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[eplexopeva

OpLoUOC

[MOAUKUGOTLKA VOOOC KANPOVOLOULLEVN LE TOV OUTOOWHLKO eTtLkpath xapaktrpo (ADPKD)
e Oplopog
e EridnuioAoyia
* [TaBoyéveon

e KAVLKN €lKOVQ

e Aldyvwon
e Oeparneia

MOAUKUOTLKA VOOOC KANPOVOLOULLEVN LE TOV OUTOOWMLKO UTTOAELTTOLEVO Yapoaktipa (ARPKD):

e Oplopog

e ErdnuioAoyia
* [TaBoyéveon

e KAVLKN €lKOVQ
e Aldyvwon

e Oeparneia

Y UUTTEPAC AT

BifAloypadia




[MOAUKUOTIKA VOOOC TWV VEDPWV

* OUYXVO altlo xpoviac vedplknc vooou teAlkol otadiou
* OVNAKEL OTLC KPOOOOTIABELEC

* poVvoyovLSLoKA VOOOC

Alokpivetal og 2 popdEc:

v TNV QUTOOW LK UTTOAELITOMEVN TTIOAUKUOTLKA VEDpOTIAOELa
(moAaldtepa yvwoTtr we matdikn MoAUKUOTIKA veppomddeLa)

v' TNV QUTOOWHLKN EMKPATOUOO TTIOAUKUOTLKA VEDPOTIAOELA
(moAaldtepa YVwoTtr) w¢ TTOAUKUOTLKH vedpomadBela evnAikwv)



O vedpol nmapouvoialouvv
TOAAQTAEC KUOTELC TTOU
TEPLEXOLV LYPO, EVW UTTOPEL
va EPdoVIOTOUV KUOTELC

Kol o€ AAAQL Opyava, TL.YX. TP

YTAPXEL CNUOVTIKA KALVLKN
ETEPOYEVEL

Normal kidney Polycystic kidney

© MAYO FOUNDATION FOR MEDICAL EDUCATION AND RESEARCH, ALL RIGHTS RESERVED.



ADPKD:
Autosomal
Dominant
Polycystic
Kidney disease

AUTOOWMLKN ETUKPOATAC TTOAUKUOTLKN VEPpOTIABEeLa

H ocuxvotepn popdn KUOTIKAC VOOOU

2uvnNOwc v avamTtuooouV CUUTTWHATOAOYIO
MEXPL TNV EVNALKiwoN

Xapaktnpiletol ano KUOTELC 0TOUC VEPPOUC

Kol o€ AAAa 6pyava




Ertidnpuoloyia

e 1:400- 1:1000 yevvnoelc {(wviwv
* Maykoopulwe: 12 ekatoppupla acBeveic pe ADPKD
e EANada: 4,5 xtAtadec aobeveic
* Xpovia vedplkn voooc:
» 7/10 aoBeveic, peon nAtkia 58 €tn
- d8,2/10 vs @ 6,8/10



YrieuBuva yovioLa
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Patrick Niaudet, Autosomal dominant polycystic kidney disease (ADPKD) in children, UpToDate,.2022

»ADPKD1: urteBuvo yovidlo
PKD1- moAukuotivn 1
(86% otnv Eupwrn)

»ADPKD2: urteUBuvo yovidlo
PKD2- moAukvuotivn 2

» ADPKD e ouvepylkni 6paon
Twv PKD1, PKD2

o Qawotumoc ADPKD ywpic petaAAaén
ota opanavw yovidla (<1%)



[TaBoyeveon- NMoAukvotivec 1,2

OL ntoAukuoTivec evtomnifovtal ota VEpPLKA cwAnvapila, ota XoAndopa Kat oTto
NMAYKPEAC — OECELC OXNUATIOMOU KUOTEWV

* LOPLO TIPOGKOANNGNC, * N eKAekTKOC Stawdoc K*, Ca?t,
oUVOEDELC OE KUTTOPO- Na*
KUTTAPO, MPWTELVN- * EUMAEKETAL OTN oNUATOdOTNON
TPWTELVN Tou aoBeotiou TwV KUTTAPWV

