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Eiocaywyn - 2Koroc

m H lNoAukuoTik) Noooc Twv veppwv (INMKN) n kKAnpovopouuevn e
ETTIKPATOUVTA XOPAKTAPA ATTOTEAEI TN KUPIA YEVETIKN VOOO TTOU
odnyei o€ TeAIkO 21ad10 Xpoviag Negppiknc Avettapkelag (TZXNA).

m H YEVETIKA TAUTOTNTA TNG VOOOU TTIOAVWG GUVOEETAI E TOV KAIVIKO
NS PAIVOTUTTO.

B 2TNV TTapouCca PEAETN DIEPEUVWVTAI Ol CUOXETIOEIC YOVOTUTIOU —
¢aivotutrou otn INKN o€ pia yeyain opada acevwy.



MeBodoAoyia

m [1AnBuoudc: 85 aoBeveic Tou TTapakoAouBouvtal oTo 1atpeio NMKN tou NeppoAoyikou
Tunuartog Tou I.N. ABnvwy, «I. I'evvnuatac» pe eaivotutro MNKN

m  Moplakn VEVETIKN avAAuon:

- 2Toxeuuévn aAAnAouxion emrouevng yeviag (targeted next-generation sequencing,
tNGS) o¢ maveA yovidiwv ue mepiooorepa amro 600 yovidia axeTICOUEVA LIE TOV KAIVIKO
(QIVOTUTTO THS VOOOU

- AAAnAouyion kara Sanger

- Multiplex ligation-dependent probe amplification (MLPA) yia avixveuan
eAMeIuuarwv/dnrAaociacuwy

m O QTTOTEAEOUATA TNG YEVETIKNG AVAAUCGNG OCUCXETIOTNKAV E OTOIXEIQ TOU IATPIKOU
IOTOPIKOU, TNG KAIVIKAG KAl TNG EPYACTNPIAKNG EIKOVAG TWV ACOEVWV PMETAEU TWV OTTOIWV
TepIAauBavovtav Kai n arreikovion ue Mayvnriky Topoypagia (MT) yia Tov uttoAoyICUO TOU
2.UVOAIkoU Oykou Twv Neppwv (2ON) o€ 66 atrd autouc.




ATIOTEAEOUOT

2TN MEAETN OUNTTEPIANPONKaV 85 aoBeveic (43 yuvaikeg, 42
avopeg, NAIkiag 33116 €Twv) Pe BETIKNA YEVETIKN OIAyvwon yia

JUAIRL ATTEIKOVIOTIKEG KATNYOPIES
O1 58 a1rd auTtouc (68%) cixav BETIKO OIKOYEVEIOKO I0TOPIKO kara MAYO CLINIC
yia INKN.

H p€on nAikia Kata Tnv oTroia 0 TTacXwv yoveag ue NMKN
¢pBaoe oe TEXNA ATav Ta 53.09+9 £1n. LE

Ymrépraon dlayvwoTnke oToug 60 atrd Toug 85 aoBeveic
(71%).

H péon nAikia kata tn diayvwon 1nG ATav 1a 31+11 £€1n.

1C

Baoel Tn¢ pEtpnong tou 20N kai TS NAIKIag, 10 9% Twv
aoBevwv TTou utroBANBnKav oe MT, Tagivopnenkav oTn
kKatnyopia 1A cUu@wva Pe TNV ATTEIKOVIOTIKI 1A =1B = 1C = 1D = 1E
Karnyopiotroinon katd Mayo Clinic, 1o 20% oTn kaTtnyopia

1B, 10 29% oT1nv 1C, 10 29% oTtnv 1D ka1 1o 13% oTn

katnyopia 1E.



ATIOTEAEOUOT

m 2¢ 70 aobeveic (82%) BpEOnKav onUEIAKES VOUKAEOTIOIKES TTAPAAAAYEG 1] HEYAAQ
eAAeippara oTo yovidio PKD1

- 61% amo aurég nrav truncating (ImPokaAoUvV TTEPIKOTTN TOU UeyEOBOUS TG
ITapayouevns mpwreivng onAadn tn¢ MNoAukuarivng 1)

- o1 umroAorre¢ 39% rirav non-truncating.

m 2¢ 15 aobBeveic (18%) evrotrioBnkav onUEIAKES VOUKAEOTIOIKEC TTAPAAAQYEC 1) HEYAAQ
eAAeippara oTo yovidlo PKD2.

MeTaAAaypévo yovidio
PKD1 43 2
PKD2 15
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ATIOTEAEOUOT

m  H péon nAikia kata tn diadyvwon 1S NKN diEpepe onuavTIKA HETACU TwV aoBevwy avaloya
ME TO YOVOTUTTO TOUG.

- 2Tou¢ aobBeveic ue PKD1-truncating BAaBn, n nAikia didyvwaong nrav ra 17.6+11 £1n,
- o€ aurou¢ ue PKD1-non-truncating n diayvwan Eyive ora 24.5+12 £€1n evw
- O€ autou¢ ue BAaBn aro yovidio PKDZ2, otnv nAikia twv 27.3+16 rwv (p = 0.01).

m  EmmAfov, n yéon nAikia kata Tnv otroia o TrTaoxwyv yovéag ue NMKN €pBace ae TZXNA fTav
Ta 5018, 5510 ka1 607 £Tn avTioTOIXA, OTIC TTAPATIAVW OPAdES aoBevwy, (p = 0.04).

m  TéNoG, N néon nAIKia d1Iayvwaong TNS UTTEPTAONG NTav Ta 29112 £€1n yia Toug aocBeveic ue
PKD1-truncating BAGBn, ta 30+10 £€1n yi1 autoug ye PKD1-non-truncating BAGRN kai ta 40+7
£TN Y1 AuToU¢ TTou TTapouaiadav VOUKAEOTIOIKEC TTapaAAaYEC 1 eEAAgiupaTa oTo yovidlo PKD2
(p = 0.05).




ATTIOTEAEOUOT
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2UNTTEPXOUOT

m O TUmocg TnC yeveTIKNC BAGBNC oxeTI(eTau PE TNV NAIKIX TNG didkyvwonc Tne
vOOoOU , TNV NAIKIG EUPAVIONS TNC UTTEPTAONC KXOWC KOl TNV TTOPEIK TNC
VEPPIKAC OVETIKPKEIRC OTNV OIKOYEVEIX 0€ aoBevelC ue MOAUKUOTIKA VOOO.

m Otav n BAGPN apopd& 10 yovidio PKD1 Kol TTPOKOXAET TTEPIKOTIN TOU UEYEOBOUC
TNC TTXPAYOUEVNC TPWTEIVNC, N dIGYVWON TNCS VOOOU K& TNC oUVOd0U
UTTEPTOAONG VIVOVTOI 0€ PIKPOTEPN NAIKI Kol N €EENIEN TTpOC To TZXNA eiva
TOXUTEPN.

m OTav N PAGRN apopd To yovidio PKD1 aAA& emnpetlel AiyOTEPO TNV
MEAYWYA TNC TPWTEIVNCS A OTAV OXETI(ETAI YE TO YOVidio PKD2, n voooc Kol
N uEPTOON JIYIYVWOKOVTOI 0€ JEYGAUTEPN NAIKIG KO N TTOPEIX TIPOC TO
TZXNA eivai o apyn.



