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YBPIAIKA KAI IAIOTYNA ONTA ANO THN
MYOOAOI'IA KAI THN AOTOTEXNIA 2TO
2HMEPA ME TA MATIA THZ TENETIKH2

Xplotiava Srupout, Evbokia Kwvotavtr, EAeva Xatlnkwotal, Avipidva Ayauéuvwvocl, lwoneiva

Avaotaon?, MikaéAAa OsoboUAou?, Kuptdkou Mapia?

N\ukeio Bepyivac, Adpvaka, KUmtpoc

2KaInyntpia Biodoyiac, AUksto Bepyivag, Adpvaka, KUmpog

NEPINHWH

O KOOHOG Tou apxaoeAANVIKOU pUBou emvonoe mAnBwpa Beikwv Kal avopwvwy MAACUATWY
onwg ot KukAwrmeg, ot Nopyoveg aAAd kat n €€vn Aoyotexvia onmwg tov Kouvaowodo... To
EVIUTIWOLOKO TANB0C¢ aAAd Kot N TOAUHOPdLO TWV LOLOTUNMTWY AUTWY MAACHATWY, ATOTEAOUV
gvauvopa yla T Babutepn e€epelivnon TOUG HE TG CUYXPOVEC HEBOSOUC KUTTOPOYEVETIKNAG KOl
HOPLOKNG YEVETIKAG. Me TNV oAoéva Kol MANPECTEPN amoocadnvion TnG YEVETIKNAG altloAoyiag
aoBevelwV Kal ouyyevwv OoVWHOALWY, owg gEnynBel poplakd n umapén moAAwv amd ta
davtaoTika Kal WLotumna ovta mou avadpEpovtal otnv puboloyia kot Aoyotexvia.. MEVETIKEG N
eVIUULIKEG Slatapaxég Umopel va odnynoouv oe «amotuxia» Snuwoupyiag tou KAaolkou
dalvotumou tou appevog 1 BnAeog. AuTEG ol SlatapaxEg Unmopet va oupPouv eite Tuyaia eite
AOYW UTIOAEUTOUEVNG KANPOVOULIKOTNTOG KoL Snuioupyouv «uBpldlkouc» opyaviopous. H
«UBPLKA» UapEn anoteAel mPpOKANGN 0T cUYXPOVN LOTPLKA. H avayvwplon pog dtatapaxng
avamntuéng tou ¢puAou amoteAel. EMUTAEOV KOWVWVLIKA TIPOKANGN KaBwg n «uBpLdiki» umapén Ba
TIPETIEL VO EVOWUATWOEL. OTOV KOWWVIKO TNG MEPLYUPO HE TNV KATA TO SUVATOV UULKPOTEPN
Yuxkn mieon .Ze molo Babuod umopei n ocupPoAikry didotacn HUBOAOYIKWY TAQCUATWY va

dwrtiotel anod ta Sedopéva TG LATPLKAC Kal TNG BloAoyiag;
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AEZEIZ KAEIAIA

Neupoivwpudtwon, ZewpnvouéAia, KukAwrmiaon, IxBuaon

KOYAZIMOAOZ-NEYPOINQOMATQSH

Ewova 1: H veupoivwpdtwon xtUmnoe tov Bitolo Pia dtav ftav HOALS 15 xpovav.

AT TOTE €XEL KAVEL AVAPIBUNTEC EYXELPNOELG OTNV KapdLd, TO AdLo Kal Ta HATLA TOU, WOTO0O,
OL TTANYEG Kal Ta e€0yKWHATA KAAUTITOUV OAGKANPO TO TPOCWTO TOU.

O taAaumwpnuévog kwdwvokpolotng Kovaotlpodog teAlkda Sev Atav amokunua t¢ daviaoiog
Tou Biktwpog Ouykd aAAd €val ATOWO TIOU EMACYXE ATO VEUPOIVWHATWON. H Neupolvwpdtwon
glval yevetikni dlotopayr TOU VEUPLKOU CUOTUATOG TTOU amoteAs(tal and pia opdda TpLwv
VEVETIKA SlaKpLTWY Slatapaywv TOoU TPOKAAOUV OYKOUG OTO VEUPLKO olotnua. Ou Oykol
opxi{ouv oTa UTTOOTNPIKTIKA KUTTOPO TTIOU AapTi{ouV TO VEUPO KL TO EAUTPO HUEALVNG (TN AemTh
HEUBpAvN Tou TEPIBAANEL KOl TIPOOTATEVEL T VEUPQ) KOl OXL Ta KUTTOpa Ttou petadibouv ta