® TPOTIOTIOLEL TOUG
HETAYPAPLKOUG TIAPAYOVTEG PC1 + PC2-> pUBuion
tn¢ AP-1 (activator protein- £L0pOAC aoBECTIOU KalL
1), TOU EUTTAEKETAL OTNV e
50BN TOU n EK}\EK"ELKOC SlauAocg

LOVTWV

rnoAAamAaoLoopol Tou
KUTTAPOU KoL TNV erPfilwon



Aopn mpwTteivwv OL TOAUKUOTIVEC OTO KUTTOPO

- ,9"’"“‘\ o< 'j.“l'l

1737 [Polaris

G-protein

N ~ Cellcell .
B adherens o

coiled-coil <

Polycystin-1 Polycystin-2

Frederico Moraes Ferreira, Elieser Hitoshi Watanabe, and Luiz Fernando Onuchic. Patricia D. Wilson, Ph.D., Polycystic Kidney Disease, The new England Journey of Medicine, 2004
Chapter7 Polycystins and Molecular Basis of Autosomal Dominant Polycystic Kidney Disease,
2015 Codon Publications.




[TaBoyeveon

AvwpoaAia dounc/
AELToupyiLag
VEPPLKWV KPOGOWV

MetaAlaén

Meilwon

TTOAUKUOTLVWV evookuttaplou Cat*t

Auénon Au&non KuTTOopLKOU
eVOOKUTTAPLOU e TIOAAQTTAQCLOOHOU [
cAMP KOlL EKKPLONG

Anpovpyia

KUOTEWV

M.K kat I.K.



>nuatodotikot odol otnv ADPKD

Tight
junction

2 NuarodoTnon: i

cAMP/PKA-
(+)PKA >
dlarapaxn
gwAnvoyeveonc—>
(+) odwv
TTOAAQTTAQTI0OUOU,
OIEYEPON EKKPIONG
¥Awpiou Kal udaTog

L

N

PC1

77

P)AQP-2

Collecting duct,
Intracellular ? principal cell
vesicle v
P)AQP-2 G

Impaired tubulogenesis
Cell proliferation —-—a—

Increased fluid secretion

Interstitial inflammation

CAMP

o

V2R G AC6 ( G, )sSTR)

J

} }
Vasopressin SST |

PC1: NMoAukuotivn 1
PC2: NMoAukuotivn 2

PKA: NpwTteivikn
Kwvaon A

. popLa
TIOU HELWVOVTOL OTNV

\ PKD

Me UtAe: popLa mou
avéavovtal otnv

PKD

Harris PC, Torres VE. Genetic mechanisms and signaling pathways in autosomal dominant polycystic kidney disease. J Clin Invest. 2014 Jun



KAWVLKN €LKOVA- VEDPLKA OUUMTWUOTO

[ 00¢UikO dAyog J

UTTOTPOTILA{OUCEG ‘ aioBnua Bdpouc
OUPOAOLUWEELG w‘ KOl KOLALOLKO GAYOC
~ @ ¥

alpatoupia, d - ntwon GFR
npwTteivoupia

aptnpeLakn
vedpoAlBiaon UTEPTAON




E€wvepplkeC- amwTEPEC EKONAWOELC

UTTEPTOON

S eetee...

NTOTIKES KUOTELC 80%

MAYKPEXTIKEG KOOTELG |-l "
YKp OC G / ’f“ﬁ) Vo ™.
10% A® @ =20
‘_..,.- _;‘ .‘:;:. .
XNN

KUOTELG OE OTIEPUOTIKA
ayyeila Kol woOnKeg

gykePaALkad aveupuopaTa,
pNEN AVEULPUOUATWY, KUOTELC
oTnNV apaxVvoeidn unviyya

QVEUPUOUATA OE HEYOAQ
ayyeia .. aopti

NMPOMTWON ULTPoeLdoUg,
QVETIAPKED ALOPTLKAG
BaABidag k.a.

avénuevn mbavotnta
eKKOATIwpaTiTIdOC

e eudavion
OUUTMTWHUATWV
ouvnOwcg > 20 £1n

* UMOpPEL va
eUPOVIOTOUV aKOpaL
KoL KOo'ta TV 51

dekaetia!




