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EYXAPIXTIEY

-

Evyoapiotd Geppd tov emPriémovra Kabnymn] Qropivorapuyyohoyikig
Kivuaig, Tatpixig Zxomic Mavemompuiov Inavvivav k. Avidvio Zkeda ya T

avafeon tov Géuarog, v xabodiiynon xar 10 cuvexés evolaépov TOL Yo TV
ohokMipwon g Statpiiig auric.

Evxapiothd mord tov  Avamdinpoti Kabnmmi latpuxig  Zyohfig
Apwototeheiov TMovemomuiov Gcocahovikng k. Oedpiho HMEdNR ma mv
avextiunm ovpfoArr} Tov ato kAMviké puépog g datpifig avmig, 6nwe ko i mv
ovvexOpevn avaBeon eréyyov neprotankdv and m Makedovia.

ISwaitepa evyxapiotd tov x. Michael B. Petersen, AigvBovni AwevBuvong
IFeverikig tov Ivonitobtov Yyelag tov IMaudod yio myv avdbeon oe péva g
Tapovong peALTNG 660 Kt na 10 apéproto eviiapipov mov entderte pe Ty Sopx
TapakolovNom ™G TPOSTABEISS OV, AVEAVOT TOV AMOTEAECUATMV, EMOTHHOVIKY
exnaidevon xat cuidoy Bipioypagikov vAIKOY Yo TV EmTLY TEPETOON TG,

Evxapiotd tov Ipdedpo Kabnynti x. Nwérao Matcovidm xat ta péin
™m¢ Aowovoag Emtpomng tov Ivonitovtov Yyelag tov TTawdod, to Emompovikd
ZopPovio tov LY II. xabhg kot Tov Aroummikd Acvbovtiy x. Zmdpo Zodfavo na
™V £YKpIon TOV EPELVITIKOY TPWTOKOAAOL Ko TNV Gdeta Stepevviiong newpapdtav
Kat opNymong epyactmpitaxod xdpov Kal e£0nAGpov.

Evxapiotd tov k. Nwdhao Boynatlh, yevetion, Avaminponi Awvbov
m™¢ [Nawdarpixiis Khvikiig tov Noookopeiov AXEIIA, yia mv cupfoAf Tov ot
My TV 10TOPIKAOV Kal TOV QHOANYIOV OAwV TV TEPGTATIKOV and v
Maoaxedovia.

Evyopioth Oeppa ™y x. Mapla I'pnyopradov-Nikorakoroviov, vrevduvn
popraxty Proddyo mg Awbvbuvong everuaig tov LY.IL ya v xatocdvtikg
cvpPoin ™G oV EKPAONGT POV TV AETTOV TEXVIKAV TG Hopraxt|g Proloyiag xan
oty SwvBémon Twv TUXOV pofAnudtav emomuoviking @UoEnNg pe opeimT
VIOUOVT Ko Katavonon.

Evyapiotd mv «. I'oddvra IMgrodipov-Kapayidpyn, Khvix Cevetlotpa

m¢ Awvbuvong 'evetixiic tov LY.IL. ma mv ovpfory ™mg omyv Sibyvoon
oLVSpOpIKGV eproTank@v Paprxolag.

v Boxuptct& mv x. ‘Epn THoaviehd, mapaoxevdotpra g Awduvorng
Fevetucfig Tov LY.I1 na myv fori@erd thg omv anopéveon DNA tev daypatwv,
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v k. Evayyedia Anpntpiov yia tv apépiotn oopforf g kot TI TEXVIKEG TNG
yvooelg katd v Oulipkeln TOV TEWPOUGTOV TOV EPYOoTPOKOD HEPOVS NG
perETNG.

Evyapiotd v x. Avva Zropdm, ypappotéo tov LY.L yio myv axodpaom
empéreie otV SNoPOPE®ON TOV KEWEVOV TNG STpPric, KabdE Kol Tovg K.
Aworeptviy My kar x. IN'dbpyo Zohdra yio Tnv avektipnmn vaootipl Tovg 610
TEXVOAOYIKO MEPOG TNG oLYYPOPTiC, OWUOPEMOT] SIKOVOV Kol TVEK®OV KoL
EKTOTTOOTC.

Entong Ba 118era va gvxopiomion 6io 1o npocomikéd tov LY.IL e mv
Ko ovvepyooio pog.
Evyapiotd tovg ovvadédgovg mov otabnkav ¢fior ko opoyol omnv

EMOTNUOVIKT] MOV TPOOTAOEI ©TO. EPYACTAPI ME TO. oMol oGVVEPYROTNKAL
Epyaothpio Mopiakfic Bwodoyiag tov Tufpatog Tevemkie kot Mopiokig
Bokoyiag tov Marsvtnpiov MHTEPA, tov omoiav vredbuvn Biordyog ftov
Swdoykd n k. Oewn Aviaoviddn ko i k. Ayyemkn Xatldkn. To Epyaoctipo
Mopuwxiig Awyveotikig I/P — PII, EKE®E Anuékpirog pe Acvbuvvti tov K.
Apoxodin Navvovkdxo, To Department of Medical Genetics, The John F. Kennedy
Institute, Glostrup, Denmark pe Atéu%vrpta v K. Karen Brondum-Nielsen.

