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Bardet-Biedl Syndrome
View the current Bardet-Biedl Syndrome InDepth page on BioPortfolio.com
(http://www.bioportfolio.com/indepth/Bardet-Biedl_Syndrome.html)

Recent Publications on Bardet-Biedl Syndrome:  

                                       
 

 • Recruitment of PCM1 to the centrosome by the cooperative action of DISC1 and BBS4: a candidate for
psychiatric illnesses. 
 CONTEXT: A role for the centrosome has been suggested in the pathology of...27th September, 2008 
 Department of Psychiatry and Behavioral Sciences, The Johns Hopkins- Arch Gen Psychiatry. 2008
Sep;65(9):996-1006. (DOI Direct Link) 

• Bardet-biedl syndrome: an atypical phenotype in brothers with a proven BBS1 mutation. 
 BACKGROUND: To report the clinical findings in two brothers presenting...26th September, 2008 
 Manchester Royal Eye Hospital, Manchester, United Kingdom.- Ophthalmic Genet. 2008
Sep;29(3):128-32. (DOI Direct Link) 

• Clinical manifestations of hereditary cystic kidney disease. 
 Genetic mutations of discrete loci are the cause of a diverse array of...20th September, 2008 
 Department of Medicine, The Mount Sinai School of Medicine, One Gustave L.- Front Biosci. 2008 May
1;13:4175-97. 

• CEP290 interacts with the centriolar satellite component PCM-1 and is required for Rab8 localization to
the primary cilium. 
 Joubert syndrome (JS) is a developmental brain disorder characterized by...6th September, 2008 
 Department of Neurosciences, University of California San Diego, La Jolla,- Hum Mol Genet. 2008 Sep
4. (DOI Direct Link) 

• Hirschsprung's disease in Arab siblings with Bardet-Biedl syndrome. 
 Hirschsprung's disease (HSCR) is a developmental disorder characterized by...30th August, 2008 
 Saudi Aramco Medical Services Organization, PO Box 1356 Ras Tanura 31311,- J Pediatr Surg. 2008
Jun;43(6):1213-7. (DOI Direct Link) 

• Fraser syndrome: a new case report with review of the literature. 
 Fraser syndrome is an autosomal recessive disorder characterized by...8th August, 2008 
 Children's Healthcare of Atlanta, Atlanta, Georgia, USA.- Fetal Pediatr Pathol. 2008 Aug;27(2):99-104.
(DOI Direct Link) 

• A novel founder BBS1 mutation explains a unique high prevalence of Bardet-Biedl Syndrome in the
Faroe Islands. 
 BACKGROUND/AIM: Bardet-Biedl syndrome is a multi-organ disease presenting...2nd August, 2008 
 Kennedy Center, Denmark.- Br J Ophthalmol. 2008 Jul 31. (DOI Direct Link) 

• Regulation of Alstrom syndrome gene expression during adipogenesis and its relationship with fat cell
insulin sensitivity. 
 Alstrom syndrome (ALMS) is an autosomal recessive genetic disease with...24th July, 2008 
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 Endocrine-Metabolic Laboratory, Internal Medicine 3, University of Padua,- Int J Mol Med. 2008
Jun;21(6):731-6. 

• Genetic interaction between Bardet-Biedl syndrome genes and implications for limb patterning. 
 Bardet-Biedl syndrome (BBS) is a pleiotropic, genetically heterogeneous...24th July, 2008 
 Department of Pediatrics, Howard Hughes Medical Institute, University of- Hum Mol Genet. 2008 Jul
1;17(13):1956-67. Epub 2008 Apr 1. (DOI Direct Link) 

• Hydrometrocolpos and acute renal failure: a rare neonatal presentation of Bardet-Biedl syndrome. 
 The presence of hydrometrocolpos and postaxial polydactyly in a neonate...23rd July, 2008 
 Ras Tanura Health Center, Saudi Aramco Medical Services Organization, Ras- J Pediatr Urol. 2008
Aug;4(4):313-6. Epub 2008 Mar 4. (DOI Direct Link) 

• Biological tools revamp disease classification. 
 Hirschsprung''s disease (HSCR) is a developmental disorder characterized by...17th July, 2008 
- Nature. 2008 Jun 5;453(7196):709. (DOI Direct Link) 

• Restoration of renal function in zebrafish models of ciliopathies. 
 The ciliopathies are a class of rare human genetic disease whose...8th July, 2008 
 Molecular Medicine Unit, UCL Institute of Child Health, 30 Guilford- Pediatr Nephrol. 2008
Nov;23(11):2095-9. Epub 2008 Jul 5. (DOI Direct Link) 

• Overexpression of RPGR leads to male infertility in mice due to defects in flagellar assembly. 
 Male infertility is one possible consequence of a group of disorders...27th June, 2008 
 Division of Medical Molecular Genetics and Gene Diagnostics, Institute for- Biol Reprod. 2008
Oct;79(4):608-17. Epub 2008 Jun 25. (DOI Direct Link) 

• Inhibition of neural crest migration underlies craniofacial dysmorphology and Hirschsprung's disease in
Bardet-Biedl syndrome. 
 Facial recognition is central to the diagnosis of many syndromes, and...29th May, 2008 
 Molecular Medicine Unit, UCL Institute of Child Health, 30 Guilford- Proc Natl Acad Sci U S A. 2008
May 6;105(18):6714-9. Epub 2008 Apr 28. (DOI Direct Link) 

• Assembly of primary cilia. 
 Primary cilia are microtubule-based, hair-like sensory organelles present...9th April, 2008 
 Department of Biology, Section of Cell and Molecular Biology, University- Dev Dyn. 2008
Aug;237(8):1993-2006. (DOI Direct Link) 