Atayvwon (1)

OeTIkO OlkoyeveLlako lotoplko (60%)

® 1 VOOOC UMopeL va SLadpapel ATILAL OTOUG YOVELC
e 1" epudAvVION CUUMTWHATWY OKOLLOL KOL LETA TNV 5" ekaeTia

[EVETLKOC EAEYXOC



Atayvwon (2)

Yriepnxoypouplkoc EAeyxoc

e ueBodoc ekAoyng

e TTOAAQTIAEC KUOTELG vEdDpwV pall pe KUOTELG
o€ AAAa Opyava KAvouv Tilo mbavn tn
Sdlayvwon

Livercysts + Kidneycysts=Think ADPKD

Kim Zuber, Jane S. Davis, Stacy Amrhein, Clinicial Reviews, 2011

ADPKD, as Defined by Standardized

Uhtrasonographic Diagnostic Criteria®’

Patient age (y) Findings on ultrasonography

15-39 Three or more renal cysts
(unilateral or bilateral)

40 - 59 Two or more cysts in each kidney

> 60 Four or more cysts in each

kidney

Atbreviaton: ADPKD, autosomal dominant polyCysic Kidney d<ease.

Source. Pet et al. J Am Soc Neghred. 2009,




Atayvwon (3)

MRI/ CT

B<tel Tn Sldyvwon ¢ vOoou o€ TooooTto 6-10%
TWV ATOUWV UE GUCLOAOYLKO uTtEpNXOYpAPpnua
vedbpwv




Oeparelo (1)

Ynootnplktikn Oepamneia

o Aptnplakn umEptaon:
v apakoAolBnon

v avtineptootkn aywyr (AM> 90" EO) —
dappako ekAoyng: a-MEA

o Alatpodn:
v nieploplopdc Ajng NacCl
v avénon mpéoAndng uypwv
v  OXI| EPLOPLOUOC OTLC TIPWTEIVEC

v anayopevon Kopeivng



Alaxeiplon emutAokwy:
o Novoc—> aketauvodoaivn
o NOLUWEELG—> avTLBLOTIKA

@ £ p QLTTE ,L(l ( 2 ) o Tpavpo—> amoduyrn aBANTIKWY SpacTNPELOTATWVY

o AveupUopato—> screening Kol XELpoupyElo




Oeparela (3)

EVAALKEC : ToABarttdvn (avtaywvioTthic Balonpeoaoivng) =
avooToAn avénong peyEBoug KUOTEWV
XELPOUPYLKN AVTLUETWTILON

o Amocupudopnon KUotewv: HEyeBoc Wolaltepa PLeyaAo—> EVTovo
aAyog otnv ooduikn f KOLALaKN xwpa

o Nedpektoun: umotpomtalouoes VEGPOTIAPEYXUUATIKEC I
eEVOOKUOTIKEC AoLUwWEELC, 1 utoPia vedpLkoU VEOTTAAOUOTOC

TeAlkoU otadiou vedpikry Nooocg
o Metapooxeuon vedppou

o AwpokdaBapon



ARPKD:
Autosomal
Recessive
Polycystic
Kidney
Disease

AUTOOCWHMLKN UTTOAELITOEVN TTOAUKUOTLKI)
vedpornadeLa

Eudavion katd tnv dtapketa tng evdéountpLac wngc,
LLETAL TOV TOKETO KOl KOTA TNV VEOYVLIKN-Bpedikn nALkia

2TIAVLOTEPN CUYKPLTIKA e tTnv ADPKD, aAAd pe
ocoBapoTtEPN KAWVLKN ELKOVA

Xapaktnpiletol amno KUoTKn dLataon Twv VEGPLKWVY
aBpoloTikwv ocwAnvapiwyv, aAAA Kol NTIATKA (vwon



EmtidnpuoAoyia

e ExTipwpevn entimtwon: 1:20.000 yevvnoelg {wvtwv
* H nAwio epdavionc motkiAAet:

» mepimou 1/3: <1 €toug

» 10 1/3: 1-20 stV

» 10 1/3:>20 €1n

- Q=0



[TaBoyeveon

OL nieploocotepec neputtwoel¢ ARPKD mpokaAouvtal armo nopaAlayec oto yovidio PKHD1 (polycystic
kidney and hepatic disease 1) mou Bploketal 0To ULKPO CKEAOC TOU XPWHOCWHOTOC 6, TO OToiLo
KWOLKOTIOLEL TN LVOKUGTIVN

