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EYXAPIZTIEZ

H mopovuoa OSUTAWUATIKA €pyaocia ekmovhBnke oTo TAQIOLO TOU METOMTUXLOKOU
mpoypAppatoc «Boolkég Bulolatplkég Emiotiueg» (BBE) tng latplkng XXOARC Tou
Mavemotnuiov lwavvivwv katd to Xpoviko dtdotnuo 2020-2021, pe katevBuvon tnv

«BAaoTika kUTTOPO - Fovidlakn - Kuttapikn Beparmeia (Avayevvntiky latpikn)».

H ekmovnon tou Metamtuylakol AutAwpatoc Eldikeuong eival pa cuykAOVIOTIKN
Sladikaoia. Tooo ylati n epeuvnTkn eumelpio mou amokopilelc Ba os cuvodelel yla
navta otn Sladpour) oou W¢ EMIOTAMOVO, 00O ylOTL Ta ocuvoloOnpata Yopdag,
avuTiopovnalag, Tieong Kat Lkavomoinong evaAAdcoovtal TOo0 ypryopa Kol cuxvd 000
(lOw¢ TOTE TpoNnyoUpévweg otn {wh oou. Me Tov KOO ToUu KOTAPBAAAEL TEALKA
KoTtapEPVeLG va plEElc W OE TITUXEG TNG EMLOTHUNG TTIOU ATV AYVWOTECG Kal ylot oéva

TIPpLV.

Q¢ ek ToUTO odpeilw BeppoTateg evxapLloTiec oTNV Apeon eMIBALENWY, OTNV KATAELWHUEVN
KaBnyntpia @uolodoyiag, tnv kupia Matpwva Belupdkn, yw tnv avabeon Tou
TOPOVTOG BEUATOG, TNV EMIOTNMOVIKA KaBodnynon kat tnv BonBeld tng amod tnv apxn
™ peAétnc. H oupPoAn g Kat n otnplén Nrav KoBoploTikeg Kab’ oAn tn SLAPKELA TNG
vAomoinong auToU TOU PETATITUXLOKOU TPOYPAMUATOG. ATIOTEAEL ylol PEVA LEYAAN TN ,
Xopa Kol mpoOKAnon n avabeon tou BEpATog ek HEPOUG TNG Kot viwBw tn Babltatn
ovAyKn Kol gmBupia vo TNV EUXAPLOTAOW MECA amd TNV Kapdld Hou yla Tnv

EUMLOTOOUVN TtoU €8€L€€ 0TO TPOOWIO OU.

Dépvovtag €1 TEPAG TO METOMTUXLOKO QUTO MPOypappa elval adlvatov va unv
avadepbw otov Slakekplpévo KaBnyntr levikng BloAoyiag, tov Kuplo XapaAaumo
AyyeAidn pe 61ebvr) emMOTNUOVIKA AMAXNON TOU W¢ UMeVBUVOG TOU TIPOYPAULOTOG
oUTOU OUVETEAECE OTNV APTIa. SloPYyAvVWaOr TOU, OTNV TOPOXN HETATTUXLOKAG
eknaideuong otnv Plolotplkl Kol OTNV TIPOETOLUACIO EMIOTNUOVWY Yyl APLOTNH
otadlodpopia otouc topeic tng. H ouvénela, n mpoBupla kot o €€0PETIKOG TPOMOC

S18aoKkaAlog Kol HETAS00NG YVWOEWV TPOG EUAC TOUCG HETAMTUXLOKOUC ¢OoLTNTEC
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ouVERaAav KOOOPLOTIKA GTO VA IPOCEYYICOUE BETIKA TOo SUCKOAO ETILOTNUOVIKO Tedio

NG Bloiatpikng.

ISlaitepeg Kol TTOAAEG EUXAPLOTIEC KOl OE OCOUC SLOAOKOVTEC LOLPACTNKAV UE QYA Kot
UTIOMOVN TLG YWWOELG TOUG Hall pag, mpoodh£POVTAG Lo TTOAU XPHOLUES TTANPOodOopieS yLa
TNV UETEMELTA EMIOTNUOVIKY €EEALEN paG. Avapeod Toug Ba fexwplow Tov €EAUPETIKO
Emikoupo KaBnyntn levikng Blohoyiag, tov kUplo KoUkAn Mavayuwtn, umevBuvo tng
KkatelBuvoNg g AvayevvnTIKAC laTPLKAC 0lUTOU TOU UETAMTUXLAKOU TIPOYPAUATOG, TOV
omolo Kal guxaplotw Bepud TOU HE TIUNOE UE TNV CUMUETOXN TOU OTNV TPLUEAN

gTLTPOM).
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NMPOAOIOz

To avtikeipevo autrc tng SUMAWUATIKAG epyaciag eival n Mevetikn tng Bapnkoiag, N MARPNG
OVAAUON TWV OLTIOTOOOYEVETIKWY UNXAVIOUWY TNG, N AETTOUEPNC Tteplypadr OAWV TwvV
popdwv Kal cUVEPOUWY TNC KoL LBLwE TN ULIToxovopLakng Bapnkoiag, o emmoAacpog Kal ot
ETUMTWOELS TNG Bapnkoiag oTto yeVIKO MANBUOUO TayKoouiwg aAAd Kat otnv EAAGda. Ola
QUTA JETA QIO HLA ELOQYWYH OTNV OVATOUIA TOU 0KOUGTLKOU GUOTHOTOG, TOU OPLOKOU TNG
Bapnkolag kal Tov SloxwpLopo TG o€ Papnkoia TUTIOU ayWYLHOTNTAS, VEUPOALOONTNPLOKNA

KOLL OE LKTOU TUTIOU.

Ev ouvexela, meplypddovtal ta péoa dtayvwong kat afloAoynong tng papnkoiag Sivovrag
WOlaitepn  €udaocn  otnv  YMOKELMEVIK) Kol  AVTIKELMEVIK  AKOUOMETpla, otnv

Matdoakouohoyia Kal oTLg LeBASOUC TNG YEVETIKAG AVAAUONG.

H avtiuetwrnion tng Bapnkoiog amoteAel éva onUAVTIKO KEGAAALO QUTAG TNG SUTAWUATLIKAC
epyoaoiag kat meplhappavel tnv mpoAnPn tng nadikng Bapnkoiag mpwv ano tnv cUANYN,
KOTA TNV SLAPKELA TNG EYKULOOUVNG, KOTA TNV TIEPLYEVVNTLKNA TtepioSo Kal KaTa tnv Bpedikn
nAkia. 2tn ouvéxela Kataypadovtal Ta ews Twpa deSoUEVA YLA TOV TIPOYEVVNTIKO EAeyX0
KOl TNV YeVETIKN kaBodnynon tng Bapnkoiag otnv EAAGSA Kal OTI eUpWTAiKEG XwpPeC. Ta
OKOUOTLKA Papnkoiag Kal To KoYAlakd €udutelpaTa Meplypadovial Ue AEMTOUEPELD WG
TPOG TOV TPOTO AeLTOUPYLOG TOUG, TO NAEKTPOOKOUOTIKA XAPOKTNPLOTIKA TOUG Kol Ta

KpLTApLO ETMAOYAC A0BeVWVY yLa TNV TOTIOBETNOT) TOUG.

210 £€Bdopo kedpahalo TNG epyaociag yivetal avadopd otnv yoviblakn Bepameia tng
Bapnkolog, OTLG TPOOMTIKES Kol 0TI SUGKOALEG TTOU CUVAVTA QUTH, 6ToUuG 080U¢ Xopnynong,

otouc Ppopeig Kal ota KUTTOPO-0TOXO0G TNG YovidLakn ¢ Bepareiag.

TéNog, yivetat Adyoc yLa tnv Beparmeia pe BAaotokUTTapa we Beparmeia aviikatdotoong, yla
TO BAUOTA TTOU £XOUV YIVEL HEXPL OTLYUNG KoL TOL TIOANGTTAG UmOSLa TTOU AVTIUETWTEL aUTH

yla va yivel pla amo TG mpwTeg OnUOVTLKES ypauUEg Bepameiag Tng Bapnkoiog.
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1. To akouoTkO cUoTNuA

1.1. O jxog

O Axo¢ MapAYETAL AMO KUMOTO TIECNC OTOV a€po. TIou evaAldcocovtal. Ta nxnTika
KUpata amoteAolV ABpoLoUa EVOG CUVOAOU NULITOVOELOWY KUMATWY UE TO KOATAAANAO €0pOG
KoL ME TNV KATAMNAN cuxvotnta kal ¢paon. Etol, o nxog Ba pnopouoe va BewpnBel nign
KaBapwv tovwy. To avBpwrivo akouoTikd cuotnua Asttoupyel wg didtpo euaiocbnto ot
KaBapoug tévoug péoa oe Eva ddaopa cuxvotntwy 20 €wg 15.000 Hz. O ouddg motkiAel
avdloya pe T ouyxvotnta. H évtaon tou nxou petpdtal oe decibel (dB), ta omoia

ekdppalovtal pe Pdaon €va emninedo avadopdg yla tnv nxntikn mieon (Pr) cuxva 0,002

dyne/cmz, Tov oudo6 NG akong. To auti (ouc) ekdnAwvel PEylotn evatobnoia os TdGvoug and
1.000 €wc¢ 3.000 Hz. Ztic ouxvoTNnTeC AUTEG, 0 oudo¢ eival € oplopol 0 dB. O oudog eival
vdnAdtepog oe ouxvotnteg peyalutepeg amd 3.000 Hz kat pikpotepeg amod 1.000 Hz. Na
napadelypa, o oudog ota 100 Hz sival mepimou 40 dB. H optAia €xeL évtaon mepimou 65 dB.
Mi€oelg Axou mou Eemepvouv ta 120 dB mpokalolv ducdopia, evw BAARN TNG AKOUOTIKNG

OUOKEUNG Umopetl va TpokAnBel amod fyoug nou Eemepvouv ta 100 dB.
1.2. Aopun TOU 0pYAVOU TNG OLKONG

To aUTL MEPLEXEL TO ALOONTNPLO OPYAVO TNG AKONG KAL TNG LOOPPOTILAC TOU CWHOTOG Kall
amnote)eital and éva mepldePLKO Kal EVO KEVTPLKO TUNUA. To TepLPEPLKO TUNHA amoTeAeital

arod to £€W ouc, To HECO , TO £0W OUC KAL TO OTATIKOOKOUOTIKO VEUPO HE TG U0 Holpeg Tou.

Eikova 1. SynUaTikn ameLlkovion tou Eéw, LECOU Kol E0wW OUG.
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To KEVIPIKO TUAMO TEPAAUPBAVEL T OKOUOTIKA KEvTpa (umodAowwdn kat dAowwdn),tnv

KEVTPLKI OKOUOTLKN 080 Kal TNV KEVTPLIKN atbBoucaia 060 (Zkeuag, 1998).

[Ttepulylo
TOU WTOC

‘E€w ak.
[1[e]0]e]d

: AvaBohéag ZQaIPIKO Kal
Zptpg Akpovag Qoedric  EMNemTIkd
’ Bupida KuoTidlo

Mpoowmikd
VEUPO

AlBouacaio
VEUPO

KoyAako
VEUPO

QOoTtéivog
KOxAiag

Yuevwdng

Koilo tou Koyhia

TUMITAVou

Tupmavikn ZtpoyyVAn Evotayiavr
HEUBPGVN Bupida OaATTIyya

Elkova 2. SYnUatiky mopaotac Tou £Ew, ToU UECOU KAl TOU £0W WTOG.

(Mnyn ano: ZwaBpa, N., Skevag, A. 2009).

210 £€w auti mepllappavovtal To MTePUYLO Kal 0 €€w AKOUOTIKOG TOPOC, TTou odnyel, péoa

oand Tov OKOUoTKO SlauAo, otnv &€Ew emudpAvela TOU TUMTAVLKOU UHEvVA. O aKOUOTLKOG

S6lauhog mepléxel adéveg mou ekkpivouv TNV kugeAida, pla Knpoeldn oucia ToOU

TPOOTATEVEL TO QUTL amd TNV €l00d0 evtopwv Kal Sladopwv EEvwv ocwpdtwy. To £€w oug

ayyewwvetol amd kKAadouc g £€w kapwrtidoac (Zkeudg, 1998).

Ntepuylo: Mpokettal yia xovdpivo metaho mou meptParetal anod Sépua. Epdavilet
£va KATW Akpo mou ovopdletal AoPio kol otepeital xovdpou Kal mepléxel Almog. H
£€w emudpavela Tou mTepuyiovu TOPOUGCLATEL PLKPO EMAPUQ, TOV TPAYO OTO TPOcOLo
Xelhog tTou £€w akouotikoU TOpou. O avTitpayog, £€va AANo KPS Emapuo Tou
XWPLIETAL YE TN HECOTPAYLO €VTOUN ammd Tov Tpayo, Pploketal miow kol ehadpd
TPOG TA KATW A0 TO OTOLLO Tou £€w akouoTikol Topou (Mamadpdykou K, 1996).

‘E€w aKouoTkO¢ Topog: Ooteoxovoplvog CWARVAG TOU EKTElVETAL OO TNV

KOWAOTNTA TN KOYXNG MEXPL TNV TUUMOVIKA HEUBPAvN. XTo omicBlo Kal dvw Tolxwpa
£XEL HAKOG 25 mm Tepimou, evw oto MPOcOLo Kal KATW Tolywua elvol Katd 6mm

niepimou 1o pakpy Aoyw tng Ao€nc dopdg tou. Amoteleital and Suo poipeg, thv
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£0W TIOU elval 0oTéLvn, amotelel ta 2/3 Tou cUVOALKOU €W OKOUGTIKOU TIOPOU, EXEL
UAKOG 16mm, TOLWKIAEL onUAVTIKA o€ oXAMa Kol PEyeBog Kal tnv €€w Tou elval

Xovéplvn, e UAKoG 8mm, amoteAeital and auAakoeldr xovépo (Mmalatooupag,

Kaumépog, 2000).

To péoo auti sival pia kolhotnta mou Pploketal €ml TO EVIOC TOU TUMMOVLKOU UUEVAL.
ATtoTeAELTAL QO TNV TUMIMAVIKY UEUBPAVN, TO KOIAO TOU TUMIAVOU, TA KOUOTLKA 00TAPLA,
TO MOOTOELSEC AVIPO KOl TNV guctaylavh oaAmyya. Apxilel amd TNV TUPMOVLKN KOWAOTNTA,
ekel 6nAadn mou teAewwvel to €Ew autl. To péco oug SlaBétel SUo MUEG, TO MU TOU
avaBoAéa kal tov Telvovta to TUPMavo Uu. O mpwtog mpoodueTal otov avaBoléa Kot o
Seutepog otn odupa. Otav cuctéAlovtal oL PMUEG TOU PECOU QUTLOU KOTOOTEAAOUV TLC

KLVAOELC TNG aAuoidag Twv ootapiwv.

avaBoAéag

ITPOCWITIKS
/ vedpo

\cxtzivm To

TOuTTavo pug

TUpTravIKe pepBpdavn
£5w axouoTikdg
wépog

Eikova 3. SYnUaTiKy aTELKOVION TOU UETOU OUG.

e Tuumoavikq pepBpdvn: Artotelel To Oplo PeTall Tou £€wW AKOUOTLKOU TIOPOU KAl TNG

TUUTTAVLKAG KOIAOTNTAC. AVTLOTOLXEL OTO £0W OTOWULO TOU £€W AKOUOTIKOU TOPOU Kall
07O £€W TOlYWUO TNG TUMIMAVLKAC KOW\OTnTag. Elval Aemth, otiAnvr), nuudtadovig Kot

eMeuttikn pepPpavn pe maxog 0,1mm (MnalatcoUpag, Kaumépog, 2000).

e Koilo Tou TUMMIAvou: Mpokettal yla agpodOpog KONOTNTA, HUE oxnua apdikolou
dakol mou kaAumtetal omd BAevvoyovo Kal oxnuatilel MoANEG TTuxEG. Emkowvwvel
UE TS KUY EAEG TNG pooToeldolc anodduong e TO AVTPO Kol Ue Tov pvoddpuyya Sla

HEOW TNG EVOTAXLAVIG COATILYYOG. XWPLIETAL OE TPELS XWPOUC:
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1. Tov EMTUUMAVIO XWPO O OMOLOG eVTOMIIETAL TTAVW ATIO TNV TUUTTOVLKH
HUEUPBPAVN KL ETILKOLVWVEL E TN HOoTOELON amoduon PECW TOU AVTPOU.

2. To LECOTUUMAVLO XWPO TIOU QVTLOTOLXEL OTNV TUMMAVLKA LEUPBPAVN

3. Tov UTIOTUUTIAVIO XWPO, ToV Xwpo SnAadn KATW omd TNV TUUTIAVLKA
ueuBpavn (MNaradppaykou K, 1996).

Moaotoeldég Avipo: Méoa otn Haotosldr) amoduon tou Kkpotadilkol ootol

Bpilokovtal MIKPEC OEPOPOPEC KOLNOTNTEG, Ol HOOoTOElOEG KUPEAEg, Tou
ETUKOWVWVOUV HE TO KOIAO TOU TUMMAVOU MECW TOU MOOTOELS0UG AVIPOU
(MnaAatooUpag, Kaumépog, 2000).

AKOUOTIKA ootapla: Ta akouoTlkd ootdpla (N odpupa, o akpovag Kat o avaBoAéac)

oxnuoatifouv pia GAuco Pe okomo va Hetadibouv TG oV oeLg amd TNV TUUTAVIKN
HEeUBPAvVN oTo £0Ww 0ug dLa TNG wodeldolg Bupidag.

Ek Twv TpLwv n odupa eival to peyaAltepo ootaplo. O dkpovag potdlel pe youdio
odovta. TéAlog, o avoPoléag eivol TO HLKPOTEPO €K TWV TPLWV OKOUOTIKWV
ootaplwv kal ¢pépetal oplloviiwg. Ta OKOUOTIKA OCTAPLA KAl N €mibAvVELD TOU
TUMMAvou amoteAoUv pall To Opyavo HETAS00ONG TWV NYXNTIKWV KUUATWY
(Mamadpaykou K, 1996).

Euctayiavr) odAmyya: Eival o ooteoxovoplvog cwAnvag, mou ¢épetal and To

MPOCOLO TOlYWHA TN TUMMAVIKAG KOLAOTNTAC AOEA TTPOG TO KATW, £0W KAl TPOoW
KOl KOTAARYEL OTO TAAYLO TOlYWHO TNG PLVLKAC Hoilpag tou ddpuyya. Eudavilel
KOTA Of£lpd, TUMAVLKO OTOMLO, OOTELVN Holpa, Xovdplvn poipa Kal ¢opuyylko
otoulo (Mnahatooupag, Kaumépog, 2000). H akouoTikry cAATiyyo MpoodEpeL Eva
avolypo omd To HECO auti TPOC TO pPLVodApUYYQ, ETUTPEMOVTIAG £TOL TNV

g€looppoOMNON TNG MLECNC AVAUESA OTO HEGO AUTL Kal oto TepLBAAov.

To €éo0w oug eival pio KOWNOTNTA HEC OTO KpOoTadLkO 0oToUv. Amotelel katd KUpLo Adyo

Opyavo NG 0KONG Kal TNG Loopporiag. AnokaAeital AaBuplvBog Adyw TNG MOAUTIAOKOTNTAG

TOU. JUyKpOTe(TaL QMo TPl TUAMOTA: TOV OCTEWVO Kal Tov pepPpoavwdn AaBupvBo, mou

TEPLEXETOL EVTOG TOU 00TELVOU AaBupivBou kat amd tnv wtk kAP o mou neptBAM\eL To 6Ao

clotnua (ZwaBpa N, 2004).

0 ootéwog AafUpwvBog pe pikog 18-20 mm, amoteAsital amo Ta mMapaKATw HEPN:

1. Tov koxAlo, mou PploKETAL TPOC TA LECW KoL KATW

2.
3.

Tnv aiBouoa mou eival oto péco

Toug NULKUKALOUG oWANVEC TIou TepLBallouv TNV aibouca pe ta TO€a TOUG TIPOG TA

Tniow
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4. Tov ubdpaywyo tng aibouooag kot Tov udpaywyo Tou KoxAia

e AiBouoa: Bpioketal petafl TNC TUMMAVLKAC KOWOTNTAC KAl Tou Tudbuévo tou
OKOUOTLKOU TIOPOU Kol ommoteAel TNV KEVIPLIKN poipa tou ootéwvou AaBupivBou

(MmnaAatooUpag, Kaumépog, 2000).

Irpoyyuhr Bupiba

Evorapaviy odAmyyo

Ewkova 4. Octéwvog AaBuptviog, aiSouoa,nikukAiolt cwANVeg kat KoYAloG GYNUATIKA.

o  HpkUKALOL GWARAVEG: YITAPYOUV TPELG NLKUKALOL CWANVEG, 0 MPOcBlog R 0 Avw, O
omioBlog koL o opl{ovtiog 1 o £€w. Bplokovtal Tpog Ta MAVW Kal miow amnd tnv
aibouaoa. Exouv oxnua atelolg KUKAoU Kot o KoBévag Bpioketal os KABeTN ywvia
Tpo¢ Toug aAloug Suo.

o KoxAlag: Eival pia omelpoeldrg dopr mou oxnuortiletol pe dlaipeon tou 0oTEVOU
AaBUplvBou oe SUo Slapepiopata. MPOKELTAL YL OCTEWVO CWANVA TIOU OMOTEAEL
™V pocdLa poipa tou AaBupivBou kat polalel pe kKEAudpog calykaplou, amd ekel
TAPE KAl auTr TNV ovopaocia. O koxAlog Bploketal umo tnv aibouoa katd 3-4mm
KOL OTn OUVEXElA emekTelvetal Tpog thv kopudn tou AlBosldouc. Exel Kwvikn
pHopdn UE amooTpoyyUAWUEVN KOopudr) Kol amoTeAELTAL OO TNV ATPAKTO,TLG EALKEG,

TO 00TELVO EALKOELOEG TIETAAO Kl TLG KALHaKeS (Mmahatooupag, Kaumépog, 2000).
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Ta Svo Slapeplopara ywpilovral petafld TOUC OO €val TUNUA TOU UMEVWSOOUC
AaBupivBou mou ovopalstal KoxAlakog mopog 1 Héon KAlpako. H kAlpaka tng
aiBouoag elval To TURUA Tou 00Télvou AafBUplvBou to omoio amoteAsel ouveExela
™G aiBouoag. Autr eKTELVETAL KATA MAKOG TwV 2,5 oTpodwv Tou KoxAla UEXPL TO

TEAOG TOou KoXALakoU Ttopou.

Eikova 5. Artetkovion tou koyAla oto €ow auTL.

AKLBW¢ oto onpeio autd, ouvléetal n KALLoKa Tng aiboucag pe tnv KAlHaka Tou
TUUTAVOU, HECW EVOC XWPOU TIoU Afyetal eAkotpnua. H KAlpaka Tou TUPMAVOU
okoAouBel tnv 6La eAlkoeldr) mopeia, eMLOTPEDOVTAG OTNV OCTELVN PECOdOON LE TO
UECO OUTL Kol KOTOARYEL OTO SEUTEPEUOVTO TUMMOVIKO UMEVQ, TIOU KOAUTITEL TN
otpoyyuln Bupida. H kopudr) tou koxAia eival oto eAkOTPNUO KaL N fAcn Tou sival
KOVTA oTnV woeldf Kol otn otpoyyuAn Bupida. H atpaktog amoteAel Tov ooTévo
Tupnva Tou KoxAla.

O KoyALakog mopog elval cwAAVAC TOU AmOTEAEL HEPOG TOU UPEVWSOOUG
AaBupivBou. O Baokog upévag mou oxnuatilel T Baon Tou KoxAlokoU mopou,
Bewpeital To KUPLO XWPLOUA avApEeoa otnv albouoaia KoL OTNV TUUTTOVLIKY KALLOKA.
O BaoLkOG UpEVAC elvol EUPUTEPOC KOVTA OTO EALKOTPNUA KOL OTEVOTEPOG KOVTA OTN
Baon tou koyAlo. MpoodUeToL ECWTEPLKA O £val XEIAOG, TO eALKOELSEC TTETAAO, TTOU
opxilel amo TNV ATPOUKTO KOl £EWTEPLKA, O BAOLKOC UUEVAG TIPOCOEVETAL HE TOV

€ALKoELSN) oUVSeoo oTo Tolxwua Tou KoxAla (Elkova 6).



-25-

H ayyswwdng tawia, pio ayyestakn doun, Bploketal péoa otov eAKOELON
olvSeopo. H opodr] mavw amod tov KoXALaKko opo oxnuatiletol and tov atbouvoaio
vuéva. Méoa otov KoxAlakod Topo UTIAPXEL N €ow Afudog, éva uypo pe uPnAn
OUYKEVTPWON LOVIWV KaAlou, Tou eKkKpivetal amd tnv ayyswdn tawio. H €fw

Aéudog mou polalel pe to eykepalovwTialo uypo PplokeTal LECO OTOV OOTELVO

AaBupvbo.
KoxAtakdg = Ooctéwog KoxAlae  pvouotikd
Népog - RSN Nevpo

2 Opyavo tou
07’ Corti

Ewoéva 6. Artoyn tou koyAia.

To 6pyavo tou Corti amoteAel oucCLAOTIKA TO ALEGONTAPLO OPYaAVO TNG AKONG KoL
Bploketol péoa otov KOYALAKO TOPO KATA UNKOg Tou PBaoctkol upéva. Amoteleital
ond to SIKTUWTO Kol ToV KOAUTTAPLO UPEVO Kol omd ta €miBnAlakd KUTTOpO.

(Ewova 7).
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EEw o xut

Kaluntimog vutvag

- = /'
- ( Neupiets iveg ‘
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= KoxMaxs 'grggm PTG KiTrapga
veUpo

Ewova 7. To 6pyavo tou Corti.

Ta ermuBnAlakd KUTTopa Slakpilvovtol O €PELOTIKA Kal alobntipla Tpyywtd. Ta
EPELOTIKA KUTTOPA, avaloya e To Babuo tng popdpoloyikng Toug Stadopomnoinong,
Slakpivovtal ota otuloeldn, ota dpalayyoeldr) Tou Deiters, ota adopLoTikd, ota
kUTTapa tou Hensen kat ota kUttapa Claudius. Ta otuAoeldn Kal ta paiayyoeldn,
avaloya pe th B€on Toug Slakpivovtal og €ow Kol £€w. Ta €o0w Kal €€w oTUAOELON
KUTTapA [e TN SLatagn Toug Kal He To BaoLkO UUEVa oxnUatilouv TPLyWVIKO XWPO,
™ onpayya tou Corti. Autr elval yepdTtn Le UYPO, TTOU OVOUATETOL KOPTIKOAEUDOG
Kol elval mopopoLlag clotaong He TNV £€w Aéudo. H koptikoAéudog mibBavoloyeital
OTL TIPOEPXETAL ATIO TNV TUUTOVLIKN KAlpaKko péoa amd owAnvapla ToU OCTELVOU
eAlkoeldolg metalou (Croves, 1985). Emiong umapxel kat n amoyn tng TEAELOC
QUTOVOULAG TNG KOPTIKOAEUGDOU KAl N tapaywyr TG oo To EPELOTIKA KUTTOPO TOU
opyavou tou Corti (Rauch, 1966).

H onpayya tou Corti xwpilel Ta alodntrpLa TpXWTA KUTTapa o €0w (pia
oclpa) Kol £€w (3-4 oelpEg), Tou eVAAAACCOVTAL OTIO OELPECG EPELOTLKWV KUTTAPWV
tou Deiters. Nepideplkd umdpyouv ta Kuttapa twv Hensen kat Claudius. Ta £ow
TP WTA KUTTapa, mepimou 3.500, eival tumou | Kal gival evaloBnta otig LeTaBoAEg
™G emtdyuvong, evw ta €€w, mepimou 12.000, sival tumou Il kal sival evaiocdnta
oTlG HUeTaPorég TG petatdmong. levikd ta €€w TPLXWTA KUTTOPO Elvol TLO
guaiodnta otoug Stadopouc BAAMTIKOUC TTAPAYOVTEG. Ta KATW AKPA TWV TPLXWTWV
Kuttapwy &g pOAvouv pEXpL To Baotkod upéva. Ta eAelBepa avw Akpa Toug pEpouv
omodpuAdEeC, TG OKOUOTLKEC TPIXEG TOU elval pnyavoumodoyeic kat amoteAolvtal
ord moANoUC OTEPEOKPOGOOUC KL £Val BOCLKO CWHATLO TIOU QVTLOTOLXEL OTOV KLVNTO

KpoooO. To £p€BLoPO TTOU EVEPYOTIOLEL TO TPIXWTO KUTTOPO eival pia Suvaun, n
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omoila dpa mapdAAnAa otnv emipAVELX TOU KUTTAPOU KO TPOKAAEL Kauyn Ttwv
Tpxwv. H d0vaun, n omola miélel Tnv emdAavela Tou Kuttapou e Sleyeipel To
TPLXWTO KUTTOpO. To gpéBlopa sival péyloto, otav n duvaun €xel popd amod Toug
OTEPEOKPOOOOUC TIPOG TOV KLWVNTO KPOOOO KoL TPOKAAEL £Tol KAPYPn Twv
OTEPEOKPOCOWV TIPOC TOV KIVNTO KPOaao Kal ekmOAworn. To avtiBeto cupPaivel oe
avtiBetn KApPn Twv TPLXWV TOU KUTTApou. H BAon Twv OKOUGTLKWV TPLXWV
Bploketal oto SIKTUWTO UUEVA, EVW TO EAEUBEPO AKPO TOUC PEPETOL TIPOG TOV
KaAurttrplo upéva (Ewtkéva 7).

O SIKTUWTOG UPEVAG SNULOUPYETAL amd T OUVEVWON Twv eAelBegpwv
AKPWV TwV OTUAOELOWV Kal TwV KUTTApwv Tou Deiters. Elval dlatpntog KL amo ta
TPAMATA TOU TIEPVOUV Ta EAEUBEPA AKPA TWV TPLXWTWY KUTTAPWV.

O KOAUTTApLOG UMEVAG elval ToxUG Kal amoteAeital amd  apopdn
lehatwvwbdoug udng ouvoia, (6Lov el8LkoU BApoug pe TNV evooAéudo. TuvEEeTal Pe
TO €va AKpo tou oto alBoucaio xeilog tng eAkoeldolg otedavng Kal €xel dopd
gykapola mpog ta £Ew. To AMAo Akpo Tou eival eAeVBePO Kal KOAUTITEL OO TAVW
TV £0w eAkoeldn avAaka Kal To 6pyavo Tou Corti ewg Kot ta KUTTopa Tou Hensen.
O KOAUTIT pLOG UHEVAC EPXETOL OF MO LE TIG UTIOKELUEVEG OKOUOTIKEG TPLXEC.

e Y&paywyodg tng aibouocag: Eival eubUg 0oTEVOG Kol TEPLEXEL TOV eVOOAEUDLKO
mopo, O omnolog amoteAel TNV eméKtaon Twv eVOOAEUDLKWV XWPWV TOU
ueuppavwdoug Aapupivbou.

e Y&paywydg tou kKoxAla: Eival mio otevog amo tov udpaywyo tng aibouocag kot
KaAeital kat KOYALOKO owAnvaplo. Juvdéel Toug MepAedLKOUG XWPOUG Tou KoxAla

LLE TOV UTTOLPOXVOELSH) XWPO Tou omicBlou eykedaAikol B66pou.

Yuevwdng AaBupwvBog: Mpokettal yla €va KAsLoTto pepPpavwdn BUAaka Tou TepLEXEL LYPO,
Vv evboAepudo Kal mepikAeietal péoa otov ootéwvo AapupLvBo. Epdavilet Tpelg poipeg : pia
péon (tnv aiBouoa), pia omicBia (tnv nuKUKALO) Katl pila mpdobia (tnv kKoxAtakn). Ita
Tolywpata tou upevwdn AapupivBou evtomilovtal SLakAASWOELS TOU AKOUGCTIKOU VEUPOU

(MmahatooUpag, Kapmépoc, 2000).
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Igaipikd xuoTiSio

EvBolep@ixkog oaxog
R K1 EvBOALPPIKOS TTEPO

Ewova 8. Yuevwénc AaBupivdoc

AlBouoaia poipa: amoteAeital and 1o eAAEUTTIKO KUOTISLO Kal To odalplkd KUOTLSLo

mou ouvdéovtal HeTAfU TOUG He ToVv eVOOAEUDLKO TOPo. To €MAEUTTIKO KUOTLSLO
Bploketal mavw kal miow amno to odalplko. Xto onicblo kot avw Tolxwud Tou ekBaAAouv
Ol NUKUKALOL CWANVEC, EVW OTO £€0W TOLYWHA Tou ekBAAAEL TO AemtoTEPO OKEAOC TOU
evboleudikol mopou. H akouotiky knAlda otnv omoia amoAnyouv VeuplkéG tveg Tou
alboucaiou velpou UTAPXEL OTO €0wW Tolywpa Tou odalplkol Kuotidiou
(Mamadpaykou K, 1996).

HUKUKALOG poipa: oxnuatiletal ano toug TPl UHEVWAEC NLKUKALOUC owARvVeG (avw,

omioBlo kal optlovtio) mou ekPAAAoUV 0To EAAELTTIKO KuoTiSlo. To Avw AKpo Tou KABe
vueEVWSN NUIKUKALOU owAnva Sleupupévo oxnuatilel tnv AnkuBog péoa otnv omola
Bploketal n akouotikn akpolodia omou amoAnyouv ol iveg tou atBoucaiou velpou.

KoxAwakn poipa: oxnuotiletal amd tov KoxAlako mopo ) tov upevwsdn KoxAia o omoiog

dépetal eEAlkoeldwe eVTOG TOU 00TELVOU KoxAla. M£ow Tou cuvSeTIKOU TTOPOU CUVEEETaL
He To adalplko KUoTiblo. O KoXALaKOG TOPoG epdavilel TIC (6Leg EALKEC HEe TOV KoYALa Kol
napouctalel tpla Towwpata: To alboucaio, TO TUMMAVIKO TO omoio eival To

onoudatdtepo ylati pépvel To €€w TolYwHA KoL To 6pyavo tou Corti .



-29-

o To dpyavo tou Corti: anoteAeital amd €PELOTIKA KUTTOPA KAl Ao T VEUpOALoONTHpLa

A TPYWTA KUttapa. MpoBaAAel péoa otn péon KALpaka Kal otnpiletal oto Pacikod
UHéva. H gpdavion tou aAAlel KATA UAKOC TOU KOYALO KoL EKTEIVETAL 0 OAO TO UAKOG
TOU KOXALOKOU TIOpOU.

AKOUOTLKI) 060¢:

To eAkoelbEC yayyALo Tou Bploketal otov eAkoeLldh Opo eival To alebntrpLo 6pyavo Tou
KoxAlakoU veUpou. Ot TepldePLKECG veG TwV SIMOAWV KUTTAPWY TOU £AKOELSEG yayyAiou
KOTAARYOUV OTO TPLXWTA KUTTOPO TOU opydvou Corti evw oL KEVIPLKECG (veg oxnuatilouv to
KOXALOKO veUpo mou pall pe To alboucaio velpo amotelouv tnv 8n eykedaAikn culuyia
(Zkevag, 1998), (ZwaBpa N, 2004). H akouoTikr 060¢ epAaBAVEL TOUG €€ G VEUPWVEG:

1°¢ ALoBnTIKOG veupwvag.

2°¢ ALoBNnTIKOG veupwVOC.

3° ALoBNTIKOG veEUpWVOC.

4°° ALoBNTLKOG VEUPWVALG.

AlBoucaia 060¢:

Ztnv aBoucaia 080G avrnkouv ol £€MN¢ VEUPWVEC:
1°¢ ALoBNTIKOG veUupwVaC.

2°¢ ALoBnTikog veupwvac. (Zkevag, 1998)

1.3. H petaywyn Tou nxov

To £€€w auTi Aettoupyel wg NOUOC, CUVTOVIOPEVOC OTLG oUXVOTNTEC HeTafl 800 Kol
6.000 Hz. Ta kUpata mieong mou ¢OAVOUV OTOV TUMIMAVIKO UPEVA TIPOKaAoUV S0V OELG TOU
UPEVA KAl TNG aAuoildag Twv ootapiwy, oTn cuxvotnTa tou Nxou (Ewkova 6). H aAvaoida twv
ootaplwyv, Ye TN Oslpd TG, MPoKaAel TaAdviwon otnv woeldn Buplda Kal oto vypd pEoa
otov KoxAla. H otpoyyuAn Bupiba cupmAnpwvel tnv uSpauAlky 066. O PNXAVLOUOG TOU
MECOU aUTIOU Aeltoupyel w¢ oUOTNUO GUYXPOVIOHOU TNG oUVBeTnG avtiotaong otn
CUVEVWON TWV NXNTIKWV KUUATWY TOU apa e ekelva ou 0dnyolvTal LECW TWV KOXALAKWY
UYypWV. Y& TEPIMTWON TIOU TA NXNTKA KUpOTO Tiepvolooy GUeEca otnv woeldr) Bupida amo
Tov aépa, Ba MPokANVOTAV AVAKAAGCN KoL OMWAELO TOU HEYAAUTEPOU PEPOUC TNG EVEPYELAG
TOUG. Mg TO HNXOVLKO TIAEOVEKTNUA TIOU TPOKUMTEL amd To AOyo TN emdAveLaG TNG
woeldol¢ Bupidag Kal cuv To MAEOVEKTNUO Ao T Asttoupyla tng alvoidag twv ootapiwv
w¢ poxAou, xdavovtal povo 10 £wg 15 dB katd tn Slepyaocia evapuoviong tg ouvOetng

ovtiotaong oto auti.
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Méoa otov KOYALOKO TOPO, TO HEYLOTO MAATOC TWV TAAOVIWOEWV EKTELVETAL OF
S1adopeC AMOOTACELG, KATA UAKOG Tou Paolkol upéva. H amootaon efaptdtal amod tn
ouxvOoTNTA TOou AXOU. Av Kal HEYAAO HEPOG TOU Baolkol UpEVO TAAAVIWVETAL w¢ ‘odsvoV’
KUMQ, QTTOKPLVOUEVO OE CUYKEKPLUEVN ouxvoTnTa fXou, ol UPNAEG oUXVOTNTEC POKOAOUV
KWVAOELG UE HUEYOAUTEPO TAATOG OTO BOCIKO TUAHO TOU KOXALQ, EVW OL XAUNAEG CUXVOTNTEG
TIPOKAAOUV KLVAOELC UE HEYOAUTEPO TAATOC KOvid otnv kopudhn tou koxAla. Kabwg o
BaOIKOG UHEVOG TAAOVTWVETOL, Ol OTEPEOKPOOCOOL TWV TPLXOPOPWY KUTTAPWY OTO OPYavo
Corti urtoBaAAovtal o€ SLOTUNTIKEG SUVALELSG OTLG CUVOEDELG TOUG JLE TOV KOAAUTITAPLO UUEVA.
‘Otav oL OTEPEOKPOOOOL KAUITOVTAL TIPOG TNV KATELBUVON TwV HEYAAUTEPWY KPOOOWV, TO
TPWXOPOPO KUTTOPO €KMOAWVETAL AOYW QUENONG TNG OywyLlwotntog Ttng kKopudaliag
MEUBPAVNC o€ KaTlovta. H ekmOAwaon auth elvol éva SUVALKO TOU UTIOSOXEQ Kol TIPOKAAEL
™V aneAevBépwon evog SleyepTikoU veupodLlaBLBaotr), o omolog mMapayeL €va YEVEGLOUPYO
SUVOULKO OTLG TTPWTOTAYELC TpooaywyoUC VEUPLKEG (VEG TTOU GUVATTOVTAL E Ta TPpLYodpopa
KUTTapa. KabBwg ol TaAaviwoelg Tou Baotkol upéva Klvouvtal otnv avtiBetn katevBbuvon,
UTIEPTIOAWVETAL N HEMPBPAVN TWV TPLXODOPWVY KUTTAPWVY Kol OmeAsUBEPWVETAL UIKPOTEPN
nmoootnta veupodlapLpaot.

To yeveoloupyo SUVALKO OTLG ATOANEELG TWV TIPWTOTAYWY TIPOCAYWYWVY VWV Elval,
OUVETIWC, TAAAOUEVO SUVAULKO KAl £GV TO TMAATOG TOU €lval OPKETO KOTA TIC EKTIOAWTLKEG
daoelg, Ba mupodotroel SUVAULKA EVEPYELAG OTLC TPWTOTAYEI TPOCAYWYOUC VEUPLKEG LVEC.
H Sladopa Suvaplkol avapeoo otny £0w AEUPO Kal 0To EVSOKUTTAPLO LUYPO ota TpLxodopa
kUTtapa elval acuvhBlota uPnAn. Aut) n Stadopd SuvaplkoU eival ONUAVILKOG
TIAPAYOVTAG yla TV gualoBnoilo Tou akouotikol cuotipatos. H éow Aéudog mapouaotdalel
otaBepd Betikd Suvaplkd UPoug 85 mepimov My, edv Bewprnooupe To Suvaplkd g £Ew
Aéudou wg Suvapikd avadopdg. Autd odeiletal otnv nAektpoyovo AvtAnon amo tnv
ayyewwdn towia kot ovoudletal evdokoyAlako Suvauko. To Suvaulkd npepiag twv
TPLXOPOPWVY KUTTAPWV ival Tepimou 85 mV oe ox€on pe TNV £Ew Aéudo. Aoyw Tou BeTIKoU
Suvapkol otnv £ow Aépudo, OpwCE, To SlapepPpavikd SUVapLKO TNG Kopudalog HepBpavng
TWV TPYOPOpwWV KUTTApwY propel va ¢pBdoel ta 170 mV. Autd aufavel TIg SUVAUELSG
HETAKIVNONG LOVTWV EKATEPWOEV TNG HETAYWYLKAC LEUBPAvNC. Eva maA\opevo Suvapiko, To
KOXALOKO HULKPODWVLKG Suvapko, Urmopel va katoaypadel amd tov ootéwvo KoxAla. To
SUVAULKO AUTO TIPOKUTTEL Ao TN POr PEUMATOC TTOU CUVEEETAL e TN SpaoTnpLoTNTA TWV
TPWYOPOPWY KUTTAPWY WE ATIOKPLON OTOV NXO. TO KOXALOKO HLKPODWVLKO SUVAULKO £XEL TN
ouxvOTNTA TOU nYNTKoL epebiopatog kat To mAGtog Tou Stofabpuiletal akoAouBwvtog tnv

£vTaon Tou Axou.



-31-

=y

PR et

Dt
P Sl P e E/ST e 420 Boa WY T a0 b it 2V oIS

Ewkova 9. To atSoucokoyALako opyavo Kol T UOVOTIATIA TTOU atkoAoudoUV Ta KULATH TOU fYOU OTO

&€w, ueoaio kot Eow aUTL.

Ta TpYwWtd KUTTapa ote Sladopa onpela kKatd HAKOoG Ttou opydvou Corti
VEUPWVOVTAL OTO TIG KOYALOKEG VEUPLKEG (VEG TIOU €lval GUVTOVIOUEVEG Ot SLOPOPETLKEG
ouXVOTNTEG AXou. OL LBLOTNTEG CUVTOVIOUOU TWV TPWTOTOYWV TTPOCOYWYWV VWV yivovtal
davepéc pe TN Snuloupyiad KAUMUAWY OuVIOVIOpOU Tou ouoxetilouv Tov 0oudo
gvepyornolnong tng vag He TIC CUXVOTNTEG TWV NXNTIKWV €peBLOMATWY. XapaKTNPLOTIKN
ouxvotTnTa TNG vag ovoudletal n ouxvotnTa TOU EVEPYOTOLEL TNV Lval otn XopnAotepn
£vtaon. OL KOYALaKEG VEUPLKEG (Veg Tou veupwvouv To opyavo Corti otnv Kopudn £xouv
XAUNAEC XAPAKTNPLOTIKEG CUXVOTNTEG, EVW AUTECG TTOU VEUPWVOUV KOVTA otn BAon tou £€xouv
VPNAEC XapakTNPLOTIKEG ouxvotnteg. M'autd to Adyo tO Opyavo Corti Beswpeital
OPYOVWHEVO TOVOTOTTLKAL.

2TO XaUnAOTEPO TUNHO TOU GACHATOC CUXVOTATWY TOU UMopoUV vo aviyveuBouv
amd tov kKoxAla (Atyotepo amd 4.000 Hz), ol ekdoptioelg plag Se6opévng ivag Tou KoxAlakou
veUpou mapouctalouv amokAeloTkoTnNTA ¢aong AnAadn, onuewwvovtal TAVTO Of
OUYKEKPLUEVN Ao NG NXNTKAG TaAAvIwong. lMPakTikd, oL ekdopTioelg ulog opdadag

TMPOCAYWYWV WV Ba umopoloav va onuatodotioouv Tn ouxvotnta Tou epebiopatod.
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Mpokeltal yla pia KwSIKEUON TWV AKOUCTIKWY CNUATWV TUMou ‘opoPpovtiag’. Qotdoo, ol
TIPOCAYWYEG KOXALOKEG (VEG pe UPNAOTEPEG XAPAKTNPLOTIKEG ouXVOTNTEG Sev mapouatalouy
amokAetlotikotnta dpaone. H kwdikeuon og autég otnpiletal otnv Kwdikeuon TUTOU ‘B€ong’.
OL mpocaywyol (VEG TIOU VEUPWVOUV TIEPLOXEG KOVTA oTh BAcn Tou KoxAla onpotodotouv
OUXVOTNTEG Ol omoieg e€aptwvtal anod tn B€on mou veupwvetal. H kwdikeuon tng €vtaong
gfaprartal mBavwg, amo Tov aplBuo Twv VEUPpWVWY TIou ekdoptilovtal Kol amod Tov aplopo

Twv ekdoptioewv mou tpokalouvtal amnod NYoug dLodopwv GUXVOTATWV.

1.4. Kevtpiki aKouoTikn 080G

Ol mpwtotayel¢ VEUPWVEG TOU OKOUOTIKOU KEVTIPLKOU OUOTNUATOC €ival ta SimoAa
VEUPLKA KUTTapa Ttou eAlkoeldouc yayyAiou (Adapdmourog, 1989). To koxAlakd veupo,
amoteAOUEVO amMd TIG KEVIPLIKEG (veg Twv SUTOAWV KUTTAPWYV, €l0SUEL OTO €YKEDOAAKO
oTEéAEX0G ool SLEPYETOL TOV £0W AKOUOTLKO TtOpo. OL (veg Tou KataAnyouv oTo paxlaio Kot
TOV KOLALaKO KOXALOKO Tuprva. H KataAnén Twv VEUPLKWY VWV Tou KOXALOKOU veUpou eival
XAPAKTNPLOTIKN (Tovotomikn), edopévou OTL, avAaloya HE TIG CUXVOTNTEG TToU petadEépouy,
KOTAANYOUV GE OPLOUEVN TIEPLOXI) TWV KOXALOKWY TIUPAVWYV. ATIO TOUG KOXALOKOUG TIUPNVEG
KOL AVw, TO KEVIPLKO QKOUOTIKO cUotnua eival moAUmAoko. H akouotikr) mAnpodopia
petaBiBaletal oTov akouoTko GpAoLod pe dlddopeg 060UC. M auTo oL BPAABEC TWV KEVIPLKWV
OKOUOTIKWV 08wV epdavilouv TNV TACN VA UNV OIMOKAAUTITOVIAL HE T OUVNBELg
OKOOUETPLKECG SoKLpaoieg. OL MEPLOOOTEPES ATIO TLG VEG TWV KOXALOKWY TIUPAVWY Xtalovtal.
XG0V OAEC OL VEUPIKEG (VEG TIOU eyKATAAEITTIOUV TOUG KOXALOKOUG TTUPAVEG CUVATTTOVTOL
TOUAG)LOTOV pia popd pe opASeC KUTTAPWY Tou Bplokovtal PeTafd TNG YEPUPOTPOUNKLKAG
£VWONG KoL Tou peoeykedaiou.

O tpamneloeldng mupnvag SExXeTaL (VEG amo Tov KOLALAKO KOYALAKO TtupRva amo tn pia
TAEUPA KoL XopnVel iveg otov €€w Anuvioko tng AAANg MAeupdg. To ocUVOAO TNG Avw glaiag
Séxetal iveg amd tov OUOMAEUPO KAl TOV ETEPOMAEUPO KOXALAKO TIUPHVOL KAl Xopnyel veg
oToV TUpNVa Tou £€w Anuviokou kot oto Katw S1dVpLo. OL muprveg Tou £€w Anuviokou
S€xetal lveg amod To payLaio Kol KOWALOKO KOXALAKO Tuprva, Tov Tpaneloeldr) muprva Kal To
cUUMAeyPa TG Avw ehalog, evw xopnyel tveg oto KATw SLEUMLO KOL OTO £0W YovaTwSOEC
owpa. MovomAeupn Bapnkoia Sev Suvartal va pokAnBel amd BAARN TwV MUPHVWV AUTWV.
To k@tw 88V ULO Yopnyel iveg kupiwg oto éow yovatwdeg cwpa. Toa ddvuLla twv dvo
TIAEUPWV €X0UV TTOAAEG cuvaelg peTafl TOUC KAl PE TO SIKTUWTO oXNUATLONO. O SIKTUWTOC
OXNUOTIWOMOG Bewpeitol OTL elvol Baclkd cUoTNUO €AEYXOU TOU KEVTPLKOU VEUPLKOU

CUCTAMATOC Kot OTL BonBd to PpAoLd otn Sladoyr TwV CNUATWY TIOU €X0UV ChUAGcio Kal TV
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avaoToAn GAAWV. ATO To £0Ww yovatwdeg owpa ot iveg oxnuatilouv tnv akouotikn deouida,
n omoia KATaANyeL ot KUTTOPA TNG Avw Kpotadlkig €Awag. Ou iveg mou xidlovtol
Bewpeital OTL amoteAolV TNV MPWTEVOUCA OKOUOTIKH 080, evw aUTEG Tou &g yLalovtatl
nailouv Seutepelovta poAo. Aoyw tnG apdlmAEUPNC AVTUTPOCWIIEUONG TNC AKONG OTO
dAoLo Tou eykedalou, n adailpeon Tou evog nuodalpiou Tou eykedpalou dev emnpedlel T
0KON, 0TV QUTH EALYXETAL ULE TNV TOVLKI OKOOUETPLA, EVW HELWVEL TN SLOKPLTLKA LKAVOTNTO
Tou aoBevoug.

Extdg amd TV KEVIPOROAO UTIAPXEL KAL N GUYOKEVTPOC KEVTPLKN AKOUOTIKA 080. Tveg
Tou HeTaBLPAlouv WOELG KOTOOTAATIKEG oOTn SpaoTnPELOTNTA TOU AKOUOTIKOU VEUPOU,
KOaTaAfyouv otn BAon Twv TP{WIWV KUTTAPWV Tou opydvou tou Corti. OL lveg autég
oXNMaTilouv KUplwg To eAalokOXALaKkO SepdTio, To omoio apyilel 0To CUMMAEYUA TNG AVW

ghaiag kat otig SU0 TAEUPEG.
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Bapnkoia

Oplopog Bapnkoiag

O 6poc Bapnkoia and Latpikr amodn umtoSNAWVEL TNV LEPLKA H TNV OALKA amWAELL

™ akonc. Katd katpoug €xouv 60Bei moAlol oplopol ywa thv amocadnvion twv Opwv

Bapnkotia kot kwdpwan. Mepikol and autoug avadEpovtal mopaKATW:

» Bapnkoa ovopdlovtal Ta ATopo ToU Tapotl SUCKOAEUOVTAL, OKOUVE OMAlD UE 1)

XWpPLG TN Xprion akouaotikoU (Mamadpdykou K, 1996).

Baprikoo maudi eival ekelvo mou eite popdel akOUOTIKO eite OxL, XwpPig va
eunodiletal SuokoAeVETAL OUWG OTN TARPN Katavonon tng YAwaooag (MaveAAnviog
ZUM\oyog ElSikwy otig Atatapaxég tou Adyou, 1985).

MNaidikn Bapnkoia elval évag 6pog Mou CUUMEPIAAUPBAVEL YEVIKWG TIG SLATOPOYES
TNG AKONG TIOU TIOPATNPOUVTAL OTA TIALSLA, ATIO TNV YEVVNOH TOUG HEXPL TNV OXOALKNA
nAia, avetdptnta anod tnv attia, To Babud kal Tov TUmo tng Bapnkoiag. O 6pog
OUWC VYEVIKA xpnoldomoleitat  ywa va 6nAwoel tnv  peydlou Pabuou
veupoalodntrpla Bapnkola N kKwdwon ota maldld mou MpokaAel: kaBuotépnaon N
OVAOTOAN OTNV aVATTUEN TwV LKAVOTATWY OMIALAG KAl ETIKOWVWVIAG KO, ETKTNTN
PUXOKLVNTLKN KOl TIVEUHOTIK KaBuoTépnon 1 ovaoToAr] otnv avamtuén Ttwv

LKOVOTHTWV OpAlag Kat emkowvwviag (HALadng, et al, 1988).

H Bapnkola emopévwg eival pia mabnon wg anotéAecua tng SUCAELTOUPYLAC TOU OpyAvou

NG 0KONG, TO OUG.

Kwdwon sival pa mabnon mou yapaktnpiletal and anouocia tng Asttoupyiag tou

alobntnpiou tng akong €€ altiag KANPOVOULKWY | €MIKTNTWV mapayoviwy. Aev amoteAesl

MOVO €val aKoUOTIKO TPORANUa adAd kal Puxohoylkd ylati €xel cOPOpPEC EMUTTWOELS OTNV

OAn Yuxikn €€EMEN evog atdpou. Kwda yapaktnpilovial Ta ATOHA TIOU HE N Xwpig

0KOUOTLKO &gV akoUve TNV optAia (Mamadpdaykou K, 1996).

Kwdo Aéyetal éva maldi 0tav akoUOUETPIKWE Slamiotwvetal MARPNG ENewdn g
0KOUOTLKA G Aettoupyiag (HALGdNG, et al, 1993).

Kwdog eival To dtopo mou site popdasl akouoTikd eite 0xL, Sev avtihapupavetal tv
OoUtAia pE TNV akor] Tou povo. KAvel xpron Kupiwg Tou omtikol KavaAloU ylo va
ovtiAndOel tnv opAloTwy CUVOUIANTWY Tou (VonuaTtikh f ypamth yAwooda,
XEWEOQVAYVWAON). ITIG TIEPUTTWOELG OUTEC AGUE VL0t KOUOTLKE OMWAELD TIAVW o

70dB (Aapmporovlou, OkaAidou, 1999).
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2.2. Mpocdloplopdg tou Badbuol Bapnkoiog

H mMoooTIKN €eKTIUNoN TNG OKOUOTIKNC LKOVOTNTOC TPOOSLOPIlETaL UE TNV TOVLIKN
akouvopetpla kal ekdpaletal o dB. Alakpivel tnv Bapnkoia avaloya e Tov oud0 TNG AKONG
o€:

¢ QuoloAOYLKA OKON: OE QUTHV €AV UTTAPXEL KATAVONON TNG OpAiag amd andotaon avw

TWV 6 PETPWV KAl N OKOUOTIKN ofutnta PBpioketal petaty 0 - 20dB kovtd oto OpLO TOU
duoLoloykou.

¢ EAadpLd Bapnkoia: otav undpxel ehadpld anwAela akong 21 - 40dB, n omoia Sev €xel

Kopta emBAaPr CUVERELA YLO EVO KOVOVIKO Ao SlavonTikhig andPewd atopo. Evéexouévwg
va onuelwBel kamola SUOKOALD TNG AKONG TNG KAKPLVNG OMIALaG. Ymdpxel katavonon tng
ouAiag 4 — 6 pétpa. H akouotikn ofutnta mBavov va BeAtiwBel pe Tn Xprion akouoTkou,
£av n anwAela mAnotdlel ta 40dB.

* Méon Bapnkoia: otav umdpyeL akouoTikn anwAeta 41 — 70dB. ¥’ authv TNV MeplTTwon

ylvetal avtlAnmtn amod To ATtopo UOVOo N Loxupng €vtaon tng ¢wvng. Tn péon PBapnkoia
UmopoUue va tnv Slakpivoupe: a) os Arua Bapnkoia (41 — 55dB). Eva dtopo pe altn thv
OKOUOTLKN OQVETMAPKELX OVTIAOUPBAVETOL TOV GCUVOMIANTI] TOU €AV QUTOC Oev  QMEXEL
TEPLOCOTEPO Ao 1 - 2 PETPa. Ie Teplmtwon SLaAoyLkiG oulnTnong To PapPrnKoo ATOUO EXEL
anwAela 50% twv Aeyopevwy, GV ol GWVEG TWV CUVOLANTWY TOU elval apudpEG 1 ol be
OoUANTEG PBplokovtal £€w amo to medio Tng opatotntag tou. B) e €vtovn Bapnkoia (56 —
70dB). Itnv mepimtwon auth n mpodoplky emikowvwvia kot kabe popdpng oulitnon Ba
TPETEL VA YiveTal e bLlaitepo Tpomo, ehpOoovV mapaTnPOUVTOL XOPOAKTNPLOTIKEG SUCKOALEC
og OAEG QUTEG TIG LOPdEG ETILKOLVWVIAC.

e YYnAnR Bapnkoia: otov UTIAPXEL AKOUOTIKN amwAsta 71 — 90dB. Eva dtopo pe vPnin

Bapnkota mBavov akovel povo duvath dwvn, mou dev anéxel neplocdtepo and 0,25 pétpa.
Mropel eniong va avayvwpilet nxoug tou meplPaAiovtog, va Slakpivel ta pwvrevta, oxt
OUWG Ta cUUdwva. H xprion akouoTikol o€ aUTr TtV nepintwon sival eruPePAnuévn.
¢ Kwdwon: dtav umdpxel akouoTik amwAeLa and 91dB kat mavw (Kpouotalakng I, 2005).

Awakpivoupe Tig €€n¢ empépoug Katnyopieg Bapnkolag os maldid avaioya e TO
Babuo amwAelag TG AKONC, OMWE TPOKUTITEL Altd TO HECO OPO TOU KATWTATOU Oplou Tng
0KONG oTL¢ Baolkég ouxvotnteg 500, 1000 kot 2000 HZ (PTA) :

% 15-30dB HL 2 ehadplad Bapnkotia (mild)

®

% 31-50dBHL - pétpla Bapnkoia (moderate)

®

< 51-80dBHL - coBapn Bapnkoia (severe)
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% 81-100dB HL = moAU coBapn Bapnkoia (profound)
«» 100 dB HL kot dvw =2 kwowon (total deafness)

TIOAU PELWHEVO OKOUOTIKA UTTOAEppOTA.

la touc evAALKEG oL avtioTolyeg katnyopieg Bapnkolag eival (Roeser & Downs, 1988):

¢ 10 - 26 dB HL= pucloAoyikn akon
® 27 - 40 dB HL= ehadpLd Bapnkoia

e 41 - 55 dB HL= pétpla Bapnkotia

® 56 - 70 dB HL= pétpLa mpog coPapr Bapnkoia

® 71 -90 dB HL= cofapn Bapnkoia

¢ 91 dB HL kat dvw= oAU cofapn Bapnkoia

H kwodwon Bploketal os emimeda 95 dB HL kat dvw.

2.3 Eidn PBapnkoiag

DuoLoAoyikr) aKoR: OTIoU N EVTaon Tou fXoU Kupaivetal ano 0-20 dB HL (ZwaBpa N, Zkeudg

A, 2009).
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gvtomniletal n Bapnkoia Tt Slakpivel og TPELC HEYAAEC KATNYOPLEC:

1. Bopnkola aywywuotntag, ormou n BAAPN odeiletal oto cUOTNUO OYyWYHG TOU fXOU

ord to neptBAaAov mpog To £6W OUC.
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2. Bapnkoia mou ovopdletal vevpoalodntipla n avttAnPews, n onoio odelletal os
BAAPN Tou €o0w wWTtdG, SnAadr Tou opydvou Tou Corti.
3. Bapnkola piktoU tumou, 6mou n BAABn odeiletal oto clUOTNUA AYWYLLOTATOG Kol

avtiAnP ewc Tou rnyou.

2.3.1 Bapnkoio TUoU aywyLHoTNTAC | AYWYNG

Ztnv Bapnkola aywylpotntag n BAAPN evtomniletal 0To cUCTNUO AywYyr g TOU NXou
Snhadn oto £€w 1 oto péoco auti. ETaL, n EVEPYELA TOU NXNTIKOU KUpatog mou $pOdavel oto
€ow autl elval ehattwpévn Adyou gunodiou 1 BAAPNG otov £EW AKOUOTLKO OPO (1.x BUoUa
KUPEANG), otnv Tupmavikn HepPBpavn (mx Sidtpnon), otnv dAuco twv ootapiwv (.
Stakomn ¢ aAUoOU | WTOOKANPUVON), TNV KOWAGTNTA TOU HECOU oug (T.x GUAAOYH UypOoU)
I OTNV guoTa)Llavh CAATILYYa (TL.X KATAPPOUC TNG EVOTAXLAVAG I} OYKOG Tou emiddppuyya Tou
anodpAceL TO GTOMLO TNG).

H Bapnkoia aywywuotntag eivat cuvibwg avaotpePiun (X kaboplopodg autiou,
dappaka,eyxeiplon) kot mpokaAel anwAela akong eAadppol €wg UETPLOU Tpo¢ cofapou
BaBbuov, dnAadn péxpt kat 60dB HL (ZwaBpa N, Zkeudg A, 2009). OL TAoxovTeg amd auto To
el6o¢ PBapnkoiag akopun Kol otnv mepimtwon mou 6ev Bepameutolv, pmopesl va €xouv
peyaAUtepo 0deNog amod T xpnoLhomnoinon evog akouotikol Bapnkoiag, ylati ekeivo mou
KUPLWG xpetalovtal eival n evioxuon tou nxou, edouévou OTL TO VeEupoaLoONTrpLO cUoTA
NG aKONG Toug eival pucloloyiko (Namadpaykou K, 1996).

Mabnoslg mou mpokaAoUv Bapnkoilo aywyLluotnTag sivol n efwteptkn wrtitda, n
neplyovipitida, n atpnoia, n SLATPNON TUMMAVLKAG UEUPPAVNG, TO £EWTEPLKO TpAUUA
(avwpalieg Tou £€w autol), n ofeia péon wrtitida, n xpovio péon Muwong wrtitda, n
EKKPLTLKN WTLTLO0, N WTOOKARPUVEN, TO XOAOOTEATWHAL.

Kata tnv Bapnkoilo TUMOU aywyLlloTNTAS N KAUMUAN TNG aywyng SLd Twv ootwv
glval ¢puololoylkn, EVw UTIAPXEL TTTWON TG KAUTUANG TNG aywyrg Tou AXou Slo Tou aépa
ormd TNV O0O0TEWVN. TO MEYLOTO TNG QMOMAKPUVONG Twv 600 KaumuAwv ocupPaivel oe
neplmtwon mMARPoUC SLAKOTIAG TNC aywyng Tou nxou kat ¢Bdvel éwg 50 dB HL (ZwaBpa N,
Ykevag A, 2009).

H Bapnkolo aywylpotntag omavia &smnepva ta 60 pe 70 dB kot auth n anmwAsla
umopet va BeAtlwOel pe akouotikd. OL XYoL 0ToV MACYXOVTO auTi UMAOKApOVTAL OMWG OTav
KOAUTITETAL QUTO ME TO XEpL. Otav Opwe n évtacn tou fxou auénbel kal ¢ptdoel oto £o0w

outi, To omolo Asttoupyel duololoyikd, tOte n akon amokabiotatal ¢ucloloyikd. H
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OTMWAELQ OKONC O€ QUTN TN Tepimtwon elval eAadpLd r HETPLA KoL OVOUATIETOL «OKOUOTLKN)

anwAela emadnc» (Zadepdatou, KovAotuma, 1994).

Tuyvotnta o€ Hz
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Ewova 11. Akoudypauua Bapnkoia TUMOU aywylUoTNTAC 1 AywyHG.

H KAWVIKN elkOva otnVv Bapnkola TUTToU aywyLluoTnTag mepltAapBavet:
o Modvog oto auTi i ekpor) uypou.
o EpuBpotnta f mpnéLuo Tou e€WTEPLKOU TUAUATOC TOU auTLoU.
o Mieon n aiobnon mAnpotntag péoa oto auti.

o Apudpn avtiAndn opiag kat AAwWY AXwV.

2.3.2 NeupoaioOntnplakr Bapnkoia f Bapnkoia avttAqPewg

H anwAela g akong umopel va odeiletal eite o veupoloytkn BAABN, SnAadn oe
SucoAeLToupyla TOU AKOUOTLKOU VEUPOU N TIOPELD TOU omoiou EgKvasl amd tov KoyAla Kol
KaTaAnyeL oto eyképalo ite oe awoBntnplakn BAGPN Tou opyavou tng akong, dSniadn oe
BAABn tou opyavou tou Corti (aloBnTnplakd TewWTA KUTTApa) ou Bpioketal otov koxAla.
Me 1t Bonbeia KawvoUpylwv SLOYVWOTIKWY aKOUOAOYIKWY HeEBOSwv , oOnwg n
nAsktpokoyAloypadia Kot To TPoKANTA SUVAULKA, AvVOUEVETAL 0To LEAAOV OTL Ba pmopel va
SamotwBel av n PAABn eilvat aweBntnplakn 1 veupoloyikr. MExpL OTYUAG N
veupoatoOntrpla Bapnkoto dev sival taowun (Kupladivng, 2005). Ta akouoTikd Bapnkolag

Sev amotelolv Tt AUon oe autr thv nepimtwon. AMa ouclaoTikd Bonbiupata onweg n

XEWAEoavAyvwon, N VONUATIKA YAWooo Kol yevikd n ekmoibsuon otn yAwooa, sival
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amapaltnTa yla Atopa pE veupoaloOBnthipla amwAsla akong (Zadeipdatou, KouAloLuma,
1994).

Jtn PBapnkolo tumou avtiAnPewg Tmapatnpeital n  Bla MTwon KATw Tou
duaclohoykol Kal ot U0 KOUTUAEG (a€pLvn KoL 0OTELVN), OTIOU CUUTILITTOUV UETALY TOUG
(ZwaBpa N, Zkevag A, 2009).
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Ewkova 12. Akouoypaupa Bapnkolia TUmou avtiAnPewc 1) veupoalodntipla .

Ou Bapnkoiec avtidnPewg Sltakpivovtal oe 4 TUTOUG avAAoya HE TO TUAUO TOU
KoxAla, oto omoio evtomiletal n BAGPN kot TN SLOPOpPETIK Hopd TOU OKOUOYPAUUATOC
(2kevag, Kaotavioudakng, 1995):

> BaogokoYALakog TUnog: napatnpeital oe BAABeg otn Baon tou KoxAla kal n Bapnkoia

adopad tig uPnAég ouxvotntec. TEtolou TUTIOU Bapnkoia mpokaAsi n mpecBuakouoia.

Luxvornra o Hz
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Ewkova 13. Akouodypauua Bapnkoiog BaosokoyAiakoU TUmou.

» MeookoYAMaKOG TUMOG: mapatnpeital oe PBAABN tng HECOTNTAG TOou KOYAla Kot n

Bapnkola avtiAnpewg adopd TG peoaleg ouxvotnteg. Tétolou TUMOU Papnkoia

gudavilel n véoog Meniere.
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Zuyvotnra o Hz
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Ewkova 14. Akouoypauua Bapnkoliog LecokoxAtakou TUmou

> KopudokoyAiakdg tUmog: mapotnpsital oe BAABN tg Kopudrg tou KoxAlo kat n

Bapnkola avtiAfPewg adopd TG YAUNAEG ouxvotntec. H vooog Meniere mpokaAel

T€Tolou TUTOU Bapnkoia.

>
Tuxvortnra og Hz
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Ewkova 15. Akoudypaupo Bapnkoiac kopupokoyAtakoU tUmou.

> NavkoyAakO¢ TUmoG: mapatnpeital oe BAAPN tou KoyAla og OAO TO UNKOC TOU Kal N

Bapnkolo avtiAPewg adopd 6Aec oxedov tic cuxvotnteg (ZwaBpa N, Ikeudg A, 2009)



-41-

Luxvotnta og Hz
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Ewkova 16. Akouoypauua Bapnkoiag rmovkoyAtakoU TUmou .

H kAwvikn elkova otn veupoatodntrpla rj avtiAnPewg Bapnkoia nepthapfavet:
e AuokoAla aKorG CUYKEKPLUEVWY TOVWY (ouvhBwg uPnAwv Tévwy / cuxvotiTwy).

o AvtiAnyn tng oA iag Kat AAwVY AXwV Le Tapapdpdwaon r xwpig eukpivela.
e AuokoAia otnv Katavonon g opAiag e mapouoia Bopupou.
e Akouopa gvog ouvexoUg 1 meplodikou koudouviopatog 1 Bouiopatog.

2.3.3 Bapnkoia QLKTOU TUTOU

Bapnkota piktol TUmou napatnpeital oe cuvduaopéveg TaBoELg TOU LECOU Kal £0W
autol, dnAadn otav cuvumapyxel BAABN kal oto cUOTNUA AYWYNAG TOU NXOU KOl OTO
clotnua avtiAnyng (ZwaBpa N, Ikevag A, 2009). H ootéwvn KalL n agéplvn KAUTUAN
Bplokovtal katw Tou duaclohoykol aAAd n agplvn epdavilel peyohutepou Babuol mrwon
amd tnv ootévn (AavinAidng, 2002).
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Ewova 17. Akouvoypaupa Bapnkoiag ptktoU tumou.



-42 -

3. Eménuiodoyia tng Bapnkoiag

H Bapnkoia sivat pla amod Tig mo ouxvég mabnoelg, pe cuxvotnta nepimou 1.9 ota
1.000 Gtopa €K YEVETNG. ITNV NAWKIO TWV TECOAPWY ETWV O aAPLBUOC auTog aulavel ot 2.7
ota 1.000 dtoua.

H ouyyevng Bapnkoia umepBaivel akoun Kal Ta TOCOOTA TNG TUPAWONC
QMOTEAWVTACG £TOL TNV TILO CUXVA TTABNOoN Twv alebntnpiwv opydvwyv tou avBpwrou. Emdpd
oe OAoug toug avBpwrmoug avefaptntou nAikiag kot ¢uUAou. MpooPdaAriel mepimou 70
EKATOUHUPLO avOPWTTIOUG MayKoopiwg Kal ar’autolg to 50-60% amnodidovial o YeVETIKA
aitia. Ta TMOCOOTA TEPLOTATIKWY ToU Ttapouctdalouv oAU peyahou Babuol ouyyevn
veupoalobntrpla Bapnkoia, oe maykoopo eninedo, eivatl uPnAd kat ¢Tdvouv TIG 4 oTLG
10.000 yevvnoelg, (Charles D. Bluestone, et al, 2014), evw YeVIKWC TO TIOCOOTA TNG
veupoalobntrpLag ouyyevoug Bapnkoioag etvat 1 otig 1000 yevvnoelg. Ztig HMA, n ouyyevig
Bapnkoia eival toco ouyvr mou unepPaivel oe mocootad tnv PalvuAkeTovoupia Kol To
oUvSpopo Down . Extipdtal ot mepimou 8000 maaldLd yevvioUvTal e LOVOTIAEUPN N ATILO-
pecaia apdimieupn SNHL kot dMa 4000 kdBe xpovo yevvioUvtol Pe Kamola popdn
ocoBapng apdotepomieupng PBapnkolog (Iris Schrijver, 2004). To TOCOOTA OUYYEVOUG
Bapnkolog, OTLG AVATTUCOOUEVEG XWPEG, TUOTEVETAL OTL £lval TTOAU peyaAUuTtepa, AOYW TNG
EMewng tou KaBoAlkou Neoyvikol EAéyxou Akong (KNEA). OL erumtwoelg tng Bapnkoiag
oTa TALOLA O TMPOOWTIKO aMA Kal o KOWWVIKO eminedo, otav Sev Aaupdvovral ta
KOTAAANAQ HETPA AVTLUETWTLONG, elval kataotpodLke (Charles D. Bluestone, et al, 2014).

210 unoAouto 40-50% TwV MEPLOTOTIKWY, N altia odpeiletol os meplBalAovTikoug
TAPAYOVTEG, OTWCE T.X Ol AOLUWEELG TNE KUNOoNG amo dtddopoug Loug Kat Baktrpta (STORCH:
syphilis, toxoplasmosis, rubella, CMV and Herpes, ocUdiAn, tofomhdcuwon, epubpa,
KUTTOPOHUEYOAOIO Kal £pmnta), n wrtotoflkoTnTa bapudkwY Kol  KUplwg Twv
OULVOYAUKOGLS WV, N TPOWPOTNTA, O VEOYVLKOC TPOUMATIONOG, N umepxoAnpebpuvatpia, n
TLEPLYEVVTNLKN UTIOEELD, O UNXAVLKOG AEPLOUOG OTLC LOVASEG EVIATIKAG Beparmeiag veoyvwy.

Ouwg, ot meplparloviikol mapAyovieg eAAaTwvVovVTal OAO KOl TIEPLOCOTEPO OTN
ocuvelodpopd avamtuéng TG ouyyevoug veupoalodntrplag Papnkoiag , 600 n texvoloyia
TiPOXWPA Kol oL cuvlnkeg Slafiwong Kal evnuéPwong Tou Kolvol KaAutepelouv, eVw Ta
VEVETIKA QiTLO UE TO TEPACHA TOU XPOvVou KataAappdavouv OAo Kol MEPLOCOTEPO MOCOCTO

otnv attioloyia Tng ouyyevolg veupoatoBntrplag Bapnkoiog (Simon Angeli, et al, 2012).
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Prelingual Hearing Loss (1/500)

, .

| Acquired/Environmental (20%) l Genetic causes (80%)
| Syndromic (20%) l Nonsyndromic (80%)
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Ewkova 18. [Nooootd Kal aLTieC OUYYEVOUC MPOYAwOOLkN¢ Bopnkoiog aTi¢ AVETTTUYUEVEG XWPEC.

