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EPEYNA  ANO OMAAA EPEYNHTQN TOY
NMANENIZTHMIOY KYMNPOY T1A OEPAMNEIA 2MANIAZ
KAHPONOMIKHZ NMAOHZHZ TQN NEDPQN

H opada touv Kévtpou Epeuvwv Moprlakig latpikig, pe emkedpaling tov Apa Kwvotavtivo
AéAta, e€aocdaAloe XpnUatodotnon yla MIAOTIKO TIPOYPAHA TIPO-KALVIKAG EPEUVOG OE
novtikia e to Z0vépopo Alport

Epeuvntég tou Mavemotnuiou Kompou,
pe emkedaAng tov Apa Kwvotavtivo
AéAta, KaBnynty  leveTtlkng  Tou
Tunuatog BloAoylkwv Emotnuwy TOUu
Mavemotnuiov Kompou kat AteuBuvtn
Tou Kévtpou Epsuvwv  Moplakng
latpwkng (KEMI) avoilyouv €va Vvéo
opilovta yla tn Bepameia plag omaviog
VEVETIKNG  (KAnpovouikng) aoBévelag
Twv Vvedbpwy, yvwoty wG UVSpouo
Alport (meptypapnke armd tov Cecil Alport
10 1927).

O Katd. AEATOC e OpdS oL PLaTpWV Kot EPEUVATWY KATA TNV EMIOKEWT) TOU To Kévtpo Epeuvwv Moplakng latpikng
otnv latpikn ZxoAn tou lMavermiotnuiov Tou ZoyKPEUTT, OTTOU TPOOKANTNKe (KEMI) tou Mavermotnpiou Kompou
yla v Bondnoet atnv mpowidnon tng UEAETNG Ko Slayvwaong Tou

Suvépdpiou Alport. gfaodpalioe  xpnuatodotnon $100.000
yla va ebappooeL TUAOTIKO TIPOYPAUUA
T(PO-KALVLKAG EPEUVAC OE TIOVTIKLA [E TO €V AOYW ZUVSPOO, e oKOTIO TN SoKlpacia VEWV Gapuakwy yLa tv

TEPALTEPW KABUOTEPNON TNG EEALENG AUTAG TNG AoBEVELOG.
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MpokeLTal yla To MPpwTo {wiKO LOVIEAD ToU €ld0UC Tou, TO OToilo SnuovPynoav Kal LEAETOUV OL EPEUVNTEG
Tou Kévtpou, uno tn dtevBbuvon tou Kabnyntr Kwvotavtivou AéAta.

H xpnuoatodotnon mpoépxetal amd Kowo TMpoypoppd Tplwv  GAaVOPWITLKWY OpPYyOVIOUWY TIOU
xpnuatodotolv TNV €pesuva yla to 2Uvdpopo Alport, BpaBevovtag kaBe xpdévo povo éva 1 duvo
TIPOYPAUHATA OO OAO TOV KOOHO, HETA OO SLaywviopd Tou adopd KUPLWE OTILG TTPOOTIABDELEG yLla TN
Bepamneia tng vooou. OL opyaviopol autol sivatl to 16pupa yia to 20vépouo Alport otigc HNA (Alport
Syndrome Foundation (ASF, USA), to Mpoypappa Xpnuatodotnong Epsuvag tou I16pupatog tou Kavada
[The Kidney Foundation of Canada (KFOC)] kat n otkoyévela Pedersen (Pedersen Family).

H peAétn avapévetal va Egkwvnoel mepl ta t€An tou 2017 kot Kuplot epeuvntég oto Kévipo Epsuvwv
Moptakng latpikng (KEMI) Ba eivalr o Ap Xplotodopog OSLATNG KoL 0 PETOMTUXLAKOC dottnTg MavAog
lwavvou. O Ap O&latng sivat Stdaktwp Tou TuRpatog BioAoylkwv Emotnuwy tou MNavemnotnuiov Kumpou
LE LOKPOXPOVN EUTIELPLO OTLG EPEVVEC JE TIOVTIKLAL.