Ivokuartivn (fibrocystin): dtapepPpavikn mpwteivn pe aAAnlouvyia 4074 apvoewyv
ekppaletol Kuplwe otoug vedpouc, 0To NIAP, TO TTAYKPEAC KOl TOUC TIVEULLOVEG
>750 petaAAagerg oto yovidio PKHD1

ATO TIC OUXVEC HETOAANAEELG: 20% Twv Tteptwoewv ARPKD = onpuetakn petaAAaén oto e€wvio 3
(c.107C>T)

OL eploootepol aoBeveic pe ARPKD eiva cuvOetol etepoluywtes =2 2 SLadPOPETIKA LETAAAQYUEVOL
aAAnAopopda

DZIPL1 (DAZ interacting zinc finger protein 1): avakaAUdOnke mpoodpAtwc, LETAAAAEELC TOU
- UETpLac Baputntac ARPKD



IVOKUOTLVN KOl KpOOOOTIABELEC

* lvokuotivn: ebpaletal 0TOUC TPWTOYEVELC (aKivnToug) KpooooUC Kol oTa BaoLkd CWUATLO TWV
KUTTAPWV TWV VEDPLKWYV CWANVAPLWwV Kol TwV XoAndopwv mopwv

* OLKpooool sival e€eldLlkeVEVA aLoONTpLO OpYaVIOL TWV TIEPLOCOTEPWV EUKAPUWTLKWY KUTTAPWV
TIOU EUTTAEKOVTOL OTOV KUTTAPLKO TTOAAQTTAQGLOLOLO, TNV QIOTITWOoN Kol cuvtovi{ouv

ONUOTOSOTLKEC 060U¢

e JTO vEDPLKA cwANVAPLA: OL KPOOOOL AELTOUPYOUV W atcOntnpeg tng pong uypol HECW TWV
MPWTEIVWV MOAUKUOTIVWY, AAAQ KOl TNC LVOKUGOTIVNG

e Alatapayxn otn Aettoupyla Twv KPOOOWV OVOopAleTal KpooooTiA 0L

23



Fibrocystin

L~

Polycystin-1
Polycystin-2

%
Co

6
(0

Basal Body
or
Mother
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IFT Particle
Proteins

& Kinesin-|l
@ Dynein
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@ Inversin
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® BBS Gene
Products

O il

Gregory J. Pazour, JASN October 2004



KUotelg otouc duo TUMoUC MOAUKUGTIKWY VEGPWV
(ME emkpaTtoUVTA KL UTTOAELITOMEVO XOPAKTAPO)

ITOAUKUGTIKY V600G TToAvkuoTIKY VOTOG
HE TOV ETKpatovuvIa HE TOV UTLOAEMONEVO )
xapartpa (ADPKD) xapaktiipa (ARPKD)
Healthy nephron ' -
forming cyst —+ )
distal nephron oy ( \,I |ﬁ
= ) |\
=7/ J)\V
,"l / l: £ | f [&s wl’
=/ N —; ‘ |

@
proximal tubwle
1

U 0
|| | /,|
oS O .............. I H) .....

.......... -
medulla L ‘ 8
\( ",/ \".
~§ |‘|| | | ."
g l.l‘l | '\\ /

% dilated tubule \\ )] |

PKHD1

L, ) Lo
Kbotelg Kbotelg
o€ OAdL TAL TUAOTOL oto aBpolotiko
ToU cwAnvapiov ZwvnvapLo

Kwvotavtivog A. KoAAidg, 60° lNaveAAnvio lMatdiatpiko Zuvédpio, 2022 25



KAWIKeEC ekONAwoelc ARPKD

* MotkiAAouv avaloya pe tnv nAKia Evapéng tTngc vOoou Kal TNV EMKPATNON TNG
NMATIKAC 1 VEDPLKNC CUUUETOXNAC

e Aldyvwon katd tn Bpedikn nAkia = meplocotepec mBavoTNTEC ylao cofapn
vedpLKr vOOO Kol Kakn emiBiwon

