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Recent Publications on Albinism Oculocutaneous:  

                                       
 

 • Albinism and its implications with vision. 
 Albinism is an inherited disorder characterized by a reduction or absence...13th November, 2009 
 Professional Eye Center, P.O. Box 10122, Mackay, Queensland, Australia- Insight. 2009
Apr-Jun;34(2):13-6. 

• AAV-mediated tyrosinase gene transfer restores melanogenesis and retinal function in a model of
oculo-cutaneous albinism type I (OCA1). 
 Oculo-cutaneous albinism type 1 (OCA1) is characterized by congenital...6th November, 2009 
 TIGEM, Telethon Institute of Genetics and Medicine, Napoli, Italy.- Mol Ther. 2009 Aug;17(8):1347-54.
Epub 2009 May 12. (DOI Direct Link) 

• A splice site mutation is the cause of the high prevalence of oculocutaneous albinism type 2 in the Kuna
population. 
 Oculo-cutaneous albinism type 1 (OCA1) is characterized by congenital...3rd November, 2009 
- Pigment Cell Melanoma Res. 2009 Oct;22(5):645-7. Epub 2009 Apr 24. (DOI Direct Link) 

• Albinism: classification, clinical characteristics, and recent findings. 
 PURPOSE: To describe the clinical characteristics and recent findings in...7th October, 2009 
 Department of Ophthalmology and Pediatrics, University of Minnesota,- Optom Vis Sci. 2009
Jun;86(6):659-62. (DOI Direct Link) 

• Oculocutaneous albinism type IV: A boy of Moroccan descent with a novel mutation in SLC45A2. 
 Oculocutaneous albinism type IV (OCA4 [MIM606574]) caused by mutations of...1st October, 2009 
 Department of Dermatology, Yamagata University School of Medicine, Japan.- Am J Med Genet A.
2009 Aug;149A(8):1773-6. (DOI Direct Link) 

• A case of Asian Indian OCA3 patient. 
 Albinism is an inherited disorder characterized by a reduction or absence...24th September, 2009 
- Am J Med Genet A. 2009 Jul;149A(7):1578-80. (DOI Direct Link) 

• Oculocutaneous albinism spectrum. 
 Albinism is an inherited disorder characterized by a reduction or absence...24th September, 2009 
- Am J Med Genet A. 2009 Jul;149A(7):1590-1. (DOI Direct Link) 

• Eye for the unusual. 
 Skin disorders connected with pigmentation disturbances are most frequent...15th September, 2009 
- Minn Med. 2009 Jun;92(6):8-10. 

• Multiple inflamed nevi in a child with oculocutaneous albinism: what lessons can be learned? 
 We report a 12-year-old girl with oculocutaneous albinism who developed...19th May, 2009 
 Department of Paediatrics, The Chinese University of Hong Kong, Prince of- Pediatr Dermatol. 2009
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Jan-Feb;26(1):102-3. (DOI Direct Link) 
• [New nonsense mutation (p.E250X) in the tyrosinase gene of a patient with oculocutaneous albinism

type 1A] 
 Mutations in the gene for tyrosinase, the key enzyme in melanin synthesis,...25th April, 2009 
- Ann Dermatol Venereol. 2009 Jan;136(1):57-9. Epub 2008 Dec 3. (DOI Direct Link) 

• The R402Q tyrosinase variant does not cause autosomal recessive ocular albinism. 
 Mutations in the gene for tyrosinase, the key enzyme in melanin synthesis,...17th April, 2009 
 Department of Experimental and Clinical Pharmacology, University of- Am J Med Genet A. 2009
Mar;149A(3):466-9. (DOI Direct Link) 

• Novel human pathological mutations. Gene symbol: OCA2. Disease: albinism, oculocutaneous II. 
 PURPOSE: To describe the clinical characteristics and recent findings in...15th April, 2009 
 Aravind Medical Research Foundation, Madurai, India.- Hum Genet. 2009 Apr;125(3):340. 

• Oculocutaneous albinism in Suncus murinus: establishment of a strain and identification of its
responsible gene. 
 The house musk shrew Suncus murinus (Insectivora, Soricidae) is referred...8th April, 2009 
 Laboratory of Animal Management and Resources, Graduate School of- Exp Anim. 2009
Jan;58(1):31-40. 

• Dermatoscopy of pigmented melanocytic nevi in patients with oculocutaneous albinism. 
 Oculocutaneous albinism is a group of rare inherited disorders of...24th March, 2009 
 Department of Dermatology, Hospital de Clinicas de Porto Alegre,- J Am Acad Dermatol. 2009
Mar;60(3):487-9. (DOI Direct Link) 

• Abnormal foveal morphology in ocular albinism imaged with spectral-domain optical coherence
tomography. 
 OBJECTIVES: To evaluate the spectrum of foveal architecture in pediatric...31st January, 2009 
 Department of Ophthalmology, Duke University Medical Center, Durham, North- Arch Ophthalmol.
2009 Jan;127(1):37-44. (DOI Direct Link) 

BioNews Results for Albinism Oculocutaneous
 

 • A Comprehensive Analysis Reveals Mutational Spectra and Common Alleles in Chinese Patients with
Oculocutaneous Albinism 
MDLinx:  Nov 4 2009 10:27AM Matching: albinism oculocutaneous  

• A Comprehensive Analysis Reveals Mutational Spectra and Common Alleles in Chinese Patients with
Oculocutaneous Albinism 
Journal of Investigative Dermatology:  Oct 29 2009 10:51AM Matching: albinism oculocutaneous  

Albinism Oculocutaneous Patents:

                        

• 7544518- Rapid quantitative analysis of proteins or protein function in complex mixtures
• 7411051- Antibodies to HDPPA04 polypeptide
• 7368531- Human secreted proteins
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• 7232667- Keratinocyte growth factor-2 polynucleotides
• 6994962- Methods of identifying point mutations in a genome
• 6852544-  Rapid quantitative analysis of proteins or protein function in complex mixtures
• 6693077-  Keratinocyte growth factor-2
• 6670194-  Rapid quantitative analysis of proteins or protein function in complex mixtures
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