
 
 
 
 
 
 
 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

PERSONALISED SURGERY(SURGICO-GENETICS) 
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Figure 1: The personalised surgical (surgico-genetic) model of Best disease  

Abbreviation: AR, autosomal recessive; AD, autosomal dominant. 

  PATIENT 1 (AR) 
 

c.102C>T, p.Gly34Gly  

c.572T>C, p.Leu191Pro 

  PATIENT 3 (AR) 
 

c.454C>G, p,Pro152Ala  
c.481+1G>T, pGly161Cys 

p.Gly161Cys 

  PATIENT 4 (AD) 
 

c.914T>C, p.Phe305Ser 

 

  PATIENT 5 (AR) 
 

c.29C>T, p.Ala10Val 

c.422G>A p.Arg141His 

  PATIENT 2 (AR) 
 

c.602T>C, p.LIe201Thr 

Homozygous 

1ST LINE GLAUCOMA SURGERY (IRIDOTOMY AND/ LENS EXTRACTION OR 

TRABECULECTOMY) 

MEDICAL RETINA REFERRALS: GENOTYPIC IDENTIFICATION 
GLAUCOMA REFERRAL: PHENOTYPIC 

IDENTIFICATION 

RECOGNITION OF POOR 
OUTCOMES FROM 1ST LINE 

GLAUCOMA SURGERY  

VITREOPATHY 
MECHANISM: 

IDENTIFIED    
VITREOPATHY MECHANISM: UNKNOWN 

  PRIMARY PARS-PLANA VITRECTOMY WITH 
BAERVELDT TUBE INTO POSTERIOR CHAMBER 

 

POOR SURGICAL OUTCOMES AND SIGHT LOSS 
EXCELLENT SURGICAL OUTCOMES (PATIENT 

REMAINS PHAKIC WITH STABLE FIELDS) 

MONOGENIC DISEASE: 

BEST DISEASE 


