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AEATIO TYINOY

MNaykéopia Huépa Zraviwyv MadRoswv:

MATTWG voogig atrd KATToI0 CTTAVIO VOOhUA TOU ATTATOG;

Kdafe avBpwirog gival povadikeg. KaBe avlpwrog gival otrdviog.
Eou gioal povadikdg. EoU eiocal otraviog.
MATTWG OPHWG VOO Eig a1rd KATTOI0 GTTAvVIO VOO A TOU ATTATOG;

ZUhewva pe Tov opioud TnG EupwtraikAg ‘Evwong (EE), éva véonua Bewpeitar omravio otav
TpoaBdaAel 5 ota 10.000 dtopa otnv KoivotnTa. QOT600, 0 CUVOAIKOG APIBUOG TWY A0BEVWYV TTOU
TTAOYOUV aTTO auTd WTToPEi va gival upnAog, dedopévou Ot uttdpyxouv 8.000 Trepittou yvwoTd

oTrdvia voohjuaTa (rare diseases).

O1 omravieg TTABACEIG dnUIoUPYOUV CUYKEKPIUEVA TTPORAAKATA avaloya JE T oTTavioTnTd Toug,
Ta oTroia gival ooBapd, ouxva XPOvia Kal JEPIKEG POPEC TTPOODEUTIKA. MTTOpEl va gu@avioTouv

Katd Tn yévvnorn, Tnv TTaidIKA nAIKia A akoun Kai TNV eviAIKo {w.

H EAAnvikn ETaipeia MeAétng ‘Hiratog (E.E.M.H.) o1o mTAqiolo Twv TToAudpiBuwy dpdoewyv TG,

£X€l BEoel OTO €TTIKEVTPO TNG KAl TOUG 00BEVEIG e OTTAVIA VOOTATA TOU ATTATOG.

‘ETo1, dev Ba ptropouoe va Acitrel ammd Tnv TTPooTTddeia evnuépwang Kal EuaiodnToTToinong, TTou
TpaypaToTroigiTal o€ MaveAAadiké eTTiTTedo atrd ZUAASYOUG Kal QopEic Pe agopun TNV Maykéopia

Hpépa Twv Zraviwv Mabnoewyv, n otoia eoptaletal oTig 28 PeBpouapiou.

H ouykekpipévn Maykoouia Huépa €omiddel 0Tn onuacia Kal 0TV avaykn yio cuvepyacia Kal
auoIfaia uTTooTrPIEN, EKEI OTTOU OI aOBEVEIG Eival TTAVIOI, N EPTTEIPOYVWHOOUVN €AAXIOTN Kal Ta

ATOMA AVTIMETWTTICOUV TTOPOUOIEG TTPOKANTEIG.

To AtTap cival éva TToAU onuavTike, 6pyavo TTou PTTopei va TTpooBAnBei atmd 100g, va eTTnpeacTei

atrd TN AMun @apudkwy A TRV Katayxpnon aiBavoAng. Emnpeddetal etmiong amd autodvooa Kal



KANPOVOUIKA I YEVETIKA voorjpaTa. Asdopévng TG HEYAANG onUOCiag Tou OTOV OpYavIoUO, gival
ONPAvTIKO va yVwPIiCoupe Ta TBavA CUUTITWUATA TNG dUCAEITOUpYiag Tou ATTATOG. Eival €1Tiong
oNPavTIKG va TovioTel OTI TTOAAEG NTTATIKEG TTABACEIG dEV «TTPOEIBOTTOIOUVY HUE CUPTITWHATA
OTA TTPWTA TOug OTAdIO, OTTOTE gival CWTIKO VA aviXveuovtal £yKalpd, WOTE va PTTOPoUV va

QVTIMETWTTICOVTAI OTTOTEAECHUOTIKA.

O1mrwg kal oTIg TTEPIcOOTEPES TTABACEIG, N BepartTeia yia TIG TTABRCEIG Tou NTTATOS dlaPEPEl avaAoya
ME TNV aitia Tou TTpoBAfuaTos. H TpdAnwn Kai n éykaipn didyvwaon Traifouv TToAU anuavTikd poAo.
Mo TIG TTEPIOOOTEPESG NTTATIKEG TTABACEIG UTTAPXOUV ATTOTEAECUATIKES PAPPAKEUTIKEG BEpATTEIEG,

TTOU XopnyouvTal, €ite yia HIKpS dIAoTNUa, €iTE JaKpoxXpovia.