Z0vépopo Alport: Zravia KAnpovopuLkr) vedpponadeia

To ZUvSpopo Alport ival pa omavia KAnpovoulkn madnon twv veppwyv, omou ot acBeveic mapouaotalouvv
€€eAIKTIKN) TOpelal KOl KATtaAryouv otnv otpokdBoapon 1 xpelalovtol HeTapooxeuon vedpol, cuvhBwg
HEXPL TNV NAKia Twv 30 eTwv. EmutA€éov, MoOAANG Atopa pe To JUVOPOUO avamtuooouv coBapr QmwAELa
OKONG Tou amoutel PonBrjpata akorg, &vw Kamolol mapouctdlouv Kal mpoPfAnpata opacng. Mua
mapaAAayr tou Juvdpopou Alport, ywvwotn wg Neppomnabeta tne Aemtrg Baoikrnic MepBpavng (NABM) sival
TIOAU TILO OUYXVH, ME ouxvotnta mou avadeépetal va mpooeyyilel to 0.3-1%. Ytov KUmMpPLako TAnBuouod
napatnpeitat BePapnuévn yovidiakn Se€apevr), epooov oL €peuveg tou Kévtpou Epeuvwv Moplakng
laTPLKNG, KATA T TponyoUpeva €T, £€6el€av Mwg mMocootd HEXPL Kat 30% Twv acBevwv avamtuooouv
vedpomnabela teAlkol otadiou mpLv TNV nAKia Twv 70 Twv.

H gpeuvntikn opdda tou KEMI og ocuvepyaoia pe 6Aoug toug Kumploug vedppoAOyoug Kol PE CUMUETOXN
EMaditwv vedpoldywy, pe KAVIKO urtevBUvo to Apa AAkN Miepidn, €xouv dnpocleloel TOAEG epyaoieg oe
SLEBVELG ETUOTNUOVIKEG EMIBEWPNOELG LE TA ATIOTEAECHUATA TWV EPEUVWV TOUG, EVW £XOUV TIPOOKANBEL Kat
TIAPOUCLACEL QUTA TA QAMOTEAECUOTO O OEKASEC CUVESPLOL KOL TIOVEMLOTAMLA TG Eupwmng kat tng
Apepikng. O KaBnyntn¢ Kwvotavtivog AEATAG MApOUCiaoe T TEAEUTALO EUPNUATO TNG OUASOG TOU OTO
AleBVECQ ZuVvESPLO yLa To ZUVSpopo Alport, mTou mpaypatonolBnke otn Maokofn, ot 4-6 IenteuPpiou
2017.

ZUvtopa VEo GAPOKO KATA TG VOOOU

H npdodatn xpnuatodotnon adopd otn Xopnynon HUKpWY XNUIKWV Hopiwy, Ta omola €xouv tn Suvatotnta
va BonBoulv otnv kaAUtepn tplodlaotatn Sltapdpdwon Twv poplwv KoOAAayovou mou KAnpovououvtal ano
Toug aoBeveig oe petallaypévn popdn. H unoBeon twv epeuvnTwy eival otL n BeAtlwpévn ekboxn tTwv
HeETaAAQYUEVWY popilwv KoAAayovou umopel va pnv eival amoéAuta ¢ucloloyikn kot wdavikn yia mAnpn
Bepamneia, aA\d iowg dLopBwoel T doun TNG BaoLkAG LEPBPAVNG TOU OTIELPAUATOC TOU VEDPOU, UE XPOLUO
QIMOTEAEC A TN CNHAVTLKA TTAPATOON TG VEDPLKNG AELTOUPYLAG, LOWE KOL YLa LEPLKA XPOVLAL.
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Ot dapUaKEVUTIKEG ouoieg mou Ba xpnotlpomolnBouv, PBA kat TUDCA, sival N6n eyKekpLUEVEC WG PpapUaKa
ano tov Apeptkaviko Opyaviopd Qappakwyv (FDA), yla tn xprion o€ avBpwroug Tou TACXOUV OO AAAEC
000€velec. TuxOV BETIKA AMOTEAECUATO OTNV TIPO-KALVIKE) LEAETN TTOU Bl YIVEL PE TO PLOVTEAO TOU TIOVTLKOU,
Ba emutpePel TNV eUKOAOTEPN EDapPUOYH TOUC O KALVLKEG SOKLUACIEG O avOpWTOUG.

