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EIZATQIMH

H MoAukuoTiKkl N6oog Twv veppwyv (MKN) n kKAnpovopouuevn YE ETTIKPATOUVTA XAPAKTAPO
= KUpia VEQPIKN YEVETIKI) VOOOG TTOU OPEIAETAI O€ JETAANAEN O€ Eva UOVO yovidio.
= 4n aitia TeAikou Ztadiou Xpoviag Neppikrig Nooou (TZXNN) diebvwc.

= H emBeBaiwon TnG vooou ue yeveTIKA avaAluon BonBdel otnv TTpdyvwon Kal oTn BepaTreia.



2KOMO2 TH2 MEAETH2

H dlgpelvnon TWV YEVETIKWY XAPAKTNPIOTIKWY MIOC MEYAANC
oMadac aoBevwy TToU TTapakoAouBouvTal o€ €10IKO KEVTPO YId
TNV NKN otnv EAAGOQ.




NAHOY2ZMO2 MEAETH2

2 UVOAIKG 93 aoBeveic TTpogpxOuEVOl aTTO 59 dIAPOPETIKEG OIKOYEVEIEC TTOU TTapaKoAouBouvTal 0TO
latpeio NKN tou NeppoAoyikou Turyuatog tou I.N. ABnvwv, «I. 'evvnuatac.

e A

AVOPEC 47 (51%)
Méon nAikia 34+15 £€1n
HAIkiakd £0pog 6 unveg-66 £tn



MEG®OAOQOI

*Moplakn YEVETIKA avAAuon e oToxeupévn aAAnAouxion €TTOUEVNG YEVIAC (targeted next-generation
sequencing, tNGS) oe 600 yovidia oxeTi{Oueva Ue T vooo 1 aAAnAouxion Katd Sanger Kai avixveuon
eEAAEIPATWV/BITTAACIAoWY PE TNV TEXVIKI Multiplex ligation-dependent probe amplification (MLPA).

= 2€ 3 aoBeveic JE apvnNTIKO YEVETIKO EAEYXO EVIVE ETTITTAEOV avAAUON TWV £EOViwv TOU yovidiwpaTtog (whole
exome sequencing, WES) kai avdAuon oAdkAnpou Tou yovidiwpartog ( whole genome sequencing, WGS).

2UPTTEPIEANPONOaV aoBeveic TTou TTAnpoucav Ta KpitAplia diayvwong TnG NKN Bdaoel Twv KAIVIKWY 0dnyiwv
KDIGO 2023

*Me MayvnTikr) Toyoypa®ia 1Tou £yive o€ 74 atrd Toug 93 acBeveic dIaTTIoTWONKE N UTTAPEN TTEPICOOTEPWV
TwV 10 VEQPIKWY KUOTEWV 0€ OAOUG TOUG A0BEeVEIG TTANV £VOGC.

=270 TTAIdIA PE OETIKO oIkoyeveIakO 10TOPIKO TTKN eTIBEBaIwONKE UTTEPNXOYPAPIKA N UTTAPEN TOUAAXIOTOV
MIOG VEQPIKAG KUOTNG EVW O€ AUTA JE APVNTIKO OIKOYEVEIAKO IOTOPIKO N UTTAPEN TTEPICCOTEPWYV TNG MIAG
VEPPIKWYV KUOTEWV.



ANOTEAEZMATA

["eveTIKA diayvwon 1€6nke oToug 88 atrd Toug 93 aobeveic (94.5%).

Novidio PKD 1

- EBOounvTa aoBeveic (75%) : onuelakéC VOUKAEOTIOIKEC TTapaAAlayEc (single nucleotide
variants, SNVs) kail yeyaAa eAAgippara (exon deletions) (4 aoBeveic)

> 43 (61%) ATav truncating (dNAadr TTpoKaAOUCaV TTEPIKOTIN TOU PEYEOOUGC TNG TTAPAYOHEVNG
TTPWTEIVNC, TNS MNMoAukuoTivng 1) evw ol uttoAoItTeg (39%) ATav non-truncating