Kupi6Tepeg ordvieg TTAOACEIS TOU ATTATOG

Katroieg atrd TI¢ oTTavieg TTABACEIS TOU ATTATOC €ival O TTAPAKATW:

O¢&cia NTaTikA TopQuUpia

O1 TTop@upicg cival oTTAVIEG KANPOVOMIKEG HETAROAIKEG BIOTAPAXESG TTOU APOPOUV Tnv oUvOeon
TNG AiNG N oTToia ATTOTEAEI TNV PACIKA XNMIKA £vwon TTou CUPBAAAEI 0TR cUVBEON QIOCPAIPIVNG
Kal puoogaipivng. MNpokeiral yia averTdpkeia evog atmmd 1a 8 éviupa, TTOU  CUMMETEXOUV OTN
ouvBeon TNG QiUNG UE ATTOTEAECUA T CUCCWPEUCT TwV EVOIAPECWY PETABOANITWY, TTOU AéyovTal
TTopQUPIVES. YTTapXouVv BUO PEYAAEG KOTNYOPIES TTOPPUPIWYV: O NTTATIKEG KAl OI EPUBPOTTOINTIKEG.
O1 NTTaTikéG TTOPPUPIES Eival CUXVOTEPES KAl EKTOG ATTO TO HTTAP TTPOKOAOUV CUUTTITWHATOAOYIO
arroé  VEUPIKO ouoTnua Kal To dépua. MTTopei va gp@avifovial Kpioelg Pe €TTEICOdIA €VTOVOU
KolAlakou éAyoug, TTou odnyei Tov acBevry AavBaopéva og xeipoupyeio. EKTOG atmd Tnv cuoTaon
yla Tn pUBJION TOU TPOTTOU (WG JE aTTOPUYR KATaVAAWONG aAKOOA, TTpdo@ata BpéBnke Bepartreia
TTOU UTTOPET va pelwael Ta eTTEIoddIa Kpiogwv. Mpodkeital yia 1o GIVASIRAN (uttoddpia £vean pia
@opa TNV NuUEPA), TOo oTToio €ival £va UIKPO TTapeUBarAOuevo pIBovoukAeikd ogu (siRNA) TTou

TIPOKAAEI TNV ONUAVTIKA PEIWON TwV KPIoEWV.

EAAsiyn LAL

H LAL-D (Lysosomalacidlipase — deficiency) eival pia omrévia, xpovia, KAnpovouikr) diatapaxn.
Emnpeddsl tnv 1IKavOTNTO TOU OWMOTOG va Trapdyel €va €vCupo TTou ovopddetar LAL-
Lysosomalacidlipase, 1Tou €ival atrapaitnTo yia Tn dIA0TTAon TwWV AITTWV Kal TNG XOANOTEPOANG
ota kutTapa. Otav 1o €vfupo LAL Acitrel ) gival aveTtapkeEg, Ta AiTTn cuoowpelovTal o Opyava
Kal I0TOUG 0 OAOKANPO TOV OPYAVICHO, 0dNYWVTAG KUPIWG G€ PN AAKOOAIKA OTEATONTTATITION KAl

TTapdAAnAa KapdiayyelakéS TTABAOEIG.



KuoTiki ivwon

H kuoTikf ivwon (CF) cival pia yeveTtikr) diatapaxr, TTou Xapaktnpietal amd Tnv mTapaywyn
1I0pWTA PE UWNAR TTEPIEKTIKOTATA O NAEKTPOAUTEG Kal augnuévn yYAOIOTNTA TWV EKKPICEWV TwV
eCwkpIivwyv adévwy. Eival n o koivr) yeveTikr diatapayr MeTagu TTaidiwy TG Kaukdaoiag QUANG.
21Tnv Eupwtn n ouxvotnta ekmipgdral 6T Kupaivetal getagu 1/8.000 kan 1/10.000 droua. H voéoog
TpokaAcitar amd aAAayég otnv TrpwTeiv CFTR (cystic fibrosis transmembrane conductance
regulator), n omoia £xel puBUIOTIKO POAO 0TO SIaUEUPBPAVIKA aywyiuoTNTA TWV NAEKTPOAUTWY. To
OTTOTEAECPO  €ival CUPTITWHATA OTTd TO QAVATIVEUCTIKO oUoTnua (BAXag HE oTTOXPEUWN
TTOXUPPEUCTWY EKKPICEWV 1 QINOTITUCH, OUCTIVOIO OTnV TIPOOTTA0ela, ouxvd e1Teioddia
TTOPAPPIVOKOATTITIOOG KAl BPoyXiTidag), aAAd Kal atrd TO TTETITIKO PE XPOVIO KOIANoKS AAyog,
d1dppola, ducatroppoPnon, TTEICOdI TTAYKPEATITIONG Kal NTTATIKYA ivwaon/Kippwon. H Bepatreia
€ival KUPIWG CUUTITWHATIKY, OPWGS AVAPEVOVTAl KAl YIA QUTHV TV VOO0 KAIVOUPIEG OTOXEUMUEVEG