ATO TO TEAN TOU TPonyoupevou alwva, o KaBoAkog Neoyvikog EAeyxog Akorg
(KNEA) eival Stadedopévog toco otig HIMA 600 Kal o apKeTEG XwpPeC Bopeiou Eupwrmng.
Méow auTtou elvat Suvatr n dLayvwon tng Bapnkoiag o MPWLUO OTASLO KOL N AVILLETWITLON
™G KAtaotpodlknG emidpacn¢ tng ot eUAoyo Xpoviko diaotnua. H umoloyllopevn
ouxvoTnTa Uoviung audimievpng Bapnkolag, pe BAon Ta OTOTLOTIKA dedopéva TTou £€Xouv
nipokUPeL amno tov KNEA , eivat 1,33/1000 yevvroelg {wviwy veoyvwy. H emavainyn tou
KNEA oe matbid tou dnpotikol Seiyxvel avénon Tou mocootol autou mou ¢Bavel ta 2,83
ota 1000 madid kot otn petémnetta ednpPeia ta 3,5 ota 1000 madia. H avénon avtr twv
KPOUOUATWY O€ OXE€on HE TNV nAKio ouvdéetal pe TNV enidpaon Twv MepLBAANOVTLKWY
TAPAYyOVTWY OAAA KUPLWG PE YEVETIKOUC TTAPAYyOVTeC Tou &gV €XOUV EVTOTILOTEL Kal Tou
emdpolV 0TO HETAYAWOOLKO avamtullako otadlo. Mo kamola €idn Bapnkoiag, Omwg m.x. To
ddaopa Twv dlaTapayxwyv TG KEVIPLKNG AKOUOTIKNAG enefepyaoiag, & Umopel va yivel Tedikn
Slayvwon ota veoyévvnta, Kabwe og autd Sev €(ouv avamtuxBel KON oL YAWOOLKEG TOUC
tkavotnteg (Anna M. H. Korver, et al, 2016). Ou mAnpodopieg mou €xouv kataypadei kat mou
£XOUV VO KAVOUV HE TNV EMLKPATNON TNG ULETayAwoolkn¢ Bapnkoiog mMoAAEG dopEc elval
avtiBeta.

ITIG XWwpeG ou Sev epapUOleTaL TO TTPOYpappa KOOOALKOU VEOYVIKOU EAEYXOU QKONG,
TOo TToooOoTA epdaviong Bapnkoiag molkilouv. XTI UTIOCOXAPLEG TIEPLOXEC TNG AdPLKAG
¢dtavouv 19 ota 1000 veoyévvnta kot 24 ota 1000 veoyévvnta otn Nota Acia. H

ofloonuelwtn auty Oladopd ovAausco oTnv EmiMTtwon ouyyevolg Papnkoiag oTiLg
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OVETITUYHEVEG XWPEG TIoU £dapudlouv Kol OTIC OVATITUCCOUEVEG Tou Sev edapuolouv
KNEA, odeileTal oTnV QVEMAPKELO KPATLKAG TIPOANTITLKAG TIOALTIKNG HEPLUVAG AOYw EAAELYNG
TWV KPOTLKWY TOPWV KAl OTOV aUENUEVO TTOGOOTO EUPAVLIONG TapayovTwy Kivduvou (Anna
M. H. Korver, et al, 2016) onwg n €ANAewpn kaBoAkoU gpBoAlacpoul, ot AoLUWEELS amo Loug,
n mpocoBoAn amd unviyyittda avefoptitou attioloyiog, n €kBeon o wWTOTOELKOUG
TIAPAYOVTEC Ko N HeyAaAn ¢ptwxeta. To 1/2 oxeddv Twv MEPUTTWOEWV TN Bapnkoiag ival
ATMOTPEYLUEC, VW TO 30% mepimou Twv madlwyv pe Bapnkola €xouv KAmola GAAN YVWOTLKN

SuoAettoupyla kat eidog avannpiag (G.Paludetti, et al, 2012).
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4. AtlonaBoyevela tng Bapnkoiog

4.1. KAnpovouikn Bapnkoia

H kAnNpovouLlKOTNTa KATEXEL pUla Eexwploth B€on péoa otn MANBwpPo Twv OLTLWY
TIou euBUvVovTaL yla TNV gykatactocn Bapnkolag. ITIC OVATTTUYHEVEC XWPEG TOUAAXLOTOV TO
50% Twv MEPIMTWOEWVY TNG Bapnkoiag odpellovtal os yevetika altia (Marazita, et al, 1993).
‘0c0 BeAtiwvovtal ot cuvenkeg TG SnUdoLag UYELAG, TA TTOCOOTA AUTA AUEAVOVTAL CUVEXWG
00NywVTaG £TOL O PELWON TWV TIOCOOTWV TWV MEPUTTWOEWV Bapnkoiag mou odeilovtal o
MoAUvoelg (Marazita, et al, 1993).
O akpprc mpoodloplopog TG KANpovoulkng Bapnkoiag eival SUokohog. H kKAnpovopikn

Bapnkoia odpelleTal o YEVETIKEG AVWHAALEG yLa TLG omtoleg uTteUBuva sival:

. FoviSlakeég HETAAAAEELG TpokaAoUUeveG amo Tnv emibpaocn efwysvwv
TIAPAYOVTWV.

. MaBoAoyika yovidia.

. ZuvSUaOoUOG TWV TIOPATIAVW: e€WYEVWV TIEPLBAAAOVTIKWY TTAPAYOVTIWY Kol

TtaBoAoyLKwV yovidiwy.

Elval 8Uokoho va pavteé el KATolog ag OTL adopd T oTACLMOTNTA | TNV €EEALEN TNG
Bapnkolog. Auto yla To omolo prmopole va SWOOUUE [Lo OXETIKN StopePaiwon sival ot
Sev avapévetal mepaltépw emBpaduvon tng Papnkolog oTLG MEPLTTWOELG TTOU TIPOKELTAL YLa
ouyyevy avwpoAia (m.x umomAoocia tou koxAla). Otav mpokeltal ylo SlayvwopEvn
KAnpovoLKkn attia, TOTe n yovidlakn evioAn adopd tnv gvepyomnoinon tou ekdUALOTIKOU
HUNXOVLOUOU OTO OKOUOTLKO Opyavo, TIOU £lval TaUTEPOG OTLG OPLUEG LOPPEG KANPOVOULKAG
Bapnkolog. Etol ot OYtueg popdec TtaxUtepa Kol oL mpwipeg s€ediocovral Bpadéwg
(HALaéng, et al, 1993).

Mapadelypa oAuyoviSLakng vOooU TIoU apoUoLAeL LEYAAN ETEPOYEVELA Elval N
Kwowon mou odelletal oe yeveTika aitia. Eva GAAo mapddelypa amoteAel Kal To yeyovog
OTL KABe ATOUO TIOU TIACYEL amod to oUvdpopo Waardenburg (WS) tomou 1 6ev ekSnAwvel
OAOL T XOPAKTNPLOTIKA OMwG cuvodpuwpéva Tofa 1 etepoxpwiia g iptdog. H Omapén
QUTNAG NG TOLKIALOG OTOUG YEVETIKOUC TOMOUC TIOU EMMAEKOVTOL OTNV aoBévelo €xel
TIPOKOAECEL UYXUON o€ TOAEG UEAETEC TNG YEVETIKAC TNG Bapnkoiag, adotou Umopel os
gva yoviblako tomo va udiotavtar moMamAd oAAnAopopdo Ta omoilo va £XOUV WG
anotéAeopa va divouv oAU SLadopeTikol GaLvoTUTIOUC EVW CUYXPOVWES UETAANGEELG
oe Sladopetikd yovidlo pmopel va mpokalécouv (Sla KAWLKA elkova. H  Slyevig

KAnpovopLkotnTa anoteAsl éva tpavtaytd mapdSelypa aUTAG TG MOAUTTAOKOTNTOC OOV yLa
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va UTtapxel €vacg $alvotumog, Y Kwdwaon TPEMEL va cuvumapfouv SUo HeTaANAEELG o€
OUTOOWHLKA UTIOAELTIOMEVA yovibla, Tty cuvumapén petdAaéng tou GIB6 kot GJB2 oe un
ouvdpoukn Bapnkoia (Vona Barbara, et al, 2015). Eniong umopel évag datvotumog va eival
SLAKPLTIKOG Kal va Unv eudavileTal oTn GUYKEKPLUEVN YeVLA SidovTag £TOL TNV evtUTTwaon OTL
n vooog €xel eCoheldpBel. H petdM\aén mou PEpel TETOLA XAPAKTNPLOTIKA AEYETAL OTL
g€akohouBel ateln Stetodutikotnta. (Charles D. Bluestone, et al, 2014).

‘Exel mapatnpnOet peyahn mpododoc avadoplkd HE TNV avayvwpLon Twv yovisiwy
TIOU gUMAEKOVTAL OTNV ek&AAWON TG vOoou, Tap’0Ao TG SUoKOoALEG TTou avtipeTwrilouv ol
ETUOTNMOVEG OTNV EPEUVOL TNG YEVETIKAG autloAoyiag tng Papnkoiag. Kat n poplakn
TPOCEYYLON TNG YEVETKNG emibnuiloAoyiag tng Papnkolag €xel oupPAarAel emiong oto va
€VTOTILOTOUV Ta aAAnAopopda mou guBuvovtal yla t Bapnkoia, evw n ouxvotnta Kol To
el6o¢ epdaviong Twv alnAopdpdwyv petafarlovial and MANBUCUO o TANBUCUO Kol Ao
nieploxn oe neploxn (Simon Angeli, et al, 2012).

H kAnpovopikn popodn Bapnkoiag mapouolalel peyaio evpog Baputntag, amnod
Ama €w¢ MoAU ocoPapou PBabuol Bapnkoia. uvAbBwg ol cuvdebepéveg pe To X Kal oL
OUTOOWHLKA UTIOAELMOUEVEG €XOUV TNV TAon va gpdavilouv peyalutepn cofapotnta
6nAadn moAU peydlou PBabuol veupoaioBntrpla PBapnkoia mpoyAwoolkol TUTOU (oL
Bapnkoleg Tou X XPWHOCWHATOG UMOPEL va gUMEPLEXOUV Kal Bapnkoia aywyLluotntag n
MLKTOU TUTOU) art’OTL QUTEG TIOU KANPOVOUOUVTOL UE OUTOOWHLKO ETUKPATH TPOTO TOU
ouvnBw¢ gudavilovral PLETAYAWOOLKA KAl HE ULKPOTEPO coPapol Babuol datvétumo. Ot
MOPPEC AUTOOWUOTLKAC UTIOAEMOUEVNG Papnkoiag odeilovial oxedov AMOKAELOTIKA O€
BAABeg tou KoxAla (veupoaloBntrpla Bapnkoia) kal cuvnBwg eival oL Mo coPapig,, ot
avtiBeon pe TIG oUVEPOULKEG LopdEC Bapnkolag oTLg omoleg n anwAela akong opeiletal o
Sopikég BAAPeG Tou €wTepLkoU 1 HECALOU TUAHOATOC TOU QUTLOU N} 08 CUVOUOOUO SOULKWY
BAaBwv tou auTlol cuyxpovwe pe PAABeC Tou koxAla (Petit, 1996). Ol popdég Bapnkoiag
Tou odeilovtal o YeVETIKA altia pmopel va £xouv otadlakn eEEALEN, Kol O oxéon e TO
XPOVO €UdAVIONG TOUC UMOPEL va MOPOUCLOOTOUV OE VEOYVLKA NALKia, PEXPL Kol oTnv
maLdikn nAtkia. OL mpoodeuTikEG popdEg Bapnkolag SuokoAsUouv £va peyAAo TOCOOTO TOU
avBpwrivou mAnBucopou (Simon Angeli, et al, 2012).

H yevetkn tg Bapnkolog Staywplletal os pn ouvOpopLKEG HopdEC Kal o€
OUVOPOUIKEG HOopdEG, OTIC Omoleg N AmMWAELA aKONG CUVOEETAL He €vav aplBud GAAwv

Slatapoywv.
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4.1.1. Zuvdpopwkn Bapnkoia

Ot ouvOpouLkéG popdEg TG Bapnkoiag umoAoyiletal otL amoteAouv to 30% Twv
TEPUTTWOEWY HME VYEVETIKN alTlOAOylol Kol OXETI{oVTalL HME OCUYKEKPLUEVO  KALVIKQ
XapaKtnploTka. MNepimou 400 cUvSpopa pe Bapnkoia £xouv neplypadel (Gorlin, et al, 1995)
kot yia ta 30 mepimou and autd £xel mpoodloploBel To yeveTiko attio tng Bapnkotioag (Petit,
1996) (Resendes, et al, 2001). & kamola amno ta cuvdpopa n Bapnkoia epudavilel peyain
ETEPOYEVELA KOl OQUTO odeidetal oe moAAamAd oAAnAdpopda. Autd onuaivel OtL Ta
aAAnAopopda umevBbuva yla autrh tnv acBévela elval mMoAAA av kot n acBévela eival
povoyovislakn. lNa tnv eUpeon Tou yoviSlokoU Tomou otov omolo odeiletal n Bapnkola
Tou epdavilel KAmolog aoBevG, TPEMEL VOl EETAOTOUV MPWTA TA KALVIKA XOPAKTNPLOTIKA

TOU GUVSPOLOU AUTOU yLa [La TILO OTOXEUMEVN avixveuon (Simon Angeli, et al, 2012).

4.1.1.1. AUTOCWHLKA ETUKPATIG CUVSPOULIKN Bapnkoia

4.1.1.1.1. 0vépopo Waardenburg

To ouvépopo Waardenburg mou avakaAUdBnke to 1951 amod tov Petrus J.
Waardenburg sudavilel pia ocuxvotnta 1/4.000 yevvAoelc Kal ival n mo cuxvr] popodn
ouvSpoukng Bapnkotag. Alakpivetal os 4 TUTOUG:

O tomog | yopoktnpiletal amod veupoalcBntiplo Papnkoia, Aeukn amoxpwon HOAALWY,
KnAlbec otnv (plda, ocuvévwon ¢pudlwv oTn HECN YPAUUR KOl UTIEPTEAOPLOUO £va
daLvopEVO aUTO YVWOoTo we dystopia canthorum mou €xet va KAVEL Ue AVWUAAO OXNUATIONO
Twv PAeddpwv Tou Bplokovtal MEPLUETPIKA Tou 0dOaApol. H ouxvotnta gudaviong tng
vooou kupalvetal 1:10.000-20.000. MetdAAa€n oto yovidlo PAX3 mou kwdikomolel évav
peTaypadIKO TOPAYOVTO EIVOL N YEVETIKA OLTLOL TOU CUVSPOUOU auToU.

O tnog Il Swadépel amd tov | SLotL dev epdavilel uneptehoplopd. To  15% Twv
TMEPUTTWOEWY Tou TUTOoU Il odeiletal o petaldelc evog yovidiou MITF mou mailet
ONUOVTIKO pONO OTNV QVATTUEN TWV HEAAVOKUTTAPWYV. EmumAéov, Kal HeTaANGEslC Tou
yoviSiou SNAI2 mou kwdikomolel pla mpwteivn mou oxnuatilel SaktvAoug Peudapyvpou os
KUTTApA TNG VEUPLKAG akpolodiag, mpokaAolv to cUvEpouo tumou .

O tumog Il mou ovopdletol Klein-Waardenburg mapoucidlel tov i8lo ¢otvdtumo pe To
oUvVSpopo TUmou | pe emumpocBeta tnv UToAAcio Twv Avw dkpwv. To umelBuUvo yovidlo

Ttou Tipokael tn vooo sival kat edw to PAX3 . H mpwrteivn tou PAX 3 amotelel petaypadikod
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TLOPAYOVTA TIOU QVAKEL OTNV OLKOYEVELO TWV OVOPWILVWY pax TIPWTIEIVWY, Ol TIEPLOCOTEPES
Twv omoiwv &xouv pla meploxn 128 apwoléwv. Mavw amd 50 SladopeTikEG LETANALELG
£€xouv Kataypadel oTo oUYKeKPLUEVO yovidlo amo TI OTmoieg TpokaAouvtal tTa cuvdpoua
tumou 1 kat 3. Ot petaAAGEeL auTEC Umopel va eival eAAelelg, nonsense ,spice-site, akoua
OHWC Kat TARPNG EAAeLn Tou yovibiou (Read Andrew P, Newton Valerie E, 1997).

Yrdpyet eniong katl €vag tomog IV yvwotoc wg ouvépouo Waardenburg-Shah oto ormoio
gpudaviletal emutAéov Kal n voocog Hirschsprung. Aev KANPOVOUEITOL HE OUTOOWULKO
UTIOAEIOEVO TPOTIO Ot avtiBeon He TOUG AANOUC TUTOUG. TNV attlomaboyEvela Tou
OUYKEKPLLEVOU OUVOPOUOU gumAEKovTal Tpla yovidia: n evéoBnAivn 3 (EDN3), o umodoxéag

B tng evboBnAivng (EDNRB) kat to SOX10.

H Bapnkoia oto cuvdpopo autd gudavilel olKIAOPOpPLa a0 OLKOYEVELAL OE OLKOYEVELQ,
OAAQ KoL aVAPESA OTa ATopa TNG 16Log owkoyévelag. O Tumog | epdavilel cuyyevh Bapnkoia
0€ TO000TO 36-66%, evw otov TUMo |l autd to mocootd dtdvel 57-85%. MiBavéotata to
atopo va mapouotalel Suoxpwiia os mavw and 1 onueio kat n Papnkoia va eivatl coPfapou
BaBbuou, apdotepdmAcupn, aAd otabepr O0TO XPOVO. T AKOOYpAUUOTA cuvBWS N TTITwaon

okong adopd Tig xapnAég ouxvotntec. (Charles D. Bluestone, et al, 2014)
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MOLECULAR CLASSIFICATION OF WAARDENBURG SYNDROME

Typel Autosomal Dominant Bondu and ¢ al, 1999
Tyell — WS2A M/If 13 Autosomal Dominant T\as_;ab‘e'hj‘i”_et._al., _1'994
Tyell W28 - Ip2l-pl33 Autosomal Dominant Hughes d all994
Typell  WS2C - 823 Autosomal Dominant Seli(ornj‘e}”ﬂall‘.,‘ZOOZ'
Typell — WS2D SNA/Z il Autosomal Recessive _‘Sﬂén(hez-Mavrtin_e_t_’a‘l‘.l, 2002
Typell WO 50)(/0 213 Autosomal Dominant Bondurand ot al., 2007
Typelll - WS3 PAX3 2036.] Autosomal Dominant or Recessive Zlqt_ngra_gt al, 1995
TyelV- WS4A  FONRE 130223 Autosomal Dominant or Recessive An@“et al, I995‘

TypelV WS4B EDN3 20q13.32 Autosomal Dominant or Recessive ‘E‘d‘e»ry_gt‘gl.“, 1996
TypeN— WS4C 50)(10 2013 Autosomal Dominant Ri‘nlgaqll'tﬂe”t‘a'l‘., I998

4.1.1.1.2. 30vépopo Alport

MpokeLtol yla vooog Tou KoAAayovou TUTIou IV e XapaKTnpLoTIKA CUUMTWHATA:
onelpopatovedpitiba pe alpatoupia, Bapnkoio kat Statoapoxeg opaong. MNMpdho mou oto
80% Twv TEPUTTWOEWV TO TPOTUTIO KANPOVOULKOTNTAG akoAouBel cuvdedeuévn pe to X
KANPOVOULKOTNTA, UMOPEL VA KANPOVOLELTOL KOl UE QUTOOWLKA ETILKPATI 1 UTTOAELTIOUEVO
xapaktipa. It HMA n cuxvotnta gudaviong tou cuvdpdpou sivatl 1:5000. Ta kpitrpLo
Slayvwonc sival kupiwg to akoAouBa:

1) OLKOYEVELOKO LOTOPLKO alpatouplog Ue N xwpic spdavion xpoéviag vedplkng
OVETIAPKELAG.

2) LoToAoyLKEG OANOLWOELG OTN BACLKI HEUPBPAVN TWV OTIELPAUATWY TWV VEDPWV.
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3) mpoodeuTiky veupoalabntrplo¢ Bapnkoia otig vPnAég ouxvotnteg mou eival

ouvhBw¢ TPooSeUTIKY oTNV MOLdLKN NALKiaL.

4) kakwon odpOaApov.

Alport syndrome:

Hereditary nephritis characterized

by glomerulonephritis , end stage kidney disease,
and hearing loss. Alport syndrome can also affect
the eyes (lenticonus).

The presence of blood in the urine (hematuria) is
almost always found in this condition.

Ol petaMhdtelc oto yovidlto COL4ASH eival n attia ekdnAwaong tou cuvdpopou
Alport mou eival ouvdedepévo pe to X TUTO KAnpovopunonc. To koAAayovo tumou |V
amnote)el To KUPLO CUCTOTLKO TWV BACIKWY HEUBPAVWVY TOU 0PBAAUOUY, TwV VEDPWV Kal TOU
£0W WTOC KAl lvol OMOTEAECUO TOU TPLUEPLOMOU SladOpwv CUVSUACUWY TWV 6 HopLwV
tumou IV koAayovou. EAAelPn TNG MPWTELvNG aUTAG £XEL WG OMOTEAEGUA TNV OALKA N TNV
HEPLKN eAATWON TOU TPLUEPLOUOU TOU OUUTIAOKOU 3-4-5 oTIg POOLKEG PEUPPAVEG TwV
OVWTEPWY AVATOULKWYV Souwv. Exouv aviyveuBel meploodtepeg amd 300 SLopopeTIKES
MeTOAAGEELG, amo autég to 9,5-18% eudavilovtal wg véeg petallagelg ( Charles D.
Bluestone, et al, 2014).
Onw¢ eival avapevopevo, o Galvotumog Tou cuvSpOHoU TIPOUGCLATETAL TILO CUXVA o€
OPOEVIKA ATopa, AOyw Tou TUTIoU kKAnpovounong. To To XOPOKTNPLOTIKO CUUMTWHA TNG
vooou eival n otpatouplo Kat OAo Ta ATopa KOTAARYouv oto TEAOC ot Xpovia vedplkn
ovemdpkela. H povn Siadopd petald Twv acbevwv outwv elval o xpovog Tou Ba

pecoloproel pExpL n vooog vo $BdoeL o tehko otddio (Charles D. Bluestone, et al, 2014).
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Alport Syndrome
T T S N )

C O0L4A3 2036.3 Autosomal Recessive Mochizuki et al., 1994

COL4A4 2036.3 Autosomal Recessive Mochizuki et al., 1994

COL4A5 Xq22.3 X-linked Recessive Barker et al., 1990
4.1.1.1.3. z0vépopo Stickler

O Dr. Gunner Stickler To 1965 peAétnoe kal ouykévipwoe SeSopéva yla TIG
KAWVIKEG €KONAWOELG HLOC OLKOYEVELAG ylad 5 OAOKANPEG YeVIEG, T WMEAN TNG omolag
napoucialav CUUNMTWHUATA TTOU 0€ KateUBuvav os cuvdpopo, onwg Bapnkoia, oxlotia kat
puwrnia (Charles D. Bluestone, et al, 2014). To oUvdpopo auto amoteAel kKAnpovopoUevn
Slatapayn Tou OUuVOETIKOU LOTOU LE OKEAETIKEG Kol OPBAAUIKEG avwpalieg, evw
TapoucLalel Kal LopdOoAOYLKEG SLATAPAXEG TOU TIPOCWITOU.

H vooog auth, ue cuxvotnta sudaviong 1:10.000, yvwotn kol oav cUvSpopo

Stickler (SS), odelhetal og petalatelg mou £xouv AdBel xwpa ota yovidia: COL2A1 yia to
oUv6popo Stickler tomou |, COL11A2 yia to cuvdpopo Stickler Tomou Il kat CO11A1 ywa to
oUvSpopo Stickler Tomou I, yovidia ta onola KwdlkomoloUv MPWIEiveg yLa tn olvBeon Tou
KoA\ayovou tumou |l kat IX.

Ta Baclkd CUUMTWHATA TOU cuVEPOUOoU TIou B£Touv tn Sldyvwon eival:
N UTOMAQOLA TNG HEONC YPOUUAG TOU TIPOCWTIOU, N CUYYEVAC Luwria mou eival otabepd
vdnAn, n BAABNn oto vaAwdég ocwpa, n maltdikn apbpondbela os mMpwipn dacn. Meydin
£TEPOYEVELA TTAPOUCLAloUV N GALVOTUTILKY €Kdovan Kal N YOVOTUTILKN attodoyia (Wwvn 2,

et al, 2007).
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Stickler Syndrome
T e N

STLI COL2AI 12q13.11 Autosomal Dominant Ahmad et al., 1991
STL2 COLTTAI 1p21 Autosomal Dominant Richards et al., 1996
STL3 COLIIA? 6p21.32 Autosomal Recessive/Dominant Vikkula et al., 1999
STL4 COL9AI 6q13 Autosomal Recessive Van Camp et al., 2006
STLS COL9A? 1p34.2 Autosomal Recessive Baker et al., 2011

O TUmog SS | €XEL XOPAKTNPLOTIKO TNV €UdAvIon HEMBPavwWdous UaAWSOUG CWHATOG GTOV
odBaAuo kol odeiletal oe petadlaén tou yovidiou COL2A1. O tumog |l mapouoldalel
povasikoTnTa: Sev SlamoTwveTaL N UTapén TG MEPPPAVNC 0To VOAWSEG oW, ETELSH TO
yoviblo dev ekdppaletal og auTOV TOV LOTO Kal odeileTal oe PeETAAAEELS TUTTOU Missense 1
eMeilelg oto yovidio COL11A1. O tUmog SS Il odeiletal oe petaAAd€el oto yovidlo
CO11A2. To voAwdeg cwHA G QUTO Tov TUTO Ttapouctdlel acuvnblota maylEg (veg mou
UIopoUV va eVTomLotouv o opBaApoloyikr e€€taon.

H Bapnkoia oto ouvépopo Stickler pmopel va eival kabe eidoug: veupoaiobntnpla,
aywyLlLotnTag N Uikth. Otav n Bapnkoia eival aywyluotntag, n dtatapaxn oxetiletal pe tnv
oxlwotia otov oupavioko. H veupoaloBntrpia Popnkoiot €ival mlo ouxvry o ATopA
peyaAltepng nAkklag kat n maBoloyio tNg Sev €xel akopa TANPWC OSLEUKPLVLOTEL
MBavotata va UumApXouv avwHOAIeEG oTto KOAayovo Tou €0w wWTO¢ N alayr oto
XPWUOTLOTO €MLONALO TOU €0w WToC. O tumoc Il epdavilel Bapnkola petpiou mpog coPapou
BaBuou, o TUMog | pmopet va £xeL dpuacloloyikn akon n povo Amou Baduol Bapnkoia, evw o
tumog Il Bploketal kamou evdidpeoa (Charles D. Bluestone, et al, 2014) (Simon Angeli, et al,

2012).

4.1.1.1.4. 30v6popo Treacher Collins

To atopa Pe To cUVEPOUO AUTO KSNAWVOUV AVWUAALEC OTO TPOCWIO KAl TO
kpavio. Emiong o ¢poawvotumog tou cuvdpopoU autol mepAaUPBAVEL KAl AVWUOAN OVATITUEN
™G Avw Kol KATw yvaBou omwc umomAocio (UywUOTIKWY (aVTLHOYYOAOELSEG TTPOOWTELD),
pLkpowTtia apdotepomAeupa, Hikpoyvadbiopo, Sucpopdieg otov 0pBaAUS dnwe KoOAOBwua

™¢ iptdag, atpnoia owcodpdyou. Mrmopel va spdaviost Bapnkoio pktoly TOTOU 1 Kabapd
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veupoatodntnpiov tUmou, | Uropel va sival aywywotntag os mooootd 30% (Charles D.
Bluestone, et al, 2014). Ta d&topo mou SlLaAylyVWOKOVTOL HE AUTO TO CUVSPOUO cuXVA
urtoBaM\ovtol o  TIOAAEG  XELPOUPYLKEC ETMEUPAOCEL  QMOKOTAOCTAONG TIOU  OTAVLAL
Slopbwvouv TNV avwpaiia auth oto péyloto. To TCOF1, mou KwOLKOTOLEL TNV MPWTEIVN
treacle, eival to yovidlo mou guBuvetal yla tnv avamntuén tou cuvdpopou autol (Trainor

Paul A, et al, 2009).

Treacher Colling Syndrome

TCOFI TCOF 5032-033.] Autosomal Dominant DIXOﬂ el al., 199
TCOR2 POLRID 139122 Autosomal Dominant Dauwe_rse etal, 2010
TCOF3 POU(/C op21.1 Autosomal Recessive Dauwe_rse et al.. 2010
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4.1.1.1.5. 20vépopo Branchio-Oto-Renal (BOR)

O Melnick mepléypae to olvSpopo autd To 1975 cav pla TOutOXpOvn
EUPAVLION AVWHOALWY OTA WTO KOL 0ToUC Vedpoug pe cuvumapén Bpayxlakwy Kuotewv. H
ouxvotnta spdavionc tou cuvdpopou autou eival mepimou 1/40.000 veoyévvnta Kol
guBbuveTal yLa To 2% Twv veoyEvwntwy He TIOAD cofapol Babuol Bapnkoia-kwdwaon. To
£€w oUG TapouoLalel OVWHOALEC OMWE OTEVWON Tou €W OKOUOTLKOU TOPOU, UIKpwTia,
Suopopdieg. To €ow oU¢ eudavilel duomlaocia Tou KoxAla evw Suopopodieg, oOnwg
Suopopdla Twv ootapiwy  cuvévwon Toug, epdavilel emiong kot To PEco oug. OL aoBevelg
pe ouvdpopo BOR pmopet va €xouv umonmAaocia NULKUKALWY CWANVWY i SLEUPUUEVO aywyo
™¢ aibouoag kat Tou koxAla.

To TLO XOPAKTNPLOTIKO KOL CUXVO YVWPLOHA Tou ouvSpdpou eival n Bapnkoia
mou tnv eudavifouv to 90% mepimou Twv TpooBePAnuUévwY aTOpwY. Mmopel va eival
Bapnkola veupoaloBNTAPLOG 1 AYWYLHMOTNTAC 1 KOL MLKTOU TUTou oto 50%. To 25 % €xetl
TMPOOJEUTIKA avamntuén tng Bapnkoiag, evw to 33% eudavilel cofapou Babuol Bapnkoia.
Bpayxlokeég KUOTELC Kol ouplyyla ekdnAwvovtal oto 25% twv atopwv, evw Hmopel va
UTIAPXOUV Kol GAAa Seutepelovta POLVOTUTIKA YOPOKTNPLOTIKA OMWG TIX aVWUOAN

avamntuén Tng KATw yvabou.

O EYA1l eival éva amd ta umevBuva yovidia yia tv ekdniwon t¢ vooou. Amotelsi

opoloyo yovidio tng Drosophila yia tnv anouvcia opBaipwv. To yovidlo auto amoteleitot
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ord 16 g€wvia mou KwSLKOmolouy pLa pwteivn 559 apvoééwv. To 1/4 twv atOopwv pe
ouvépopo BOR eudavilel petalatelg oto mapamdvw yovidio. AMa dUo yovidia Tou
oxetilovtal pe tnv eudavion BOR kat mou avakaAldOnkav oxetikd npoadarta eival to SIX1
kat SIX5. Ta yovidla autd oxetilovtal pe tn Asttoupyia Twv yovidiwv EYA kat PAX otn

pUBULON TNG OpyaVOoyEVEDNCG.

Branchio-Oto-Renal Syndrome
o e ot
8133

BORI YAl Autosomal Dominant Abdelhak et al, 1997
R SIS 1913.32 Autosomal Dominant Hoskins et al,, 2007
Unknown 1031 Autosomal Dominant Kumar et al,, 2000
BOR3  SWI 14q23.] Autosomal Dominant Ruf etal, 2003
4.1.1.1.6. Neupolwwudatwon

Ot Neupolvwpatwoelg TUToU 1 Kal 2 gival YEVETIKA VEUPOSEPUATLKA VOO LaTO
TIOU KANPOVOUOUVTOL PE AUTOOWHOTLKO ETUKPATNTLKO TPOTMo. H ZBavvwpdtwon Bswpeital n
Tpitn Kal o omavia popdr Neupoivwpdtwonc. Ta tpia voonuata Stad£pouv we pog Ta
KALVIKA YOPOKTNPLOTIKA KOl TNV YEVETLKN aLTiaL.
H Neupolvwpdatwon Tomou 1 (NF1), 1 oMwg Noocog Recklinghausen, €xel ouyvotnta
gudaviong moykoopiwg 1 otig 2.500 pe 3.000 yevvroelg. H vooog odeiletal o petaAAAEeLg
Tou yoviSiou NF1. To yovidio NF1 BpiokeTal oto xpwpoocwpa 17 kol mapdyel pa mpwteivn
mou  ovopaletal  veupodiumpopivn  (neurofiboromin) 3 veupoivwpivn, g
KUTTOPOTAOOUATIK TIPWTEivn Tou ekdpAleTal KUplwg OTOUG VEUPWVEC, OTa KUTTOPO
Schwann, ota AsukokUTttapa Kot oto oAlyodevdpokUttapa. MNpoKeltal yla TPWTeivn ue
oykoKaTooTaATik &pdon Tou pubuilel apketég evdokuttdpleg Stadilkaocieg, OmMwe ta
poplakd povordtia RAS-cyclicAMP, tng adevulikng KukAdong,ERK/MAP kwaowv, Kobwg

eniong kot Siepyooieg mou adopolv TNV PUBULON TNG KUTTOPLKAC OVATTUENG KOl TNV
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OUYKPOTNON TOU KUTTAPOOKEAETOU. Miaw petaAlagn tou yovidiou NF1 mpokalel amwAesla

QUTNG TNG MPWTEIVNG, e ATOTEAECO T KUTTOPO VA avamtuaoovtal ypryopa. H NF1 eival

ULl TOAUGUOTNUATIKA Statapayr), HE KUpLA KALVIKA XOPAKTNPLOTIKA TIG KadeEYAAAKTOXPOES

KNALSEC oTo S€ppa Kal Ta KahonBn veuplvwpoTa.

Ta kputipla mou B€touv T SlAyvwon TNG VEUPWWHATWONG tumou 1 (amattovvral

ToUAdyLotov 2 ) elval:

o Kadeyalaktoxpoeg knAideg d€puatog

(6 TouAdylotov, >5mm ota maldld, >15mm oToug EVAALKEC)

o  Doakideg coug BouPwWVEG I OTLG LOLOYAAEG

e T\olwpa TOU OomTIKOU VEUPOU

o  Mahaka oykidia avw 1 kATw amnod to Séppa - Neuplvwpata ( 2 TouAdylotov )

o  Miukpa oykiSla otnv iptda tou odpBaApou - OTidLa Lisch ( 2 Touldylotov )

o QotikEG BAABEC - mapapopdwoels ( Suomhaoia opnvoeldouc, Peudapbpwon KAm)

o Mabnolakég SuokoAieg Kal SLOTAPAXES

o Miukpo avaotnua, AcuvnBiota peyalo péyebog kedaAlou

e [laoxwv cuyyevng lou Babuou

A. Café au lait spots

B. Neurofibromas (cutaneous
diffuse plexiform)

C. Skinfofd freckling

D. Optic glioma

E. Lisch nodules

F. Sphenoid wing dysplasia/
pseudoarthrosis

G. First degree relative

"o
B}

C. Skinfold freckling

D. Optic glioma

R

A. Café au lait spots

E. Lischnodules  F. Sphenoid wing dysplasia/ pseudoarthrosis

3,0 6 O 0r®
T YarT=re] =1 o

G. First degree relative
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H Neupoivwpdatwon Tumou 1 pmnopet va eivatl KAnpovoptkn 1 oto 50% Twv MEPUTTWOEWY VAl
gudaviotel otov aoBevr) XWPLG OLKOYEVELOKO LOTOPLKO (de novo). Eva matdi mou kKAnpovopet
™ petaMagn Ba ekSnAwoel Tn vooo, n voocog dnAadn, £xel mAnpn SlelodutikotnTa. e
OX£0N LE TOV YOVEQ TIOU ETILONG VOOEL, N KALVLKH €LKOVO OUWC prtopet va Stadépel. Navw amno
500 Sladopetikég HETOANGEELC £xouv evTomioTel oto yovidlo NF1, n kaBepia og MOAU HIKpO
TI0000TO a0BevWVY. OL LETAAAAEELG pUmopEl va eival LETOAAGEELG LOTIOUATOC, VOUKAEOTLOLKEG
OVTIKOTAOTACELG, TIPOCONKeES 1 eAAElEL;, evw UMOPEL VOl UTTAPXEL OKOUA KO EAAELUOL
oAoKkAnpou tou yovidiou.
H Neupoivwpdtwon Tomou 2 (NF2) elvol €va aUTOOWHATIKO ETUKPATNTIKO VOONUQ, LE
ocuyxvotnta epdaviong nepimou 1 ota 30.000 dtopa. To KUPLOTEPO KALVIKO XOPOAKTNPLOTIKO
elvat n avamtuén Oykwv TOU VEUPKOU ocuotriuatog (atBouclaia  ofavvwpara,
MNVIYYLWHOTO, €EMEVOUUWHUOTO, 0QOTPOKUTTWUOTA, veupwwpata). H Neupolvwudtwon
TUmou 2 odeiletal oe petalAdtelc tou yovidiou NF2. To yovidlio NF2 mou mapdyel pia
Mpwteivn mou ovopdletal pepAivn (merlin) Bploketal oto xpwpoowua 22. H petdAagn tou
yvovibiou NF2 mpokalel amwAela tng HEPALVNG TIOU €XEL WG CUVEMELA TNV OVEEEAEYKTN
KUTTOPLKN avantuén. Neplocotepo amod to 50% Twv acBevwv KANPOVOUOoUV pia HeTAAAAEN
and évav yovéa TIOU €MIONG VOOEl, VW O GAAEC TIEPLTTWOELG Umopel n petaMaén va
eudavioTel o€ ATOUO XWPLG BETIKO OLKOYEVELAKO LOTOPLKO YLa To voonua (de novo).
Ta SLaYVWOTLKA KPLTHPLA TNE VEUPLVWHATWONG TUToU 2 gival:

1. AudotepOmAeupa AKOUOTIKA VEUPLVWHATA 1

2. AKOUOTIKO VeUplvwUa KOL TIAOYWV cuyyevng 1lou BaBuou n

3. MNaoxwv ouyyevng lou BaBuou kat 2 amd ta akdéAouba: pnviyyiwpa, veupivwua,

yAolwpua, oBavvwua, KatoppAKIng.

e nAwkia mepimou 20 etwv ekdnAwvovtol T TMPWTA CUUMTWUATO TNG VOOOU ToU
T(POKUTITOUV Ao TO OXNUATIONO alBoucaiwv oBOVVWHATWY (AKOUCTIKWY VEUPLVWUATWY)
KoL ota SU0 AUTLA, TTPAYUA TTOU EMNPEALEL TIG TTAnpod opileg AXOU Kol LooppoTtiag:

e [lpoodeuTikn AMWAELO OKONG EWC KWPwaon

e EpPogc wtwv

e Alatapax£g Loopportiag

e [ltwon Mpoowmnou

e  Alwdieg kat aduvapio ota Gvw KoL KATW akpa

e AMyog

e Alatapax£g 6pacng
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H XBavvwpdtwon BOswpeitalt n tpitn kat 1o omavia popdry Neupoivwudtwonc.
Xapaktnpilletal amod tnv avantuén moAAAMAWY oRAVVWUATWY, TTAPOopoLa e Toug aoBevelc
pe Neupoivwpdtwon Tumou 2, ald xwpic apdimieupa albouoiaia ofavvwpata, Kal
enevbupwpata. MetaAldéelg ota yovidia SMARCB1 kat LZTR1 mou Pplokovtal oto
XPWHOoWHA 22 gumAékovTal otnv epdavion tng vooou. Alydtepo amod to 20% twv acbevwv
ME ZBavvwudtwaon €xouv évav yovéa Tou emniong vooel. AMNoL aocBeveig epdavilouv pa

METAAaEN de novo, xwpig va €xouv, SnAadn, yovéa Tou va VooeL.

4.1.1.1.7. 20vépopo Goldenhar

To oUvSpopo Goldenhar amoteAel omdavia kAnpovoulkry voéco¢ otnv omola
TAPATNPELTAL NUUTPOCWTIKA ULKpOowHia ou epdaviletal pe tn yévvnon. Ta CUUMTWUOTA
KOLL TOL XAPAKTNPLOTIKA QUTAG TG Statapaxng molkilouv avaioya tn cofapdtnta Tou Kabe
neplotatikol. Ol avwpalieg mou epdavilovral otoug acBeveic autolg oxetilovral cuvBwg
ME TG yvaboug, To otoua,Ta {UYWHATIKA, Ta WTd, Toug odbBaAUoUG Kal Tt OmovOUALKA
otnAn. Ztnv mieoPndia autég oL duopopdieg evromilovtal HOVOTAEUPA, AV KoL UMOPEL
Ouw¢ 10-30% TwV ATOUWY HE QUTO TOo cUVEPOWO va eUdavioouv Kal oTlg SU0 TTAEUPEG TOU
CWHATOG QUTA TO XOPOKTNPLOTIKA HE TN Ui mAeupad va ta epdavilel o évrova, cuvnowg n
6e€1a. OL avtpeg MPooBAANOVTAL TILO GUXVA OO TLG YUVOLKEG.

2Ta XOPAKTNPLOTIKA TOU oUVOPOUOU auTou, MEpaA amo thv ateAn Slamlaon g
MLOG TIAEUPAG TOU TPOCWITOU OVAKEL KoL N KpwTia, n umomnAaoia tng KAtw yvadou Kal Tou
{uywpatikol, n gudavion MpowTtlalwy EMAPUATWY OMWG KOL OVATOULKEC AVWUAALEG oTn
omov&UALkn otrAn. Mmopel va epdaviotel kat KoAoBwa oto 50% Twv neputtwoswy (Sethi
Reena, et al, 2015). To oUvdpouo Goldenhar €xeL cuoxetnBel kol pe TNV gudavion
Bapnkolog, Kuplwg TUTOU aywyluoTnNTaG av KOl HIOpel vol UTIAPXEL KoL KATOLOG

veupoalodntrpLog mapayovtoc (Scholtz AW, et al, 2001).
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Amo ta undapyxovta Sedouéva, 6cov adopd tnv altia tng aobévelag, dpaivetot OtL PAAAOV
gival moAuyovibLakn vooog kot va odeiletal og 51aPopPouC TTAPAYOVTEG. ITIG TIEPLOCOTEPES
TIEPUTTWOELS UTIAPXEL LOTOPLKO TNG VOOOU OTNV OLKOYEVELD KOl olyoupa UTIAPXEL KATIOLOU
€l6oug KANPOVOULKOTNTAC , TO TUO TUBOVO QUTOOWULKA UTIOAELTTOMEVNC N ETLKPOTAC
kAnpovopwkotntac. H ouxvotnta tou ouvdpdpou motkidel amd 1/3000-5000 pe 1/2500-
40000 atopa avdaloya tov mAnBuoud mou peAetdatat (National Organization for Rare

Disorders https://rarediseases.org).

4.1.1.1.8. Xuvépopo Crouzon, Apert, Pfeiffer

To oUvépopo Crouzon sival pia omavia vOoog Mou emdpd oTNV QVATTUEN TOU
kpaviou. Av kal omdvia mabnon map’oAa autd, otav TNV £XEL £vag amo Toug U0 Yyovelg,
unapxet 50% touAdylotov mBavotnta va kKAnpovounBel og omolovdnmote anoyovo.

To oUVEpOUO QUTO elval PEPOG HLAC YEVLKOTEPNG opadag mabroswv, Twv
KPOAVLIOOUVOOTEWOEWV Kal exwpllel and autn tv opdda ylati epdavilel kol Sucuopdia
oto poowTo. Madll pe To cUvSpopo Apert, AmOTEAOUV TA TILO YVWOTA cUVEPOUA TNG OUASAG
QUTAG.

Ta yoviSla mou evoyomolouvtal yla To cUVSpopo autd ival yovidia unelBuva
yla tv kwdikomoinon tou FGFR2 (umodoy£ag 2 Tou augnTikol mapdyovta Twy LVOPAACTWV).
‘Exouv kataypadel péxpl oTlyung 25 petaldaelg Tou umevBbuvou yovidiou mou suBuvovtal
yla o dawvotumno tou ouvdpopou Crouzon. Aoyw eudaviong SucpopdLwv oto PECO aUTL, N
Bapnkola mou gpdaviletal os autr TNV MEPTTWON €lval TUTIOU aywyLlpotnTac. 2to 1/3 twv
TEPLOTATIKWY Tapatnpeitol pun mpoodeutikn Bapnkola ald kot pkt Bapnkoia (Dorivaldo
Lopes da Silva, et al, 2008). Kamota and ta dtopo Unopei va sival oAU suaiodnta os
Aolpwéelg Tou péoou oug Kal va epdavilouv atpnola tou £€w akouotikol Topou (Orvidas

L, et al, 1999).
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Ta ouvdpopa Apert kal Pfeiffer mpokahoUvrtal ano petarlagelg tou iSlou yoviSiakou Tomou
KoL emopévwe amotelolv aAAnAdpopda tou cuvdpopou Crouzon. Ito ouvdpopo Apert

UTTAPXEL KOL OUVOAKTUALQ, EKTOG OO KPAVLOOUVOOTEWON (Www.omim.org).

To ouvépopo Pfeiffer mpokaleital kalt autd amd PeTtaAAdfelg otoug Loug yovidlakoug
TOmou¢. H ouvdaktuAla Kol n ouvVooTEWON £lval Ol XOPOKTNPLOTIKEG eKGNAWOELS Tou. H
mietoPndia Twv atopwy autwyv napoudtdlel Bapnkoia mou ToLKIAAEL avAueoa o PeTpiou
KoL coPapou Babuol oTLG MEPLOCOTEPEG MEPUMTWOELS. Mmopel va eival aywylpuotnTag aAld
KOL HLKTOU TUMoUu. Atpnola 1 otévwon Tou £Ew OKOUOTLKOU TIOPOU KOL OF MEPLKEC
TIEPUTTWOELG KAl UTIOTAAGLO TwV ootaplwv pmopel va epdaviotouy eniong (Vallino-Napoli,

1996).
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4.1.1.1.9. z0vépopo Charge

MPOKELTAL YLO YEVETLKO VOONUO HE UTOCOWHOTLKO ETLKPOTOUV XAPAKTPO TIOU
TPOKAAELTAL, KUPIWE KOl OTNV TUTILKA Tou Hopdn, amd petallagelg oto yovibio mou

kwdkomolei yta tnv CHD-7 (chromo domain helicase DNA-binding protein-7) mpwteivn.

CHARGE Syndrome
e cmectmn e oo

SEMAE 71921.11 Autosomal Dominant Lalani et al., 2004
CHD7 8g12.2 Autosomal Dominant Vissers et al., 2004

H ouyxvotnta tou cuvdpopou unoloyiletal os 1:8500-12000 yevvnoelg, pe dla
avaloyla petafl appévwy & BnAéwv. To akpwvuuLlo CHARGE amodidel Tn oUoXETLON PETALY
Tou kohoBwpatog (Coloboma), Twv kapdlakwyv avwuaAlwy (Heart anomalies), Tng atpnotag
Twv Yoavwv (Atresia choanae), tng kaBuotépnong tng avamtuéng & tnNg avénong
(Retardation of growth & development), Twv yevvntikwv avwpoAlwy (Genital anomalies) &
TWV WTIKWV avwpoAlwy (Ear anomalies). MNa tn Stdyvwon tou tumikol CHARGE cuvépopou
ol Blake et al BewpoUv OTL eival anapaitntn n mapouaia Touldxlotov 4 kUpLwy 1 3 KUpLWV &
3 eAaoooOVWVY KpLTnpiwv.

Ta KUpLa SLayvwoTika KpLeipla tou cuvdpopou CHARGE eival:

e KoloBwpa odpBalpou, audipAnotpostdous, iptdag, xopLoeldolg, knAidag rn diokou,
avodBaluia, pikpodBaAuia, anokdoAAnon apdipAnotpostdol (80-90%)

e JTEVWON I ATPNOLO XOOVWY TIOU UIMOPEL va elval eTepomAeupn R apdotepomAeupn,
00TLKN N MepPBpavwdng (50-60%) (cuoyetiletal pe moAuudpdapuvio)

e  AvWHOALEG KPAVIOKWY VEUPWV:
- unoopia  avoouia (90-100%)
IX/X-> SuokoAieg katamoong, elopddnon (70-90%)
VII=> ndpeon (etepomAeupn 1) audoteponieupn) (40%)

e E€w oug: kovtd 1 papdl MTePUYLO e HLKPO N KaBOAou AoBio, «KOUUEVN» EALKQ,
TPlywvn Koyxn, mpoPdlouca avBEAlka Xwpic ouvéxela pe Tov Tpayo, afabng
XOv6pog, cuvABwWC ACUUUETPLKOC (>50%)

e M¢éoo oug: Suopopda ootdpla pEocou WTdC (epdavion Bapnkoilag aywyLpLotnTag),
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e Fow oug: Suopopdog koxhiag (Statapayxn Mondini), pikpol 1 amouctalovteg

NULKUKALOL cwARVEG (veupoaloBntrpla Bapnkoia & Statapayxeg Loopporiag) (90%)

Ta eAdooova StayvwoTikda kptipla tou cuvdpopou CHARGE sivat:

>

V V V V V V

Kapdlakég Slatapayeg mou Umopel va elval omolouSnToTe TUTIoU OMwG: SladpayUOTIKES
avwuodieg, mabnoslc aoptikng PaABidag & aoptng. Ta meplocotepa OpwG Eival
TOAUTIAOKEG, OTwG lval n tetpaloyia Fallot (75%)

Aukootopa i Aaywyxethog (20%)

Tpaxeloolcodayko cupiyylo-olcodpayikn atpnoia, T.E.Z., H-tumou T.E.Z. (15-20%)
Nedplkég avwualies: povnpng 1 Kikpot vedpol, avwualieg B€ong, maivdpounon (40%)
Fevvntikég avwpalieg o appeveg: maAivbpopog opxLs, Hikpodalia, kpuPopyia (50%)
Avemndpkela av€nong: Bpaxv avaotnua (70%), avendpkela auvEnTikng opuovng (15%)
MNpoowrneio CHARGE: TeTpAywVvo MPOCWTO LE €UPU TIPOEXOV UETWIO, HEYOAQ MATLA,
Towtad Ppudla, meplotaclakd PAepapOMTWON, TPOEXOUCA PLVIKI PAXN ME TETPAYWVN
pWiIKN pila, TPoExov oapkwdeG eEWTEPLKO AKPO PLVIKOU Sladpaypatog (HeTatl Twv
pwbwvwv), Memaxuopéva pouBolvia, emimedn PEoN YPAUUN, MLKPO OTOMA, MLKPO
TtNYOoUVL, COUUHETPLO TTPOCWTTOU OKOMN KoL XWPLG IAPESN TIPOCWTTLKOU

MNaAapaia tuyn-hockey-stick (50%)

Xopaktnplotiky Zupnepldpopd ouvdpopou CHARGE: eppoviky ouumeplpopd o€
vVeapoTeEPA ATOUA, LOEOPUXAVAYKAOTIKA O LEYOAUTEPEG NALKIEG.

Nontiky kaBuotépnon (Ama f pEtpla): n mo ocofapn avamtullakrn kabuotépnon
OUCXETI(eTOL PE OVWHOAIEG TOU TOKETOU KoL HEYAAUTEPO PBaBUd OYPLUNG VONTIKAG
otépnong. OL acBeveic pe Slatapayec Tou £€0w WTOG Kal KOAOPwHa elval Ldlaitepa

nipooBePAnuévol (70-75%)
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4.1.1.2. AUTOCWLLKA UTTOAELTOMEVN CUVSPOMLKN BapnKoia

4.1.1.2.1. 30vépopo Usher

To ouvSpopo Usher, pue cuxvotnta 3,5 otig 100.000 yevvroslg, epdavilel peyain
ETEPOYEVELQ, TOOO ota yovidla unevBuva yla To avoTumo Tou cuvdpouUoU, OGO Kal oTa
KAWVIKA cupmtwpata. Navw amnod 16 yovidlakol TOmoL mou €xouv oXEoN KE TO CUVOPOUO aUTO
€xouv evtomiotel, and Toug omoioug pévo ot 12 elval meploxég mou guBuvovtal yla To
dawotuno. Ol KWSLKOTIONKUEVEG amo Ta yovidia autd mpwteiveg aAnAemidpolv petay
TOUG KOt SNULOUPYOUV peyaAa TTPWTEIVIKA cUUIAOKa in vivo (Mathur Pranav, 2015)

Ze avamtuén ouvdpopou Usher tumou 1D (USH1D) obnyouv ol PeTaAAAEELS OTO
yovidlo CDH23 oto yevetiko tomo DFNB12 mou kwdikomolel tnv nmpwteivn cadherin 23. To
oUvSpopo Usher tumou 1D yapaktnpiletal ano veupoalodntrpla Bapnkoia, SucAettoupyia
™¢ aiBouoag kal apdipAnotposidonabela. H coBfapotnta twv acbevwy pe HeTAMaN otnv
nieploxn DFNB12 kupaivetal amd pETpla ewg oAU coPapr (Charles D. Bluestone, et al,
2014).

H nmpwteivn cadherin 23 éxeL mpotaBel OtL cuvdeétal pe TN SEOUEUON OUCLWV
OoTNV KUTTOPLKA HeRPBpavn, Kal autd eival epdavég amo tn dour tng aAAd Kal and tnv
opoAoyla mou TapoUaLAlEL e TG UTIOAOLITEG TPWTEIVEG TNG Katnyoplag authg. AmoteAsital
and Sladoxkég emavalnPelg 27 HOVOUEPWY KAl 0 POAOC TNG EXEL VO KAVEL e T S€opEuon
LOVTWV aoPeotiou otov e€wKUTTAPLO XWwPo. H MAeupd mou ival oTpoppUéEVn EVEOKUTTOPLKA,
oe avtiBeon pe TO TUAMO TNG TPWTIEIvNG mou PBploketal otov efwkuTtAplo XwpPo, Sev
TAPOUGCLALEL OUOLOTNTEG HE AANEG TIPWTEIVEG KAl £va amo Ta 6 efwvia ou KwdLlkomolouv
0UTO TO PEPOG propel va eSNAWOEL EVAANOKTLKO UATIOMA. EVAANOKTIKO HATIOHO OVOpAleTaL
T0 GALVOUEVO KATA TO Omoio Ta £€wvia evog yovidiou, Hetd tnv wpipavon tou MmRNA,
evwvovtal SLadopeTikd Wote va TPoKUEL pia StadopeTikn TMPWTEivn.
H evepyotnta tng cadherin 23 yla Tl 0TEPEOCIANLA CUYKEKPLUEVA KOL YLa TN A€LToupyia Tou
£0W WTOG yevikwg daivetol va eival moAl onpavtikr. Alddopeg peléteg Seiyvouv OtTL N
cadherin 23 kal n protocadherin 15 (PCD15) Bplokovtal otnv dkpn. H cadherin 23 amoteAel
TUAUA €VOG CUUTAOGKOU TIoU Snpoupyeital poll pe tn puooivn 1c kot ival cuoTOTIKO TNG
MUNXOWVLKAG EMAYWYNG TwV OTEPOCIAAIWY , SnAadH TNG LETATPOTNE TG KIVNONG TWV KPOGOWV
oe emaywyn onuatog (mechanotransduction apparatus). Oswpeital OTL AUTEG oL Kopudaieg
ouvbéoelc eival n eilcodog yla tnv umodoxn Twv pnxavikwv epebiopdtwv (Charles D.

Bluestone, et al, 2014). OAe¢ oL OLKOYEVELEG TIOU TOPOUCLALOUV QMWAELA akong AOyw
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peTtdMaéng otov TtOmo DFNB12 espdavitouv petaddagelg tomou missense, SnAadn
OVTLKOTAOTAON PAONG OTO YEVETIKO UAIKO UE OITOTEAECUO VO TIPAYETOL KN GUVWVUHO
KWOWKOVL0. ATIO TNV OAAN Opwe ta dtopo pe ouvdpopo USHID esudavidouv petardielg
TUmou nonsense  (Kwdlkomolnon  €vog  OULWVOEEWG-ONUOTOG TOU  TePHATIleL TN
MpwteivoouvBeon, mou mpokaAeital dtapécou alayng tng Baong evog voukAeotidiou),
splice-site (Slaypdadetal, npootibetatl 1 aAldlel 0 aplBPOG Twv VOUKAeoTISiwY KATA TN
Sapkela wpipavong tou RNA), i missense (aAAayr otnv KwSLKOMoinon Tou apLvoEEw mou

TiPOKOAELTAL HEOW aAAQYNG HLag BAong , evog voukAeotidiou).

MOLECULAR CLASSIFICATION OF USHER SYNDROME

Genomic

h Autosomal
Lol USHIA - 14q32 utosq - Kaplan et al., 1992; Gerber et al., 2006
] Recessive
Usher —\cuis mvoz 11q135 QO Weil et al,, 1995
| Recessive
h A |
USherenic  uswic 1pis.) Musoms Verpy et al, 2000
] Recessive
h |
Usher cuip  comzs 10g22.1 Sutosons Bolz et al, 2001
| Recessive
h A |
IS i | = 221 iRDsoma Chaib et al,, 1997
] Recessive
Ush Autosomal
T USHIF  PCoHIS 10g21.1 o Ahmed et al., 2001, Alagraman et al., 2001
1 Recessive
h A |
USher  \eHiG  sans/usHIG 1725.] e Weil et al,, 2003
1 Recessive
UShe cHiH - 15q22-23 Atosoleal Ahmed et al,, 2009
1 Recessive
Ush Autosomal
ST USHI)  SeeNote A 1525.1 o Ahmed et al,, 2009
| Recessive
h 10p11.21- A |
Lsher USHIK - Sl utoso_ma Jaworek et al., 2012
1 q21.1 Recessive
Ush Autosomal
ST USHA  UsH2A 141 S Eudy et al,, 1998
2 Recessive
Usher Autosomal Hmani-Aifa et al., 1999, ***retracted: see Hmnai-
2 it ] = Sha 282 Recessive Aifa et al., 2009
h ADGRVI /VLGR1/GPR A |
Lshet USH2C AL Ll 5q14.3 utosqma Weston et-ah; 2004
2 Note B) Recessive -
Ushe Autosomal
" USHD  WHRN 932 g Ebermann et al,, 2007

2 Recessive
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Ao TO yeyovoC auto umopel va avtiAndBel kavel¢ tn oxéon HeTaly ¢oalvotumou Kol
YOVOTUTIOU OTNV EUAVLON TILo ooBapwv KAWVIKWY ekSNAwoewv avaloya Ue tn cofapotnta
™NC aAAayng OTo OTOoi0 TO CUYKEKPLUEVO yovidlo umokettal. OAec ol HeTaAAGEeELG TUTIOU
missense mou odnyoLv og ¢atvotumo DFNB12, mpokaAoUv aAAayr OTO TUAUA TNE MTPWTELVNG
mou PBpioketal otov eéwkuttaplo xwpo. Mapdha autd &g daivetal va UTAPXEL KATTOLO
OUVKEKPLUEVO onueio péoa otn yovidiakr alnAouyio mou va emiSExetal TIG METAAAAEELG
OUTEG, TIOPA TO YEYOVOG OTL N UeTaAAaén oto yovidio CDH23 esival Siadebopévn oe
OLKOYEVELEG IOV Pplokovtal og StadopeTikol MANBucuoULg. AUétL paivetal o davotumog
DFNB12 eival amotéAeopa aAAAywv OTL( TIEPLOXEG TOU KWOLKOTOLOUV TUAMATO TNG
MPpWTelvng Tou ektiBevtal €€w amd to KUTTAPO, evw oto dawvotunmo USHID, allayég
gvtomilovtal KoL oTnV TEEPLOXH| TIOU BAETEL TIPOG TOV EVOOKUTTAPLO XWPO.
‘Exouv meplypadel tpeig TUmoL tou cuvépopou Usher:

O tomog 1 e TIG €€NC XAPAKTNPLOTIKEG KAWVIKEG EKONAWOELG: ouyyevnc Bapnkoia peyaiou
Babuol fw¢ kwowon, MANPN anwAela tng atbouoaiag Asttoupyiag Kol MEAQXPWOTIKA
apdLBAnotpocibondbela pe TPOPBANUA TEPLBEPLKNG OpAONG TIOU Mmopel va un yivel

QVTIANTITO TNV TpwTN SeKaeTia, (Xpwuoowua 14932).

Hearing Loss Vision Loss
Retinitis
Abnormalities Pigmentosa
) in the Inner Ear
' R\ <& ]
@W’
Normal Retina
Born Deaf Progressive
Vision Loss
Newborn Adolescence
USHER SYNDROME TYPE 1F

O tUmog 2 otov omolo £XoUpe ULKpoU £w¢ peoaiou Babuol Bapnkoia xwplc anwAela tng
atBouaoaiag Aettoupyiag (xpwpdowpa 1g32).
O tomo¢ 3 mou yapaktnpiletol amd SuoAsitoupyia alboucaiov CUOTAUATOC KAl QAo

g€eAlooOpEeVN TPOOSEUTIKY veupoalodntrpLa Bapnkoio (xpwuocwpa 3g21-25).
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4.1.1.2.2. 20vépopo Pendred

To unevBuvo yovidlo mou oxetiletal pe tn Bapnkoia, to SLC26A4 BpiokeTal oto
VEVETIKO Tomo DFNB4. MetaAAdéelg oto yovidlo SLC26A4 mpokaAolv to cuvdpopo Pendred
TIOU €lval TO TILO KOO cUVSpPopo Tou TipokaAel cuvdpoptkn Bapnkoia kal gival umtevBuvo
yla to 10% tng mpoyAwaoaoikn ¢ Bapldg popdng Bapnkoiag otoug avBpwrmoug.

H mpwrteivn pendrin ival petadopéag aviovtwy mou ekdppaletal ota KUTTOPA
Tou odalplkol Kot eAeUTTIKOU KuotiSiou, otov evoAeUdIKO OdKko Kal Topo Tailovrag
ONUOVTLIKO pOAo oTn pUBULoN TNG opoldoTacng TG Aépdou oto éow auti. Emiong n mpwteivn
QUTN UTIAPXEL oTa KUTTapa Tou Bupeoeldoug adéva kal puBuilel tn por tou wbdiou ot
autov (Charles D. Bluestone, et al, 2014). BpoyxoknAn pmopet va epudaviotel o€ apKETEC
TMEPUTTWOELS, aAAA ouvnBw¢ Ta Atopa elval euBupeoelSIKA KOl HOVO Of KATIOLEG
TIEPUTTWOELG Ttapatnpeltal avénon Tng £KKpLong tng BupeoeloTPOTIOU OpUOVNG Kal owg

ekbnAwOel urtoBupeoeldlopog. (Gomez-Pan A, et al, 1974).

Pendred Syndrome
T T

SLC26A4 10223 Autosomal Recessive Everett et al., 1997
FOXII 5035.1 Autosomal Recessive Yang et al,, 2007
KCNJ10 123.2 Autosomal Recessive Yang et al,, 2009

To ouvépopo Pendred xopoktnpiletal amd SOUIKEG AVWHOALEG TOU €0Ww WTOG,
onw¢ gudavion Steupupévou LdpaywyoL TG atBolong Pe 1 xwplg duomAacia tou kKoxAia,
BpoyxoknAn pe ductoroykd emineda Bupeoeldikwy oppovwy Kal and coBopol Babuou
opdotepomAeupng veupoalodntiplag Bapnkoiag (>90 dB). H Bapnkoia sival mPoodeuTIkn
MOVo oto 15%. Ot UETAAAAEELG OTO OUYKEKPLUEVO yovidlo SLC26A4 elval cuyva attia yua

0OTLKEG avwpaAieg (Charles D. Bluestone, et al, 2014) (Simon Angeli, et al, 2012).
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4.1.1.2.3. Nooog Friedreich

H Ataéia tou Friedreich gival pla omavia, KAnpovouoUUEVN, VEUPOEKDUALOTLKNA
vOoo n omola mpokaAeital and petaldayég oto yovidio FXN tou xpwpoowpoatog 9g13 mou
Kwolkomolel . mpwteivn yvwot) w¢ dpatalivn. Itn HeyAAn TAELOVOTNTO TWV
TMEPUMTTWOEWV N atafia Friedreich mpokaAeital amo pa eméktacn TpvoukAeotidiwv GAA oto
TIPWTO E0WVLO TOU yovidiou tn¢ ppatalivng.

H vooocg Friedreich xapaktnpiletal and npoiovoca atatia, dnAadn aduvapia
OUVTOVIOMOU Twv Kwnoswv, ducapBpia, &nAadn Siatapaxr tng ouAiag n apbpwong,
TPOUOG TWV AKPWVY XEWpwv, MUikA aduvapia kal atpodia Twv KATW GKPWY Kuplwg,
napapopdwon NG OmMovOUALKNG OTAANG 1 TWV KATW AKPWY, OOTIKEG OVWHOALEG
(kupwokoAiwon, mapapopdWOoEL TEAUATWY, OUYKAMPEL]) HE aAVAYKN XELPOUPYLKAG
enéuPaong. Tuxva eudavidovtal kat ocakyopwdng SwafAtng (67%) kot umeptpodikn
puokapdlonabela (40%). Ta onuela Kol TO CUPMTWHATO TNG VOOOU EEKIVOUV TUTILKA OTLC
NALKieg petall 5 €wg 15 etwv. H vooog mpooBarAel mepinou 1 otoug 50.000 avBpwrmoug.
Inuepa otnv EAAGSa ekTLpATAL OTL oL 0.oBeveig avépyovtal og 100 dtopa.

Eviog Séka eTwv amo tnv epdavion g voéoou o acbevig amoAUel Thv
LKOVOTNTO QUTOVOUNG Kivnong, avefdaptntou Badlopatog Kal KaBnAwvVeTal o avamnpLlko
opatidio . O aoBevig mapalUel TPOOSEUTIKA, TO VEUPLKO TOU oUOTNHO KOTAPPEEL, epdavilel
Slatapay£g oupnong, MPOOSEUTIKY veupoaloBntrpla Papnkoia Kol XAVEL OTASLOKA TNV

LkovoTtnTa opAlag, 6paonG Kal KON KATA Ta teAevtaia otadla tng vooou.

Friedreich’s Atlaxia
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4.1.1.2.4. 30v6popo Hurler

To ouvépopo Hurler eival pwa cofapn popdn tg PAsvvomoAucakyopidwaong
tonmou 1 (MPS1), pag omaviog madnong tou HeTaBoALCHOU OMOU UTIAPXEL UTIEPPOALKN
OUCOWPEUCN TwWV PAEVVOTTOAUCOKXOPITWY OE AUCOCWHOTO TOKIAAWYV oTwy, Aoyw
OVETIAPKELOG AUCOOWHATIKWY eVIUUWV. To ouvSpopo Hurler mpokaAeital amd pPeTaAAayEG
oto yovidio IDUA mou odnyouv og mANpn avemndpkelo Tou eviUpou a-L-tdoupovidaong Kat
AucooowuLky cucowpeuon Betikng depupatavng kot Belikng nmapavng. O emumoAaouoc
ouvSpopou Hurler extipdral 6t eivat 1 ota 200.000 dtopa otnv Eupwrn Kat to mpoodOKLpo

{WNG TOU UELWUEVO.

Ol a.oBeveig Tov MPpwTo Xpovo TnG {wnG Toug apoucLalouy:

®  HUOOKEAETIKEG aMhayEég mou mepllappavouv xaunAo Ugog, moAlamAn Sucdotwon,
Bwpako-ooduikn KUPwon,

® TIPOOSEUTIKN TPAXUVON TWV XOPOKTNPLOTIKWY TOU TIPOOWIoU (MeydAo KedAAL pe
T(POEXOV HETWTITO, TITWON TNG PLVLKNAG YEPUPAC, YEUATES TIOPELEG KL SLoyKWUEVA XELAN)

o KAPSLOUUOTABELEC, AVATIVEUOTLKA KOl QlyYELOKA TIPOBAN HaTa

e veupoaloONTAPLO OTTWAELA AKONG

o Sloykwpéveg adevoeldeic ekBAOOTACELS, PLVLKEG EKKPLOELG

H avamtuélaky kabuotépnon ouviBwe mapatnpeitat petafd 12 kal 24 punvwv Kot

evrtomieTal Kupiwg oto AOYo UE TPOOSEUTIKA YVWOTIKN Kol awodntnplokn emdeivwon. H

uvbpokedpoahia pmopel va epdaviotel petd tnv nAkio twv 2 etwv. H B66Awon Ttou

kepatoeldoug evrtomiletal amd tnv nAkia twv 3 etwv. AAo mpoPAiuata mepthappavouy

opyavopeyaAia (nmato-omAnvopeyaAia) , KGAEG Kol unteptpiywon.
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4.1.1.2.5. 20vépopo Jervell — Lange — Nielsen

O eruotripoveg Jervell kat Lange-Nielsen to 1957 nepiéypadav €va cuvdpouo
ME TA €€NG XOPOAKTNPLOTIKA: €MLUKUvon tou Staotiuatog QT oto nAektpokapdloypadnua,
eUdAVION CUYKOTITIKWY EMELCOSLWY Kal ouyyevh kwowon. To cuvdpouo autd odeiletal oto
90% TwV MEPUTTWOEWY 0€ LETAANAEELG Tou yovidiou KCNQ1 kat to umtoAoino oto KCNEL. Kat
oL 8U0 peTaAlGgelg ekbnAwvouv autov To GavOTUTo, av Kol otav eival umevBuvo to
yovidio KCNE1, ta cupntwpata elval Atyotepo coPapd (Al-Ahmad Amin & Wilde Arthur AM,
2014). OL KWOLKOTIOLNUEVEG ATO AUTA T Yovidla TPwTelveG QMOTEAOUV UTIOMOVASEG
SLaUAwY WOVTWY KaAlou mou ekppalovial OTo £€0w OQUTL oTNV ayyewwdn towia Kol otnv

KopoLa.

Jervell & Lange-Nielsen Syndrome
C T

JNST - KNCQ [p15.3-15. Autosomal Recessive Neyroud et al, 1997
JN KCNET 221 Autosomal Recessive ~ Tyson et al, 1997 Schulze-Bahr et al, 1997

H veupoawobntrpla Bapnkoia eival coBapol £éwg moAl cofapol Pabuol (>90
dB), apdotepdmAsupn Kal mpoKaAsital ano tnv diatapaxn TG opoLdotaong tng Aépudou tou
€0W WTOG. MapoAo Mou n cuxvotnNTa Tou cuvSpdOUoU autol ota maldld HOALG ayyilel to

0,21%, Ba mpémel va &oBel Wdlaitepn onuaocia otn Sddyvwon tou ocuvépduou AdYw Twv
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kapSlakwyv SucAettoupylwv mou mpokaAel. H empnikuvon tou QT SlaoTApOTo UMopel va
TipokaAéoel appuBuieg, ocuykomn kat Bavato otnv madik nAkia. H Bepameia pe B-
adpevEPYLKOUG QVTAYWVIOTEC HELWVEL TNV TBavotnta Bavatou anod 71 oe 6% (Charles D.

Bluestone, et al, 2014).

4.1.1.3. ®@uloolvdetn ocuvdpouikn Bapnkoio

4.1.1.3.1. z0vépopo Hunter

To oUvSpopo Hunter 1 BAevvomoAuoakyapidéwon tomou Il (MPS Il) eival pia
TAdnon AUCOCWLKNG amoBrKeuong ToU TIPOKOAELTAL amo avenmdpkela (f amouaoia) tou
evlUpou iduronate-2-couldatdaon (I12S). Mpokettal yla cofapr yevetikn Siatapaxn mou
EMNPEALEL TNV LKAVOTNTA TOU OPYOVIOUOU vVa SLaoTd Kol VA AVOKUKAWVEL GUYKEKPLUEVOUC
BAevvomoAucakyapiteg, yvwotol wg yAukolapwvoyAukaveg (GAG). O GAG cuoowpelovtal
oTa KUTTOPO OAOU TOU OWMOTOG oTadlakd ennpedlovtag Tn AELToupylo TOUG Kol
TIPOKOAWVTOC TIOAUCUOTNUATLKA TIPOOoBOAr n omola ekdpdletal KAWLKA e Sladopoug
BaBbuol¢ Baputntag. Itn Paputepn popdn n emiPiwon eival péxpt ta 20 £€Tn, EVW OTNV NTILA
popdr dptavel pexpt kat ta 60 £€tn. O pubudg petaBacnc TG vooou amod To apxLlko otadlo
oTNV KAWLKA ooBapr) Hopdr) TOLKIAAEL EUPEWG KO TO CUMMTWLOTA Tou cuvdpopou Hunter -
6nhadn, n mapoucia kat o Pabuodc ekdnAwong - molkiMouv oe kaBe mepimtwon. Auto
g€aptdtal ano tn ¢von Twv YeVETIKWY HeTaAAGEswy ou kaBopilel TOoo TNV nAlKia TNG
gudaviong g vooou 600 Kal T coPapotnta tng maboloyiog.
To ouvépopo Hunter gival po dulooUvEeTn UTTOAELTIOUEVN KANPOVOULKN VOOOG.
AUTO onpaivel OTL TACXOUV HOVO Ta APPEVA TEKVA HIOC UNTEPA TIOU GEPEL TO TABOAOYLKO
yoviblo. H cuyvotntd tou umoAoyiletal petafl 1:100.000 kat 1:170.000 appéVwv TEKVWV.
H cupmtwpatoloyia tou cuvdpopou Hunter (MPS 1) dev gival yevikd epdavig
KOTA T Yévvnon, aA\d ocuvnBwe apxillel va yivetal alobnt PETA Ao To MPWTO £T0G TNG
{wng. H Bapltepn popdn eudoviletal MPWLHA, XOPOKTNELETOL OTO CUUUETOXH TOU
KEVTPLKOU VEUPLKOU CUOTHUOTOG HE gUdAvVIOn TIPOOSEUTLKNAC YVWOTLKAC embeivwong Kalt
£xeL SumAdola cuyvotnTa anod tnv OYLun nrotepn Hopdn.
e  XOpOKTNPLOTIKO TPOCWTElo: pakpoyAwaoaoia, mpogxovta umepodpua toa, mMAATLA
potn, Heydlec TmapelEC Kol maxld  xelAn  Adyw  evamdBsong  twv

YAUKOZQULVOYAUKQVWVY OTO GUVSEETLKO LOTO. INUOVTLKN £lval n avelpeon SEPUATLKWV
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OAAOLWOEWV XPWHATOG LBoudp, OTNV avWTEPN EMLPAVELAC TNG PAXNG KOL OTO TTAAYLA
TWV AVw AKpwv, oL omoieg Bewpolvtal MaBoyvwHOVIKEC yLa Tn vooo Hunter.
JWHATLKI OVATTTUEN: OL TTACXOVTEC TEALKWG £XOUV KOVTO QVAOTNHA, TIOPOTL TA TPWTOL
TEVTE £TN NG NAKLOG TOUG OeV UTIOAELTIOVTOL OE OXEON HUE TOUG KN TIAOXOVTEC.
Entiong epdavilouv pakpokedaia.