Evyapiot®d o1ovg oLVOEAQOVG Y TV GPIOTH ovvepyacion Kol wopoxh
SEYNGTOV PE TPOTOCTOTIGOVTO YIO THV ONMOvEYi TOL EPEVVIITIKOY OQLTOY
npoTokéAlov k. Iobvwny  Owovopidn, Awvboviy Ttov  AKOVOAOYIKOD
Nevpowtoroywod Tuniuatog tov Nocokoueiov Ilaidav «Ayia Zogio», tov «.
IModro Aswtobko, Empeinti A” Q.P.A. Khwvuig tov Nocokopeiov Iaidwv «H
Ayie Zogio» xar tovg ocuvadéhpovg x. IloivEévn Néov, Empeijtpia A’
IModatpikig Kiviknig, tov k. Myyédn Toakaviko Empeinmy A" Q.P.A. khaviiig
tov Noocoxouciov ITaidov «II. & A. Kvpuokod» kot tov k. Nwdioo
Anoctodémovro, Acvbovti Tufpatog QLP.A. Khvikiig Tov Noocokopeiov Ioidav
1. & A. KvptaxoOy».

Evyapiotd 11 k.x. ‘Hpo Zvmoxdkn, Awvddvipie tov Kvtraporoyikod
Tufuatog ko Z6vie Mopkdaxkr, Awcvovipia tov [aBodoyoavaropkod Tunpatog
100 Noookopsiov AAEEANAPA ya tqv Katavonon kot S1evk6Avven Tovg Katd
mv Sldpkewr ™G EWIKOTHTAG MOV Yo TNV EKMOVIOT TG TEIPOUATIKIG MOV
datpiPne.




Evyapiotd 6Aa ta pédn mg Entaperodg EEeraotivis Emtpomic o v
ovppstoxy kor mv 516pBaen g SxtpiPig avTig.
Evyopiotd 6Aovg Tovg acBevels pe Papnkole kot TG 01KOYEVEIES TOVG Y0 TN

SUUPETOXN TOVG oTNY EBVIKY) CVTH EpEuva.

- Téhog Ba fiBeha vou exPphow £va HeYlo EVXUPIOT(H OTIV OIKOYEVEW HOV
na v avekriunm N6 xat VA cvpnaphotaot) Tovg oy TPoonalein dAwnv
WThY TV 1pOvav xat otovg onofovg Ta OTOTEAEOHOTA TG MEAETNG OMTIG

aPIEPOVQ.




POAOIox

H yeveruai mg Papnxotog amotelel £va cdyyxpovo ko BeAknikd ovrikeipevo
épevvag. Etvan yvooté 6Tt ot punyxavicpoi OAAMGOV KUTTOPIKOV KOl OTIKOV
dvclertovpyidv ko voonudtov arotedodv v gavotumuk) xAvik ekdfiMoon
vevenkav avopahdv. H npatapxi aitia ota voonpata auté efvar po adloyn
m™mg Iloptamg doprig Tov yeverikov vAkoy, tov DNA, 1 omofa xAnpovopeitan o€
kG0e xOTTOPO TOL mWhoyxovtog ko  peraPifhleton  org embpeves yevebs.
XapokmpioTikd nopdderypo TETOWOV VOONUATOV OmOTEAOUV TOAAEG HOPQPES
TpoopuAnTIKS  vevpoaroOnmpiov Papnkoiog ov omofeg amavrdviar elte o€
pepovopéveg mepmthoelg (omopudikés uopeéc), efte oe dropo g 1diog
owkoyévelag (owoyevelg popeéc). Emiong o1 petoddayég avtég eivar Suvatdv vao
napovordlovion pe pévn @ouvorvmky] ekdfimon kdmoleg pop@és Papnkoiag 1
népav G Poapnxofag va cvvodedoviar kar and GAreg ovyyevels mabfoelg
(cuvdpopukég popeég Bapnxotag).

ZTg nEPUTOCE OVTEG EPMTHNOTA OV €VAOYA dnuiovpyovvrar elvar n
mBavémTa eppdviong g 16fag naBnong xat o€ GAda peAN g 16tag owoyéverng
xat 1 dvvardmra poyevwnTikig g dyvoons. Ta epompata ovtd anoteholdv
TOV OVTIKEWHEVIKO oKomd G YEVETIKG 1Tpukg kat pocdiopilovy tov pbho TOV
KAVIKOU YEVETIGTI] TNV QVTIHETOMOT) TOVG. Zpepa efvar ekt n andvinon o€
oM and autd, xapn oy tEpdoTia Tpdodo mov £xel cuvteLecBel oTov TopLa ™G
Kavikfig  yevetikig ko g poprakiig  Poroylag, mpdodog PéPaa  Gueoa
oVUVaPTOVPEVT] Kan PE TNV 0ApaTOIN eEEMEN TG Texvoroyiac. AAlwaote o {810¢ 0
Inroxpang Bewpodoe ™ ocvpPorn ™G, Bepehubdeg ABo yia v eEEMEN ™G
wtpikig emomung: "Intpudl navro nédhan vrdpyer kot “apyn xai 686¢ eopnuévy,
kaf T@ eopnpéva moAAG T€ xar Koddg Exovra £opnTan ‘v OAD Ypbve kal T
Aowma evpedfioetan, "Mv g fkavog e kaf '@V kol T edpnuéva eiddg 'ex T00TOV

