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EPEYNA  ANO OMAAA EPEYNHTQN TOY
NMANENIZTHMIOY KYNPOY lA OEPAMNEIA zMNANIAZ
KAHPONOMIKHZ MAOHZHZ TON NEOPQN

H opdada tou Kévtpou Epsuvwv Moplakig latpikng, pe emikedpaAng tov Apa Kwvotavtivo
AéAta, e§aocdpalios Xpnuatodotnon yio TAOTIKO MPOYPAMHA TIPO-KAWVIKAG £PEUVAC OE
novtikia pe to Zuvdpopo Alport

Epeuvntég tou Mavemotnuiov Kumpou,
pue emkepoAng tov Apa Kwvotavtivo
AéAta, KaBnynty  Tevetikng  tou
Tunuatog BloAoykwv Emotnuwv tou
Mavemiotnuiov Kumpou kat AteuBuvtn
tou Kévipou Epsuvwv  MopLOKAG
latpikn¢ (KEMI) avolyouv €éva  Vvéo
opilovta yla TN Bepameia pLOG OTAVLAG
VEVETIKNG  (KAnpovouikng) aocBévelag
Twv vedppwv, yvwot wg UvSpouo
Alport (meptypapnke amno tov Cecil Alport
10 1927).

O Ka§. AéAtac e oudda ylatpwy Kal EPEUVNTWVY KATA TNV EMICKEW TOU To Kévtpo Epeuvwv Moplakng latpikng
otV latpikn SxoAn tou lNavemiotnuiou Tou ZayKpEUTT, OTTOU TPOTKANONKE (KEMI) tou Maveruotnuiou Kumpou
yla va BonBroetL atnv mpowdnaon tng UEAETNC kot SLayvwaong Tou

Suvbpépou Alport. gfaodalios  xpnuatodotnon $100.000

yla va £dapUOoeL TUAOTIKO TIPOYPOUUA
TUPO-KALVLIKAG EPEUVOG OE TIOVTLKLA E TO €V AOYW ZUVOPOO, UE OKOTIO TN SoKLpaoia VEWV papUAKwY yLa Thv
nepaltépw kabuatépnon tng e€EAENG auTn¢ TNG acBEvelag.
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MpokeLtal yla to mpwto {WiKO HoVIEAD Tou €ldou¢g Tou, To omoio Snuloupynoav Kal LEAETOUV OL EPEUVNTEG
Tou Kévtpou, und tn StevBuvon tou Kabnyntr Kwvotavtivou AéAta.

H xpnuatod0tnon TPOEPXETOL aAMO KOWO TPOYPOUMO TPLWV GNAVOpWIIKWY OPYOVIOUWY TIOU
Xpnuatodotouv TNV €peuva yla to 2UvOpopo Alport, Bpafelovtag kdbBe xpovo povo éva n dvo
TIPOYPAMMOTA OO OAO TOV KOOMO, HETA amo Slaywviopd mou adopd Kuplwg OTI TPOoTABELEG Yl TN
Bepameia ¢ vooou. OL opyaviopol autol eival to 16pupa yia to ZUvdpopo Alport otig HMA (Alport
Syndrome Foundation (ASF, USA), to Mpoypaupa Xpnuatodotnong Epeuvag tou 18pupatog tou Kavada
[The Kidney Foundation of Canada (KFOC)] kat n olkoyévela Pedersen (Pedersen Family).

H peAétn avapévetal va &ekwvnoel mepl ta té€An tou 2017 kot KUplol epeuvntéC oto Kévtpo Epsuvwv
Moptlakng latpwkng (KEMI) Ba eivat o Ap Xplotodopog OSLATNG KAl O HETATTUXLOKOG dottntrg MavAog
lwavvou. O Ap 08iatng sivat Stdaktwp tou Tunpatog Blodoykwv Emotnuwv tou Mavemotnuiov Kumpou
LE LOKPOXPOVN EUMELPLA OTLC EPEVUVEG LE TIOVTIKLAL.