QtopvolapuyyoroylkeG ekOnAwoelc: YmepmAaoia adevoelbwv ekPAACTHOEWY,
umtepmAacia apuydaiwv, Bpayxog ¢wvng, aykUAwon otnv Kpotadoyvobikn
Slapbpwon, dlatapaxé¢ otnv  katdamoon. Kwowon — aywyllotntag Kot
veupoaLodntrpLa. AGVTLA AVWHAAOU OXHMATOG KL TTAXUVOT TWV OUAWV.
OdBarpoloyikég ekbnAwoelg: Sev eivat cuxveg otn MPS Il, o avtiBeon pe tnv MPS |
IKeEAETIKEG eKONAWOELG:  oUyKAUPEl oapBpwoswv, TOAATAEG OUCOOTWOELC,
Suom\aoia tou Loylou.

AVOTIVEUOTLKEG €KONAWOELG: OUXVEC AOLUWEELG TOU OVWTIEPOU QAVOITVEUOTLKOU
CUCTAHATOC, TTPOOSEUTIKN amodpatn Tou aspaywyou, amvola UTVou.
Kapblohoyikég ekdnAwoelg:  PaABdondabela, koapSlopuomndbdela, uméptoaon,
Slatapay£c tou Kapdlakol pubuou.

FaoTPEVTEPOAOYLKEG ekbnAwoeLc: NMoTooTMANVoUeyaAia, BouPBwvoknAeg,
oudaloknAec, xpovio Stappoiko cuvpopo.

Neupoloyikég ekdnAwoelg: kaBuotépnon Twv ovamTufloKwV OPOCHHUWY, HE TN
peyoAUtepn emimtwon Metafd Twv nNAKWWY £E€L Kol OKTW £Twv, gpdavion
CUUTEPLPOPLKWY KOL YWWOTIKWYV TpoBANuatwy. Eniong avamntuén udpokeddalou mou
eMISEWVWVEL TO TTAPATIAVW TipoBAaTa. Tuxvn gival emiong n avamntuén cuvépouou
Kapraiou cwAnva apdotepomieupa Kot PAAlota xwplig ol acBeveic va avadpépouv
TO XOPOKTNPLOTIKA cupmtwpato (alpwdieg, dAyog otnv TEepLOX TOU Kopmou,
aduvapia). Télog umopel va oupPel mieon tou vwTtlaiou pUeAOU KAl QUXEVLKA,

Kuplwg, puehondabela.
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4.1.1.3.2. Iuvdpopo Alport (BAéme oelida 49)

4.1.1.3.3. Zuvépopo Norrie

To ouvépopo Norrie mapouotdlel ouvdedepévn He To X KANPOVOMLKOTNTA
TPOMO. Ita KUPLA XOPOKTNPLOTIKA Tou TeplAapfBdavovtal n Bapnkoia, oL avwuaAieg otov
odpBaApo Kol n kabuotepnuévn avamtuén. OL opOaALoAOYIKEG eKONAWOELG €lval oL TLO
COBAPEG KAL OL TILO XOPOKTNPLOTIKEG TOU CUVOPOUOU. ' OUTEG AVAKOUV: VEKPWON TOU £€0W
OTPpWMOTOG Tou apdpAnotposldols tou odpBaipol kat Peudo-0ykoug, uTepmAacia Kol
eudavion KATAPPAKTN TOU KATOANYEL 0 TUGAwON amd TNV maldik nAkkia. TG ULOEG
TIEPUTTWOELG ToUAdylotov epdavifovral Puyikég Statapoayeg kal oto 1/3 twv acbevwv
eudaviletal kabuotepnuévn eudavion veupoalodntnplou Bapnkoiag. Ymapxouv Ku GAAoL
dawotunol mou oxetilovtal peE TO OUVOPOUO QUTO OnMwC TY Kploelg, kaBuotépnon
CWMATIKNG KOl 0gEOVOALIKAG avamtuéng, sualobnoia ot AOLUWEELS YEVIKWE Kal cofapn

Slavontikn kaBuotépnon.

O yeveTIkOC TOMOG Tou oxetiletol pe to cUvSpopo Norrie evtoniletal oto Xgl11.3
KoL TipokaAeitat amo petdAAagn tou yovidiou NDP. Tétoleg HeTOAAGEELG TUTTIOU Missense O0To
NDP £xouv ouvbeBel emiong kat pe éva ocUVEPOUO CUVEESEUEVNG UE TO X KANPOVOULKOTNTAC
Tou oxetiletal pe pa madnon tou odBaApol mou ovoudletal familiar exudative

vitreoretinopathy (FEVR). H norrin amnoteAel mpwteivn mAolola og KUGTEivn, n omola sival
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MEAOG TNG OLKOYEVELAC TWV AUENTLIKWY TIAPAYOVTWVY Kol EKGPALETOL OTO VEUPWVIKO OTPWHA
Tou apdLpAnotpoeldoulg, otov eykEDaAo, oTo eAKOELOEG YAYYALO KAl OTNV ayyewwdn tawia
TOU KOXALQ. JUHHETEXEL OTNV AVATTUEN TWV OYYELWV TOU WTOG Kot Tou 0dpBaApou (Charles D.

Bluestone, et al, 2014).

Norrie Disease

NOPI NDP Xpl1.3 X-linked Recessive Berger et al,, 1992 Chen etal, 1992

4.1.2. Mn ouvépouikn Bapnkoia

2xebov 10 80% TNg ouyyevouc Bapnkolog yeVETIKAG altloloyiag & cuvdéetal pe
Kamolo ouvdpopo, sival dnAadn pn ocuvdpouikr. H pun ocuvdpoukn Papnkoia amoteAet
TIAPASELY O YEVETLKNG €TEPOYEVELAC e 40 mupnviKa maboyevr) yovidla Kol EpLoCOTEPOUC
amd 100 yeveTIKOUG TOTIOUC Vo €X0UV TautomolnBel péxpl onuepa  (Petit, 1996) (Van Camp,
et al, 1997) (Resendes, et al, 2001). And auvtd ta 23 mupnvika yovidla edpalovtal oToug
VEVETIKOUC TOmou¢ DFNB (Van Camp G, Smith RJH. Hereditary Hearing Loss,

http://webh01.ua.ac.be/hhh/). H avayvwplon 6Awv twv yovidiwv mou oxetilovtal e Tn

Bapnkola Ba BonBrAoeL otnv KATAVONGON TWV BACLKWY UNXOVIOUWY, CUVEPAUWVTOC £TOL

oTNV TIPWLKN TIPOYyVwWwon Kal Bepaneia.
4.1.2.1. TUMoOL pn CUVSPOMIKAG Bapnkoiag

Avaloya pe tov TUTo KAnpovounong n un cuvdpoutkny Bapnkoia talvopeital o
T€00EPLG OMASEC:
V' AUTOOWWLKA UTIOAELTTOUEVN 78% TwV Tieputtwoswv (DFNB1-30)
V' Autoowutkd erkpathc 20% (DFNA1-39)
v' ®ulooUvbetn 1% (DFN1-8)
v

MtutoxovépLakn 1%


http://webh01.ua.ac.be/hhh/
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Erukpatel am’ott BAEMOUPE O QUTOCWHULKA UTIOAELTIOUEVOG TUTIOG KANPOVOUNoNG
epooov amavta oto 75-80% TwV MEPUTTWOEWY CUYYEVOUC KN cuvdpouLkng Bapnkotag n
omoia sivat mpoyAwooikn otnv mAsoPndia. Ot BapnKoieg HE CUTOCWULKO UTIOAEUTOUEVO
TPOMO KAnpovoulkotntoag epdavifovral vwpig kat ival cofapol Babuou (Vona Barbara, et
al, 2015). O QUTOOWHLKA ETLKPATAG TPOMOG KAnpovounong omo tnv AAAn OHWG,
oupnepAauBAvVEL TO HEYOAUTEPO ETILKPATHG TIOCOOTO TIOU KUMOIveETAl €wg Kot 20% Twv
TMEPUTTWOEWV Kal cuvhBwg n Bapnkoia auth €ival HETOYAWOGOLKOU TUTIOU KoL NTLOTEPOU
BaBbuou. ZuvnBwg mapouotaletal pLo otadlakn mPoodeuTLKr veupoalodntnplakr Bapnkoia,
mou &ekvael otnv nAkia 10 €wg kat 40 xpovwv pe Badbuo Bapnkoiag mou TotkiAAEL

‘Eva MOAU HLKPO TIOCOOTO OUYYEVOUG KN OUVOPOULKAG Papnkolag, Hmopesl va
odeiletal oe yovidia mou Bplokovtal oto X xpwpodowpa (1%) R edpdlouv oto ULtoxovdpLako
DNA (1%). Oocov adopa ta uneBuva yla tn Bapnkoia yovidia Twv pitoxovdpiwv, cuvnbwg
oL METAANGEELG TOUG TIPpOKAAOUV TIpoodeUTIKA veupoatoBntipla Bapnkoia, n omoia ekva
oe nAwkia 5-50 eTwv Kat o BaBudg pnopet va eival anod Nmog €éwg cofapdc. Na onpelwdet
OTL OTO ULTOXOVOPLOKO TUTIO KAnpOovOUnong mou odelletal otn untépa n epdavion tng
Bapnkolag eival avefaptntou GpuAou kat kKaBoAikn, dSnAadn eudaviletal oe OAOUG TOUG
amnoyoévouc. Kat ot §Uo tumol kAnpovoulkotntag SnAadn kal Tou X XpWHOCWHATOG KOl O
pLtoxovéplakog, pmopel va ¢tdcouv €va mocootd 1-2% otnv gudavion cuyyevolg Hn
ouVSpOoULKNG Bapnkolag. EToug MopaKATwW Mivakeg cuvoyilovral ta uneuBuva yovidia yia

TN 1N ouvSpopkn Bapnkoia avaloya e Tov TUTIO KANPOVOULKOTNTAG:

Locus (OMIM) Location Gene (OMIM)
DFNB1A 13g12 GJ]B2
DFNB1B 13gi2 GJB6
DFNB2 11g135 MYO7A
DFNB3 17p112 YO154A
DFNB4 7931 SLC26A4
DFNBS 14g12 Unknown
DFNB6 Spl4 p21 TMIE
DFNB7/11 9gq13 g21 TMC1
DFNBS8/10 21g22 TMPRSS3
DFNBS 2p22-p23 OTOF
DFNB10 See DFNBS -
DFNB11 See DFNB7 -
DFNB12 10921 g22 CDH23
DFNB1=2 7934 36 Unknown
DFNB14 7931 Unknown
DFNB1S/72/SS 3g21 q25,15p13 |GIPC3
DFNB16 15g21 g22 STRC
DFNB17 7931 Unknown
DFNB18 11pi14 151 USH1C
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DFNB18B 11pi15.1 OTOG
DFNB1S 18p11 Unknown
DFNB20 11g25-qgter Unknown
DFNB21 11q TECTA
DFNB22 16p12.2 OTOA
DFNB23 10p112 q21 PCDH1S5
DFNB24 1123 RDX
DFNB25 4p13 GRXCR1
DFNB26 4931 Unknown
DFNB27 2923 g31 Unknown
DFNB28 22q13 TRIOBP
DFNB29 21q22 CLDN14
DFNB30 10p11.1 MYO3A
DFNB31 9q32 q34 WHRN
DFNB32/10S 1p133 221 CDC14A
DFNB33 9q343 Unknown
DFNB35 14q24.1 243 ESRRB
DFNB36 1p36.3 ESPN
DFNB37 6ql13 MYO6
DFNB39S 7qQ21.1 HGF
DFNB40 22q Unknown
DFNB42 3ql13.31 q22.3 ILDR1
DFNBE44 7pl14.1 ql11.22 ADCY1
DFNB4S 143 q44 Unknown
DFNB46 18p1132 p11.31 |Unknown
DFNB47 2p25.1 p243 Unknown
DFNEB48 15g23 g25.1 CIB2
DFNB4S 5ql12.3 q14.1. MARVELD2/EDP1
DFNBS1 11pl3 pl2 Unknown
DFNBS=2 6p21.32 COL11A2
DFNEBSS 4gl12 q13.2 Unknown
DFNBSS 2g31.1 q31.3 PJVK
DFNB60 5g23.2 q31.1 SLC22Aa4
DFNB61 7q22.1 SLC26AS
DFNB6&62 12pl13 2 p11.23 |Unknown
DFNB63 11gl132 q13.4 LRTOMT /fCOMT2
DFINB6S 20132 q13.32 |Unknown
DFNBG6 6p21.2 223 DCDC2
DFNB66/67 6p21.31 LHFPLS
DFINBG8 19p132 S1PR2
DFNB71 8Sp22213 Unknown
DFNB72 See DFNB1S -
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DFNB73 1p323 BSND
DFNB74 12q142 ql15 MSRB3
DFNB76 19q13.12 SYNE4
DFNB77 18ql2q 21 LOXHD1
DFNB79 9q343 TPRN
DFNBSO 2pl6.1p21 Unknown
DFNBS1 19p Unknown
DFNB82 1p131 (see note 4)
DFNB83 See DFNA47 -
DFNB84 12q21.2 PTPRO/OTOGL
DFNBSS5 17p12 q11.2 Unknown
DFNBS86 16p133 TBC1D24
DFNBSS8 2pl2pll2 ELMOD?3
DFNBS8S 1621 q23.2 KARS
DFNBS0 7p221plS3 Unknown
DFNB91 6p25 SERPINB6
DFNB93 11q12.311 q13.2|CABP2
DFNB94 - NARS2
DFNBSS5 See DFNB15 -
DFNBS6 1p36.31 p36.13 |Unknown
DFNBS7 7q312q31.31 MET
DFNBS8 21g22.3-qter TSPEAR
DFNBS9S 17q12 TMEM132E
DFNB100 5q132 q232 PPIPSK2
DFNB101 Sq32 GRXCR2
DFNB102 12p12.3 EPSS
DFNB103 6p21.1 CLICS
DFNE104 6p223 FAMGSB
DFNBE10S See DFNB32 -
DFNE106 11p155 EPS8L2
DFNBE108 1p313 ROR1

Mivakag 1: lovidia pn cuvdpouikic Bapnkoiag mou KANPOVoLOoUVTaL UE AUTOOWULKO UTTOAELTTOLEVO

tporo (https.//hereditaryhearingloss.org)



https://hereditaryhearingloss.org/
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Locus (OMIM) I ocation Gene (OMIND)
DFNA1 5q31 DIAPH1
DFNAZA ip34 KCNO4
DFNAZE ip35.1 G)B=
DENAZ2C = IFNLE1
DFNAZ=A 13911 gq12 QB2
DFNAZB 13q12 GIB6
DFNAA4A 19g13 MYH14
DFNA4B 19912 22 CEACAMI1E
DFNAS 7p1sS GSDME
DFNASG 4p163 WFS 1
DFNA7 iq21-g23 LMX1A
DFNAS See DFNA12 =
DFNAS 1412 ql1= COCH
DFNA10 6q22 23 EYA4
DFNA11l 11q912.2 q21 MYO7A
DFNA1Z 1192224 TECTA
DFNA13 6p21 COL11A2
DFNA14 See DFNAG =
DFNA1S Sg=1 POU4F3
DFNA1S 2qz4 Unknown
DFNA17 22q MYHS
DFNA1S 3q22 Unknown
DFNAL1S 10{(pericentr) Unknown

|omeazo 17q25 ACTG1

. DFNAZ1 sp21 Unlknown
|DFnAZ2 6q13 MYOS
|oFnazs 1421 q22 SIX1
|oEnAaza 4q Unlknown
|DENAZzS 12q21 24 SLC17AS
‘|DFNAZE See DFNAZ20 -
"|DFNAZT 4g12 REST
"|DFNAZE sSq2z GRHLZ
"|DFNA3O 1525 26 Unknown
"|DFNAZL 6p213 Unknown
"JDFNA32 11p1sS Unlknown
"JDFNAZ3Z 3q34-qter Unlknown
"lDFNAZa 1g44 NLRP3
‘|DFNASS 8q1i3 g21 TMC1
|DENAZ3T 1p21 COL11A1
|JDFNA3S See DFNAG -
JDFNAZSS (see note 1)14g21 3 DSPP
JJDFNAgO 16p12.2 CRYM
JDFNAA4L 12q24-qter P2RXZ
JDFNASD 5q31.1 q32 Unknown
JDFNA4Z 2pl2 Unknown
JDFNA4a 3g28 29 CCDCS0
JDFNAS7 Sp21 22 Unknown
JDoFNAgs 12q13 ql4 MYOI1A
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DFNASS 1921 23 Unknown
DFNASO Q322 MIRNSG
DFNAS1 Sgz1 TIP2
DFNAS2 428 Unknown
DFNASZ2 14112 gilz2 Unlcnown
DFNAS4 Sqg31 Unlknown
DFNASSE 5313 q343 TNC
DFNAS7 19p132 Unlcnown
DFNASS 2pli2 p21 Unknown
DFNASS 11p142 ql232 Unlkcnown
DFNASD 29213 q24.1 Unlknown
DFNAES 122431 q24 32 |ISMAC/DIABLO
DFNAGS 16p12.3 TBC1D24
DFNASS 6qiS 21 D164
DFNAS7 20q13233 OSBPL2
DFNASGS 15g25.2 HOMERZ2
DFNASGS 12q21.32 g23.1 |KITLG
DFNA7O 2213 MCM2
DFNA73 122131 PTPRC

NMivakag 2: lovidia mov oyetifovral ue T un  ouvdpoptkn Bapnkoia kat kKAnpovououvtal e

QUTOOWULKO eTtikpatr) Tpomo  (https.//hereditaryhearingloss.org)

Locus (OMIM) Location Gene (OMIM)
X-linked

DFNX1a Xq22 PRPS1
DFNX2 Xq21.1 POUZ3F4
DFNXZ=2 Xp21.2 Unknown
DFNX4 Xp22 SMPX
DFNXS Xq26.1 AIFM1
DFNX6 Xp22.3 COL4AS
Y-hnked

DFNY1 Y Unknown
Mocdafier

DFNM1 1g24 Unknown
DFNM?2 Sq23 Unknown
AUNA-Auditory | Neuropathy

AUNAL 13q14-21 DIAPH?Z

Mivakag 3: Tovidta un ouvbdpopuikri¢ Bapnkoiog mou edpadovtal ota GUAETIKA XPWUOCTWUAT

(https://hereditaryhearingloss.org)



https://hereditaryhearingloss.org/
https://hereditaryhearingloss.org/
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4.1.2.2. Tovidla t™nG KN ouvdpolIKAG Bapnkoiog

H o ouyvn petaldaén tou yovidiou GIB2 otnv omoia odeiletal To peyalutepo
TIOOO0OTO £WC Kal 50% TwV MEPUTTWOEWVY TNG TTPOYAWOGCLKAG N GUVSPOULKA G Bapnkoiag mou
KANPOVOUELTAL UE AUTOOWULKA UTIOAELTIOUEVO TPOTIO EVTOTI{ETOL OTOV YEVETLKO TOo DFNB1.
O petalhayég twv yovidiwv mou Bpiokovtol o aMoug DFNB yevetikoUg TOMOUC, Of
avtiBeon pe T petalhayEg Tou yovidiou GJB2 tou yevetikol tomou DFNBI, sival apketd
OTIAVLEG, YEYOVOG TOU TOUG SIVEL ULKPOTEPN ONUAVTIKOTNTA 000V adopd otn GUBOAN Toug
otn Bapnkota. To yovidlo GJB2 eival umelBuvo yLa TV moapaywyn TG MPWTEIVNG KOVWEEIVNG
26, TTOU ATIOTEAEL CUCTATLKO TWV LECOKUTTAPLWY CUVSETIKWY TIPWTEWVWV (gap junctions).

H ovopaoia DFN mpokumtel anod tnv Aé€n “deafness”, mou ntav o mpwtog 6pog
TIOU XPNOLUomoLBnkKe yla tnVv neplypadn Tou YeEVETIKOU TOTIOU OToV omtolov odelAeTal n un
ouvbpoukn PBapnkoia. O DFN  xwplg KGmowo GAAO YpPAMMA XPNOLUOTOLE(TAL yla TNV
Teplypadr YeVETIKWY TOMwv Tou Pplokovtalt oto X ypwupoéowpa. O o6pog¢ DFNA
XPNOLUOTIOLELTOL OTOUG OUTOCOWHLKA ETLKPATELG XopaKTPeG, evw DFNB eival o 6pog mou
XPNOLUOTIOLEITOL  OTOUG  OUTOCOWHLKA  UTIOAELTIOUEVOUG  XAPAKTAPEC. Tnv ovopaocia
oakoAhouBouv aptBuot mx DFNB1, DFNB30, mou umobelkvUouv Tn Oelpd LE ThV omola
avakoAUpOnkav autol ot yevetikol tomol. Eniong, pia petdAAagn pe cUUBOALOUO OMWG TIY
167delT pag Seiyvel OTL To ouyKeKpLUEVO aAAnAOpopdo TtponABe amnod éAAeun piag Baong,
Bupivng (T) otn B£on 167. ‘Evag amo Toug Lo GUXVOTEPOUG TUTIOUC LETAAAAENG TOU yoviSiou
DFNB1, mou mpokalAei pn ouvdpouikny Bopnkola eivat n 35delG mou &nAwvel OTL n
peTaAaén elval n éAeldn plag Baong, yovavivng (G) oto onueio 35 tou yovidiouv GJIB2. H
METAAMOEN aUTH £XEL WG AMOTEAECHA TNV TOPOYWYN KOG SLopOPETIKAC MPWTEIVNG, TG
Kovvelivng 26. Ev oAiyolg o DFNB1 eival o yevetikog témog, to GJB2 eival to yovidlo, oto
peyaho Bpayiova tou Xpwpoowpato¢ 13 otn lwvn 12 pe 13 (13g12-13) evromiletal n
petaM\aén kot n EMewbn G otn B€on 35 sival n petdA\aén mou obnyel otov aAAaypévo
dawotuno. Mavw amod to % TwV TEPUITWOEWY YEVETIKAG UN CuVEpOWUIKAG Bapnkoiag

kAnpovopeital wg povoyovidlakog xapaktrpag (Yildimir A. Bayazit, Metin Yilmaz, 2006).
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4.1.2.3. AUTOOWHMLIKA UTIOAELMOMEVN MR OUVSPOMKN Bapnkoia

OL petaAAdgelg mou euBuvovtal yla T KANPOVOULK Un ocuvdpoulkn Bapnkoia
KANPOVOUOUVTOL HE OUTOOWMLKO UTIOAELTIOMEVO TPOMO ouVABWG, €lval TPOYAWOGLKOU
TuTou, coPapol €wg MoAU cofapol Babuol kol cuvdéovtal UE OAEG TIG OUXVOTNTEG
(Charles D. Bluestone, et al, 2014). Exouv kAwvormownBei mavw amo 25 yovidla, evw
TEPLOCOTEPOL MO 67 YeVETIKOL TOTOL OXeTI{OVTAL e TOV TUTO KANPOVOMLKOTNTAG QUTOV.
Itnv ewova 19 eudavidovtar ta 42 yovidia mou euBuvovtal yla tn Papnkoia mou

KANPOVOELTAL LIE UTOCWILKO UTIOAELTIOEVO TPOTIO KAl OL TIEPLOXEC OTtoU ekdpalovtal.

Stria Vascularis

Marginal cells

Intermediate cells

Myelinated cochiear
nerve fibres

Spiral ganglion

Ewkova 19: Ta yovibia mou evoyorolouvtal otn n ouvépoutkl Bapnkoia mou kAnpovousitot ue

QUTOOWULKO UTTOAELTTOUEVO TPOTIO KoL OL TTEPLOXEG EKppaorc Touc (G.Paludetti, et al, 2012).

A) DFNB1

To uneUBuvo yovidlo yla TV amwAeLla akor¢ eival to GJB2, mou guBuvetal yLa thv
opaywyn Tng Kovveivng 26. Ma va oxnUatiotel évag ouveeouog (connexon) KUTTAPLKAG

MepBpavng evwvovtal £€L kovveliveg . Auo oUVEECTUOL EVWVOVTAL YLa VO OXNUOTLO0UY évav
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Slauho emkowvwviag, evag amod kabe kuttapo. O diauvdog autdg slval XpPAOLMO yla TN
METadOpPA TWV LOVTIWV Ao To €va KUTTapo oto aANo. Oewpeital OtL ot diauvAoL autol otov
KoxAla, amoteAolv Siodol yla ta Lovta KaAlou TIoU avakuKAWVOVTAL amo TNV e§wKUTTAPLL
TIEPLOXN TWV TPLYWIWV KUTTAPWVY HECW TWV OTNPLKTIKWY KUTTAPWV KOl TNV €ALKOELON
otedavn otnv ayyelwdn tawia. Ta Lovta otn cuvexela dlappeouv otn Aéudo Kat BonBouv
oTh HETOPOPA TOU UNXOVIKOU GAHOTOC OTA TPLXWTA KUTTApa. To yovidio GIB2 ekdnAwvetal
0 OAEC QUTEC TLG TIEPLOXEG TOU €0w wTOG (Charles D. Bluestone, et al, 2014). H akoAouBia
TWV KwSLKoviwv Tou yovidiou GJB2 meplBAAAeTal AMOKAELOTIKA amd To deUTepPo €€wvLo, (TO
npwto e€wvlo eival n 5' - apetadpaotn meployn) kot oxnpatiletal ano 681 Levyn Baoswv
nou petadpalovtal kot Sivouv mpwteivn prkoug 226 auwotéwv (A Eliot Shearer, et al,
2017).

AvaAoya E Tn OXETLKN HOPLOKA TOUG HAla oL KOVVEEIVEG KATNYOPLOTIOLOUVTAL OE
TPeic opadec oL omoleg Eexwpilouv amod ta ovopata Twv yovidiwv mou eival umevBuva yla
™V mopaywyn toug: GJA, GJB, GJC. OL npwrteiveg autég eudavilouv OpPKETEG OUOLOTNTEG
MeTaty Touc. 1o yovidlo GIB2 €xouv tautiotel mavw amnod 90 S1adopeTIKEG LETAAAALELC KOl
TIOMEG ATIO AUTEG €lval EMIKPATOUOEG O OUYKEKPLUEVEG €BvOTNTEC. Mo mapddelypa, n
35delG elvat n ouxvotepn petaMhagn otoug Eupwmaioug, evw otoug EBpaioug Aokevall
elval n 167delT pe enintwon nepinou 4% (Charles D. Bluestone, et al, 2014). Amno tnv dAAn
TAEUPA OUWC, Ol HLETAANAYUEVEG HopdEC Tou GIB2 eival omaviotateg otoug MANBUCLOUG
™¢ Adpknc (A Eliot Shearer, et al, 2017).

To mocooTo TNG HeTAMNaENG oto yovidlako tomo DFNBI, os pia €peuva ou £hape
xwpa anod toug King et al (2012), oe aoBeveig pe anwAsla akong otnv QPA KAWLIKA Tou
Maidpt, Kupawotav oto 14% twv acBevwv otnv Maldlatpikr KAWIKA og avtiBeon e to 3%
TIOU €UPEON otoug evnAlkeg. Avdpeoa ota moldld TIOU CUUUETElYQV OTnv £peuva, To
neploootepa, 16 ota 23 nadld, spdavios Bapnkoia mpLv Tov mMpwto Xpovo {wHG, EVw Ta
UTIOAOLTIAL EWC TNV NALKLO TWV 5 €TwV. H Lo Kowvr] petdAAaén otoug aobeveic autouc NTav n
35delG (44% twv petalaypevwy alAnAopopowv) (King Peter J, et al, 2012).

Awadopetikol ¢atvotumol pmopel va  gudaviotolv avaloya He Tov TUTO
METAAOENG TOU yeveTlkd TOmo. Otav n PeTAANAEN TPOKAAEL OXNUOTIOMO HLKPOTEPNG
MPpWTEivng ouvnBwe o patvotumog elval coPapou | oAU coBapou Babuol Bapnkoia, EVw
METAANGEEL OMWG N AVIIKATACTAON BACNC TIOU TOPAYOUV HN CUVWVUHA KWSLKOVLIA
(missense) mpokaAoUv mo nmitec popdég Bapnkoiag (Charles D. Bluestone, et al, 2014). H
35delG eival yevikd n 1o ouxvr] HETGAAAEn, n omoia MPOKAAsl MPOWPO TEPUATIOUO TNG

TMpWTeivooUvOeonG. H Tteploxrn oUTH YEVIKA OUWC, SIVeL TNV eVTUMWON va eVOEXETAL OPKETEG
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METAAAAEEL AOYWw pag Teploxng Stadoxikwyv aAAnAouxiwv TGGGG, mou daivetal va
oxetiletal kal pe petalhagelg oe yovidia alpoodalpvwyv. Aev €xel Eekaboaplotel akoun
OMWC TO YEYOVOG aUTO, KaBWE apaTnPELTAL VoL UNV UTIAPXEL Bla cuxvotnTa PeTAAAAEEWY
TNC OUYKEKPLUEVNG TeploXng oe Stadopec xwpeg (Iris Schrijver, 2004). H e€amAwon NG
METAAAQENG QUTAG, elval To To TBavO Aoumov, va TPOKUTITEL oMo To «(PaLVOUEVO TOU
WGputh». To dalvouevo Tou LBpUTH otnv oucia onuaivel OTL €va ATopo €udAVIOE TN
UMETAAAQEN auTth pEoa og £vav MANBUOUO Kal otn SLAPKELD TWV YEVEWV N CUXVOTNTA TNG
METAAENG AUTAG HeydAwoe womou ToAAA UEAN Tapouciacav tnv dla petdMaén oto
VEVETIKO TouC UALKO (Kokotas H, et al).

Extég ano to yovidio GJB2, péoa oto yevetiko tomo DFNB1, umdpxel kat to GJB6,
mou kwdikomolel tnv mpwrteivn kovvelivn 30. ITnV MEPLOXN AUTAY, N oUXVOTEPN UETANAALN
mou daivetal va umdpyxet eivat o EAewpn 300.000 leuywv BAcewv MOU OTAV TO ATOLO
elval opdluyo mpokalel un ouvdpoutkn Bapnkoia. Ta dvo yovidla autd GIB2 kal GJB6
Bplokovtal og eAdylotn amootaon HeTafl Touc, Hovo 35.000 Levyn Baoswy pe 1o GJB2 va
gvTOoTieTaL TPOC TN HEPLA TOU Kevipopepldiou. To yovidio GJB6 opoldlel oAU pe to GJB2
pe Tn Sladopd OUwe OTL dev epmepleéXeL vTpovia. Kat ta Suo yovidia ekdnAwvovtal otov
KoxAlo. Ta MPWTEIVIKA TOUG MOpAYwWYd UMopouV va evwBolv Kol va oXnUATioouv peyala
KOVAALO LOVTWY OTNV KUTTAPLKN HEMBPAVN Kal va AeLToupyoUlV w¢ apAayovTes pUBLILONG TNG
OUYKEVTPWONG TWV LOVTIWY aoBeotiou oto £0w oug. Movtikia e avenmdapkela kovvegivng 30
napouactalouv oAU cofapol Babuol Boapnkola amod TN OTYUN TNG YEvvnong. YmAapyel
mBavotnta Opwe N EMewdn HLag TO00 PEYAANG TIEPLOXHG TIOU TIAPOUCLALETAL OTO YEVETLKO
TOTO AUTOV va £XEL EMIMTWON Kol otnV ékppaocn tou GJIB2 ylati pmopel va mepléxel KamoLa
puUBULOTIKA TepLoxn yia TNV £€kdpaoch tou (Iris Schrijver, 2004). Agltepn petdAAagn otnv
GJB6 eudavilel 1o 8% TwWV ATOUWVY UE MeTAMAEN otnv meploxn GJB2. Na onuelwOel otL
0oBevig mou mapouctalel etepoluywTia oe TAUTOXpovn HetaMaén oe GJB2 kal GJB6

mapouactalel un cuvdpopikn Bapnkoia (Maj Gen Venkatesh, et al, 2015).

B) DFNB2

O YEVETIKOG TOTOG aUTOC Xaptoypadnbnke oto xpwudowpa 11913 kal mepLlEXeL TO
yoviblo MYO7A. H petdAhagn oto yovidio MYO7A mou Kw&LKOTOLEL TNV MPWTEivn puoacivn
VIIA Bpébnke OtL ouvdeétal pe TNV ekdNAwon pn ouvdpoukng Poapnkolag eite
TIPOYAWGOOLKNG €iTe HETOYAWOOLKAG, KN OUYKEKPLUEVOU Babpol kat eival spdavég ot

UTIAPXEL AUECN CUOXETLON HETaED dalvotumou Kal yovotumou. H misodndio Twv otdpwy
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UE TN HeTaAAaén auth epdavilouv mpoiovoa veupoalobntrpla Bapnkoia, SucAsitoupyia
atBouong kat apdipAnotpeldonabeta. H ev Adyw KALWVLKN €LKOVA CUVOEETOL LE TO CUVOPOLO
UsheriB. Entiong pta petaAhagn oto yovidio MYO7A umopel va euBuvetal yla tnv ekdniwaon
OUTOOWHLKA ETILKPATOUG 1N CUVOPOMIKNAC Bapnkolag mou OXeTI{ETOL UE TOV YEVETIKO TOMO
DFN11.

H puooivn, n mpwteivn mou KwdKoToLeElTal and to yovidio MYO7A , avAKeL O Lo
OLKOYEVELQ TIPWTEIVWY HETadOopAG UOPLWV TIOU KAVEL Xprion €vépyelog amd to ATP kat
Kweltal mavw oe widlta aktivng. Duolohoylkd ekPppaletal OTO  OVATTTUCCOUEVO
VEUPOETUONALO TOU €0w WTOG. H petdAAagn oto yovidlo autd deixvel va Slatapdlel Tn
popdoyEveaon Twv oTepeocAA WV pokaAwvtag SucAsltoupyia Tou atBouoaiou cUOTNUATOG

Kot un cuvdpouikn Bapnkota (Simon Angeli, et al, 2012).

) DFNB3

ATO £va QMOUOVWHEVO XwpPLo otnv lvdovnolia, omou 1o 2% Twv KATolkwv eixe
TPOPAN AT OKOARG ATV N TTPWTN TiepimTwon yla Bapnkoia mou cuoyeT{otav Ue HeTANALN
OTO YeveTlkd tomo DFNB3. Autd mou avakaAUdBOnke elval ot n petdMaén mou eival
umeuBuvn , evtoniletal oto yoviSlo MYO15A mou KwdIKomolel Tn mMpwteivn puooivn XVa.
AMeC 24 petalafelg €xouv onpelwOel €KTOTE TOU CUVEEOVTOL UE OLUTOV TO YOVLSLOKO TOTO.
To yovidlo MYO15A éxeL punkog 71 kbp, mepléxel 66 e€wvia mou KwdLKomoloUV TpwTeivn
punkou¢ 3350 apwvoféwv otnv peyaAlutepn Hopdr TNG KAl To yovidlo evromiletal oto

Xpwuoowpa 17p11.2 (Vona Barbara, et al, 2015).

A) DFN4

To yovidio tng mevtpivng (PDS) i tadopetikd SLC26A4 e5pdlel 0TOV YEVETIKO TOTO
DFN4 oto 7931. Empokelto yla pla StapepPfpavikn mpwteivn mou mailel poho StavAou
LOVTWY, ETUTPEMOVTOC £TOL TN SLATNPENON TNG LOVIIKAG LOOPPOTIAC Kal TNV KUTTAPLKA
oMnAenidpaon. YmeuBuveg kal ywa to ouvSpopo Pendred oto 10% Beswpolvtal ol
peTaAGEelg oTo yovidlo auto. H metpivn (PDS) undpyel otov evOoAsUdIKO GAKO KOl TTOPO
KoL Ttalel onUavTiko polo otnv opotdotacn the evéoAréudou. Ta dtopa Ue Tn HeTAMaln

out mapouctalouvv Suomloocia tou Mondini, Sleupupévo udpoaywyd e aiboucoag,
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avwuUoAlec KpoTadlkoU ootoU kabwg kal Bopnkoia, TPOYAWOOLKA 1 UETAYAWGCOLKY TOU

umopei va elval eite mpoiovoa eite otabepn (Vona Barbara, et al, 2015).

E) DFNB 7/11

Metal\Gelc oto yevetikod tormo DFNB7/11 €xouv w¢ CUVETELD T METGAAAEN OTO
TMC1 yoviblo mou edpaletal oto Xpwuoowpa 9g13-g21 (Duygu Duman & Mustafa Tekin A,
2013). To yovidlo auto kwdlkomolel pLa otabepn StapepPpavikn mpwteivn depévn otnv
KUTTOPLKN LEUPPAVN Kal UTopel va Asttoupyel ocav ouvdeopog, petadopéac, dlaulog KAT
TIOU CUMETEXEL OTNV OUAAN AstToupyla Twv TPYXWTWV KUTTApwy. H petdAAaén c¢.100C>T
OUYKEKPLULEVA KATEXEL TIEPLOCOTEPO ATIO TO 40% TwV PeETAAAEEWY TOu v Adoyw yovidiou. Ta
Atopa e TN MeTAAAaln auth eudavifouv pla mpoyAwoolk Bapnkoia MOAU peydAou

BaBuou (Simon Angeli, et al, 2012).

Z) DFNB9

H petaMaén oto yovidio OTOF mou evtomiletal otov yeveTiko tomo DFN9 eival
UTELBUVN yLO TNV EKSNAWGN ULOG CUTOCWHLKA UTIOAELTOUEVNG N CUVOPOULKAG Bapnkoiog
KOl yLa TV €U AVLION TNEG AKOUOTIKAG VeupomaBetlag. H mabnon £XeL wg XapaKTNPLOTIKA TNV
Tapoucia WTOAKOUOTIKWY EKMOUMWY Kol QVWUOAwV I amoucia Kupdtwv oto ABR.
Mpokettat yla Petar\déelg mou suBuvovtal yia o 2-3% TnG eKSNAWGCNG TNG LN CUVSPOULKNG
Bapnkoiag. H otoferlin Aettoupylkwg lval pLo mpwTeivn mou cUUPBAANOUV OTO OXNUATLOUO
TWV ouvantikwy Kuotldiwv (Maj Gen Venkatesh, et al, 2015).

TouAdytotov 42 petaAla€elg €xouv avayvwplotel ouvoAlkd, oto yovidio OTOF oe
104 olkoy£€veleg He Atopa Tou epdavilav veupoaloBbnthpla Bapnkoia. Mia ano autég Tig
MeTaANGEeLg, N p.G829X evtomiletal MOAU cuxvad o Apyevtivoug Kal lomavoug, os onpeio
TIoU oXe60V Ta ULOG TEPLOTOTIKA Bapnkoiag mou odeilovtal oe PeTAANOEN TOU YEVETLKOU
tomou DFNB9 va €xouv autr) tnVv ev Adyw petalaén (Charles D. Bluestone, et al, 2014).

Ta atopa pe petaMhaén otov tomo DFNB9I mapouaotdlouv cuviBwe MpoyAwaootkn
Bapnkolo oAU cofapol Pabuol, mou Snuloupyel Satapax£g KAl otnv avamtuén tng
outAiag. H akouotikr veupomdBela, ylo MOPASELYHA, OTOUC LOTIAVIKOUC TANBUGHOUC
TapoucLaletal oto 56,5% Twv MePLOTATLKWY e PeTAAAaEN oto DFNBI pe 6Uo petaAayuéva

oAAnASpopda oto OTOF. To Mocootd auto OpwE, uTtoloyiletal va sival peyaAltepo otnv
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TIPOYHATIKOTNTA €MELSH &€ yIVOVTaL OL TUTILKEG LLETPNOELG O OAEG TLG Tteputtwoelg (Charles

D. Bluestone, et al, 2014) (Simon Angeli, et al, 2012).

H) DFN12

JTov yevetlko tomo DFN12 evtomiletal to yovidio CDH23, mou kwdikomolel tnv
npwrteivn cadherin 23, MOU CUPUETEXEL OTN SOWN TWV TPLXWTIWV KUTTAPWY KAl ELOLKA
amoteAel PO OUYKOANTLKN) TIPWTEIVN TIOU OUVOEEL TIC AKPEG TWV OTEPEOCIAA WY TWV
TPLXWTWV KUTTAPWVY LETAEY TOUC YLA VO KLVOUVTAL CUYXPOVIoHEVa. MeTalldgelg oto yovidlo
auto elval umevBuveg yla to olvdpopo UsherlD mou yxapaktnpiletol ano moAu peyaiou
BaBuol veupoaiwoBntipla Papnkoia, diatapaxég Aswtoupylag Ttou  Aafupivbou,
apdLBAnotposildondbela, evw ol acbevelg pe petdAloén oto DFN12 pmopei va ekdnAwoouv
Bapnkoila pecaiou €wg MOAU peydlou BabBuou. Autd efnyeltal amod to yeyovog OTL oL
aoBeveic autol €gouv missense PETAAMAELELG evw oL aoBeveig TTOU VOoOUV amo to cUVEpoo
Usher éxouv misssense, splice-site 11 nonsense petaAAdgelg (Charles D. Bluestone, et al,

2014) (Mathur Pranav, Yang Jun, 2015).

4.1.2.4. AUTOOCWHIKA ETKPATHG KN cuvSpopkn Bapnkoia

A) DFNA2

Metal\agelc otov yevetlkd tomo DFNA2 omou eviomiletal to yovidio KCNQ
guBuvovtal ylo Tn N cuvSpouLkn Bapnkoia MOU KANPOVOUELTAL UE AUTOCWLKA ETILKPOATH
tpomo. To yovidio KCNQ kwbikomolel pia StapePpavikn MPWTELVN , éva KOVAAL LOVIWV
KaAlou, Tou oxnuaTileTal amno 6 MePLOXEG , N omoia CUPBAMEL péow TNG avTaAayng LOVIWY
otn dLlaTAPNON TNC LOVTIKNAG LoOPPOTIiaG Kal TNV Kuttoplky aAAnAemiSpacn. Itnv T€Taptn
meployxn evrtomiletal évag alwodntipog Stadopdg Suvapkol Kal Pe TNV oAAayrn TG TAoNg
AapBavel xwpa oAhayrn tng otepsodldtaing wote va avolel Tto Kavail la va
SnuloupynBolv Asttoupylkd kKavaAla cuvdéovtal Téooeplc umopovadeg KCNQ4 yua va
0OPYAVWOOUV €va TETPOUEPES. H G285S elval n mpwtn petdAlaén tou yovibiou KCNQ4 mou
SnutoupynBnke amd KO (knockout) movtikia yia To cuykekpLpévo yovidlo. H avtikatdotaon

amd yAukivn plog ogpivng mpokoAel Snuioupyia pun AsLtoupytkol KavaAlol Ye amoTEAECUO
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™ Slakomn avakUKAWONG TwV LOVIWV KaAiou otnv evoAsudo. AUTO TPOKAAEL KUTTAPLKO
Bavato Kal amomTtwon Twv £{w TPLXWTWV KUTTApwWV. Ta ATOMA UE OQUTA TN HETAAAagn
gudavilouv mpoodeutiky Bapnkoia mou ennpedlel kupiwg tig uPnAég ouxvotnteg (Charles

D. Bluestone, et al, 2014).

B) DFNA9

H Wn OUVOPOMIK OUTOCWMLKA ETUKPOTNG VeupoaloBntrpla Papnkoia 1ou
TiPpOKOAELTAL ATO PETAAAAEELG TOU YeveTLKOU tomou DFNA9 otov omolov Bpioketal to yovidio
COCH oto xpwpoowpa 14q12 eivat onavia. Ot petadAdtelg oto DFNA9S oxetiovtal mio moAu
pe ekdnAwoelg and to alboucaio cuotnua. To yovidio COCH kwdikomolel tnv mpwrteivn
KOXALvn, Tou ekdpaletal o TEPAOTIO MOOOOTO OTA KUTTAPA TOU £0W WTOG, aAAA N
Aettoupyla g Sev €xel akoun Steukpvioth. MiBavotata va cuvdestal Pe Tt cUUPBoAn otn
SouLKn oTaBepdTNTA TOU £0W WTOG N e avTidikpoflakn 6pdon (Charles D. Bluestone, et al,
2014) .

O 1o TOANEG peTOAAAEELG TOU yeveTikoU tomou DFNA9 cuvdéovtal pe tnv LCCL
TepLOXr, TOU TLBaVOTATA VA OXETIIETAL e TN OVTILULKPOPLAK BLOTNTA TG MPWTEvNG N Ue
v dounl TNG. To p.P51S elvat to  ouxvotepo petaAlaypévo aAAnAdpopdo NG
OUYKEKPLUEVNG TIEPLOXNG TIOU £XEL EVTOTILOTEL O£ TIAVW A0 17 OLKOYEVELEG ATTO TLG XWPEC TNG
NotLag Eupwnng. ZTig xwpeg auteg Slamotwlnke OtL otoug acBeveic autolg To albBoucaio
oclOoTNUA lval EKElVO TTOU TIPOCPAAETAL YPNYOPOTEPQ, EVW OPXLKA N Bapnkoia adopd povo
TIg UPNAEC ouxvoTnTeg PEXPL va e€eAiyBel otadlakd os OAeG T ouXVOTNTEG O Bapnkoia

peyaiou Babuou pe pubuo mepinou 1,8-24 db to xpovo (Iris Schrijver, 2004).

r) DFNA8/12

H Bapnkoia mou mpokoAeital amd HetdAAagn tou yevetikol tomou DFNA8/12
Bewpeital omavia HeTafy TWV TEPLMTTWOEWY ETMLKPATOUC KAnpovounonc. ESw ot ouxvotnteg
mou ekdnAwvouv BAAPBn elval oL pecaieg kat n  Papnkoia eival ouyyevAg Kal N
npoodeutik. H coPapodtnta Slakupaivetal amd PETPLO €wC cofapn HE ATWAELA OKONG
£vtaong oxedov 51 dB. To yovidilo mou evtomileTal 0TO YEVETLKO TOMO MOU CUVOEETOL WE TN
Bapnkota eival to TECTA, mou KwdLKOTOLEL TNV TPWTEivn a-tectorin, n omolo TAUTIOTNKE o€

gLt olkoyévela amd to BéAyio (DFNA12) kot amé tnv Auotpia (DFNAS8). Kai otig dvo
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OLKOYEVELEG UTIAPXEL LETAAAOEN TUTIOU missense mou Seiyxvel OtL obnyel o Slatapayn tng
S0OUNG TNG KOAUTITH pLAG LEUBPAVNC TOU £0W WTOC.

H mpwteivn a-tektopivn elval n KUpLa SOUKN TTPWTEIVN N OXETIKN UE KOAAAyOVO
™C¢ kaAumthplac HepPpavng. Av Oe petadpaoctel ocwotd n tectorin mpwrteivn, toOTE
mapouolaletal eMatwpévn gvaloBnola TaAAvTwong Twv £0w TPLXWTWV KUTTAPWY Kol
av&non Twv VEUPLKWV oudwv. EmumAéov, To yovidio TECTA Seiyvel va oxetiletal Kal pe TNV
€KOAAWGON OUTOOWULKA UTIOAELTOUEVNG MN OUVOPOMIKNC PBapnkolag oTto YEVETIKO TOTO
DFNB21. Z& QUTEG TLG OLKOYEVELEG N Bapnkola eival ouyyevig kot Sev TteplopileTal PLOVo OTLG
pecaieg ouxvotnteg, adopd OAEC TG ouxvOTNTEG Kal €ival cofapol £wg MoAU coPapou

BaBuou (Charles D. Bluestone, et al, 2014).

A) DFNA13

Metal\aelg otov yeveTiko tomo DFNA13 omou evromiletal to yovidio COL11A2
odnyouv otnv ekdNAwon emKPATOUG N CUVOPOULKNG Bapnkoiag mou adopd TIC HECALES
ouxvotnteS. To yowvidio COL11A2 kwdikomolel To KOAAQYOVO TNG KAAUTITAPLAG HEUBPAVNG
TOU €0Ww 0oUG. AuTH n MeTAAa€n eival duvatdv vo CUVUTIAPXEL KAl 08 cUVOUAOUO LE TN
peTaAaén oto yovidio TECTA mpokaAwviag amodlopydvwaon TnG KOAUTITAPLOG HEMBPAVNG
Tou €ow oug (Iris Schrijver, 2004) (Anna M. H. Korver, et al, 2016) (A Eliot Shearer, et al,
2017).

E) DFNA6/14/38

MetaM\aelc oto yovidio WSF1 (Wolfram syndrome 1) sival n ouyvotepn attia
ekbnAwonc veupoalaBbntnplag Bapnkoiag otig xapnAég ouxvotnteg. To yovidio WSF1 mou
e6paletal oto yevetiko torno DFNA6/14/38 avayvwpiotnke eneldn nmpokaAel to cuvdpopo
Wolfram (WS) mou xapaktnpiletat and tnv gudavion ocakyopwdn Staptn, kwowong,
oatpodiag opBaApol Kal KANPOVOUEITAL HE QUTOOWLKA UTIOAEUTOpEVO Tpomo. Apyotepa,
oto yovilo WSF1 evtomiotnkav kat GAAeg petaAAdgelg mou eival umelBuveg yla tnv
ekbNAwon pn cuvdpouLkng Bapnkoiag mou KANPOVOUEITOL UE AUTOCWHULKO ETILKPOTY) TPOTIO
oe £€L olkoyévelec Tou Ttapouaialav kaBuotepnuévn, apyd sEehlooduevn veupoatobntipla
Bapnkolo otig YapunAég ocuxvotnteg. Ot olkoyeveleg autég Sofifalav petaAlagelg Tumou
missense o€ TePLOYI) TOU yovidiou ou KwoLKOoTOLEL TtepLo)r) Tou KapPBoluteAikol akpou (Iris

Schrijver, 2004) (A Eliot Shearer, et al, 2017).
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AlGddopeg UeAETEC Ot OLKOYEVELEG ToUu Tapoucotdlouv T Bopnkoio auth
anodelkvlouv OtL oL petadhagelg oto yovidio WSF1 eival kowég. Meploootepeg and 26
SladopeTikég peTaMagelg mou euBuvovtol yla  pn ouvdpouikn Papnkola £xouv
QVaYVWPLOTEL CAUEPA YL'AUTOV TOV YEVETLKO TOTIO, EVW YLa TO oUVSpouo WS €xouv TauTLoTEL
TeEPLooOTEPEG A0 110 UETAANGEELC. ZUYKPLTIKA UE TLC LN EVEPYEG UETAANGEELC missense Tou
£VOXOTIOLOUVTOL YLO TN KN ocuvOpouLKn Bapnkola, ol LeTaAAGEELC yia To WS elval avevepyEg
HETAAAAEELC Kal Sev BpilokovTal HOVo og pla KaBopLopEvn TteEpLoX HECO oTNV TPWTELVN.

H mpwteivn wolframin cupmepllapBdavel 9 SlapeuBpavikég TMEPLOXEG KOl N
Aewtoupyla tTNG ouvléetal pe v ekdnAwon ocakyopwdn Stapritn oto cuvépopo WS. H
npwteilvn autr), o€ movtikia mou Aeinmel to yovidlo WFS1, evepyel wg KavaAl LOVIwv
aoBeotiou Tou gvSomAaopatikou SIKTUoU Kal Bewpeltal avaykaio ywa tn ouvtipnon tng
OLOLOOTAONG OTA TIAYKPEATIKA B-kUTtapa. H Aettoupyla tng wolframin oto €éow oug kat ot
pMNXoviopol e Toug omoioug pia HeTAAAAEN emibEpeL Un ouvSpotkr Bapnkoia dev €xouv
EekaBaplotol akdpa duotuxwe. EvtouTtolg, n ékbpaon tou yovidiou £xel BpeBel otov koxAla
TOU TOVTIKIOU ot Sladopa avamtuélaokd tou otadla Kol oe TOAAA KUTTapa ONMwC OTO
OTELPOELSECG yayyALo, ota €€w Kal €0w TpLYwtd KUTTapa KA (Charles D. Bluestone, et al,

2014).

4.1.2.5. ®uloouvdetn un ocuvdpouky PBapnkoia

Av Kkal povo to 1,7% tng Bapnkoiag ota matdla oxetiletal pe £€va yovidlo mou
Bploketal oto X ypwpoowpa, map' OA' autd umdapyouv 28 yvwotd cUvEpouo TIou eival
ouvbebepéva e To X TPOTO KANpovounong Kal ekdnAwvouv oto ¢avoTuTio Toug coBapou
BaBuolL Bapnkola £éwg kat kwdwon. Q¢ tétola mapadeiypata avadépovral to cuvdpopa
Norrie koL To MohrTranebjaerg. Mévte yoviSLokol TOmoL Kal éva yovidlo éxouv avakaAudBei
£WC OTWYUAG va elval umevBuva ylo tn un ouvdpopulkn Bapnkoila mou odeiletal oto X
xpwuoowpa. O yovidlakog tomoc DFN1 emovapeAetOnke kal Bp€bnke va UTIApPXEL Kot

Slavontikn votépnon pall pe Tnv epdavion tng Boapnkoiag.

A) DFN3

H Bapnkoia oTto YeVETIKO TOMO 3 TOU X XPWUOOWUOTOG AMOTEAEL pla omd TLg

OUXVOTEPECG HOPDEC VEUpOALOONTHPLAG N cUVEPOLKNG Bapnkoiag (0,8%) mou odelletal o
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petalragelc oto yoviblo POU3F4. 3tnv mAsewoyndia n DFN3 PBapnkoia eivat coBopou
BaBuou veupoaloBnTHpLa He N xwplc aywylpotntag. NMoAl cuxva n Bapnkoia aywyLluotnTag
Sev elval avtAnmt AOyw Tou ToAU peyalou Babuol veupoalcBbntrplag Bapnkoiag. Ot
pHeTaAAAEeL oTo yoviblako tomo DFN3 €xouv wg cuvemela TNV KaBnAwon tou avaPoléa,
TIOU HLHOUTOL TNV WwTookAnpuvon mpayua mou odnyel oe gusher mepidepdou kotd TN
SLApPKELO EVOC XELPOUPYELOU ylar aAhayn Tou avaBoA€a e TLOTOVL Kal T SLlEUPUVEN TOU €0W
aKouoTIKOU Ttopou. O yoviSiakog tormog DFN3  Bpioketal otnv meptoxn Xq21. Autd mou
AapBavel xwpa oto ev AOyw YeveTkO Ttomo eival n Siaypadn Pdacswv tou yovidiou. Ot
neploootepeg dlaypadec autég sival 400-900 kb mavw amd TNV MAEUpPA Tou yoviSiou
POU3F4 kat auth n neploxn Selyvel va mailel podo pubuiotikou hotspot yia thv ednAwon
Tou yovidiou. Qawotumikd mapouctaletal puikn Suctpodia oxedov (Sla pe auti Tou
Duchenne kat AAAeg X XpWHOCWHMLKEG avVwWHAAiec edv yivel Staypadn BAcswv mapanavw

amnd 50% tng ouykekplpévng eploxng (Charles D. Bluestone, et al, 2014).

4.1.2.6. Muwoyxovdplakny Bapnkoia

4.1.2.6.1. MetaAlay£g tou ptoxovdpiakou DNA

2tn PBaon 6ebopévwv Tou pitoxovdplakou DNA tou avBpwmou MITOMAP

(http://www.mitomap.org/) ouA\éyovtalL oL WITOXOVOPLAKEG HETAANAYEG, OL  OTOieg

vevikotepa Slayxwpllovtal os HeyAAEC AVAKATOTALELG KL 0 LETAANOQYEG TTOU TieplopilovTat
Ot TEPLOPLOMEVO aplOpd Juywv Bacswv. AmMo TIC TeAeutaieg, n mAsoPndia adopd oe
ONUELAKEG HeTOAAAYEC. OL TeEPLOOOTEPEG eloaywyEG, eAAelPeLg, Suthaclaopol, avaotpodEg
1 GAAeC oUVOETEG avakoTATALELC, TtepAapBAVOUV apKETA yovidla, adol Ta pLtoXovopLakd
vovibia Bpiokovtal moAl Kovtd To £va e To dAAo (37 yovidia oe 16,5 kb). OL VOUKAEOTIOLKEG
OVTLKOTOOTACEL TOU pLtoxoviiakol DNA kAnpovopouUvtal amé thv pntépa povo. O
ONUELAKEG peTaAAOyEG Tou pitoxovdplokol DNA upmopoUv va sudavilovral os oAa ta
yovibLa Kol oL CUVETELEG TOUC e€apTwvTal amo TG aAAay£C TTou eTiLpEPOuV oTa TPOLOVTA TWV
yoviSiwv autwv, amo To eUPOC TWV LOTWV TIoU GEPOUV TIG PETAAAOYEG, TN HETAPOAN TNG
napaywyng ATP atoug Lotoug autolg, dAAoug oAupopdlopols Tou pitoxovdplokou DNA
(Lamminen T, et al, 1997) ( Howell N, et al, 2003a), and mepParrovTikoUG TOPAYOVTEC
(Estivill X, et al, 1998), kaBwg emiong KAl Amod TMAPAYOVIEG TOU KWSLKomoLouvTaL anod Tov
nupnva kat oAAnAsrudpolv pe Ta TPOIOVTO TwV Yovidiwv Ttou pitoyxovéplrakol DNA

(Bykhovskaya Y, et al, 2000) ( Sasarman F, et al, 2002).


http://www.mitomap.org/
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4.1.2.6.1.1 EtsponAaouia

MoA\EG OnNUELOKEG PETAAMNAYEG TOu putoxovoplakol DNA elval €TEpOTMAACULKEC,
Snhadn popla ductoloyikol Kal popla LetaAdaypévou pitoxovdplakol DNA pmopouv va
Bpiokovtal pali ota KUTTOpA Kol ota pitoxovoplo os Sladopeg moootnteg. MaboAoyikn
KALVLKN €OV €KONAWVETOL OTAV N TTOCOTNTO TOU METAANayUEVOU pitoxovoplakolu DNA
EeMEPAOEL TO OPLO OTO OTOLO OL GUVETELEG TwV UETOAAAYwWV Tou Sev meplopilovrtal mAgov
amnd tn cuvunapén duaclohoyikol pitoyovdplakou DNA (Rossignol R, et al, 2003). Ze peAéteg
in vitro pavnke OTL oL MEPLOCOTEPEC PETAAAAYEG TOU pitoxovdplakol DNA eival wdiaitepa
umoAeumdpeveg. Me Alya Adyla, ta KUTTOpA €lval avektik@ o€ uPnAd emnineda
petaAaypévou pitoxovdplakou DNA (70-90%) kol pOvo amod Ta emimeda autd Kol MAvw
eudavilouv BAAPeg otnv avamveuoTikn aAucida. Ta akplpn opLa tng BLoxnUKNG ékbpaacng
Sladépouv amod Loto og LoTo Kal and petaAdayn os petalayn (Chinnery PF, et al, 1997)
(White SL, et al, 1999). MNpénel va avadepbetl otL:

1. OwmnaBoyevelc petalayEg avtlleTwmni{ouy LoXupr apvnTIKA eTiAoyn o€ €EEALYKTIKNA
Baon, omote Kal sival oxetikad mpoodateg eeAyktika (Abe S, et al, 1998) (Hutchin
TP, et al, 2001) (Howell N, et al, 2003b) (Torroni A, et al, 2003).

2. O Béoelg otnv alnAouxia tou pitoxovdplokol DNA mou eival Asltoupylkd
ONUOVTLKEG, eUdavilouv ouvTnPNTIKOTNTO UETOEU Twv dwv, emiBefalwvovtag To
pOAo TNC PUOLKNG EMIAOYNC EVAVTIOV TWV HETOAAQY WV.

3. Mrmopel va elval ePIKTO va CUUTEPAVOUE TNV TTABoyEVeELd LLOG METAAAYAG amo
TIC EMUTTWOELS TNG OTn SO Twv TPOIOVIWV Twv yovidiwv, m.X. amd TIg
DUGLKOXNHLKEC LBLOTNTEG TWV OULVOEEWY TIOU CUUETEXOUV OF Hia TOPEPUNVEUGLUN
petaAAayn.

4. TEAog, MOAAEG POPEC O GUGYKETLOMOG YOVOTUTIOU — GALVOTUTIOU £ival TOOO LoXUPOG
miou Sev adnvet apdLBoliec yia tnv naboyévela plag LeTaAAAYAC.

AUO eival oL pnyoviopol mou pmopouv va oMafouv ta eminmeda tou doptiov Twv
petaAlaywy in vivo og KUTTapa avBpwrou:

1) ‘Xohapr aviypadn’ (relaxed replication). e avtiBeon pe to mupnvikd DNA, To omoio
ovtiypadetal pla povo ¢dopd os kdbBe KuTTaplkO KUKAO, TO pLtoxovdplakd DNA
OVAKUKAWVETOL CUVEXWC, OKOHA Kal OTOUuG Lotoug mou &g Statpouvtal (Bogenhagen &
Clayton, 1997). H avtiypadn sivat ‘yahapr’, adou yivetal aveédptnta amoé Tov KUTTApLKO
KUKAO. ATIO TN OTLYUN TIOU OpLOUEVA POpLa EMIAEYOVTAL YL AVOKUKAWGN, OUTO onpaivel otL

o €vo. ETEPOTMAAOMLKO KUTTApo n ovaloyiot Tou ¢ucloloyikol TPOC To HETOAAAYUEVO
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uttoxovdplako DNA pmopei va aAlalel oe pia xpovikn mepiodo (Birky, 1994) (Chinnery &
Samuels, 1999). O unXaviopdg auTdG UMopPel va esuBUvetal yla TIC OAAOYEG oTnv
£TEPOMAQCUL TTOU TMOPATNPELTAL OE HETA- UITWTLKOUC LOTOUC OTIWE Ol OKEAETLKOL HUEG KoL
ta puehika kuttapa (Chinnery & Samuels, 1999). Ou wotol autol sival mou ¢p€pouv TO
ntaBoAoyko Bapog e aoBEeVELG TTOU TTACXOUV OO ULTOXOVOPLAKEG TTOONOELC.

2) ‘Bhaotntikog Slaxwplopog (vegetative segregation). O avicog Slaywplopodg Ttou
peTaAAayUEVOU Kal Tou ¢ualoAoylkoU ptoxovdplakol DNA katd thv Kuttaptkn Slaipeon
pmopet va aAAalel ta enineda tnG eteponAacpiag os évav moAhaniacialopevo Lotod (Birky,
1994), 6mw¢ ta AeukokUTTAPA TOu aipatog f Ta kKuttapa oe KaAllépyela (Lehtinen, et al,
2000). e pn Slapoupevoug LoToug, Kat oL SUo unxaviopol pmopel va mpoAappdavouyv tn
CUCCWPPEUCN CWHATIKWY HETAAaywv, oAAA pmopel kot va odnyrjoouv og MOAU uPnAd

enineda petaAhaywv péoa os kamola kuttapa (Elson, et al, 2001b) (Lehtinen, et al, 2000).

4.1.2.6.1.2. MnTPWKA KANPOVOMLKOTNTA KOl ETUKTNTEG METOAAOYEG

To putoxovépliakd DNA SiafiBaletal pOvo HECW TNG MNTPLKAG YEVEOAOYLKAC
vpouung (Giles RE, et al, 1980). Ot petaMayég tou pitoxovéplakou DNA eival elte
emikTNTEC, £lte KAnpovopoUpeveg. Na onpelwOel OTL oL KAnpovoUoUEVEG LeTOAAAYEG elval
OXeO0V MAVTA CNUELAKEG HETAAAOYEG KAl OXL HEYOAEG QVOKATOTALELG OMWCE eAAelPeLg N
Sumhaotaopol. MBavotata n yevealoyLkn ypaupn 8ev avEXETaL LEYAAEC AVAKATATALELG TOU
pitoxovéplakol DNA, yU auto Kal ol eAAeiPelg eival mavta eniKTNTEG Kol ETEPOTAACULKEC.
OL onuelakég petalayég pmopel va eival emikinteg i KANPOVOUOUUEVEC Kal va
nmapouaclalouv etepomAacuia 1 oponmAacpio. H ocuxvotnTa Twy eMIKTNTWV HETOAAAYWY Kol
N oUPPBOAr TOUC OTOL VOONUATO €XEL UTIOTIUNOEL emMeldn aUTEG elvol Tapouoeg UOVO o€
Hwoaiklopd kot cuvnBwg dev evtomifovrtal oto mupnvikd DNA.

Yrnidpxouv evdeifelc mou umodnAwvouv oOtL n Slappor TaTtpLkol HLToxovdpLakou
DNA eival omavia Kot akopa kol av cupPet, eivatl oxedov amibavo va UTapEeL oNUAVTLKOG
oVaoUVSUOOUOC HETOED TOU TMOTPLKOU Kol TOU UNTpKol pttoxovdplakol DNA (Chinnery,
2006). Aev €xouv akopa koboplotel ol akplPeic¢ poplokol pnyaviopol miocw amod tnv
ouotnpn pntpkn StaBifacn tou pitoxovdplokou DNA. Apxlkd mioteudtav OTL T TTATPLKA
pLToxovépLa eV TPooXwpPoUCaV 0TO WOKUTTAPO, aAAG TeAlka daivetal mwg Sev gival auth
n attio. Exouv evromioBel matplkd popla pitoxovdplakol DNA og mpwipa mPogpdUTEUTIKA
£uBpua avBpwrou ta omoia KatootpEdovial HE KATIOLO pnxaviopo (Sutovsky P, et al,

1999).
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4.1.2.6.1.3. KAnpovoukotnta Kot To POLVOUEVO TOU MMOUKAALOU

Tayxeie¢ evboyeveaAoylkéEG OAAOAYEG TOU LUTOXOVOPLOKOU YOVOTUTIOU MEOW
StaBiBaong petalaywv tou pitoxovéplakol DNA mapatnpndnkav apyikd os ayeAadeg
Holstein (Upholt WB & Dawid IB, 1977) (Hauswirth WW & Laipis PJ, 1982) (Olivo PD, et al,
1983). Meténelta akohouBnoav mapopoleg peAéteg StaBifaong maboyevwy petallaywy
Tou pLtoxovdplakol DNA os BnAaotika kal otov avBpwro (Holt 1), et al, 1989) (Vilkki J, et
al, 1990) (Larsson NG, et al, 1992). Ot épguveg AUTEG 081 yNCAV OTO CUUMEPACHA TTWE LOVO
€VaG UKPOG aplBuoc poplwy pitoxovoplakol DNA mepvouv amo Tn UNTépa oto Taldi, Katl
TIOU TEPLypAdETAL WG ‘baLvopevo Tou uroukaAol’ (‘Bottleneck effect’) (Hauswirth WW &
Laipis PJ, 1982) (Ewkéva 20). H yvwon pog yla To GaLvopevo auénBnKe onUOVTLKA EMELTA
and HeAETeg o TOVIKLA Tou epdavilav etepomAacpia kat Stafifalav oubétepoug
noAupopdLopolg Tou pitoxovéplakou DNA (Jenuth JP, et al, 1996) (Meirelles FV & Smith
LC, 1997) (Meirelles FV & Smith LC, 1998). Metpwvtag Ta €Nl TOL{ €KATO TIOCOOTA TNG
ETEPOMAACMIOG OTOUG QTMOYOVOUC Kal OUykpivovtag He To aviiotolyo emineda o€
wokUTTapa, ot Jenuth et al. (1996) £6eL€av OTL Ta enineda tng etepomAacpiag PeTatl Twv
amoyovwy tou (8lou BnAukol kaBopl{ovtav amo Tuxaioug YeVETIKOUG TAPAYOVTEC O £val
TMPWLHO OTASLO KATA TNV WOYEVESNH TNG HMNTEPAG, TPV TO OXNUATIONO TWV TPWLHWV
WOKUTTAPWY. Meyaheg HeAETeC yeveahoylkwy dEVEpwVY Tou avBpwrou £6&L€av OTL oL SLot
pnxoviopol cuppeTéxouv Katd tn dtaBifacn maboysvwy PeTAAAOYWY TOU ULTOXOVEPLOKOU
DNA. Ot mpoomnaBeleg va kaboplotel to péyeB0og Kal oL HNXQVLOHOL Tiow aro To GaLvOoUEVO
TOU MIMOUKAALOU ULoBETnoav €va HovTEAO pmoukaAloU MAnBuoulakng yevetikng (Wright S,
1969) (Ashley , et al, 1989) (Howell N, et al, 1992) (Marchington DR , et al, 1997)
(Marchington DR, et al, 1998) (Poulton J , et al, 1998), n éva povtélo TBAVOAOYLKAC
KOTAKPATNONG MOV OTNPL{eTOL O MAPATNPrOELC EVOOYEVEQAOYLKAG TIOLKLALQG.

Ta povtéAla auTd Pmopel va KAVOUV TIPOYVWOELG OXETIKA UE TN cupmepldopd
TOU GALVOUEVOU TOU HTMOUKAALOU OE OUYKEKPLUEVA yeveahoylkd Oévdpa, oAAd bev
nieplypddouv akplBwg t PBroloyikn Stadikaoia. Tuykekpipéva, dev gival Suvatd va yivel
SLOXWPLOUOG HETAEL eVOC £vTovou GaLVOUEVOU TOU MITOUKAALOU Kol EVOG TILO XaAapoU, Ttou
OUWG Kal ta SUo pmopouv va TpokaAéoouv TNV Sla mowilopopdia otoug amoydvoug
(Howell N, et al, 1992) (Marchington DR, et al, 1998). EmutAéov, Sev eival duvatd va
yvwpilovpe av to ¢owvOpEVO TOU MMOUKaAlol umopel va odeiletal os GuoLkoug

TEPLOPLOUOUC TWV pHopiwv tou pitoxovdplakol DNA oto yevwnTikd kOttapa, otn Gpuoikn
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ETUAOYN MLOG UTIOOUASAE Hoplwv 1 oTov €TUAEKTIKO MOAAAMAACLaopO piag umoopdadag

popilwv (Davis & Clayton, 1996).

small number of mother's

mother with mitochondria, selected randomly,  contribution contribution  possible
mild or no symptoms  goes Into each early eqg cell from mother from father  outcome
"Bottleneck Effect” =
T gy child with
/,'Z ‘o Q*r 0% 4 O = sovre
' # ° #/ mutant !
) WV e g ke of 2 j ¥ disease?
D\ " A " " mitochondria ’
D ¢ e increases ;
g . child with
S ! A
. B s ‘of .. 6,3 % o = mid
g & ' ’ o disease?

. " ." w -
JP/—N/ "5\ 20% o Child with
! O L % .\o_) mutant + == no disease?

mature egg cells

mother's cells may have cells that witl
20% mutant mitochondria become egg cells

sperm cells
{no mitochondria)

Ewéva 20: To @aLVOUEVO TOU UTTOUKAALOU

‘ExeL umootnpLxBel mwe To patvopevo Tou pmoukaAlou eival pia Stadikaocia mou
e€eAixOnke yla va eAéy€el T CUCOWPEUON NTILWV PETOAAAYWY, OTIWC OPLOUEVEC eAAElPELG
Kol va TipoAdPet Tnv e€adavion tTng UNTPLKAC Yeveoloylkng ypapung (Muller, 1964). To
dawopevo odnyel o e€adavion Twv MEPLOCOTEPWY VEWV PETAAMAywY N ot emdlopbwon
Kamolwv aAwv. Av eival Bapid srupAaPeig, ol petalayég auteég Ba xabouv péow TG
duolkng emdoyng. Av elval sladpwg maboyeveic 1 Tmpaypatikd oudétepeg, Ba

ocuvelodépouv otn poplakn eEEALEN Tou pitoxovdplakou yovidiwpoatog (Chinnery, 2006).

4.1.2.6.1.4. ZuXvotnta KOl CUCOWPEUCN KLETAAAQYWV TOU pitoxovdplakouv DNA

Elval yvwotd otL pe tnv nAkkia ta KUTTOpa CUCOWPEVOUV ETIKTNTEG UETAANQYEC
Tou pitoxovéplokou DNA. Autd odeiletal otnv adBovia Twv popiwv Tou pLtoyovdplakou
DNA ota kuttapa (meplocotepa amd 100 ava kuTtapo), otnv udnAn cuxvotnta Twv
petaA\aywy Tou, n omoia gival dekamAdolo eKeivng Twv PETAANAYWVY TOU TUupnvikou DNA
(Wallace, et al, 1987) katL otnv amouocia tou avoouvduacpol Kal tng emdidépbwong tou

pitoxovéplrokoyu DNA. O avacuvbuaopog otn peiwon emtaxVvel tv eéddewdn Twv
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eMelewv Tou mupnvikoL DNA (Bachtrog, 2003), katL mou 8 cupBaivel oTo PLITOXOVOPLAKO
DNA omou o avaocuvluaopog eival eite omaviog, ite dev umdpxel kaboAou. H vPnAn
ouxvotnta odelleTal EMiong oTNV AMOUGCLO EMLSLOPOWTIKWY UNXAVICUWY YLO TLG LETOAAQYEG
Tou pLtoxovdpLakol DNA.

