG
Leber Congenital Amaurosis - UGent
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