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Case 1

21yo woman presents with blurry vision OU.

Myopia, strabismus

T1DM, bronchiectasis, anemia, h/o kidney transplant

BCVA 20/40 OU

Alt XT, peripheral VF defects OU

PSC OS















SCP DCP CC



Differential Diagnosis

Retinitis pigmentosa

Alström Sydrome

Senior-Loken Syndrome

Joubert Syndrome

Stargardt disease

Bardet-Biedl Syndrome



Case 2

The patient’s sister is a 22yo woman with a history of  myopia, 
scoliosis, and polydactyly.

BCVA 20/30 OU











SCP DCP CC



Bardet-Biedl Syndrome
Bardet-Biedl Syndrome, an AR ciliopathy, was first described in the 1920s. 

~20 genes (BBS genes) that code for ciliary proteins are associated with BBS.

BBS1 gene is the most frequently reported, associated with better VA. 

Ciliated cells are widely distributed in the body, many systemic manifestations.

Obesity, polydactyly/syndactyly, hypogonadism, renal failure, mental and 
growth retardation, DM



Bardet-Biedl Syndrome
Photoreceptors are the only cells composed of  a 
modified central cilia that connects the inner and outer 
segments and are frequently affected as a part of  
syndromic ciliopathies.

Abnormal ciliary trafficking of  the rhodopsin molecule 
across the defective cilia and its accumulation in the IS 
results in eventual PR apoptosis. 

Bardet-Biedl syndrome retinopathy can be widely 
variable

subtle RPE macular changes - bull’s eye maculopathy
mild peripheral pigmentary retinopathy - peripheral 
atrophy and bone-spicules. 

Multimodal imaging, including OCTA, demonstrates 
bull’s eye maculopathy and peripheral pigmentary 
retinopathy in the setting of  grossly intact retinal and 
choroidal vasculature.   



References
1. Priya S, Nampoothiri S, Parveen S, Sripriya S. Bardet–Biedl syndrome: Genetics, molecular pathophysiology, and disease management. Indian J Ophthalmol
2016; 64(9): 620–627.

2.Beales PL, Elcioglu N, Woolf AS, et al. New criteria for improved diagnosis of Bardet-Biedl syndrome: results of a population survey. J Med Genet 1999; 
36(6): 437-46.

3.Bardet G. On congenital obesity syndrome with polydactyly and retinitis pigmentosa. 1920. Obes Res 1995; 3: 387–399.

4.Biedl A. A pair of siblings with adiposo-genital dystrophy. Obes Res 1995; 3: 404. 

5.Mockel A, Perdomo Y, Stutzmann F, et al. Retinal dystrophy in Bardet-Biedl syndrome and related syndromic ciliopathies. Progress in Retinal and Eye 
Research 2011; 30 :258-274

6.Mykytyn K, Nishimura DY, Searby CC, et al. Identification of the gene (BBS1) most commonly involved in Bardet-Biedl syndrome, a complex human 
obesity syndrome. Nature Genet. 2002;31:435– 438. 

7.Daniels AB, Sandberg MA, Chen J. Genotype–phenotype correlations in Bardet–Biedl syndrome. Arch of Ophthalmol 2012;130(7):901-907

8.Forsythe E, Beales PL. Bardet-Biedl syndrome. Eur J Hum Genet 2013; 21(1): 8-13

9.Khan SA, Muhammad N, Khan MA, et al. Genetics of human Bardet-Biedl syndrome, an updates. Clin Genet 2016; 90: 3-15

10.Deveault C, Billingsley G, Jacque L, et al. BBS Genotype-Phenotype Assessment of a Multiethnic Patient Cohort Calls for a Revision of the Disease 
Definition. Human Mutation 2011; 32: 610-619

11.Azari AA, Aleman TS, Cideciyan AV and al. Retinal Disease Expression in Bardet-Biedl Syndrome-1 (BBS1) Is a Spectrum from Maculopathy to Retina-
Wide Degeneration. Investigative Ophthalmology & Visual Science November 2006, Vol.47, 5004-5010

12.Cox KF, Kerr NC, Kedrov M, at el. Phenotypic expression of Bardet–Biedl syndrome in patients homozygous for the common M390R mutation in the 
BBS1 gene. Vision Research 2012; 75:77-87

13.Gavazi E, Fine HF, Flamendorf F at el. Fundus Autofluorescence Findings in Patients With Bardet Biedl Syndrome. Investigative Ophthalmology & Visual 
Science 2009; 50:3294