To uitoxovéplakd DNA &ev eival povo ekteBeipévo oe meplBoaAlovtikoUg
TIAPAYOVTEG TIOU €ival Kol To Tupnvikd DNA, onwg n aktvoBoAieg, aAAd Kal eMUTAEOV OTNV
ofeldbwtik dpacn amd TNV ameAevBépwon uvPnAlwv emmEdwy  SPACTIKWY HOPpdwWV
otuyovou. TeAeutala, Sladopec Bewpieg yvwotég wg ‘n emBiwon tou o apyou’ Kal
‘avikava putoxovépla’ €xouv meplypdPEL WG TA EAATTWHATIKA HLTOXOVSpLA TIou dEpouv
pio petaAayn pmopouv va StacwBolv péow mpoPfasdiopatog mou amoktolv amnod tnv (Sla

™ nuetaAAayn (De Grey, 2005).

4.1.2.6.1.5. MttoxovéploKA Voor T

TouAdylotov 200 moaBoyevelc petoAhayég €xouv Tautomolndel UEXPL onuepa
(MITOMAP, http://www.mitomap.org/). EmutAéov, OladopeTkEC HeTAAMAYEC TOU
pitoxovéplokolu DNA pmopoUv va ouvepydlovial yla va opioouv tnv ékdpoocn HLag
nadnong (Lamminen T, et al, 1997) (Rahman S, et al, 1999) (Brown MD , et al, 2002)
(Sudoyo H, et al, 2002). Ta pitoxovépLokd voonpata odeilovtal os HeTAANAYEC O€ €va ATO
Ta 60 TMUPNVIKA yovidla | og éva amo ta 37 pLtoxovoplakd yovidla mou KwdLkomololv
pitoxovéplokeée mpwteiveg. Emeldn kal ta 37 putoyovoplakd yovidia kwdilkomololv
TPWTEIVEG TTOU OCUUUETEXOUV OTNV OEEOWTLKN Pwaodopuliwon, OAa Ta voorpaTA TIOU
nipokoAouvtal and Petalayég Tou putoyovdplakol yovidltwpatog, mapouotalouvv BAAPEC
otnv oeld Tk GwodopuALlWON. ITIC TEPLOCOTEPEC MEPLITTWOELG 0LUTO 08NnYel o vOoOUC UE
TOAQTAG KALVIKA CUUTTTWHATA OwG To oUvdpouo Kearns—Sayer: KSS, NARP: veuponabela,
otafia, pelayxpwotiky apdipAnotposidonabela, to olvdpopo MELAS: pitoxovdplakn
eykepohopuonaBbela, yoAakTIKA OfEwaon Kol OyYeELaKA €eYKEPAAKA €MELCOSL0 1 TO
oUvSpopo MERRF: puokhovikr emiAndia pe epuBpeg pakkwdelg (vec.

MapdAAnAa, UTAPXOUV KOl LTOXOVOPLAKA voonpata Tta omoia 8ev €xouv
MOMAMAG cupntwpota ald ennpedlouv €va pHOvo Opyavo, Omwe T.X. Tov koxAla. Ta
TIUPNVLKA yovidla ou KwdLKomoloUV Ltoxovdplakég mpwteiveg, 6ev KwdLKOMoLoUV UOvVo
Mpwteiveg mou pubuilouv tnv ofeldwtikn dpwaodopuliwon, oMda kot mpwrteiveg mou

CUPUETEXOUV oTnV ameleuBépwaon uPnAwv emumédwy Spactikwv popdwv ofuyovou Kot
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oTNV amomnmtwon. AutO onuaivel OTL TO €UPOC TWV VOONUATWV ToU Snuloupyouv ot
UETAAAQYEG TWV TTIUPNVLKWV PETOAAOYWV Elval LeyAlo.

H ameAeuBbépwon vPnAwv emumédwyv dpaoctikwv popdpwv ofuydvou TPoKaAel
BAGBeg otouc LotolG, mpokaAel oeldwon MpwTteivwy Kal BAGBe¢ oto ptoxovdplakod DNA.
AUTO Hmopel va TPOKAAEDEL ETIKTNTEG LETOAAOYEG OTO HLTOXOVEPLAKO yovISlwpa 0dnywvtag
oe PBAaBec otnv ofeldbwtikn dwodopuliwon KoL otV AMOMTWON Kol Vo TIPOKAAECEL
npocbeto 0eldwTIKO stress. Eival katavontd, ot o pavAog kUKAOG Tou aufavopevou
0&eldWTIKOU stress, TNG EAATTWHATIKAG 0EELOWTIKAC GwodOPUALWONG KaL TNG AVLOOPPOTING
anoénTwong, lvat n attia yla ta meplocotepa pitoxovdplaka vooruata (De Grey, 2005).

It nabnoelg mou odeidovtal oe PAAPeG otov €Aeyxo TOU pLTOXOVOPLAKOU
o&eldwTtikoU stress meplhapBavovtal n ataéia Friedreich (petaAAayég tou yovidiou frataxin),
n vooog Parkinson (petaAAay£cg Tou yovidiou DJ1) kot n apuotpodLkr) TAEUPLKT OKARpUVON
(uetoMayég Tou yovibiou SOD1). H atafia Friedreich odeiletal oe amwAela NG
AELTOUPYLKOTNTAG TNG HLTOXOVOpLAKAG TMpwTteivng frataxin mou dnuloupyel cucowpeuon
oL pou oto pitoxovdplo kat BAABN oTn AELTOUPYLKOTNTA TWV MPWTEVWV oLdrpou Kat Beiou
(FeS), odnywvtag os auénuévo oelbwTIKO stress. H olkoyevrg vooog Parkinson pmopel va
odeiletal oe petaAlayéc oe SdU0 yovidlo TOu elval ONUOVTIKA yla TOV E£AEyX0 TOU
ofeldwtikoU stress, To DJ1-A (Yang, et al, 2005) kat to PINK1 (Wang Q, et al, 2006). Eniong,
petaAlayég Tou yovibou SOD1 mou oxetiovtal e TNV apuotpodLkr TTAEUPLKH OKARpuvOon,
T(POKOAOUV GNUAVTIKA aUénon Twv evoKuTTaplkwv dpactikwv popdwv 02 (Said,et al, 2000)

Eniong, yevetikéc PAABeC TNG amontwong unopel va odnyolv oe pLTOXOVSPLAKA
voonuata. Ot petadday£cg Tou yovidiou PINK1 mou mpokaAoUv th vooo Parkinson eival éva
napadelypa (Petit A, et al, 2005) (Park J, et al, 2006).

Mpoodata £yve KATAVONTO OTL UTIAPXEL ETUMAEOV Uia Katnyopla ULtoxovepLokwy
VOONUATWV: eKelva Tou odeilovtal os petalhayEéG o MUPNVLKA yovidla Tou emnpealouv
v otabepotnta Kol avilypadr tou pitoxovéplakol DNA. Autég odnyolv oe amwAsla
pitoxovéplokol DNA pe amotéeopa TNV gudavion mMoAwv cuvSpopwv Tou OAa padl
oavadépovtal wg ouvdpopoa Slaypadnc/anwAelog tou pitoxovdplakol DNA, 1 wg
Slotapay£c Tou TupnVIKoU — pLtoxovoplakol evloyevwlKoU onuatoc (Spinazzola &
Zeviani, 2005). 2T1¢ vOOOUC QUTEG TEPIAOUPAVETAL N AUTOCWHATLKY ETUKPATHG TIPOOSEUTLKN
efwtepikny odOaApomAnyia (adPEO) mou mopouotdlel PeTalayEéG OTO TUPNVLKO yovidlo
SLC25A4 Kal n HLTOXOVOPLAKS) VEUPOYOOTPOEVTEPIKY eykepalopvomndbelo (oUvSpopo

MNGIE) pe petaAlayeg oto yovidio CFGF1. Mépa and ta cuvdpopa, oL HeETOAAOYEG TwV 37
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uLtoxovéplakwy  yovidiwv mpPokoAoUV  Kal HUn  OUVSPOULKA VOOoHUOTa, Onwg N

veupoalobntipla, un cuvdpopkn Bapnkotia.

4.1.2.6.1.6. To MOAUTIAPOAYOVTIKO MOVTEAO

Ta 1O KOLVA VOOHUOTO OTOV AvBpwro eival moAumapayovtika Kal eudavilouv
TowKAla yovidiwv mou alnAsmidpouv pe to mepPPAANoV yla va gudavioouv TEALKA TNV
KAWVIKA €lkOvVa TNG vOoou. Eival mAéov yvwoto, OTL OPKETEG ATO QUTEC TLG KOLVEG VOOOUG,
OMw¢ n vooog Alzheimer, n véoog tou Parkinson, n apuotpodikr) MAEUPLK OKARpuvon, O
SafnAtng kat n uméptaon, eudavilouv KUplwG KANPOVOULKOTNTA Omd TN MNTEPQ,
umoSnAwvovtag OTL UTIAPXEL CUMUETOXN TwV HULTOXovOplwv OTa CUUMTWHATO TwV VOoWV
autwv (Wallace, 1994) (Wang Q, et al, 2004). KaBwg 0 aplBuog Twv HLTOXOVSPLAKWY
MeTaAaywV glval peyAdAog Kal oL pnxaviopol emdlopbwong tou pitoxovdplakol DNA eival
TIEPLOPLOUEVOL, UE TNV NAKIA cuoowpeUovtal TIOAAEG HeTOAAAYEG OTA HLTOXOVOPLA.
MeptBarloviodoyikol mapayovieg onwe n Slawta, tofikol moapayovteg K.d, cupPfailouv
TMEPALTEPW OTNV TTIWON TNG AELTOUPYLKOTNTAG TOu HLtoxovdpiou pe TNV nAkkia, pe
anotéAeopa tv ekSNAwon TnG madnong os peydAn nAwio oxetikd. AAwate, pe Bdon tn
Bewpla TOU avAou kUKkAou (De Grey AD , 2005), oL emiktnteg HeTAMAYEC TOU
pitoxovépLakol DNA pmopoUv va 6UGowPeUoVTOL LE TNV NALKia, KaBwG KABe pia amo autég
uropel va. TipokaA€éoel emumAéov PAABEC OTn AELTOUPYLKOTNTA TOU HLTOXovEplou ME TN

Snuloupyla VEWV pLToXovVOpLAKWY HETAANAYWV.

4.1.2.6.1.7. Nowopopdia d¢awvotunouv

Ot petalAay£g Tou pitoxovdplakol DNA pmopouv va dnpoupynBolv auvBopunta
oc PEYAAN ouxvotnTa KOl OL TEPLOCOTEPEG aAAAYEG Tou yoviSlwpatog ival oubEtepol
noAupopdlopol xwpic KAWIKA onuaocio. MN'autd £€xouv SnuioupynOel oplopévol Kavoveg
olpdwva pe TOUC omoioug amodelkvUeTal n maboyévela plog véag UeTaMayng Tou
pitoxovéplokot DNA (Di Mauro S & Davidzon, 2005). Autol oL Kavoveg eival : 1) H
petaAlayn Sev Ba mpénel va sival mapovoa og vyl dtopa Tou iStou gBvikol untdPabpou.
2) H petaMayn Ba mpémel va dnpioupyel alayég o £va TR Tou pitoxovdplakol DNA
TO omolo eival ocuvtnpENTKO otnv e€EALEN KOl KATA CUVEMELX CNUAVTLKO Asltoupykd. 3) H

petadayn Oa mpémet va dnuoupyel pia n meploootepeg PAGBeg otnv evlupiki aAuoida tng
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avamnvong n BAGPeg otn cUvBeon TWV ULITOXOVOPLOKWY TPWTEIVWV. 4) Oa TPEMEL VA UTIAPXEL
OUOYETLON PETAEL Tou Babpou tng etepormAacuiog Kat tng PapltnTag TNS KAWVLIKAG ELKOVAC,
KoOwG Kol OUCXETLON METAEU TOu PabBuol TNG €TEPOMAACUIOC KAl TNC KUTTOPLKAG
naBoloyiac (Di Mauro S & Davidzon, 2005). To teAeutaio KpLTHPLO MAVIWG, eV lval TO0O
Loxupo, 0adol O OCUOYXETIONOG Oev elval mAvTa TOOO OVTUTPOCWIEUTLKOC. Emiong,
napatneolvTal aMNAETOPACELC TwV TWWPNVIKWY  yovidiwv e  meptBallovtikolg
TIAPAYOVTEG oL omoiol emnpealouv tn PaplTnTa TNE VOOOU, OTTWCE YL TTAPASELYUA N CUXVA
A1555G petaAlayrp tou pitoxovdplakol DNA mou TmpokaAel veupoaloBntipla N

ouvépopkn Bapnkoia.

4.1.2.6.1.8. Muwoxovéplakn Bapnkoia

MoAAEG peTtalAayEg Tou pitoxovéplakoU DNA obnyouv oe avwualieg pe mlolola
oUMMTwHAToAoyia, onwg Ta cuvdpoua Kearns—Sayre=KSS, MELAS, NARP kalL to ocuvSpopo
MERRF, pe KAWVLKN €lkOva Ttou propel va epthapBavel kat Bapnkoia. Exouv Bpebel apKeTEg
OTIAVLEG LETAMOAYEG TWV HLTOXOVOPLOKWY YOVISLWV TIou €XOUV OXECN WE TN U CUVSPOULKNA
Bapnkola. Zuykekplpéva n LetdAAan 1555A>G £xel meplypadel meplocOTePO Kol cUVEEETOL
UE TNV auénuévn evatcbnola os apwvoyAukooideg Bapnkoia. To XOPOKTNPLOTIKA TNG Elval n
nipolovoa petpiou Babpou Bapnkoia WBiwg otic uPnAEG ouxvotnteg. EKTOg amd tn A1555G
peTaAaln, epdaviletal Alyotepo ouxvd Kat n C1494T petdAhaln, evw Kol GE QUTAV ThV
neplntwon, n fapnkoia mou avamntuoostal eival TpoodeuTiki Kal Petpiou Babuou (Bottger
Erik C & Schacht Jochen, 2013).

OL uitoxovéplokég petaAlagelg miBavotata va mailouv poho kal otnv
npecBuakoucia. Mnyaviopol emdlopBwong Tou HLTOXOVSPLAKOU YEVETIKOU UALKOU Omwg
ocupBaivel avtiotowa pe to mupnvikd DNA Sev umdpyouv. Me to mépacpo Tou Xpovou, Ta
ocuvexopeva Aabn ta onoia Sev emblopbwvovtal otnv aAuoida tou DNA tou pttoxovdpiou
£XOUV WG OTOTEAECUO TNV OUCOWPEUON UETAMALEWV TIou emnpedlouv OpvNTKA TN
Aettoupyla TwV HITOXOVEPIWV TWV KUTTAPWY Tou £0w wtog. Poptio amd cucowpeupévo
pitoxovéplokd DNA pe AdBn é€xel Bpebei o "nAikiwpévouc” koxAieg (Charles D. Bluestone,
et al, 2014).

OL petadAayég Tou ptoxovdplakol DNA aveuplokovtal og Alyotepo amd to 1% twv
madlwy pe mpoyAwoaotkr Bapnkola, gival Opw¢ ocuxvotepeg o HeyaAUTEPEC NALKIEG. Ie

0UTO TO onpeio ylvetal pia cuykpoTnUEVN avaoKOTNon TG UIToxovepLokng Bapnkoiag Kot
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OUVKEKPLUEVOL TWV HETAAAywWV TOU HLIToXovoplakol YovISLWHATOG TIoU TIPOKAAOUV

OUVOPOULKN KaL N cuvdpopikn Bapnkoia.

Metabhay Tovisw ~ Ipoidy Khwikd arovyeio exrdq g fapioto
Tovidio posepkod RNA (FRNA)

AR2TG MIRNRI  125:RNA
961delT/insC MIRNRI  125:RNA
T961G MIRNRI  125:RNA
T1005C MIRNRI  1251RNA
T1093C MIRNRI  125:RNA
AL116G MIRNRI  125:RNA
T1243C MIRNRI  125:RNA
T1291C MIRNRI  125:RNA
Cl404T MIRNRI  125:RNA
Al3556 MIRNRI  125:RNA

Tovidte mov Kedtkomotwy Apareiveg

ATH3G Mor O

GTH4A Mor o

ATUSG Mor  Con

ASI0RG e

ALING JID§ ELAS
(14T JIDg

ENppna

Ao oo+ ope o, MDD, K85 recfoot
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Tovidio peragopikod RNA (RNA)

A3436G MTTLI RNALO® MIDD, MELAS, PEO

T3271C MITLI RNA=P MIDD

T4216C LHON

A4269G MITI {RNA™ Kopbopondfea

G4309A MITI fRNA™ PEO, aduvapio i dokmarg
G4332A MITQ RNA® MELAS

A43366 MITQ RNA® Huutkpavic

T4336C MITQ RNA® Alzheimer, Parkinson, utpovio:
G59532A MITW RNA™ Nevpoyootpoeviepikd aivipoyo
G5549A MITW {RNA™ Whywom, yopeto, upeykepurda| otasio
AS568G MITW RNA™ Yropehdyrypaon

GT444A MITW RNA™

ATA45G (T7445C) MITSI RNAS PPK

T472insC MITS] RNA*CY Aratio, Suoopbpic, wokdovie
T7510C MITSI RNASCY

TI511C MITS! RNA%ED

T7512C MITSI RNASN Ao, poorkovekr| enthnyie, vonTi vaTépToN
AB296G MITK {RNAM MIDD, kepdtopwondete

G8313A MITTK {RNA'® MNGIE

ABIMG MITTK {RNAM MERRF

T8356C MITK fRNA" MERRF, MELAS

G8363A MITK fRNA" Eykeuiopwonddeto, kopdtopondbete
T10454C MTIR {RNA™E

G12183A MITH tRNA PenwondBeo, poondbeto, otalfo
C12258A MITS? {RNASHED MIDD, petvondfeta

G13708A LHON

A14693G MITE RNA®

TI4709G MITE {RNA®® MIDD, worcfeta

T15908C MITT fRNA™

Mivakoag 4. MetaAdayég tou pttoxyovéptakoU DNA mou oxetiovtal e ouvepouULKn) KaL [ CUVSPOULKT

antwAELa aKoOlG.
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KSS: Z0vépopo Kearns—Sayre,

PEO: Npoobdeutikr opBaipomnAnyla,

PPK: Kepatobeppuia mahapwy Kot TEAUATWY

LHON: KAnpovoutkn omtikn veupondBela tou Leber,

MIDD: Mntptkr KAnpovoulkotnta Bapnkotoag kot dtapntn,

MERRF: MuokAovikni emtiAnia pe epuBpEC pOKKWOELG LVEC,

MNGIE: Mitoxov8pLaKn VEUPOYOOGTPOEVTEPLKK eykepalopuonabeLa,

MELAS: Mttoxovdplakn gykedaAopuonabela, YaAaKTLK 0EEWON Kal oyyELOKA eyKEDAALKA

ENEL0OdL

4.1.2.6.2. Zuvépouik Htoxovdplakn Bapnkoio

4.1.2.6.2.1 NeupopuKa cUvSpopa

Awddopa veupopulkd clvépopa Onwg ta KSS: ouvdpopo Kearns—Sayre, NARP:
veupomnadBela, oatafia, pelayxpwotik audipAnoctposidonabdela, MELAS: pitoxovoplakn
geykepoAopuondabela, yoAakTiky oféwon Kol ayyelokd sykedaAlkd eneloodia, MERRF:
puokAoviky emAnPia pe gpuBpég pakkwdelg veg, o amolo¢ dlaBntng o ocakxapwdng
Stapntng, to cuvdpopo Pearson kot To cUvSpopo Wolfram: omtikr atpodia kat Bapnkola,
TipokaAoUvTaL amod €va Peyalo PpACUO ETEPOMANCULKWY UETOAAQYWY TOU ULTOXOVSPLAKOU
DNA, mou meplAapBAVOUV CNUELOKEG UETAANAYECG KOl UEYAAEC YOVIOLOKEG OVOKATATAEELS
(kuplwg to oUvépopa KSS kal Pearson). OL TepPLOCOTEPEC QMO QUTEC TIC OVWHAALES
eudavilouv kapSlopuomnaddela, esykedalopvonabela, SiaBabuioelg otn puomabela Kot

ouvnBwg, aA\a oxL mavta, Bapnkoia.

4.1.2.6.2.2 AuUTAOGG CUCXETLONOG

H untplk pitoxovoplakr KANPOVOULKOTNTA TOou ouvduoaopol Papnkoiag Kot
cakyapwdn dapntn (MIDD), éxeL meplypadel os apkeTEg olkoyéveleg. OAeG oL PeTaAAYEC
mou oényouv oe MIDD (Mivakag 4), £€xouv PpeBel oe etepomhaocpio. Eva peyado
EMewppo/dumhactacpog (Ballinger SW, et al, 1992) kabwg emiong kot évag AAog
Sumhaolaopog éxouv Bpebei ot mpokalovv MIDD (Martin Negrier ML, et al, 1998). Autég ot
MEYAAEC QVOKATATAEELS elvol HOvadLkEC Kol €xouv To €€A¢  yapaktnplotka: 1)

kKAnpovopoUvtal amd tn uNtépa, ot avtibeon He TIC TEPLOOOTEPEG GAAEG HEYAAEC
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avakatatagelg kat 2) g oxetilovral pe GAAA KAAOOLKA cUVEPOUA TIOU TIPOKAAOUVTAL aTo
eMelppoata.

Mepikol aoBeveig pe MIDD gudavilouv tn A3243G petarlayn oto yovidio MTTL1
(Ewkova 21) mou kwdikomoleil to tRNALeu(UUR). Auti n petaAlayr oxeTiletal cuxvd LE TO
ouvdpopo MELAS (Reardon W, et al, 1992) (Van den Ouweland JM, et al, 1992).

Y& GMeg owkoyéveleg pe MIDD, €xouv meplypadei (Kameoka K, et al, 1998) n
T14709G petalayn oto yovibilo MTTE mou kwdikomoleli to tRNAGIu kat n A8296G
petaAlayn oto yovisio MTTK mou kwdikormolel to tRNALys (Ewkova 21).

H A3243G petaMayn cuxva mpokoAel Bapnkoia n/kol cakxapwdn SiaBrtn
(Kadowaki T, et al, 1994) (Sepehrnia B, et al, 1995) (Guillausseau PJ, et al, 2001). Zxebo6v
oMol oL aoBeveig mapouatdalouv veupoatoBntrpla Bapnkoia. O cakxapwdng SLaPATNG KAt
™V gudavion Tou eivat pn e€aptwpuevog amod tnv WoouAlvn aAAd pe To Xpovo eEeliooeTal o
e€apTWHEVOC. MoAot  aoBeveic  epdavilouv  puomdbela,  kopdlopuomnabela,
apdLBAnotpoeibonabela, eykebarondabela kat veppondabela (Guillausseau PJ, et al, 2001),

napexovtag GatvoTurikr cuvéxela petaty MIDD kat MELAS.

4.1.2.6.3. Mn ouvdpopkn pitoxovéplakn Bapnkoia

‘Exouv avadepbel apketég petarlayeg Tou pitoxovéplakol DNA mou odnyouv ot
UN cUVOPOULKN aMWAELA OKOAG. H Tteplon He TN HeyaAUTeEPN ouXvOTNTO HETOAAQYWV Elval
To yovidlo MTRNR1 mou kwdikomolel to 12S rRNA kalt to yovisio MTTS1 mou kwdikomolel To
tRNA yla to apvofl oepivn, Ser(UCN) (Ewkova 21) (Mivakag 4). Meplkég amd OQUTEC TG
petadayéc Ba pmopoucav va eival ToAupopdlopol Xxwplg KAk onuaocia. Ot
TIEPLOOOTEPEC , OUUTEPLAAUBAVOUEVNG TNG OCUXVOTEPNG ULTOXOVOPLAKAG HETAAAOYAG
A1555G, egudavilovv xapnAn dietcdutikotnta otav napouctdlovtol Xwpic AAAn petaayn.
Otav opwg epdavilovral (Young WY, et al, 2006) pali pe petalayég tou 12S rRNA ) padl
pe petaAAayEg oe yovidlao tou mupnvikoU DNA mou oyetilovtal UE TNV TPOMOMOinon Tou
tRNA ,6mw¢ ta yovidia TRMU-MTO2 kat GTPBP3, 1} pe tnv Tpomomnoinon tou rRNA o6mwg to
yoviblo TFB1M, n Sietodutikotnta sival uPpnAdtepn. OAeg auTEG oL pHeTaAAAYEC TTpOKOAOUV
un ouvépoutkn Bapnkoia, aAAd oe évav aplBud oocbsvwv, n Popnkoia pmopsel va

ouvoSeUETaL KAl ATtO EMLTTAEOV GUUMTWHATAL.
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4.1.2.6.3.1.

To yoviéio MTRNR1

Aldpopeg petalhayég oto MTRNR1 yovidio mou kwdikormolet to 12S rRNA

TPOKAAOUV N ouUVOpOMIKN Boapnkolo UNTPLKAG TIPOEAEUCNG, TIOU OTLG TIEPLOCOTEPES

TMEPUTTWOEL eKPPpAleTal HETA QamoO £kOeon ot WTOTOEKEG OpLvoyAukooideg, Omwg:
VEVTQ UKLV, KaVOapUKivn Kol otpentopukivn (Etkova 21).

H-strand promoter

4\

H-strand origin

MTRNR1

0/16569
MTRNR2

[

L-strand promoter

MTND5

MTND4

MTATP6
MTTK MTATP8

Ewkova 21: SxnuUatikn amelkovion 0Awv twv yovidiwv tou uttoyovdplakou DNA kot tng oxetikng 9€ong
UETA U TOUG.
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4.1.2.6.3.1.1. H petallayh A827G

H A827G petalhayn €xeL meplypadei amo toug Li R et al. (2005) kat Xing G et al.
(2006) kal BpiokeTal OTO TTPWTO KOUMATL TOU pLtoxovdplakoU yovidiou 12S rRNA, To omoio
gilval moAU ocuvtnpnTtikd otnv e€EAEN Twv BnAaotikwv. H ocuxvotnta tng A827G petaAlayrg
o€ Un oXeTWOUEVOUC aoBEeVELG KIVETLKNG KOTOYWYNE UTTOSNAWVEL OTL N LeTaAayr] cuVOPALEL
otnv naBoyévela tneg Bapnkolag. Map' OA' autd, n xapnAn SLELCSUTIKOTNTO TNG OMWAELAG
akong umodnAwvel OtL n A827G petaMhayn dev elval amd povn g enopknc. MNa tnv

€kdpaon Tou pavoTuTou XPELAZETAL KAL N CUHUETOX GAAWY TPOTIOTIOLNTLKWVY TTAPAYOVIWV.

4.1.2.6.3.1.2. H petaAayq 961delT/insC

H 961delT/insC petaAMlayr ocuvictatalr os €éNAewpn piag Baong Bupivng (T) pe
gloaywyn evog aplBuou Baceswv kutooivng (C), oto MTRNR1 yovidlo (Ewkéva 21). Exet
Bpebel oe pepovopéveg meputtwoelg acBevwy Kivellkng kataywyng (Bacino C, et al, 1995)
KoL oe U0 OLKOYEVELEC ITAALKNG KaTaywyng HEe wTotofkotnta apvoyAukootdwv (Fischel-
Ghodsian N, 1999) (Casano RA, et al, 1999). e pia dAAn pehétn (Kobayashi K, et al, 2005) oe
lanwveg avadépetal ocuxvotnta 2% tng Hetalayng os acBeveic e veupoalodntipla
Bapnkola aufavovtag tnv mBavotnta n HeTaAlayr auth va amavidtol os uynAn
ouxvotnta ot 6lddopoug MANBuopoUG. Opwg, Tapdpola cuxvotnta PpéBnke Kal ot
O0KOUOVTEG TIou eA€XBnKav, Yyeyovog Tou eVioXUeL TV untdBeon otL n 961delT/insC aAAayn
oTo ptoxovéplokd yovidiwpa (owg va pnv  amotedel maboloylkd elUpnua  oAAd
noAupopdlopd (Kobayashi K, et al, 2005). AA\e¢ pehéteg £xouv otnpifel Tnv teAeutaia
umoBeon, avadEpovtag OTL 0 CUYKEKPLUEVOS TIOAULOPDLOUOG sival cuxvog os AcLaTikoUg

KoL Adppikavikouc mAnBuopolg (Bae JW, et al, 2008) (Bardien S, et al, 2009).

4.1.2.6.3.1.3. H petaAayn T1095C

Apxlkd oavayvwplotnke oe plo olkoyévela pe Popnkola Kal cuUTTWHATA
veupomnadelag, Oonwe n vooog tou Parkinson (Thyagarajan D, et al, 2000). Xtn cuvéxela
avadepbnke kal oe aoBevelg pe ) xwplg €kBeon ot apwvoyAukooideg (Tessa A, et al, 2001)
(zhao L, et al, 2004) (Wang Q , et al, 2005). Teheutaia SiatumtwOnke n undBeon OtL n
T1095C petalAayn eivat toAupopdlopdg mou spdoaviletatl otnv Anw AvatoAn, Xwpig KAVIKA
onpaota (Yao YG, et al, 2006).
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4.1.2.6.3.1.4. H petaAayn C1494T

H C1494T petaAlayr BpéBnke oe pla peyaAn owoyévela otnv Kiva (Wang Q, et al,
2006) kal oe TPeLG olkoyéveleg otnv lomavia (Rodriguez-Ballesteros M, et al, 2006) pe un
ouvbpoukn PBapnkoia. H StetodutikdéTnTa ATAV XAUNAR OAAQ OXETIKA TILO HEYAAN OTOUG
aobeveieg mou eixav ekteBel oe apwvoyAukooideg. H petalayn aut Soukd eival
avtiotolyn tn¢ prtoxovdplakng petalhayng A1555G Kkal BplokeTol otnv 8Lo cUVTNENTLKA
neployn tou 12S rRNA.

4.1.2.6.3.1.5. H peradayn A1555G

H A1555G petaAAlayn tou yovidiou MTRNR1 (Elkova 21) mou KwSIKOTOLEL TN HLKPN
urnoopada tou ptpoowptkol RNA (12S rRNA) Atav n mpwtn pLetaAAayn TOU HLToXovEpLaKou
DNA mou oxetiotnke pe pn ouvdpopikn anwAela akong (Prezant TR, et al, 1993). Eivat n o
ouxvn MetaAlayn ou pokaAel pun ouvdpoutkn Bapnkoia pall pe tn petariayn 35delG tou
nupnvikoU yovidiou GJB2 mou kwdikomolel Tnv mpwteivn ouvdetivn 26. Eival mapolvoa oe
nooooto 0.5-1% otoug Kaukdoloug (Kupka S, et al, 2002). Exel Opwg mapatnpnbel og apkeTd
peyaAUtepo mooooto petafl acBevwy lomavikng (del Castillo FJ, et al, 2003) kat AGLOTLKAG
kataywyng (Usami S, et al, 2000). ExeL BpeBel oe MOANEG OLKOYEVELEG PE UN OUVOPOULKNA
Bapnkolo unTpLKNE MPoEAeuong Kal oe aoBeveig ou epdavicav Bapnkolo PHeTA amod xprnon
opwoyAukooldwy. H A1555G petoAAlayn Bploketol otnv meploxfy tou yovidiou mou
Kkwdwkormolel to 12S rRNA n omoila CUMPMPETEXEL OTN oUVOEON TWV OUWVOYAUKOOLOWY oTa
Baktrpla. Mmopel n petolhayn aut va aMdalel tn Seutepotayrn dour tou yovidiou,
odnywvtag o peyaAltepn evalodnoia otig apvoyAukooideg. H A1555G mpokalel anwAsla
OKONG META amo €kBeon o apLVOYAUKOOLSEG, amMwAELA TIou Oev emnpedletol amd tnv
OUYKEVTPWON TwV aplvoyAukooldwv. H petalayr pnopel va mpokaAéoel Bapnkoia akopa
Kol xwplc va umapyel €kBeon oe apwoyAukooibec. H nAkia sudaviong tou davopévou
elval pkpotepn o aoBeveic mou mrpav apvoyAukooildeg (LEoOC Opog 5 eTwv) og cUykpLon
pe ekelvoug mou Sev unmtoPAROnkav os Bepameia pe aptvoyAukooideg (LEoog 0pog nAkiag Ta
30 £tn) (Estivill X, et al, 1998). H A1555G 6ev eixe mAnpn SlelcdutikdTNTA O €val PHEYAAo
aplBUd acbevwy [oTAVIKAG KOTAYWYNG UE OMWAELX aKoNG, adol UOVo To 63% TwV ATOUWY
miou €depav tn petalhayn spdpavicav Bapnkoia. NMoAD pikpotepn SlelodutikOTNTO LE HECO
0po 0To 8% mapatnpndnke oe yeveahoyikad 6évdpa otkoyevelwv Kwvélwv (Dai P, et al, 2006a)

(Dai P, et al, 2006b).
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H A1555G petallayr,, ol AaAAec petoAloyég tou ptoxovdplakou DNA, n xpron twv
opLWVOYAUKOGLOWVY Kal oL LETAAAQYEG TWV TTUPNVLKWY TPOTIOTIOLNTIKWY yovIdiwv AslTtoupyouv
w¢ gvailoBnToL mapayovteg ou TPENEL va eMPBANBel o €vag otov aAov yla va mpokAnBet
QTMWAELQ OKONC, N omola MapoucLalel HeyAAeg StaBabuioslg akopa Kal og atopa Tng idlag
olkoyévelag. Av kat n petalayn A1555G ocuvnBwg spdavilel pn cuvdpouikn Boapnkoia,
£xouv meplypadei Kal MepUTTWOoeL; a.oBevwv Ue KapdlopuomndBbela kat voogo tou Parkinson
(Santorelli FM, et al, 1999). H petaAlayr epudavileTal o OUOTMAACHIO OTLC TIEPLOCOTEPES

TEPUTTWOELG.

4.1.2.6.3.2. To yoviéio MTTS1

ApPKeTEC HeTaMayEG Tou yovidiou MTTS1 mou kwdikomolel to tRNASer(UCN)
g€xouv evoyomolnBel oxetikd pe TN veupoawoBntipla PBapnkoia (Ewkova 21). Autég
neplhappavouy t petarayn A7445G, Tpelg avtikataotaoesls Bupivng (T) anod kutooivn (C)
oTLG Béoelg 7510, 7511, 7512 avtioTolya Kal TNV Loaywyr evog voukAeotidiou kutooivng (C)

otn Béon 7472.

4.1.2.6.3.2.1. H petaAlay A7445G

H petalayn A7445G é£xel avadepBel o emMTd OLKOYEVELEG. APXLKA EVIOTOTNKE
otn Zkwtia (Reid FM, et al, 1994) kal apyotepa oe olkoyéveleg otn Néa ZnAavdia (Fischel-
Ghodsian N, et al, 1995), lanwvia (Sevior KB, et al, 1998), FaAAla (Martin L, et al, 2000),
Oukpavia (Hutchin TP, et al, 2001), NoptoyaAia (Caria H, et al, 2005) kot Ouyyapia (Maasz,
et al, 2008). H Bapnkoio ot HEPLKEC OMO QAUTEC TLC OLKOYEVELEC OUVOSELOTOV QTO
kepatodeppla MAAOUWY KoL TIEAHATWY VW O GANEC ATOV Un ouvlpoutkr. H petallayn
ntav nopoloa eite og eteponAaopia, eite oe oponAacpia, i o cuVSUAOUO OUOTIAAGILKOU
KOL ETEPOTIAACHLKOU YOVOTUTIOU e HEYOAEG OLadopormolnoel; oto enimedo NG
ETEPOMAQOMIOG, QKOO KAl péEoa OTIC (Oleg TIG olkoyEveleg. Emiong, n Slelobutikotnta
gudavile peyahn dwapabuion. H A7445G petoAdayn PBploketal oto kwdkovio Anéng AGA
tou mMRNA mou kwélkomolel Tnv mpwteivn Cox1l otn Bapld aAucida tou pitoxovdplakol
DNA. H petaMayr) A7445G Sev £xel kappia enibpaon otnv ékdpacn the mpwrteivng Coxl
ylatl to puololoyikd kwbdikovio AREnc AGA petal\dooestol oto emiong KwdIKOVIo ANEng
AGG. H B¢on 7445 Bploketal ota 6pLa tou 3’ dkpou, alld Sev amoteAel TUAUO Tou yovidiou

mou kwdwormolel to tRNASer(UCN) otnv shadpia ahucidba tou pitoxovdplrokou DNA. H
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petaldayn agnvel adiktn tn doun tou tRNA aAAd emidpd Opwc oto mpodpopo tRNA, pe

amotéAeopa TN Helwon Twy emunédwy Tou tRNA.

4.1.2.6.3.2.2. H petaAlayn 7472insC

H petaAlayn autr apxlka avadEpBnke otn ZIKeEALQ, O IOl OLKOYEVELD OPLOUEVOL
atopa TG omolacg iyav Bapnkoia, evw aAAa dtopa TN¢ idLog olkoyevelag sixav Bapnkoia oe
ouvbuaopd pe SucapBpia kat atafia. e pia peydAn owoyévela otnv OAAavéia n
peTaAlayr pokahouoe un cuvdpoutkn Bapnkoia oe OAa ta PEAN €KTOC amod €va TO Omoio
eudavile ektog tng Bapnkoiag kat atatia. Emiong, €xouv kataypadel ULKPEG OLKOYEVELEG UE
Bapnkola oe cuvbuaopd pe atafio kat puokAovikn ermAnyia (Jaksch M, et al, 1998)
(Schuelke M, et al, 1998). OL meplocotepol acBeveilc euddavilav opomiaouia 0

etepomhacpia pe uPpnAa enineda petaAAayUEVwY Lopiwv pitoxovdplakol DNA.

4.1.2.6.3.2.3. OupetaAayég T7510C ko T7511C

Ot petaA\ayEG auteg PpeBnkav apxLka oxebov os OUOTTAACUIO OE OLKOYEVELEC LE
un ouvdpoutkn mpoodeutikn Bapnkoia (Li, et al, 2004) (Hutchin TP, et al, 2000) (Friedman
RA, et al, 1999) (Sue CM, et al, 1999) (Ishikawa K, et al, 2002) (Chapiro E , et al, 2002) .0t
B€oelg 7510 kat 7511 Bplokovtal os TURUa Tou Bpayiova Tou popiou Trna. OL petarlayEg o

QUTEG TIG BEoeLg Slaomouv TNV LoXupd cuvtnpntiki deutepotayr] Sopur tou tRNASer(UCN).

4.2. Eniktntn Bapnkoia

Ta eniktnta aitta tng PBapnkoiog xwpllovtal oe : a) TpoyevvnTika, P)

TLEPLYEVVNTLKA KOl Y) LETAYEVVNTIKA altia.

4.2.1. NpoyevvnTika aitia Boapnkoiog

H Bapnkoia — kwdwon odeiletal otnv enidpacn efwysvwv mMapayoviwy Katd
v evdountpla {wn. Katd tnv Stdpkela tou otadiov avamtuéng tou koxAla, SnAadn katd
TOUG TIPWTOUC TPELG N} TEGOEPLC UNVEC TNG EYKUOGUVNCG, N UNtépa eival blaitepa evaicdntn

otnv epuBpd Kat tov thapd (Manadpdykou K, 1996).
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O 166 NG €puBPAG UTopPEL va eLoXWPNOEL Ao TOV TAAKOUVTA Kal va LOAUVEL Ta
OVOTTUGOOMEVA KUTTAPO Kal TG SOUEG TOU eUBpUou, oKOTWVOVTAC 1 akpwtnpLalovtag To
ayévvnto matdl. O 1O0G UMopPEL va OKOTWOEL TA OVANTTUCOOUEVA KUTTOPO 1 va emteBel os
LotoUG Tou opBaALLOU, TOU auTLoU Kal o aAa 6pyava (Moores, F.D., 2007).

‘Evag aA\og mapdayovtoag mou euBuvetal yia tnv Bapnkotla kat tv kwdwon sivat n
HOAuvon amod to kuttapopeyaloio (CMV). Mpokeltal yla Evayv £pmoio mou mpooBaiAeL To 1%
OAwv Twv veoyévvntwv. Evw amoteAel kUplo aito tn¢ kKwdwong, yvwpiloupes eldyota
TIPAYHATA ylot AQUTOV Kol &gv UTIApXEL KAmolo eUPoOAlo. O kuttapopeyalolog umopel va
peTadobel and tov mMAakoUvTa TNG UNTEPAG, KATA TNV SLAPKELA TOU TOKETOU AV O  LOG
amoPAnOel pe TpaxnAKEG EKKPLOELG 1) LETA TNV YEvvnon Héow Tou BnAacuou (Moores, F.D.,
2007).

AMoL mapdyovieg mou WUmopel va mpokaAéoouv Papnkoia eival: petafoAikd
voonuata t¢ pntépag (umobupeoeldlopog, ocakyxapwdng dtapning, vedpitida), n cuGIAN, n
totomAdopwon, n tofwaldla NG KUnong, n xpnon ¢apuAkwy, oL EMUTAOKEG TNG
EYKULOOUVNG, OTIWG KAL N KATAXPNON OLVOTIVEUATOC oo TN UNTépa. EmumA€ov, To KAmviopa

KOLL T VOLPKWTLKA Elval Suvatov va SnpLoupyrocouv anwAsla akong (Kpouotaldkng I, 2005).

4.2.2. Nepyevvnuika aitia Bapnkoiag

H Bapnkoia — kwdwon odeiletal cuvBwWE 0 TPAUUOTIOUO KATA TOV TOKETO AOyw
evboeykepallkng r evSokoyALaknG alpoppayiag 1 ol8nUaTog e CUVEMELX TNV TIPOKANGON
BAABNg oto koxAlako velpo. Emiong n mpowpodtnta eubuvetal yo 1o 6 — 15% twv
TEPUTTWOEWY TNG TadIKAG Bapnkolag kot elval €vag onUavTlKOg mapdyovtog KATATaéng
otnV Katnyopia twv veoyvwv uPnAol kivduvou Bapnkoiag (Moores, F.D., 2007).

H avikavotnta ofuyovwong Twv eykePaAlkwy KUTTAPWY oU ovopdlstal avoia 1
umoéia, og éva SUOKOAO KOl TIOPOTETAUEVO TOKETO, N UTIEPUETPN VAPKWON TIOU UIopel va
TIPOKOAECEL EKGUALOUO TWV VEUPLKWY UNXOVIOUWY, Bewpolvtol coPOpEC KATAOTAOELG TIOU
ouvnBwe emdépouv SlatapaxeC otV AKOUOTIKA ofutnta N kwdworn. BAATTIKEG
evbeyopévwe va gival emiong oL eTdpACELG TOU TAPAYOVTA TNS 0LoUUPBATOTNTOC LETALL TOU
alpatog ¢ pntépag kot tou Bpédoug otnv akon tou matdlol (acupBatdtnta Rhesus —
OLLOAUTLKA VOoOG Tou veoyvol) (Kpouotahakng I, 2005).

TNV meplmtwon acupfatdétntag aipatog pntépag — mawdlol, otnv Aeyouevn
ooupPatotnto Rhesus, umdpxel mpdéPAnua otav n pntépa pe Rhesus apvntikd (Rh-)

geykupovel pe €pPpuo pe Rhesus Betikd (Rh+). O opyoaviopog tng pNTépag TMOpPAYEL
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OVTIOWHOTO TIOU UTOpel va pmouv oto KUukAodoplkd clotnua Tou epPpuou Kol vo
kataotpéPouv ta kUTTapa Rhesus (Rh+) tou epPpuou. Av kal o kivbuvog yla to €uppuo otnv
MPWTN gykupooLvn ival PLKpog, otn SeUTepn N otV TPiTn €yKUpooUvn o Kiwduvog autdg
auvéavetal. To emakoAouBo eival n euPpuikn epubpoPAdotwon, n Slacmacn Twv
OLUOKUTTAPWY TOU gUPpUou. H mabnon auth sival yvwplun wg mupnvikog iktepog. To
TOo0OTO BvnoludtnTa¢ o’ auth T VOOoO Elval OPKETA MeYOAo. ITOuG ETL{WVTEG
mapoucotalovtal TOAU ouxva €melcodla eyKeDaAKAG TapaAuong, Kwdwong, VONTLKAG

kaBuotépnong kat adaociag (Moores, F.D., 2007).

4.2.3. Metaysvvnuika aitia Bapnkoiog

H Bapnkotia — kwdwon mpokaAeital cuvnBwg anod:

o Nolwéelg Onwe: ootpakld, SidpBepitida mapwtitida, hapd, ypinn, nmveupovia, péon
wtitda, pnviyyitda k.a. Me tnv Bonbela TG MPOOSEUTIKAE avooomoinong Kol thv
AN avTLBLOTIKWY ONUEPA OL AOOEVELEG QUTEC £XOUV AVTLUETWTLOOEL AMOTEAECUATLKA.
‘Ocov adopd TNV unviyyitda, sival plo acBévela Tou KEVIPLKOU VEUPLKOU CUOCTHOTOG.
MPOKELTOL OUCLAOTLKA Yla MOAUVON TWV TMPOCTATEUTIKWY CTPWHATWY Tou gykedaAou
(uviyyeg) kal tou uypoU Tou KukAodopel péoa o’ autd (gykedadovwrtiaio uypo).
Mropel va enektabel kal oe GAAa 6pyava, CUUTIEPIAALBOVOUEVOU TOU EYKEPAAOU Kol
TOU auTwoU. Av KOl Ol TIEPLOCOTEPEC TEPUTTWOEL UNVLyyltldag mou odnyouvtal o€
Kwpwon mpokalolvTtal amd PBaktnpldlakéc AolwEelg, umdpxel n mOavotnta va
npokAnBouv Kkat amo oug. Itov MANBUoUO TNG OXOALKAC NALKIAG TIAPAEVEL TO TILO CUXVO
aitio petayevvntikng kwdwong (Moores, F.D., 2007).

o  (DAeypovEg Tou PEoou auTlou: wtitdeg, AaBupvdbitida K.a.

e Xpnon ¢opuUAKwWY: OTPEMTOMUKIVN, VeOpUKivn, OMa ¢apuaka KUTTOPOOTATLKA,
SloupnTika.

o  TpaupOTKEG BAGPEC: UNXAVIKEG KAKWOELG TOU KpoTtadlkoU, Katdyuota Tou AlBosldoulg,
XELPOUPYLKA AAON, Slaoceloslg, éviovoug BopuBoug armo nxoug uPnAng cuxvotnTag.

e  Wyuyoloywkol kol cuvaloBnuatikol mapdyovieg mou Sdpaoctnplomololvial ouvnBwg os
emninedo aouveldntwv Slepyactwy Kol TPoKaAoUV SLATOpOXEC OTIWG N UOTEPLKN Kwdwaon
(Kpouotahakng I, 2005).

e OunxotL uPnAng évtaong (B6puPog) amotedolv pia aAn attia mou odnyet oe Bapnkoia.

Autol oL Aol mou umapyouv otnv Kabnueptvr) pag {wn, alMd Kuplwg o cUyKEKPLUEVA



-1009 -

enayyéApata nmou e€aokouvtal o BopuPBwdeg meptfdrlov, odnyouv otnv dnuloupyia
Slatapaywv otnv akor).

o 'Evag onuavTLKOG aplBuog meputtwoswyv madikng apnkotag (10 — 40%) katatdoostol
oTNV Katnyopia TG Ayvwaotng altloAoyiog, Yia Kot 8&V TPOKUTITEL OUTE OO TO LOTOPLKO
oUTE amd TNV KAWILKA Kol €PyooTnploKky €€£TAON KAVEVOG YVWOTOG OLTLOAOYLKOG
napayovtag (ZiaBpa N, kevag A, 2009).

MEVIKWC UmopoUUE va TOUHE OTL N Kwdwaon £XeL TaAomMwpPnosl Kol Ba cuvexiosl va

ToAanmwpel mMoAoug avBpwroug. Me T TPoOdoUC OUWG TIou €XOoUV OnUeElwBel otnv

LaTpLkn, €xouv eéadaviotel MoOAAA aitia mou thv Snuoupyouyv. Ot Kivbuvol anwAeLag tng

OKONG amd TNV XPNoNn MNXOVNUATWY, OXNHUATWY, GapUAKwWY, XNUIKWV OUCLWV  K.d

Bplokovtal amévavil oe peydAoug MPoodoug, TO0O oTov Topéa TG Beparmeiag, 600 Kat TNG

amnotponng toug (Kumplwtakng, 2000).
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5. Mé£BobotL diayvwong kat afltoAoynong tng Bapnkoiog

5.1. Elcaywyn

TKOTOC TNG €€ETAONC TNC AKOUOTLKAG LKOWVOTNTAC TOU AUTLOU £lval:
= H Swamiotwon umapéng n oxL Bapnkotiac.
= O mnpoodloplopog tou Babuou Bapnkoiag.
= O &VTOMLOMOG OTO oUOTNHA OYWYNG I 0To cUoTNUa avTIARPEWG TOU AXOU.
= O mnpocdLopLopOG ToU 160U TNG Bapnkolag o€ oxEon HE TG CUXVOTNTEG TTOU TTACXOUV.
= O mpoodloplopog TNG SLAKPLTLKNG LKAVOTNTAG 08 AEEELS, apLBUOUG I TIPOTACELC.
= H Sladopikn Sldyvwon HETAEU KoxAlokwv Kal omioBokoxAlakwv BAapwv (Ikevag A,
Kaotavioudakng I, 1995).

H Akouopetpia elval pia moAUMAokn e&€tacn mou neplthappavel Sltadopa TECT Ta
omola pmnopetl va yivouv e  xwpig tnv cuvepyaoia tou eetalopevou kat dtaxwpilovral o
UTIOKELMEVLKA KOL OVTLKELLEVIKO TEOT. 2TA  UTIOKELUEVIKA TEOT QVAKOUV TO TOVLKO
OKOUOYPOUMA, N OMANTIKA OKOUOMETPLO, N TALXVIOOOKOUOUETPLO, N  QVLXVEUTIKA
OKOUOMETPLO K.al. ITA OVTLKELUEVIKA TeOT TMepLAapBdavovial n akoUoMeTpla avriotaong
(tupmavopetpia), n nAsktpokoxAloypadia Kol Ta MPOKANTA SUVOULIKA Tou eykedaAlkoU
oTteAéXouG. Ta TPOKANTA Suvaulkd Tou eykedaAkol oteAéxoug edappolovral otav Sev

umnopetl va emtteuyBel n ouvepyaoia pe tov e€etaldpevo (Mavvakn E, 2008).

5.2.  YMOKelpeviky AKOUOMETpla

5.2.1. Tovikj AKOUOMETpial

H tovik akouopetplo eival pla Puyoakouotiky e€étaocn, amd tnv omola
nipocdlopiletal n ouddg, mou elval n eAdxlotn £viaon KabBopwv TOVWV TIOU aKOUEL Kal
avtilapPBavetal o e€etalopevog (HALGSNg O-Kekég I, 1986).

OL NxoL ekmépmnovtal oe SLAdOPEC NXNTIKEG CUXVOTNTEG TOU HETpLlouvTaL o Hertz
(HZ), kot avaloya pe to eminedo TNG NXNTIKAG eVEPYELOG oTO TiepLBAAAov £xouv SLadopeg
EVTAOELC. To emimedo £viaong TOU NXOU QVILTPOCWTEVEL TNV EVTAON LE TNV OMoia To auTi
nipocAopPBavel tov Axo, kat petplétal os decibel (dB). To auti tou avBpwmou umopel va
okouaoeL NYoug cuxvotntog amo 20 £éwg 20.000 HZ. Ot eviAikeg pumopei va akovoouy amo 200

£w¢ 20.000 HZ kat oL cuxvotNTeg optAlag Kupaivovtat petagt 400 kot 3.000 HZ.
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O aKOUOMETPNTAC XPNOLUOTIOLEITAL KATA TNV TOVLKA OKOUOUETPLa KOl €ival &va
opyavo Tou Tapayel kaBapouc tovoug Sladopou Evtaong Kol cuxvotntag. Ouboc
ovopaletal n ehaylotn £vracn OmMou o aoBevhg akOoUEL Kal amavidel oto 50% twv
gpeblopatwy mou tou xopnyouvtat (HALGdN¢c ©-Kekecg I, 1986).

Ou doklpaolec adopolv ATOKAELOTIKA TNV OCTELVN Oywyr 1 TV agpvn aywyn

(Adauomoulog, 2001).

5.2.1.1. TOVIKO QKOUOYpPOLLHOL

To TOVIKO OKOUOYPOMUO €lval OUCLOOTIKA Ul ypadlk Tapdaotocn Twv oudwv
TOVWYV SLadopwv cuyvothtwy. Me TV BorBela TwWV OKOUOUETPNTWY EAEYXETOL EEXWPLOTA O
0u80¢ TTou avTLoTolXel o kKABe ouyvotnta. H Stadikacia £xel wg £€NG: mpwta e€eTdleTol TO
€va autl otig ouxvotnteg 250, 500, 1000, 2000, 4000 kot 8000 HZ yia Tnv agpivn aywyn Kot
ot 250, 500, 1000, 2000 kot 4000 HZ ywa tnv ootéwvn aywyn. Metplolvtal Kol ot
ouxvotnteg 750, 1500, 3000 kat 6000 HZ otav n dladopd Petaty SUo CUXVOTHTWY OKTAROC
glval mavw amod 20 dB. ApXLIKA PETPLETAL N A£PLVN Oywyh Kal av apatnpnBel eA\dtwon tng
OKONG eEETALETAL KAL N OOTELVN QY WYI).

Ta eupAUATA TOU OKOUOYPAMMOTOG TIPETEL VO CUMTIMTOUV HE OUTA TWV
TOVOSOTWY. Av §EV CUUTIMTOUV TOTE MPEMEL Vo e€€TA0B0UV HePLKOL TAPAYOVTEG OMWG: 1) N
umopén BAABNG TOu aKOUOUETPNTH, 2) av elvat akpLPnc n e€€taon pe Toug tovodovteg, 3)
av £XEL KOTAVONOEL TIC 06Nnyleg N av mpoomoleital o e€etalopevog (Adapomnouiog, 2001).

KaBe okouopeTpnTAG amoteAeitol amod MEVIE TUAMOTA: amd €va pubulotr mou
MeTaBdMel tnv évtaon ouviBwg oava 5 dB, amd pla yevvATpla TIOU TAPAYEL TOUG
NAEKTPLKOUG TOVOUG O OOl cUXVOTNTA EMLBUHOUE, oo £vav €MIAOYEQ CUXVOTHTWY, Ao
gvav 8éktn o omolo¢ &ilvel TOUC TOVOUCG OTO QUTLA €&lte HEOW TNG QAEPLVNG QAYWYNS
(akouoTtika), eite péow TNG 00TELVNG (00TEODWVA) Kal TEAOG aTtd £vav puBLOTH.

Avaloya pe TIC SuvATOTNTEC KAl TOUG TPOCSLOPLOPOUG TIOU KAVOUV UTIAPXOUV
Téooepa €8N AKOUOUETPNTWV:

» AMAOC QVLXVEUTAC QAKOUOUETPNTAG TOU TIAPAYEL WIKPO aplBud CUXVOTATWY Kot
XPNOLUOMOLEITOL LOVO YL TNV aéPLvh aywyn.

» AmAOC SLayVWOTIKOC OKOUOUETPNTAG TIOU TOPAYEL OAEC TIC OUXVOTNTEG Kol
XpnoLpormoleital Téoo yla TV agpivn, 600 Kal yla TNV 00TELVN aywyh, Kabwe emiong

KoL yLo. artAf nxokaAun.
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»  AL0yVWOTLIKOG 0KOUOUETPNTAG TIOU TIAPAYEL OAEG TLG CUXVOTNTEG KAl XPNOLUOTOLE(TOL
TOOO yla TNV OEPLVN, O0O KAl yLo TNV 00TEWVN aywyn. Exel duvatdtnteg yla mAnpn
NXoKAGAU PN, otV OMANTLKN KOL TNV TOVLKI) OKOUOUETPLO, OMWCE KAl yla EKTEAEON
OKOUOTIKNC e¢lowang.

»  KAWVIKOC SLayvwoTIKOG OKOUOUETPNTAG TIOU €XEL €MUTA£oV SuvVATOTNTEG ylo. TNV
EKTEAEON OAWV TWV CUYXPOVWV SOKLUACLWV.

Avaloya HE TOV TPOMO Kataypadr¢ TOU aKOUOTIKOU OAMOTOC UTdpxouv Suo €idn
OKOUOUETPNTWV:

AUTOUOATOC QKOUOUETPNTNG: O 0aoBevig umopel HOVOC TOu va eAéyxel tov oubo
0KOUOTOTNTAG, KABWE TauTtoXpova YiveTal autopatn Kataypadn Tou aKOUGTIKOU OrUaToC,
ME aAlayr] TNG EVTaong KoL TwV CUXVOTITWV.

HAEKTPOVIKOG QKOUOUETPNTAC: OANOEVAL KOL TIEPLOCOTEPOL OKOUOMETPNTEG SlLabEtouv
NAEKTPOVIKO UTIOAOYLOTH Kol OAEG OL SOKLUAOLEG EKTEAOUVTAL EUKOAOTEPA KL UE LEYAAUTEPN
akpiPela.

INUAVTIKR TPoUnoBeon yla TNV cwoTr EKTEAECN TOU OKOUOYPAMOTOG £XEL N Béon
Tou e€etalopevou: o acBevn g PENeL va Unv BAEmeL oUte Tov i6Lo Tov e€eTaoTh, OUTE KL TLG
KLVNOELC TOU. 2TO GKOUCHA TOU XOPNYOUUEVOU NXOU OTOKPIVETAL | HE TO TMATNHUA EVOG
Kouurou,n pe avopwon tou kepaAlou, i pa AE€En (cuvnBwe «Nawx).

H Sladikaoia yivetal pe SladopeTikd TPOTMO yla TNV A£pLVn Ooywyn amo tnv
00TELVN. H OIEeLKOVLON TOU 0KOUOYPAUHATOC TIPOKUTITEL EVWVOVTOC TLG TLUEC TwV SdLddopwv
oudwv, oTLg SLadopeg CUXVOTNTEG.

Mo To aKOUOYPOUUA XPNOLLOTIOLOUVTAL CUYKEKPLUEVA CUMPBOAA: yla TNV XAapoaén
NG KAUTUANG TNG aépLvng aywyng kabe oudo¢ avamapiotatal He £va Hkpd KUKAO (0) yla to
6e€l autl kaL pe éva otoupd (x) ywo to aplotepo. Otav  oto i6lo akoudypappa
amelkovilovral oL oudol TNG A£PLVNG aAywyng Kot Twv 800 QUTLWV, TOTE CNUELWVETE UE UTAE
XPWUO TO APLOTEPO KO PE KOKKIVO To Sel auti. e mepintwon StadopeTikol Staypappatog
Xpnolyomoleital povo povpo xpwpa. Ocov adopd tnv ooTévn aywyr, kabe oudodg
napiotatal pe aykuAn (mou €xel To avolypa tne mpog ta Sefld yia to Sl auti kal mpog ta
0PLOTEPA YLa TO OPLOTEPO AUTL) Kal Ta Xpwpata sival idla avtiotoya.

Mavw otov Gfova Tng TeETAYUEVNG Ttapiotatal To eninedo akorg os dB (ava 5dB
£w¢ Ta -20dB mavw amo to pndév kot we ta 120dB katw amno to undév) , evw otov afova tng
TETUNMEVNG BplokovTal oL cuxvoTNTEC Tou avBpwrivou daopartog akorg (125-8000 HZ).

Ta amoteAE0UATA TOU OKOUOYPAUUATOC CUYKPLVOVTAL UE TO QOTEAECUATA EVOC

duaclohoywkol. Eav n ypapun Pploketal kdtw amd 1o undév, o sfetaldpevog akoUEL
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XEPOTEPA amo To PuUOLOAOYLKO, evw av PplokeTal TO TAVW oo To UNOEV, TOTE AKOUEL
koAUTepa amnod to ¢puololoyiko (HALadng ©-Kekég I, 1986).

Eniong, mpayuatomoleital Kat n oUykplon HETAEU TNG A€PLVNG KAl TNG OOTELVNG
aywyng. Eav ot oudol autol eival oxedov ol iblol kal Bpiokovtal otnv Avw TEPLOXN TOU
akovoypaupatog (dnAadn n pelwon tng akong ival pkpotepn amo 20dB), tote n akon
Bewpeitatl pualoroyikn. Eav eival oxedov idlol aAAd Bplokovtal oTnv KATW MEPLOXN, TOTE O
g€etalopevog €xeL veupoalobntipla Bapnkoia. EGv umtapxel XAoua ovVAUESA OTNV a£pLvn
KOL OOTELVN aywyn peyoaAUtepo anod 10 dB, pe tnv ooTélvn aywyr va BplokeTal otnv avw
TepLloyn, TMPOKELTAL yla Bapnkoio aywylpuotnTag, evw av n OCTEWVN aywyn eviomietat
XapNnAOTepa amnod Tov oudo Tou GucLloAoyLlkoU, TpOKeLTaL yia MIKTA Bapnkoia. To e0pog Tou
XAopatog Hetafl Twv U0 aywywv Selyvel To péyebog Tng Bapnkolog aywyLuotnTag.

Me Baon tov oudo tng akong xapaktnpiletat kat o fabuog tng Bapnkotiag:
< 0-—25 dB: pucLoloyikn akon
«» 26— 30 dB: opLakn Bapnkoia

% 31-40dB: ehadpLd Bapnkoia

+ 41-60 dB: pétpla Bapnkoia

% 61-70 dB: pétpla-coBapr Bapnkoia
« 71-90 dB: coBapn Bapnkoia

90 dB+: moAU cofapn Bapnkoia

AOyog yla Kwdwaon yivetal étav n veupoalobntrpla Bapnkoia eival peyautepn
Twv 90 dB, 6mou n akor 6ev gival xpnolun olte Pe akouoTiko Bondnua (ASauodmoulog,

2001).

5.2.1.2. HxokaAuyn

Katd tnv e€étaon tng agpvng aywyng o NXog HetadEpetal oto pn e¢etalouevo
outi otav n évtaon tou Kupaivetal and 40 €éwg 60 dB, evw otnv e€€taocn TG OCTELVNG
oywyne otav o NXog Kupaivetal amod 0 £éwg 10 dB. Tuvenwg to Un e€etalOUeVO OUTL TIPETEL
Va NXOKAAUTITETAL OTLG £ENC TIEPLITTWOELG: O) KATA TNV £E£TACN TNG OOTELVNG Aywyng, OTav N
Sladopd petaty aéplvng Kal ooTélvng aywyng emepvael ta 10 dB kat B) Katd tnv e€€taon
NG a€pLvNe aywyng, otav o oudog TNS AEPLVNE aywyng tou €etalOUevou auTlol UTIEPEXEL
Tov 0ub0 TNE 0OTELVNG Oy WYNE Tou pn e€stalopevou autol, katd 40 dB kat avw.

EAGxLotog nxog kaAuyng: EHK
Méyiotog nxog kahudng: MHK
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O nxo¢ mou xpnoLuomoleital otnv KAAUPN MPEMEL va elval KPOTEPOC N Lloo¢ Tou MHK kait
va Bpioketal ota opla avapeoa otov MHK kat EHK.

Yndpyxouv Suo afloAoyoL TPOmoL NXNTLKAG KAAuPNC:

1) K&Aupn tou pn efetalOpevou auTloU HE XOAUNAOTEPN OUXVOTNTA ONMO OUTH TIOU
aviyveuBnke oto e€etalopevo autl.

2) Xpnotpomoinon «Aeukol BopuBou». Mpokeltal yla xpnotpomnoinon 6Aou Tou GACUATOC
OUXVOTATWV MOV Yivovtal avTIANTTEG oo Tov AvBpwIto Kot TTou armooTteANovTOL YL KAAun

tavtoxpova (Adapdnouiog, 2001).

5.2.2. Tovodoteg — Mpocdloplopdg tunou Bapnkoiog

OL TovVo80OTEG 1) TA SLATOCWY XPNOLUOTIOLOUVTAL VLA TOV TIPOGSLOPLOKO TOU TUTIOU TNG
Bapnkoloag. 2e kaBe e€€taon pe Tovodoteg Aappavovtal urmodn ta e€ng:
eEmiloyr) Tou ocwotou Tovodotn (ouvhBwg xpnotpomnolovuvtal ta 512 i 1024 HZ).
0 TOVOSOTNG TpEmel va TomoBetnBel pe okpiBela oTNV OWOTH OOCTIKN TEPLOXN, €lte
TIPOKELTAL YLOL TO LETWTIO ELTE YLO TNV LOOTOELST) amoduon.
*[pOTLUATOL N SLOKOTITOMEVN TTAPA N CUVEXOUEVN EdapLOYN TIAVW OTO 0CTO.
oTa akpa amd Ta OKEAN Tou Slamocwv TpEnel va Pplokovial otnv euBeia tou €fw
O0KOUOTLKOU TtOpou ylati oto onpeio autd akolyeTal KaAUTepa amd omoladnmote AAAn
Béon.
oTo «XTUMNUA» SEV MPETEL VAL YIVETAL OTO YOVATO I 0mou aAAol alAd petafd Tou aviixelpa
KoL Tou O&eiktn Kol mpemel va eival ehadpl ywori okomdg tng dokipaolag eival va
TPoodLoPLOTEL 0 0UBOG TNG AKOUOTOTNTAG.
o[lpémel va emavalapBavovtal mavta ta anoteAéopata nmou sival apdifola.
*Mua 066puPn aibBouoa Bewpeital OtL elval emapkng Kal dev elval amapaitnto n Sokipacio

Va TIPOYLATOTTOLELTOL OF £L6LKOUC NXOUOVWUEVOUC BaAduoUC.

5.2.2.1. Aokipacia Weber

H Sokwwooia autr £xel moAU onuovtikn Stayvwotikn afia yia tov QPA watpd. O
£181ko¢ e€eTaoTn ¢ Tonmobetel Tov TovodOTN otTn péon ypappr tou kedbaAol kat INTd amo tov
£€etalOPEVO VO TIEL TIOU aKOUEL TOV AXO, OE €va aro to SU0 aUTLAd 1} 0TO KEVTPO TNG KEGaAnC.
Y& TEPUTTWOEL PUOLOAOYLKAC OKONG O NXOC QKOUYETAL OTO KEVIPO TOUu KedpaAlol A

okaBoplota oto kepdAl Auvatdtepa 1 KaAltepa oto moboloykd autli oKoUyetal o€
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TMEPUTTWOELS Bapnkotag aywylpuotntag. Tote Aéyetal otL To Weber mhayldlet to maBoAoyiko

auti. Avtiotpodo, o0 TEPUTTWOEL, veupoaloBntrnplag Bopnkolog o NYo¢ akoUyestal

KoAUTtepa oto PpucoloAoyLko auti kat Aéystal otL to Weber mAayLdlel oto pucLoAoyLko auTi.
Mepikol aoBeveig, SuokoAevovtal va MPoadLopiocouv MoU aKoUYeTal KAAUTEPA O

NXog, evw GAAoL dev Prmopouv va SeXTouv OTL aKOUYETAL KOAUTEPA O NXOC O0TO MOOOAOYLKO

auti. Ou mapdyovteg autol meplopilouv tnv aflomotia TG Sokipoaoiag autng. Mepikol

uTtootnpilouv 6tL 0 BOpuPog Tou UTIAPXEL oTNV aiBouaoa mou yivetal n e€€taon, dev pTavel
oTo auTi pe Bapnkolo aywyldTnTag, £T0L TO TEAKO amotéAeopa eival to maboAoylko auti
va AapBAavel avennpéacta Tov X0 HECW TNG 00TELVNG 080U.
AMec anoPelg oxeTKA e To cupPaivel katd tnv Sokipacia Weber sival ot e€Rc:
> Itnv meplmtwon g Bapnkoiag aywylpotntag, To NXNTKO €pBLOMA Tou GTAVEL OTO
naBoloyko auti elval oxupotepo ylatli eumodileTal n «omMWAEL» NXou ond TO
£0WTEPLKO auUTL Sla Tou £Ew OKOUOTLKOU TIOPOU OO TNV TAOOAOYIKI KATACTAON TIOU
UTTAPXEL.

» To maBoloyiko auti aAlalel tn ¢ddaon tou fxou mou epebilel Tov KOXALQ, £TOL TO NXNTLKO
epéBlopa oto MaBoAoylkd auTL €Xel pia ¢AOn TIOU UTEPEXEL O OXEON ME QUTH TOU
duatoroykol autiou. O kaBévag EexwpLloTd amo Toug OPAYOVTEG aUTOUC OAAA Kal oL
600 pall mpokaAoUv Kat e€nyolv to Adylaopa tou Weber oto maBoAoyiko auti.

KaAég Béoelg extdg amo tn ouvhBn B£on tou TovodoTn, TO UECO TOU HETWTIOU,
eniong Bewpolvtal to pLlopivio N ta dovtia mou eival B£oelg mou mpokaAolv Suvatotepo

NXNTIKO PEBLOUA YLA TNV OCTELWVN aywyh).

5.2.2.2. Aokipaocia Rinne

H 6okipaocia Rinne otnpiletat otnv amodn OtL oe BAAPN TNG TUUTTAVIKNAG
MEUBPAVNC, O NXOG OKOUYETAL KAAUTEPQ ATTO TNV OCTELVN aywyr Tapd amno tnv agplvn. Katda
v Sokipaoia Rinne yivetal oUykplon TNG agpLvng Kot TG 00TELVNG aywyng oto (6lo auti.
MNa va efetaotel n akpoéaon amd t OSie€aywyn 0€pa, TO OTEAEXOC TOU TOVOSOTN
TomoBeteital KOVTA OTOV £€W OKOUOTIKO TIOPO. Na vo eEETAOTEL N 0KPOOON LECW TWV 0OTWY,
To otéhexoc tomoOeteital otn pootosldr) amdduon, £€ToL 0 AXOC TNyailvel dueca ota
KUTTOPO VEUPWYV TOU ECWTEPLKOU QUTLOU TTAPAKAUITTOVTAC TO LECO aUTL.

To puoLoloytkd autl akoUEeL Tov NXo Sla HECw TNC A£PLVNG aywyng yLo. SLMAAoLo
XPOvo ar’ OTL TNG 00TélvnG. Xe peydho Padbud Bopnkoiag oywylpdtntag, cupPaivel to

ovtiotpodo, evw oe pikpol Babuol Bapnkoiag n oxéon auth Sev avtiotpedetal, oAAd
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gfloovtal. O aoBevrig OKoUelL Alyo TEPLOCOTEPO MEOW TNG OOCTEWVNG OYWYNAG. 2€

veupoalobntnplakn Bapnkoia o aoBevrc akoUeL MEPLOOOTEPO XPOVO HLECW TNG OEPLVNG

aywyng. H xpovikn SLApKELD OUWCE Elval LLKPOTEPN Kal arod TG SU0 aywyEg.

Mia &AAn mapaMayn tng dwadikaoiag eival n tomobetnon tou Tovodotn o
anootaon 3-4 K. oo ToV £€W AKOUOTLKO TTOPO, , WOTIOU VA TIEL 0 €EETA{OUEVOG OTL OTAUOTA
va OKOUYETOL O NXOG KOl N QUECN TOMOOETNON TOU OTEAEXOUC AUTOU OTh HOOTOELON
anoduaon. Av o nXoc ocuvexilel va akoUYETOL ONUALVEL OTL N 0OTELWVN aywyn £ival KoAUTepN
and v agpivn. AAoL QPA tonoBetolv mpwta To dlamacwy yla Alya deutepoAemta otn
MOoTOELSH amoduon Kol LETA OTOV £€W OIKOUOTLKO TIOPO Kot {ntolv amod tov e€etalopevo va
TEL TIOU aKOUEL KAAUTEPA TOV X0, TILOW Amo ToV AUTL i ppootd. MoAhol eldikol wotdoo,
XPNOLUOTIOLOUY TN SLKN) Toug LEB0SO, N omola cuvhBwE eival CUVSUAOHUOC TWV TTAPATIAVW.

Ze meplmtwon $uoLOAOYLKAG OKONG Kal veupoalodntriplag Bapnkolag, cuvnbwg n
oaKkon elval KAAUTEpn MEOW TNG OEPLVNG OYWYNG Kal TOte n Sokipaoia Rinne Bewpeital
Betkn ( + ). AvtiBeta, o mepimtwon Papnkolag aywyotnTag n akor eivat KaAUTepn HEow
NG 00TELVNG aywyn¢ Kat n dokipaoia Rinne Bewpeitat apvntikn ( - ).

To Betikd Rinne odeiletal oto yeyovog OTL 0 TovodOTNG akoUyeTal KAAUTEPQ Ao
™V agpLvn aywyn.

To apvnTiko Rinne pmopel va odpeiletal otoug €€ MOPAYOVTEC:

e e TuBavr pnxavikn amnodpaln tou £w N péoou oug, n omola gumodilel Tov Nxo va
$0OdoeL otov koxAla.

e Jtnv muBavr) uneBeon OTL OTNV 00TELVN Aywyr] O NXOC MOPAKAUITEL TO LECW OUG KOL WG
€K TOUTOU 8ev emnpedletal amno tuxov PAABeg tou kat ¢pOavel kateuBeiav oTov KoyAla
XwpLg eEAdtTwon.

Otav 1o éva auti €xel mMARpn kwowon Kal To AAAo €xel puCLOAOYLKA aKon, TO
naBoAoyko auti 6ev akoUeL Tov NXO HEOW KAMLOC aywyng. XTn TomoBETnaon tou Tovodotn
0T0 KwdO auTi, To NXNTKO KOpA GOAveL oTov PuUOLOAOYLKO KOXAla. ITnVv Teplmtwon autn
£xoupe to Aeyopevo Peubdo- Rinne kot emiBAMAeTAL N NXNTIKA KAAuyn tou duactoroylkol
outol (HAadng ©-Kekég I, 1986). TNV MPAyUOTIKOTNTA POKELTAL YL apvNTIKO Rinne oto

naBoAoyko autl.

5.2.3. OulAnuky AKououetpia

To av évag s€etalOpevog OKOUEL | OXL TOUG NULTOVIKOUC nxouc &ev Sivel tnv

OMAvVTNoN av To (610 Umopsel va KAVEL Kol e Toug AXoug TG opiag. Etol yia mapddelyua,
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O€ TEPUTTWOELC SlaTapaynG KEVIPLKNE 0KOUOTIKNG Aettoupylag, evtomiletatl mpoBAnua otnv

OKOUOTIKN eme€epyaoia Twv NXwV opLAiag.

