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Recent Publications on Oculocerebrorenal Syndrome:  

                                       
 

 • Locus heterogeneity of Dent's disease: OCRL1 and TMEM27 genes in patients with no CLCN5
mutations. 
 Dent's disease is an X-linked renal tubulopathy caused by mutations mainly...18th November, 2009 
 Division of Nephrology, Department of Medical and Surgical Sciences,- Pediatr Nephrol. 2009
Oct;24(10):1967-73. Epub 2009 Jul 7. (DOI Direct Link) 

• Inherited cerebrorenal syndromes. 
 Abnormalities in the central nervous system and renal function are seen...6th November, 2009 
 Department of Pediatrics, SUNY Upstate Medical University, Syracuse, NY- Nat Rev Nephrol. 2009
Sep;5(9):529-38. (DOI Direct Link) 

• Magnetic resonance imaging, magnetic resonance spectroscopy, and facial dysmorphism in a case of
Lowe syndrome with novel OCRL1 gene mutation. 
 Lowe syndrome is a multisystem disorder characterized by anomalies of the...1st October, 2009 
 Department of Medical Genetics, Istanbul University Cerrahpasa Medical- J Child Neurol. 2009
Jan;24(1):93-6. (DOI Direct Link) 

• Amelioration of hypophosphatemic rickets and osteoporosis with pamidronate and growth hormone in
lowe syndrome. 
 The oculocerebrorenal syndrome of Lowe, an X-linked multisystem disorder,...24th September, 2009 
 Department of Pediatrics, Chang Gung Memorial Hospital and Cathay General- J Formos Med Assoc.
2009 Sep;108(9):730-5. 

• Annexin A2 at the interface between F-actin and membranes enriched in phosphatidylinositol
4,5,-bisphosphate. 
 Vesicle rocketing has been used as a model system for understanding the...11th September, 2009 
 Division of Cell Biology, UCL Institute of Ophthalmology, University- Biochim Biophys Acta. 2009
Jun;1793(6):1086-95. Epub 2008 Oct 29. (DOI Direct Link) 

• Pigmentary mosaicism, subcortical band heterotopia, and brain cystic lesions. 
 A 10-year-old boy presented with a severe and diffuse mosaic skin...18th August, 2009 
 Institute of Neurological Science, National Research Council, Catania,- Pediatr Neurol. 2009
May;40(5):383-6. (DOI Direct Link) 

• OCRL1 mutations in Dent 2 patients suggest a mechanism for phenotypic variability. 
 BACKGROUND/AIMS: Dent disease is an X-linked renal proximal tubulopathy...25th July, 2009 
 Department of Pathology, SUNY Upstate Medical University, Syracuse, N.Y.- Nephron Physiol.
2009;112(2):p27-36. Epub 2009 Apr 18. (DOI Direct Link) 
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• Dent-2 disease: a mild variant of Lowe syndrome. 
 OBJECTIVE: To compare the renal and extra-renal phenotypes of patients...23rd July, 2009 
 Department of Pediatrics, VU University Medical Center, Amsterdam, The- J Pediatr. 2009
Jul;155(1):94-9. (DOI Direct Link) 

• Abnormal bradykinin signalling in fibroblasts deficient in the PIP(2) 5-phosphatase, ocrl1. 
 The oculocerebrorenal syndrome of Lowe (Lowe syndrome) is an X-linked...17th July, 2009 
 Genetic Disease Research Branch, National Human Genome Research Institute,- J Inherit Metab Dis.
2009 Apr;32(2):280-8. Epub 2009 Jan 28. (DOI Direct Link) 

• Oculocerebrorenal syndrome of Lowe: magnetic resonance imaging findings in the first six years of life. 
 OBJECTIVE: To compare the renal and extra-renal phenotypes of patients...24th June, 2009 
 Hospital Pequeno Principe, Curitiba, PR, Brazil.- Arq Neuropsiquiatr. 2009 Jun;67(2A):305-7. 

• Oral anomalies associated with the oculocerebrorenal syndrome of Lowe: case report with multiple
unerupted teeth and pericoronal radiolucencies. 
 The oculocerebrorenal syndrome of Lowe (OCRL) is a rare X-linked recessive...24th June, 2009 
 Department of Oncology and Diagnostic Sciences, University of Maryland- Oral Surg Oral Med Oral
Pathol Oral Radiol Endod. 2009 Mar;107(3):e32-5. (DOI Direct Link) 

• Differential clathrin binding and subcellular localization of OCRL1 splice isoforms. 
 Mutation of the inositol polyphosphate 5-phosphatase OCRL1 causes the...21st May, 2009 
 Faculty of Life Sciences, University of Manchester, The Michael Smith- J Biol Chem. 2009 Apr
10;284(15):9965-73. Epub 2009 Feb 11. (DOI Direct Link) 

• Tigroid pattern on magnetic resonance imaging in Lowe syndrome. 
 Lowe (oculocerebrorenal) syndrome is an X-linked recessive disorder...15th April, 2009 
 Department of Radiology, Kovancilar Government Hospital, Elazig, Turkey.- J Clin Neurosci. 2009
Jan;16(1):112-4. Epub 2008 Nov 20. (DOI Direct Link) 

• Mutations in phosphoinositide metabolizing enzymes and human disease. 
 Phosphoinositides are implicated in the regulation of a wide variety of...2nd April, 2009 
 Howard Hughes Medical Institute, Department of Cell Biology, Kavli- Physiology (Bethesda). 2009
Feb;24:8-16. (DOI Direct Link) 

• The role of the inositol polyphosphate 5-phosphatases in cellular function and human disease. 
 Phosphoinositides are membrane-bound signalling molecules that regulate...25th March, 2009 
 Department of Biochemistry and Molecular Biology, Monash University,- Biochem J. 2009 Apr
1;419(1):29-49. (DOI Direct Link) 