* Atayvwon og ednPBkn R eviAiko {wn =2 cuvABWC CUUMTWHATO TTIOU oxeTi{ovTal
LLE TN ouyyevn NTatkn ivwon (nratopeyaAio, muAaio utEptaon)

26



* Mrmopel va avixveuBel Pe MPoyevVNTIKO uTtEpnxoypadnua poutivag o
EuBpua peta TG 24 eBOonAdEC KUNONG- WOTOCO, PUCLOAOYLKO
TIPOYEVVNTLKO umtepnxoypadnpa dev amnokAeiel tn dtayvwon tng ARPKD

* Ta urtepnyoypadLKA XOPOKTNPLOTIKA TwV ELPPUikwV vebpwv eivadl:

I_l p OV CAAY n LK n - UTtEPNXOYEVELA VEDPLKOU TTAPEYXUHOTOC

4
E U,CI) OVLO r] T n q - SLOyKwon tTwv vedpwv apdoTtePOTAEUpA
A R P K D - aoadomnoinon pAoopveAwdoug poipag
* Napovuocia oAwyoldpapviov

* AOYW TTALPOUCLOC TWV AVWTEPWYV EVUPNUATWY KOl OE AAAEC KUOTLKEC
vedppondBelec, Sev pmopei va TeOel opLoTKA dLayvwon MPOYeVVNTIKA

* QOTOOO, ETIL AVIXVEUONC TWV OVWTEPW EVUPNUATWY, Ba TIPEMEL val Yivel
uTtepnxoypadnuo vedppwv o0TOUG YOVELC /

> 4

o 27




e Ewova avaloyn tng coBapotntacg tng vedptkng PAaBNC

, e NeplhapPavet:
Neoyvikn

v Avarmveu otk SuoxEpela

nepLod0C

v Alotopayn VEPPLKNC Aettoupyiag

v' Tpwada Potter, oTLC TILO COBOPEC TIEPUTTWOELC '

o 28




AVOTIVEUOTLKN OUOYXEPELA

[MVELOVLKN [MveupoVvLIKN AVOTIVEUOTLIKN

OAwyoUbpapvio ; : ,
uTtoTtAa.oLaL OVETIOPKELDL duoxepELa

H rtveupovikn Aettoupyla emnpealetal cuxva Ao TNV MEPLOPLOUEVN
KLVNTIKOTNTA ToU SLadpaypaTOoC TTOU TIPOKAAELTOL ATIO TOV UTTOOLEPLOMO,
AOYW TWV HOlLKO SLOYKWHEVWVY VEPPWV N AOYw TIVEUOBWpPOKA, UL
OXETIKA OUXVI ETIUTAOKN.

29



NeDPLKEC EKONAWOELC

aAPOTEPOTIAELP A ONUAVTLKA
SloykwuEvol vedpol

Statapaxn tng vedplknc Asttoupylac:
T Kkpeatwvivn, oupla, £wc kol vedppLkn
vVOoO TeAkou otadiou

UTTEPTOLON

uTtovaTplatpio Adyw aduvapiog peylotng
apoiwonc Twv oupwv




Tpwada Potter

* NapoapopPwoelc AKPWV

e XOapOKTINPLOTLKA EpdAVION

TOU TPOCWTIOU

e [lveupovikn uTtomAaoia

p
Bilateral renal agenesis or

bilateral multicystic

dysplastic kidneys

-

N

}

(

Reduced fetal urine
excretion

—

Oligohydramnios causing
fetal compression

Potter facies:
Low-set ears

Beaked nose
Prominent epicanthic
folds and downward
slant to eyes

Pulmonary hypoplasia
causing respiratory
failure

Limb deformities

31



e AoBeveic mou emBlwvouyv amod tn veoyvikn mepiodo =

/ BeAtiwon vedplknc Asttoupyiac Aoyw vedpLkng
BpedLkn ko wplpavong

T[(XL6 LKI”] r] )\LK ll.(l * Me tnv napodo tou xpovou — PoodeuTikn embeivwon
NG VePpPLKAC Aettoupyiag, ouxva kataAnyst oe NNT2

e JUXVA ouVUTIAPXEL eMLdEivwon TNG VOOOU OTO ATIOP KOl
o YoAndopa

I
/
7’

o 32




NePpLKEC EKONAWOELC

Alatopaxn LKavoTNToC CULMUKVWONC TwV oUPpwV: TIoAuoupla kat TtoAudup i
MeTa oAk otewon
Yneptaon