Eniong, To onpa Twv NXWV TG opAlag eival TiLo MePLMAOKo art’ OTL oL NULTovLKol
nxot:

v" O NUTOVIKOG AXOC €XEL pia HOVO GuxvOTNTa, VW O AXOC TNC ophiag amoteleitol and
TIOAAEC OUXVOTNTEG CUVTOVLOUOU.

v' O Aé€eLg, oL empépouc ot tng oo kot to pwvruato, Sev €xouv tnv (Sla évtaon
Kol SLapKela PETAEU TOUG. AUTO odelAeTal OTA XAPAKTNPLOTIKA TOU pEovTa AOyou Kal
OTO XOPOKTNPLOTIKA TOU OANTH OTWG : XpoLd, évtaon, U og (HALadNng O-Kekég I, 1986).

O npoobloplopog tou 060U TNG opAiag eival Opolog e autov Tou oudou otnv
TOVLKI aKoUOoUeTpla, pe TNV dladopd OTL otV MPwTn Nepintwon o efetalopevog OxL Lovo
okoUel oAAG Kot avTlapPavetal tnv opdia. Kata tnv Sokipacia auty o aocBevig
enavalapBavel StoUMaBe KoWEG AEEeLG oL omolieg TovilovTal Pe TV Lo Evtaon Kol OTLG
600 ouMaBec. O oubog oe decibel aviumpoowrnevel To xaunAotepo emninedo, oto omolo o
e€etalopevog enavalapPBavel pe akpifeta 1o 50% twv Aé€ewv mou tou Yopnyouvtal O
0US0OG AUTOC CUMTITITEL TIEPLTIOU £5 HEe ToV PECO OPO TWV oUSWY TWV cuxvotHTtwyv 500, 1000
Kot 2000 HZ tng Tovikn g akouopetpiag. Edv dgv ouppalvel auto, mbavotnta o e€eTalOUeVOG
va €XEL: KOKH LKavotnTa SLakpLong, AettoupyLkn Bapnkoia, coBapr Lelwon TG KON G Tou o€
vPnAéc ouyvotnteg ) dev akoUEL Ta cUUGWVOL.

Ztnv Sokipacia Tng dLakplong tng optAlag, ocov adopd tnv eAnviky yAwaooa,
enavalapBavel 50 SloUANaBeC, PwVNTIKWC LoopPOoTNUEVEG AEEELC Kal Tpoodlopiletal n
ekatootlalo avaloyila twv Aéfewv, TG omoieg akoUel Kal kotavoel o efetaldpevoc.
Amnopaitntn npolndbeon eival o eeTalopevog va akoUEL AVETa TIG AEEELG, Yyl auTO N
£€vtaon Twv xopnyoupusvwv Aé€swv eival 30 — 40 dB peyaAltepn amd tov oudd NG
avtiAnng. Ouooroyikn avtiAnyn kat avayvwplon twv Aé€ewv Beswpeital OTL €xeL o
e€etalduevog otav emavaAapBavel cwotd to 90% twv Aé€ewv (Adauomnoulog, 2001).

To oRua tNg OMALOC TTOU EKTTEUTIETOL TIPOG ToV €€€TAOTH amoTeAelTaL amo AEEeLg
KOLL TT(POTAOELG TIOU £ival €L6LKA KOTOOKEUOOUEVEG YLt TO OKOTIO aUTO. OL LETPOELG TIPETTEL
va epthappavouv:
= Tov oudd avayvwplong tng optAiag: dnAadn tnv eAdxLotn £vtacn otnv omolo Umopel o

e€etalOYeEVOC va EVTOTOEL TNV TAPOUCIA 1 N TOU ONUOTOG TNG OMIAiag, xwplc
omapaitnTo vo UMoPEL v KATAVONOEL TO TIEPLEXOLLEVO TNC.

= Tov oudd mpoéoAndng ™ ophiag: SnAadn tnv eldylotn £vtacn otnv omoia o

e€etalopevoc pmopel va avayvwploel Kat va ermovaldBet Ti¢ AEEELC LEHOVWHEVA KAl VO
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KOTOVONOEL TN por Tou Adyou. H évtacn autr umopel va UTtoAoyloTel av mpooteBel
NXNTwKN miieon ton pe 20 dB oto KatwdAL TNG AKOUOTOTNTAG.

= To emninedo NG Mo AVETNG akouototntag: dnAadn TNG TIUAG TIOU QVTLOTOLXEL OTO
eninedo ekelvo ¢ evioyuong Tou nYou mou ival To KatdAAnAo yia tTnv mpocAndn tng
OoMAlaG amo tov e€etalopevo. ESw ta opAnTika £pebiopoto mou XpnoLpomoLlouvTaL
glval éva KopUATL TNG POr ¢ Tou AGyou.

=  To emninedo ducAPEoTNG AKOUOTOTNTAG 1} OPLO TIOVOU: SNAadH TO AVWTATO OPLO EPAV
Tou omolou n akouototnTa Tou Adyou eival addpnta duvatr Kal LKavo va TIPOKAAECEL
novo. To eninedo autd eival xprotpo ya va Bpebel To avwtepo 6pLo Bdon tou omoiou
Ba kaBoplotoUv oL evtdoel ot omoie¢ Ba 600800V TA TEOT TNG OMIANTLKAG
oKouopetpiag. Bonbdel emiong oto va pubulotel n péylotn duvartr evioxuon tou nxou
yla TNV KAat@AAnAn TpooapPpOoyr TWV OKOUOTLKWV OTLG Sladlkaoieg ekudbnong tou
A6you. To pucloloyikd auti evéxetal nxntika emnimeda péxpt kat 90 - 100 dB (120 dB
SPL).

= To Suvaulkd eUpog optAiag: umoloyiletal av adalpEcoupe tov oudo mpocAnyng tng
outAiag amnod 1o eninedo tng SUCAPECTNG OKOUOTOTNTOC. TO AMOTEAECUA TNG adaipeong
pog Sivel To Péyebog TwV AKOUOTIKWY UTIOAELUUATWY, SnAadr TV XPROoLUn OKon Tou
e€etalOEVOU KL XpNOLUEVEL OTN pUBULON TNC EVTOONG TOU OKOUOTIKOU €VOG TadLoU pe
TOV aKOUOAOYO.

= Tov 0oUdO SLAKPLTIKAG LKAvOTNTAG: SnAadn TNV KAvotnta SLAKPLONG OKOUOTLKWY
Mapopolwv Ae€ewv Kol NXwWV He Tapopola dwvoloyilk ouvBeon. Katd tnv e€étaon
oautn, n évtaon pubuiletal os uPnAdtepa emineda and tov oudo MpocAnPNng g
OULALAG KL ONUELWVETAL TO TOCOOTO TWV AEEEWV TIOU avayvwpilovtal 6 GUVAPTNON LE
NV évtaon ekmopnng tou o dB. OL ouvapTroslC oVOUAlovVTOL KOUTUAEG SLAKPLTLKAG
Aettoupylag Kal To oxApa Toug propel va Seiéel tnv ¢pvon ¢ naboloyiag Tou autiou.
Ye Bapnkola aywylpuoTnTog UTIAPXEL UETATOMLON TNG KAUTUANG Tipog ta Sefla xwplc
oA\ayn oto oxAua amo tnv duclohoylkn KopmuAn A. AvtiBeta n oMloiwon Tou
OXNUOTOG TNG KOUMUANG CUVENAYETAL VEUpOoALoBNTrpLa Bapnkola. IKOTOg TG LETPNONG
outng elvat va SlamotwBel eav mapda TNV kovotnta tou efetalOpEvoU  va
ovTIAapBAVETAL TOUG AXOUC TNG OWALOC, UTIAPXEL KOl SUCKOALQ TNV SLAKPLON AEKTIKWY
oxnuatwv (Mavvakn E, 2008).

Amnopaitntn Bswpeitat n nxokdluyn tou pn efetaldopevou autiol yla tov ¢oBo TG

evOeXOUEVNC UTOKAOTNG. TNV OMANTIKA OKOUOUETPla LoxUouv oL (6lol KavOveg Kol



-119-

evOElEELG e TNV TOVLKA AKOUOUETPLa, pe TNV Sladopd OtL o NXog KAAUPNG Elval oTEVOTEPOU
$AcUATOC ATIO AUTOV TTOU XPNGCLUOTIOLELTOL YL TNV TOVLKN).
EdapuoyEG TNG OUANTIKAG AKOUOUETPLAG:

% EKT{UNON TNG OKOUOTIKNG LKOWVOTNTOC: OKOUOAOYLKI EKTIHNON TwV Baprnkowv acBevwy,
TIPOEYXELPNTIKI KOl LETEYXELPNTLKN €€ETAON TWV 0.0OEVWV.

< ALlOyvwoTIK akouoAoyla: TPOOSLOPLOUOC KOL EVIOTION TNG VEUPOALOONTNPELOKAG
BAABnNc.

< Avixveuon Twv AETOUPYLKWV Bopnkoiwv, Hn opyovikwy, Lolaitepa o€ UEYAAOUG
0pPYaVIOHOUC, 0€ a0dAALOTIKA TAUELQ KAL OTO OTPATO.

% T TNV KAt@AANAn emloyn Twv aKouoTIKwY Bapnkoiog.

% Kuplwg mototikr) aAAA KL TTOCOTLKA EKTINON TOU BaBUOU AKOUGTIKNG avarnplog.

5.2.3.1. OMIANTIKO OKOUOYPOMHQ

To OMANTLKO aKOUOYypaUpa armelkovileTal o éva eminedo mou opiletal anod duo
KOOeTeC HETAEU TOUC OUVTETAYUEVEG. 2TOV KABOeTto dfova OnUELWVETOL N SLOKPLTIKA
LkavoTNTa O ekatootlaia avaloyia kol otov opllovtio atova n évtaon oe decibel. To
OULANTLKO aKOUOYpapUa €lval oTnv ouoia N KAUTUAN TNG SLOKPLTIKAG LKAVOTNTAG, N onola
TIAPLOTAVEL TO GUVOAO TWV SLAKPLTIKWVY LKAVOTATWY Ot KABe évtaon opAlag Kal XL oxnpa
S. Adopad kuplwg TIg ouyvotnteg amo 250 HZ péxpL 4000 HZ. H évtaon tng dwvng divetal pe
TOV aKoUopEeTPNTH apxilovtag mavta pe évtaon pe 100 dB kal otnv cuvexela o KABe Sk
Aé€eilg kateBaivoupe katd 10 1 5 dB péxpl o acBevrg va akolel To 50% twv Aé€ewv 1 Kot
AlyoTepO. ITN OUVEXELD, N SLAKPLTIKA LKOVOTNTA Ot £VIAOH, HETADEPETAL OTO OMIANTLKO
OKOUOYPOUUA KaL £TOL TTOLPVOULE TNV KOUTTUAN TNE SLOKPLTLKAC LKAVOTNTAC.

H Sladikaoia ekTéAeong TNG OMANTIKAG AKOUOUETPLAG elval dpola e aUTh TNG
TOVLKNG, LOVO TIoU armtatteitol eTumAéov pia mnyn mopaywyng oltAiac. H mnyn avtr propel
va eival n dwvn Tou e€etaoth N £va KaosTtodwvo f Sioko Pe nxoypadnuévo To amapaitnto
UALKO. H xprion tou kaostddwvou f tou diokou Sivel tn Suvatotnta puBuLoNG TNG €vtaong
outAiag mou ¢tdvel oto auTti Tou efetaldpevou, emakpLlBwe Kal Katd BouAnon. H petadoon
NG optAlag yivetal otov e€eTalOUEVO UE TA OKOUOTIKA N HE Ta peyddwva av BElouvpe va
£XOUE OMANTIKN akovopEeTpia eAelBepou mediou. TN SeUTepn Mepilmtwon eEeTtalou e Kot
ta U0 autld pall. Na t owotn die€aywyn tng e€€taonc mpémet va AapBdvovtal umoyn ta
£€nc: 1) To UAKO Tou XpnoLpoToLeitaL TPEMEL vo. ival kaBoplopévo, 2) n mpodopd Kot n

XPOLA TNG GwVNE TOu OUIANTH £XOUV ONUOVTLKO pOAo, 3) mpémel va Eskabaplotel n péBodog
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UETPNONG TWV ATIOTEAECUATWY, 4) N LKAVOTNTA TOU €EETAOTH €lval TTOAD ONUOVTLKH yla Thv
g€étaon (HALadnGg ©-Kekég I, 1986).

Onwg eimape, otnv Bapnkola aywylpotnTac n ypadikr mopaotaon eival opoLa Je
™¢ duololoyikng akong, SnAadn poldlel He S evw otnv veupoaloBntrpla Papnkola, n
Slakplon Twv Aé€ewv elval petwpévn. H ypadikn mapdotacn sival Bpaxutepn oto KAaBeto
OKENOG TNG Kal N Slakplon Twv Aé€ewv Sev BeATIWVETAL, TTAPA TNV aUEnon TNg EVTaong Twv
xopnyoUeVwV AEEewV. & MepLTTWOELG omloBokoyAlaknc BAGBNG n avénon tng éviacnc Twy
A€WV IOV YopNYyoUVTaL TEPQ ATO VAl ONELD, TTPOKOAEL Pelwan TNG LkavdTnTag SLaKkpLong

TwV Aé€ewv. Auto To teAeutaio ovopaletal pawvopevo Rollover (Adapomouiog, 2001).

5.3. AVTIKELPEVIK) AKOUOUETpLaA

5.3.1. Tupnavopetpia

H tupmavopetpia ] n akouopetpia cUvOeTNng avtiotaong otnpiletal otnv YETPNON
NG NAEKTPOOKOUOTLKI G AVTLOTOONG TOU QUTLOU TIOU OXNMOTI{ETOL LETA o petadoan AXou
péoa oto auti. AvtiBeta amd tnv Tovikr akououeTpia, n péBodog autr Sev Sivel MOOOTLKN
HETPNON TNG anmwAELAg TG akong aAAd kabopilel tn Puon TG AKOUOTLKNG Slatapaxng He
peyaAUtepn cadnvela. Evtomnilel S5nAadn edv empokettal yla Bapnkoia TUMOU aywyLLOTNTAG
1 veupoaloBntnpla, av umapxeL kamota BAAGPN OTo HECO OUG Kol Tou amodidetal auth
(Mavvaxn E, 2008).

H tupmavopetpia elvatl mapa oAU aflomololin otV HEALTN TWV TOLSLWY HE
EKKPLTLKN HEon wtitida. MevIiKwe N Tupmavopetpia: a) BonBddel otnv dldyvwon o mepintwon
TIOU N WTOOKOMNonN eival apudiBoAn i SUokoAn, B) emaAnBelel TNV WTOOKOTLKA SLAyvwon,
£16lKA OTaV N TUPMAVIKA HepPBpavn eival adltadavig, Kol y) mapexel T Suvatotnta tou
opadlkoU akouoAoyLkol eAéyyou.

Emiong elval xprnolun Kat otnv ekTipnon aAAwv maboAoyLKwV KATACTACEWY OMWG:
e Tng péong writidac.

e Tou XOAOOTEQTWUATOC.

Tou uypoU NG TUUMAVIKAG KOLAOTNTAC.

Twv OUAWV 1| TNG AXUVONG TOU TUUTTAVLKOU UUEVOL.

Tng kKaONAWONC TWV AKOUOTIKWY 00Tapiwy.

TG SLOKOTIAG CUVEXELOG TWV LKOUOTLKWY 00TOpLwv.

Tng migonc tou pécou autiou.

TNG KLVNTIKOTNTACG TNG TUUTTAVIKAG HEUPBPAVNG.
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e  Tnc Aewtoupylag Tng EUCTAXLOVAG OAATILYYAG.
e Tngumapéngn un opyavikng BAapn¢ (Adaudmouviog, 2001).

Ektog amd ta maldid pe mobnoeLg Tou HECOU QUTLOU, oTa omola emnpedleTal n
npooAnPn Kalt n avamtuén tou AOyou, N TUUTAVOUETPLA XPNOLUOMOLE(TOL CUXVA OTNnV
g€étaon madLwv Kat evnAikwv pe el8IKEG avaykeg, adou o Xpovog HETPNONG sival EAAXLOTOG
(60 — 90 sec ava auti) kot Ta amoteAéopata TG e¢€taong Sev emnpedlovtal amod Tn
ouykévtpwon, Tn Stabeaon ) thv Lkavotnta tou e€etalopevou (Mavvakn E, 2008).

ITNV TUUTTOVOUETPla ylvovTial METPNOELS TNG €VOOTIKOTNTAG TNG TUMTTOVLKAG
MEUBPAVNC OE OXEON HE TG AVTLOTOLKEC KETAPBOAEG TNG TileonG oToV £EW OKOUOTIKO TIOPO.
ITIG LETPROELG QUTEG Bewpeital SeSoUEVO OTL TA TOLXWHATH TOU €W OKOUOTLKOU TIOPOU
elval mpakTikA aoupmieota kol ol HeTAPBOAEG TNG Tieong adopoUuv POVO TNV TUMITAVIKA
MEUBPAvVN. H Tupmavikn HepPpavn €XeL TNV HEYOAUTEPN TMOAWULKN TNG LKAVOTNTA OTOV N
niieon lval ton kat anod Tig SU0 MAEUPEC TNG.

H Sladikaoia Tng TupmavoueTplag mepva amd cUYKeEKPLUEVA oTadLa: TomoBeteital
n otedAdvn TOU AKOUOTIKOU OTO KEDAAL TOU e€eTalOUEVOU Kal N BnAr otov £Ew aKOUOTIKO
TMOPO KAl LE TEPLOTPODLKEG KLVNOELG ETUTUYXAVETOL N aegpooteyn edappoyn tng. Itn
OCUVEXELA aUEAVETAL N TIleon OTOV £€Ww OKOUOTLKO TIOPO HEXPL 200mm H20, Kol auEécws HETA
pelwvetal -400mm H20. Me tov TpOMO autOd HETPAUE TNV OKOUOTLKN avtidpacn n tnv
€VOOTIKOTNTA TNG TUUTIAVLKAG LEUPBPAVNG.

Me tnv oUvdeon autopotou Koataypoadéa Sivetal n duvardtnta AUTOUATNG
Kotaypadng Twv HETPRoewv Kat N ARPn Tou TUMmavoypappotog, dnAadn tng ypadikng
napdotoaonc. To tupmavoypappa Seixvel otov atova x tnv mieon oe mm H20 kol otov
afova P tnv evdotikotnta, dnAadn ekdpalel TNV KWWNTLKOTNTA TNG TUUTTAVIKNG HEUBPAVNG
avaloya pe T ackoUpeveg Téoels (Mavvakn E, 2008). H ypadikn mapdctoon Taflvopeitot
O€ TPELG TUTOUG:

o TUmog A: o TUTIO¢ AUTOG €ival 0 GUGLOAOYLKOC. TO TUUTTOVOYPAUUA TOU pdavilel
Kopudn Tou KataypddeTal Ue EUKPIVELD KAl N omola avilotolxel og mieon tou €€w
okouotikol mopou 0 mm H20. To onuelo AUTO OVTLOTOLXEL OTN  HEYLOTN
evbotkotta. O TUMog A cuvavtdtol oe Atopa pe ¢ucloloyikr Asttoupyia Tou
HEOOU OUC OMwC Kal os 0oBevel¢ pe wtookAnpuveon edooov n vooog dev £xel
EMNPEACEL AKOMO TNV KWVNTLKOTNTA TNG TUMMOVIKAG LEPBpavng (ZwaBpa N, IKeUdg A,
2009).

YTov TUTo A uTtdyovtat:
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i) O TOmog As: €6W TO TUMMAVOYPAUPO €lvol xapnAokopudo. H TipnR tng péong
evboTIKOTNTAC SNAWVEL aKapPia TOU CUCTAUATOG TOU HECOU OUG, OMWG OTNnV
WTOOKANPUVON, TNV TUUTIAVOOKARPUVON, TNV OUAOTIOLNUEVN TUUMAVLKE HEUPPAvN

KalL TNV aykuAwon tng odpupag (Mamadpdykou K, 1996).

Tupmavéypappa tomou A - As

o _-400  -200 0 +200
] 1

4l— :

3

ii) O tnog A d: 1o TUPMavOypaupa eival pe uPnAn Kopudr TNG YPADLKAG
mapaotoong Kal SnAWVEL HeydAn UKLVNGLO TOU CUCTAUATOCG TOU HECOU 0UG, OTIWG
otn SLOKOTH aKOUOTIKAG aAucidag Kol o TMEPLOTNMWOELS ATPODIKAG TUMUITAVLKAG

HeUBPAvVNS N HeyaAng atpodiknc ouAng (Mamnadpaykou K, 1996).

Tupnavoypappa tomou Ad

- 400 - 200 0 + 200

: / \
: Jin
: jd N

0

o TUmog B: T0 TUMMAVOYpappa o€ autdv Tov TUMo spdavilel xapnAn kopudn i dev
epdavitel kopudr e amotéAecpa va pnv €lval Suvatog o0 MPocdLoPLOUOG Tou

onueiou NG peyiotng evdotikotntag. Etol otnv Ttupmovoypodikn KoumoAn, n
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evOOTIKOTNTA MOPAPEVEL OXESOV OETABANTN KB’ OAN TN SLapKela TNG UETABOANC
Tn¢ mieong otov £€Ew akouoTiko mopo. O tUmog B aveupeioketal os aobeveic pe
EKKPLTIKA wTitida, aAAd Kal pe xpovio péon wtitida Omou umapxel dlatpnon tng
TUMTTOVLKNG HEUPPAVNG, OE CUYYEVELG OVWHAALEG TOU PMECOU WTOG, OE TPOULATIKEC
PAEELC TNG TUMMAVIKAG MeMBpAvNng, Otav umapxel PBuopa KuPeAidag Tmou
anodpAooeL TOV ££W AKOUOTLKO TIOPO KOL O€ TIEPUTTWOELG TOTIOBETNONG CWANVIoKOU

aeplopov mou Sev €xel anodpaxOet (ZLaPBpa N, Zkevag A, 2009).

Topmmavéypappa tomou B
- 400 - 200 (0] + 200

0

o Tumog C: polalel pe Tov TUTO A TUMAVOYPAUUATOC He TNV Sladopd OUWE OTL N
Kopudr TNG KAUMUANG €6Ww AVTLOTOLXEL O QPVNTIKES TILECELG PeyaAUTepeg amo -100
mm H20. O TtUmo¢ autdg eival eVvOEelKTIKOC SuoAslTtoupylag TG UCTAXLAVAG

cahmyyoc (ZwaPpa N, 2004), (2keudg A, 1998), (Ballenger-Snow, 1998).

Tupmavéypappa tomou C

- 400 - 200 0 + 200
|

AN
/ s




124 -

5.3.2. AKOUOTIKO QVTOVOKAOOTIKO

To avtavakAaotikdo tou avaBoléa odeilletal otn oloMAon TOU MUOC TOU
avafoléa kal ota Suo auTLd Otav xopnynBel éva nxnNTiko epéBiopa 80-85 dB mavw armo tov
oub0 aKONG OE L0l CUYKEKPLUEVH ouxvoTnTa TTou cuvnBwg sival 500, 1.000, 2.000 kot 4.000
Hz. Auto efnyeitat amnod To yeyovog OTL UTIAPXEL CUVSEDH TWV TIUPAVWYV TNG OLKOUOTIKNC 0800
JLE TOV TIUPVA. TOU TIPOCWTTILKOU VEUPOU TOGO OUOTAEUPA 00O Kal ETEPOTTAEUPAL.

Ma tv ékKAuon Tou QvVTavaKAQOTIKOU Tou HUOG Tou avaPoléa, amalteltal n
OKEPALOTNTA OAWY TWV AVATOMLKWY SOUWV TIOU OXNUATI{OUV TO aVTAVAKAQOTLKO TOEO.

Me tnv €kAuon TOU QVTAVOKAQOTIKOU O HUG TOU avoPoAéa ouoTATAL Ko
npokaAeital duokaudia oto TUPMOvVOOoTAPLWEEG cUoTNUA, alénon TNG OKOUOTLKAG TOU
avtiotaong n omoia Kataypddetal He TOV TUMMAVOUETPNTH. H koataypadrn Tou
avtavakAaoTikoU eival duvat TOOO OMOMAEUpO OCO KOl ETEPOMAEUpA E€MELOH TO
QVTOVAKAQOTIKO EKAVETAL apdOTEPOTTAEUPAL.

Me To avTavakAAoTIKO Tou HUOG Tou avaPBoAéa pnopel va mpoobloplobel og molo
onpeio umapyel BAGPn otnv akouotiky 080, OTOUG TUPNVEG HEXPL TO emimedo NG Avw
glalag KoL oTo MPoowTkd velpo. MeyaAUtepn onpaocia €xeL n mapouasia r anouocia Tou
ETEPOMAEUPOU avVTOVAKAQOTLKOU. H €KAUGHN TOU €TEPOMAEUPOU QVTAVAKAOOTIKOU ota 80-
85dB o cuvbuaoud He PUOLOAOYLKO TupAVOypappa SnAwveL TNV anoucia maboloylkwy
KOTOOTACEWY OTO HECO OUTL Kal Katd ouvémela duclohoyikn akor. H efétaon elvat
oUVTOUN, QVTLKELUEVIKA KOl UIMOpEel va yivel g OAeG TIG NALKIEG, Ao Ta VEOYVA £WG TOUG
umepnALkes. H mapouoia i anouoia Tou avtavakAaotikou Tou avopfoléa oe cuvSUAOUO LE
TOV TUTIO TOU TUUTTOVOYPAUUOTOG TIPOodEPEL TIOAUTIUEG TIANPOGdOPLEG YLa TN AELTOUPYLKNA
KOTAOTOON TOU HECOU 0UG Kal To £i6o¢ Bapnkolag.

To avtavakAOoTIKO TOU HUOC Tou avaBoléa Sev eKAUETOL OTLC MAPAKATW TIEPLTTWOELG:
1) Bapnkoia > 62 dB,
2) éAAeldn tou pUGG Tou avaPolEa,
3) yuaoBévela,
4) avolyTr evotayLovr caAmyya
5) 8LaTpnon TUUMAVLKAC HEpBpavng,
6) uypd 0TO KOIAO TOU TUMMAVOU (EKKPLTLKA wTitida),
7) Stakomn N 8) kaBRAwaon TNS akouoTIKAG aAUoou (wTookAnpuvaon),
9) aKOUGOTIKO VEUpIVWHA, KOL

10) oykoL tng yédupag otnv mMepLoxn TS Avw ehaiog.
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5.3.3. HAeKtpoOKOUOMETPiQ

H nAektpoakouopetpia gival pa GAAn pHEBOSOC eKkTiUNONG TwV SLATAPAXWY TNE
OKONG, Kol €VOEIKVUETOL OE TEPUITWOELC OmMou &ev mopel va £PAPUOOCTEL N TOVLKA
akouvopeTpla Aoyw EMeldng cuvepyaoiag Tou e€eTalOUeVOU 1) AOYyW TNG UKPNG TOU NALKLOC.
H extipnon outr EMTUYXAVETOL HE TNV €EETOON TWV NAEKTPOVIKWY OSUVAULKWY TOU
niepldepPeLaKoU NAEKTPLKOU OPYyAVOU TNC OKONG TOU oxnuatilovtal € amavinon nxnTKwv
epeblopatwy. Ta €ibn nAektpoakouopetpiag mou umdpyxouv elval Tpla 1)
nAektpokoyAloypadia, 2) To AKOUOTLKA TIPOKANTA Suvaulkd Tou oteAéxouc (ABR) kat Ta 3)
MpokANTA Suvapikd tou pAotou (Mavvakn E, 2008).

Mpénel va onuelwBel OTL N NAEKTPOAKOUUETPlA TPEMEL va XPNOLUOTOLELTAL
televutala KoL HOVO Og MEPUTTWOELG APDLBOALWY TWV ATIOTEAECUATWY TWV TPONYOUUEVWY
SLadkacLwv. XpnoLomnoLeital KUplwg 0g TEPUTTWOELS TIOLSLWY OO 6 LNVWV PMEXPL 3 ETWV .

211G evbellelg yLa TNV edapuoyn TG NAEKTPOAKOUOUETPLAG cupmeplAapBavovtal:

EnmaAnBguon Twv anoteAeOUATWY Ao AAAEG TILO ATAEG EEETAOELCG.

Y& AELTOUPYLKEG Bapnkoleg.

2€ KALVIKEG KOUL TIELPOLLATIKEG EPEUVEG.

Ye maudLd 6 pUNVwV £wg 3 €TWV TIOU TapoucLalouy TToAAATAG TTpoBARLATAL.

* JTnv dladopikn SLayvwaon KoxALakng Kat omoBokoyAlakng Bapnkotag (HALadn¢ O-Kekeg T,
1986).

5.3.3.1. HAektpokoxAwoypadia

Jtnv nAektpokoyAloypadio kataypddovial Ta SUVOULIKA TOu KOYAloL Kal Tou
0KOUOTLKOU VEUPOU TOU TPOKAAoUvVTOL amd tnv Xopnynon nxntkwv clicks. Autda ta
Suvauka Bswpolvtal clvBeta Suvauka evépyelag, eivol Supacikd otov oudo, £xouv
AavBdavovta xpovo, 0 Omolog HELWVETAL PE TNV aUénaon TNG £VIaong ToU oHUATOC.

Ta Suvaptkd autd Stakpivovtal os:
= KoyAlakd pikpO@wva: poldlouv pe tnv &dvnon Tng Paclkic HeuBpdavng Kol
TapayovTaL Kupiwe amo ta £€w Tpiywta kuTTapa. Augdvouyv os epocg pe TV alénon
¢ évtaong Tou gpebiopartoc. H avelpeon autwv SnAwvel dpuactoloyikr Asttoupyia

Tou auTLoL.
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= AUpolotika Suvapika: TPoEpyovtal amd SLAdopeg MNYEG. ITNV TPAYHOTLKOTNTA
ekppalouv Kuplwg tnv petoPfoAr) tou Pactkol nAekTplkol SuVAULKOU, TIOU
T(POKOAELTOLL OTTO TO AKOUGTLKO EPEBLOA KAl AVTAVAKAOUV TLG EVOOAEUPLKES TULEDELG.

= Auvoulkd evépyetag: €lval SUVOULKA TIOU TIOPAYOVTOL QIO TNV EKMOAWGN TOU
KOXALOKOU VEUpPOU.

= FvboAeupika Suvauika: kKabopilovtal amd TNV ayyewwdn Tawia Kol TNV

NAEKTPOAUTLKNA Loopportia (ASauomnouAog, 2001).

Katd tnv nAektpokoxAoypadia tomoBeteital éva nAektpodio avadopds otn
MooToELd anoduon Kal 0TO HECW TNG LETWTILALAG XWPAG KAl EVO EVEPYO NAEKTPOSLO KOVTA
otov KoxAla tou e€etalopevou (AdSapdmourog, 2001). Na onpewwBel otL o e€etalopevog
Bploketal oe Untia B€on. H Slatupmavikr TomoBEtnon Tou evepyoU nAektpodiou yivetat
and Tov WTOAOYO ME yevikn avalotnola ota Ppédn kol ota maldld Kal TOTUKA OTOUG
eVAALKOUG. META Tov KaBaplopo Tou S€pUATOC, T NAEKTPOSLO avadopds emLKOAAWVTAL
amAd otn Bféon Toug. Xpnoldomoleital mAvia pia NAEKTPOAUTIK aloiwdn, ywa TNV
efoubetépwon TNG NAEKTPLKAG avtiotaong tg Enpng emdepuidag. Me autd tov TPOMO
ETUTUYXAVETAL N KOAUTEPN QYWY TWV NAEKTPLKWY SUVOULIKWY Omd To UYpA TOU CWHOTOG

TPO¢ To NAeKTPOSL0 (HALASNG O-Kekég T, 1986).

211G evbeifelg edappoyng tng nAektpokoyAloypadiag mepthappdavovtatl:

Alayvwon tng vooou Meniere.
MpocdLoplopog tou oudol aKONC.

ALQyvVWaon Tou aKoUOTIKOU VEUPLVWLOTOG.

Y V V VY

Kataypadr twv Suvapkwy Katd tn SLdpkela eMeUPACEWY OTN TIEPLOX TOU £0W

WTOC KOl TOU £0W AKOUGCTLKOU TIOPOU.

5.3.3.2. MpokANTA aKOUOCTIKA Suvaulkad tou eykepaAikou oteAéxoug (ABR)

Ta MpokANTA aKoUOTIKA Suvaplkd tou egykedoAikol otehéxoug (ABR) elval n
kotaypadn TNG VEUPONAEKTPLKAC OpactnplotnTag TOU KOXALAKOU VEUPOU KOl TWV
OKOUOTLKWV 08wV Tou egykKedpallkoU oTeAEXOUG, TOU Ttapatnpeital petd amd xopnynon
NXNTIKWv epeblopdtwy oto auti ta mpwta 10 msec. Ta ABR epdaviloviar wg 7
KUpatopopdEG pe ovoparta: |, I, 11, IV, V, VI, VII mou mpogpyovtal anod diadopa onueio. To

KOpa | mpoépyetal amo to KoxAlokd velpo, to Kupa |l amd toug KoyAlakoUC TUPHVEC, TO
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KOpa Il amod Tnv dvw elaia, to kOpa IV and tov €€w Anuvioko, To kKUpa V amo to oniodla

S1dupLa kat to kKupa VI amd 1o éow yovatwdeg owpa. Ta kupldtepa Kupata sival ta |, I, V

kKot 6lwg to KOpa V elval to To otaBepd. Ta YAPAKTNELOTIKA TWV KUMATWV, TOoU

aflodoyouvtal otnv KAWLKN mPAaén eival: n popdn, To MAATOG, ol AavBdvovieg Xpovol, ol

Slakupatikol xpovol Kal Kuplwg ol xpovol tou kupatog V (ZwaBpa N, Ikeudg A, 2009).

Mna ™ AnPn twv ABR xpnotpomotolvTal nxNTka epediopata Stadopwv TUTIWY, OL

ouvnBéaotepol Twv onmolwv eivat:

R/
0‘0

Hxntiko click: akouotiko gpgblopa gupelag 6€oung ouyxvotntwy amod 0 — 8000 HZ,
XPOVLKNG SLapkelag 100 msec Kal [e TN 1o ypriyopn duvatr évapén mou Unopel va
emuteuyBel. H nxntkn evépyela tou click, kuplwg mepléxetal HeTAEU cUXVOTATWY TWV
2000 — 4000 HZ, kol wg €Kk TOUTOU €A€yXeL KAAUTEPQ, KATA TNV €£€tacn TNG
OKOUOTLKA G LKAVOTNTAC, TLC oUXVOTNTEG auTEG SnAadn 2000 — 4000 HZ.

Tone burst: mpokeltal mepl kabBapwv Tovwy, ou Slapkouv 1 — 10 msec kal €gouv
OUWG Bpadltepoug xpovoug epdaviong.

Tone pip: NXNTIKO epéBLopa L6L1KAG LopdNG.

O apBudc twv clicks, mou xpnotpomnoloUpe eival cuvBwg 2000. Auto tov aplBuo

UIopoU e va To auéfooupe pexpt 3000 r 4000 ) kal MepLooOTEPO, OTav N Kataypadr Sev

elval wkavomolntikr, Aoyw NAekTplkoU BoplBou kol emBupoUpe cadéotepn Kataypadn

(2kevag, Kaotavioudakng, 1995).

Ot Baotkotepeg KAWIKEG edappoyEG Twv ABR sival:

H extipnon tng akouoTIKAG LKAVOTNTAC HE TNV BorBela TwWV MPOKANTWY AKOUOTLKWV
Suvapkwy elvat TOAD xprnoLun yLo veoyéwnta, Bpédn kat madld. H e€€taon autn,
pag Sivel mAnpodopieg yla T AELTOUPYLKN KOTAOTOON TOU KOXALd Kal ToU KOXALOKOU
velpou, Xxwpl¢ va elval avaykaio n cuvepyaoia tou acBevouc. Me tn Bonbela Twv
ABR umoOpoUHE VO EKTIUAOOUME Kol UToAoyiooupe Tov oudo akong Tou
e€etalopevou kataypadovtag to kKupa V.

Kata tnv kataypadr] aut UELWVOUUE CUVEXWE TNV &vtacon Tou XopnyoULEVOU
okouoTLkoU gpebiopatoc, péxpL va e€adaviobel to kOpa V.

Ta amnoteAéopoata twv ABR TIPETEL VO GUVEKTILWVTAL HE TO QMOTEAECUOTA TNC
TUUTTOVOUETPLOG KOl TNE TOVLKNA G akouopeTpiag. O oudog ou mpocdLlopiloupe Ue TN
BonBeta twv ABR eival ouvnBwg 10 — 20 dB HL mavw amd tov oudd mou
TPOoSLOPIloUE UE TN KAAOOLKN TOVIKI) OKOUOMETPLA yla TIG CUXVOTNTEG UETALU

2000 — 4000 HZ.
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IV.  Ze aoBevn pe Bapnkoia aywylpotntag n avttAfPews koxAltakou tumou, o Babuog
¢ Bapnkoiag emdpad otov AavBavovta xpovo eudaviong tou Kupatog V (Zkevag,

Kaotavioudakng, 1995).

5.3.3.3. MpOoKANTA QOKOUCTIKA Suvapka tou ¢Aoov

Ta MPOKANTA QKOUGTIKA SUVapLKA Tou ¢Aolol kataypddovial ws Sidaolko 1
TPLPaOIKO KUMA, Tou apxilel ota 50 msec kal cuveyilel mépa amo ta 200 msec. MpokeLta yLa
pLa Seuteponadng aviidpaon, adol to KUpa gudaviletal MOAU apyd kot ekdpdlel Eva
dawopevo avtAfPews mou Unopel va ocuoxetoBel pe tnv akon. Oswpeital mMpEmov o
e€etaloOpevog va elval APEUOC KaL VO NV KOLUATOL yLoTl n e€étaon ennpedletal and tnv
kivnon kot to eninedo tng ouveidnonc.

H kupatopopdn mopouclalel TEcoepa EMAPUOTAL:
H kupatopopdn P1 elvat BeTikn kat mapouotaletal yupw ota 50 msec.
H kupatopopdn N1 eival apvntikni kot apouctaletal yupw ota 100 msec.

H kupatopopdn P2 eivat Betikn kat mapouaotdletal yUpw ota 150 — 180 msec.

AN N NN

H kupatopopdn N2 eival apvntik Kal mapouctaletal yupw ota 200 — 250 msec

(Adapodmoulocg, 2001).

5.3.4. QTOOKOUGCTIKEG EKTMOUTEG

H WTOOKOUGOTIKI EKTIOUMY] £lval N AKOUGOTLKNA eVEPYELA TOU SnpLoupyleTal amd tov
KOXALOL WG aTOKPLON O€ TapoXN NXNTIKWY EPEBLOUATWY HETPLAG EVIAONE OTOV £€W AKOUOTLKO
nopo. H xopAynon nXNTKwy epeBLopdTwy evOEXETAL vl eTILDEPEL KIVNON TWV £EW TPLXWTWV
KUTTApWV Tou opydvou tou Corti. 3T mopeia n UNXaVIKN EVEPYELO TIOU TIPOKUTITEL ATIO TNV
KLVNTLKOTNTA TV £EW TPLXWTWV KUTTApwV StaBLpaletal mpog 1o eEwteplkd meplBAAAoV HECW
NG 0KOUOTLKNA G 0AUGCLSAC TNG TUMIMAVLKA G LEUBPAVNG KAl TOU £€Ww AKOUGOTIKOU TIOPOU.

Tnv evépyela autr Katéypade yla mpwtn popd o Bpetavog Kemp kal mpoKeLTal yia
OXETIKA TPOodaTn avakaAun. MPOKELTAL YLOL AVTLKELUEVLKI) OKOUOTIKY HEB0SOG Katd TNV
omoio 510XETEVOUE OKOUOTIKO €pEOLopA e ULKPO PEYADWVO OTOV £EW AKOUOTLKO TOpo. Ot
SOVNOELC TNG TUMMAVIKAC HEUBPAVNC Tou eival amotéAecpa TG EVEPYELOC QUTAC
(WTOOKOUOTLKEG eKTIOUTEG) Kataypddovtal pe th Ponbsla evog svaicOntou pikpodwvou

Ttou evamoBeteital otov £€€w 0KOUOTLKO TTOpPO.
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5.3.4.1. Ei6n WTOOKOUCTIKWV EKMOUTWV

Ol WTOOKOUGOTLKEG EKTIOUTTEG TOELVOOUVTOL OE: QUTOUOTEG, TIPOKANTEG, TTAPOSLKA
TIPOKANTEG, Ttpoiovta mapapodwong. H tafivounon autny Baociletal otn péBodo mpokAnong
KoL Kataypadng Twv eKMOpmwy. Ol QUTOMOTEC WTOOKOUOTIKEG €KTOUTIEG (SOAE’s) Oev
QIOLTOUV OKOUOTLKO £p£0Lopa yla TNV Tapoywyr Toug Kal n UTapén Toug oTa VEOYVA Kal
Bpédn dBavel To 70-75% ko otoug eviAlkeg oto 40-45%. H KAWVIKN TOug onpaoio ival
MAAAOV pkpr. OL TIPOKANTEG WTOAKOUOTIKEG EKTTOUTEG (OAE) T(POKUTITOUV LETA amd Tapoxn
NXNTKwv gpeblopdtwy évtaong ouvnBwg amd 50 — 80 dB otov £Ew aKOUOTIKO TOPO Kol
KOTATAOOOVTOL OE OXECN LLE TOV TUTIO TWV AKOUOTIKWY EPEBLOUATWY TIOU TLG SnLoupyolV o€
600 KAWLIKA ONUAVTIKEG Kotnyopleg, T mapodikd mpokAntég (TEOAE) kat ta mpoidvta
napapopdwong (DPOAE). ZTic mapodikd pokANTEG SLOXETEVETAL €VA OKOUOTIKO €pEBLopa
oTov £€W OKOUOTLKO TOPO Kal kataypddetal n anavinon (Probst, et al, 1991) (Lutman,
1993). OL WTOOKOUOTIKEG EKMOMUMEG TUTOU Tpoioviwv Tmapapdpdwong (DPOAE's)
TLAPAYOVTOL LLE TN XOPNYNon €vog NXNTkou gpebiopatog SUo kabapwy Tovwv cuxvotntwy fl
Kol f2 Tautoxpova otov €€w akouaTiko mopo (Mavtalonoulog, 1972) (ZwaBpa N, IKeudg A,

2009) (Aayyilag, 1998).

5.3.4.2. uvOnkeg KataypadnG WTOAKOUCTIKWV EKTTOMUITWV

H kataypadn Twv WTOAKOUCTIKWY EKTIOUMWY YiveTal og xwpo 6mou o B6pufog
Tou meplBaiAovtog dev Eemepvact ta 40 pe 50 dB kal amatteital npeplo tou e€etaldpevou.
H Omopén maBoloyldc péoou oucg emnpedlel SUTAG adoU n eKMOUT) TOU NXNTLKOU
epebilopatog 6 HOBAVEL oTa TPLYWTA KUTTAPA TOU KoxAla aAAd epmodiletal kal n emtotpodn

NG OToV £€W AKOUGCTLKO TIOPO yLa Vo Kataypadet.

5.3.4.3. KAwWIKéG £DAPHOYEC WTOOKOUOTIKWV EKTOUITWV

OL ONUOVTLIKOTEPEG EHUPUOYEC TWV WTOAKOUOTIKWY EKTTOUTWY £lval:

1) Malikog £leyxoc (screening) veoyvwv
2) Awayvwotiky akooloylky OSiepelivnon ot maldld HE VEUPOAOYLKA TpoBAnpaTa,
ovamtuéloky kabuotépnon, TOMamAd mpoPAfuata Kot Todld Tou  SUoKoAa

e€etalovral Pe TG cupPaTkEC pebddouc.
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3) NapakoAouBnon tTng akong atopwy mou Aappavouv Bepaneia pe WTOTOELKA GAPUAKA 1)
aktwoBoAia Tou TpaxriAou 1 tnG kepaAng.

4) EnaAnBeuon tng duololoyiknc koxAlakng Aettoupylag oe aoBeveic mou umoBaAlovral
og Slepelvnon yla Slatapayx£g KEVIPLKNG OLTLOAOYLOG.

5) Awadopikn Stdyvwaon KoxALaKwY Kot ortloBlo-koxAlakwv Bapnkoiwv.

6) EmaAnBsuon tng GUCLOAOYLIKNG QKON C OE ATOUA LIE [N OPYOVLKN OTMWAELX AKONC.

7) Npwiun avixveuon kot SLayvwaon KoYALOKAG amwAgLag akong Adyw 6oplBou 1 LOUGLKAC.

H mapoucia Twv WTOOKOUOTIKWV EKTIOUNIWY onuaivel pucolohoyikn 1 oxedov
duaolohoyikn) KoXALakn AelTtoupyla Kol Katd enéktaon Guolohoyikn 1 oxedov ducLloloyikni
oKon oTLg PaolkéG ouxvotnteg. OL eKMOUMEG amouolalouv Otav UTIapxel aboAoyia Tou
MECOU auUTLOU Omwe UTtapEn uypou oe ofela péon wrtitida kat otav o acbevig sudavilet
Bapnkola aywyldtntag i veupoatobntrpla ota 30-35 dB. Evag mMoAU MIKPOG aplbuog

OTOMWV e GUCLOAOYLKN aKor S&V OPAYEL WTOAKOUOTLKEG EKTIOUTIEC.

5.4, NowdoakouoAoyia

H duaotoroyikn avamtuén g yAwooag, Tng olAlag, Tou AOyou, TNG EMKOLVWVLOG
KOl TNG eKTtaldevong evog matdlov e€aptwvtal amo Ty Umapén n oxL GpUCLOAOYLKAG OKONG
KOL YLOL aUTO To AOyo Bewpeital mMOAU onUavtiki n avelpeon PEowV Kol PeBOdwV yla To
TPOCSLOPLOUO TNG akor¢ oto matdi. To lbaviko BERata Ba ntav, o EAsyXog TNG aKorng va NTav
SuvaTog apEowWE PETA TNV Yévvnon. MapoAa autd UTIAPXOUV TEXVIKEC Kol péBodol mou
ETUTPETOUV TOV TPOOSLOPLOUO TNG KATACTAONG TN 0KoNG Non amo tnv Bpedikn nAtkia.

Jtnv meplmtwon twv moldtwv n Sldyvwon, n €PeEuval KAl N OVTLUETWIILON
Sladépouv aTov XWpPo ePapUoyn amo autdv oTnv NePLTwaon Twv evnAikwv. OL xwpol lvat
£161KA SltopopdwHEVOL KAl NXNTLKA QITOUOVWHEVOL amo eEwTeplkol¢ BopUPBouc Kal TIOAG
MPOCWTA.

To mMpwTo Kal Baolkd KoppATtt tng dtdyvwong sival n AqPn totoptkol. Kotd tnv
Slapketa ANPng Tou LoTopLkou TapatnpoulvTaL oL avildpAoEeLg Tou Taldlol, n cupnepidopd
TOU KOl OL OXECELG TOU LE TOUG YOVE(G Tou. OL EVOTNTEG TOU LOTOPLKOU TIou evELobEPOUV TOV
e€etootn eivat:

o EykupoouUvn Kol TOKETOG.
o Kwntukn avamtuén.

AkouoTLKA cupumepldopa.

o

o Ymoyia Bapnkoiag.
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o Qrtoloylkn e€€taon.
o Wuyohoykn e€€taon (HALadNg ©-Kekécg I, 1986).

H éykalpn dtayvwon tng PBapnkoiag ota veoyva kot Bpédn €MITUYXAVETOL UE
UTTOKELUEVLKEC KOIL QVTLKELUEVIKEG HEBOSoUG. Me Tn BonBela tng vEag Texvoloyiag UTIAPXEL N
SuvatoTnNTa QVTLKELPEVIKOU €AEyXOU TNG OKONG ota veoyvd. H emloyr Twv peBodwv
gfaptartal amo tnv avantuélakn nAtkia. Oco mo vwpic avtipetwrniobel n Bapnkoia toco
KOAUTEPN €lval N mPOyvwan yla tThv avamtuén tng olAiag. H otpatnyLkn TG AVILLETWILONG
Tou TpPOoPANpaTog mMepAapPAveEL TNV €ykalpn Sldyvwon tng Papnkoiag, tnv £€ykalpn

gvioyuon ¢ akong KaL TNV £ykatpn Evapén €L8LKNG AKOUOTLKAC aywynG.

5.4.1. YMOKEWLEVIKEG Sladkaoieg

5.4.1.1. AVIXVEUTIK] QKOOMETpia

JTNV UTTOKELUEVLK) OKOUOUETPila Slakpivovtal MEVIe opddes nAklwy, cUpdwva
UE TIG omoleg kaBopileTal 0 TPOMOG MPOCEYYLONG TOU TtaLSLlol Kal epoapUoynG SLadLkaoLwy
oe ouvbuacouo BePala kat pPe TNV PUXOKLVNTIKA avamtuén tou matdlou. Ot opdadeg sival ot
e€ne:

= Neoyéwnta £WG 6 LNVWV.

= Bpédn nAkiag 6 — 18 pnvwv.

= Bpédn nAkiag 18 — 30 pnvwv.

= NAma nAwkiog 2 % - 5 xpovwv.

= Noudld nAkiog 5 xpovwy Kat avw.

To OMOTEAECUA TWV UTIOKELUEVIKWY SLASLKAOLWV EMNPEALETAL ATIO TNV LKAVOTNTA
ETIKOWWVIOC Tou Tmadlol, tov Pabud emikowwvioag e€etacty Kalt modlol, TNV
KOTAAANAOTNTA TWV HEBOSWY, TIG NXNTLKEG TMOPOUETPOUG TOU €EETAOTLKOU OPYAVOU KOL TLG
OKOUOTLKEG TIOPOUETPOUG TOU €EETAOTIKOU XWPOU OTMWE TLYX OMTIKA, OKOUOTIKA KOl
Puxoloykad epebiopata, sfwrteplkoi Bo6puPol. H ouvepyaocia twv maldlwv oOTLg

UTIOKELUEVLKEG HEBOSOUC eTITUYXAVETAL UE EPPECO TPOTIO (HALASN G O-Kekéc T, 1986).

Napoucioaon Tn¢ e€€TtaonC AKONC TWV TEVTE OUAS WV

1. E€€taon veoyEvvnTwy Ko Bpedwv HEXPL 6 UNVWV:

Ytnv opdda outr, Sedopévou OTL OTNV OUYKEKPLUEVN nAlkio spdaviletal n

SuvaTOTNTA YLOL EVTOTILON TWV NXWV Kal N avakdAun tng Asttoupylag Tng okong, n e€€taon
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Baoiletal ota aqUTOMATO KLWVNTWKA QVIAVOKAQOTIKA OMwG: KAslowo twv BAeddpwy,
popdaocuol mpoowmnou, EUTvNUA, KOUVAUO TTOSLWY, OTO AVTOVAKAQOTLKO Tou Moro, otnv
nalon Kal otnv aAlayn TnG EVEPYNTIKOTNTOC.

O yoveic mapafpiokovtal otnv e€€taaon yila va emiteuxbel owkeio meptPaiiov. H
EUPAVLON TWV TTOPATIAVW AVTAVOKAQCTIKWY ETLTUYXAVETOL HE NXOUG evtacswv 70 — 85 dB
KoL avw Tou petadidovtal péow peyadwvou. H g&€taon yivetal os €l6IKO AKOUOAOYLKO
KEVTPO KOl CUUUETEXOUV SUO €€ETAOTEG KATA TNV afloAdynon. I meplmtwon mou to madi
KoLpatal, divetal éva nxntiko epéBiopa 80 — 90 dB yia va Eumvrioel. Mmopel va punv €Xoupe
TANPEC OVTAVOAKAQOCTIKO, OAAG HOVO KATOLouG eAadpols HopdaoUoUG OTO TPOCWIO,
kAelolo BAeddpwyv 1 aAlayn TNG EVEPYNTIKOTNTOG.

Mo To VEOYEWWNTA TIPOKELUEVOU VO TIPOKANBEL TO avTavakAAoTIKO, N ULKPOTEPN
£€vtaon Tou nxntikoU epebiopartog mou xpelaletal kupalvetal mepimou ota 80 — 90 dB, evw
ta vAma 6 pnvwy 30 dB 1 kat Alyotepo. Eival Suvatov kal petd and tnv e€€taon auth va
elval duokoAn n olyoupn amavinon av to maldi akolel i oxt. Map' OAa AUTA UTIAPXOUV
TALOLA TOU avAKouV o€ olddeg uPnAou kvdUvou, Ta omola MPEMEL va Kataypddovial Kot
va TapakoAouBolvtal cuxvd. Av yla Kamolo moldl loyUel €éva n mapanmdvw omno Ta
TIAPAKATW TOTE BplOKETAL 0'QUTEG TLG OMASEC: o) Loyevelg AOLUWEELS KATA TNV EYKUMOGUVN,
B) kpavioMPOOWTIKEG aVWHAALEG, V) olKoyevelako LOToplko Bapnkoiag, &) uPnAd enineda
xoAeAuBpivng ota veoyvad, €) AutoPapn veoyva, pe Papocg yévvnong Alyotepa amd 1500

ypouuapia, (Mavvakn E, 2008).

2. E¢€taon Bpedwv nAikiag 6 — 18 pnvwv:

ATO TNV NAKia Twv 6 PNVWV, N TTARPNG VEUPOAOYLKN avamntuén Tou vnriou, pag
ETUTPETEL VA CUYKEVTIPWOOUE TIEPLOCOTEPEC MANPOGDOPIEG YLla TNV AKOUOTLKN KOTAOTAON
ToU TtaLdlol. H aVLXVEUTIKI OKOUOUETPLO XPNOLUOTIOLEITAL HE EMLTUXLO OTNV OPASO QUTH.
Katd tnv OVIXVEUTLKA OKOUOUETpia Ypnolpomolouvial SLadopeg NXNTIKEG TNYEC, KaTd
TipoTiNon olkeieg oto matdi kal yivetal €Aeyxog tng amokpLong tou.

Ye autnv TNV nAkkia to Bpédog €xel apyioel va evtomilel tnv katevBuvon Twy
NXNTIKWV Ttnywv pe otpodn tou kedpallov. Katd tnv e€étaon, n untépa tou Bpédoug to
KPATAEL OTNV AyKAALA TNG £XOVTOC TOV £E€TOOTH KAUOLOUEVO OKPLPWE UMPOOTA TOU WOTE Va
umopel va mapatnpet kabe kivnon, popdpacud kal aviibpacn tou madol evw o Ponbag
£€eTOOTAG OTEKETAL TAGYLA KOL TTioW yla va ival €€w armd to ontiko nedio tou madou.

OL NXNTIKEG TNYEC TIPETEL val elval oto 8lo oplldvtio eminedo pe TO auti TOU

madlol Kal os amdotacn evog HETPOU Kal TOTE Tiow 1 Staywvio tou. Katd tnv eé€taon o
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e€etaotng anaocyolel to maldi pe dtadpopa mayvidia. To kaBe auti e¢etaletal EexwpLoTa e
NXNTWKA epebiopata Yo UnAwyY Kot U NAWV CUXVOTHTWV.

ApxLlKA Ttapdyovtal NXNTIKA epeBlopata UKPAG €vtaong kot av To maldi degv
avtdpad, avéavetal mpooSeuTikd n évtacn toug. Quaclohoyikn akor) Bewpeitat OtL £XeL KABE
matdi mou avtdpad pe aotpodn tng kKedalng os SUo MNYEC XAUNAWY CUXVOTATWVY Kal og SU0
vPnAwv ocuxvotATwy. ApPLOTO NXNTKO e£p€blopa amoteAsl n pubukn emavainyn tou

ypaupartocg S.
3.E§étaon mouduwv nAwkiog 18 — 30 phvwv:

Ta mawdia Tng nAkiag autAg €Xouv avamTUEEL APKETEC LKAVOTNTEG aVTLdpaAOoNG
OTOUC NXOUG KOl £XOUV OTTOKTAOEL KL KATOLEG EUMELPLEG, TMAVW OTLG omoieg Baoilovtal ot
Soklpaotieg mou epapuolovral. Mo vo UTIAPXEL TIPAYLATLIKA cuvepyaoia HeTtafl e€eTaoth Kot
TaLdLol oTig SokLpaoleg auTtég xpetaletal va emukpatel GLALKO eptlBaiiov.

H e€étaon twv maldwv autwv yivetal péoa amo €va malxvidl, oto omoio
CUMMETEXEL N UNTEPA TOU TtaLdLoU, To madi kat o e€etaotnC. H untépa mailel pe éva malyvidt
ME To Tadi TN Kol 0 KATAAMNAN OTLyUn 0 £€€TOOTAG UMavel oTo Talyvidt Aéyovtag olyava
oto Toudi: «beife pou TNV KOUKAQ», «dWOE HOU TNV HmaAa», 1 «Seife pou tn HUTN CoULY,
«ToU  elval Ta mamoutolo oou;». ELodyovial €pWINCEL TIOU QTOLTOUV CWHOTOYVWOla
avaloya Le TNV PUXoKLVNTLKA avamntuén tou matdlou.

2T oUVEXELa 0 BonBOG e€€TAOTNC TIPOXWPAEL OTNV TTAPAYWYH AXWV XAUNAWY Kol
vdnAwv cuyvotitwy. O efeTtaoTh¢ Mapatnpel KABs OTLYUN TNV AVIATIOKPLON Tou maldlou
OTOUC NXOUG. XTNV opdda autng tng nAkiog, onwg eival dpavepd, EKTOG ammd TNV OVIXVEUTLKN
OKOUOWMETPLO KAl TNV TUUTTOVOUETPLO, XPNOLUOTOLEITAL KOl N OUIANTLKA OKOUOWETpLa,
yeyovoc Tou BonBdel oto va mpoodloplotel av To maldi akoUel HOVo AXOUC 1 av APXLOE Va

OVATTUOOEL KOl LKPECG AEEELC.

4. E¢€taon madLwv nAkiag 2 ¥ - 5 xpovwv:

Ta modLd avtng tng nAtkiag Pplokovral oe pia Stadopetiky Gpaon PuXOKYNTIKAC
ovamtuéng kat £tol ot el8ikol eival o Béon va kAvouv MANPN akouoAoyLKn e€€taon. e
ovtiBeon Pe TNV OKOUOUETPLKN £€ETOON, OTNV aKOUOAOYLKN e€€taon, dev eAéyxeTal povo av
TO TSl aKkoUEL TOUC NXOUG R OXL aAAG Kot av kKatahaBaivouv Tnv évvola Twv AE€ewv Kal Twv
dpaoewv, av SnAadn £xel oxnuatiost £va i60¢ SLOKPLTIKNG LkavotnTag. EmumAéov eAéyyetal

ov to Todl €xel avamtiisl cuvelppd, okéPn Kol pvAun. Xtnv opdda auth Aoumodv,
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XPNOLUOTIOLE(TAL N OUANTIKY) OKOUOUETPLO TIPOCAPHUOCUEVN OTnNV nALKia Tou matdlov Kal n

TALYVLOOKOUOWETPLa Tou Baciletal otnv avantuén tou e€aptnUEVOU QVTAVOKAQOTLKOU.

i) OUANTLKA akouopeTpla:

To madl ka@Betal otnv aykaAld tng UNTEpag tou, N SUmha tng oe pia madikn
KOPEKAQ YUPW artd £va XapunAo Tpameldkl KoL 0 EEETAOTAG OMEVAVTL.

O e&etaotng 6lvel oto maldl mawxvidia ) éva BLBAlo pe MOAUXPWHES ELKOVEG. Me
duokotnTa KAl GAKOTNTA To TANCLAleL yla va Taiéouve 1 tou I{ntdeL va tou Oeiel
Sladopeg ekdveg amd 1o BBAlo. O efetaotng mapatnpel mapdAAnia ™ dwvr, TV
npodopd, TNV apBpwon kal To As€Adylo Tou Tadlou. Me ToV TPOTMO QUTO TAPEXOVTOL
ONUOVTLKEG TTANpodopiec yla Tov Babuod kat tnv mowdtnta tng Bapnkoiog, adou n optAia
evog maudlol pe Papnkoio aywyluotntag eival Stadopetiky amd éva maldi e
veupoalobntnpla Bapnkoia. Itadlakd, o €EETAOTHG AMOUAKPUVETOL amd To maldi Katd Eva
METPO KoL OTe amd 6e€Ld kat mote anmd aplotepd Tou Inta va Seifel Sladopa avtikeipeva

ELKOVEG, TAVTA OUWE YVWOoTA oto madi . Sidaypéva mponyoupeva.

i) Matyvioakouopetpla:

H efétaon auty otnpiletal otn Beswpla twv €EopTNUEVWY AVTAVAKAQOTLKWVY.
Awddokoupe oto motdi va Kavel pia kivnon kabe dopd mou akouel évav xo. OL KLV OELG Kall
TO TOXViSL KateuBUvovtal and tov e€eTaoTh Kol OxL aviiotpoda, ylati n dadikaocia dev
navel va elval e€étaon, £€0Tw Kal av oto Tadl ¢aivetal moyvidl. InPaviikhg eival n
CUUUETOXN TNG UNTEPOG otnv Sladikaaoia, n omola anookomnel otn Uipnon tng cupnepldpopdg
™G amno to maldl tNg. H puntépa metdel éva motyvidl os éva KoAdOL ) va Swoel pia Kapto
otov efetaoty Otav akoUeL Tov NXo. Ymapyouv TOAAQ malxvidlia Tou pmopouv va
XpnotuomnotnBouv, OAa OUWE EXOUV VA OVTLKELUEVIKO OKOTIO: TNV €€€TOON TNG OKONG KAl TN
Andn Tou TOVIKOU 0KOUOYPAUUATOC.

Ye madla mou Sev avtihapBdvovtal tnv efétocn He TNV OMAia pmopsl va
xpnotpomnotnBet to mavidt «BdaAto maiyvid». Apxika Stéacketal oto maldl va Balel £vav
Kpiko og avahoyn Béon POALG akOUOEL TOV AXO0. 2T ouVEXEL SI6AOKETOL OTO TtaLSl val KAvVeL
TNV Kvnon HOALG akoUoel TNV AEEn «BAATO», EVW KOLTALEL TOV €€ETALOTI OTO OTOUA. ILyd OLYA
0 e€£TAOTAC amopoKpUVETOL artd To omtikd redio Tou matdlol, evw cuveyiletal n e€étaon. H

AEEN autTn XxpnoLUomoLELTAL YLaTL £XEL onpaoia Kal cuyxpovwe £XEL LOXUPN £vTaon.
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5. E§¢€taon maduwv nAkiog 5 xpovwv Kot avw:

Jta duololoyikad Taldld peyaAltepa Twv 5 etwy, edappolovial O6AoL oL TpomotL
£€£TALONC TNC TOVIKN G OKOUOMETPiag Twv evnAikwy. Otav n ouvepyaocia pe to maldi Sev sivat
Suvatn kal Sev emidpépel anoteAéopata, TOte Slapopdpwvovtal avaAoyo oL TIPoNYOoULEVES
uébodol.

Emniong, o e€etaotrg Twv nadlwv, eivat KaAo va yvwpllel OTL opd TNV UTIOHOVH, TNV
ETILUOVH KAl TNV ayamn Tou, oAAEG dopég dev eival Suvatov va mpoodloplotel o Babuodg
Bapnkotoag tou matdlov otnv npwtn eniokePn. H MARPNG AKOUOTIKA LKAVOTNTA EVOG TTOLSLOU

Mmopel va tpoodloplotel kot Petd amo 2 ) 3 emokéPelg (HALAONG O-Kekég I, 1986).

5.4.1.2. Naiyvio-aKOOMETpial

ATo TV nAkkia twv 2,5 etwv to matdi unopet va umoPfAnBel o mApn akooloyLkn
EKTIUNON HE TN UEBOSO TNG malyvio-okoouetpiag. H pnéBodog otnpiletal otn Bewpla Twv
e€aptnuévwy avtavakAaoTikwy. To maldl SLdaokeTal va KAVEL pio oplopévn kivnon otav
OKOUEL NX0. YMAPXEL TIOLKIALO TTOUXVLIOLWY TIOU UITOPOUV va Xpnolpomnotnfouv, oAa Opwg
£€XOUV €VOV OQVTIKELMEVIKO OKOTO, TtV ef€tacn TG akong kat tn Anyn Tovikou
oakooypaupatoc. O efetaotrg ocuvepyaletal pe to maldi Kal mapatnpel ™y ¢wvr Tou, TNV
npodopd, TNV apBpwon Kat to AsEIAOYLO Tou, amd Ta omola maipvel xpriolueg mAnpodopieg
yla to Babud kat tnv moldtnta Tng Bapnkotlag, adou n outAia evog maldlov pe Bapnkoia

aywylpuotnTag dtadépel and tnv opAia evog matdlou pe veupoalodntrpla Bapnkoia.

5.4.2. AVUKEIMEVIKEG SlLadlkaoieg

5.4.2.1. Akoopetpia avtiotaong

H akoopetpla avtiotacng i cUVTOUOTEPA TUUMOVOUETPLA, €ival OVTLKELUEVIKA
pEBobSo¢ e€£taonc TNC Asttoupyiag tou mepldeplkol opydvou Tng okonc. H pébodog Sivel
ONUOVTIKEG TIANpodopieg ylo TIC TOBONOYLKEG KATAOTACELC TOU Meoaiou autol. Ot
mAnpodopiec mou pag Sivel adopolv TNV KVNTLKOTNTA TNG TUMMOVIKAG HEUBPAvVNG, TV

Tieon Tou PECOU QWUTLOU, TN AELTOUPYLKA KATAOTOON TNG OKOUOTLKAC OAATILYYOC KOl TNV
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OKEPALOTNTA TNC QAKOUOTIKAG aAucidag. Ol €€€TACEL TIOU TIPAYMOTOTOLOUVTAL Eival N

TUMTTOVORLETPLOL KOIL TO AVTAVOKAQOTIKO TOU avaBoAE€a.

5.4.2.1.1. Tupnavopetpia

H tupmavouetpia xpnolpomoleital gupéwg otnv Taldiky akouoAoyia. Ta
TIAEOVEKTAMOTA TNG €lval Tapa TIOAAA. To KUPLO UELOVEKTNUA TNG o€ Bpédn kal matdld eival
n aduvauia ektédeong autng Adyw Twv Kwrioewv tou maidiov. Kabe kivnon, kAdua n
Kpauyn cUAAEyeTaL amd TO HIKPODWVO TNG CUCKEUNG Kot divel AavBaouéva anoteAéopata.
Eav mapoho tnv mpoomdbela yio PpAK Kal Npeun atpocdalpa to mondl eivat oAU
EVEPYNTLKO, XPNOLUOTIOLOUVTOL KATOMPAUVIIKA TOU KEVTIPLKOU VEUPLKOU CUCTHMOTOG, Ta
omola 6ev ennpedlouv TO AMOTEAECUOTA TNG TUMMOVOUETplag (Aofladng, 1972).

H tupmavopetpia ooyoAsital HE TG HETPNOELS TNG €VOOTIKOTNTAG TNG
TUMTOVLKNG MEUBPAVNG OE GUVAPTNON HE TIC OVTLOTOLXEG METOPBOAEC TNG TIleoNnG TOU aépa
otov €fw aKoUOTIKO TOpo. H oxnuatik kotaypadn Twv HETPROEWV OVOUAleETAL
TUUTTAVOYPA. To TUPIAVOypappa ekpAlel OUCLACTLKA TNV KWVNTLKOTNTA TNG TUMMOVIKAG
MEUBPAVNC avAaAoya WE TIC OOKOUUEVEG TUECELS. YMApXouv TPelg Paoikol TUMOL
TUMMAVOYPOUMATWY: i) DUOLOAOYLKO TuUMavOypapua ii) Ae oxnuatiletal kopudn: Yrapén
uypoU oto PEco auTL. iii) MetaBeon kopudng pog Ta apLloTepd: AUGAELTOUPYLO AKOUOTLKAG

CAATILYYOLC.

5.4.2.1.2. AvtavakAaotikd Ttou avapoAia

To avtavokAaoTikd tou avaPoléa odeiletal otn olomacn Tou HUOGC TOU
avaBoléa otav 600l nxntiko gpéblopa 80-85 dB mavw amd tov oudd akouototntag. To
OVTOVAKAQOTIKO Tou avoPoléa Slakpivetal oe opOMAEUPO Kal €TEPOTMAEUpPO. Meyalutepn
onuaoia €xeL n mopoucia f anouocia Tou eTePOMAEUpOU avtavakAaotikol. H ékAuon tou
£TepOMAeUpoU  avtavakAooTtikol ota 80-85dB os ocuvbuaopd pe  PpuoLOAOYLKO
TUPTTaVOYpappo SnAWVEL TNV amoucia TaBoAoYIKWY KATAOTACEWY OTO PECO AUTL KAl KATA
OUVETEla. puoLoloyikn akorl. H péBodog sival oUvVToun, QVTLKELUEVIKN Kol UIMOpel va
edapuootel og OAeC TIC NALKLIEC, aTtd Ta VEOYVA £WwE TOUuG UTIEPNALKES. H Ttapoucia ) amoucia
TOU avtovakAaoTikol Tou avaBoAéa os cuvduAOUO HE TOV TUTIO TOU TUUMAVOYPOUUATOC
Tipood£pel TOAUTIUEG TIANPODOPLEC VL0 TN AELTOUPYLKN KATAOTOON TOU HECOU OUG KOl TOV

tuTo Bapnkotag.
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5.4.2.2. AKkouoTIKA MPOKANTA Suvapka eykedpaAikol oteAéxoug (ABR)

H slcaywyrn Twv aKOUOTIKWV TIPOKANTWY SUVAULKWY TOU EYKEDAALKOU OTEAEXOUG
(ABR) otnv KAWLIKA TpA&n omoTéAECE TNV €mMAvVACTOon otn Sldyvwon NG TALSIKAG
Bapnkoiac tn dekaetia 1980-1990. H nAsktpoduacioroyiky auth péBodog eival Ldlaitepa
ONUAVTIKR otnv &fétaon aoBevwv TIoOU 8ev  avtamoKpivovtal oTnv  oKOOUETPLO
oupnepldopdg. H amodkpLon Tou 0KOUGTLKOU OpYyAvVOoU OE NXNTIKO epgBlopa ival Suvatov va
kotaypadel pe TN XPNON NAEKTIPOVIKWV UTIOAOYLOTWY €PoSLACUEVWY HE  ELSIKA
npoypdppata. H péBodog autr ovopdletal nAektpoakoopetpia. H nAektpoakooueTpia
MpoodEPEL TN duvatdTNTA EAEYXOU TNG KATAOTOONG TNG OKOUOTLKAG 080U amo Tta TPLXWTA
ToU KoXAla LEXPL TOV AKOUOTIKO GAOLO, OTIOU PPLOKETAL TO KEVTPO TNG OKONG. TA OKOUOTLKA
TPOKANTA SUVAULKA TOU EYKEPAALKOU OTEAEXOUC TIPOEPXOVTOL OO TO AKOUOTIKO VEUPO KoL
TNV OKOUOTIK 060 TOU OTEAEXOUC, OTa O£KA TPWTA OEUTEPOAENMTA HETA TO NXNTIKO
gpéBlopa. Ta kbpata mou kataypddovral eivat emtd oe aplOud (Etkova 22). Ita veoyva ot
KUaTopopdEC elvarl KAmwe SladopeTkes. ZuvnBwe epdavilovral ta kupata |, Il kot V kat o
AavBavwv xpovog eival peyaAutepoc.

(pv] 1

'

1 2 3 4 5 6 7 8 9 [ms]
Eikova 22: AkouoTika mPokANTd SUVOULKA.
Koua | : akouoTikd velpo

Kopa Il : akouoTikd velpo

Koua Il : koxAlakot Tuprveg
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Kopa IV : ehaia

Kopa V : éow Anuviokog
Koua VI : inferior colliculus
Koua VIl :inferior colliculus

H néBobog elval aVTIKELUEVLKN, OELOTILOTN, OXETIKA CUVTOWN, OUTMOLTEL OPYOVWUEVO
gpyaotiplo kot Sivel aflomiota anoteAEopOTO OTaV eKTEAEITAL O KATAAMNAEC OUVONKEG.
Aodalwce, Sev amoteAei 161k e€£Tacn TNC AKONC Kal SeV KOTOYPADETOL WG AKOUOYPAUA
TOVLKO, SIVEL OWE ONUAVTIKEG TTANPOOPLEC YLA TNV AELTOUPYLKA KOTAOTAGCT TOU KOUOTLKOU
VEUPOU KOL TNG aKOUOoTIKAG obol. H afloAdynon twv kupotopopdwv Paociletal otoug
AavBavovteg xpovoug, otn popdoloyia, ot evOOKUMATIKEG Sladopég kal To VYOG Twv
QLY LWV.

‘Eva evepyd nAektpodlo tomobeteital otnv kopudn NG kedbaAng, €va SeUtepo
NAeKTPO6L0 TOMoBETEITOL OTNV LOOTOELSH amOpUGCH TOU AUTLOU TIoU eEETALETAL KAl €val TPLTO
OTO METWIO TOU €lval nAekTtpodilo yeiwong. Mpwv amod tnv tonobEtnon twv nAektpodiwv
kaBapllovtal ta onueia tomoBétnong (Mason, 1985). To akouotikd epeblopa ¢pBavel ota
OUTLA PE ULKPA AKOUOTIKA N evSowTtlaila Buopata. IToxog elvat n avelpPeon Tou eAAXLOTOU
oakouotikoU epebiopartog oe clicks N kaBapoug Tévoug mou Sivel kataypadr OKOUOTIKWY
TPOKANTWY SUVOLIKWY. ITa TALSLA auTd ToU €lval onuavIiko €ival n avayvwplon tng

Kataypadng tou KOpatog V.