Z0vépopo Alport: Zravia kKAnpovopikn vedpponadeia

To ZUvépopo Alport ival pio omavia KANpovopLKn madnon twv veppwyv, O0mou ol aoBeveic mapouvaotalouvv
e€eAIKTIKN TOpela Kol KataAnyouv otnv awlokaBoapon f xpelalovral peTapooxeuon vedpol, ouvnBwg
HEXPL TNV NAKia Twv 30 etwv. EmumAéov, moANG ATopo pe To ZUVSpouo avamtuooouv cofapr amwAsLla
oKong Tou amoattel BonBApoata akong evw Kamolol mapouctdlouv kot TpoPAnuata opacng. Mia
napaAlayn Tou Zuvdpopou Alport, yvwotr wg Neppomnabela tng Aemtr¢ Baoikng MeuBpavng (NABM) eivat
TIOAU TIO OUXVH, ME ouxvotnta Tou avadépetal va mpooeyyilel to 0.3-1%. Ztov KUTPLOKO TANBUGCUO
napatnpeital BePapnuévn yovidiakny de€apevr), epoocov oL €peuveg tou Kévtpou Epeuvwv Moplakng
latpkng, KaTd Tt ponyoUpeva €tn, €6el§av mw¢ mooootod pexpL Kat 30% Twv acBevwv avamtuooouv
vedpomndBela teAlkol otadiou mpv TV nAkia twv 70 eTwv.

H gpeuvntikr) opdada tou KEMI oe cuvepyaoia pe 0Aoug toug Kumploug vedppoAdyoug Kol UE CUUUETOXA
EAAaSitwv vedpoloywy, pe kKAWVIKO umteUBuvo to Apa AAkn Miepidn, €xouv dnuoactleloel TOAAEG epyaoieg oe
OleBveig EMIOTNUOVIKEG EMIOEWPNOELG UE TA ATIOTEAECUATA TWV EPEUVWYV TOUGC, EVW €XOUV TTPOCKANBEL Kot
TIOPOUCLACEL AUTA T amoteAéopata oe OekAdeC oUVESPLA KOl TtAvVeTOTAULA NG Eupwmng kot Tng
Auepikng. O KaBnyntig Kwvotavtivog AéATag moapoucioce ta TeEAeuTala eupipata tng opadag tou oto
AleBveg Zuvedplo yla to Zuvdpopo Alport, mou mpayuatonol}Onke otn NMaokoPn, ot 4-6 ZentepPpiou
2017.

ZUvtopa Véo GAPOKO KATA TNG VOOOU

H npdéodatn xpnuatodotnon adopd otn Xopnynon HKpWY XNUIKWV poplwy, Ta omoia £xouv tn Sduvatotnta
va BonBouv otnv KaAUTeEPN TpLodlaotatn Slapopdwaon Twy popiwv KoAAayovou Ttou KAnpovopouvTal amno
Toug aoBeveilg os petalaypévn popdn. H umoBeon Twv gpeuvnTwy ival otL n BeAtlwpévn ekdoxn Twv
UETAAAOYUEVWY HOPlwV KOAQyOVoU Umopel va punv eival amoAuta Gpucolooyikn Kal LW8avikn yla mAnpen
Bepaneia, aAAa iowc SlopBwoel Tn dopn TNG BACLKAC LEUBPAVNG TOU OTIELPALATOC TOU VEDPOU, UE XPrOLLO
OTTOTEAEGHA TN CNUOVTLKA TTAPATOON TNC VEDPLKNAG AELTOUPYLOG, (OWC KL yLa LEPLKA XPOVLA.



| ITavermothpio
| Kripou

Ol papuakeuTIKEG ouaieg ou Ba xpnotpomolnBouv, PBA kat TUDCA, sival Adn eyKekpLUEVEG WG dApULaKQL
ano tov Apepikaviko Opyaviopod Qappadakwv (FDA), yla tn xprion o€ avBpwroug Tou TACXOUV oo AAAEC
a0Bévelec. Tuxov BeTikd amoteAéopaTa 0TNV PO-KALWVIKA LEAETN TTOU Ba yIVEL UE TO LOVTEAO TOU TOVTIKOU,
Ba erutpéPel TNV eUKOAOTEPN edaployr TOUG O KALVIKEG SOKIUAGLEC 08 avBpwmmoug.