Beparreieg

Avemrdpkeia TnG dA@a-1 avTi@puwivng

H avetrdpkeia Tng GA@a-1 avritpuwivng (Alpha-1) gival gia KANPovOUIKR YEVETIKN dlaTapaxn TTou
MTTOPEl va odnyrnoel oTnv avaTrtuén TTVEUPOVIKAG Kal/f] nTraTikAg véoou. Eival n ouvnBéoTepn
YEVETIKN aITia TG NTTATIKAG vooou aTa TTaidId. O1 eVAAIKEG ITTOPOUV ETTIONG VA ETTNPEEACTOUV ATTO
TNV éMeiyn tTng Alpha-1 avTimmpwTtedong Kal PTTOPEl va avatrTuéouv TTabroeig Tou TTVEUUOVQ,
OTTWG EPPUONMA, KaBWG Kal Kippwaon Tou ATTATOG. EuTUXWG, TTOAAG ATOPA TTOU £X0UV dIaYVWOTEL
pE EAAeipn Alpha-1 dev avammTuooouy TTOTE Kapia atrod TIg oxeTi{Oueveg aoBéveleg. MNMapouaidleTal

o¢ 1 ota 1500 — 3500 aropa 1ToU €X0Uv EupwTTdikEG KATABOALG.

2uvdpopo Alagille

To ouvdpopo Alagille ival pia KANPOvouIKA diatapaxn ME atroTéAeopa HETAAAQEN OTO yovidio
Jagged 1-JAG1. XapakTtnpiete atmd xpovia xoAooTtacon, Adyw EAAElWn xoAn@épwv padi ue
QVWUANIEG TWV 00TWY, TNG KApdIAg, Twv OQBOAUWY Kal Twv VeEPPWY. O EKTINWUEVOG

EMTTOAACNOG TOU ouvdpopou Alagille gival 1 ota 70.000 veoyva.

Oikoyevic evdonTtraTtiki xXoAdoTaon (Progressive Familial Intrahepatic Cholestasis — PFIC)

Mpodkerrar yia pia opdda oTTaviwy YEVETIKWY voonuaTtwy (1/50.000 - 1/100.000 yevvnoeig), ol
OTTOiEG YapakTnpifovTal atrd diatapayr oTn METAPOPA TNG XOAAS atmd Ta NTTATOKUTTOPA OTd

XOAN@Opa. To atTroTEAETA gival N CUCOWPEUOT XOAAG Kal TOEIKWVY XOAIKWV 0&EwV OTO ATTAP.

Ta cuptrTwpaTa epgavi¢ovral atn TTAISIKA NAIKIA PE ETTEICOBIA IKTEPOU Kal KVNOUOU, TTapAdAAnAa
ME dlaTapax£g TNG avatTuéng. Aev UTTAPXEI AITIOAOYIKY BepaTreia, N vOOOG UTTOPEI va TTPOXWPIOEI

O€ Kippwan Kal va XPEIaoTel JETARNOOXEUON ATTOTOG.



Noéooc Wilson

Mpodkerral eTTioNg yia PiIo KANPOVOWIKY VOG0 Je ouxvotnta 1-9/100.000 . XapakTnpiletal atmod Tnv
aduvapia Tou opyaviouou va atroBAAAEl TO XOAKO PE ATTOTEAEG A TNV CUCCWPEUCH TOU O€ I0TOUG
Kupiwg A1Tap, eyké@aio kal o@OaApouc. H didyvwon yivetal cuvhBwg otnv TTaidikh nAIKia e
Baon, cite TIc diatapax£ég Twy NITATIKWY evCUPWY TTOU PTTOPEI va odnyrRoouv o€ Kippwan, €iTe
VEUPOAOYIKA/puxiaTpiké cupTitwuata (duokoAia otn Badion, Tnv oulAia kol aAAayég oTn
oupTtTepIpopd). H Bepatreia Baciletal oTn Xopriynon XNAIKWv TTapayéviwy, TTou deoueUoUV TO

XOAKO Kal TO atroBAAAouv atrd T0 OpyavIGHO (D-TTEVIKIANAMIVR, TPIEVTIVN).
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