5.4.2.3. QTOOKOUGCTIKEG EKTMOMUMEG ( BAEme oeAiba 128)

5.5. M£BodoL YeVETIKNG avAaAuvong

5.5.1. AAAnAouUXlon MPWTING YeVLAG — Texvikn Sanger

MNa t dyvwon tng Bapnkoiog mou odeiletal os yoviSLOKES LETAAAEELS KplveTal
ovaykaia n HeAETN TOU YOVISLWUOTOG O CUYKEKPLUEVOUG YEVETIKOUG TOTOUG. 2TtV EANGda
otnv mapovoa GpAcn UTIAPXOUV EPYACTHPLA YEVETIKAG TIOU aVOAAUBAVOUV YEVETIKO €Aey)X0
pe ™ pEBoSo aMnAoUxiong véog yeviag (NGS: Next Generation Sequencing) kot e
ULkpoouaoTtolyiec (Microarray) (Piatto VB, et al, 2005) (Cytogenomics).

ApKeTa Xpovia mplv, Otav £vag KALVIKOG N epeuvnTig XpeLtaldtav va kaboploel pe
okpiPeta tnv aAnAouxia evog e€wviou (to kaBe e€wvio sival meploxn £kdpoonc MPWIELVWY,
To wTpovia eivol mepoxég tou DNA mou 6e petadpdlovial o TPWTEIVEC) €VOG

OUYKEKPLUEVOU YOVLSLOKOU TOmou, TiX T Baotkn petdAlaén 35delG, Atav avaykaopévog va
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akoAouBnoel tnv Baoikrp aAnAouxion tou DNA i aAAnlouUxion MPWTING YEVIAC N Katd
Sanger (DNA sequencing rj Sanger sequencing) (Deignan Joshua L & Grody Wayne W, 2001).
Ye éva SoKIHOOTIKO ocwAnva TonoBetoloav To Selyua mou eixe mo mplv  anodlatayBOst ,
6nhadn eixav Swaomaoctel ol dUo alucibeg tou DNA  kat sixe avapewdel pe DNA
TIOAULEPAON, ME EKKLVNTEG avTlypadnc mou BonBolv tn DNA moAupepdon vo EEKLVAOEL TNV
avtiypadn (primer) kol pe KATAANAQ tTpomomolnpéva voukAeotidla mou eixav tnv
LKavoTNTa va dLakoouv TNV avilypadr os cuykekpLuéva onueia. TomoBetwvtag to delypa
MECQ O CUYKEKPLUEVO TIEPLBAMOV pEe €éva (860G LOvo voukAeoTiSiwy, ATav Suvatov Kavelg
va Tipocdlopiosl to €ldog ¢ PBAong mMou Tepleixe oe kABe O€0n OTN OUYKEKPLUEVN
aAAnAouyia. Ta voukAeoTidla autd mou xpnotuomnolovviav, 6ev eiyav udpofUAlo otov 3'
avBpaka tng 6ecofuplpolng ME AMOTEAECUO vo Wn Mmopoucav va Snuloupyloouv
dwodobleoteplkd Seopd e TO €MOUEVO VoOUukAeotiSlo. Etol, HE TO TPOMO QUTO,
nipoodloplldtav emakplBwe n aAAnAouxio TOU YEVETIKOU TOTOU TOU NTaAV €MBUUNTI TIPOG

peAétn (Nikifivora Marina, et al, 2015) (Van Camp G, Smith RJ., 2018).

®—— OCH, (o) Base

Dideoxynucleotide (ddNTP)

®-® @ ocwH o —

H 4
OH )
Deoxynucleotide (ANTP)

Ewkova 23: Aoun ddNTP (n éAAetdin vbpouriou atn 9éon 3 to katiotd avikavo vo oxnUATIoEL
Qwaobileatepiko Seouo) kat dNTP ( puatloAoyikd VoUKAEOTIOLO mou oxnUATIIEL PWOEPOSLECTEPLKOUC

beapoug)
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dNTPs
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Ewkova 24: M£Bobog aAAnAouyiac kata Sanger (www.khanacademy.org)

5.5.2. AAAnAoUxwon véag yeviag — Texvoloyia NGS

Mta GAAN pHEB0SOG TTou £depe EMOVAOTOON OTLG TEXVLKEG AAANAOUXLONG YEVETIKOU
UALKOU Kl XpNOLUOTIOLELTAL OTIC ONUEPLVEC LEPEG, lval n aAAnAouylon véag yeviag (NGS) n
omola £€6waoe tnVv eukalpia os emtotipoveg va kabopilouv tig alniouyieg oAdkAnpou Tou
YOVISLWUATOC HECA OE OVO pia pépa. H texvohloyia NGS, oe oUykplon He tnv oAAnAolxyLon
TPWTING YEVLAG, £ival MOAU TLo ypriyopn, ylati otnv oucia peletd tnv aAAnAouxia evog
tunuatog¢ DNA katda Opalopota Kol cuyxpovwe Kol OxL KOotd otslpd Omwc yivetal otnv
TEXVLKA Sanger. 3tn ouvéxela, pe tn PonBsia tng BromAnpodopikng, ta Opalopata
gvwvovtal oxnuatifovrog pla aAnAouxton oAOkAnpou TUAKATOC. AAAO TTAEOVEKTNUO TNG EV
AOyw peBobdou eival oOtL eival mo akplBng kot autd odeiletal oto yeyovog OtL pia

OUYKeEKPLUEVN aAAnAouyia propel va StaBaotel moAamAég dopéEg.
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5.5.3. AAMA\nAouyia otoxevpévwv efwviwv — MEBodog WES

H aMAnAouxion véag yevidg umopel va edappocBeil ylia tnv yaptoypddnon
OAOKANPWV YOVISLWHUATWY 1] OKOMN KOl CUYKEKPLUEVWY TIEPLOXWV HECA OTO yoviSiwpa ot
oToleg Umopel va evOLAPEPOUV TOV EKACTOTE £PEUVNTI 1 KALWVLKO, OMwE TtX N aAAnAouxion
povo Twv efwviwv (Behjati Sam & Tarpey S Patric, 2013). H teAsutaiaauth péBodog Afyetal
uébodoc WES: whole-exome sequencing, kot koBopilel tnv aAAnAouxia OTOXEUUEVWV
efwviwv, Apa KOl CUYKEKPLUEVWY TPWTEIVWY. Av Kkat n oAAnAoluxlon oAOKANpou Tou
YOVISLWHATOG WIMOPEL va €XEL EKTETAUEVN XPNON, WOTOCO Sev €lval TOCO TPAKTLKN OTAV O
oto)o¢ elval va eviomioBouv yovidla mou euBuvovtal yla TtV KANpovOuUNGor CUYKEKPLUEVWVY
YEVETIKWV mabrnoswv kot Wlwg autwv mou mapouctalouv LeydAn etepoyévela. H pébodog
WES armnoteAel pia ebxpnotn evaANaKTIKA €EETACN OTNV MEAETN TWV yoviSiwv autwv. Av kal
Ta e€wvia amoteAoUV HOVo To 1% Tou cuVOALKOU avBpwrtvou yovidlwpatog, n aAAnAouyLon
ToUG elvatl TOAU onpavTiky, adou to 85% TwV VOGN UATWY TIOU KANPOVOUOUVTAL LE TO VOLO
tou Mendel, mpokaAoUvTal amnod PeTaAANGEELS OTIG TEPLOXEG TwV e€wviwv (Atik Tahir, et al).

Me tnv aAAnlouylon WES, éywve bkt n avakaAuPn 1000 Twv yovidiwv mou
KANPOVOUOUVTAL PE OUTOOWHLKA ETILKPOTH TPOTO, HE OUTOCOWHLKA UTIOAELOUEVO TPOTIO,
000 Kol Twv yovidiwv Tou Bplokovtal mavw oto X XpWHOCWUA KAl TTIoU cuvEEovTal e TNV
ekbNAwon HUn ouvOPOMIKNG, aAAG Kal ouvdpoulknG Papnkoiag. H mpwtn mepimtwon
gvTtomLopoU yovidiou e tn pébBodo NGS umeuBuvou yla pun cuvdpoutkn Papnkoia, elval to
TPRN mou edpaletal otov yevetiko tomo DFNB79, evw n xprion tng texvikng WES npoodepe
to 2010 tnv avelpson &voc dMou aAAnAopopdou amd To omoio TpoKaAsitol pn

ouvSpopikn Bapnkoia oto yovidio GPSM2 (Atik Tahir, et al).

5.5.4. Texvikq ARMS PCR

Mia &Mn p£bodog mou edappoletal Kupiwg ylo T SLAYVWON YEVETIKWY
nadnoswv givat n ARMS PCR: Amplification-Refractory Mutation System. H texvikn autn
ouVLOTA évav omAO TPOmo yla va avakaAUoupe PeTalldéelg mou mpokoAolvTal amo
ovtikatdotaon Baong N pkpwv eMeidewv. MNa va yivel eblktd autd, mpootiBevtal oto
Selypa katdAAnAa TuRpaTo BACEWV-aVIXVEUTEG,TIOU Ba avilypdPouv HOVO T GUYKEKPLUEVN
oAAnAouylo Tou avalntolps. Me ouTtd Tov TPOTO &elval Suvatov va SLayvVWOOUUE TNV
amouaia i TNV mapoucia evog GUYKEKPLUEVOU aAAnAopopdou evtdg deiypatog (Dorivaldo

Lopes da Silva, et al, 2008) (Little S, 2001).



-142 -

6. Avtipstwnion tng Bapnkoiog
6.1. MNpoAnYn tn¢ mawdikng Bapnkoiag
6.1.1. MNpw and t™n cUAANYnN

Atopa TOU TIPOUGCLAloUV KANPOVOULKH Kwdwon, | Tou €xouv BePfapnuévo
OLKOYEVELAKO LOTOPLKO, TIPEMEL VO {NTOUV YEVETLK CUUBOUAEUTIKN TPLV TEKVOTIOLooUV. H
anoduyn tng €kBeong o€ aktwoBoAieg (Mupnvikd KatdAouta oto MePLBAAOV, LOTPLKOL
Adyol) eAaTTWVEL TOV KivOUVO TwV PETAANOYWY OTO YEVIKO MANBUoUO. H cUdIAN Ba mpémel
va Bepaneletal cwotd Kol n dtayvwon Tng va ylvetal yprRyopa, WoTe va LNV armoteAel
amelln yla 1o EUPpuo. TEAOG, O YEVLKOG €UPOALACUOC TWV KOPLTOWWY HE TO €UPOALO TNG
£pUBPAC €xeL ouvieléoel otnv e€dAslPn TG ouyyevoug Bapnkoiag amo epubpd, n omola

anoteloVoe pia amnod Tig KUPLOTEPEG ALTIEG TNC OUYYEVOUG Bapnkoiag.

6.1.2. Koatda tnv gykupoouvn

Ta wtotofikd papuaka OMwWE oL apvoyAukooideg SiEpxovtal Tov MAakoUvTa Kal
CUVETIWC TPETEL va. arodeUyovTaL amno tnv £ykuo, Kabwg Kat kabe dAlo dapuako mou elvat
YVWOTO OTL £XEL TEPATOYOVES LOLOTNTEG. KOLWVEC AOLUWEELG OTWG N ypimn, N Kat AAAEG OTwG N
Aolpwén amd peyoAoKUTTAPLKO O N TofomAdopwon, lval emikivduveg yla To €uBpuo Kot
TPEMEL va. amodelyovTal 000 eival duvatod. ELSIKA yla TV TOEOMAAOUWON N £YKUOG TIPETTEL
va amodelyel Ta Katowkibla Iwo Kol va Unv aoxoAsital pe oddyla. TEAOC, n KOAA
TapakoAolBNoN tTNC yKUOU ATO TOV HOLEUTAPO €AATTWVEL TIC MBavotnteg BAABNG Tou

guBpLOUL cuvenwg petafl aAAwv, Tov kivbuvo BAGBNG Tou akouoTikoU TIOpou.

6.1.3. Koatda tnv meplyevvntikn mepiodo

H koAl POLeuTIKA otV mepiodo auTh elval amapaitntn yia tThv mpoAnyn BAapwv
™¢ akong amno aodulila N KAKWOEL KATA TOV TOKETO. To (610 LoXUEL KOl YLO. TOV VEOYVLKO
(KTEPO TIOU TIPETEL VA OVTIUETWIETAL £yKalpo He TNV odalfopetayylon Kat ta AdAa
BonBntika péoa Bepameiag mou £XOUE OHUEPA, WOTE VA KNV TIPOKAAEL eykedaAlkéG BAAPEC
kot Bapnkoia. H mpoAndn kat n cwotnh Bepameio TwV YEVIKEUUEVWY VEOYVIKWY AOLUWEEWV
elval ¢ppovtida kal umoxpéwon kabe veoyvikol turiuotog. Mpémel va avadepBei otL n

XopnNynon apwoyAukooldwy ota VEOyVA WUMopesl vor owoel T {wr Toug oAAd Kal vo to
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KOTAOTAOEL KWHA yLa mavta yU ouTo TIPETEL VA UTTAPXEL LEYAAN TIPOOOXH OTn Xopnynon
TouG. Emiong mpénel va tovioBel 6tL n voonAeia Tou veoyvoU Kal LoLaitepa Tou mpowpou,
pEoa o BeppoKoLTiBEeG 1} KOVTA O pnyavnuata mou kavouv Bopufo eival emikivbuvn Kal

UTtopel va €xeL oav cuveneLa BAABN aKong.

6.1.4. Kata tn Bpedikn nAwkia

Ta wrtotofikd dapuaka mpémnet va Sivovtal povo otav xpelalovtal Kot o€ SO0ELG
ENATTWHEVEG, AV OUVUTIAPXEL EKMTWON TNG VedPplkng Asttoupyiag. Ou apwvoyAukooideg
pmnopouv va ¢pBdcouv oto Bpédog kat pe to BnAacud. O gufoAlacuog ya Ty thapd, tnv
napwtitida Kat T upatiwon MpoduAAcoeL T TIOUSLA ATIO TLG WTOAOYIKEG ETIITAOKEG TIOU
MMOPOUV VO TIPOKAAECOUV TA VOONUOTO QUTA. € TIEPUTTWOEL OAAWY YEVIKEUUEVWV
AOLUWEEWY, YLa TLG OToLleg Sev £XOUE akoun euPoOALa, n €ykalpn SLAyvwaon Kal n owotn
Beparneia Toug Ba eAattwoouv Tov Kivéuvo Twv EMUTAOKWY auTwv. Ekelvo opwg mou nailet
ToVv HeyaAltepo polo otnv MpoAnydn tng Bapnkoiag otnv nAwkia autn sival n cwoth Kot
€ykalpn Bepaneia tng ofelag péong writdag kal n anopuyn Twv umotponwy tne. To idlo
amapaitntn eival n éykalpn SLayvwaon tg EKKPLTLKAG wTiTdag Kat N KatdAAnAn kol dpecn
QVTLHETWTLON TNG. H MpoAnyPn Twv atuxnuatwv oto KeddAl eival emPeBAnuévn yla tnv

anoduyn TwWV KataypATwy Tou AlBosldolg.

6.2. MpoyevvnTikog €AeyXoG Kal Yevetikl kKabodriynon PBapnkoiag otnv

EAAGSQ KOl OTLG EUPWITAIKEG XWPEG

H Bapnkolo otnv EAAGSa sival pia amd Tig Mo cUXVECG OB oL OTIWE KAl YEVLKA
elval kat otnv Kaukdota GpuArn. H cuxvotepn petaMhan mou umopel va evtomioBel kot va
T(POKOAECEL Un cuvSpoutkr Bapnkoia eival n 35delG tou yovidiou GJB2 mou kwbikomolel
Vv Kovvefivn 26 Omou To MocooTo Popswv otnv EANada ¢pBavel to 3,5 pe 4% (Antoniadi T,
et al, 2000). H petaM\aén autn aveupioketal oto 80% TwV ATOUWY MOU TIACXOUV OO N
ouvSpouikn Papnkoia Kal odelleTal o0 AUTOOWHLKA UTIOAELOpEVO yoviSlo kat sival
Suvatov va Slayvwobel mpoyevvnTikd. 1 ota 28 maldid mou yevviouvtal otnv EAGda
£KONAWVOUV TN CUYKEKPLUEVN UETAAAEN. 2xedov (6la MOoOOTA MOPOUGCLALEL Kal n lomavia
pe tnv Itohia (T. Iliades, et al, 2002). Ta mMocooTA AUTA €ival apOUOLA PE TN CUXVOTNTA
napouciaong HeTaAAEEwV TNC KUOTLKAC ivwaonc. To urmoAewmopevo aAAnAopopdo AF508 tng

KUOTLKNG (vwaong o opoluywTtia evrtomiletal oto 4% tou mAnBuopou tng EAAGSaC, Kot
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Stakupaivetal ota idla emineda pe tn petd@iagn 1VS1-10 G>A tng B odatpivng tng HbA mou
npokaAel B-Balacoalpio 1 pecoyslokn avalpia. Amo ta mpoavadepOueva  Yivetal
KOTovoNntT N avaykn vo ouumeplAndBel otov TpoyevwnTIKO £AEyX0 N avelpPeon TNG
OUVKEKPLUEVNG HUETAAAOENG, apoU TO HEYOAUTEPO MOCOOTO AUTWY TWV TIALSLWV YEVVLIOUVTAL
oo yoveig etepolUyWTEG TOU akoUV GUOLOAOYLKA. JUVETTWG Ba TIPETEL var BeoTLOTEL TPOTIOG
TIPOYEVVNTLKAC SLAYVWONG TNG CUYKEKPLUEVNG, OTTO TN OTLYHH TIOU KOlL N KUOTLKN ivwaon Onwg
KOL N LECOYELOKN avalpuia €xouv &N eVOWUOTWOEL OTOV TUTILKO TIPOYEVVNTIKO EAEYXO OTOV
EMadiko ywpo. Mwa erthoyn eival n avaluon tou DNA Twv KUTTApWY TOU €UPPUOU UE TN
pnEBoSo ARMS-PCR, mou Aappdvovtal pe apviokévinon tnv 15n-18n eBdopdda g
gykupoouvng n AapBdavovtag Selypo amod xoplakéG Adyxveg tv 10n-12n eBfdopada
gykupoouvng. O xpovog andvinong sival pia efdouada. Na tnv evtoémon g attiag oto
maldl yivetatl mAnpng €Aeyxog tng aAAnlouyiag tou yovidiou GJIB2 pe tn péBodo Next
Generation Sequencing (NGS) oe deilypa ano nepldeptko aipa Stalupévo os EDTA. O xpovog
andvtnong eivat 2 efSouddeg kal Adyw TnG cuVSUACTIKNG UTapEng eTEPOIUYWY EAAELLATWY
tou yovibiou GJB6 cx30 peyéBoug 309 kb kal etepoluywv petaldtewv tou GJIB2 mou
odnyolv ce avtiotolxn ekdNAwon ¢ pn cuvdpouULKAG Bapnkoiag oto maldi, pmopel va
AndBel kat va avaluBel mepidepikd aipa oe EDTA ek véou pe tn pEBodo NGS. O xpdvog
anavtnong eivat 3 eBdouddec (T. lliades, et al, 2002).

Ztnv EAAGS O apKETEC OLKOYEVELEC OL OTOLEC elyav yovelg pe duoLoAoyLkr akon Kal
anoktoloav Taldl e Papnkoia, Intovoav mpPoyevvntikd €leyxo otn deltepn kuodopla
KaBw¢ emBupovoav va anodUyouv Th yévwnon deltepou maldlol e To (8lo mpoBAnua. Av
YLVOTOV TIPOYEVVNTIKOG EAEYXOG KOL OTNV TIPWTN KUnon, Ba unopoloe va sixe amodeuvybel n
un ouvdpoulkn Papnkoia MPokKaAoUUEVN OO TNV OUYKEKPLUEVN HeTdAAagn. Etol, otov
TIPOYEVVNTLKO €AEYXO UETA TNV amopovwon Selypatog apviakol uypoU Kal TNV eKTEAEON
HLOG Ao TIG mopamdvw pHeBodoug yia thv aAAnAoUXLON CUYKEKPLUEVWY YOVISLOKWY TOTIWV
Umopel va emiteuxBel SLAyvwon TPV TOV TOKETO Kal adoU ylveTal o TpWLHA otadla TG
kUnong Sivetal oto {euydpl n eukatpia va yvwpilel Tig evaANakTIKEG AVCELG TIOU UMOPEL va
okohouBnoeL TpoKeLéEVou va emiteuxBel n péylotn mowotnta Stafiwong ylo to maldi. Apa
UTTOPOULE VO KATAVONCOU LE T onuacia tou Mevetikol kot NopkoU eAéyxou tng Bapnkoiag
adol n anwAelo akong otnv motdik nAtkia pmopel va mpokaAéosl SlatapaxEG Kal otnv
tkavotnta opiAiag. H éykalpn mapépPaocn mépa otL Ba eunodiost tétola mpoBARpaTa otV
oavamntuén tou Aoyou Ba mpoodEpel eMUMALOV Kal T SUVATOTNTA va TAPEUPEL O ELBLKOG Ao
mapa oAU pkpn NALKia pe ta KatdAnAa akouoTikd Bapnkoiag i KoxAloka spdutelpota

(Antoniadi T, et al, 2000), (Antoniadi T, et al, 1999).
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H Seltepn autia ekSAAwong mpoyAwootkAc Papnkolag oTiC eupwMAiKES XWPES
gival to olvépopo Usher. To ouvSpopo autd Bpioketal otn Sevtepn B€on peta tnv 35 delG
METAAAQEN , wC altia Kwhwang oe KOYALOKA eupuTEVLOUEVOUC aoBevelg. Na onpelwBel otL n
pehaxpwotikn apdtpAnotposidondbela TOU KATAANYEL KOl OE OPLOUEVEG TIEPUTTWOELG OF
TUPAwoN pmopei va pn yivel avtiAnmei Héxpt Ty mpwtn dekaetia t¢ {wng. Map' OA' autd, o
VEVETIKOG €Aeyxog¢ tou maldlol yivetal opketd SUokolog, emeldny umdpyouv 3 TtumoL
ouvdpopou Usher otouc omoioug cuppetéxouv LeToAAAEelg o 9 yovidla ou oto GUVOAO
TOUG GTAVOUV TIG 27 PETAANAEELG. ZTIC TIEPLTTWOELG AUTEC AapBdaveTtal umoyn kat o Babuog
atBouoaiag SucAettoupylag yla tnv emdoyr Twv yovidiwv mou Ba peAetnBolv.

H tpltn auwtia ekdnAwong mpoyAwoolkng Papnkolag otnv Eupwnn amoteAel to
oUvSpopo Pendred . AcBevelc pe BpoyxoknAn kat Sleupupévo udpaywyo tng atbolong Le f
Xwplg Suomiaocia tou Mondini, Ba mpémnel va SiepeuvnBoulv yla PeETAAAAEELS oTO Yovidlo

SLC26A4 (Simon Angeli, et al, 2012).

6.3. AkouoTika Bapnkoiog

6.3.1. Aswtoupyia Twv aKOUOCTIKWV PBapnkoiag

Ta akouotikd Papnkoiag eivol pla €l8IKR UIKPOCUOKEUN Tou aflomolel Kal
BeATIWVEL TNV PELWHEVN AKOUOTLKA LKAVOTNTA, €VLOXUOVTAG TNV €VTOON TWV OKOUOTIKWV
epeblopdtwy mou ¢OAavouv oto Papnkoo auti. Amoteleital amod €va PKpodwvo, Evav
EVLOXUTH, éva peyadwvo, pia BnAn, Vo koxAleg kal pia pmatapia (Ikevag, 1993).

» To HkpoOdwvo mou cuAAapBavel Tov Nxo. Ta HkpOTepa Popolv va TaglvounBbouy
ovaloyo He TnV suvalobnoia toug otoug nxoug amd diadopeg kateuBUVOELS: O
KAQLOGLKOG TUTIOG TToU GUAAABAVEL TOUC NXOUG o’ OAEC TIG KATeUBUVOELS, EVW O
TUTIOC  OpLOPEVNG KatevBuvong oUMAPBAVEL TEPLOOOTEPO TOUC NXOUC TIOU
T(POEPXOVTOL OO TNV TMEPLOXN UMPOOTA amod To UIKpOPwVo, Tapd amo miow 1 ano
TO MAAL.

» 0O evioyutng, kobopilel TNV moldTNTA ToU AoUBAVOUEVOU ONUOTOG, EVIOXUOVTAS TO
omnote Beswpeital amapaitnto. Autr n Asltoupyia Tou Tov KABLOTA TO TILO GNUAVTLKO
UEPOC TOU OKOUOTLKOU.

» To peyadwva f 6EKTEG, LETATPEMOUV TO EVIOXUUEVO onpo og nxo. Omwg Kal to

UKpOPwWva, To peyddwva Umopouv eUKOAQ VO ETINPEACTOUV amod Tnv uypaocia. Ta
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evOwTlala OKOUOTIKA HUITOPOUV EMIONG VA EMNPENCTOUV OMO TN CUCCWPEUOH
Buopatog kuEANG. Tote 0 NXoG epudavileTal aduvauog.

> H 0nAn sival pla pwkpr mpdBeon mouv edoppodlel otov £€W AKOUOTIKO TOPO Kot
uetadEpPeLl o' aUTOV TOV X0 amod To HEYAPWVO. € TIEPUTTWOELS amouaciag Tou &&w
OKOUOTIKOU TOPOU 1 Tapouaciag xpoviag péong wtitdag, e€attiag tng SuokoAiog
otnv tomoBetnon tng BNARG otov ££w OKOUOTIKO TOPO, 0 NXOC HeTadidetal He
Sdovntn o onoiog epapudletal otnv paotoeldr anoduon.

» Ou duo koxAieg, etaodalilouv TNV KaAltepn amodoon Kal TNV TMPOCOPUOYN OTLG
EKAOTOTE AMALTAOELG Tou TteplBdAlovtoc. O évag koxAlag €xel tpelg evbeilels. To
(TA) ywa ™ xpnon tnAedwvou f mapakoAouBnon thAedpaong, To (M) ywa TO
HKpOPwvo Kal to (On-off) yia tnv kavovikr Asttoupyla. Emiong, umdpxel ko
Slakomtng évraong, o omoio¢ puBpilel TNV €vtoon TOU QAKOUOTIKOU Kal Kot
€MEKTOON TO enimedo evioyuong. OL mapanmdvw pubBuilcelg pmopolv eUKoOAQ va
yivouv amnd tov 610 Tov Xprotn.

»  Ynapyouv SLadopol TUTOL YIaTopLwy, O0Twe uSpapyupou, AvOpaKa, CUCCWPEUTEG,
Twv onolwv n Sapkela tng {wr¢ ival mpokaBoplopévn, He HeyaAUTEPN AUTA TwWV
udpapyuplkwy pmatapwv (Cummings, Fredrickson, Harker, Krause & Schuller,

1993).

To MIKpOQWVO TTPOCAaNPBavEI TOV NXO Kal
TOV OTEAVEI GTOV EVIOXUTH

O B£KTNG EVTOG TOU OKOUGTIKOU
OTEAVEI TOV EVIOXUHEVO NYXO GTOV £§w
AKOUGTIKO TTOPO TOU AUTIOU

' — PuBHIOTAS TS £VTATNS

-0 EVIGXUTIG EVIOE TOU AKOUCTIKOU SUVAHWVES TOV
 Nxo kail SlopBwver TNV TTapauoppwon

OnKnN TG HITATapiag TTOU TTAPEXE!
EVEPYEIN OTO AKOUOTIKO

Eikova 25: ATtelkovion Twv TUNUATWY EVOG aKouaTLkoU Bapnkoiag.

Me tnv cuvepyooia Twv MOPAMAVW TUNUATWY TpoyHaTomnoleitat pio Stadikaoio
XA4pn otnv omoia To Atopo mou GopdAel £va 0KOUOTIKO Bapnkolog Umopei va evioxUoEsL TNV
okon tou. Auth eival n €€AG: 0 NXOG (NXNTLKA EVEPYELA) ELOEPYETAL OTO ULKPODWVO Kot

UETATPETOVTAL O NAEKTPLKN evépyela, n omoia mMoAamAacLlaleTtol amd tov evioxuth. To
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EVIOXUHEVO onua GTAveL oTov SEKTN O OTOLOG TO UETATPETEL OE EVOL VEO EVIOXUMEVO NXNTLKO
onua. Télog, autd petadidetal oTo HEOW Kal €0W OUG SLol PLECW TOU a€pa N TWV 00TWV

(HALGONG O-Kekég T, 1986).

6.3.2. TUmoL akouotikwv PBapnkoiog

Ynidpyxouv Sldadopa €i6n akouotikwv Bapnkolog, o kabévag amod toug omoioug
gfunnpetel Stadopetikod TUMO Kot péyebog Bapnkotiag.

To avahoylko eival 0 KAQOGOLKOG TUTIOC OKOUOTLKOU. H aKOUGOTLKA Kol UNXOVLKA
EVEPYELA €8W METATPEMOVTAL O NAEKTPLKA KUMATA TOU €lval Opola OTO OXHAMA ME T
OKOUOTLKA KUpata. Ta Pndlakd akouotikd Bapnkolag eival n mo e€eAypévn popdn touc.
AUTA PETATPEMOUV TA NAEKTPLKA ONLOTO O KWOLKOTOLNUEVA CHUATA VLo VO LETADEPETAL N
0KOUOTLKN TAnpodopia oe PndLakn Lopdr Kal va eMTUYXAVETAL SLAPOPETLKN EVIOXUON TWV
SLadpopwv opAdWVY CUXVOTATWY KOl VO MELWVETAL 0 BOPUPBOC TOU KUKAWMOTOG KOL TOU
neplpaArovtog. EToL 0 Xprotng avilhappavetol KaAUTEpA TNV OAla Kal TipooAapPavel
KOAUTEPN TOLOTNTA NXoU. Ta PndLakd akouoTtikd Bapnkolag StabEtouv mpoypauuata, ano

TO omola 0 xpRotng pnopel va Stahé€el to mLo KatdAAnAo yla tn kaBe nepiotaon.

ITE BTE (conventional fitting) | BTE (open fitting)

Ewova 26: Aidpopol turnol akouoTikwv Bapnkoliog
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Avaloya e TNV KATAOKEUH, EpapUoyr Kal XPrion TOUG Ol TUTIOL TWV AKOUOTLKWY

uropei va xwplotolv o U0 BAGCLKEG KATNYOPLEC:

A. AKOUOTIKA wTLaiovu TUTToU

JTnv Katnyopla auth umdyovtot oL €€AG TUTIOL AKOUGTLKWV:

1) OnieBowtiaia

2) EvéowTtiaia

3) AkouoTIKG — YyuaAld ou  Stakpivovtal emicng og SUo TUMOUC:
a) TuaAd agpog
b) TuaAld ootou (ooteddwva)

B. AKOUOTIKA CWHATLKOU TUTIOU

ZTNV Katnyopila auTr untdyovtat ot €€ ¢ TUTIOL AKOUOTLKWV:

1) AmAGG CWHATIKOG TUTIOC 2

2) ZteEPE0PWVLKOC CWUATLKOC TUTIOG

6.3.2.1. AKOUOTIKQA OCWMATOC N TOEMNG

AuTOU TOU TUTIOU OKOUOTIKA Papnkotag xpnotlpomnololvial oe peyaiou Babuoul
Bapnkolog. To akouoTIKO TOTOBETE(TAL OTNV TOETN TOU MOUKAULOOU, 0 BrKkn KATw amno ta
pouxa N KPEUETAL OTO CWHA KOl CUVOEETAL E TO Peydadwvo pe éva KaAwdlo. O TUToG auTog
OKOUOTLKWV gival L8laitepa XpAOLUOG OTA ATOUO UE TIPOPBANUA OTNV EKTEAECH TWV AEMTWV
KLVNOEWV HE TO XEPLA TOUC. Ta LELOVEKTHUOTA auTol TOu TUTIOU €ival Kupiwg alobnTika,
S6ebopévou OTL elval apKeTd oykwdn Kal n TPPBA Tou HIKpodwvou ota polxa TPOKAAEL
£€vtovo B6pufo. MNa toug mapandvw AGYoug, o TUTIOC AUTOC SeV XPNOLUOTOLELTAL GUXVA

(Chevalier, 1959).

Ewoéva 27: (Mnyn and: https://www.hearingsolutionsohio.com/2008)



https://www.hearingsolutionsohio.com/2008
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6.3.2.2. OmwoBowtiaio N miow amd to auti akouotiko (BTE)

Ta akouoTka oricBowtlaiou TUTOU eVEEikVOVTOL KUPLWG O€ TIEPUITTWOELG LETPLAG
w¢ ooPapng Papnkoiag. To akouoTikO TomoBeteitol TMiow amd To AUTL KAl HECW EVOG
TAOOTLKOU OWANvVaA ouvdéstal pe tnv BnAr, n omoia &€ivol TMPOCOPUOCUEVN OTOV £Ew
OKOUOTIKO TIOpOo Tou autiol. O nxog petafifaletal péoca amd To MAAOTLKO CWANVAKL TTOU
ouvdéetal pe TNV BnNAR Tou akouotikol. To omioBowTlaio 0KOUOTIKO amoTeAsiTAl amd Lo
MmoTapLoBnkn, Umopsl va €xel SLAKOTTN €vapéng Kal dlakomng Astoupyiag, Stakomtn —
pubuot) NG évraong, Slakomtn yla Siadopeg xpnoelg. H OBnAn Tou aKOUOTLKOU
KOTAOKEVALETOL QMO €LOLKO TIAAOTLKO, avAAOYd TOU €KUAYELOU TOU €W AKOUOTIKOU TIOPOU,
otov omnolo Ba epappooTel TO aKOUOTLKO. To ekpayeio amattel mAnpn kaBaploétnTa Tou £Ew
0KOUOTLKOU Topou. lNa Ttov Adyo auto, mpwta art’ 0Aa 0 wtoplvolapuyyoAdyoc kabapilet
KOL OTEYVWVEL TOV £EW OKOUOTLKO TOPO. ITN OUVEXELD, eAEYXEL av 0 aoBevng €xel KAmola
dAeypovr otov €€w AKOUOTLKO TIOPO N OTO HECO AUTL I av UTIAPXEL Kamola SLdtpnon otn

TUMTaVLKN PepBpavn (Chevalier, 1959).

Ewkova 28: (Mnyn ano: https://www.supremehearing.com/2010).

H teAikny BnAn mou mpoooapudletal otov £EwW AKOUOTIKO TIOPO €ival To aKpLBEC
avtiypado Tou ekpayeiov Kol PMOPEL VO KATAOKEUAOTEL ard okANPO 1 HOAAKO OKPUALKO,
oavaloya pe tnv nAkia Tou 0oBevolc , aAAA KOL TIG QVATOULKEG AVAYKEG TOU KABe auTiou.
YTa aLSLA MPOTLHWVTAL HaAAKEG BNAEC, oL omoleg £xouV TO pelovEKTnUA OTL Beppaivovtat
£UKOAOTEPA Kal tapdyouv uypaocia. Avaloya pe tnv Boaputnta tnhe Papnkoiag n OnAn otig
£vtoveg Bapnkoieg katahapBAvel TNV KOYXN TOU TTEPUYIOU, OTIC UETPLEG UTTOPEL va PpTaoEL
MEXPL TO OTOULO TOU £€W OKOUOTIKOU TIOPOU Kal OTL ATiLeg dev e€€xel kaBOAou amod tov £€w
OKOUOTLKO TIOPOo. AvAloyo. e TIC aVAYKEC TEAIKA TG KAOe mepilmtwonc nmpoodidetal Kal to

teAkd péyebog otn OnAn mou Ba cuvdebel e To omIEBOWTLALO AKOUOTLKO.
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Oewpeltal MoAU onpavtiko n BnAn va epopudlel amoAuTa OToV €W AKOUOTLKO
nopo. Av bev edapuolel akplpwg OTov TOPO, O XPNOTNG TOU QAKOUOTLKOU yprHyopa TO
gykataleimnel kot {nTd BonBela. To CWANVAKL TTOU CUVEEEL TN BNAR LE TO AKOUGCTLKO TIPETEL
va £XEL OUYKEKPLUEVO HEyeDOG, oUTE HaKPUTEPO, Kal TIPEMEL va dlatnpeital kabapd kat
gUKapmto. Me ) mapodo Tou Xpovou To cwANVAKL OKANpaiveL.

O Xxpnotng Tou KABE OKOUOTIKOU €eKMOLOEVETAL TIWG OVOILyEL Kol KAElvel n
urataplodnkn achaAwg Kat mwe Ba aAAGleL TIG pmatopieg. H pmataplobrikn Asttoupyel Kat
WG SLAKOMTNG «avOoLXTO-KAELOTO». H pnatapio tomoBeteital pe To + va givol opatokal oTav
Oev XpnOLUOTOLEITAL TO OKOUOTIKO Mmopel va adatpeital n pnatapia. O pubuLotng tng
évtaong elval éva poddkL Tou TEPLOTPEPETAL TTAVW-KATW. TO OKOUCTIKO TIPETEL va €lval
KAELOTO TpLv TOToOeTNBel oTOV TMOPO TOU AUTIOU Kal MOALS TtomoBetnBel va avoitel o
Slakomntng Aettoupylag Kat va puBpiotel n emBupntr évtaon. Ta PndLlakd aKoUoTIKA £XOuV
GAAOU TUTIOU €vTaong, Tou elval €vag UIKPOG SLakomTng, ou MEleTal eAadpws mpog Ta
TAVW N KATW.

Ta omioBowTtLaia AKOUCTIKA TAPOUCLAIOUV TO PELOVEKTN O OTL SEV ETUTPETIOUV TNV
KOTAVONGON TWV OMALWV O KATIOLX KOWWVLKY OUYKEVTpwon (yauol, Badtiowa, de€lwoelg
K.T.A) KTOG av eival olyxpovng Wndlakrg texvoloylag Kal epLEXOUV ELOIKA TTPOYPAUUATAL,
TIou eUKOAQ KL Ypriyopa pooapuolovial o’ aUTEG TLG AKOUOTIKEG OTTALTH OELG.

Ta MAEOVEKTH LOTA TWV omoBowTlaiwy aKoUoTIKWY £lval Ta €€AG:

» [lvovtol mepLoootePo amodekTd aloONTLKA oo To 0KOUOTLKA CWUATLKOU TUTIOU.

» H evépyela mou mapAyouv gival OpKETH, WOTE VO OVTIUETWILIETAL n coBapr Kot TTOAU
coBapn Bapnkota.

» To HKkpOPwvo Kal To peyadwvo eival xwplota, pe anotéleopa n avoatpododdtnon va
elval pkpotepn.

» To péyeboc emtpémel va Oextel moAAd otolxeia pe ta omola puBuilovtol ot

NAEKTPOOKOUOTLKEG OVAYKEC KaL VAL avTaoKpivetal otig dtadopeg popdég Bapnkoiag.

Ta PELOVEKTHLOTA TWV OMLoBowTLaiwv aKOUCTIKWY £lval TO MAPAKATW:
% H avotopkn Stapopdwon Tou £€w akKouaTkoU TOPoU MPEMEL va ival GpUGLOAOYLKA.
% O Xelplopog Twv pubpioswv elvatl SUoKoAOG SLOTL Xpelaletal TOAU AEMTEG KIVAOELG TWV
XEPLWV.
% Emnpealovtol amno tov 6pwTta Kal yivovtal Alyotepo amnoSekTd amnod ta Héoa Kol TTARPWS
HEOQ OTOV £€W OKOUOTLKO TTOPO AKOUOTLKAL.
< Je nepintwon ooBapnc Bapnkoiag, n ONAAR mpémel vo tornobetnbel aepooteywg otov

£EWw AKOUOTIKO TIOPO, WoTe va anodeuxBei to palvopevo tng enavotpododdtnong.
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6.3.2.3. Evéowrtiaio aKouoTlkO | péca oto auti akouotko (ITE)

AUTOG 0 TUTIOG OIKOUGTLKWVY ELVOL O TILO YVWOTOG TUTIOG akouoTikwy Bapnkoiag. To
OKOUOTLKO TIPOCAPUOLETAL OTOV €€W OKOUOTLKO TIOPO KOL TNV KOYXN TOU TITEPUYLOU TOU
auTloU Kal SlabEtel évav Stakomtn éviaong. O nxog petaBiBaletal oto auti and tov SEKTN
MEoa oTov £€W AKOUOTIKO TOPo. MpEmel va onuelwBel OTL xpeldletal peyaAUTePN EUKVNala
SaktUAwy, yla tnv tomoBétnon kat alayr pnatapiag oe cUyKpLon PE To omoBowTtiaio

akouotiko (Cummings, Fredrickson, Harker, Krause & Schuller, 1993).

Ewova 29: (Mnyn and: https://www.dizziness-and-balance.com).

To TAEOVEKTLATO TWV EVOOWTLOLWY OKOUOTIKWV £lval ta g€N¢:
e Elval meplocotepo amodektd amnod alodntikng arodng amno ta onobowTtiaia aKoUuoTLKA.
e To MTeEPUYLO TOU WTOC CUUPBAAAEL WOTE va ETUTUYXAVETOL avénon tou KEPSOUC OTLC
vPnAéc ouyvotnteg.
e BeATlWVEL TNV LKOWVOTNTO EVIOTLOKOU TNG NXNTLKAG TThYAC.
Tol LELOVEKTAHATO OUWE TWV EVOOWTLOLWY OKOUOTIKWY Elval:
> To képdoc elval mepLoplopévo e€alTiag TNG AKOUOTLKNAG avatpododotnaong.
> Eival kataMnAa povo ylo meplmtwoelg ehadplag, LETpLag Kat cofapnc Bapnkotiag.
> Eival Suokolo vo evowpatwBolv MoAG puBULOTIKA oToXELd e€alTiog TOU HLIKPOU
pey£Boug.

» Elval apketd mio eUBpavota amnod ta oncBowrtlaia akouotikd (Adauomouliog, 2001).
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6.3.2.4. Méoa otov £§wW OKOUCTLKO TIOPO OLKOUOTLKO N HEPLKWG EVOOKAVOALKO

0KOUOTIKO (ITC)

OMoéva kal o Sldonua yivovtal ta HEPLKWE EVOOKAVOALKG OKOUOTLKA TIOU
XopnyoUVTal Of TEPUTTWOEL amd ATIEG £€wg Kol ocoPapég Boapnkoie¢. To aKOUOTLKO
epapudlel 0To OTOULO TOU £EW AKOUOTLKOU TIOPOU Kal 0 NXo¢ petaBiBaletal oto auti amo
Tov 8€KTN HMEoa OTov €Ew QKOUOTIKO Topo (Cummings, Fredrickson, Harker, Krause &

Schuller, 1993).

Ewova 30: (Mnyn ano: https.//www.hearingsolutionsohio.com/2008).

To TAEOVEKT AT TN XPONG TETOLOU €L60UC AKOUOTIKWVY £lval Ta €EAG:
= Ta &evOoKaVOALKA OKOUOTLKA €lvol TeplocOTEPO amodektd amo Ta AMa  £idn
OKOUGOTLKWV.
= H gicob0¢ Twv uPNAWY CUXVOTATWV AUEAVETAL ATIO TO MTEPUYLO KAl OO TNV KOWAOTNTA
™G KOYXNG.
=  H B£0n TOU PIKPODWVOU ETULTPETEL TOV KOAUTEPO EVIOTILOUO TNG NXNTIKAG TINYNG.
=  To peyadwvo Bpioketal SUMAQ OTNV TUUMAVLKA HEUBPAVN KOl AUTO €XEL WG ATIOTEAECUQ
va mapeUBAAAETAL ALlyOTEPOG OEPAG LETAEY TOUC KAl WE €K TOUTOU armalteitol pHkpoTepn
OKOUOTLKN evioyuon Kat KAt €MEKTOON UKPOTEPN Slaotpodn TOU HXOU KAl ULKPOTEPN
£181KOTNTAC NXNTKNAG eEmavatpododdTnong, o cUYKPLON HE TO OTILOBOWTLALO KOUOTLKO.
Tol LELOVEKTI LOTO TWV EVSOKAVOALKWY AKOUOTLKWV Elval:
v' AneuBUvovtal pévo os aoBeveic pe ehadpld i pétpra Bapnkota.
v Efautiag Tou MKpoU Tou¢ peyEBouc, Sev eival duvatdv va evowpatwBolv TOANG
puBULOTLKA oTOLKE AL
v AnoutoUv e€alpeTIKA LKAVOTNTA AETWV KWWACEWV yla Th XPAON TOUC Kal gival ToAU

gvBpavorta.


https://www.hearingsolutionsohio.com/2008
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v Otav 1o peyddwvo teppatiosl otnv xovdpwn poipa tou é€w 0KOUOTIKOU TOPOU, O
a0Bev ¢ mapamnoviEtal yla eva Sucdpeoto aiobnua anddpaéng r ocav o NXog va mepva
puéoa amd onpayya. Auto ocupfaivel ylati 0tav o mMOPoG elval avolytog, OmMwe oTnv
duoLoAoyLKN TIEPIMTWON, TO ATOUO AKOUEL TNV PWVI TOU MPWTA PECW TNE agplvng oSou
Kol SEUTEPEUOVTWE HEOW TNG OOTELVNG. AvtiBeta Otav o mopog sival amodpayHEVOC,
a00evrc akoUeL KOAUTEPA HECW TNC OOTELVNG aywync. H aAAolwaon autr tng akong eivat
Suvatd va aVTLUETWTLOTEL Pe SLATpnon Tou €Ew AKOUOTLKOU TOPOU UE Peiwon Tou
KEPSOUC OTLG XAUNAEG OUXVOTNTEG 1} LE TOTOBETNON TOU AKOUOTIKOU N TNG BnAnNg otnv

0OTELVN Holpa TOU £EW AKOUOTIKOU TIOPOU.

6.3.2.5. NMANPpwWG HEoa O0TOV £§W LKOUOTLKO IOPO N} evEOKavaAlko akouvotiko (CIC)

XpnoLomnoLeital oTLG NTILEG £WG TLG LETPLEG coPapEC PapnKoleg. MpoKeLTaL yLa TNV
TIO HILKPF CUCKEUN TIOU XPNOLUOTIOLETOL LEXPL ONpEPA. To £€0W AKPO TOU ATEXEL 5 xIAlooTd
and TNV aVwIEPN Molpa TNG TUMMOVIKAG HEMBPAVNG, eVvw TO £Ew AKPO TOU OKOUOTLKOU
Bploketal 1-2 XIAloOTA PECA OTO GTOLLO ToU Ttopou (Adapomnoulog, 2001).

Ma va ebpoplooTel AMOTEAECUATIKA TO EVOOKAVAALKO OKOUOTIKO TIPETEL O £EW
O0KOUOTLKOG TIOPOG VA Elval 600 EPLOCOTEPO YiveTal euBUC. To AKOUOTIKO yla va ByeL amod To
autl Tpaflétal mpog ta €€w pe TNV Ponbela ULOG MIKPAG EVOWHATWUEVNC TIETOVLAG OTO
OKOUOTLKG. To eVEOKOVAALKO OKOUGTIKO TOU O£€loU auTLoU €XEL KOKKLVO XPWHQ, EVW TOU
oplotepou prAe. Ooo to evdokavaAlko Asttoupyet kot Bploketal é€w amd to auti opupllel.
Ma va Stakomnel to odUpLyHa TIPEMEL VA AVOLYTEL N umataplodnkn. Emiong to oduplypa Ba
OTAPATACEL HOALG TOTOOeTNBel TO AKOUOTIKO OTOV £EW AKOUOTIKO TIOpOo. TO OKOUOTLKO
KAelvel adrvovtag avowtr tn Hmatoplobnkn. Autd tou €ldoug TO OKOUOTLKO elval
TIEPLOOCOTEPO OLOONTIKA amodektd ylati yivetal pe peyain Suokohia opato, Kal €xel OAU
ApLOTA OKOUOTIKA XOPOKTNPLOTIKA. H €loodo¢ Twv uPnAwv cuxvotHTWV oTo HUIKPpOdwWVOo

enavfavetol amd to NtepUYLO KAl TNV KOWAOTNTA TNG KOYXNG.

- %

Ewkova 31: (Mnyn ano: https://www.febriedethan.hubpages.com).



https://www.febriedethan.hubpages.com/
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Ta TTAEOVEKTAHATA TOU MARPWC EVOOKAVOALKOU 0KOUOTIKOU gival Ta €ENAG:
e [poocapudleTal OTO OTEPEA KOL ETUTPETEL TNV KAAN EVTOTILON TNE NXNTLKAG TTNYAC.
e Meilwon tou BoplBou Kal BeAtiwon TNG akong HEow ThAEPwVOU. AUTO EMLTUYXAVETOAL
S10TL To TNAédwvo pmopei va TomoBetnBel oto auti xwpic emavatpododotnon.
To LELOVEKTUATA TOU ELVAL OPKETA:
< Mapéxel avénon tng €vtaong TOU NXOU ToU £mapkel HOVOo yla atopa pe ehadpld n
uEtpla Bapnkota.
% H efowelwon e Tov TPOTO Xprong Tou eival apketd SUOKOAN.
< Elval eUBpavoto kal anattel cuxva emLokeun n onola pnopel va eivat Samavnpn.
% HAAYN tou ekpayeiou TG €0w polpag Tou £Ew aKOUOTIKOU TtOpou eival SuokoAdTepn.
< Elvatl duvartd va mpokAnBel avatpododdtnon He TG KWVNOELG TNG KATW yvabou.
% Anattel KaAo XELPLOUO AEMTWVY KLV OEWV yLO TOV 0pBO XELPLOUO TWV ULKPWV UITATAPLWV.

«» Aev pnopel va xpnotpomnoln el og Atopa pe akaTtdAANAO £€wW AKOUOTLKO TIOPO.

6.3.2.6. AKOUOCTIKO OOTELVOU TUROU

H Bapnkoia aywyloTtnTaG OVTLUETWITIIETOL UE AKOUOTIKA Twv omolwv n 6nAn
TPOCAPUOTETAL OToV €W OKOUOTLKO TOPO, €KTOC QMO TEPUTTWOEL OMOU UTAPXOUV
avtevbeielg, omwe atpnola tou £Ew QAKOUOTIKOU TOPOU I EMiHOVN wToppold. TNV
TepMTWOon aUTI XPNOLUOTIOLELTOL 0KOUOTLKO 0OTELVOU TUTIOU, TO omtolo HeTadiSel Tov Axo pe
dovntn oto 00To NG paotoseldolg anoduonc. H xprion tou akouoTikoU auToU Tou TUToU
£XEL OPLOUEVA LELOVEKTHMOTA: TO OKOUOTLKO £lval oykwdeg, Sev elval eUKoAa amodeKTO Kot
aveto, Kal n petadoon tou nxou dev yivetal amnesuBeiog oto ootd, aAAd Slo HECOU TOU
6€pUATOC KAl TWV MOAOKWY HOpPlwv TNG Haotosldoug amoduong, Tou amnoppodolv

EVEPYELAL.

6.3.2.7. AKOUOTIKO OOTELVOU TUTMOU MOU gUduUTEVOVTAL OTNV HACTOELSN andduon

H kotnyopia autr 6ev gudavilel Ta PELOVEKTAMATA TWV CUVAOBWC OKOUOTIKWY
ootélvou TUToU. Ymdpyouv SU0 TUMOL TWV OKOUOTIKWY autwv: BAHA (Bone anchored
hearing aid) amoteAeital anod éva otrplypa amd TLITAVLO, TO omoio spduteveTal 0To 00TO,
KoOnAwvetal otnv pootoeldn amoduon kot mPoPaAAsel Sia péow Tou SEpUaToC. ITo
OTAPLYHA OUTO CUVOEETAL HE £VO OKOUOTIKO CWHOTLKOU TUTIOU A TTPOCAPUOTETAL £VOl ULKPO

okouoTkd. O aMog timog XABC (Xomed audient bone conductor) amote)eital and £va
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poayvAtn miou meptBAMetTal and Onkn To omoio spdutelETOL KATW Ao To dépua oto 00To,
Kot otnpiletal pe Bida titaviov. Evag GAAOG HayvTNG XPNOLUOTOLEITAL EEWTEPLKWE YLOL VOl
OTEPEOTIOLOEL TO AKOUOTIKO OTO ONUELO TOU EUPUTELOUEVOU HayvnTh. To NAEKTPLKO pel O
TIOU TIAPAYETAL OO TO AKOUOTIKO SnuLoupyel Eva nAekTpopayvnTiko Tedio ou mpokaAel
d6vnon Tou EUPUTEUOUEVOU HOYVATN Kol TNG HaoToswdoug amoduong (ASapomouAog,

2001).

Ewova 32: (Inyn ano: https.//www.supremehearing.com/2010).

6.3.2.8. Akouotikd CROS

To OKOUOTIKA XPNOLUOTOLOUVTOL O TIEPUTTWOEL OTIOU N AKOI TOU €VOG HOVO
auTLoU elval xpAotun, To aAlo auti elval kwdo f £xeL tooo peydAn Bapnkola wote Sev eivat
OKOUOTLKWE XPNolho. To 0KouoTLKO TomoBeteital oto Papnikoo auti KalL To orpo Tou
AapBavetal ano auto, evioxUetal Kal Petadidetal oto uyLEG auti. H petadoon Tou oApaTog
yivetal acUpuata pe FM padlokOpata 1 pe kaAwdlo. H Stadopd amnoé tnv kabuotépnon tng
APLENC TOU CAATOC ATIO TO TACXOV OTO UYLEG QUTL, O OXE0N LE TO AKOUOTIKO £p£BLopa TTou
dtavel aneuBeiag oto LYLEG auTi, eppnveletal and tov eyKEPaAo we akon Kol amno ta duo

QUTLA.

Ewova 33: (Mnyn ano:
http://hearcom.eu/main/usertrials/hearingaidtypesMain/CROSandBiCROS en.html).



https://www.supremehearing.com/2010
http://hearcom.eu/main/usertrials/hearingaidtypesMain/CROSandBiCROS_en.html
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6.3.2.9. Akovuotikd BICROS

To akouotikd BICROS xpnolpomoleitat oe apdotepomieupn Bapnkoia.
OUGCLOOTIKA UETAPEPEL EVIOXUUEVO TO ONUO ONO TO XELPOTEPO OTO KAAUTEPO QUTL Kal
OUYXPOVWG QUEAVEL TNV EVTOON TOU 0KOUOTIKOU gpeBiopatoc n omoia ¢ptavel ansubeiag oto

KoAUTEPO QUTL.

BiCROS

»

Ewova 34: ([nyn ano:
http://hearcom.eu/main/usertrials/hearingaidtypesMain/CROSandBiCROS en.html).

6.3.2.10. AKOUOTIKA YuaAld

AuToU ToU €l60UG Ta OKOUOTLKA NTav Lolaitepa SnuodtAr otnv Sekastio Tou
1960 kol ouviotwvtal oe ooBeveic pe PBapnkola mou ¢opolv yuoAld. Evag mAQOTLIKOG

OWANVOG, EVWVEL TO OKEAETO TWV YUOALWY LLE TO AKOUOTLKO (Scott-Brown, et al, 1965).

Ewkova 35: (Mnyn ano: https://www.febriedethan.hubpages.com).

EvSelkvUovtal os Bapnkoieg kaBe Babuol, aAAd Twpa o Sev xpnotponolouvTal

1000 ocuyxva ylati Ba pmopolos va sival apkeTd evoxAnTKA yla kamolo acBevry. Emiong,


http://hearcom.eu/main/usertrials/hearingaidtypesMain/CROSandBiCROS_en.html
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elval moAU 8UokoAo va yivel aloBnTIKA amodeKTO. ZNUAVTLIKO MELOVEKTNO TWV OLKOUOTLKWY
QUTWV €lvat OtL eMIBAANETOL N CUVEXAG XPNON TWV YUaALwY, ouvnBw¢ e HEYAAO OKEAETO
(Canalis, Lambert, 2000).

‘Evag GANOC TPOTIOC AKOUOTLKWY YUOALWY, Elval vo evowpaTwOel To omtobowTtLalo
OKOUOTIKO HE TO MEPOC TOU OKEAETOU Tou PBpioketal miow amd to auti (Cummings, et al,

1993).

6.3.2.11. ZUyxpova OKOUOTIKA Papnkoiog

Ta ouyxpova texvoloylaG QKOUOTIKA Tou Mmopesl va elval omoBowrtiaia,
evbowTtiaia, evOOKAVAALKA, TIEPLEXOUV UIKPOPWVIKO CUCTNUO AUTOUOTO TIPOCAPIOCHEVNG
kateLBuvong, mou BeAtlwvel Ty anddoon Tou Aoyou oe BopuPwdeg meptBaliov. Emiong
Slabétouv Pnodlakd cuotnua Slaxeiplong tou Adyou kal tou BopuUPou ot £EL Eexwplota
KOVAALa. Ta (8La AKOUGTIKA CUVSEOVTAL PE EEXWPLOTO TIPOYPOLULLO TIOU TO KAVEL CUMBATA LE
0 tQAédwvo. MeTd 1O TEAOG TOU TNAEDWVAHUATOC TO OKOUOTLKO ETIOVEPYETOL OLUTOUOTA,
oTnV KOVOVIKA Asttoupyia tou ywpic Stakomn n kabuotépnon. Ta ouyxpova HOVTEAQ
O0KOUOTLKWV MepLlopilouv To B0puPo TOU AVEUOU Kal £Xouv Tn Suvatotnta va pubuilovrtat
amnd to tnAexelplotrplo. ETol, o xprnotng onote BEAeL umopel péow Tou ThAEXELPLOTNpLOU VA
pubuioel tnv évtaon va eAéyfel TNV Katdotaon TnG Mmatapiag kol va Slaxelplotel
omoLodNToTE GAAO TIPOYPOHUA TIEPLEXEL TO OKOUOTIKO. AvaAoya He To TeplBAAlov Tng
okpoaong, enefepydletal pe Tov avaAoyo Tpomo to PndLlakd onua, xwplg va avaykaletal o
XPNOTNG VA EKTLUNAOEL TNV OTLYUN KOl UETEMELTA va amodaciosl tnv pUBULON TIOU MPEMEL va
Kavel. Mia onupavtik Stadopd Twv cuyxpovwyv Pndlakwy Kal Twv TaAALAg TEXVOAOYLOC
OKOUOTLKWV elvatl OtL Ta olyxpova Pndlakd £xouv Tnv duvatdtnta Onwe to GUGLOAOYLKO
outi va pLAtpdpouv Toug avemBupNToug NXOUC Kal va toug efadeidouv, avadelkviovTag

™V opAla, TV omoia ta avaAoyLkd aKouoTikd Bapnkoiag Sev £xouv.

6.3.3. HAEKTPOAKOUOTIKA XOPOAKTNPELOTIKA QKOUOTIKWV Papnkoiog

Ta NAEKTPOOKOUGTLKA XOPAKTNPLOTLKA KAOE akouoTikoL sival:
1) TO AKOUOTIKO KEPSOG
2) n telwkn) evioxuon £€660u

3) to pacpo cuxvoTATWV



- 158 -

To akouoTikd kEpdog apLotd tnv Stadopd PETALY TN EVTAONG TOU ELOEPYXOUEVOU
KoL Tou efepxOpevou nxou oe dB. Ta akouotikd dev gival ficou gvaioBnta o OAEG TIG
OUXVOTNTEG KOl TO KEPSOG O PEPLKEG ATO AUTEC €lval To peyaAutepo. AuTto e€aptatol amno
TIc SUVATOTNTEG TOU AKOUOTLKOU OTLG UETOBOAEG TNG NAEKTPLKAG, KLNXOAVLKAG KOl OLKOUGOTLKNG
EVEPYELAG.

To akouoTkO kEpSocg Bonba otnv avtiotabuion tng anwAslag the evatobnoiog
KOlL YLt KAAUTEPQ amoTeAEéopaTa UMopel va PeTaBAANETAL Pe avaloyn puBuLon TG £vtoong.
O aoBevrg avaloya pe TO ekdotote MePLBAAAOV €xel tnv Suvatotnta va pubuicel Tnv
évtaon. Etol, og meplBarlov pe B6puPo, UMopel va PELWOEL TNV EvTaon yla va amopuyeL
nipofAnpata BopuPou and To AKOUOTLKO, eVw 0 NOUXo MepLBArov pmopel va avoléel tnv
€VTaON WOTE va okoUoeL pla xapnAodwvn oulitnon. Meydlo képdog oe BopuPwdeg
neplparlov eival Suvatov va TpoKaAEosl evoxAnon oamd Suvatol¢ nxoug, mou Ba
UMEPGOPTWVAY TO QUTL TOU XPAOTN. Mo AKOUO TILO LKOWOTIOLNTIKA OTTOTEAECHOTA, KATOLO
OKOUOTLKA SLaBEtouy éva emMAEoV pUBULOTH TOU aKOUOTLKOU KEPSOUG, Tov omolo pubuilel
0 L81KOC.

Eav 1o auti eilval Alydtepo euaioBnto ot KATOlA TEPLOXN OCUXVOTHTWY, N
avTLoTadLon yivetal pe tn puBULoN TOVou, e TNV omnola TapEXeTal ETUWTAEOV KEPSOG OTNV
un evaiodntn meploxr). H puBuon auth yivetal amd tov €l8IKO He TV Xprion AAAote
KatoaBLdlol kat aMote pe tnv Ponbela el8IKWV TOVIKWY CWARVWY ylo Ta omobwrtiala
O0KOUOTLKA. AvtiBeta elval apketd SUoKoAo va avilotabulotel peydAn Bapnkola os kamola
TEPLOXN) CUXVOTATWY, TOPEXOVTAG ATMAG KOl HOVO UeYOAUTEPO KEPSOG Ot AUTHV, EMELSN
eudavilovral mapevépyeleg OMwC MOVOG Kal amwAela tTNG SLAKPLTIKAC kavotntag. MeydAo
KEPSOC Ot OUYKEKPLUEVN TIEPLOPLOMEVN Tieploxr TpokaAel Suvatoug nyoug £€66ou, ToU
g\dyLota BeATLWVOULV TNV KATAVONON TNG OULALag Kot evoxAoUv Tov aoBevr|, e amoTtéAeopa
va avTumabrjoel TO QKOUOTIKO TOU. Y€ OPLOUEVEG TEPUITWOELC N puOUIOn Tou TOVOoU
Xpnotluormnoleital waote va adalpeBolv oL YapunA£g ouxvotnteg (Katw amd 500 HZ) oL omoleg
£T0L Kol aAALWGE Sev PooBETouV TTOAAG OTNV KATAvoNnon TnG opAiag.

H ox£on Tou aKouoTLKOU KEPSOUG TIPOC TLG CUXVOTNTECG MAPLOTA TNV ATIOKPLON OTO
ddaopa cUXVOTATWY ToUu akouoTikoU. To kEpSog dev eival opoldpopdo Kal oL ouxvoTNTEG
mou Sivouv akouoTiko kEpdoc eival Stadopeg. MNa to Adyo auto Aappavetal urtopn o HECOG
0pOC TOU OKOUOTLKOU KEPSOUG yla TIg ocuxvotnteg 1000, 1600 kat 2500 HZ. Amapaitntn
npoUToBeon elval TO AKOUOTIKO Vo eVIOXUOEL TG OUXVOTNTEC TOU PACUOTOG TNG OMLALag,

SnAadn Touc Axoug cuxvotATwy amod 500 — 4500 HZ.
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TeAikn evioyuon e€660ou ovopdletal n HEyLoTn evioyuon ou Umopel va Swoel Eva
OKOUOTIKO. AuTtr Sev pmopet va auénBel pe alénon g €vtaong Tou ELOEPYXOUEVOU XOU, Kall
oUTE pe av&non NG évtaong tou pubutotn nxou. ESw Aappavetal untddn o oo 6pog OTLG
(6leg ouyvoTNTEC OMWG Kal oto pacpa cuxvothtwy. H TeAkn evioxuon avadepetol povo
oTNV €VTaon Tou eEepXOLEVOU X0V, EVW TO OKOUOTLKO KEPSOG oth Sladopd TN Evtacng Tou
ELOEPYXOUEVOU KaL EEEPYOUEVOUL HXOU.

To akouoTikd kEpSog Sev eival mavtote otaBepd 6'0A0 TO PACHA CUXVOTHTWV.
AvaAoya e TO OKOUOTLKO KEPSOG TOL AKOUOTIKA XwpPLlovtal og TPELG PEYAAEG KOTnyopLeC:
XAUNAQ e akouoTIkO KEpSog 20-40 dB SPL, peoaia pe akouotiko képdog 40-60 dB SPL kot
LOXUPA PE OKOUOTLKO KEPSOG peyaAlTepo Twv 60 dB SPL. Eniong, avaloya pe to pAacua Twv
cuxvotitwy Slakpivovtal o eupéwg (200-600 Hz), i otevou (250-3.500 Hz) ddaopatog
OUXVOTATWV. TEAOC, HmopoUV Vo XOPOKINPLOOOUV O QAKOUOTIKA YOMNAWVY, HECWV Kol
vdnAwv ouxvotntwy, 0tav n PEyLotn evioxuon elval oto paoua cuxvottwy Twv 100-1.000
Hz, 500-2.500 Hz kat 1.600-6.000 Hz, avtiotouya.

Mepikol acBeveig epdavilouv patvopeva unepeualodnoiag oe Suvatolg NXoUGE.
EtoLyla va ylvel avextod TpEMel va Teploplotel n TeAkr evioxuon €€odou kol auto
TipayHaTomoleiTal pe SU0 TpoOmouc:

e  Me 1o PaALSLoUO TwV Kopudwy TAVW Ao Lo 0PLOUEVN evioxuon. AuTo yivetal edikto
amd TN SuvVaTOTNTA TTOU £XEL TO KUKAWO TOU EVIOXUTH TOU OKOUGTLKOU VA NV ETTPETEL
TIAPA Lo OPLOUEVN TLUN €€660u.

e Me TNV autopatn puBULON TNG €VTOONC MECW KUKAWUATWY TIOU UELWVOUV TO 0LKOUOTLKO
KEPSOC aUTOMOTA, OTAV N €VTOon TWV NXWV gival peyaAlTtepn and ta mpokaboplopéva
enineda. Me aUTOV TOV TPOTO SeV apATNPELTAL TAPAUOPPWON TOU AXOU, OTIWE CUXVA
cupBaivel pe tov mpwto. To HOVo LELOVEKTNUO Tou givatl OTL UTIApXEL KaBuoTtépnon otnv
ETIAVAAELTOUPYLO TOU KUKAWUOTOG LEPLKEG PopEC (HALGONG O-Kekég I, 1986).

Ol puBuioelg TwvV 0KOUOTLKWV eival SU0o: puBbuilon Asttoupylog (0VOLKTO-KAELOTO,
Bon tnAedwvou N e€wteplkng olVSeonG) kal pubuLon TNG évtaong Tou NXoU (akouoTtLkoU
KEPSOUG) TOU aKkouoTlkoU. Ta aKOUOTIKA Papnkolag Pe TG TEXVIKEC TpodlaypadEg mou
SlaBétouv onpepa, KAAUTTOUV OAEC TIC TMEPLUTTWOELS Bapnkoiag mou xprilouv edapuoyn
touG. H e&EMEn TNG €peuvag Kal TEXVOAOYLOC €iXe W OMOTEAECHA TNV KATAOKEUN
OKOUOTIKWV PBapnkoiag uPpnAng texvoloyiog kal amodoong, evw Yyivovtol ouvexeic
TPOOoTIAOELEG yLa TN Peiwan Tou pey£Boug, TNV KaAUTEPN eEwTePLKN epdAavion Kot epappoyn

KOLL TOV EUKOAOTEPO XELPLOUO TOUC.
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6.3.4. Iwotn e€nAoyr] OKOUOTIKWV PBapnkoiag ota moidid

Mpw amodaociotel av £va madl | evAllkag xpelaletol thv BonBela evog
OKOUOTIKOU Bapnkotag, emBAMeTaL va Yivel £vag MARPNG OKOUOAOYLKOG €AEYXOC LE TOV
omoio mpoaodlopiletal o TUMOG Kal to pEyebog Bapnkoiag kat n cuvlpmaén evOEXOUEVWC
KEVTPLKNC AKOUOTLKAG BAGBNG.

Avefaptnta and to Babuo, av n amwAELA TG AKONG EMNPEALEL TNV ETILKOWVWVIA
ToU TtaLdLou, ToTe Yopnyeital akouotikd Bapnkoiag. To akouoTiko Bapnkotag Kot n evioxuon
ToU nxou, tnv omola mnpoodépsl, eival xpnowa o atopa He Papnkolo eite
veupoaLobnTnpLa, lte aywylpuotntag, peyoutepn twy 30 dB. KaAUutepn Opwg e€EALEN €xouv
ouvNOw¢ Ta ATOUO E METPLA 1 KEYAAN AMWAELX OKONG, EVW TA ATOMA ME TIOAU peydlo
Babuo Papnkolog, €xouv Alyotepn KaAn €€€ALEN, dLOTL eudavilouv xapnAn SLakplLon Twv
Aé€ewv (Adapomoulog, 2001).

Ta akouoTikad Papnkotag yxpnoldomolouvtal amd maldld  ota omoila n Kupla
SuokoAia emikowvwviog odpeiletal otnv e€acBevnuévn akor). & nAkieg 2-6 €Twv, n evioxuon
ylvetal amodektr) eUKOAQ £QV TO KATWTATO OPLO AEKTIKAG UTIOS0XNG SeV lval KATWTEPO Ao
70 dB, kot ebooov oL yoveig S€xovtal emiong tnv L&£a pLag evioxuong. n evnuépwaon Twv
YOVLWV yLa TRV a&la TnG KOANG aKONG 0TNV OUaAr avamtuén tng oltAlag Bswpeital avaykala.
Ztnv nAwia 2 -5 xpovwy, mepiodog katd tnv omola avamtioostal paydaio o Adyog Tou
TaLdLol, TO AKOUOTIKO PBapnkoiag mpeEmel va xpnollomnoleital mpog to kaAutepo Suvatd
anotéAeopa. Otav kabuotepel n xopriynon evog akouotikol Bapnkotag, elval avapevouevo
va xaBel moAUTIHOC Xpbdvoc, o omoiog eival SUokolo va emavaktnOel, pe cuvEmela n optAla
va avamtUooeTaL TILo apyd.

Metd tnv nAkia Twv 6 €TwV, N amodoxn Tou aKouoTlkoU arod To maldl yivetal mo
SuokoAa, adol €xel avamtuxBel n avtoouveibnon tou. To dawvopevo auto yivetal ohogva
KOL TILO €vtovo, 000 MeyoAUtepn eivat n nAwkia tou matdlov. Ou €pnPol avidpouv
EVTOVOTEPA OTN XOPNYNOoN TOU OKOUGTLKOU £L8LKA av n Papnkoia UTIAPYEL amd TV TALSIKN
nAkia. Xtnv mepimtwon ouwg owpvidlag Bapnkoiag To akouoTikd Papnkoiag yivetal mio
gUKoAa amodektd. To mLo £k6NAo XapaKTNPLOTLKO Bapnkolog eival n emnpeacpévn optAia. H
Sladopobiayvwon pe tn vontikn kabuotépnaon, tnv Puxikn Kwdwaon kot Thv adaocio sivat
anapaitntn npv mapbei n teAkn anddacon yLo Ty xoprynon akouvotikou (Chevalier, 1959).
Ta akouoTikd BonBriuata propel va xpnotponotnBolv Kol oTnv VEUPLKN Kwdwon, Topolo

Ttou eival poviun Statapoayn, avtiotaduilovrag £ToL TV akouoTikr anwAsta (Kalat, 1999).
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To €l60¢ Tou akouatikol Tou Ba edappootel oto kABe maldi, e€aptatal and tn
TIOLOTLKI KOl TTOOOTLKN QMWAELA TNG AKONG KoL armo tnv nAtkia tou maldlov. Mo tnv ekAoyn
TOU KATAAANAOU OKOUGOTIKOU XPNnOLUOTIOLoUVTaL Ta €EAG KPLTAPLOL:
«* H moloTIkn Kal moooTIkr Bapnkota.
O tUmoc Kal N popdr Tou TOVIKOU akOUOYPAUUATOC.
% Ta guprparta and TNV TUUMAVOUETpLa.

% To avtavakAaoTiko Tou avaBoAa.

6.4. KoxAwaka epdutevpata

Jta Atopo Me peyahou Pabuou apdotepomAeupn koxAlakn Papnkoia, Ta
aKouoTLka Bapnkotag dev mpoodEpouv oxedov timota. To ATOO e TIOAU peydAn Bapnkoia
>85 dB, Bewpeital MPAKIIKA KwdO, VW TO UTIOAELUUO aKoNg, av UTtApxel, 6ev eival
0ELOTIOLNOLUO L€ OKOUOTLKA. T Atopa autd n PAaBn Bploketal otov KoxAla pe CUVENELD VAL
punv eivat duvatn n npwtn ¢acn enefepyaciag TnG akKoUOTIKAG TAnpodoplag. Xdpn otnv
texvoloyia ol eAAeidelg autég elval duvatdv va umokataotabouv g onUAVTIKO Babuo amno
TO KOXALOKO gudUTEUHA. Z€ OVTIOBEON LE TA OKOUOTLKA TIOU EVIOXUOUV TOUG NXOUC TIOU
$Oavouv oto auti, Ta KOYALAKA gUPUTEVUATA TIOUPAKAUTITOUV TA KOTECTPOUHUEVA TPLXWTA
KUTTapa Tou KoxAla BonbBwvtag £tol toug aocBeveic mou Sev emwddelovvtal kabBoAou 1

oxXe606V KaBoOAou amod TN XPrHon Twy NapadocLaKWY AKOUOTIKWY.

6.4.1. Tpomog Asttoupyiog

To koxAlako epdUTevpa eival éva Bondnpa mou 0 oKomog Tou eival va Sileyeipel
TO aKEPALO VEUPO o€ TePIMTWON OALKAG KOXALOKAG KWdwong Kat ota U0 autild. AroteAeitatl
arnd Suo pépn: £va EO0WTEPLKO, TO omoilo guduteleTal Kol éva ewteplkd. To e€wTtepLko
TIPOCAPUOTETAL OTO CWHO KOl armoteAeital amnod:
> ulo mnyn evépyelog,
»  &vo ULKpOdWVO TTou CUANEYEL TOV X0 KAl TOV OTEAVEL OTOV EMEeEEPYOOTH OULALOLG,
» évav emnefepyaotr) olAiag, o onoiog GIATpApEL, avaAUEeL Kol KWSLKOTIOLEL TOV AX0, Kall
>

£va e€wteptko petafipaotr) (HALGSNG ©-Kekég T, 1986).
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Ewkova 36: KoxAlakod eu@uteuua. ALaKpIVETOL TO EEWTEPLKO KO ECWTEPLKO TOU UEPOC.

