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NepiAnn :

H duatpiPry Ba aoxoAnBei pe tn peAétn twy maduv mou ndoxouv anod veppoloyikd voonua
Katl pmopouv va enwdeAnBolv and t Slevépyeia poplakol eEAEyxXou TPOKELUEVOU va TeBEL
oplotikry Stdyvwon kat va AndBel mpwwa n katdAAnAn Bepameutiki aywyr Kot va
oxeblaotel n owotr) apakoAovBnon Twv acBevwy Kat , OTou EVEEIKVUTAL, TWV OLKOYEVELWV
TouG. OL aoBeveic Ba vofdailovtal o poplakd éAeyxo pe AAAnAouxion E€oviwv Emdpevng
leviag (Whole Exome Sequencing- WES). ITi¢ MepUTIWOEL] OOV 0 poplakdc EAeyxoc Ba
oupBAaAAEL oo va TeBel n Siudyvwon tou voorpatog , ol acBeveic Ba mapakolouBolvral
ETUKEVIPWVOVTAC OTNV KAWVLKI) TIOPELQ TOU VOOTHATOG. ME T oUYKPLON TTApaUETPWY OTIWG 1
vedpikiy Aettoupyia, n mapousia AEUKWHATOUPLAG KOl UTIEPTOONG KAl N aVTQOKpPLon oTn
BEpameuTIKY) aywyr) TPV Kat LETA TV 0pLoTiki Stayvwaon mou BETeL 0 poplakog EAeyxog, Ba
pnopéoel va eTuBeBawwbei n cupBoln Tou teAeutaiou otn BeATiwon TG MPOyvwong .
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Abstract:

This study will look at children that suffer from kidney diseases and can benefit from genetic
testing in a way that they will receive a definitive diagnosis and a proper treatment in time
for a better prognosis and optimal follow up. This will expand to their family members
wherever there is an indication for them to get tested as well. The patient will undergo
genetic testing with Next Generation Sequencing — WES. When the results will point
towards a diagnosis, the patients will have a specific follow up plan focusing on the clinical
course of the disease. By comparing parameters such as renal function, proteinuria and
hypertension and response to therapy before and after definitive diagnosis, it will be
feasible to confirm the contribution of genetic testing in improving their prognosis.