VEUPLKA oHuOTO.
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AevbpiTeg Kuttapikd NevpagovikEg
OWHQ anoAfEeLg

Nevpa&ovag

KéuBot EAvtpo KiTTapa
MupAvacg Ranvier pveAivng Schwann

Ewéva 2: O mo ouxvog TUTog rou oxetiletal pe dykoug eivat n NF1 pe veupwpata (Oykoug Twv TEPLPEPIKWV VEUPWV), EVW T
oBavvwpata (oykot ou Eekvouv and ta kuttapa Schwann mou mapdyouv tn HUEAWVRA) elvat o ouxva otnv NF2 kat otn

schwannomatosis. Ol meplocotepoL OykoL ivat kalonBeLg, av kat pepLkeg Gopég umopel va eehixBolv o kKakonBeLg.

H Neupoivwpatwon Stakpivetal og U0 TUTOUC. ITNV VeEUpoivwudTtwon tumou 1, NF1 n omnola
ovopaletat kat vooog vonRecklinghausen kat otnv veupolvwpatwaon TUTou 2 Kot Eva mopakAadt

NG Mou ovoualetal ofavwuatooon.

Marti napouvaoidlovral Gykot

O Aoyog yla tov omoio mapouactalovtal oL Oykol akopa dev eival mANnpw¢ yvwotog. Daivetat
OMWG va oXeTileTal Kuplwg pe peTtalAdgelg os yovidla ta omoia mailouv onuavtikd polo otnv
KATAOTOA TNG QVATITUENG TWV KUTTAPWV TOU VEUPLKOU OUOTAMATOC. Ol HETAAAAEELS QUTEG
oxetilovtal e MPWTEIVEC TTOU EAEYXOUV TNV TTAPAYWYH TWV KUTTAPWVY. Xwplg TNV GUucLoAOYIKN
Astoupyla Twv TPwWIElvwV autwyv, T KUttapa TmoAAamAacialovtol aveEAeyKTa Kol
Snuoupyouv oykouc. H petdAAan tou yovidiou mou KwSIKOMOLEL TNV veupoivwpativn n omola
elval kuttapomAaopatiki mPwTteivn, yivetal oto xpwuatdéocwpa 17, oto pakpu Bpaxiova, otn

B¢on 11.2.
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Ewdva 3:To yovidio 17q11,2 => Mpwteivn veupoivwuartivn
H veupolvwpativn ouvavtatal oTo KEVIPIKO VEUPLKO OUOTNUA KOL CUYKEKPLUEVO OTOUG

VEUPWVEG, OTA 0TPOKUTTAPA, 0TA OAlyodevdpokuTTapa Kal ota KUTtopa Schwann.

Awadopég petay Twv SvUo TUnwv:

OL SLadpopég Twv SV TUTIWV eivat oL akOAoUBEeC. ApxLka oL KadE KNALSEG elval TILo CUXVEG OTOV

TUTo 2 evw ta olidla €xouv cuvavtnBel povo otov tumo 1.

Neurofibromatosis on emaze

Ewova 4: H mpwteivn auth, €L KATAOTOATIKA 6pdon Kot yu' autod Snuoupyolvtol ta olidla 0To S£pHa TwV MAoXOVIWY N

aAwg kadE knAibeg.
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Ewkéva 5: Ztnv Ewkova BAémoupe ta olidia tou Lisch otnv iptda tou patiol ta omnoia sivat cupumtwa tou NF1.

ZTNV CUVEXELO TA VEUPOIVWHOTWHATA TTou oxeTilovtal pe tnv NF2 ondavia uglotavrat
HUETAOXNMOTLOMO OE KakonBn oyko mepLdePLKOU VEUPLKOU EAUTPOU. AKOAOUBWCE oL OyKOoL OTNV
NF1 eivatl veupwpata evw otnv NF2 eival oBavvwpata. TEAog n NF2 dev mapouoldlel yvwoTikni

SuoAettoupyia evw n NF1 mapouaotalet.

FOPTONEZ- ZEIPHNOMEAIA /2YNAPOMO FOPTONAZ

Ewkova 6:0L mpwteg avadopég euPplwv e oelpnvopéAla ytvay tov 160 kat 170 alwva, av KoL QUTEG TOV aKOUA Eva HElya

TPAYHATIKOTNTOG KAl puBkr¢ davtaciag.
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Ti elvan oelpnvopéALa:

Ewova 7: Aktwvoypadia tou veoyévvntou BpEdoug ou TTAOXEL Amd CELPNVOUEALL.