To eudutevopevo PEPOC amoteAsital and évav O£KTn, Tou ¢Epel NAekTpdSia
EVEPYA KOL YELWOEWG. TO LEPOC QUTO TPETEL VAL €lvVAL KOTACKEUAGCHEVO ATO UALKA TIoU €lvat
OVEKTA Amo TouG LOToUG, VW Ta NAEKTPOSLA TIPETEL VA GUVEUAOOUV OPLOHEVO NAEKTPLKA
XAPAKTNPLOTIKA, va avBiotavtal otnv ofeldwon, va eival eUKaumTa Kol Lloxupd Kal va eivat
eAaxLota ToEIKA. TLG LOLOTNTEC AUTEG LEXPL OHIEPA EXEL TO KPAA TTAATIVOC-LpLSiou, amd to
omolo kataokevaovtal ta NAekTpdSia autd (Adaudmoulog, 2001).

To evepyd nAektpodlo pmopel va tomoBeteital oe emadr Pe TNV OTPOYYUAN
Bupida, ocuvnBwe OpwWE slodyetal PEoa otov KoxAla o pécou Tng otpoyyuAng Bupidag.
‘EtoL Odnuloupyeital kot Asttoupyel €va HOVOKAVAAO OUOTNHA. € QUTO, N OKOUOTLKNA
mAnpodopia mpoodEpeTal amno eva NAEKTPOSLI0 HEOW TNG LETABOANG TNG EVIACEWS KAl TNG
ouxvotTntag tou epebiopatoc mou petadépesl. ITo MOAUKAGvalo cuotnua, €va cUVoAo
nAektpoblwv elodyetal otov koxAla, to omoia epebilouv Sladdopeg TeEPLOXEC TOU KOALaL.
Elval epdpavég Aoumdv OTL To cUCTNHO OUTO TTAPEXEL TIEPLOCOTEPN AKOUCTLKN TTAnpodopia.
HAektpobLlo. Kovtd otnv kKopudr evioxlovtal e oApATa XOUNAAG ouxvotntog, evw To
NAekTpOSLla Mou TomoBeTABNKAV Kovtd otn Bacn Tou KoxAlo, pe onuata uvPnAng
ocuyvotntag (Wilson, 1993).

To ukpOPwWVOo GUAAEYEL TOV X0 KOL LUETATPEMEL O NAEKTPLKI TNV UNXOVLKA NXNTIKN
evépyela. O UTIOAOYLOTNG HE TNV OELPA TOU €VIOXUEL TNV NAEKTPLKN EVEPYELA Kal TNV
HeTadEPEL OTOV MOUMO Kol amd ekel n evépyela petaBipaletal otov 8€KTnN He TNV Hopdn
NAEKTPOUOYVNTIKWY ONUATWY. 3T OUVEXELD Ta onpata petadEpovtal otov koxAla Sia

pHEoou Tou nAektpodiou. TENOG, oL VEUPLKEG OMOANEELS TOU AKOUGTIKOU VEUPOU GTOV KoYAla
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Sleyelpovtal Kol OTEAVOUV Ta NAEKTPLKA orjpata otov eykédpalo wg moaApol (HALadng O-

Kekég T, 1986).

6.4.2. Kputiplwa srmdoyng acBsvwv yia tonoBetnon KoxAlakoU £UdpUTEUHATOC

6.4.2.1. AviAikoL aoBeveic (mawdid)

Z€ MEPUTTWOELG AVAALKWY aoBevwy, n afloAdynon €£XeL otoxo Tov KaBoplopd Tng
attiag, ¢ BaputnTag Kol TNG XPOVLKNG SLAPKELAG TNG ATWAELAG TNG AKONG KaBwe Kal TV
Slepelvnon GAwv TBavwyv mapayoviwv oL omoilolL WMopoUvV va EMNPEACOUV ME
OToLOSNTIOTE TPOTO TNV euduUTEUON. Amapaitnta Kol TOAU Xprolda elval To LATPLKO
LOTOPLKO KalL N KALVLKA €€ETAON TIOU MAPEXOUV ONUAVTIKEG TANpodopieg yia To matdi kal to
OLKOYEVELAKO TOU TepLBAAAOV. OL Un €AeyXOMEVEC WTITLOEG KAL N VONTIK UOTEPNON
anotelolv avtevdeifelg. Owkoyevelako meplBaiiov mou Sev Seixvel evalobntomolnpévo,
amnotelel eniong apvntikd moapayovroa.

EmutAéov, n Umapén otoplkol pag umotpormialoucog péong wrtitidag, eival
onpavtiky ylatl prmopel va odnynosl oe cofaprn veupoalodntrpla anwAsla akong. H
Bepameia TNG eKKPLTIKAG HEONG wrtiTdag amalteital TP TOV TPOYPOUUMATIONO TNG
geuduteLONG. AKOUN, av UTtApXeL omoladnmote evepyr Aolpwén oto péco autl N ot
MOoTOELSNG KUPEAEG, AVTEVOELKVUETAL eyXeiplon adol umapxel kiviuvog va emakolouBnoet
AaBuplvBitida.

H xpovikny SLapKeLa TNG AMWAELOG, UMOPEL va MPOooeyyLoTel amo thv MAsUPA Twv
Yovéwv. Zuvnbwg, oL yovelg Tou pwpol pe coPapn N oxedov mAnpn amwAeld aKong,
ovTtAapBavovtal pla avikovotnto omd Toug MPWToug £EL uAveg TnG (wng tou. H duotkn
g€€taon tou nadlol apyilel amo tnv KABnUEPLVOTNTA TOU: TO HWPO SEV AVIATIOKPLVETAL OTN
dwvn T™NC UNTEPAG Kal oe AMNoucg olkeloug nAxoug, oUte Eadvialetol amod AmMOTOUOUG
BopuBouc. Emilong, o tpoémog kal n cupnepldopd Kat o Tpomog Badioparog evog Tétolou
Hwpou Sladépouv amd ta cuvnOLlopéva AAMwY matdLwy.

Mplv Tov MARPN akouoAoyLKO €Aeyxo, amalteitol n eéétacn amd wTtoploAoyo, yla
mbava otolxeiot Aolpwéng Tou AVWTEPOU QVOMVEUOTLKOU CUCTHUOTOG 1] OVATTUELOKEG
ovwpaliec. Emiong, mpémel va yivel moudlatplkn Kol VeEUpoAoylkn efétacn Kol va
kataypdadovtal to fapog, To LPOC, N APTNPLAKA TILESN KAl N TIEPIUETPOG TOU KEDaALOU.

Yroyndia yla koxAtako gpuditeupa eivol ta radd nAkiog mavw ano dUo eTwy,
pe veupoawoOntriplo Bapnkoio mavw amod 90 dB HL audotepOmAsupa, Kol HE HLKPA

ovtiAndn Adyou otig euvoikdtepeg ouvOnkee. MNa toug avhAikoug acBeveic sival oxedov
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KOOOPLOTLIKA TA AMOTEAECUATA TWV MPOKANTWY SUVOULIKWY, TOU TECT TOU avaBoAéa n Twv
WTOOKOUOTLKWY EKTIOUTWY, Mall JE TA AKOUOAOYLKA TEOT CUMMEPLOPAG. ZTLG TIEPUTTWOELG
aUTEG Sev mpENeL va apeleital n SOKLUAOTIKN TIEPLOSOG e TNV KATAAANAN gvioxuon Kol thv
EVTATLKA 0KOOAOYLKH EKTIALBEVON TTIOU GUVTEAEL OTNV HEYLOTN amodoon.

MNa toug avAAlkoug aoBevelg, OMWG KAl yld TOUG €VNAALKEG, N QVILKELLEVLKNA
afloAdynon TNC aKONG KoL O QTELKOVIOTIKOC EAEYXOC HME MOyvNTIK Touoypadia eival
ONUAVTLKA. X Taldl HLKPOTEPO amoO TEVIE €TWV Ol €€ETACELG yivovtal umd TANpeN
avaloOnoila. H avtikelpevik ektipnon tng akong mepAapPAveL: TO OKOUOYPOUUQ, TO
TUUTITOVOYPAUQ, T TIPOKANTA SUVAULKA 0TaBOgpr ¢ KATAOTAONG, T TTPOKANTA SUVOULKA TOU
OTEAEXOUG Kal lowg TNV nAektpokoxAloypadia.

H afla tou akouvoypdppatog eival MoAU HeydAn kat €xouv Ppebel Siadopol
pMEBOoSOL woTe va umdpxeL n SuvatotnTa Kol yla TOAU HMIKPEG NALKIEG va €xoupe akpLpn
anoteAéopata. e maldld mMavw NG NAKIAg 6-9 UNVWV Kal Pe Thv punoBeon otL to motdi
MTMopel va OavVTOMOKPLOel Kol vo QmavtnoeL, XPNOLLOTIOLOUVTAL OKOUOUETPLKEG TEXVLKEG
oUUTEPLPOPAG: AKOUOUETPlA OMTIKAG evioyuong, akouopeTpia matyvidlov. e moudld pe
coBapr, oxebov mMAnpn anwAesla akong, n Lkavotnta kaboplletal mpwTa XPNOLLOTOLWVTOC
£va SovnTiko gpgdiopa mpLv ad tn AP HLaG «Un amavinong» we un akor. Eival moAu
ONUOVTIKO TO aKoUOypapupa vo Oeixvel €va ouvexeg mpodil. Avefaptnta amo TG
duUCLoAOYIKEG SLaKUUAVOELG oL oudol TIpETEeL va Kupaivovtatl petafd 5 dB amo SladopeTika
KEVIPA TEOT N amd SLadOPETIKEG TIEPLOTACELS KAl OTOLEGSNTIOTE acUUdwWVIieG TIPEMEL va
E£PEVUVWVTAL TIPOCEKTLKA PEXPL VO artoKTNBel éva aflomioto mpodiA.

Eniong, mpw oamd tnVv eudUTEUON TPAYLOTOMOLOUVTIAL Ol WTOOKOUOTLKEC
EKTTOUTTEG, OL OTIOLEC E(VOLL AVTIKELUEVIKEC, N EMEUPATLKES KOL YPNYOPES OTN Xopnynaon. Av n
onwAeLa eival KoxALakng poéAeuong, dev Ba MPETEL va KataypAdovTal EKMOUNES eLTE yLa
napobika epebilopata, site yla epebioparta mpoidvtwv Statapoyxnc. H uvnoyndotnta yo
gudutevon Baoiletal kuplwg otnv tkavotnta avtiAnyPng Adyou, n ekTiunon t¢ onolag sival
duaotkd moAl SUoKoAn og TadLd KATW Twv 4-5 eTwv pe cofapr f oxebov mAnpn anwAsla
oKong. ‘Etol, av avaloylotel Kaveilg OTL Ta eplocotepa umoPndLa madld sivatl katw omd
outnVv TNV NAkia propel va avtiAndOel 6tL Ta amoteAéopata Twy eNMionUwY SoKLHACLWY Sev
elval mpaktikd epappoctpa.

Aoklpaoieg mou otadlakd epappolovtol O QUTEG TIG TIEPUTTWOELS €ival: n
T(POCEKTLKN TOpOTAPNON cupnepldopdg tou matdlol péoa amd to matyviby, n onola pmopst
va oUoYeTLoBel pe tnv akouotikn TAnpodopia kot N pipnon cuMaBwv pe tnv omoia

EKTLUATAL N SLAKpLon Twv MPOTUNWY cuMaBLopol. Ta peyoAUtepa TadLd TTOU £XOUV TILO
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OVETTUYHEVEG LKOVOTNTEG YAWOOOG UTIOKELVTOL OE OVOYVWPLOUEVEG dokipacieg avtiAndng
Aoyou.

MoAU onuavTiko €ival vo onUeELWBEL N oucia TOU MPOYPAUOTOC ATOKATAOTAONG
mpwv TNV epdutevon. O AoyoBepameutng TPETEL va QVONTUEEL Wil apUOVIKA oOXEon
EUITLOTOOUVNC UE TO TSI KOl TNV OLKOYEVELX TOU TIPLV TTOPOUCLOCTOUV TO TPOPBAROTO TG
EVXELPLONG KoL TOU TIPOYPOMUATIONOU. H TIPOEYXELPNTIKY armokatdotaon AOyou Kal
vYAwooog, o UIKpA madld omou n dokipacia avtiindng tou Adyou Sev eival duvartn,
pmopet va dwoel mMAnpodopieg yla TNV AELTOUPYLKA XProN TNG aKONG amd To maldl kot va
BonBrosL otov MPOYPAUUOTIOUO TNG CUCKEUNG UETA TNV gudUTevon. Eival mbavd va
XPELAOTOUV amAEG  akTwvoypadie¢ Tou Kpaviou. Amapaitntn wotdéco Bewpeital n
UTIOAOYLOTIKN Topoypadia Tou kpotadlkol 00TOU OMouU cuvioTatal va Aappavovtol
otedavialeg kot a€oVIKEG TOUEG, TTou Ba KOAUTITOUV OAO TO £0W aUTL.

MpolmoBéoelg yla TNV eudUTELON €lval N amotuxio oTNV EMIKOWWVIA TOU
TaLSLoU, aKOMA KoL E TO OKOUOTLKO BonBnua, aAd kat n BePfatotnta Ot ot yoveig sival
SlateBelpévol Kkal Lkavol va TopEXouv £va ocwotd meplBaliov mou Ba Bonbroesl otnv
amokataotaon.

H o kataAnAn nAwia yia pia epduteuon Bewpeltal autr Twv 2 TWV NEpLToU,
oAAG €xouv Yyivel emepPAoelg KoL Ot veoyvd 6 pnvwv Kal ot mowdld 6 Kol 8 eTwv

(BeAeypakng, 2002).

Ewova 37: ([nyn and: https:// www.boystownhospital.org).

6.4.2.2. EvAAwoL acBeveig

Mpwv amdé tnv emdoyr tou umoPndiov ywo TV euduteucon, Beswpeltal
omapaitnTo va €xel yivel évag owaoTtog Kot MARPNG akoUOoAOYLKOG EAEYXOG TOU TtepLAaBAVEL
TOVLKO OKOUOYPOLLA, TUUITAVOYPAUUO, OKOUOTIKO QVTAVOKAOOTIKO, TIPOKANTA SUVOLLKA,

£\eyxo TNC KavoTnTog SLAKPLONG TNG OMALOC, Twv AXWV Tou TEPLBAANOVTOC Kal TNG
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LKOVOTNTOG TNG XEWeoavayvwong. Fevikd n tomoBétnon tou KOXALOKOU €UPUTEVUMATOC
evbeikvutal o€ mepuTtwoel Omou o oudd¢ akong elval TouAdylwotov 100-120 dB
(Adauomoulog, 2001).

Juxvn amopla eival av to aitio tN¢ KWPwong UMoPel va EMNPEACEL i OXL TNV
QTMOTEAECUATIKOTNTO TOU KOXAlakoU eudutevpatoc. Auto dev LoxUel mavta, adou eivatl
amodedelypuévo OtL n emidpacn tng altiag otov Babuo ¢ emBlwong Twv yayyAlaKwy
KUTTAPWY EXEL TIPOYVWOTLKA aflad YUOVO O OPLOUEVEG TEPUTTWOELS. JUUMEPOOHUATIKA, N
attodoyia NG Kwowong and poévn g omAvia UMopel va anmoteAéoel avteveelén yla tnv
eudutevon (Beheypdkng, 2002).

H wtoAoywkn katdotaon sival eniong e¢loou onuavtikr. O koxAlog dev mpenel va
Tapouclalel eunodlo otnv TomoBETNon Twv NAEKTPodiwv Kol Sev TIPEMEL val UTAPXEL
vOoNUa ToU PECOU WTOG 1 omoBokoyAlako. AVTEVOelEn emiong yla TNV euduteuon ival n
avwpaAio Michel. To kaAUTepO AMEIKOVLOTIKO PECO AELOAOYNONG TNC KOXALAKAG LKOWVOTNTOC
elval n mpoeyxelpntikn afovikn Topoypadia. Kat o’ autn tnv meplmtwon n afoviky elkova
O6ev umopel mavra va éxel okplBeic mpoPAéPelg, wotoco ta Peudn 1 Aavbaouéva
anoteAéopata eivat onavia (Adapomnoulog, 2001).

INUavTikd poho otnv umodndLotnta yw euduteuon mailel Kol n YeVIKN
KOTAOTOON TOU ATOUOU. To ATOHO Katd TV epudUTeucn Ba urtofAnBel os yevikr availobnaolia
KOL QUTO lowg amoteAéoel Kivbuvo yla thv uyeia tou. MNa tov Adyo auTo, TTOAU ONUOVTLKA
otolyela yLa TNV owoth emloyn Tou umoPndiou elval To LOTOPLKO, N KAWVIKA e€€taon Kal Ta
£pYyOOTNPLAKA EUPAMATA. H payvnTikr Topoypadia TNG omolog Ta amoTEAECUATO TTAPEXOUV
KOAUTEPN aVAAUGN TWV LOAXKWY HLOPLWV CUUITANPWVEL TNV afoVIKN Topoypadia.

Eniong, n Yuxohoywkn ektipnon tou umoyndiov Bewpeital MoAU oGnUAVTLKA,
S6ebopévou ta Kivntpa, n umootnPLEn, N TPOCWTILKOTNTO Tou acBevh, 1] KATOLEG SUCAPEDTEG
KOTOOTACELS, OMWG Kamowa Yuxikn vooog N xpovia esykepohiky PAABn, pmopouv va
odnynoouv og emBupnTd ) avermBupunta anoteAéopata avtiotolya. TEAOC, N SLAPKELA KAl N
nAkia évapénc pnopel va emnpedlouv thv anodoon tng epdUTELONC KO Lo Tov AdYo auto

TPEMEL va cu{nTouvTal Le Tov evijAko urtodLo (Bedeypakng, 2002).

6.4.3. Xewpoupywkn enépPacn tomoBitnong KoxAlakol egpdutelpATOq
6.4.3.1. NpoinoBioelg

Oa TMPETEL va TNPOUVTOL OL TIOPAKATW TPOUTOBECELS yla val yivel n eméupaon

tomoBétnong tou KoyAlakol guduUTELUOTOG:
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1) HAwia: O umoyndlog Ba mpénel va eival nAkiag 18 pnvwv [ peyalvtepog. Map’oAa
auta, n emépPacn Umopsl va yivel Kal o€ Modld KATw Twv 18 pnvwv, €av auta £Xouv
npooPAnBel and pnviyyittda kat kwwduvelouv amod ooteonoinon tou kKoxAla toug. Oco
ULKPOTEPN elval n nAwkia Slevépyelag tng eMEUBacNC TOOO Lo TOANA avapEVeTal val eival
T 0EAN.

2) Audotepomievpn kwodwaon: To KOYALOKO gUPUTEUMO XPNOLUOTOLEITAL HOVO OE TIOAU
00BapPEG EPUMTWOELG, Aol SeV AVAUEVETAL KOVEVA OUCLAOTIKO OPEAOC YLt ATOUA TO oTtolal
Slatnpouv HePLKWE TNV akor touc. Etol o acBevrg Ba mpémel va €xel veupoalobntipla
Bapnkola peyaAltepn oamd 85 dB. OL akouotTikég Suvardtnte¢ Tou acBevolg
SlLamotwvovTal e pia oelpd EETACEWY OTIWE TOVLKH OKOOUETPLA Kol TPOKANTA OKOUOTLKA
Suvauika.

3) Aewtoupylkd akouoTlkd velpo: MNa vo anodwoel To KOXALOKO gudUTeupa Ba MPEMEL oL
S0VNOELG VA IEPACOUV IO TO £€0W OUG HECW TOU OKOUGCTIKOU VEUPOU oTov gykédaro. Ekel
oL Sovnoelg pmopolV va KataypoadoUv Kol vo yivouv avTIAnTtég wg nxoc. EpeBilovrag
NAEKTPLKA TO VEUPO, PWTAME ToV aoBevr va pag neplypadel tTnv aiobnon. Me tov Tpomno
OUTO SLOTILOTWVETAL N AELTOUPYLKOTNTA | OXL TOU AKOUOTIKOU veUpou. H Soklpacio auth
ovopaletal SLEyepon Kal 0'auTh HEow evVOC NAektpodiou Tou tomobeteital HECA OTO QUTL,
TO NAEKTPIKO ONHA TMEPVA OTO AKOUOTIKO veUpo. H Soklpaocia autr yivetal Hovo otoug
EVNAALKEG KOl o€ taLSLd plag oplopévng nALKiag Kot avw.

4) Jwotn Slamlaon Tou £€0w autilov: To KoxAlako epduteupa Ba tomoBetnOel péoa otov
KoYAlol Tou €0w oug. Ma to Adyo auTo, av dev £xel yivel cwoTtr SLAmAaon Tou £0w 0UG, Ta
NAekTPOSLa Sev pmopouv va eloéABouv otov KoxAla. EEaAAou, peplkéG PopEC, N altia TG
KWowong elval N un owotn avamntuén tou KoxAla, KL auto pmopel va kablotd tov acbevn
okat@AAnlo yia tnv enépPaocn. Na to Adyo autd npv anodaclotel n emépPfaon, ylvetol
afovikn topoypadia tou KoxAlo oe Aemtég TopéG wote va afloloynBel n katdotacn tou
KoxAla. £) Amoucio Aolpwéng Tou autiov: kKabe umoPridlog Ba npénel va eheyxBel amnod évav
WTOPLVOAPUYYOAOYO yla TO evEexOpevo AolpwEng tou €€w, HEGOU 1 €0Ww OUG. Av UTIAPYXEL
Tétola mbavotnTa, Tote autd Ba mpénel va SleukplvioBel wote va oploBel n eméupaon yla
opyotepa. AuTo yivetal yla va amodeuyBel pia tuxov eméktacn tng Aolpwéng. Emiong, sivat
mbavo pia tétola mpoumdpyxouca TaboAoyia vo €xel TLPEPEL CNUAVTIKEC aAAOYEC OTNV
opXLTeKTOVLKN oA Kal otn ducloloyia TG akouoTiknG odou, He amotédeopa va Koblotd
Tov aoBevr] akatdAAnAo yla thv emépBaon.

5) KoAn yeviki Katdotaon tou acBevoucg: H ouykekplpévn eméppoon YIVETAL PE YEVIKA

ovalotnolo kot yo to Adyo autd o 0oBevig Ba TIPEMEL eK TWV TPOTEPWY VO KAVEL VOV
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VEVLKO TIPOEYXELPNTLKO £AEyXO woTe va SlamioTwOel av eival oe Béon va avexBel tn yevikn
VAPKWGN KoL TNV OAn enépfaon.

6) EAAewpn ovuolaotikoU KkEPSOUC amo TN XPNON OKOUOTIKwV: Eilval onuaviikd va
EKTIHAOOVE av 0 acBevrc Ba wdeAnBel amd ™ Xprion Tou KOXALAKOU £UPUTEVUUATOG
TIEPLOCOTEPO ATO OTL HE TN XPNOoN €vOg KatdAAnAou akouotikol. MNa to Adyo auto yivetal
OTO OKOOAOYLKO £pyaoTplo €EETAON UE AKOUOTIKA £TOL WOTE va eEeTaoBel n akon Kot va
AndOel n anddaon HeTA amod Xpron aKOUoTIKOU yLa TOUAGXLOTOV 6 UAVEC.

7) Avamtuén kavotitwy emikowvwviag: H avamtuén tng akong kal tng ouAiag eivat pia
olvVBeTn Sladikacia. Ase GTAVEL LOVO TO ATOWMO Va akoUeL aAAd Ba IPEMEeL va GUVELSNTOTOLEL
KOLL TO TL 0KOUEL. Ia To Adyo auTO ATopA TIOU EUPAVIOAV ATTWAELA TNG OLKONG TOUG UETA TNV
avamntuén tng opAlag €xouv kaAltepn MPOPAeN.

8) AveruduAaktn amodoyn NG enéupaocnc: H mpooapuoyr OTo «VEO» X0 TOU TIOPEXETAL
and 1o KOYALaKO gpdUTELUO Ba SLAPKETEL APKETOUC UNVEG, KATL TTIOU UTopel va odnynoet
TO00 Tov aoBevn 600 Kal to TeplBAAAov Tou og AN PN anoyonteuon. O untoyPrdLog yla Thv
enéuPaon Ba mpenel va eivat £Tolpog va dexBel tnv mpoOkKAnon Kal va TApeL TV ubuvn va
BeATlwWOEL TIC OKOUOTIKEG TOU LKAVOTNTEG €xovtag OimAa Tou €L81KOUC, OMWG
AoyoBepameutec, PUXLATPOUG KOl KOWVWVLKOUE AeLToupyoucG.

9) Mpoodokieg: Eival avaykn va yivel avtlAnmto amd tov acbevy) OTL Pe T Xprion Tou
geudutevpaToC, N akon Sev mMpoKeLtal va emavéABeL MANpwG oto duactoloyikd. O nxog mou
Ba mapayetal Sev gival o 18Log, 6Mwe lowg Ba Bupdrtal o acBevig. QOTOCO e TO XPOVO Kal
™ ouvexn efdoknon o nxog Ba eival avayvwpiowwog. Etol Aowumov, o umoPdlog Kat n
OLKOY£VELA TOU Ba mpEMeL va yvwpilouv ta opla Kal Ti¢ Suvatdtnteg Tou epdutelpatos. Mn
PEAALOTIKEG TTPOCOOKIEC KOl oTOXOL pmopel va odnyrnoouv oe OMOYONTEUON KOl TIARPN

amotuyia.

6.4.3.2. Nepypadn Xelpoupylkng enépPaong tomobEtnong KoxXALokou
enPUTELHATOC

H enépPaocn TtomoBetnong koxAloakol epduTELHATOC YiveETal HE  YEVIKA
avalodnotlo kat Stapkel mepimouv SU0 pe TPELG WPeC. O TPWTOC 0TOXOG TNE EMEUPAONG Elval
va IPookoAANBel 0 8€KkTNG 0TO £€w TolYWHA Tou KpotadLlkol ootol Kol o SeUTEPOC va YiveL
n eloaywyn twv nAektpodiwv otov koxAia. Adol uplotel n omiocBwrtiala meployn yivetal
TOWN TOU S£PPOTOC TTAVW KOl TIiow art'to MTepuyLo. H topn €xel unkog nepimou 10 ekatooTtd.
Anpoupyeital otn cuvéxela éva BoBpio oto kpotadkd 00TO Kol EKEL OTEPEWVETAL O SEKTNG.

‘Enelta akoAouBOei paoctostdektoprn £T0L WOTe va ELOEABOUUE OTO KOIAO TOU TUMIAVOU KoL
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OUYKEKPLUEVA OTNV KATW HOIPO TOU £0W TOLXWHATOC OMou BploKeTal TO OKPWTHPLO TO OMoio
ovtiotolyel otnv mpwtn €Aka tou KoxAla. Ot Kwroslg Bo mpEmeL va yivovtal pe mpoooxn
ylati otnv mepLoxn auUTr UTIAPXEL O TTIOPOG TOU TIPOCWTTLKOU TIOU TIEPLEXEL TO OMWVU O VEVPO.
2T OUVEXELA YIVETOL MO MIKPH OT) OTO TOLXWHO TOU QKPWTNPLlou Kal €L0EPXOVTOL TA
NAEKTPOSLA 0TNV MPWTN €ALKA TOU KoyAla art’émou Kat powBouvtal TPog TiG AANEG EALKEG.
Adou tonmoBetnBouv ta nAekTpdSia otn B€on Toug, n Toun Tou S€puatog cuppdrrtetat. O

000evAG MAPAUEVEL OTO VOOOKOELO AlyeG LEPEG.

a Sound Processor

© 'mplant

0 Electrode Array

Eikova 38: Oon tou KoYAlakoU EUQUTEULOTOC UETA TN XELPOUPYLKY TOTOTETN AN TOU.

6.4.3.3. EmutAokég

H emnéuBaon TtomoBétnong koxAlakol epdUTEUHATOC OmaLTEL  YEVIKA
avalobnoia. OL emutAokég amd tnv avalobnoia eival Omavieg, OUWG KATOLOL YeviKol

Kivéuvol umapyxouv o’autrv. Katd ta aMa oL emumAokég eival ol i8leg ue kaBe GAAn
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enéupaon oto péco auti. Alatapayx£EG and To MPOCWTILKO VEUpO, Suokapia i mapaiuon
yUpw amod 1o auti, Statapayeg otnv ouhomoinon, euBogc, datapayxég otn yevon A tnv
Loopporia, €xouv avadepBel. OAeg ol mapamavw erMAOKEG Ba mpémel va Aappavovrtal
uTioYPin, TO ONMOVTIKO OMWG €ival OTL TMOAU Alyeg amd oUTEG £xouv onuelwBel mou va

SnNULoVPYo UV GNUAVTLKO TIPOPBANUA, eVvw GANEG £xouv amAwg avodepBel otn BLPALoypadia.

6.4.3.4. METEYXELPNTIKA TTOPEL

Metad tnv eméupoon TOMoBETNONG KOXALOKOU €UPUTEUHATOC O aOBEeVNG
TIAPAPEVEL ALYEC LEPEG YLaL EVOOVOCOKOWELOKI VOONAELQ KL LETA EMLOTPEDEL OTO OTTLTL TOU
yla pia meplodo SU0 £wg Tecodpwy eBSOUASWY, WOTE va YIVEL EMOUAWGCN TWV TPOUMATWY.
META TV EMOUAWGN TOU TPAULATOC 0 A0BeVHG ETLOTPEDEL OTO LATPLKO KEVTPO WOTE VOl UTTEL
OTO TIPOYPAUO ATIOKATACTACNG OTO OMOLO TAPEXOVTAL UTNPECIEG e OKOTIO TNV ATOKOULON
yla tov aoBevr) Tou PeyioTou Twv SUVATOTHTWY TIOU TOPEXEL TO KOXALAKO gudUTeUpa. H
AELTOUPYLKOTNTA TNG AKOUOTLKAG 080U KABe aobevr| eival dtadopeTikr Kat yla To Adyo auTto,
0 HLKPOEMEeEEPYAOTAG OMALOG Ba TIPETEL VO TIPOYPAUATIZETAL £TOL WOTE VA TIAPEXEL NXOUG
mou Ba Tapldlouv otnv akon Tou acbevols. O MPOYPAUUATIONOG YIVETOL Amd TOV KALWVLKO
LOTPO HE TETOLO TPOTIO WOTE va. CUAAEYOVTAL KAl VA yivovTal avTIANTITEG LOVO ‘OKOUOTEC
OUXVOTNTEG KOL OUXVOTNTEG TOU aKOUyovtol QVveta amo KABe nAekTpodlo Tou
xpnotpormoleitat. Ma to Adyo autd o acBevr¢ kaBetal Simha og umoAoyLoTr amnod to onoio
OTEAVOVTOL ONUOTA OTOV MLKPOETEEEPYOOTH OUALAG KAl AmavTd OToV LATPO TOLoUG NXOUG

0KOUEL, TIoLoU¢ aoBavetal Suvatoug Kal ToLoug XapnAoug.

6.4.4. MpoypapHATIOHOG KOXALAKOU EMPUTEVLATOG

Mpwtebovoag onuaociag yla TNy £EEAEN TOU MEPLOTATLIKOU UETA TNV eUdUTELON
elval o mpoypoppatiopde tou KoyAlakoU epdutevpatog. H puBuion tou nAekTplkoU
epeblopotog péoa otov KoxAia oAAdlel avaloyo pe to meplpaliov mou PBploketal o
XPNotng, He to embupuntd GAcUO KoL TA XOPOKTNPLOTIKA TWV AKOUOTLKWY £peBlopdtwy. Thv
pUBULON aUTA MPEMEL va. £XEL TNV duvaTdTNTO Va TNV KAVEL 0 (810¢ 0 Xxpnotng. To aKoUOoTIKA
epeblopota vPnAng évtoong TPEMEL va TPOKAAOUV aKOUGOTIKO aiocBnpa uPnAdtepng
£vtaong, Xwpic Opwg va eivol evoxAnTikd Kot oL fxoL optAlog YopnAng £vtaong Ko
SLadpopeTikng GACUATIKAC avAAUGNC, TIPETEL VO TIPOKAAOUV OKOUOTIKO oioBnua xopunAng

gvtaong. EmBaMetal n puBuULon MopopETPpWY TOU amd tov acBevy Ssdopévou OTL TO
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XPNOoWo OSUVOUIKO €UPOG TOU NAEKTPLKOU ONUOTOC €lvol TIEPLOPLOPEVO KOl TIOLKIAAEL
avahoya pe Ta NAEKTPOSLA Kot Tov aoBevry. Me Puyoduoikég pebodouc, mpoablopiletal To
Xprowo Suvapko eUpog Kal n mAnpodopia autr anoBnkevetal PndLakd otov eNefepynotn
ToU AGyou.

JTNV MEPLMTWON MOV 0 XPRotng ival evAAlkag, n emMeffynon Kol n Kotovonon
™¢ aflag Tou MPOYPAUUATIOHOU KAl O TPOMOC HE TOV OTOolo UIMOPEL vor TO TIETUXEL €lval
OXETIKA €UKOAn ot avtiBeon pe Tt HKpA madld omou ocuvhBwg mapouoialovtal
nipofAnpata. Ot ladlkaoleg mou amaltolv TNV KPLon Tou XProTn Kol OL QTOVTHOEL OTO
epEBLOUA UMOpPEL val NV €XOUV TA ETUOUNTA ATIOTEAECUOTA KOL N CUVEPYACLa Tou maldlou

Mmopel va pnv elvatl tkavomolnTikr (BeAeypakng, 2002).
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7. Towvidwakn Oepancia Papnkoiog

7.1 Ewaywyn

H otopla tng yoviSiakng Beparmeiag fekivnoe tn Sekaetia Tou 1960 Kol TG OPXEG TNG
Odekaetiag Tou 1970, Otav oavamtuxbnkav YEVETIKA onuadepéva  KUTTapO KOl
XPNOLIOToLRBNKAV yLol TNV KOTOVONON TOU HNXAVIOUOU KUTTOPLKOU PETACXNUATIOMOU amd
oA oUG ¢dopeig L. H avamtuén pebodwv petaywyng pPeTPoiltkwv Popéwv Kal GAAWV
yoviblwv emétpePe TO QMOTEAEOMATIKEG Slopbwoelg dawvotimwy o IWIKA HOVTEAQ
(T.Friedmann, 1992). Metd amo QUTEC TLG ETULTUXNUEVEG LEAETECG, N yoviLdLaKn Bepamela €xet
edapuootel og MOANA Media TNV LATPLKI, ATIO TNV AVOAYEVVNON TWV VEUPLKWY KUTTAPWY £WG
NV avilkapkwikn Bepameio. KAWIKEG SoKIMEG He Xpron yovidlakng Bepameiag €xouv
Sle€ayxOel yla tn Beparmeia tng vooou Alzheimer (M.H.Tuszynski, et al, 2015), Tou Kapkivou
tou maykpéatog (L. Buscail, et al, 2015), twv puikwv nabnoswv ( J.Chen, et al,2016) &
(D.Bagger Sjoback,et al ,2015). Mo npdéodarta, yia mpwtn ¢opd otig HMA, o FDA evékplve Tn
xpnon yovidlakng Bepameiag yia tnv ofela AeudoPAaotikn) Asuyalpia. Qotoco, otn
Bepamneia TG anwAelag akong, n yovidlakr Oepameio MPEMEL va UTEPVLKNOEL TIOANG
EUMOSLa TTOU OXETI{OVTAL JE TA XAPAKTNPLOTLKA KOL TN aVOTOWLa TG SOUNRG TOU €0Ww OUG.

Ot ukot dpopeic pmopouv va ypnotpomnolnBolv yia thv mapadoon yovisiwv og Hkpod LopLo
Lkavo va puBpioel Tnv ékdpaon yovidiou og KUTTapa otoXoug otov KoxAla. Ot ukot dopeig
TIOU XPNOLUOTOLOUVTAL TILO CUXVA Yl TO OKOTIO ouTto eival o adevoiog (Adv) kot o
adevoouoyetilopevog L0¢ (AAV). AMoL uroyrdlol, OnMwg o petpoiog kot o dakoiog,
emAEXONKayv, aAAa Atav Ayotepo aodaleic kat amoteAsopoatikol (D.S.Anson, 2004). MNa
Xprnon oto auti, oL popeig¢ AAV MPOTLUWVTAL CUXVA AOYW TNG AoPAAELAC KL TNG ETUAEKTLKAG
Toug SpactnplotnTag yia Stddopoug TUOUG eEELSIKEVUEVWY KUTTAPWY 0To €0w ou¢ (Y.Shu,
et al, 2016) (J.Suzuki, et al, 2017). Ynapxouv 12 ¢opei¢ AAV pe S1ddpopouc o0pOTUTIOUS
(AAV1, AAV2, AAVS5, AAV6, AAV6.2, AAV7, AAVS, AAVY, rh.8, rh.10, rh.39 kat rh.43) kat
UTIAPXEL SLOPOPETIKOG KUTTAPLKOC OTOXOG Kal £L8LKOTNTA PeTafl twv opotunwy (Y.Shu, et
al, 2016). OL AAV1, AAV8 kat AAV9 £xouv deifel TNV LSlaitepn mpoTipunon Toug ota £0w
TPYXWTA KUTTOPO eVNALKWY TOVTIKWY Kal ot AAV2, AAVS kat rh.10 £xouv Seifel Tnv ldikn
TPOTIUNON TOUG OTA £€0W TPLXWTA KUTTAPA VEOYVWYV TOVIIKWY. EmutAéov, n Slavuopatiki
texvoloyla AAV eival afloonueiwta mponypévn Katd tn Stdpkela Twv tedeutaiwv dUo eTwy,
petaAdlovtag to AAV 10 yla va evioxuBel n amotedeopatikotnta kot N achaAela yia kabe
161k xpron tou AV. Eva Kalo mopddelypa ylo auto sivol to Anc80L65 mou eival éva

TIPOCOPUOCUEVO KOL EMAVAOTOTIKO Stavuopa AAV. H xprion autol tou dopéa yla T
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yoviSLakn dlavopr oto opyavo tou Corti gixe éva €alpeTikd amMOTEAECUA TIOU SElXVEL UKD
METAYWYH amd To £0Ww TPLXWTA KUTTOPA £WC TNV TEAEUTOLO OElpd TwV £EW TPLXWTWV
KUTTApWV Kal ekteivetal ota atBouoaia dpyava kabBwg Kal otov koxAia (kopudr mpog T
Baon) pe eAdyiotn (UG ota povipa kuttapa (J.Suzuki, et al, 2017) (L.D.Landegger, et al,
2017).

JTNV MAPAKATW ELKOVA ELOAYOUHE SU0 SLadOPETIKEC MPOCEYYIOELC yLlal TNV ATTOKATACGTACN A
Tnv mpootacia tng akong. H mpwtn gival n yovidiakn Bepaneia (Etkoveg 39(a) kat 39(B)),
otnv omoila wkol ¢opeig, siRNA 1 mapdpolol MOPAYOVIEG XPNOLMOTOLoUVTIAL Yyld v
puBuioouv el8IkA TNV €kPpacn Twv yovidiwv mou eival amapaitnta yLa tTnv avayevwnon n
Vv mpootacio Tou HC. Kat n deltepn mpooéyylon eival n Bepancio pe PAaotokiTrapa
(Ewova 39(y)), otnv omoia kuttapa wava va Stadopomnoinbouv oe HCs, onwg emaydpeva
nohuduvapa kuttapa (IPC) n euPpuika PAaoctokutrapa (ESCs), avaykalovral va

StadopomnoinBouv o HCs petd and €kBeon oe uneBUVOUC TAPAYOVTEG.

A viral vector B

viral vector

gene for
-] hearing protection gene lor

transdifforentiation

gene transduction

SC or fiat epithelium
(a) (b)

stem cells

(ESCs or IPCs)
penetation and migration
into epithelium

differentiation to hair cell
(©

Ewkova 39: Ocspareiec yovibiwv kat BAaotokuttdpwv yla tnv anwleta akonc. Ol ukoi @opeic mou
(PEPOUV Eva TMPOOTATEUTIKO yoviblo mapadibovralr otnv uyprn KolAotnta Tou KoyAla, Omou
SlauoAUVoUV T TPLYWTA KUTTOPO Kol TEALKX TpOOTATEUOUV TNV akon (a). H avayévvnon twv
TPLYWTWV KUTTAPWV EMITUYYAVETAL UE TN UETAYWYN TWV UTTOOTNPLKTIKWY KUTTAPWVY ToU Eemimedou
emINAiov xpnoLIOTOLWVTOC EVAV LLKO (POPEX TTIOU PEPEL VA aVaYEWNTLKO yovibio (b). 2tn Jepaneia
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ue BlaorokUtrapa, ta moAudUvaua BAacToKUTTAPA XOPNYoUVTAL OTNV YEUATN UE UYPO KoyAlokn
KOLAOTNTA KAl OTN OUVEXELX UETAVAOTEUOUV Kot SLetoduouv oto eninebo emtdnAo. Me tn Bondsia
napayoviwy avantuéng, autda ta kuttapa Ba Stagoporotndouv o€ KUTTAPO TOU UOLE{oUV UE TPLYWTA
kuttapa(c) (OHC: éw tpiywto kuttapo:IHC: éow Tpiywtod kuttapo, HCES: euBpuiko BAaotokuttapo
kot IPC: emtayouevo moAvduvapo kUTtapo).

H avakaAuvn tng napsppBoinc RNA (RNAI) n omoia eivatl ¢uowkn dtadikaoio katdppupng
TOU OTOXEUOWEVOU YeVETIKOU amoteAel evallakTikr) pEBodo ylo T pUBULON TNC YOVLOLOKNG
ékdpaong (D. D. Rao, et al, 1998). Yndpxouv dUo tumnoL popiou edappoyng RNAI, to pikpd
napepBaropevo RNA (siRNA) mou ouvtiBetal xnuika dikAwvo RNA (A.Fire, et al, 1998) kat
to short hairpin RNA (shRNA) mou Baociletal oe dopéa RNA (J.Y. Yu, et al, 2002). ApkeTEg
MEAETEC avadEpouv MPooTAcia EVAVTL WTOTOEKWY TIPOSBOAWV in vitro Kot ex vivo Je xprion
RNAi (S.J.Kim, et al, 2014). Napa tnv emutuyn Stapovr Tou RNA otov koxAia (N.Qishi, et al,
2013) (W.Qi, et al, 2014), OxL MOAAEC WEAETEC NTAV ETUTUXELS OTn MeTAdpacn Tou
OMOTEAEOUATOG Ot MEAETEG in vivo. OL TOMELG €peuvag TOU XPNOLUOTOLOUV YEVETLKNA
Bepamneia wkoUu ¢dopéa 1 RNAi UmoOpoUV va XWPLOTOUV OFf YEVETIKN ONMWAELD OKONG,
npootaocia akong kat avayévvnon HC. Mpoodata, ewonxbn n MO omMOTEAECUATIKA
YOVISLWHATLKA enegepyooia oTOXWV LE OUASOTMOLNUEVEG TAKTIKA SLOKEKOUUEVEG OUVTOLEG
niadwvdpopikég emavaAnetg (CRISPR)/ n texvoloyia voukhedonc 9 (Cas9) mou oxetiletal pe
CRISPR.

7.2 Tovidlakr Bepameia yla TNV YEVETIKA AMWAELQ OKONG.

O €Aeyxog, n Sldyvwon Kol n OMoKATAoTOON TNG YEVETIKAG OUYYEVOUC OMWAELOC OKONG
£xouv KaBlepwBei kaAd, mpog 6deloc Twv acbevwy Kat, ota mpooPePAnuéva matdld, Twv
yovilwv Touc. Me tn BonBela evog akouatikol Bapnkoiag Ko Tou KoXALOKOU eudUTEUUATOC,
ol 0.0Bgveig pe yevetikn ouyyevn Bapnkola pmopouv va Adpouv tTnv KatdAnAn eknaideuon
Kol ppovtida. Qotdoo, oL TpEXOUCEC SLaBEoLUeG CUOKEUEG Sev avamapdyouv MARPWS TV
moldTNTa ToUu NXOU TIou AapBAvetol amd To GUOLKO aUTL KoL T XPHon Tou NAEKTpLkoU
OUOTAMATOC. leveTikég PeTaANGéelg mou odnyolv ot AMWAELD aKONG Hmopolv Nén va
gleyxBoulv otn pATPA. ITNV WaVIKY TEPIMTWON, ULt YEVETIKY HeTAAAAEN Tou TtepthapBavel
OMWAELA 0KONG Ttou evTtomiletal mpLv amd tn yévvnon 6o avTlpeTwi{oTay avilkabloTwvTag
TO eAOTTWHATLKO yovidio pe yoviSiakn Bepameioa. Exel emteuxBetl mapadoon yovidiou otn
uNTpo og {Wol Kol OPLOREVEC LEAETEG £xoUV Seifel OTL emuteUxOnke Oepameia. H pedouktdon

tou oouldofeldiov g pebelovivng B3 (MsrB3) eival pla onpaviiky mpwrteivn ya tnv
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OKOUOTIKN Aeltoupyila tTwv BnAaotikwv. H g€avtAnon tng odnyel otov eKPUALOUO TwvV
OTEPEOKUALKWY SeOUWV Kal oto Bdvato tou HC, pe anotéleoua coPfapr) GUYYEVAG AMWAELD
akong. Mapadoaon tou yovidiou MsrB3 pe xprion w0 AAV aneuBeiag otn Asttoupyla g
wtokvotng E12/5 Stéowaoe tn Asttoupyia TnG koS Hetd tn yévvnon (M.A. Kim, et al, 2016).
Mia amd TIC KOLVEG YOVIOLOKEG HETAAMALELG TTOU oXeTI{ovTal PE TNV OVOPWIILVN YEVETLKNA
anmwAsLa akong mepthapBavel tnv npwrteivn GJB2, n omoia KwdLkomolel T ouvdeon NG 26,
gL TIPWTELVN TIOU ETUTPETIEL TNV AVOKUKAWGON TOEWKWY UALKWY OMWC To KAALo. H éAAeldn
oUVOEDNG €XEL WC QMOTEAECHA TN CUCCWPEUCN KAAlOU 0TO EEWKUTTAPLO UYPO KAL CUVETWG
™ Melwon Ttou evBokoYAlkoU OSuvapkoU, TpokoAwvtag TeAkd PBAABn NG akong.
Xpnotgormolwvtag éva {wikd HoviéAo TnG HetdAhagng GJB2, ol Yu et al. pndpecav va
QTOKATOOTAOO0UV TNV €€aviAnpévn olvdeon Me yevetikn Bepanceia (Q.Yu, et al, 2014).
Qot000, N Aettoupyla TNG OKONG TIAPEUELVE KOKH, YEYOVOC TTOU amESELEE TNV aVAYKN YLO TILO
€ykalpn mopéupaon. Mpayuatt, n mpwipn napeuPacn os évav popéa AAV mou dEpel to
VEVETIKA MPeTalaypévo Toviikt Gjb2, mpwv amd tnv évapén tng PAAPNG, emétpede Tt
Statrpnon tng akong (T.lizuka, et al, 2015). Ta anoteAéouata AUTHG TNG LEAETNG £6eL€av OTL
autn n UeTaMaén mpokaAel amwAsla TNG akong HEow SladopeTikwy MaboducloloyLkwy
MNXOVIOHWY. MeAETEG GAAWVYV TUNUATWY TOU E0WTEPIKOU QUTLOU, OUYKEKPLUEVA OTO
atBouaoaio 6pyavo, £6eL€av OTL N anwAeLa TNG oUVEeonG 26 dev emnpedlel Tn Asttoupyia TG
Looppormiag pe tn MeTdAaén GJB2 (M. Y. Lee, et al, 2015). Emopévwg, Umopel va umapyet
£VOG aVTLOTABULOTIKOG UNXAVIOUOC yia To alBoucaio dpyavo, n Sltacadnvion tou omoiou
umopet va cupPAAeL otn Beparelo auTol TOU TILO CUVNBLOUEVOU TUTIOU OMWAELOG OLKONG.

Ta movtikla pe petaAlagelg VGLUT3 otepolvtal vesicular petadopEéwv yAoutaulkou Kot
TapoucLlalouv anmwAsla akong Adyw SLoTapayUeévnG CUVATTTLKAG petadoonc. Meléteg oe
oavBpwrmoug mpoTelvay OTL oL missense PeTOAAAEELS oTo avBpwTivo yovidlo SLC17A8 (mou
kwdwormolel to VGLUT3) oxetilovtal pe tnv MPOoOSEUTIKN AMWAELX OKONG Ot UYPNAEG
ouxvotnteg F2, onwc napatnpeitat otnv DFNA2 petdMhagn. e éva {wikd HLOVTEAO AKONG
Tou oxetiletal pe petdAoén VGLUT3, n LoToAoyLKN Kal AELTOUPYLKI QVAKTNON TNG OKONG
emuteXOnke otav xopnyndnke yovidiakr Bepameia pe xprion AAV mplv and tnv wplpovon
™¢ okouoTkng Asttoupyiag (O.Akil, et al, 2012). Mapduolo QMOTEAECUO YOVISLOKAG
Beparmneiag mou Seiyvel avaktnon dalvotumou pe mapddoon yoviSiou XpnoLUOTIOLWVTAG
dopéa AAV mopatnpnBbnke os {wiko povtélo yla To ouvSpopo Usher (R.Geng, et al, 2017)
KOLL TN YEVETIKN OMWAELO OKONC TIou oxetiletal pe to avOpwrivo DFNB7/11 katl to DFNA36
(C. Askew, et al, 2015). H mpoodatn xprion tou mponyuévou cuvBetikol AAV (Anc80L65)

elxe w¢ amotéAeopa tn dtdowaon tou dawvotumou amo tn petaMlaén Ushl (J. Miann’e, et al,
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2016). Auta Ta TOAAG umooxOueva amoteAféopata  (Mivakoag 5) umoSnAwvouv TIg
duvatdtnteg NG yovidlakng Bepameiag oe aoBevelc Ue YEVETIKN AMWAELX aKONG, OtV N
HETAANAEN Kol TO EMIBANOUEVO AELTOUPYLKO TNG EAAELUUA ElvOL KAAQ XOPAKTNPLOUEVA KOl
gudav. Me tnv aufavOopEVN YVWOoN TNC YEVETLKAG TNG AMWAELAG AKONC, N KAWVIKN epappoyn

NG yovidlakng Bepameiag pmopet va pnv eivat pokpuvn.

Nivakag 5: MeAéteg o€ {wa TOU XPNOLUOTIOLOUV YOVIOLUKEG TEPATIELES YLa UIOVTEAOD YEVETIKIG

ATTWAELAC OKOI]C.
Year Country Vector Gene Animal Reference
00 Us AAV VGLUT3 oRse Akil etal
(premature)
. mouse
2014 Us AAV Gjb2 nad Yuetal,
g mouse .
2015 Japan AAV Gjb2 fafore A rerature) Tizuka et al.
mouse
2015 uUs AAV TMCI i) Askewet al.
2016 South Korea AAV MsrB3 S Kim et al
(in utero)
2017 Us AAV USH3 mae Gengetal.
(premature)
2017 Us ARV USHIC Mose Panetal
(premature)

7.3 Fovidlakn Bepaneia ywa tn dtatripnon tng akong

2tn olyxpovn Kowwvia, n wtotoflkn €kBeon, ylo mapdadelypa, oe apvoyAukooideg Kat
olomAativn, KaBwg KAl n aKoUOoTIK UTtepEkBeon, eival Kowog tomog. Av kal moMlol
dappakoloyikol mapdyovteg £xouv SlepeuvnBel, kavévag dev dailvetal va sival KAVIKA
XPNOLUOC YLl TNV MPOANYN TNG WTOTOEKOTNTAG. To MAEOVEKTNUA TN YOVISLOKAG Beparmeiag
£VavTtl Twv GOPUAKOAOYIKWY TIPOCEYYIOEWV £lval N mopoteTapévn €kdpacn Tou yovidiou
Kal, W¢ €K TOUTou, Tou Oeparmeutikol Tapdyovta. To coPfapd HELOVEKTNUO €ival n
ovamnodeuktn PAABN Twv 0LOONTNPELAKWY KUTTAPWVY KATA TN SLAPKELX TNG XELPOUPYLKNG
Sladikaciog. Mpoodateg PeAETEC TTOU XpnolpomoloUv keva AAV ¢opeic oe koyAtakd HCs
katedelEav tnv mbav acddAsia ¢ Sadikooiag, oA amaltoUVToL aKOUN TEPALTEPW
UEAETEG pe paypaTikoUC dopeic mou hEpouv To amaltolevo yovidio.

Ta popla emSEIKVUOUV TIPOOTATEUTLKA OMOTEAEOUATA EVOVTL TWV apLvoyAukooibwv otav
XopnyoUHeveg amo Ti¢ yovidlakeég Bepameiec sival ol veupotpodiveg (A. K. Wise, et al, 2010),
blc2 (S. C. Pfannenstiel, et al, 2009), Hsp70 (Y.Takada, et al, 2014) kot n umepoeldikn

Slopoutdon 1 (K. Kawamoto, et al, 2004), 6Aa autd mou avédvouv tnv emPBiwon twv HCs.
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Ma tnv mpootacia amd TNV WTOTOEKOTNTA TNG OLoTAATIvVNG, TNV UmEpEKkdpacn tou X
ouUVOESEUEVOU aVAOTOAEQ TNE ATIOTTWONG, TO TAPodLKO Suvapko urtodoxea vanilloid 1, kot
to STAT péow yovidlakng Bepanceiag amodeixBnkav amoteAeopatikad (H.Jie, et al, 2015)
(Mivakag 6). AvtiBeta, mapd TNV UPNAOTEPN ETIMTWON TOU KOL TLC OLKOVOILKEG GUVETIELEG,
uTipée ULKPR emLTUXio otnv TPOANYN NG AMWAELOG OKONG TIOU TIPOKAAELTAL Ao TNV
OKOUOTIKN UTtepEkBean. H veupotpodivn 3 (M.Y.Lee, et al, 2016), ue duvatdotnta enihuong
TN ouvamtondBelag mou nmpokaAsitol ano unepdiléyepon, lowg sivatl umoPndLa, aAAG oL pn
enepPartikég pEBodoL yla tn xopriynon tou yovidiou Nt3 otov koyAla mpwv amo tnv
OKOUOTLKN WTOTOELKOTNTA Ba TpETeL va SlepeuvnBouv TipLv amo tn Slefaywyr) EKTETOUEVWY
peAetwy yovidlakng Bepameiag. Mpdodata, n avaotoAn tng evepyomolnpévng pe AMP
npwteivkivaong (AMPK) amnod to siRNA £6elfe mpootateuTikr] §pAon €vavtl TG AKOUGCTIKAG
unepékBeong oe movtikia (K.Hill, et al, 2016), mpoteivovtag Tov eVAANAKTIKO OTOXO yLO

BepaTEeUTLKN TIPOCEYYLON.

Mivakag 6: MeAéteg {wwV OV XpNOLUOTOLOUV YEVETIKEG TEpATELEC yLa TNV TTpooTA it TNG AKONC (1 TN

SLatrpnon e akong).

Year Country  Vector Ototoxic insults Gene Animal Reference

1999 Us Adv Aminoglycoside GDNF Guinea pig Yagi etal.

2004 Us Adv Aminoglycoside S0DI Guinea pig Kawamoto et al.

2006 Us AAV Cisplatin XIAP rat Cooper et al.

2008 Japan/China ~ AAV Aminoglycoside GDNF rat Lietal

2008 Us sIRNA Cisplatin TRPVI and NOx3 rat Mukherjea et al.

2009 Us AAV Aminoglycoside Bel2 i Plannenstiel et al.
(mature)

200 Australia Adv Aminoglycoside (NT3 and BDNF) Guinea pig Wise et al.

2015 Us Adv Aminoglycoside Hsp70 Guinea pig Takada et al.

2016 Chim  AAV Cisplatin XIAP e e etal,
(mature)

2016 Us SIRNA ~ Acoustic overexposure AMPK i Hill et al.
(mature)

Adv: adenovirus; AAV: adenoassociated virus; GDNF: glial cell derived neurotrophic factor; SOD: superoxide dismutase; XIAP: X-linked inhibitor of apoptosis;
TRPVI: Transient Receptor Potential Cation Channel Subfamily V Member 1; NOx3: NADPH Oxidase 3; NT3: neurotrophin 3; BDNF: brain derived
neurotrophic factor; Hsp70: heat shock protein 70; AMPK: AMP-activated protein kinase.
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7.4 Fovidlakn Oepaneia yia tTnv avayEvvnon Twv TPLXWTWV KUTTApWY

TNV €peuva ToUu £0W OUG, O TEALKOG OTOXOG elval n avayévvnon twv HC. Ze avtiBeon pe
GA\a emBnAlaka KUTTOPO, TO OTOlOl CUVEXWG UETATPEMOVTOL Kal avtikadiotavtal HOALC
xaBouv 1 kataotpadouv, ta HCs TOU KOYAlD TwWv OnAACTIKWV S8V AVOYEVVWVTAL
OewpnTIKA, uTtapYouv SUOo TPOTOL Lo va e€avaykaoTtel n avayevvnon HC: mpokaAwvtag gite
TOV TTOAAQTTAQOLOOUO TOU aKouoTlkoU emiBnAiou eite tnv apeon petadiadopomnoinon Twv
KUTtapwv SCs oe HCs. Xpnolgomowwviag Slayovidlakd Tovtikia mou otepouvtal P27
kuttapa (S.Kanzaki, et al, 2006) 1 Rb1 (C.Sage, et al, 2005), mapatnpndnkav mpochata
SnULoupynUéva TPLXWTA KUTTAPA KAl 0 TOAAQTAQGLAOMOG TwV SC, aAla Sev nTav ocadEg eav
To KUTTOPa ATV Asttoupykd. H Siadladopomoinon, Katd Tnv omola €vag KUTTAPLKOG
dALVOTUTIOC LETATPETETAL QO TO €val 0TO AAAO, €xelL meplypadel otn PBaoikn OnAn twv
ntnvwv (B.M.Ryalsand, E.W.Rubel, 1988), oto aiBoucaio alobntrplo cuotnua (A.Forge, et
al, 1993) kat otn petamAacio Tou Barrett (J.M.W.Slack, et al, 2010). Mpaypatonolnbnke
gTuTUXNG avayévwnon HC eKUETAAAEUOLEVOL TO KUTTOPLKO SUVOHLKO yia Stadladopormoinon.
Ma mapdadelypa, o KOG popeag xpnoLuomnolnonke yla tnv unepékdpaon Atohl, éva yovidlo
mou eival Bepehwdeg otnv avamrtuélakny dadopomnoinon twv HCs. Exktoma HCs AndpBnkav
mBavwe dnutoupyoleva amo tn petadiadopomnoinon anod SCs (K. Kawamoto, et al, 2003) )
amd TNV avaoToAn Twv yovidiwv mou kwdikomolovv SC. H dtadtadopomnoinon tou SC og HC
TMPOKANONKe emiong XPNOLUOMOLWVTOC £vav aVOOTOAEQ TNG Y-OSEKPETAONG, Yld TOV
OMOKAELOUO TG onpatodotnong Notch eykomng (K.Mizutari, et al, 2013). Mwa cuvSuaopévn
nipooéyylon odnynoe emniong oe avayévvnon HC (P.J.Atkinson, et al, 2014). ZuvoAlkd, autd
ta eupnuata (Mivakag 7) €6el€av oOtL, Slapopdpwvovtag OUYKEKPLUEVA yovidla, N
avayévvnon HC pmopet va eival duvartr). Qotdco, aUTH N MPOCEYYLON TPEMEL MPWTA VAl

BeAtiotomnownBel mpLv edpappootel KAVIKA o€ kKwdoug aobeveic.

Mivakag 7: MeAéteg o€ {Wa TTOU XPNOLUOTIOLOUV YEVETIKEG JEPATIELEC LA TNV AVAYEWN TN KOXALAKWY
TPLYWTWV KUTTAPWV

Year Country Vector Gene Anial Reference
2003 Iy Adv MATHI Guinea pig Kawamoto ¢t al
04 Australia AV ATOH! Guinea pig Atkinson et a,

Adv. adenovirus; AAV: adenoassociated virus S gamma secretase nhibitor; GS1: gamm secretase inhibitor
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7.5 CRISPR/Cas9 yia Epguva AKorG

AuTn n Tmpoogyylon €xel oxedlootel pe BAON TOV MPOOTOTEUTIKO UNXAVIOUO Baktnpiwv
£VaVTL TNG LoyevoUG AoipwéNG Kol amoteAel TV 1o POodATN KAl TIPOXWPNHUEVN OO TLG
TPELC TIPOYPOAUUATI{OUEVEG VOUKAEATEG TIPOCOPLLOCHEVEC YLOL TN NXOVIKI) TOU YOVISLWHATOC
(B. Zou, et al, 2015) . Me ta Aeovektpata (amAdg oxedLaouodg Kot ALlyOTEPO ATOTEAEGUATA
£KTOC OTOXOU) 0 oX£0n UE TponyoUleveg HeBodoug pubuionc yovidiwv omwe to RNAI kal
AQAAEG TIPOYPAUUATIIOUEVEG VOUKAEAODEG, N XPrION QUTHG TNG TEXVLKAG auéavetal paydaia oto
nedlo NG €peuvag tng akong. Ol mpoodates epapUOYES ETUKEVIpWVYOVTAL 0T Snuloupyla
Slayovidlakwy TIOVIIKLWY yla T povieAomoinon tng avlpwrivng anwAeiag akong (R.
Rathinam, et al, 2018) xpNOLLOTIOLWVTAC TNV TEXVIKA TIOU &V KATAVAAWVEL XpOVO Kal glval
EVTATIKN EPYAOCLO O€ CUYKPLON HE TG MTAPASOoLOKEG HeBOSoUC. AOKLUEG yia T SleukdAuvon
™m¢ edapuoyng Bepameutikic Stapovng yovidiwv Sie€ayovtal oe {wilkd povtéAa. H
anoteAeopatiky Slakomn NG €kdpaong GFP (3 omoloudnmote peAAovrtikoU yovidiou
OTOXOU) ETUTEUXONKE XPNOLUOTMOLWVTAG Hlo TPOTIOTOIiNon TOU TPEXOVTOG CUOCTAHATOC
CRISPR/Cas9 (J.A.Zuris, et al, 2014). EmutAéov, n avaBoAn TNC QAMWAELAG QKONG TIOU
oxetiletal pe TNV nAkia avadépbnke o cuvdUACUO e TNV KateuBuvopevn amd opoAoyla
TEXVLKN €TUSL0pOWONC 0 HOVIEAO TOVTLKOU e Tpomomoinon tou mbavol yovidiou (J.
Miann’e, et al, 2016). H Bepamneutiki epapuoyn yla Kupiapxn cuvdpouLkn dlatapaxr onwg
To oUvdpopo Usher Ba Atav pia koA umodridla acBévela yla tnv texvoroyia CRISPR/cas9,
KoBw¢ armattel amoteAeopaTiky enefepyacia YovISLWHUOTOG yla TO Heydlo péyeBog
yovidLakng petdMhagng mou Sivel Alydtepeg sukatpieg yLa yovidiakn Beparmeia AAV. Qotooo,
g€akoAouBoUV va UTIAPYOUV OPLOUEVEC TIPOKANCELC yla TNV AUECn €dapuoyr OUTHE TNG
TEXVIKAC yla KAWLKA XpAon, Onmw¢ n amaitnon &vog potifou mpookeipevou oe
npwrtoditdotnua (PAM) Sebopévou otL n enefepyaoia eival Suvatr povo oto onueio omou
1o Cas9 avayvwpileL to PAM (B. Zou, et al, 2015) . Qotdoo, n taxeia texvoloyLkn mpoodog ta
televtaia xpovia €xel Selel peydAn umooxeon yla TNV AVATTUEN VEWV TUTTWY Bepamelwy yla

Suoemiluteg aobéveleg OTWCE N veupoaloOnTApLa AMWAELO OKONC.

7.6 MNpoontikég Kal SUOKOALEG TOU cuvavtd n yovidiakr) Ospansia

Ta teleutaia xpovia n mpoooxn kot to evdladépov £xouv otpadel Tpog otn
810pbwon NG yevetkng BAABNG, mou mpokaAsital amd kAnpovoulky HeTAAAaln, pEéow

voviblakng Oepameiag. H yovidiakn Beparmeia, Seixvel va sival moAG umooyopevn amd Tig
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UEAETEG IOV €X0OUV Yivel MAvw ot melpapatolwa Kot 16iwg n £€veon ota OTNPLKTIKA KUTTAPO
Tou yovidiou Atohl mou eival puBulotig KuttaplkoU KUkAou kal Stadopomnoinong,
TIPOAYOVTOC TNV OVAYEVVNON TwV TplYwItwv Kuttapwv (Czajkowski A, et al, 2019). Itnv
nepimtwon tn¢ Bapnkoiag, emMeldr To £0w 0UG, OTWC Kal 0 opOBAAUSC, ival eUKoAa TpooLTa
yla yoviSlakn Bepareia, UMOPEL va UTTAPXOUV TIPOOTITIKEG. ADETEPOU OUWG, UTIAPXOUV Kol
UEPLKEG ONUAVTLKEG SUOKOALEC, SnNAadr eumodia PeTaly oToOxXou Kal HEoOU TG Bepameiag
OMwWC O oalpatohaBupvOikog ¢paypog mou OSev  elval TOCO AMALTNTIKOG 600 O
aLpaToeyKeDAAKOG Ppaypog, oaAAd epmodilel tn Slavoun peydAwv popilwv, Omwg lvatl ot
dopeig-lol mou YpnoLUoTOLOUVTAL YL VO HETOKLWVANOOUV TO $pUOLOAOYLKO yovidlo ota
KUTTOPA TOU €0Ww WTOC. ATO TN pia mMAeupd autd Bewpeltal epumddlo, aAAd and tnv AAAn
Mmopel va amoteAel kal mpotépnpa , adou o alpatoAaBuplvBikog dpayuoc, BEtel opla otn
KOTAVOUN Tou dopéa £Ew amd TNV MePLOX TOU €XOUUE BAAEL OTOXO KAl WC €K TOUTOU
ghayLotomnolel MBaVEG CUVETIELEG TOELKOTNTOG TTIOU UTMOPEL VA TAPOUCLAGTOUV OO TN TEXVIKN

autn (Ahmed H, et al, 2017).

7.7 060l xopriynong oto 6pyovo otoxo

Yndpyxouv molkideg ool amd TIg omoleg Ba pmopolos va yivel n xoprynon tng
yoviblakng Bepamneiag oto opyavo otdxo. H pio 0606¢ eival éveon péoa oto MepAeUPLKO
XWpo, arod TNV oTpoyyulAn Bupida f amd tov omicBLo NLKUKALO CWANVO Kal EVeon PEoA Ao
KoxAlootopla péoa otnv Tupmaviki KAlpaka i otnv atBouocaia. Exouv mpotabel kat aAAot
TpoMoL Tou Uropel va SLavEPOUV ToUG BepameuTIKOUC TAPAYOVIEG HECW EVECNG MEXPL KOl
OE TO HaKpa Opyava péoa oto £ow oU¢ (Ahmed H, et al, 2017). Me éveon otov
eVOOAEUPLKO OAKO KOl HECW KOYALOOTOMLOC OTn peoaio KAlpako n katavour tou dopéa
elval eupeia, aAAG €XeL TO HELOVEKTNUA OTL pmopel va Slatopdel To SUVAULKO EVEPYELOC
ovVAUEcO oTtov eVOOAEPIKO Kol TEPIAEUPLKO XWPO KAl OUTO VO TIPOKAAECEL KUTTAPLKO
Bavarto. Emiong, oL pikpodovnoeLg mou TpokoAoUVTaL Otd TO OXNUATLOMO OTC OTNV WTLKN
kapa, yla va petadepBel 0 1OG eVTOC TOU £0W WTOG, UMOPEL VO OXNUATACOUV LNXAVLKEC
SlLOTapayEC UE OPVNTLKEG CUVETELEC oTNV &N uTtdpxouoa eANaTwUpaTikh akon (Czajkowski
A, et al, 2019). O tpomog Stavoung tou dopéa tou duactohoyikol alknAopopdou s€aptdrtal
and tnv mpwTteivn mou embupel va dTdel kKaveig kol os mold KUTTapo ekdpdaletal. MNa
Mapadelypa, otnv nepimtwon ¢ PetdAaéng oto yovidio KCNQ1 xpelaletal £vecn otov

eVOOAEUPLKO XWPO, UE OTOXO TNV TIEPLOXN TNG oyyeELWwdoug tatviag. Adetépou, av 0 oTdXog
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glval ta veuplkd kOTTapo tou onelpoeldolg yayyAlou Ba ntav avaykaia n €veon otov

niepAepudLko xwpo (Ahmed H, et al, 2017).
7.8 Dopeic yovidlakng Bepamnseiog Kol MEPLOXEG SLAVOUNG
Jtnv ewkova 40 eudavidovtar peplkol amd toug dopei¢ mou duvartal va

XPNOLLomoLlnBoUV yLO. GUYKEKPLUEVEC TIEPLOXEG TOU £0W WTOG, KABWCE Kot n 060¢ mpocBaong

KoL SLOVOMAG Tou PpopEa auToU.

Posterior
Semicircular Canal
Anc80-GFP

Cochleostomy
Exo-AAV-GFP

Round Window
AAV2-GFP

Cochleostomy
AAVE-GFP

Ewkova 40: EriAeyuévol popeic yovidlakic Beparmeiac kat MEPLOYEC SLAVOUNG E0W WTOG

OL dopeic mou xpnotluomololvTal yla tn HeTadopd YeVETIKOU UALKOU PECO Of
LOTOUC Kol KUTTapa ouvABweg £X0UV TNV LKOVOTNTO TNC QUTOVOUNG OvTlypadrng OmwG ol
adevoiol, evw €xouv petatpomnonotnBel Ue TETOLO TPOMO TOU VA [N TPOKAAECOUV KATIOL
TIPEVEPYELO. OTOV OPYOVLIOHO. AUTO KATOPOWVETAL UE UEPLKN HETATPOTI] TOU YEVETIKOU
UALKOU TOU LoU 1} akopo Kot oAk adaipeon tou, evw xpnolporoleital Bepameutikd DNA
péoa oe éva uko kaiblo. MeydAn onuaocia €xel n emloyn tou KoatdAAnAou dopéa
ovaAOyw¢ Tou opydavou otoxo, wote n yovidiakn Beparmeia va amoPel anoteAeopatikr. H
HeTadOPA TOU YEVETIKOU UALKOU OTO £0Ww QUTL €XEL eMITEVXOEL KUPLWC HEOW LKWV HOPEWV.

Ou abevoiol (ADV), o 0¢ Lenti (Lenti virus vector, LV),ot Lol Tou £pmnta (HSV) ,
KaBw¢ Kat o 10¢ Sendai (Sendai virus vector, SV), eloayovtal Ye TPOAUUOTLKO TPOTO LE £VEDN

otn otpoyyuAn Bupida kat SLooAUVOUV TA HECEYXUUATIKA KUTTAPQ OTn Heoaio i otnv
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Tupmavikn kKAlpaka. AvtlBétwg, ol dopeic oxetlopevol pe adevoiolg AAV pmopouv Kal
SLaUOAUVOUV ATPAUPATLIKA SLamepvwVTaC TNV HEUBpavn tng otpoyyuAng Bupidog, xwpig
Avolypa omng, £€va cUVOAO OO KOTNYOPLEC KUTTAPWY TOU £0W WTOG, OMWE £0W Kol £Ew
TPYWTA KOTTOpQ, KUTTapa OTELPOELS0oUG yayyAlou , UE TO TEPLOPLOUO OTL Umopouv va
petadépouv povo peExpt 5,2 kb yevetkd uAikd (Czajkowski A, et al, 2019). 'Exouv
xpnowuornotnBel adevoiol (ADV) yia va petadepBouv yovidia, omwe n B-yalaktlidbaon Kat
KOKKN ¢Bopilovoca mpwteivn, OmMw¢ Kol yovidia umevBuva yla TV Topaywyn
veupotpodikol mapayovta GDNF otnv atBoucaia kat Tupmavikr kAtpaka. Ou Sidpeool
Eeviotég oxetilopevol pe adevoio AAV tumol 1/2/6/8 kat o ouvOetikog tumog AAV , o
umotunog Anc80L65, SLaOAUVOUV TILO OMOTEAECHUATIKA TO €0W OUG. ZUYKEKPLUEVA, EXEL
SlevepynBel emtuxng petadopd tou yovidiou USH1c mou kwdikomolel tnv mpwrteivn
harmonin oe movtikia pe ouvdpopo Usher amd AAV2 kat Anc80L65 yla tn Bepameia tng
Bapnkolog Kal Ta AmoTeAECHATA ATAV TIOAU LKAVOTIOLNTLKA: TOL TIOVTIKLOL AVEKTNOAV oxXeSOV
TARPWCE TNV OKOUOTLKN TOUG LKAVOTNTA, oXeS0v 000 Ta aypiou tumou movtikia (~90%). Ot
AAV2/8 ypnowomotibnkav ya va petadépouv to yovidlo umelBuvo yla TNV TPWTEivn
whirlin ota TpLYWTA KUTTAPA KAl AMOKATACTABNKE N AslToupyla Twv €0w aAld OXL TwV €Ew
TPLXWTWV KUTTApWV. AAAN mepintwon petadopdg yovidiou pe adevoid AAV eival to TMC1,
OTOU N OKOUOTLKN LKOVOTNTO armokataotddnke pepkwg (Carpena Nathanial T & Lee Min

Young, 2018).

