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Rare Diseases: 

Ciliopathies - Congenital 

malformations caused  

by ciliopathies 

Rare Disease Conditions Eligibility Criteria v1.6.0: 16/12/2016 

(1) 

• Obesity  

• Polydactyly  

• Rod-cone dystrophy/ 

retinal dystrophy / 

retinitis pigmentosa  

• Hypogenitalism  

• Renal dysplasia  

(2)  

• Polycystic or ‘bright’ 

kidneys 

• Cerebellar hypoplasia 

(especially vermis 

where visible) / 

Dandy-Walker 

malformation or 

variant 

• Polydactyly 

• Short limbs and/or 

short ribs 

• Occipital 

encephalocele  

• Retinal dystrophy  

(3) 

• Polydactyly 

• Renal cysts 

• Retinal dystrophy 

• Oculomotor apraxia 

• Characteristic 

breathing abnormality 


