
Survey response: Acibadem Mehmet Ali Aydinlar University, Rare Disease and Orphan Drug Research and 

Application Center AND School of Medicine. Istanbul. 

1. Brief description of the “Clinical Center” or “Services 

on undiagnosed rare diseases” (max 1000 

characters). Please add a title to the short 

article/description you are going to send. Description 

should include information on:  location contact person 

researchers staff existing program on undiagnosed rare 

diseases number of undiagnosed cases collected/year 

number of diagnosis obtained/year scientific 

advances/discoveries clinical research initiatives 

educational and collaborative opportunities 

Location. Istanbul. Acibadem Mehmet Ali Aydinlar 

University, Rare Disease and Orphan Drug Research and 

Application Center AND School of Medicine (ACUSoM) 

(www.acibadem.edu.tr/en/school-of-medicine-about-faculty), 

Contact Person: ACU-RARE director Prof.Dr. Ugur Ozbek, 

MD, PhD AND Prof. Yasemin Alanay, MD, PhD is the Dean 

of ACUSoM.  

Existing program on undiagnosed rare disease: 
ACURARE team have expertise on delineation of the genetics 

and molecular biological mechanisms of unresolved the 

disorders of childhood and adolescence in clinical and 

laboratory genetics as well as Biostatistics and Medical 

Informatics. Specialized in analysis of omics data in a 

pathway related context. Prof. Alanay is one of the most 

experienced groups specialized in research and clinical 

management of Rare Diseases in Turkey.  

Number of Undiagnosed case collected a year: 100 (500 

new patients a year).  

Number of Diagnosis a year: 400 

2. Past (six months) and future/upcoming events related 

to undiagnosed rare disease. Please indicate date and 

venue.  

Istanbul Medical Genetics case consultation meetings are 

organized twice a year. Our team regularly attend the meeting 

and present unresolved cases. Last meeting was organized in 

March 2018. 

3. Relevant scientific publications (selected and / or 

published by the center)     
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4. Grants. a) grant award to announce funding for 

projects; b) Received grants from other 

organizations/institutions for undiagnosed rare diseases 

research. 

DG-SANCO RD-ACTION Project. FP7-ADOPT Project 

(Rare Disease Biobank Work Package) Multinational, 

multicenter clinical trial on Achondroplasia treatment (BMN-

301).  

Contact person  Ugur Ozbek, ugur.ozbek@acibadem.edu.tr 

 


