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Q7° e
—NEOPOAOTIIAL

EIZANQIN'H - 2KOMNMOZ MEAETHZ

0 H mmoAukuoTik vooog Twv veppwyv (MNMKN) gival gia KAnpovououuevn JE ETTIKPATOUVTA
XAPAKTAPA VOOOG, TTOU EKONAWVETAI CUVABWC 0€ EVAAIKEG NE BETIKO OIKOYEVEIOKO
IOTOPIKO.

O H MNMpwipyn ‘Evapen(lNE) tng vooou, k&tw atrd 1a 15 xpdvia, cupPaivel otravia, v n
ATTOUCIA OIKOYEVEIOKOU I0TOPIKOU (de novo PJETAAANAEN) OeV €ival TUTTIKN).

O H digpelivnon Twv QaIVOTUTTIKWY KAl YOVOTUTTIKWY XOPOKTAPIOTIKWY Twv OUO QUTWV
OMAdWYV PTTOPEI Va TIG OPIOBETNOEI KOAUTEPA KAl VA TTPOCPEPEI BEPATTEUTIKA KABWG KAl
TTPOYVWOTIKA KAl ATTOTEAEI TO QVTIKEIMEVO TNG TTAPOUCAG MEAETNG.



27° G
—NEQPOAOTIAT —

YAIKO-MEO©OAOX

2TN MEAETN OUNPTTEPIANPONKAY OUVOAIKA 163 aoBeveiC UE YEVETIKO EAEYXO, TTOU
TapakoAouBouvtal oTo 1aTpeio KN Ttou 'NA 'evvnuatac.

Kataypda@nkav 1a dnuoypa@ikd, KAIVIKA, EpyacTnPIOKA Kal YEVETIKA OeDOUEVA TWV
aoBevwyv Kal Tagivoundnkav oe opadeg e Baon:

* Tnv nAKkia katd 1n diIdyvwaon TG vooou (early-onset [EO] <15 €1n vs non-EO
=215 €1n)

* To OIKOYEVEIOKO I0TOPIKO (BETIKO ) apvnTikd/de novo)



YAIKO-MEOOAOX

MopIaKR YEVETIKR avaAuon

» 2TOXEUPEVN aAAnAouxnon €TTOUEVNG YEVIAC

» AAAnAouxnon katd Sanger

» Multiplex ligation-dependent probe amplification (MLPA)

» Whole exome / genome sequencing (WES)

27° V5N
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AMOTEAEZMATA Earosorer—

ATTO TO GUVOAO TwV 163 aoBevwv:

o 74 pe BeTIKO oIKoyeVEIOKO 10TOPIKO Kal pun MNE tTn¢g véoou
« 36 eixav E Tng vooou

* 53 AT1av de novo TTEPIOTATIKA



Parameter Early onset Non-Early onset value
ADPKD ADPKD P
Genetic Analysis
PKD1 variants (n) 33 (91,6%) 86 (66,6%) 0.06
PKD2 variants (n) 2 19 -
Variants in other genes (n)
0 13 -
Negative genetic testing (n) 1 9 )
Clinical characteristics
Mean age at hypertension
diagnosis (years) 17.7+7.5 3551114 <0.001
Age at enrollment (years)
14.8 £+ 11.3 415+ 11.8 -
e-GFR (ml/min) 113.5+21.1 73.8+34.3 < 0.001
hTKV (ml) 457.2 + 371.6 780.7 £+ 747.9 < 0.001




Positive family

Parameter De novo . p-value
history

Genetic Analysis
PKD1 variants (n) 39 (86,6%) 78 (73,5%) 0.02
PKD2 variants (n) 2 19 -
Variants in other

4 9 -
genes (n)

Clinical characteristics

hTKV (ml) 861.7 + 854.9 640.0 + 567.6 0.08
Predicted time to
end stage kidney 24.7 + 16.5 33.8+34.2 0.09

disease (years)



27° 5
—NEDPOAOTIAX

2YMITEPAZMATA

O O1 PKD1 yeveTIkEC TTapaAAayEC UTTEPEXOUV WG aiTia oToug aoBeveic ue MNE kal ota de
novo TreploTaTika NG MNMKN.

O Aev TTapartnpouvtal AAAEC OAPEIC YEVETIKEC DIAPOPEC METALU QUTWYV TWV OIAKPITWV
OMAdWYV Kal TNG TTAEIOVOTNTAG TWV UTTOAOITTWV A0BEVWV.

Q Paivotutrikd, ol IE kail o1 de novo aoBeveic @aivetal va d1a@EPOUV EAAPPWS WS TTPOC
TN BapuTtnTta TNG vOoou, dia@opd 1Tou Tmavwg atrodidetal atov PKD1 yovoTuTro.
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Euxapiotw yia Tnv mrpoocoyxn!