BioNews Results for Bardet-Biedl Syndrome
 

 • Hopkins Researchers Piece Together Gene 'Network' Linked to Schizophrenia; Patients Confirmed to
Carry Mutatio 
Ascribe:  Sep 9 2008 9:46PM Matching: bardet biedl syndrome  

• Hopkins Researchers Piece Together Gene 'Network' Linked to Schizophrenia 
Johns Hopkins Medicine:  Sep 5 2008 3:20AM Matching: bardet biedl syndrome  

• Gene 'Network' Linked To Schizophrenia Pieced Together; Patients Confirmed To Carry Mutations 
Science Daily:  Sep 3 2008 6:42AM Matching: bardet biedl syndrome  

• 'Network' of Schizophrenia genes may provide potential drug target 
Yahoo! India:  Sep 3 2008 10:39AM Matching: bardet biedl syndrome  

• Hopkins researchers piece together gene network linked to schizophrenia 
Huliq.com:  Sep 3 2008 6:33AM Matching: bardet biedl syndrome  

• Hopkins researchers piece together gene 'network' linked to schizophrenia 
News-Medical.Net:  Sep 2 2008 11:54PM Matching: bardet biedl syndrome  

• Researchers piece together gene 'network' linked to schizophrenia 
PhysOrg.com:  Sep 2 2008 5:40PM Matching: bardet biedl syndrome  

• Hopkins researchers piece together gene 'network' linked to schizophrenia 
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EurekAlert!:  Sep 2 2008 7:06PM Matching: bardet biedl syndrome  
• Hopkins researchers piece together gene 'network' linked to schizophrenia 

Genetic Engineering News:  Sep 2 2008 5:36PM Matching: bardet biedl syndrome  

Bardet-Biedl Syndrome Clinical Trials: 

                          

 • Genetics and Clinical Characteristics of Bardet-Biedl Syndrome 
Bardet-Biedl Syndrome  

Bardet-Biedl Syndrome Patents:

                        

• 5955306-  Genes encoding proteins that interact with the tub protein
• 6713300-  Nucleic acid and amino acid sequences for ATP-binding cassette transporter and methods of

screening for agents that modify ATP-binding cassette transporter
• 6730297-  Use of recombinant gene delivery vectors for treating or preventing lysosomal storage

disorders
• 6759194-  Nucleotide sequences encoding peroxisome-associated polypeptides, and their uses in the

diagnosis and/or treatment of lung injuries and diseases, and of oxidative stress-related disorders
• 6881564-  Dipeptidyl peptidases
• 6921821-  Antagonists of melanin concentrating hormone receptor
• 6943153-  Use of recombinant gene delivery vectors for treating or preventing diseases of the eye
• 6962788-  Identification of a gene causing the most common form of bardet-biedl syndrome and uses

thereof
• 6992170- Polypeptides and polynucleotides homologous to thymosin, ephrin a receptors, and

fibromodulin
• 7008782- Bardet-Biedl susceptibility gene and uses thereof
• 7034010- Use of recombinant gene delivery vectors for treating or preventing lysosomal storage

disorders
• 6605437-  Screening methods for compounds useful for the treatment of body weight disorders,

including obesity
• 6573363-  Cystine knot protein and materials and methods for making it
• 6552177-  EH domain containing genes and proteins
• 6013257-  Neurotactin and uses therefor
• 6043086-  Neurotactin and uses therefor
• 6043346-  Compositions for the treatment and diagnosis of body weight disorders, including obesity
• 6147192-  Tub interactor (TI) polypeptides and uses therefor
• 6207386-  Compositions for the treatment and diagnosis of body weight disorders, including obesity
• 6268130-  RP compositions and diagnostic uses therefor
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• 6300485-  Myosin IXa and cyclic nucleotide gated channel-15 (CNGC-15) polynucleotides,
polypeptides, compositions, methods, and uses thereof

• 6395511-  Nucleic acids encoding a novel family of TGF-.beta. binding proteins from humans
• 6489445-  Polypeptides associated with alterations in bone density
• 6495736-  Compositions and methods for increasing bone mineralization
• 7041474- Nucleic acid encoding human tango 509
• 7045317- Bardet-biedl susceptibility gene and uses thereof
• 7196171- Alstroem syndrome gene, gene variants, expressed protein and methods of diagnosis for

Alstroem syndrome
• 7291461- Methods for identifying small molecules that modulate premature translation termination and

nonsense mRNA decay
• 7297525- Composition employing a novel human kinase
• 7304171- Compounds and methods for cytoprotection
• 7332591- Bardet-Biedl susceptibility gene and uses thereof
• 7368527- HADDE71 polypeptides
• 7368531- Human secreted proteins
• 7385036- Human tango 509 polypeptides
• 7411051- Antibodies to HDPPA04 polypeptide
• 7415358- Molecular toxicology modeling
• 7196164- Secreted protein HHTLF25
• 7193051- Histidine phosphatase interacting protein with 240kD
• 7192583- Methods for modulating bone mineralization
• 7091315- Protein HDPBQ71
• 7112668- Polypeptides and nucleic acids encoded thereby
• 7129065- bHLH-PAS proteins, genes thereof and utilization of the same
• 7141420- Nucleic acid and amino acid sequences for ATP-binding cassette transporter and methods of

screening for agents that modify ATP-binding cassette transporter
• 7141610- Compositions and methods for the induction of retinal detachments
• 7148338- Nucleic acids encoding dipeptidyl peptidases
• 7176285- Histidine phosphatase interacting protein with 120kD
• 7186530- Protein associated with cell stress response
• 7189511- Methods of screening and diagnostics using ATP-binding cassette transporter
• 7192579- Methods of gene therapy using nucleic acid sequences for ATP-binding cassette transporter
• 7426441- Methods for determining renal toxins
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