AA\O, OXETIKO pe TNV Bla vOoo, EpeuvnTIKO Tpoypappa oto KEMI, adopd otnv avixveuon emumpocBetwv
VEVETIKWV TIAPAYOVIWY TIoU €uBUVOVTIAL ylo TO YEYOVOG OTL PEYAAO TOOOOTO TWV OO0Bevwv Tou
kAnpovououv tnv Nedpomndbeila tng Aemtric Baowng MeuBpavng (NABM) kataArlyouv pe coBapn vedpikn
QVETIAPKELN OE TIPOXWPNUEVEG NAlkie¢. Me xpnuatodotnon €300.000 amd tov Eupwmnaikd Opyaviopod
Nedpoloyiag (ERA-EDTA), kal o cuvepyaoia e to Epyaotriplo MNevwpikng tou Epeuvntikol Kévtpou CRS4
otn Zapénvia - ItaAla, n opada tou KEMI mpoxwpnoe otnv OALOTIKA YeveTik avaluon (Whole Exome
Sequencing) 260 acBevwv. Ta amoteAéopata elval U0 PEAETN O ouvepyaoia PE OTEVOUG CUVEPYATEC
€161koU¢ otn BlomAnpodopLKkn KoL AVOUEVOVTOL TA TIPWTO CUUMEPACATO TOUG EMOUEVOUG UNVEG.

MovadiKi EUMELPOYVWHOOUVN EPEUVNTWYV Tou Kévtpou Epsuvwv MopLakng latpikng
- To KEMI Si06étel to povadikd epyactriplo otnv Kumpo mou
MPpoodEPeL SLOYVWOTIKEG UTINPECIEG HOPLAKNG LOTPLKAG KOl
OVOTMTUOOEL EPEUVNTIKA TIPOYPAUMOTO HE E£pdacn OTLG
KAnpovouLkeéG vedpomabelec. Katd tnv tedeutaio Sietio To
Kévipo e€aoddaliose ypnuatodotnon TmEpav  TOU  €VOG
EKATOUHUPIOU €UPW Yyl TPOWONON TWV OTOXWV TOU, EVW
amoteAel kévtpo avadopdg yia tnv Kompo kot tnv EAAGda yia
PoodopA UNNPECLWY TIOU TEPAAUBAVOUV EyKalpn Kal opBn
VEVETIKN &ldyvwon Kabwe Kal YeVETIK TAnpodopnon Kot
oUUBoUAéc mpog Toug evlladepopevoug aocBeveic kot
ouyyeveic touc. OL mpoodateg xpnuatodotnoslc tou KEMI
npoépyovtal amo Oiadopoug Eupwmaikol¢ Opyaviopoug
(Horizon 2020, ERASMUS+ kal @AAoug) KaBwg Kal HECW TOU
Broad Institute Tou MIT kat tou MNavemotnuiov Harvard otig
HMNA. To KEMI StaB£tel emiong pLa povadikn Blotpamnela yia ta
Kumplaka ©&ebopéva, TOU OMOTEAEL XPAOLUN €PELVNTLKA
umoboury mpog xpnAon amd OAoug TOUG €peuvnTEC. H
Blotpamela Owabétel, petall AaMwv, Hovadlkd apxeio
H epevvnuik unobouri ¢ Biotpdnelas toU aocBevwv ya tnv Kuotik Mueghikr) Nooo twv Nedpwv, ou
Maverotnuiou Kompou Stadétel Bodoyws vAwo — EXEL LUNAR ouxvotnta otnv Mado. Ot epeuvnteg tou KEMI
Kat e§omAiopud mou pmopouv va xpnowonowjoovv  Ap Xplotdodopog Itavpou Kat Ap Mpnyopng MNamaypnyopiou,
‘5’;"‘ ot EPZ‘T’(‘)’ZZ?GAUT’ZO’L U"gf"i}"’z oizgl‘}"“pr‘;”i’l’gi o€ ouvepyacia pe epeuvntég tou Harvard University oto
Zeptiiggtamg 'Zq‘:’dmufnc K’;L e Kunp‘jamq Broad Institute kat oto Wake Forest University School of
Anuokpatiac péow tou ISpUpatoc Mpowdnone  Medicine, Twv HMA, e§aoddiicav xpnuatoddtnon 199,000
Epeuvvag. Eupw o€ mpwtn $pdaon, ylwa mpowbnon OXETIKWV EPEUVWV.
Juykekplpéva, Ba ouvexlobel n evioxuon tng Blotpamelag
Kol N mpoetolpacia yla evbexopevn KAWLKN Sokiun véou dapudkou o acBbeveig Ye TNV Mo MAVW VOO0,
evw E&ekivnoe Olepelvnon ylo eVTOTUOUO TPWIHWV Plodelktwv o oUpa aocbesvwv. H emtuxia autn
odeiletal oto OtL to KEMI S10B€tel lowg tn HeyaAUTepn Kal KAAUTEPA HEAETNUEVN opdda acBevwv

TIAYKOOULWG.




