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Recent Publications on Anophthalmos: PLI bWE’d

» A novel heterozygous SOX2 mutation causing anophthalmia/microphthalmia with genital anomalies.
Anophthalmia/microphthalmia is a rare developmental craniofacial defect,...3rd November, 2009
- Eur J Med Genet. 2009 Jul-Aug;52(4):273-6. Epub 2009 Feb 28. (DOI Direct Link)

» The pattern of childhood blindness in Karnataka, South India.

PURPOSE: To determine the causes of severe visual impairment and blindness...31st October, 2009
Department of Pediatric Ophthalmology, H.V. Desai Eye Hospital, Pune,- Ophthalmic Epidemiol. 2009
Jul-Aug;16(4):212-7.

» Simultaneous Occurrence of Glial Heterotopia and Meningocele in the Orbit with Clinical Anophthalmia
and Neurological Anomalies.

The authors describe a 5-year-old boy who had three congenital anomalies...31st October, 2009
- J Pediatr Ophthalmol Strabismus. 2009 Nov 2:1-4. doi: (DOI Direct Link)

» Systemic and ophthalmological anomalies in congenital anophthalmic or microphthalmic patients.
Introduction: Congenital anophthalmos and microphthalmos do occur in 1-20/...14th October, 2009
Eye Department, Germany;- Br J Ophthalmol. 2009 Oct 12. (DOI Direct Link)

» Phenotypic spectrum of STRA6 mutations: from Matthew-Wood syndrome to non-lethal anophthalmia.
Matthew-Wood, Spear, PDAC or MCOPS9 syndrome are alternative names used to...31st July, 2009
INSERM, U563, Centre de Physiopathologie de Toulouse Purpan, Toulouse,- Hum Mutat. 2009
May;30(5):E673-81. (DOI Direct Link)

» Mutations in the newly identified RAX regulatory sequence are not a frequent cause of
micro/anophthalmia.

AIM: Microphthalmia and anophthalmia are at the severe end of the spectrum...25th July, 2009
- Genet Test Mol Biomarkers. 2009 Jun;13(3):289-90. (DOI Direct Link)

« [Biopsychosocial profile of patients with anophthalmia in the south of Minas Gerais - Brazil]
PURPOSE: To evaluate the biopsychosocial profile of patients with...9th July, 2009
Centro Pro-Sorriso - Centrinho - Instituto de Ciencias da Saude da- Arg Bras Oftalmol. 2008
Nov-Dec;71(6):855-9.

» Upper eyelid ptosis surgery using a preparatory ocular prosthesis.

PURPOSE: When an ocular prosthesis is unable to correct upper eyelid...17th June, 2009
Orbital Clinic, Department of Ophthalmology, University Hospitals Leuven,- Ophthal Plast Reconstr
Surg. 2009 Mar-Apr;25(2):90-3. (DOI Direct Link)
» Causes of childhood blindness in the northeastern states of India.
BACKGROUND: The northeastern region (NER) of India is geographically...2nd June, 2009
HV Desai Eye Hospital, Pune, India.- Indian J Ophthalmol. 2008 Nov-Dec;56(6):495-9.
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» Sequence alterations in RX in patients with microphthalmia, anophthalmia, and coloboma.
PURPOSE: Microphthalmia, anophthalmia, and coloboma are ocular...2nd May, 2009
Case Western Reserve University School of Medicine, Cleveland, OH, USA.- Mol Vis. 2009;15:162-7.
Epub 2009 Jan 21.

» Two novel STRA6 mutations in a patient with anophthalmia and diaphragmatic eventration.
Anophthalmia/microphthalmia is a rare developmental craniofacial defect,...17th April, 2009
Department of Pediatrics, University of California, San Francisco,- Am J Med Genet A. 2009
Mar;149A(3):539-42. (DOI Direct Link)

A locus for ophthalmo-acromelic syndrome mapped to 10p11.23.

Ophthalmo-acromelic syndrome (OAS, OMIM %206920) is a rare autosomal...17th April, 2009
Department of Human Genetics, Yokohama City University Graduate School of- Am J Med Genet A.
2009 Mar;149A(3):336-42. (DOI Direct Link)

» Cerebro-oculo-nasal syndrome: report of a case with a severe phenotype.