H ZelpnvopéAla eival pla avBpwrivn kupiwg avamrtullakn duomlacia mou amoteAel mnyn
Slopkoug evllad£pPOVIOg yla TNV LATPLKA KOl T YeVetikr. Ta OeElpnvouka €ufpua
xapaktnpilovral amnod tn ocuvtnén Twv SUo modlwv o€ €va Povo PEAOC. EKTOG amo tnv Sucpopdia
Tou omioBlou akpou, autd ta EuPpua mapouactalouv pia eviaia opdalikn aptnpia (avtiyia §Uo)

Kall atpodLKOUC, KUOTIKOUG ) amouolalovies veppouc.

IXNUOATLOHOG KATW AKPWV:

Ewkova 8: IYNUATIONOG KATW AKPWYV KATA TV EUPBPULKA {wh.

H avamntuén twv akpwv EeKvacst tnv 24n -26n nuépa tng eUPpuikng Lwng Le v epdavion twv
BAaCTNUATWY TWV AKkpwv. To KABe éva amnd ta PAactApata Snuloupyeital cav pia mpoekBoAn

TOU CWHATIKOU HECOSEPUATOG KOL TOU LECOSEPUATOC TOU TTAEUPLKOU TTETAAOU TIpOC To Ewdeppal.
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Fevetiko unopabdpo:

‘Epeuveg evoxomolouV HeTaANAEELS TwV yoviSiwv Shh kat Bmp7. To yovidio Bmp7 petadpaletal
O€ MO LOPPOYEVETIKI MPWTELVN Twv ootwv. Ta shh kat bmp7 cuvdéovtat eTagL TOUG KaL EXOUV
ETUKOAUTITOLEVEC TTEPLOXEC EKDPAONG. AKOUA TIEPLITTWOELG OELPNVOUEALAC Uopel va odeilovral

Kall o0& HETAANAEELG TOU eVIUOU AmolkoSOUNoNG Tou PETIVOikoU of€og Cyp26.
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Ewkova 9: AlopBwtikr eméppoaon Ewkova 10:Antotédecpa SLopBwTikng eméppaocng

KYKAQMNAZ-KYKAQMNIAZH
XapaKTNPLOTIKA KUKAWTLAONG:
Xapaktnpiletal amno tnv mapouaoia evog povo patiol. Eniong n potn ite anovoldlel ite

avtikobiotatal Pe P un Aettoupyikn pUTn und popdn npoBookidac.

4

Ewkova 11:XapaKtnpLloTtika KUKAWTaong otn puboloyla Kat Tnv aUyxpovn enoxr avtiotowa

H kukAwmiaon odeiletal otnv tplowpia 13 ( 2Uvdpopo Patau ),0e yoviSlakr HeTaANagn tou
yovibiou SHH (SonicHedgehog),o0e meplBaAlAovtikoug MOpPAYOVTEG, OTn XPron TEXVOAOYLWV
urtoBonBoupevng avamapaywyne, dnAadn, e€wowpatikn yovipomnoinon Kal og tofiveg Tou

¢dutoU EAAEBOpOG.
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Ewova 12:Tpiowpia 13- SUvdpopo Patau

Nw¢ pokUmnteL To cUVSpopo Patau:
To ouvdpopo QUTO TPOKUMTEL PE TN MNn amoocuvdeon Ttou 130u opoAoyou Levyoug
XPWHOTOOWUATWY KATA TNV Helwon | Kal Pe TtV amoocuvdeon Twv adeAdwv XpwpaTidwyv Tou

Xpwpatoowpatog 13 kata t peiwon Il.

NepBaAdovtikol mapdyovieg mov npokaAolv tnv KukAwniaon:
Evag amd toug meplBarloviikoU¢ TmopAayovteg eival n €kBeon oe petvoikd ofU, n xprnon

aomipwvwy, n dtafntikn epuPfpuonddela kat n KatavaAwon albuAlkig aAKoOANG.

KEKPONAZ-IXOYAZH

Tuelvou n Ix0vaon:

H Bvoon eival avopoloyevic opada Slatapaxwv Tng KEPATLVOTOINONG TOU SEPUATOG TIOU
KANPOVOLLOUVTOL E LOVOYOVISLAKO AUTOOWULKO 1) dUAOCUVEETO TPOTo. KALVIKA TapoucLdleTal
QIO UTIEPKEPATWON KO AITOAETILON TNG EMLOEPUISAC KAL LOTOAOYLIKA aIto auénon Tou TaXoug TG

KepaAtvng otifadag.