Novidio PKD 2
- 2€ 15 ao0Beveic (16%) : SNVs kal yeyaAa eAAeippaTa (5 aoBeveic)



AMNOTEAEZMATA

AAAa yovidia
2.€ 3 aoBeveic (3,5%)

° 2€ 2 a1o auToug (TTaTEPA Kal y1o) n idia TrapaAAlayr) agopouce 1o yovidlo SEC61B. O
TTATEPAG €iXe TTEPIOCOTEPEC ATTO 10 VEPPIKEC KAl TTOAAEC NTTATIKEC KUOTEIC EVW O YIOG,
30 £TnN MIKPOTEPOC, EiXE NOVO NTTATIKEC KUOTEIC.

° 2TNV TPITN a0Bevr), JE I0TOPIKO VEQPPOAIBIaoNnC Kal TTEPICOOTEPES ATTO 10 VEPPIKES
KUOTEIC, BpEBNnKe pia petdAAagn oto yovidio SLC3A1

ApVvNTIKOG YEVETIKOG EAEYXOG

5 aobeveic (5,5%) pe aivotutro INKN O BpEBnKe KATTOIA YEVETIK TTAPAAAQYr] TTAPOAO
TTOU OTOUG 3 a1Td auToug £yive emtrAéov WES kal WGS.



AmnoteAeopata MeveTikol EAEyXOU

AplBuoc acbevwv
N w H (O] [e)) ~ [0}
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PKD1 PKD2 Negative Other
MetaAAaén yovibiou
B Truncating mutations B Non-truncating mutations



AMNOTEAEZMATA

2UUQWVa e TIG 0dnyieg Tou Auepikavikou KoAeyiou laTtpikng IMeveTikng Kai [MovidIwPaTOg

= 45,5% atrd TIC TTapaAAayEC TTOU aviXVeUTNKAV Tagivounonkav w¢ TTaBoAoyIKEC
= 36% wc¢ mlava TTaBoAoyIKECS

o] un)c'))\omsg 12 (13,5%) w¢ TTapalAayég ayvwoTng onuaciag (variants of uncertain significance,
VUS).

[a 6 atro TI¢ 12 TeAeuTaieg TTapaAlayEg Ba TTpoTtadei aAAayr) TnG Tagivounong Toug amo VUS o€
mOava TTaBoAOYIKEC yIaTi TEKUNEIWONKav o€ TTOANATTAG TTAcXovTa aTopa pe aivoTutro NKN oTtnv
idla oIKoyEvElQ.

TENOG, 52% ka1 82% aT110 TIC YEVETIKEG TTAPAAAAYES TTOU AVIXVEUTNKAV OEV £XOUV TTPONYOUNEVWG
avagpepBei oTic Baceic dedopEvwy ClinVar kal gnomAD, avTtioToixa.



Ta&vopnon Twv PETOAGEEWV BaoeL Tou Apepikavikou KoAgyiou
lortpkn G MeveTikn g Kat MNoviduwpatog

2tAAnl

= MoBoAOYIKEG ® [MBavw¢ MaBoAoyLKEG ® NoapalAAayEg Ayvwotng onuaciag




2YMITEPAZMATA

2.€ JIa ueyaAn opdda aocBevwyv pe MNKN 1TOU KaTolikoUv oTnv EAAGDQ, TNV KUpIa yeveTIKA BAGRBN
ATTOTEAOUV

1. ol METOAAGEEIC TTOU €TTNPEACOUV ONUAVTIKA TV OKEPAIOTATA TNG TTAPAYOMEVNC TTPWTEIVNG ATTO TO
yovidio PKD1 (PKD1-truncating)

2. MeTaANAEEIC OTO iD10 YoVidIo TTou OeV TTPOKOAOUV TTEPIKOTT) TOU PeYyEBoucC TNE TTpwTEivng (PKD1-
non-truncating),

3. MeTaAAAEeIC oTo yovidlo TTou Trapadyel Tnv MNoAukuoTivn 2 (PKD2),
/. AAAec otraviec BAGBec oe AAAa yovidia

5. BAGBEC TTOU TTAPANEVOUV ABIEUKPIVIOTEC.