7.9 Kittapa - otoxo¢ tng yovidiakng Oepameiag

Avadoplkd pe Ta KUTTapa-oToXoG TNG yovidlakng Bepameiag, Ta TpLXWTA KUTTAPA
elval oto emikevtpo tou evdladEpovtog kal Mpoooxng, adol MAavw amd to 50% Twv
petaA\Géewv mou TpokadoUV kKAnpovoulkn Bapnkoila ekdpdlovral ota KUTTOpO auTd. Ta
otepeocilia  (hair bundle) sival to Mo eUBPAUVOTO TUAUA TWV KUTTAPWY QUTWV KOL TIOU
eMnpealetol Lo cuxva. Empokeltal yia pia Sopn mou mailel oucLlacTikd poOAO OTNV EMAywyn
unxovikwv epeblopdatwv otn Stadikaocia ANPng evog onupatoc. MoMéc mpwrteiveg mou
amotedolv Soulkd UALKA Twv otepeoctMiwv mpogpyovtal and yovidia mou mailouv polo
otnv ekénAwon PBapnkoiag. M'auto Kat n yovidiakr Bepaméla eival emrTuyng o HOVTEAQ
nelpapatolwwy. Napadeiypata tétolwv yovidiwv amoteAdolv ta TMHS, TMC1, TMC2, KA.
Av Kal Ta TpwTta KuTtapa dev moAAammAacLdlovtal HETA TNV OMOKATAOTOON, WOTO00 £XEL
onpelwOel peydAn mpoodoc oe oxéon pe TNV avokaluyn KatdAAnAwv ¢opéwv mou

OTOXEVUOUV OTA £0W OTWCE Kol 0Ta £€W TPLXWTA KUTTAPA KATA URKOC Tou KOXAla .
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H ayyewwdng tatvia mou BplokeTol MAEUPLKA 0T Heoaia KALpaKka amoTeAel pol GAAN
TiepLOXn OTOX0 TNG yovidlakng Bepameiag. Auth amoteleital amo Tpela SLopopPETKA
KUTTOPLKA €16N: Ta oplaka, Ta evllapeca Kal Ta Baotkd KUTTapa pall Ye To KUTTOpa TOU
evbobnAiou twv Tpryoeldwv ayysiwv. O poAog toug oOxetileTal He TV TApAywyn Kot
Slatipnon Twv UYPNAWYV OCUYKEVIPWOEWY LOVTWY KaAlou otov eVOOAEUPLKO YWPO TNG
peoalag KALHaKaG Kal Tnv dtatripnon tou duvautkol eveépyelag otnv evboAepudo katd 80 pe
120mV GUYKPLTIKA UE ToV TIEPIAEUPLKO XwWPo. Kot oL SU0 aUTEC EVEPYELEG elval avayKaieg yLa
™ 0pOn Asttoupyia Tou €0w WTOG. Me autd avtlhapBAavetal Kavelg OTL PETAAAEELS o€
yovidla mou edpalovtal otnv ayyeLwdn tawvia Kal Tou €X0UV OXECON HE TN CUYKEVIPWON TWV
LOVTWV KoAlou, pmopoUv va mpokaAécouv Bapnkoia. Tétolou eiboug mapadelypata
amoteAdolV T OUTOOWHLKA UTIOAELmOpeva  oUvbpopa Jervell Lange-Nielsen, mou
nmipokaAouvtal ano pHetaldatelg twv yovidiwv KCNQL kat KCNE1 avtiotowa. Ta yovidia
auta evtomnilovtal ota opLaKA KUTTapa TNG ayyslwdoug tawviag. Epeuveg kol pHeAETEC TIOU
€xouv yivel (Ahmed H, et al, 2017) (Carpena Nathanial T & Lee Min Young, 2018) £dsL&av OTL
n yovidiakn Bepaneia NTav enttuyng o movtikia ou dev téBetav To yovidio KCNQI.

2tn Asttoupyia NG akong mailouv MOAU ONUAVIIKO POAO €MIONG TA OTNPLKTLKA
KUTTapa TmpoodEpovtag umootnPEn oto emBnAlo KAl oTa TPLWTIA KUTTOpO Kol
oUVTNPWVTAG £T0L €va AELTOUpylkO TeplBalov yla Ta kUTtapa autd. Eva  kuplo
XOPAKTNPLOTIKO TWV KUTTAPWY OUTWV Elval OTL €MIKOWVWVOUV He SLOAUAOUG LOVTWVY (gap
junctions). Ot mpwrteiveg mou oxnuatilouv Ta KAvAALd LOVIWY HETOEY TWV KUTTAPWY OUTWV
elval mpwteiveg TNG olkoyévelag Tng kovvelivng. H kovveivn 26, omwg £xel mpoavadepOei,
glval n Baokn mpwteivn mou mapouolalel PeTaAldelg otnv TAseloPndlo TwV MEPUTTWOEWV
Bapnkolog. ZUpudwva pe Tt HeTAMNagn mou £xel oupPei, umopel va mpokAnBouv Kot
OUTOOWWLKA eTkpateilc mabnoslg. Nelpapata mou die€nybnoav (Ahmed H, et al, 2017)
(Carpena Nathanial T & Lee Min Young, 2018) (Kanzaki Sho., 2018) (Lee MN, Park YH., 2018),
anédeléav OtL movtikla o mopoucialav Bapnkoia Adyw tng ENAewdng tou yovidiou GIB2
UrmopoUoay Vo aIOKATAOTAOOoUV TNV OKOK Toug Pe yovidlokn Bepameio GpuoLoAoyikwy
oAANAGpopdwV Tou yovidiou autou Staptéoou dopéwv AAV5 (Kanzaki Sho., 2018) (Lee MN,
Park YH., 2018).

TENOG, KOl OL VEUPWVEC TOU OTEeLpoeldoug yayyAiou dUvatal va UTIApXoUV OTOXO
yvoviSlakng Beparmeiag kol vo QvaKTAOOUV Tn AslToupyld TOUC €LOAYOVIAC OF QUTOUC
Baolkoug auvéntikolg mapayovteg (Ahmed H, et al, 2017).

OL péxpL onuepo €psuveg otn yovidlakr Beparmeia amodeikviouv OtL n puéBodog

ouTn, UIopel va ouvteAéoel TNV MPwTn Hopdrn aAnbwrg Beparmeiag ya tn Bapnkola ylo ta
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enopeva xpovia. Mplv  Opweg epopuocBei, Ba mpemel va emepootolv KAmola Boolka
EUMOSLO TTOU TTOPAKWAUOUV TN XpNon Twv uKwv Gopéwv otn Stadikacia autr. Evw o 1og-
dopéag pmopel va peTadpEpeL TO MBUUNTO YOVISLO OTO KUTTAPO-0TOXO, UTtopel mapdAAnAa
va amoPBel kal emikivbuvog, adou umdpxel mBovVOTNTO VO CUUUETACXEL OTNV €Udavion
KOPKIVOU Kol va TiapouoLaoBolv avemiBUuunTeg mapevEPYELEG amo TV aAAnAenidpacn Lov
Kot avBpwrivou yovidltwpatog. E¢attiag autol n €peuva EMIKEVIPWVETAL OTNV Snuoupyia
AAMwV popéwv, Omwc Atmoowpata kKot aAAa moAupepn (Ahmed H, et al, 2017). Anoktwvtag
TWO KOAR KOL OUGCLOOTLKY KATOVONON TWV MNXAVIOUWV HE TOUG omoloug ekSNAWVETAL n
Bapnkola kat pall pe tnv avevpeon KatdAAnAwv dopéwv, n yovdlakn Bepameia ywa tn

Bapnkola eivat éva Pripa 1o kovtd kabe popda.

7.10 MNeploplopol KoL CURMEPAOHATO

‘Evag amo toug mepLoplopols tng xpriong AAV, evog kald meplypadopsvou/kablepwpévou
avacuvSUaoUEVOU LiKkoU dopéa yla yoviSlakn Bepareia, elval To meploplopévo peyebog tou
yoviSlwpatog mou Ba pumopouoe va cuokevaotel (M. E. McClements & R. E. Maclaren,
2017). To péyeBog tou yovidiwpatog AAV dayplou tumou eival 4,7 kb kal n xwpntikotnta
cuokevaoiag nmeplopiletal o auto to pnkog (J.C.Grieger & R.J.Samulski, 2005). MioteveTal
OTL N QTMOTEAECUOTLKOTNTA TNG CUCKEUAOLOC HELWVETAL OG0 TO UAKOC Twv Slayovidiwv
auéavetal (B. Dong, et al, 2010). Ocov adopd TLG YEVETIKEG SLATOPOXEC ATIO TN UETAANAEN
MEYAAWY yovISlwv Oonwg to oUvSpopo Usher, n avamtuén evog KataAAnAou yoviSLokou
dopéa yla ukn yovidiakr Bepaneio e€akolouBel va sival mpokAnon. Asdopévou OtL GAAoL
kol dopeic dev etaodalilovv tnv aocddlela kol TV amoteAeopatikotnta (my., Oa
uropouaoe va odnynosl oe petoAhagloyéveon f evepyomoinon oykoyovidiou o€ meplmtwon
petpoiol) (D.S.Anson, et al, 2004), untnp€av SOKLUEG yla Vo EETIEPOOTEL O TIEPLOPLOKOG
pey€Boug evog avaouvduaopévou dopéa AAV. Evag miBavog tpomog elvat n dnpoupyia
V0o Sladopetikwv Slayovidiwy, To £va Umopel va eival upstream yovidlo kol to GAAO
umopet va elval downstream. Oa punmopoucayv emiong va glval cUoKeEUaopéva Pe SLadopeg
OTPOTNYLKEG: KOUTOKEPUATIOUEVA, ETUKAAUTITOMEVA, trans-splicing, kat uBpidia (M. E. Mc
Clements & R. E. Mac Laren, 2017).

Emituxelg upeléteg oe {wa Oa EMETPEMAV TOV TIPOYPUUUOTIOMO KALWIKWV £hOpUOYWV
Bepamelwv yovibiwv  kat PAactokuttdpwv oe ooBevei¢ pe amwlela akong Qotooo,

UTIAPXOUV TIOAAQ onpOvTIKA IntApata Tou Tipénel va AngBouv umdPn. Autd
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neptAapBavouv mbavég mapevepyeleg. OL LKol POPEIG TTOU XPNOLUOTIOLOUVTOL OTLG UEAETEG
Ba mpEmel va eAEyyovTol AEMTOUEPWG YO TNV OOPAAELA TOUG, YLO TIOPASELYHA, yla va
StaodaAiotel otL Sev aAAalouv Tov alVOTUTIO TOUC HE Slaotaupoupevn Opdon He
TIAPOUOLO O KAl W¢ €K ToUTOU va kataAnfouv oe petadotiki eotia. Ocov adopd thv
TIPOCEYYLoN EMEEEPYAOLOG YOVISLWHOTOC, N EAAXLOTOMOLNGCN TWV EMUMTWOEWY EKTOG OTOXOU
TPETEL va SLKALOAOYELTAL TIPLV ATt TIC MPAYHATIKEG KALWVIKEG edapuoyEC. Ta BAaotokUTTapa
TIPEMEL va €AEyXOVTOL OwWOTA Kal va BeAtiotomolouvtal yla va amodpeuyxBel n mepurtn
KUTTOPLK aVATTTUEN Kal, KOTA CUVETIELA, OL OYKWOELG KATAOTAOELS. Mia GAAN amoyn eival n
KOLVWVLKOOLKOVOULKN QTTOTEAECMATIKOTNTA TwV Bepamelwv yovidiwv Kat BAacTokuTIApWY,
OL OTIOLEG, PEXPL OTLYHUNAG, Elval mavakpLBeg Adyw tng uPnANG TLUAG Twv BAACTOKUTTAPWY Kl
TWV  WKkwv  ¢Gopéwv, Kal TNG Yevetkng Ttoug OSladopomoinong. EmutAéov, n
OMOTEAECUATLIKOTNTA TOUC lval akopa apdLlofnTiotun. TEAOG, n ehAPLOYH AUTWV TWV VEWY
npooeyyloewv KAWLKA yla tn Bepameia ¢ anwAelag akong Baociletal otnv moAU uPnAn
TOavoTNTA AMOKATACTACNG TNG AKONG.

Mapd aUTOUC TOUG TEPLOPLOMOUC, oL YyoviSlakég Oepameie¢ kalL ol Bepameieg pe
BAaotokUTTapa TOPAPEVOUV HLla SEAEQOTIKN OTPATNYLKA OTNV £peuva yla TNV OMWAELN
OKONG, €MeLdN €lval ol Poveg emAoyEG Tou pmopel va odnynoouv oe avayévwnon HC oe
BnAaotiko koyAla. Mall pe ta emituxn anoteAéopata mou avadpépovtal otn BipAloypadia,
UTIAPXEL Hla ouveXl{Opevn KALWVIKA SOKLU o 0ovOpWIOUC TOU OTOVLIKOU yovidiou Tou
aneAeuBepwbnke amd Ad (https://clinical(https://clinical) gov/ct2/show/NCT02132130)
xpnotpomnowwvtag CGF166 mou eival évag avacuvduaouévog opotunog Ad5 mou mepléxel
Tov avBpwrivo otovikd mapdyovia petaypadng (Hathl). AapBdvovtag umoyn Tig
MPOOHATEC TTPOOSOUG OTN YEVETIKA KoL TV KUTTOPK Blodoyia, kabwg Kal tic pebodoug
UTEPBAONG TWV TPEXOVTWY UMoSiwy, 0 TEALKOC 0TOXOG TN KALVIKAG EDOPUOYNE TNG VEAS

Beparmeiag yla TNV amwAEL0 OKONG UIMOPEL va NV elvat oAU pakpLd.
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8. Oegpancia Bapnkoiag pe PAactokuTTOPO

8.1 Ewsaywyn

Ta teleutala eikoaol xpovia urtdpxouv Bepareieg avrikatdotaong mou Baocilovral o
BAaotokuttapa. Meosyxupatika PAactokUTTOpA £XOUV XpnolpomolnBel oe avoBeveic pe
Kopkivo yla Tn Bepameia Kol omMOKATACTAON TOU HUEAOU TwV 0oTwv. MePLOCOTEPEC QMo
2500 KAWVIKEG SOKLUEG KO LeAETEC TTOU oxeTi{ovtal e ta BAaoctokUTTapa €xouv SlevepynOel
KoL 644 OOKIUEG TPEXOUV QUTH TN OTLYHR, oupmeplAapfBdvoviag kot tnv Popnkoia.
(http://clinicaltrials.gov/).

MNa tv mieoPndia twv acbevwv, n un avactpéPiun Papnkoia, n Aeyouevn
veupoalobntnpla Bapnkoia, odpelletal og KUPpLWE O ATWAELN TWV TPLXWTWV KUTTAPWY, TWV
aLobnTnpPilwv KUTTAPWY TOU UETATPETIOUV TO UNXOVIKO CAHUA TWV NXNTLKWV KURATWY OF
NAEKTPLKA orpaTa. AUCTUXWC, N amoucia TPLXWTWV KUTTAPpWY gUMOdIleL tnv evioxuon Tou
XOU TIOU TTAPEXETOL OO TA AKOUOTIKA Bapnkoiag. EmumAgoy, n EMNewdn TpLXWTWY KUTTAPWY
KOL TwV BOOCLKWY VEUPOTPOTILKWY TIOPOYOVIWY TIOU €KKPivouv odnyouv Seutepoyevwg oe
Bavato Ttou omelpoeldoug yayyAlakol veupwva, amokAsiovtag Tn Xprnon KoxALaKwv
gudutELHATWY KOBWC AUTOL OL WTLKOL VEUPWVEG OMOTEAOUV TNV TPWTN OKOUOTIKN
OVAUETAS00N TPOG TO KEVIPLKO VEUPLKO oUoTnHa. EmMopévwg, UTAPXEL avaykn va
avarntuyBel Beparneia pe PAACTOKUTIAPA YLA VA UTOPECEL VO AVTLKATAOTABOUV Ta TPLXWTA
KUTTapa TOU A£lmouv. H KaTavonon Twv UNXOVIoUWY TIou 08nyolV 0To GXNUOTLOUO TOUG
OxL povo Ba BonBnoet otnv amokaAun tng poplakng paong tng Bapnkoiag, alla Ba dwoet
eniong évav oblkO XAptn ywo TNV avakeboaAaiwon TNg avamtuéng TPLYOKUTTAPWVY amod
KoAALepynpéva ToAuSuvapa BAacTtokUTTopA.

To 2015 &ievepynbnke oe aoBeveic pe veupoalcOntrpla Bopnkoia, autdioyn
UETAUOOXEUON HECEYXUHATIKWY KUTTAPWY TOU MHUEAOU Ttwv ootwv evbodAefiwg. O
ooBevei¢ autol Atav umo mapakoAouBnon yia Tpia xpodvia kot Sev mapouciocav
TAPEVEPYELEC, TIOP’OAAL AUTA OUTE OTOUG 6 HAVEG aAAG oUTE Kal otoug 12 pnveg sv untnpéav
onpeia BeAtiwong otnv akor. IXetkd mpoodata Stevepyndnke pia KAWIKA HEAETN TOU
mepleAdppove TNV QUTOAOYN HETAPOOXEUON PBAAOTIKWV KUTTApWV oudaAiov Awpou e
£veon oto 6pyavo tou Corti og 11 matdid pe peTayAwooikn Bapnkoia Kot To amoteAéopata
ovapévovtal akoun. (http://clinicaltrials.gov/).

To omouboaldtepo emiteuypo TOU €xel  emiteudyBel péxpt otyung eivalr n

Sladopornoinon twv moAvduvapwyv avOpwrnivwyv PAACTOKUTTAPWY O TPLXWTA KUTTAPA Ta
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omoia Opw¢ Tapopolalouv UE autd Tou alBoucaiou ouotApatog Kal eudavilouv
OUVKEKPLUEVN Hopdoloyia otepeoctAMiwv Kal nAsktpoduciohoyia. Me tn teEXVOAOYiQ
CRISPR/CAS9, to epyaleio emegepyaoiac yovidiwv (gene editing tool), emiAbOnke to B£pa
aUTO Kol WBlwg Katopbwaoe va amokatootrosl peTtaraéelg ota yovidia MYO7 kot MYO15
TIOU €lyav CUVENELEG 0T SOUH TWV OTEPEOCIAALWV.

Qotooo, Ba mpénet va AuBolv mMOAAG InTApOTA OXETIKA UE TN Oeparmeia pe
BAaotokuttapa. To mpwto B£pa ival OTL empoOKeLTAL Yo Ko TTOAU akplPBr) Beparmeia. To
Seutepo MPOPAnua eival otL e€attiag Tou unapKToU KvdUVoU ekSHAWGCNG OYKWV Ba TPETEL
va  TPAyUOTOToLleital  PETAPOOXEUCn  OLadOPOMOLNUEVWY  KUTTAPWV  Kal Oyl
adladopornointwyv. Kat to tpito INTnua €ival n HETAUOCXEUON TWV KUTTAPWY OTO OPYavo
tou Corti. Auotuxwg auto dev elval aciuavto BEpa, TPOKELUEVOU OTL N peoaia KAlpaka
elval to€kn yla ta PAactikd KUTtapa Aoyw uPnAng cuykevipwong kaAlou tng evéoAéudou.
To televtaio kat emiong LeyaAng onpaociag mpoBAnua ival otL ta kKuttapa autd epdcov Ba
METapooxeuBolv Ba mpEMeL va elval LKOVA VA OXNUOTHO0UV CUVAYPELS UE TOUG VEUPWVES
Tou omelpoeldouc yayyAiou.

JUUMEPACUOTLKA, N Oepameia pe BAAOTOKUTTAPA TIPETIEL VA QVTLUETWITLOEL TIOANTTAEG
SUOKOALEC KOl TIPOKANOEL WOTE VO ATOTEAECEL UiO Ao TIC TPWTEG KOL TILO ONMOVTLKEG

VYPOUUES Bepameiag tng Bapnkoiag (Czajkowski A, et al, 2019)

8.2 EpBpuiki avamntuén tou £6w oug

TNV apyn TnG EUPPUIKNAG avAmTuéng Twv BNAQCTIKWY, TO YOVLUOTIOLNHEVO WApPLO - 0 JUYWTNG
- uodlotatal pLo oelpad amnod SUTAACLOOUOUG YLO VO oXNHaATioeL Tn BAaotokUoTh, pio Sour ou
oamoteleital amd tov TtPodoPAACTN KAl TNV €0WTEPLKA KUTTApPlk palo, n omolo Ba
Snuloupynosl toug e€wepPpuikols LoToUC Kol To £uPpuo, avtiotowa . Ta moAuduvapa
KUTTOPA TNG E0WTEPLKNG KUTTOPLKNACG Halog Ba Snuloupynoouv otn GUVEXELD Ta Tpla
BAaotikd otpwpata. To MPWTo PAUA TNG AVATTUENG TOU £0W OUC AMOTEAE(TAL AMO TO
OXNUOTLOUO TOU pn veuplkol e€wdéppatog (NNE) (Etkdva 41), evog TUAUATOC TOU pocbiou
e€wbépuatog. To e€wdepuiko BAaoTkO otpwuo apyilel va Sdtadopormoleital oe NNE petd
amnd evepyomnoinon onuatodotnong BMP yUpw amo tnv euPpuikn nuépa 6,5-7,5 (E6.5-7.5)
oe movtikwa (Koehler KR, et al, 2013) kot mepimouv E17-18 otoug avBpwroug (Koehler KR, et
al, 2017). To NNE yxoapoaktnpiletat amd tnv éxkdpacn SladopeTikwy mMopoyOVIWY
petaypadnc, cupneplhapBavopévwy twv Tfap2a, Tfap2c, Foxil kot Gata3. H Swadoxikn

ovaotoAn tTng BMP kot Wnt povormortiov poli pe tnv evepyomoinon tng onuotodotnong FGF
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ETUTPEMOUV TO OXNUATLOMO TNE TTPOoTAaKwWLKA G Teploxng (PPR) evtog tou NNE (Koehler KR,
et al, 2013), ou ekdpalel Toug petaypadlkolg mapayovteg Sixl, Six4, Eyal kat Eyad (Saint-
Jeannet JP, Moody SA, 2014) . To PPR nepattépw Sladopomnoleital oe patches mou Ba
Snuoupynoouv ta SLadOPETIKA KPAVIOKA aloBntripla opyava yupw oand to E8-9 ota
Tovtikia kot to E22 otov avBpwmo. H cuvduacuévn ékdpaon twv Pax8 kal Pax2 kabopilel
TNV otic epibranchial placode domain (OEPD) (Basch ML, et al, 2016). H dtadopomoinon tou
otic placode andé 1o OEPD SiapecoAaBeital and tnv onupatodotnon Wnt mou mpokaAet

avénon tng ékdpaong Pax2 (Hidalgo-Sanchez M, et al, 2000).

Adenohypo-physal
placode

Spiral ganglion
neurons

cells

Ewkova 41: Alopopetikd otadla euBpuikic avamtuéne amod th BAaoTokUOTN EWC Ta TPLXWTA KUTTOPA

TOU £0W OUC.

Metaf E10 kat E12 os movtikia, ta OeTik@ OTO SOX2 WTLKA TPOYOVIKA KUTTapa
noAMamhaoldlovtal o WLl TIEPLOXN Tou ovopdletal prosensory domain kat 6a yivouv

TIPOOSEVTIKA UETAULITWTIKA cUpdwva pPe €va KUpa Kopudng rpog Baon (Kelley MW, 2006).

1€} 2130 SPJEMO] UOIIBIUSIIYIP JO SI3IeN
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Alyo PeTd TNV €£060 TOU KUTTOPLKOU KUKAOU, TOL BETIKA 0TO SOX2 WTLKA TIPOYOVIKA KUTTAPA
Sladopormololvral ite o alobnTRpLA TPLXWTA KUTTOPO ELTE OE OTNPLKTIKA KUTTOPA OF £va
avtibeto kOpa Baong mpog kopudn (Laine H, et al, 2010). H poipa Twv TPLXWTWV KUTTAPWVY
gival BaBila ocuvdedepévn He TNV £kppacn Tou petaypadikol mapdyovta Atohl. Mpayuatt,
o Atohl ekdpaletal apylkd O nascent TPLXWTA KUTTAPA KAl €VEPYOTIOLEL TN SLKN TOU
petaypadn, kabwg Kat tThv €kdpaon yovidlwv £l8IKWY yLo T TPLYWTA KUTTAPA OMWE TO
Pou4f3 (Wu DK & Kelley MW, 2012). ErutAéov, n avaotoAr) tou Atohl pe tn pecoAdafnon
™¢ 0dou onuatodotnong Notch odnyel otn dladopomnoinon Twv YELTOVIKWY KUTTAPWY CE
OTNPLKTLKA KUTTapa. Ta tpiywtd KuTtapa ekdppalouv ocuvdeteg Notch - 6mwe 1o DELTA-1 1 to
JAGGED-2 - mou Ba evepyonolioouv toug Stapepppavikoug Notch umodoxeic yeltovikwy
KUTTApWV Kat Ba odnyrioouv otnv avodSik pUBULON TWV HETAYPADLKWY QAVOOTOAEWY TOU
Atohl 6nwc ta Hesl r} Hes5 (Lee S, et al, 2017). Ta mpwTta TpYwTtd KUTTapa gudavidovrot
YUpw oto E15.5 oe movtikia kot yupw otlg efdopadeg kinong 10-11 otov avBpwro Kal
KAaolkd toutilovtal pe OUYKeKPLUEVOUG Oelkteg omwe n moapPaABoupivn, n puoocivn 6
(MYO®6) 1} n puooivn 7a (MYO7A). Ta OTNPLKTLKA KUTTOPO UITOPOUV VA 0VAYVWPLOTOUV UETA

and avoooxpwon e avitowpata P27KIP1, HES5 i SOX2 (White PM, et al, 2006).

8.3 EpBpuika BAactokuTtTapa tovtikol (MmESCs)

Ta epPpuika PAaotokUTTapa movtikoU (MESCs) €xouv kaAAlepynBel yla mpwtn ¢opd to
1981 (Evans MJ & Kaufman MH, 1981) o éva otpwpa tpododociag epuPfpuikwy vopAactwv
TOVTLKLOU(MEFS) ITWTIKA armevepyomolnuéva mapoucio opol euPfpuou poéoyxou (FCS).
ApPKETA Xpovia. apyotepa, gudaviotnkav KaAépyelte¢ mESC xwpic tpododooia PeTd TNV
ovayvwpLon Tou avaoTtoAtikoU mapdyovra Asuyatpiog (LIF) wg Tou kUpLlou mapdyovia mou
ekkplvetal amd toucg woPAdcteg (Smith AG, et al, 1988). Apydtepa, n evepyomoinon tng
onpatodotnong Wnt xpnotlpomnolwvrag évav avootoréa GSK3 éxel avadepbel otL Sieyeipet
NV autoavaveéwaon Twv MESCs (Bain J, et al, 2007). EmutAéov, o cuvduacpog tou CHIR99021
(CHIR), &evog efalpetikd ekAektikoU avaotoléa GSK3, pe évav avootohéa MEK1/2
(PD0325901) Siatnpet tnv moAuduvapn Kot TOAATAOCLOOTIKI Katdotaon Twv mESCs (Bain
J, et al, 2007). Auto To amokaloUpevo HECO 2i avikaBlotd amoteheopatikd to FCS yia
Slatnpnon twv mMESCs otnv kaM\iépyela. Exel amodewxbet 6tL taa mESC epdavilouv
ONUOVTIKEC petaypadikég Stadopég kal dadopég peBuliwong tou DNA avdloya pe TO
HUECO TOU XPNOLUOTIOLEITOL YLa TN cuvThpnon toug (Leitch HG, et al, 2013). Qaivetal o6tL 6tov

Statnpouvtal o péco 2i/LIF, ta mESCs mAnotdlouv to MPoeUdUTEUTIKA EUPPUIKA KUTTApPA
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E3.75-E4.5 kalL eival ta Aesyopeva mopBéva PAoactokuttapa. Otav ta mESC eival
KoAALepynuéva o kotdotaon opoU/LIF, mapouotdlouv pla katdotaon moAuduvaung mio
KOVIQ O OUTAV TWV UETOEUPUTEUMEVWY PAACTOKUOTIKWY KUTTAPWY, TIou ovopalovtol
emBAaotika BAaoctokuttapa r EpiSCs ( Boroviak T, et al, 2015). Eivat evéladEpov nwg eival
duvat n evalayn amo TN Lo Kotaotoon otnv aAn aMialovtog amAwg TO HECO
KaAALEpyeLag (Martin Gonzalez J, et al, 2016). Exel avadepbel mpdodpata OtL n KAALEPYELA
Twv MESCs ot péoco 2i emnpedlel SpOUATIKA TO AVAMTUELOKO TOUC SUVAMLKO Kol TN
XPWHUOOWHLKY Toug otabepdtnta AOyw TG Hakpoxpoviag avootoli¢ tou MEK1/2. Qotdoo,
daivetatl 6t autd To INTNUA UMOoPEL va EEMEPAOTEL XPNOLLOTIOLWVTOG EVOV OVOOTOAEQ Src

avti yla évav avaotodéo MEK1/2 (Choi J, et al, 2017).

8.4 Awadoponoinon twv MESC o€ Tpiywta KOTTOPO

Me ta xpovia, €xouv avamtuxBel moAAd mpwtokoAAa yla tn Stadopomnoinon twv MESC oe

TpYwtA KUTTapa (Etkéva 42).
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Ewkova 42: SUykpLon SnUoctleuUEVWY MPwToKOAAwV yia tn Stapoportoinon twv mESCs o€ Tpiywtd

KkuTTOpAL.
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Ma oAa autd, ekteAeital éva opxLKO OTASLO OXNUATIOMOU gUPpuikwy cwudtwy (EB) mplv
oo TNV KOAALEPYELD TWV KUTTAPWV OE CUVONRKEG TPOOKOAANGNG yla va gvepyomolnBei n
Sladopormnoinon mpo¢ pia eEwdepuikn poipa, emiBeBalwvovrag otL to EB mpodyouv tnv
£KKpLon Tapayoviwv Stadopornoinong. Mmopouv va mpootebolv oPKETOL TAPAYOVTEG YLO
TNV umooTNPLEN ¢ TPoablag sEwdepULKAC emaywyng, T.Y. HeTaoxnuatiovrag auénTtiko
napayovta PBAta (TGF-B) kot avaotoleic Wnt, mou eival yvwotd OTL €mMAyouv TNV
efwdepuikn poipa 1 tov auénTikd mopdyovia 1 mou poldlel pe vooulivn (IGF-1),
T(POAYOVTAG TO OXNUATIONO tpooBiou e€wdéppatog (Li H, et al, 2003) (Ouji Y, et al, 2017). H
gvepyornoinon tng odol onuatoddtnong FGF dalvetal va sival amapaitntn ywa tTnv wTkn
enaywyn kabwg audvel To eninedo £kdpaong SLaPOPETIKWY WTLKWV SEIKTWV OMWG Pax2,
Pax8 n Six1 (Li H, et al, 2003) (Ouji Y, et al, 2017). H anmoécupon auénTKWV TapayovVIwyY Kal
0poU ATOV EMAPKAC VLA TNV TIOPATIPNON CUYKEKPLUEVWVY SELKTWV TWV TPLYWTWV KUTTAPWY
onwc MYO7A kat ESPIN (Li H, et al, 2003).

H OUYKOAALEpYELOL ME SlLadopetikolg TUTOUG OTPWHATIKWV KUTTApwWV,
cupmneplAapBavopuévng NG adpavomolnpUeévng YPOUUAG ST2 Tou HUEAOU TWV O00TWV
KOTOTIOUAOU 1] TOU HUEAOU TwV 00TWV TovTikoU, BonBa otnv mepattépw Sladopomoinon
TWV WTLKWV TIPOYOVWVY OF TILO WPLKA TPLXWTA KUTTapa mou ¢pLhofevouv nAekTpoduaLoAoYLKA
AELTOUPYLKEG TPLXWTEG S€opeg otnv Kopudh toug (Yoshikawa M & Ouji Y, 2016). Na va
elpaote Mo kovtd otnv in vivo guPpuoyéveon, sudaviotnkav mpoodata tplodlaotata
MOVTEAQ KOAALEPYELOG HE TO TIAEOVEKTNHA VO EUVOOUV TNV QUTOOPYAVWON TWV KUTTAPWY,
TOV HOVO TPOTO Yyl TNV OMOKTNON WEWMWY TUMWV KUTTApWV in vitro. s autd ta
TIPWTOKOAAQ, HE OTOXO TNV avamapaywyn OAwv Twv avamtuélakwy otadiwv mou odnyolv
otn Sladopornoinon tou otic placode, ta MESCs kaMhiepyouvtal o TpuPAia s€alpetikd
XaUNANC TpookOAANCNG yla va oxnuaticouv aggregates. Ta EB otn ouvéxela ektiBevral os
ovaotoléa TGF-B (SB-431542) kat BMP4 yia plo oUvtopn mepiodo yla va TpokoAECOUV ULa
poilpa NNE. Ta kuttapa umoBdMovtal oe enefepyoaocia pe avaotohéa BMP (LDN-193189)
yla va dnuoupynoouv kuttapa PPR kat pe FGF2 yia va kateuBuvBolv mpog to otddlo
OEPD. Auté 10 mpwtdkoAo &ladopomoinong cuvitopeUsl onpaviikd tn Stadikaoia
Snuloupylag kuttdpwy OEPD, kaBwcg AapBdavovtal HETA amd HOVo 8 NUEPEG KAAALEPYELQG.
Ekelvn tn otwypn, Ta aggregates (cucowpatwpata;) KaAlepyouvtal og éva HEGO wplpavong
TIOU TepLEXel évav evepyorolnty Wnt (CHIR99021) kat ta kUTtapa ocuvexilouv tnv
OUTOOPYAVWON TOUC Ot TIOAUTAOKEG Oopég. Metd amd 12 nuépeg wplpavong, Ta
CUCOWHATWHATA TIPOUGCLALoUV 0pyavoeldf TOU £0W OUC TIOU TIEPLEXOUV HEYAAO aplOuod

HNXOVOEUALOONTWV TPLXWTWY KUTTAPpWV (mepimou 1500 avd oUvolo) alAd Kal KUTTAPWY TIoU
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ekppalouv UTIOOTNPLKTLKOUG KutTaplkoug Seikteg (Koehler KR, et al, 2013) (Longworth-Mills

E, et al, 2016) (Koehler KR & Hashino E., 2014) .

8.5 AvOpwrnva poviéla

To HOVTEAQ TIOVTLIKLWV ElvVaL LOXUPA €PEUVNTIKA €pyaAelal yla TN HUEALETN QVATMTUELOKWY
pnxoviopwy kabwg kat maboloylwv. Qotdoo, umdpxouv TIOAAEG BepeAlwdelg StadopEg
METAEL MOVTIKWVY Kot avBpwrou. AapBdavovtag urmtdoyn tnv avamntuén Tou €0w oug, 0 KOXALag
TOU TIOVTLKOU €lval KOO oVWPLUOC KATA Tn yévvnon, evw o avBpwrivog KoxAlag elval
TIANPWG AELTOUPYLKOG TNV 20" euPpuikn eBfSoudada. EmmAéov, MOAAQ umtooxOpeva GApUAKa
QIETUXOV VO PETAGPACTOUV 0TNV KAWLKN KUPplwg AOyw peEyOAWV ATOKALCEWV HETAEU TOU
€VOOKUTTOPLKOU HNXAVIOUOU TIOVTLKOU Kol ovOpwrou. ApKeTEC MeAETeC €8el&av OTL ol
VEVETIKEG, HOPLAKEG, OVOOOAOYLKEG KOl OVOTOULKEG OSladopé¢ HeTafl avBpwnwv Kol
TPWKTLKWV €UMOSIlouV TNV LKAVOTNTO AIOTEAECUATLKNAG HiKNOoNG ¢ vooou Kal tpoBAeding
™¢ tofkotntag (Uhl EW & Warner NJ, 2015). Emopévwg, toco ta avBpwrniva gufpuikd
BAaotokutrapa (hESCs) 600 kat ta moAuduvapa BAACTOKUTTOPA TTOU TIPOKAAOUVTAL Ao TOV
avBpwro (hiPSCs) anoteAoUv pia povadikn eukatpia yla Tn SnuLloupylo LOVTEAWY ELSLKA yLa
Tov avBpwro. Ta avBpwriva epPpuika BAactokuttapa (hESCs) mponABav yla mpwtn dpopd
To 1998 amo tov James Thomson Kal TOUG GUVEPYATEC TOU amo avBpwriveg BAAOTOKUOTEG
(Thomson JA, et al, 1998). Autd ta hESC polpdlovtal Kowd XopaKTNPLoTLKA Pe Ta MESC,
OMWG N LKAVOTNTA Toug va TIoAamAaactalovtal ' a0pLOTOV Kal To TIOAUSUVAUO KABEoTWE
ToUuG. QOTO00, UTIAPXOUV CNUAVTIKEG SladopEG UETOEY TNG MPWLUNG EUPPUIKNAC avamtuéng
TIOVTLKOU Kol avBpwrou, eldlkd 6oov adopd Tig e€weuPpuikeég SoUEC, Kal utodSnAwvouv OTL
Ba propoloav emiong vo UTIAPXOUV ONUOVTIKEG Sladopeg PeTaty Twv hESCs kal Twv mESCs.
Evw Kkat ta dUo ES kUTtapa pmopouv va Statnpnboulv os adladopomnointn katdotoon ota
tpododotikd kuttapa MEF, ol kaALEpyeleg xwpic tpododooia cupmAnpwpéveg pe LIF dev
glval kataAnAegg yia tn Statrpnon tng moAuvduvapiag twv hESCs (Thomson JA, et al, 2007),
YEYovOC Tou uttodnAwvel otL dAhol mapayovteg Stadpapatilouv poio otn dtachdaAion g
TOUTOTNTAG TwV PAacTOoKUTTAPWY TOUC . H aduvapia dwatipnong twv hESCs os péoco 2i

gVIOYUEL QUTH TNV UTIOBEON.
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8.6 Emayopeva noAuduvapa BAactokitTapa

Mapolo mou n epyacia pe ESCs ATOv €vo ONUAVIIKO PBripa mPog Ta €UmMPOC OTh
povtelomoinon aobevelwv Kal €va TIOAAQ UTTOOXOMEVO €PYOAELO yla TNV €UPECH VEWV
BepaneuTikwy pooeyyioewy, ol nBwkol mpoPAnuatiopol yupw amo tn xprnon tTwv ESCs aAla
KOL N HN autoloyn katdotacrn toug meplopilouv TIG SuVOTOTNTEC TOUG VLo KALVLKEG
edapuoyég. OL Takahashi kat Yamanaka Eemépaocav autd 1o mpdPfAnua to 2006 kat to 2007
ME TN HETOYwWYN WOBAQCTWY TOVTIKOU N} avBpWIou He TECOEPLG BACIKOUG HeTaypadIKOUC
napayovteg, C-MYC, KLF4, SOX2 «kat OCT3/4, mpokoAwvtag Tov  EMLTUXA
ETIOVATIPOYPAUUATIONO TOUuG. Auth n dladikacia odriynce oe emayopeva moAuduvapa
BAaotokUTttapa (iPSCs) mou €xouv QUTOAVOYEVVNTIKEG KOl TIOAUSUVAULKEG LELOTNTEG OF
oLykplon ue ta ESCs (Takahashi K, et al, 2007). Evw to SOX2 kat to OCT3/4 Spouv dpsoa yLa
va dlatnpricouv tnv moAuduvauikotnta (Loh Y-H, et al, 2006), o polog twv dU0 oyko-
OoXeTLW{OMeVwY mapayoviwv C-MYC kat KLF4 sival Aydtepo cadég. Qaivetal otL to C-MYC
propei va emutpget tn déopeuon twv OCT3/4 kat SOX2 ota yovidia-oTtoxXoug Toug HECW TNC
aketuliwong otovng (Fernandez PC, et al, 2003), evw 1o KLF4 pmopel va PeELWOEL TNV
anoéntwon mou oxetiletal pe TNV evepyomoinon tou C-MYC (Takahashi K, et al, 2007).
Q0T000, EKTOG ATO TN XPNOoN QUTWV Twv SUo apayovIwy Mou oxetilovtal e OYKOUG, auTh
N TEXVIK EMAVOTTPOYPOUUATIONOU TepAaUPAVEL  peTpOilkoUg dopeilc mou  elvatl
EVOWHATWHEVOL 0TO yoviSiwpa Tou Eevioth, aufdvovtag Tov kivduvo petalhagoyEveonc Kot
Kapkivou kol meplopilovtog TG duvatotnTEG Toug Yo KAWVIKEG edapuoyég (Peng T, et al,
2014). Q¢ €K TOUTOU, N €UPECN MN EVOWUOTWHEVWY ACHOAECTEPWY ETUAOYWV YLO. TOV
ETIOVATIPOYPAUUATIONO TWV KUTTAPWV £Yylve amapaitntn Kot ypnyopa eudaviotnkav
OPKETEG HEBOSOL yLa TN SLapOAUVON KUTTAPWY HE TOUC 4 HeTaypadLlKoUC TTOPAYOVTES, OTWG
oL Un evowpatwuévol ukotl ¢opeig Sendai (Fusaki N, et al, 2009), ol avoouvSUAGCUEVEC
npwrteiveg (Kim D, et al, 2009) 1 ta cuvBetikd Tporonotnuéva mRNA (Warren L, et al, 2010).
Ta ESC movTIKloU amoKTwvTol Kot Statnpouvtol eUKoAa ot KaAAlEpyela. Emopévwg, to
TMAEOVEKTNUA TNG epyaociag pe moAudSuvapa PBAactokUTTapa Tou Tpokalouvtal omd
rovtikia (miPSCs) avti yio mESCs yia Stadopormoinon o€ Tplxwtd KUTTopo Sev ival KpioLuo,

g€nywvtag yati £xouv yivel téoa Alya pe autd to KUTTAPA.
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8.7 Awdoponoinon twv hSC og TpLywta KUTTAPA

AUo SladopeTikég Bewpleg £xouv avamtuyxBel yla tn Snuoupyia TPLXWTWY KUTTAPWY oo
avBpwriva kuttapa ES 1 iPS (kat ta Suo ovopdalovral hSCs). Evw n pla pébBodog Baoiletal
oTNV AUECH EMAYWY WTLKWV Tipoyovwv amnd hSC, n aAAn neplappavel evéldpeoa otadila
Stadopormnoinong NNE kat PPR (Etkova 43). H emaywyn wWTlKwv Tpoyovwy aneuBeiag ano ta
hSCs €xeL emuteuyBel pe tnv evepyomnoinon tng ool onuatodotnong FGF, dnuloupywvtag
aglomiota SUo €ldn WTKWV MPOYOVWV: WTLKOUE VEUPLKOUG Ttpoyovoug (ONPs) Kal wTlkoug
emBnAlakouc poyovoug (OEPs) (Chen W, et al, 2012) (Ding J, et al, 2016). O epmAouTIONOG
Twv OEP mpayuatornolBnke pe Stadoyiky SLaotacn Kal cuviipnon o€ MOAAATAACLOOTLKO
MEoo. TN ouvéxela, ol OEP mpoékuPav og KUTTapa ou ekdpAlouv CUYKEKPLUEVOUG SELKTEG
TPXWTWV KUTTApwy, 6rwg ATOH1, BRN3C kat/j MYO7A petd amno 2-4 eBdoudadeg €kBeon oe
all-trans petvoiko o€U (RA) kal emibepuikd avéntiko mapayovta (EGF), U0 mapayovteg mou
elyav mponyoupévwe amnodelybel o6tL mpodyouv TNV Sladopomnoinon oe TPLXWTA KUTTAPA
otov koxAla Twv BnAaotikwv. Qotdoo, autd Ta Sladopomolnuéva KUTTOP QMETUXAV VO
ermudeiouv otepeokpoooolg otnv Kopudala toug emipavetla (Chen W, et al, 2012) (Ding J,
et al, 2016), urtodetlkviovtag OTL AUTOL oL TAPAYOVTEG SEV NTAV EMAPKELS yLa va oSnynoouy
TO MANPECG MPOYPAUUO WPLHAVONG TWV TPLXWTWV KUTTAPWY. QoTo00, NAEKTpodUGLOAOYIKA
Aettoupylkd KUTTOpA TOU HoOlAlouv He TPXWwTA KUttapa mponABav amd OEPs otav
OUYKOAALEPYNBNKAV PE OTPWUOTLKA KUTTOPO UATPAG KOTOTIOUAOU GUUITANPWHEVA 1] OXL HE
Bepamneia RA kot EGF (Ding J, et al, 2016) (Tang Z-H, et al, 2016) (Chen J-R, et al, 2016),
amodelkvlovtag OTL, OMWG ylo To KUTTopo MES, TO OTPWHATIKA KUTTAPA HATPAS
KOTOTIOUAOU TIOPEXOUV TIOPAYOVTEG TIOU AMALTOUVTAL Yla TNV QVATTUEN TwV avBpwrivwy
TPYXWTWV KUTTApwV. H mtpoaBnkn evog otadiov emaywyng PPR mpv amd 1o oTddlo wtlkng
enaywyng odnynoe emniong os KUTTAPA OV Holalouv e TpLXwTta KuTtapa (Ohnishi H, et al,
2015). AuoTUXWG, N OMOTEAECUATIKOTNTO OLUTWYV TWV TPWTOKOA WYV TTAPEUELVE TIOAU XaunAn.
Mpoodata, avamtuxbnkav mo TOAUTAOKA TPWTOKOMA Tou Eeklvolv pe €va BApa
npocBlog emaywyng NNE yia tnv  avamapaywyn/mpocopoiwon To  EMOPKWE TwV
duaolooykwy otadiwv euPfpuikng avamtuéne Onwg amnodeiybnke yla to MESC, éva péco
TIOU TTEPLEXEL AVAOTOAELG TNG 060U TGF-B kat WNT emutpenel tn Snuoupyia NNE and hESCs
(Ealy M, et al, 2016) (Ronaghi M, et al, 2014) , aAAG n avtkotdotaon tou avactodéa WNT
oamnd evepyomolntég twv odwv FGF kat BMP ¢aivetol akdun mo anoteAeopatikn (Koehler
KR, et al, 2017). Itn ocuvéxela, n evepyomoinon t¢ odol FGF elval amapaitntn ywa tnv

TpokAnaon t¢ poipag tng PPR (Koehler KR, et al, 2017) (Ealy M, et al, 2016) (Ronaghi M, et
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al, 2014) aM\a ot upnAég anodooelg Twv Kuttdpwv PPR amattouv eite RA (Ealy M, et al,
2016) eite avaotoAn tng 0odol BMP (Koehler KR, et al, 2017). lNa tnv npoodo kab' 6An tn
Slapkela tng puololoyikng avamrtuéng, sival amopaitntn n mMapodlk evepyomoinon tng
onuatrodotnong Wnt yia t Afdn otic placode precursors. Mpdypartt, EEKVWVTOG Ao TOV
LKOVO TIPOTTIAOKWOLKO LOTO, TO evepyomoLnpévo povomatt Wnt mpoadyel tn dnuioupyia otic
placode totol oe PBapog tng emdepuidag os euPpuika movtikia (Ohyama T, et al, 2006).
T£AOG, N emaywyr MPOG T TPLXWTA KUTTapa Uropel va odnynBei evepyd pe TNV KAAALEPYELQ
otic placode precursors oe 3D (Koehler KR, et al, 2017) evw n evepyomnoinon tng oS0l BMP
Kol FGF amétuxe va mupodoTroeL AnMoTEAEOUATLIKA TNV TIARPN wpipavon (Ronaghi M, et al,

2014) akoun KoL o€ cUVSUACUO WE TNV evepyornoinon Wnt (Ealy M, et al, 2016).

|
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I"’“ﬁg hESCs ' N2, B27 + RA+ EGF
. hiPSCs N2, B27, FGFA, FGEFI0 { with or without chicken utricle stromul cell co-culture
Divsco.  [EEOPTEN e dininion

| EBs H Adherent gulture
L T T T ) eSSy P SRR eSS SRS
1
Chenetal, Adherent { - culture

1
]
hiPSCs N2.B27 N2, B2 DFGF N2 and 1% Matrige!

2015 E Adherent  culture !
Do D8 D23 o7
BMP
_ }OWNT | BMP )
hESCs 1GF-1; TGF-f; WNT 'OFGE ! FGF i»—
Ronaghi ez el, Induction of anterior ectoderm T | Haircell differentiation I
]
2014 | LBy ) k ! Adherent  eulture
0o ; ; ; D15 D18 D21 D27 D33 D42
Wat 2 RA | Bmp )
TGFR+  FGF 1 FGF H BMP: Wnt : FGF
Ealyetal Hair cell differentiation I
2016 . ] Adherent ! culture
00 05 b8 012 D18
hESCs
hiPSCs
FGF { ! |
BMP | FGF : WNT and | Selforganisation of cclls within aggregatsin pure Matrigel
ToEnT BMP i ! Self organisation of cells within aggregats in pure Matrige! A
Kokl Otic placode “Hair cell differentiation ,
2017 | ! {_ EBs | 3D 1 culture 0|
0o 04 08 D12 D18 D70..0150
hESCs
hiPSCs

Ewkova 43: SUykpLon dnuocteuuévwy mpwtokOAAwv Stapoporoinong avipwrtivwy kuttapwy ES kat

iPS o€ kUTTOpO TTOU pOLA{OUV LE TPIYWTA KUTTAPA.

H kaAAépyelo kuTtapwy oe 3D emétpee TNV £KKPLON AMPocSLOPLOTWY APAYOVIWY TIOU

guvoolv tn Stadikacio Stadopomoinong aAAd Kol TNV OQUTOOPYAVWON TWV KUTTAPWY,
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Snuoupywvtag moAUTAoKa Kuotidla Tou TEPLEXOUV KUTTAPA TIOU HOoLAlouv HE TPLYWTA
KUTTapa, Ta onoia Gphofevouv kopudaieg SE0UEG KIVOKIAIWY Kal oTtepeoKIAiwy,, KaBwg Kot
VEUPWVEG TIOU eKPPAlouV MPWTEIVEG CUVATTIKAG Tawviag ELOLIKEG TwV aloBntnplwv opydvwv
Twv  OnAaotikwv. Qotdoo, TA  TPOEPXOMEVA  TPLXWTA  KUTtapa  eudavicav
NAEKTPODUOCLOAOYIKEG LOLOTNTEC TUTILKEG TWV 0LBOUCALWY TPLYXWTWY KUTTAPWVY CUUPWVA HE
v atbouoaia popdoloyia twv Seouidbwv otepeoKAMiwy Toug, umodnAwvovtag otL ival
anapaitnteg mpoobeteg pubuioelg onuatodotnong yia tn ANPn KOYALOKWY TPLXWTWV
KUTTAPpWV. ZUVOALKA, autd ta dedopéva amodelkvlouv Toco Aemtn eival n diadikaoia
Stadopomnoinong kat tn OegpeAwdn onpaocia tng Pabldg KATAVONONG TWV HOPLOKWY
MNXoviopwv Tou puBuilouv tn duclodoyikn avamtuén Tou €0w OUG otov AvBpwro.
MpAyuaTL, N TPOMOTOINoN TWV HOVOTIATLWY onpatodotnong o AdBog xpoviko onueio Ba
UMOPOoUCE Va PELWOEL SPAPATIKA TNV AMOTEAECUATIKOTNTA TNG Stadopomoinong o kUTTapa
Tou potalouv He TplYwta kKuttapa (Ronaghi M, et al, 2014) . ErmutAéov, n avaluon evog
KUTTApoU og OAn tn Stadikacia tng dtadoponoinong tng povootolpadag hSC oe kUTTapa
omnioBlou placode amokdAue Kpiolpeg Sladopég petafd Twv Kuttdpwv hESCs kat hiPSCs
(Ealy M, et al, 2016) kot akOpn Kot HeTafL SU0 SladopeTIKWY YpaUUwWV iPS, umtodelkviovtag
OTL oL ouVONKeg KaAALEpYELaG Ba TIPEMEL VOL TIPOOAPLOCTOUY O KAOE KUTTOPLKA OELpA yla va
mpowBNnBel n Wtk yeveahoyikr Sladopomnoinon os KUTTAPA TOU HOLATOUV HE TPLXWTA

KUTTOPA.

8.8 Auvatotnteg Kal MEPLOPLOHOL TwV Bepanelwv pe BAactokUTTOPO

OL Beparmeieg umokatdotaong mou Paoilovtal oe BAoocTokUTIAPA XPNOLUOTOLOUVTOL UE
gTITUYlA yla Tieplocotepa amd 20 xpovia. MpAaypaTtt, T HECEYXUHATIKA BAactokuttapa
(MSC) xpnotpomot}Bnkayv yLo mpwtn ¢popd to 1995 yLa tnv avaKkTnon Tou HUgAol TwV 00TWV
peta tn Oepameia Tou Kapkivou (Lazarus HM, et al, 1995). EmutAéov, €xouv
nipayuatonolnBel meplocodtepeg and 2500 kAWKEG SoKLUEG pe BAootokUttapa kol 644
ouveyilovtal akoun (https ://clini caltr ials.gov/), kaBlotwvtag eAKUOTIKA yla tn Beparmeia
moMwv acBevelwv, cupnepltAapBovopévng tne kwowong. To 2015, mpoyuatonolnonke pio
KAWLKA Sokiun yia va eAeyxBel n amoteAeopoTIKOTNTA TNG AUTOAOYNG petapdoxsvong MSC
TIOU TIPOEPXETAL QMO MUEAO TWV 00TWV Ot aoBeveic pe veupoaloONTPL ATIWAELX QKOG
(Lee HS, et al, 2018). Ta kUttapa eyxUOnkoav esvdodAeBiwg oe SVUO acBeveigc YwpPILg
TIAPEVEPYELEC TTIOU avadEpOnkav 3 xpovia PETA TV £vean. AuoTuxwg, dev uTtpée BeAtiwon

™m¢ akong 1, 6 n 12 pnveg apyotepa. Mo mpoodarta, fekivnoe n €yxuon OUTOAOYWV
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BAaotokuttapwyv opdaiiov Awpou yla tn Bepancia tng emiktnTng anwAelag akong os 11
mawdla. H akorj, oAl kot n avamtuén Aoyou, kataypddovtol yia 1 £To¢ HETA TN
petapooxevon (https ://clini caltr ials.gov/). AUTEC oL KAWVLKEC SOKLUEG AVTLITPOCWTIEUOUV TO
onuelo ekkivnong mpog tn Bepameia pe PAacTokUTTOPA YO TV AmMWAsw akong Ta
tehevtaia 15 xpovia, £XEL TPOYHOTOMOLNOEL EVTUNIWOLOKK TIPOOSO OTOV TOMEN TNG WTLKAG
Sladopormnoinong toco amd SC movtikoU 000 Kal amo avOpwroug. MoAudplOueg PeAETEG
KOTOPBWoaV va OmoKTAOOoUV AELITOUPYLKA KUTTAPA TIOU HOLA{OUV HE TPLXWTIA KUTTApA,
OKOUA KL OV N AMOTEAECHATIKOTNTA Sladopomoinong mapapével xapunAn. Qotdoo, autd tTa
KUTTOPA TOU HOLAZoUV MPE TPLXWTA KUTTapa Tapouctdlouv atboucaio ¢alvotumo, mou
xapaktnplletal amod pLo XapaktnpLloTikn SE0UN TPLXWY OTNV €MLGAVELR TOUG KOL LLAL TUTILKNA
nAektpoduoioroyikn amokplon (Koehler KR, et al, 2013) (Koehler KR, et al, 2017)
(Longworth-Mills E, et al, 2016) (Koehler KR & Hashino E., 2014) (Nie J, et al, 2017), yeyovog
TIOU UTIOSNAWVEL OTL TMPEMEL VA YIVOUV TIEPLOCOTEPEG EPEUVEC Yyla val amokaAudpBolv ol
TIAPAYOVTEC TIOU EUTAEKOVTOL OTn Sladopomoinon Twv KOXALOKWY TPWIWV KUTTAPWV.
Evtoutolg, n kavotnta AQYPnG KUTTAPWVY TIOU HOLA{ouv LE TPLXwTd KuTtapa amd SC oe
ouvbuaopd pe To TLO Tpoodato epyaleio emefepyaociag yovidiwv—tnv TeEXVOAOyia
CRISPR/Cas9—cival éva véo moAAd umooyxouevo PBripa yla tn Osparmeia tng avOpwrivng
kKAnpovoukng Papnkoiag (Tang Z-H, et al, 2016) (Chen J-R, et al, 2016). Mpdyuatt, TO
obotnua CRISPR/CAS9 xpnowuomotiOnke pe smituxia yia tn 810pbwon twv petalaewv
Tou oxeTilovtat pe tnv Papnkoia ota hiPSC. Ta kUTTapa MoOU PoLA{ouV e TPLXWTA KUTTApa
TIOU Tpo£pxovtal and BAactokuTTapa Kal mapouctdlouvv petdAlagn oto yovibio MYO7 n
MYO15 epddavicav glattwpota os SECUEC OTEPEOKUALWY. H 810pBwon tng yoviSLoKNC
peTaAaéng xpnotpomnowwvtag tnv texvoloyia CRISPR/ CAS9 amokatéotnoes th popdoloyia
TWV SEOUISWV TPLYWV KOL TN AELTOUPYLKOTNTA TWV TIPOEPXOUEVWV TPLXWTWV KUTTApwWV (Tang
Z-H, et al, 2016) (Chen J-R, et al, 2016). MoAAQ INTAMOTA TTPEMEL VA OVTLUETWIILOTOUV TIPLV
ard tn SOKLUA TNG OMOTEAECUATIKOTNTOG TNG METAPOOXEUONG KUTTAPWY TIOU HOLAIOUV WE
avBpwriva Tpwtd Kuttapa. MNpwtov, xpelalopoote Evav opoloyev MAnBuoud onwg ta
TPLYXWTA KUTTOPA yia va anodeuxBel n petapooyeuon un StadopomoLtnpévwyY KUTTAPWY Kalt
o mBavog oxnuatlopog oykou (Lee AS, et al, 2013). AsUtepov, T HOOYXEUUEVA KUTTAPA
TPETEL VA UItopoUV va evowpatwBolv oto opyavo tou Corti petd Tnv €yxuon Ttoug. Auto
Sev eival éva aonuavto mpoBANUa, KaBwg To SLOPEPLOUA TNG KUTTAPLKAC £YXUONC, TO LECO
¢ KALLAKWONG, elvol yepdto pe evdohéudo, éva povodikd Slapéplopa ouU TEPLEXEL UL
Slaitepa uPnAr cuykévtpwaon KOALOU TIou UTTOPEL va elvat TOELKN yLa ToL KUTTOPO. TTIOU €X0UV

gyxu0el (Kursat Gokcan M, et al, 2016). EmutAéov, dv ta KUTTAPA ETILRLWOOUV, TIPEMEL VOl
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$TACOUV OTO KATECTPAUUEVO TUHMO TOU aloBntnplakou emibnAiou kal va evowpatwbBouv
OWOTA Ot aUTO. TEAOG, T HOOXEUUEVA KUTTapa Bo TpEmMeL €miong va Snuloupyriocouv
AELTOUPYLKEC CUVATITIKEG OUVOEDELG UE OTIELPOELSELG YayYALOKOUG VEUPWVEG. MOAAEC TTayIOEC
TPEMEL va EEMEPAOTOUV TPV XpNnoLpomolnBouv ta hiPSCs wg Bepameia yia tnv anwAesla
akong. H epdavion twv hiPSCs mpooedepe HLa AVEKTIUNTN ATTAVTNON OTLG NOIKEG EKTLUNOELS
™Tc¢ xpnong ES  KuTtdpwv KoL OTNV  AvOoCO-0l0UMBOTOTATA TWV HUNn  aUTOAOYwv
petapooxeloswy (Pauley S, et al, 2008). AuoTuXWwC, UTIAPXEL CNUAVTIKA SlakUpavaon PeETall
TwV ypappwv hiPSC (Ortmann D, et al, 2017) kal Kot CUVENELQ N AVATTTUEN YpOwyY iPSC
yla kaBs acBevr elval eml Tou MOPOVIOC TOAU Samavnpr Kot Xpovofopa yla va gival
katavont (Pauley S, et al, 2008). Qotdco, Ta avBpwriva PoviéAa in vitro elval éva
OUCLOOTLKO €pyaAeio yla TNV avakdAuyn véwv ¢appdkwv. Mpaypatt, TOANEG KALVLKEG
SokLpég amétuyav Aoyw Sladopwv PeTatl Tou MEeTOPOALOHOU TOU avOPWIIOU Kol TOU
TovTikoU. Emopévwg, ol KaAALEpyeleg TTou Tipoépyovtal amd avBpwriva BAactokUTTapa
QVTLITPOoWTEVOUV La evdladépouaa evaAAakTikr AUon ota {wikd poviéla. Zuvolilovtag,
n Bepaneia pe PAacTokUTIAPA £XEL OKOUN TIOAAEG TIPOKANCELG YLOL TNV QVILUETWILON TIPLV
and TNV edpappoyn TNG yla TNV omokatdotoon tng akong. Qotdoo, auto to nedio €xel
TIPOXWPNOEL YPrYopa TNV TEAEUTALO SEKAETIO KAL UTIOOXETOL VA KAVEL TIEPALTEPW CNUAVTLIKA
Brpota Ta eMoOPevVa Xpovia, Tapapévovtag pia GLAOSoEn aAAA OXETLK VPO EPELVOC VLA

TN Bepamneila TNC AMWAELXG AKONG.
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NEPIAHWH

O okomdg tng mapoloag SUTAWHATIKAG epyaciag sival n meplypadn Twv
yowsiwv mou mpokaAoUv cuyyevr) Bapnkoia. H ouyyevr¢ Bapnkoia pmopsl va odeiletal
gite oe mePIPAMAOVTIIKOUC E€(TE O YEVETIKOUC TOPAYOVTEG. H TTuxlakn HEAETN auth
ETUKEVTPWVETAL TILO TIOAU OTOUG YEVETLKOUG TIAPAYOVTEC, OL OTOololL HE TNV TApodo Tou
Xpovou kot tn PBeAtiwon twv ouvOnkwv SlaBlwong, Kuplwg OTLC QVETMTUYUEVEG XWPES,
KOTEXOUV OAO KOl HMEYAAUTEPA TMOCOCTA otnVv €kSNAwon tng ouyyevolg Bapnkoiag. Ta
VEVETIKA altia TNG amwAeLag akong umoAoyiletal otL adopolv To 68% TWV TMEPUTTWOEWV
Bapnkotoag otn yévvnon kot To 55% Twv meputtwoswy Bapnkoiag ota mpwta técoepa £tn. H
Bapnkola yevetikol Tumou Stoxwpiletol o oUVOPOULKEG HOPDEG, OTLG OTOLEG N ATIWAELL
0KONG OUVOSEVETAL OO TOUAAXLOTOV VAL KALVIKO CUUIMTWUO KOL OE [N CUVOPOULKEG LOPPEC.
Ot ouvSpopikeg popdég amaviwvtal oto 30% Tng MPoyAwaoolknG Bapnkoiag. Amo Ta apKeTEC
EKATOVTASEC oUvdpopa povo ot 30 amd autd €xel Bpedel n yevetkn PBAGPn mou ta
T(POKOAEL. TN UNn OUVOPOWULKN, TPOYAWOOLKN Bopnkola, N AUTOCWHOTLKY UTIOAEUTOUEVN
KAnpovopLkotnTa eival n mo ouxvr (80%), akoAouBel n autoocwpatik €mkpathg (20%),
evw n ¢uloouvdetn (1%) kal n pitoxovéplokn (<1%) Bapnkoia amoteAoUv omaviOTEPES
HopdEg.

H anwAela akong Unopel va unv €ival yeveTikng attioloyiog kot va odeileTatl
oe 8Ladopoug Mapayovtes OMWE elval: oL TEPLYEVWNTIKEG AOLUWEELG, TO WTOTOELKA hAapUaKa,
tpalpata, KA. Emiong, TMOANEC Tepumtwoel Popnkolag eival TOAUTIOPAYOVTLKEG Kol
neplthappavouy pia cuvepyacio peTaAAaywv os €va f Tieplocotepa yovidla kal eEwyevwv
napayoviwy. O BaBuog Tng anwAelag akong Uunopei va ekteivetal anod nma Bapnkoia £wg
Kol kwowaon evw n BAABN otnv akor) pnopsei va meptAapBavel OAEC TLG CUXVOTNTEG.

Ta QUTOOWWULKA UTIOAELOUEVA yovibla elval Tto 78% twv yoviSlwv Tmou
guBlvovtal ywa T un ouvépoukn PBapnkoia, to 50% ek Twv omolwv amodidovtal oe
METAANGEELG TOU yeveTlkoU tomou DFNB1 kol cuykekplpéva mepllapfavovial ta yovidia
connexin 26 (GJB2) kot connexin 30 (GJB6). H petdAaén 35delG tou yovidiou tng koveivng
26 eKMPOOWMEVEL TEPLOOOTEPO amo 90% Twv HeTaldafewv TG mMAdnong pe cuxvotnta
dopgwv otov EAMANVIKO MANBUOUO 3.5% -4%, oxedSOV 1610 TOCOCTO WE Th cuxvoTnTa GopPEwV
KUOTIKAG (vwong kat B Baloocoaipiog. Emiong, o ouvduaopogg Umapén etepoluywv
petaA\Géewv tou GIB2 kal etepdluywv eMelpdtwy Tou yovidiou GIB6 cx30 peyéBoug 309

kb kataArjyouv os avtiotolyn epdavion tg vooou.
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To utoxovéplo €xel to 61kd Tou DNA ToOU KWOLKOTIOLEL YL CUYKEKPLUEVOUG
TIAPAYOVTEG TOU £lval amapaitnTol yla T HLToXovoplakr avomveuoTtiki aAucida kal tnv
TMPWTEIVOOUVOEON. ATIOKAELOTIKA KAL MOVO MECW TNG MNTPLKAG YEVEAAOYLKNG YPAUUNG
kKAnpovopeitat 1o ptoxovSplakd DNA. Itn Baon Oedopévwv TOU  avBpwrilvou
pttoxovéplakol yovidiwpoto¢ MITOMAP culéyovtal oL ULITOXovOpLaKEG peTalAayEg. Ot
HETAAAQYEG TOU pLToxovopLokoU DNA pmopel va meplhapBavouv eite pikpeg ahAayEg Alywy
Bacewv amd TIC omoieg n mAswoPndla eival onuelakeéG HETAMAYEG, €lTe HUEYAAEG
avakotatagelg. OL meplocotepeg eAAelPeLg, SUMAACLAOMOL, avaoTtpodEG 1) AAeG oUVOETEG
QVAKOTATAEEL TEPIAAUBAVOUV  OPKETA  MLTOXOVOPLOKA yovidia Adoyw Tou OTl Ta
pLtoxovépLakd yovidia Bpiokovtal MOAU Kovtd PeTatl Toug. OL PeydAeg eAAelELS YeVIKA
adatpolv TouAdyxlotov éva tRNA yovidlo. AuTo €xel WG AmOTEAECHA va TIPOKANBouv BAAREC
otn petadpaon kat Sucheltoupyia os MOAAG onpela ¢ oeldWTIKAG dwodopuAiwong Kot
ouvenwe otn Sladikaoia mopaywyns evépyelag. Allel va onpelwBel OTL OUYKEKPLUEVES
petaAayég ota tRNA yovidia ouxvd mpokaloUv pn cuvdpoulkn Bapnkoia, adrvovrag ta
aAa opyava avémada. To yevovog ouTO amoSelKVUEL OTL O CUCXETIOMOC YOVOTUTIOU—
dawotunou ota UIToXoveplLOKA Voonuata eival Teploplopévog. OL PeTaAAOyYEG TOu
pitoxovépLakou DNA €xouv enidpaon otn mapaywyr EVEPYELOG OTO KUTTAPO HUe TN Hopdn
ATP. MMoA\ég amd autég amotehoUv avapdifola mapdyovia Tou GOUMUPAAeL ot
VEUPOOLOONTAPLO. CUVOPOULKN Kal Un ouvSpouikn Papnkoia. Ta «Bepud onueia» yla
petarayég Bapnkoloag sival to yovidio MTRNR1 mou kwdikomolel to 12S rRNA, to yovidlo
MTTL1 mou kwdikomolel to tRNA yia to Leu(UUR) kot To yovidio MTTS1 mou kw&Lkomolel To
tRNA yia to Ser(UCN).

TouAdylotov to 5% TNG MPOYAWOGCLKAG, KN CUVSPOULKNG ATIWAELAG AKONG, OTOUC
Kaukdoloug mANBuopolg, odseidetal 0t YVWOTEG  LUTOXOVOPLOKEG  UETAANAYEG,
EKTIPOCWIWVTACG £TOL TNV TO ouxvh autia Bopnkolog petd t petaMayr 35delG tou
mupnvikoU yovidiou GJB2 mou KwSLKOToLEL ylo TNV MPWTEivn ouvdetivn 26. H cuxvotnta
OUT QVOMEVETAL Va lval akopa peyaAltepn otoucg Actatikolg mAnBuopoug. Maviwg dev
elval &ekaBapo mold TOCOOTO TNG UETAYAWOOLKAC amWAelag akong odelletal os

ULTOXOVOPLOKEC LETOAAAYEC TIOU UTTOPEL VAL elval ETIKTNTEG (CWUOTLKEC) | SOULKEC.

ZYMMNEPAIMATA: Me TO OUYKEKPLUEVO TOOOOTO TWV HETAAMAGEEWV oTtov eAANVLKO
MANBuUoUO TpoTelveTal n uAomoinon mpoyevvnTikoU gAéyxou yia tn petalaén 35delG tng
KOWEEWVAG 26, yla tn petdMaén tng kovegivng 30, edpooov n petdaMaén tng kovelivng 30

mailel puBbuotikd poého otnv epdavion Tne PBapnkoiag £0tw Kol o €tepolUyo yovOTUTIO
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KoOwg Kal Twv pitoxovoplakwv petaAldéewv onweg n C1494T kal n A1555G, sfattiag tou
VEYOVOC OTL KAnpovopouvtal amo tn pntépa. H yovidlakrn Bepaneia kot n Bepamnesio pe
BAaotokutrapa SLOTPEXOUV OKOUN OF TEPAUATIKO OTASLl0 UE TOAAO UTIOCXOUEVO

gmtelypata o€ mepapatolwa aAd OxL akoun og avbpwroug.

ABSTRACT

The purpose of this dissertation is to describe the genes that cause congenital
hearing loss. Congenital hearing loss can be due to either environmental or genetic factors.
This dissertation focuses on genetic factors, which with the passage of time and the
improvement of living conditions, especially in developed countries, occupy more and more
percentages in the occurrence of congenital hearing loss. The genetic causes of hearing loss
are estimated to be 68% of cases of hearing loss at birth and 55% of cases of hearing loss at
the age of four. Genetic hearing loss is divided into syndromic forms, in which hearing loss is
accompanied by at least one clinical symptom and into non-syndromic forms. The syndromic
forms are found in 30% of prelingual hearing loss, while out of the several hundred
syndromes, only 30 of them have been found to have the genetic damage that causes them.
In non-syndromic, prelingual hearing loss, autosomal recessive heredity is the most common
(80%), followed by autosomal dominant (20%), while sex-linked (1%) and mitochondrial
(<1%) hearing loss are rarer forms.

Hearing loss can also be nongenetic in origin, induced by factors such as
perinatal infections, ototoxic drugs, traumas etc. However, many cases are multifactorial,
involving a collaboration of exogenous factors and mutations in single genes or several
genes. The severity of hearing loss can range from mild hearing loss to deafness while
hearing loss can involve all frequencies.

78% of the genes that cause non-syndromic hearing loss are the autosomal
recessive genes, of which 50% are due to mutations in the DFNB1 locus and in particular the
connexin 26 (GJB2) and connexin 30 (GJB6) genes. The 35delG mutation of the connexin 26
gene represents over 90% of the disease mutations with a carrier frequency of 3.5% -4% in
the Greek population. That is, a similar percentage to the frequency of vectors of cystic
fibrosis and B-thalassemia. In addition, the combined presence of heterozygous deficiencies
of the 309 kb GJB6 cx30 gene and heterozygous GJB2 mutations lead to a corresponding

manifestation of the disease.
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The mitochondrion has its own DNA, which encodes specific factors that are
necessary for the protein synthesis and mitochondrial respiratory chain. Mitochondrial DNA
is inherited exclusively through the maternal lineage. In the MITOMAP human mitochondrial
genome database are collected mitochondrial mutations. Mitochondrial DNA mutations can
involve either small changes to a few bases, the majority of which are point mutations or
large rearrangements. Most deficiencies, duplications, inversions or other complex
rearrangements involve several mitochondrial genes due to the fact that the mitochondrial
genes are very close to each other. Large deficiencies generally remove at least one tRNA
gene resulting in translation damage and dysfunction at many points in oxidative
phosphorylation and therefore in the energy production process. It is noteworthy that
specific mutations in the tRNA genes often cause non-syndromic hearing loss, leaving the
other organs intact , which proves that the genotype-phenotype association in
mitochondrial diseases is limited. Mitochondrial DNA mutations affect the production of
energy in the cell in the form of ATP and many of them are undoubtedly a contributing
factor to neurosensory syndromic and non-syndromic hearing loss. The 'hot spots' for
hearing loss are the MTRNR1 gene encoding 12S rRNA, the MTTL1 gene encoding tRNA for
Leu (UUR) and the MTTS1 gene encoding tRNA for Ser (UCN).

At least 5% of prelingual, non-syndromic hearing loss, in Caucasian populations, is due to
known mitochondrial mutations, representing the most common cause of hearing loss after
the 35delG mutation of the GJB2 nuclear gene encoding make it even bigger. However, it is
not clear what percentage of translingual hearing loss due to mitochondrial mutations can

be acquired (somatic) or structural.

CONCLUSIONS: With this high percentage of mutations in the Greek population, it is
proposed to apply prenatal testing for the 35delG mutation of connexin 26, for the mutation
of connexin 30, since the mutation of konexin 30 plays a regulatory role in the development
of genital herpes even in and mitochondrial mutations such as C1494T and A1555G, due to
the fact that they are inherited from the mother. Gene therapy and stem cell therapy are
still in the experimental stage with a lot promising results in experimental animals but not

yet in humans.
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