Ophthalmo-acromelic syndrome (OAS, OMIM %206920) is a rare autosomal...17th April, 2009
Department of Clinical Genetics, Hospital of Rehabilitation of- Am J Med Genet A. 2009
Mar;149A(3):519-20. (DOI Direct Link)

« Identification of STRA6 and SKI sequence variants in patients with anophthalmia/microphthalmia.
PURPOSE: Anophthalmia and microphthalmia (A/M) are rare congenital ocular...21st March, 2009
Center for Human Genetics, Duke University Medical Center, Durham, NC- Mol Vis. 2008;14:2458-65.
Epub 2008 Dec 26.

» Hydroxyapatite implants.

PURPOSE: Anophthalmia and microphthalmia (A/M) are rare congenital ocular...18th December, 2008
- Ophthalmology. 2008 Dec;115(12):2320-1; author reply 2321. (DOI Direct Link)

Anophthalmos Clinical Trials:

e Molecular Analysis of Microphthalmia/Anophthalmia

Anophthalmos Patents:

e 7572781- Prodrugs for use as ophthalmic agents

» 6093699- Method for gene therapy involving suppression of an immune response
» 6309821- DNA encoding a PAC10 human homolog

» 6346121- Ocular socket prosthesis

» 6537808- Use of nerve growth factor for the storage, culture or treatment of cornea
» 6582465- Integrated rigid fixation orbital expander

» 7186707- Prodrugs for use as ophthalmic agents

2/3


http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=19158959
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=19213032
http://dx.doi.org/10.1002/ajmg.a.32682
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=19208380
http://dx.doi.org/10.1002/ajmg.a.32656
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=19206156
http://dx.doi.org/10.1002/ajmg.a.32588
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=19112531
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=19041493
http://dx.doi.org/10.1016/j.ophtha.2008.06.012
http://clinicaltrials.gov/ct2/show/NCT00011843
http://patft.uspto.gov/netacgi/nph-Parser?Sect2=PTO1&Sect2=HITOFF&p=1&u=%2Fnetahtml%2FPTO%2Fsearch-bool.html&r=1&f=G&l=50&d=PALL&RefSrch=yes&Query=PN%2F7572781
http://patft.uspto.gov/netacgi/nph-Parser?Sect2=PTO1&Sect2=HITOFF&p=1&u=%2Fnetahtml%2FPTO%2Fsearch-bool.html&r=1&f=G&l=50&d=PALL&RefSrch=yes&Query=PN%2F6093699
http://patft.uspto.gov/netacgi/nph-Parser?Sect2=PTO1&Sect2=HITOFF&p=1&u=%2Fnetahtml%2FPTO%2Fsearch-bool.html&r=1&f=G&l=50&d=PALL&RefSrch=yes&Query=PN%2F6309821
http://patft.uspto.gov/netacgi/nph-Parser?Sect2=PTO1&Sect2=HITOFF&p=1&u=%2Fnetahtml%2FPTO%2Fsearch-bool.html&r=1&f=G&l=50&d=PALL&RefSrch=yes&Query=PN%2F6346121
http://patft.uspto.gov/netacgi/nph-Parser?Sect2=PTO1&Sect2=HITOFF&p=1&u=%2Fnetahtml%2FPTO%2Fsearch-bool.html&r=1&f=G&l=50&d=PALL&RefSrch=yes&Query=PN%2F6537808
http://patft.uspto.gov/netacgi/nph-Parser?Sect2=PTO1&Sect2=HITOFF&p=1&u=%2Fnetahtml%2FPTO%2Fsearch-bool.html&r=1&f=G&l=50&d=PALL&RefSrch=yes&Query=PN%2F6582465
http://patft.uspto.gov/netacgi/nph-Parser?Sect2=PTO1&Sect2=HITOFF&p=1&u=%2Fnetahtml%2FPTO%2Fsearch-bool.html&r=1&f=G&l=50&d=PALL&RefSrch=yes&Query=PN%2F7186707

e 7291461- Methods for identifying small molecules that modulate premature translation termination and
nonsense mMRNA decay

» 7368527- HADDE71 polypeptides

» 7368531- Human secreted proteins

e 7411051- Antibodies to HDPPAO4 polypeptide

» 5401835- Human erythroid p55 nucleic acids
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