BioNews Results for Oculocerebrorenal Syndrome
 

 • Swine flu update: Children from 6 months to 5 years invited 
Irish Medical Times:  Nov 21 2009 4:50AM Matching: syndrome  

• China responds to underreporting claim 
Reuters:  Nov 21 2009 12:32AM Matching: syndrome  

• Study Suggests Treatment for Down's Syndrome 
Modern Medicine:  Nov 21 2009 12:05AM Matching: syndrome  

• Study Examines Challenges Of Diagnosing Neurofibromatosis Type 1-like Syndrome 
Medical News Today:  Nov 21 2009 12:04AM Matching: syndrome  

• Study Finds Boosting Neurotransmitter Could Reverse Down Syndrome 
MedIndia:  Nov 20 2009 5:13AM Matching: syndrome  

• New Strategy to Improve Cognition in Down Syndrome Discovered by DSRTF Grant Recipients 
Genetic Engineering News:  Nov 20 2009 9:55PM Matching: syndrome  

• Flu deaths not linked to vaccine, WHO says 
Omaha World-Herald:  Nov 20 2009 7:31PM Matching: syndrome  
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• Trial Evaluates New Anti-Platelet in Preventing Cardiovascular Events 
Diagnostic & Invasive Cardiology:  Nov 20 2009 6:39PM Matching: syndrome  

• Questions and answers on the recommendation for the refusal of the marketing authorisation for Nenad 
Pharma Live:  Nov 20 2009 5:08PM Matching: syndrome  

• EU Panel: Affirm Benefits Of Celvapan, Focetria, Pandemrix 
Lloyd's:  Nov 20 2009 3:08PM Matching: syndrome  

• EU Panel: Affirm Benefits Of Celvapan, Focetria, Pandemrix 
Morningstar.com:  Nov 20 2009 1:55PM Matching: syndrome  

• EU Panel: Affirm Benefits Of Celvapan, Focetria, Pandemrix 
CNN Money:  Nov 20 2009 1:41PM Matching: syndrome  

• EU Panel: Affirm Benefits Of Celvapan, Focet 
Hemscott:  Nov 20 2009 1:41PM Matching: syndrome  

• EU Panel Backs Elonva from N.V. Organon 
Hemscott:  Nov 20 2009 1:23PM Matching: syndrome  

• Medical News: Study Examines Challenges Of Diagnosing Neurofibromatosis Type 1-like Syndrome 
BioFind:  Nov 20 2009 12:58PM Matching: syndrome  

Oculocerebrorenal Syndrome Patents:

                        

• 6905688-  Albumin fusion proteins
• 7078186- Apoptosis related polynucleotides, polypeptides, and antibodies
• 7091315- Protein HDPBQ71
• 7122190- Fusion proteins comprising DP-178 and other viral fusion inhibitor peptides useful for treating

aids
• 7141547- Albumin fusion proteins comprising GLP-1 polypeptides
• 7163797- 50 human secreted proteins
• 7175988- Human G-protein Chemokine Receptor (CCR5) HDGNR10
• 7186707- Prodrugs for use as ophthalmic agents
• 7189690- Albumin fusion proteins
• 7196164- Secreted protein HHTLF25
• 7205139- Tissue plasminogen activator-like protease
• 7041803- Galectin 11
• 7026447- 53 human secreted proteins
• 6994857- Albumin fusion proteins
• 6919433-  Antibodies to protein HPMBQ91
• 6926898-  Albumin fusion proteins
• 6936417-  Gene expression in bladder tumors
• 6936688-  Human chemokine beta-10 mutant polypeptides
• 6936691-  Secreted protein HCE3C63
• 6939679-  NADE binding proteins
• 6946134-  Albumin fusion proteins
• 6951717-  Methods and compositions for inhibition of membrane fusion-associated events, including

HIV transmission
• 6951924-  Antibodies against secreted protein HTEBYII
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• 6989256- Subfamily of RNA helicases which are modulators of the fidelity of translation termination and
uses thereof

• 7232667- Keratinocyte growth factor-2 polynucleotides
• 7235529- Brain-associated inhibitor of tissue-type plasminogen activator
• 7482013- Albumin fusion proteins
• 7501123- Human G-protein chemokine receptor (CCR5) HDGNR10
• 7507413- Albumin fusion proteins
• 7507414- Albumin fusion proteins
• 7514397- Methods for inhibition of membrane-fusion-associated events, including Hepatitis B virus

transmission
• 7521424- Albumin fusion proteins
• 7534779- Quinol compound and pharmaceutical composition
• 7569384- Albumin fusion proteins
• 7571055- Systemic lupus erythematosus
• 7572781- Prodrugs for use as ophthalmic agents
• 7459531- 50 Human secreted proteins
• 7447594- Molecular cardiotoxicology modeling
• 7446176- 12 human secreted proteins
• 7238660- Albumin fusion proteins
• 7238667- Albumin fusion proteins
• 7273614- Nucleic acids encoding DP-178 and other viral fusion inhibitor peptides useful for treating aids
• 7365178- Acyl-nucleotide probes and methods of their synthesis and use in proteomic analysis
• 7368527- HADDE71 polypeptides
• 7368531- Human secreted proteins
• 7381800- Antibodies to HBIMF63 polypeptide
• 7390637- Keratinocyte derived interferon
• 7393934- Human G-protein chemokine receptor (CCR5) HDGNR10
• 7411051- Antibodies to HDPPA04 polypeptide
• 7592010- Albumin fusion proteins

***

Resources from the NCBI used in this document, NCBI's standard disclaimer applies.

Nothing in this document should be used in place of personal medical advice from your own qualified medical
practitioner. See BioPortfolio.com User Agreement 
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