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	Name of Organisation 
	University of Cyprus

	Type of Organisation 
	x Public Body            ( SME/SME association          ( Other private actor

( Non profit Organization   ( Regional Body Agency   ( Other (Specify) 

	Call 
- Title and call identification
- Funding programme
- EC service
- Link to the call document
- Closing date
	Large collaborative integration
Any relevant scheme (FP7: Health, Research infrastructures,  European Reintegration Grants,  International Reintegration grant,  Advanced Investigator grants).

	(Preliminary) Title of the Project
	Investigation of Chronic Kidney Disease as a result of familial microscopic hematuria

	Outline of the project idea
	Chronic Kidney Disease (CKD) can be the result of hereditary or acquired factors. It can manifest itself as microscopic hematuria which is a common finding affecting up to 10% of the general population. A significant, yet unknown fraction of this is hereditary, presenting as familial microscopic hematuria. Many times this is the result of Thin Basement Membrane Nephropathy (TBMN), which is largely considered as benign, only rarely leading to CKD. Approximately 50% of the TBMN is attributed to heterozygous mutations in the basement membrane COL4A3/COL4A4 genes, while more recent findings as well as more careful reading of older literature reveals that progression of TBMN may not be as rare as previously thought, through the development of proteinuria and FSGS. In our experience with a collection of 11 large Greek-Cypriot families that segregate mutations in the COL4A3/COL4A4 genes, about 60% of patients above 50 develop chronic kidney disease while more than half of them proceed to ESKD.

We hypothesize that there are genetic factors-polymorphisms with rather high frequency in the general population, which when they are co-inherited with mutations in the COL4A3/COL4A4 genes or other yet unknown genes that are expressed in the basement membrane or the slit diaphragm, predispose to renal failure and CKD. These incidents may not always occur in families as obviously as it happened in our experience in Cyprus, rather they may appear as sporadic cases with no family history and escape the correct diagnosis of aetiology. Many such cases may simply be classified as sporadic or idiopathic glomerulonephritis. Early diagnosis by molecular means may allow prevention.

Based on the above, we propose to collect many more samples from patients with TBMN who either proceed or not to FSGS and CKD and investigate them molecularly. We aim at identifying genetic and urine proteomic markers that will classify a subgroup of patients in high risk for developing CKD and/or ESKD. Early diagnosis of the exact molecular defect in the presence of another predisposing genetic modifier or a urine biomarker, shall hopefully allow closer follow-up and timely medical intervention for maintaining or curing the kidney function.

	Keywords
	Chronic Kidney Disease, Familila Hematuria, Modifier Genes, ESKD, FSGS

	Foreseen duration of the project
	36-48 months

	Type of Partner 
	Consortium


	Position within consortium

	
	( Create a new consortium

x Join an existing consortium


	( As a coordinator

x As a partner 

	Partner Sought


	Clinicians for contribution of clinical samples and information, molecular and cell biologists, proteomics and genomics experts.

	Partners already involved
	

	Answers expected before
	As soon as possible.

	Contact Person

- Name, Surname:

- Address: 

- Tel:

- Fax:

- E-mail:
	Prof. Constantinos Deltas, 

University of Cyprus, Kallipoleos 75, 1678 Nicosia, Cyprus                 

+357-99-442042
Deltas@ucy.ac.cy
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