Ynotpord{ouoeC AOLUWEELC TOU OUPOTIOLNTLKOU CUOTHLLATOC

A A

‘Hria mpwteivoupla, yAukoloupla, umepdwodatoupio kal avénpevn amekkplton Mg ota
oupa

6. Mpoodeutikn peiwon tou GFR



HrotoxoAtkec eKONAWOELC

HriatopeyoAio

U/S: avénuévn nxovévela, diatoon xoAnpopwv Kot mapouvacio
KUOTEWV

MulAoila UTTEPTAON (Seutepoyevwe Adyw oUyyEVOUG NIATIKAG (vwong):
oXeTLWeTOL UE UTIEPOTIANVLIOMO, BpopBormevia, aokitn Kot
aLpoppayio anod olcodaylkouc KLpooUu

Otela Baktnplakni xoAayyetitda

34



AN\ evpnpuata

v'Auokoliec oitong

v Opoppornevia

v Alatapoxr TS avamtuéng

v KivBuvoc veupoyvwoTikic SUCAELTOUPYLOC

v'Yrieptpodia oplotepric Koo



Atayvwon (1)

Yriepnxoypadlka evpnpata

* nratopeyoAia

e apdoteponAevpa SLEVPUUEVOL,
UTTEPNXOVYEVELC vedpol pe dtwxn

dbAoLwdN Kot pLUeAWSN * QUENUEVN NYOYEVELQ
Sdladopormoinon
e Slataon Twv mepLPePLKWV
¢ TTOMOTTAEC ULKPOKUOTELG evOONTIATIKWY MOPWV KAl TWV KUPLWV
XoAndopwv

* UOKPOKUOTELG: KUPLWG o€ . KUOTELC

pneyoAutepa radla
e onueia mMuAaiag umEptTaong




Atayvwon (2)

* Antewkovion (CT/MRI)

* MopLaKOC YEVETIKOC EAeyx0C: dev eival
arapaitnTog yia tnv dtdyvwon o€ acOeveic
TLOU MANPOUV Ta KAWVIKA KpLTipla

Mrmopeti va eival xprjoluocg oe:
1. aBéBain dtayvwon, mapd TG OITELKOVIOTIKEC
LEAETEC
2.  Tmpoyevvntkn dtayvwon
3.  YEVETLKN CUUPBOUAEUTIKA - EVIOTILOMOC
dopewv petallaypéevou PKHD1 (omavia
DZIP1L)




Oepareia

Aev UTIAPYEL OPLOTLKI Beparmeia, KUPLWE UTTOOTNPLKTIKA LETPAL

Neoyvad = MOAU onUAVvTIKA N UTTOOTAPLEN TNC AVOTTVONC LETA TN YEVVNON

AN\EC TTOPAETPOL AELOAOYNONC YLOL KAOE NALKIOL (utooTnpiktr avTETWOITLON AVaAGYWE EUPNHATWV):
- A.l.
- EpyOOTNPLAKOC EAEyYXOC (VeEdpLKA Kal NTtaTk Asttoupyla)
- olton

Nedplkny voooc teAkol otadiou:
v petopooyevon vebpou
v alpokdBapon, rmeptrovaikn Kabapon



Tpormocg AUTOCWULKOC AUTOCWULKOC
KAnpovopnong Emikpatolv UTTOAELTTOLEVOC

2UUTIEPAOLOTOL —

!
Z U v K p 0] n YrnievBuvn npwteltvn  MoAukuotivn 1,2 lvokuoTtivn

HAwkla ekdbnAwonc 3" -4" Sekaetia Neoyvikn nAkia

ADPKD/ARPKD

Juyxvotnta 1/400-1/1000 1/20.000
YVEVVNOELC VEVVNOELCG

Mpoyvwon 2YETLKA KOAN Bapla

NedpplKeC KUOTELC TIavIou ABpOLOTLKO
owAnvaplo
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