AN\O, OXETIKO He TNV (6la vOoo, epeuvnTIKO Mpoypappa oto KEMI, adopd otnv aviyveuon emumpocbetwy
VEVETIKWV TApayovIwv Tou €uBUvovTtal ylo TO YEYOVOG OTL HEYGAO TOCOOTO Twv 0oBevwv Tou
kAnpovopouv tv NedppomndBdela tng Aemtr¢ Baowkng MepBpavng (NABM) kataAriyouv pe coBoapn vedpikn
OVETIAPKELA OE TIPOXWPNUEVEG nAkieg. Me xpnuatodotnon €300.000 amd tov Eupwmnaikd Opyaviouo
Nedpoloyiag (ERA-EDTA), kal o cuvepyacoia pe to Epyaotrplo N'evwpikng tou Epguvntikol Kévtpou CRS4
otn Zapdnvia - Italia, n opada tou KEMI mpoxwpnoe otnv oAloTikr yevetiky avaiuon (Whole Exome
Sequencing) 260 acBsvwv. Ta amoteAéopata €ival umo PEAETN O ocuvepyacia PE OTEVOUC OUVEPYATEC
£181kou¢ otn BlomAnpodopLkr KoL AVOEVOVTOL TO TIPWTO CUUIEPAC AT TOUC EMOUEVOUC UNVEG.

Movadiki EUneLpoyvwoolvn epeuvnTwV Tou Kévtpou Epeuvwv Moplakig latpikrg
- To KEMI &laB€tel to povadiko epyaotrplo otnv Kumpo mou
MPOodEPEL SLAYVWOTIKEG UTINPECLEC MOPLAKNAC LATPLKAG KoL
QVAMTUOOEL EPEUVNTIKA TIPOYPAUHATA HE E£pdacn OTIG
KAnpovopukeg vedpomnabelec. Katd tnv teAsutaia Sletia to
Kévtpo efaodpdalioe  xpnuatodotnon TEPAV  TOU  €VOC
EKATOUMUPLOU €UpW yla Tpowbnon Twv OTOXWV TOU, EVW
amoteAel kévtpo avadopdg yla tnv Kumpo kat tnv EAAada ya
Poodopd UTNPECLWY TIoU TepAapBAavouv ykaipn Kal opbn
yevetikny Slayvwon Kabwg kol yevetlk mAnpododpnon Kal
OUMPOUAEC Tpog TouGg evlladepOouevoug aoBevelc  kal
ouyyeveilc toug. OL mpoodateg xpnuatodotnoelg tou KEMI
npogpxovtat amnd Siadopoug Eupwmaikols Opyaviopoug
(Horizon 2020, ERASMUS+ kat dAAoug) kaBw¢ Kal HECW TOU
Broad Institute tou MIT kat tou Mavemotnuiov Harvard otig
HMA. To KEMI StaBétel emiong pia povadikn Blotpanela yla ta
Kumplakd O6ebopéva, TOU QmoOTEAEL XPNHOLUN €EPEUVNTLKA
umodour) TPOG xprnon oamd OAoug ToOug epsuvnteC. H
Bliotpamela Olabétel, petatyl AMwv, Hovadiko apxeio
H epevvnukr unoboui e Biotpdnelac Tou acBevwv yla tnv Kuotikrp Muelhikr) N6oo twv Nedpwv, mou
Mavemiotnuiou Kompou Swadétel Bodoyko vdio  EXEL UPNAR cuxvotnta otnv Mado. Ot epeuvntég Tou KEMI
Kkat §omAloud mou umopouv va xpnotpornoijoouv  Ap XpLotodopog Ztaupou Kot Ap Mpnyopng Marmaypnyopiou,
é’;"‘ ot gp;‘r’;’g;‘ic'o'q””zo’zj U":f"ggigg;"”’;’ji’}gﬁ oe ouvepyaoia pe epeuvntég tou Harvard University oto
%Eplﬁgﬁmmc ,34\7dntufnc K’;L e Kunpﬁlamc Broad Institute kat oto Wake Forest University School of
Anuokpatiac uéow tou ISplpatoc Mpowdnone  Medicine, Twv HMNA, e§aodaliiocav xpnpatodotnon 199,000
Epevvag. gEUpW o€ TPWIN PpAon, yLa MPowdNoN OXETIKWY EPEUVWV.
Juykekplpéva, Ba ouvexloBel n evioxuon tng Blotpamelag
KOL N TIPOETOLUAOLO YL eVOEXOUEVN KAWVLKA SOKLUN VEOU dapuAaKou o€ acBeveig Pe TV TLo TAvVw vOoo,
evw &ekivnoe Olepelvnon yla eviomopd TPWIHWV Plodelktwy o€ ovupa acBsvwv. H emtuxia autn
odeiletal oto OtL to KEMI S1aBétel lowg tn peyaAUtepn Kal KAAUTEPO HUEAETNUEVN oudda acBevwv

TLAYKOOULWG.