H Ovaon diakpivetal o€ 4 TOMOUG:
O mpwrtocg TUmoC ival n ko xBuaocn, o dsutepoc N duAocuUVEeTn LYBUAON UTIOAEUTOUEVOU

TUTIOU, O TPLTOG AUTOCWUATLKY UTIOAELTOUEVN LXBUaon Kot TEAOG N eTOEPUOAUTLKA
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UTTEPKEPATWON).

MetaAlagelg:

Ol petaAAd€elg tapatnpouvTal otig mpwteiveg playypivn (FLG), otnv otepoeldricouAdatacn
Kal o€ S1adopeC KEPATIVEG. AKOUA TTOPOUGCLAIOVTOL OE OVAOTOAELG TPWTEACWVY KAl O TEMTiSLa
TOU TMEPLPANUATOC TWV KEPATIVOKUTTAPWY. TENOG 0 €VIUMA TTOU EUTTAEKOVTAL OTO OXNUATIOUO

TOU TIEPLBANLOTOG TWV KEPATLVOKUTTAPWV.

Kown Ix0vaon:

Mo oo Tig KUPLEG AELTOUPYLEG TOU SEPUATOC Elval N TpooTAGCLO OO TIG EEWTEPLKEG ETUOEDELC.
H FLG eivat éva mentidlo mou mpookKoAAdQTaL oTa Vidla KEpATivNG KAl TPOKAAEL TNV TtAxuvaon
™G KeEpATLVNG otolBadag. Amo to petafoAlopo g FLG mapayovtal apwvoééa mou cupBailouv

otnv Statrpnon t¢ evudatwaong tng emdepuidag.

Intercellular lipid layers I ZeeNexoe Tpbia
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Ewkova 13 kot 14: EmbepuiSikdg dpayuog =>Xwpiletat o Kepatwvokuttapa kat EEwkuttdpla ' YAn (MoAupepuBpavwsdng doun

€UMAOUTIOMEVN pe Aidia)

IXNHOATIONOG AETILWV:
OL petaAAdgelg otn Asttoupykotnta tou yovidiou tng FLG -1g21 (60) mpokaAoUv peiwon n
amouoia TN MPWTEvVNC FLG pE OMOTEAECHO LELWHEVN KEPATLVOTIOLNON KOl OXNUATIOUO AETILWV

AOyw un enapkoug evubddatwong tng emdepuidag.
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Ewova 15 & 16: H mapoucio Aemwy Hag Toparmépnel otov BaciAtd Kékpwra mou epdAavile 6To WO TOU AETLa Ttou Epotalay

W autd twv v wv

®uloouvdetn IxBVaon YroAswnopevou TOMou:
To Ynootpwpa tng STS eival n Beukn xoAnotepoAn tnv omoia udpoAlel. H cuocowpeuon TG

BeuKN ¢ XOANOTEPOANG 08NYEL OTNV CUYKOAANGN TWV KEPOTIVOKUTTAPWY KL TNV KN GUCLOAOYLKN

QMOMTWON TOUG (UTIEPKEPATWON KL ATOAETLON).
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Ewkova 17:Movidlo STS (Xp 22.3) => MetadpacneviUpouvotepoeldicouidataon
AUTOOWHATIKEG UTIOAEMOMEVEG LXOBuaoels (PUuAAWSNG LxBUaon Ko apAekivou):

To évlupo Tpavoyloutaptvacn (TG1) SleuKOAUVEL TO OXNUATIONO TWV TEPIBANUATWY TWV

KEPOTLVOKUTTAPWV KoL €Tl N LETAANaEN Tou TG1 aAAOLWVEL TO EVEPYO KEVTPO TOU eVIUOU.
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Ewkéva 18:To yoviblo 14q11 petadpalet to Eviupo Tpavoyloutauwvaonl (TG1)

Ix0vaon tunou Harlequin:

Harlequinlchthyosis gival pia coBapr dgpuatikr vooog mou nmpokaAeitat and HeTAANAEELS OTO
avBpwrivo yovidio ABCA12. Eival pia véa petaMagn oto ecowvio 29 tou yovidiou Abcal2 . To
ABCA12 nailel ouolaoTtikd poAo otn petadopd OxL Lovo Twv Autdiwy, Ta onola amattovvial
Yl TO OXNUATIOMO MOAUEAQOUATIKWY SOUWV 0TNV Kepativn otfada, aAAd miong Kal Twv

TIPWTEOAUTIKWY EVIUWYV TIOU QUTOLTOUVTAL YL TNV KAVOVLKA OITOAETILON.

YN i

Ewkdva 19:H pikpr) Brenna mou mMAcyEL oo TV AUTOCWHOTLKE UTTOAEUTOUEVN BV aon Tumou apAekivou.
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