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	Title of the projectRow1: Burden analysis of rare variants in patients with thin basement membrane nephropathy
	Principal investigatorRow1: Prof. Dr. med. Julia Hoefele
	Year of awardRow1: 2020
	Please provide an update of the project since the last reportRow1: As the grant application comprised € 20.000, but the approved funding from ESPN was € 10.000, additional € 10.000 had to be applied for another foundation to start the project. Therefore, the project had a delay. Up to now, 95 individuals with thin basement membrane nephropathy were already sequenced by exome sequencing and analyzed. The remaining 205 individuals are planned to be sequenced within the next 8 weeks. From the 95 analyzed individuals, 44 individuals have disease-causing variants in COL4A1-5 (COL4A1: 2; COL4A3: 20; COL4A4: 10; COL4A5: 12). Burden analysis will be performed after final analysis of all 300 individuals.  
	How has the grant been spent to date and what plans are there for remaining fundsRow1: The grant money was completely consumed for exome sequencing of the first 25 individuals. The consumption costs for the remaining 275 individuals and for the personnel were applied for  elsewhere.
	Please list any completedplanned publications since last reportRow1: A publication on this topic is planned to be submitted after finalization of the project at the beginning of 2023.
	Please list any completedplanned presentations since last reportRow1: It is planned to present the final data at the conference of the German Pediatric Nephrology Association in 2023 and of the European Society for Paediatric Nephrology in 2023. 
	When do you anticipate the project directly supported by this grant will be completeRow1: The project is planned to be finished end of 2022.