6ppbuevog Cntén (Tlept Apyoaiag latpuxig).
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EDATQrH

Iepinov 1 ota 1000 moudué vooef and coPapry Papnxoln eite ex yeverrg,
glte xatd ™ Sidpkewr g wpoopnTikig Tov niwiog (Morton 1991). Nedrepeg
perétes vroompflovv 61 50% mepinov TV AEPpMITOGEMV OVTOV, OTW
avantoypéves xOpes, opeiletar oe yeverikég avoporieg (Marazita et al. 1993)
Bewphvtag 6pwmg Sedopbvo 6Tt 10 mMOoG0CTO CVTO cuveXDS B owEdverar, xaddg
pedtidvovrar ot mapoxés orn Onuéowa vyefa. Odnyovpaste Aowdv oe o
cuveyxbuevn pefioon tov apiBpod twv zmepurthoewv ekefvov Papnkolog mov
pnopodv va ogeiloviar oc AowpubEeig €lte xatd v didpkein ™ evdountpiov
xufieeng (unTpiky pooPoin pe Gueco avrikTvmo oto kKvoPopovvta EuPpuo), fte

_ o€ Aowdéerg mov npocPiiiovy ta dropa and TG TpdTES NUEPES TG Lwfig Tovg,

kafd¢ enfong napampeitar peioon tov nepiotanikdv exetvov mov pmopel cav
airie Tov¢ va mbavoroyeitar n odddyiotn xpfion @T0ToEIKGOV Qapudkmv. Zagfg
6pwg petmon Tav aeprotanikdv Bapnkolag napatnpeirar eniong 6x1 pévo Adyw ™¢
dovarémtls pog omv apdinym xar anoguyn Papnkoidv OQPEMOUEVOV OE
nepryevwn ik aftia, cAME kar oty Eykaipn Siyvoon ko xoditepn avtiperdmion
naffcemv mov Fhvovra va tpoxkaiisovy eniktnt Papnkoia.
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SYXIOAOIIA AKOHX

O PAaPec ™ axong afverat va eivar o and TG MO YVOOTEG Ko
nadaidtepeg vooovg Tov avBphnov. Ta tphta ypartd keipeva yio my axof frav
ypappéva pe ™ oenvoetdny ypagh tov Zovuepinv (6000-3000 #.X.), ota onola n
axon} avapépoviav g 1o bpyavo g axorig xat g 8éAnong (Feldmann 1970). H
npht avagopl o Papnkoies Ppiokerar oto Wen (2697 7.X.) mov Bewpeitan 10
apyooTePo Yvootd wrpikd Piilo. Qg ocvyypagéas Bewpetrar o Huang Ti 4
Kitpwvog Avtokpdaropag kat oo Piifo avtd yivoviar avagopés kar ota aitia adra
kot otn Oepaneio ™ Papnkoiag ovpmeptapPavopévig eketvng pe Pehoviopd (Wen
1966). Avo Aryvrmiaxoi namropol, twv Ebers kon Hearst (1550 n.X.), napabérovv
neptypapés nadnocwy Tov auvnidv ko Bapnkoiag. Ot dbo narvpor avtoi Bewpeitar
6m eivar ovdoy ypartdv ard 1o 3000 w.X. evicyvovrag To yeyovdg OTL N
TMPOKTIKY 1ATPIKY MKpaoe omg nphreg oryvaniakés duvvaoteleg (Bekesy xau
Rosenblith 1948). Bapnkoieg ka1 oxeTiké pe ™ Bepaneia qvtdv avapépoviat Kat
ommv Ko Awbixn ané tovg Evayyehotés Matbafo (11:15) “xon xo@oi
akovovol”, kat Mépko (Keg. H,32,33,35) “kar €vbéwg dinvofydnoav avtod ot
axoai”.

H yvoon 6pmng g avatopkig kot guoioroyiag Tov avTiod, Kabhs Kat ot
npOTEC TMPOoNGOeleg  OepamevTikdic  avTipMETOmMONG TV Tadcedv  TOv,
nepropilovrav xuping oe phocoikéc akéyel; kot do&aoieg mov TpdTol eEéppacay
EMnveg pboogor. O TTvBaybpag (580-500 n.X.), Erxdnvag pobnpatnkéds xor
QMOc0QOG, Titav 0 TPOTOg 7OV vrooTAPEE 6TL 0 1fxog frav ma d6vnon. Karh
ovvénela N okor] ekaptidtay amd ™y avriinyn avtig ™ dévnong péow Tov
awni00. O Adkpéwv o Kpotoviamg (525 n.X.), mov Bewpeitar apaypatikés natépog
m¢ latpuang, avagpéper oy wepl axorg Bewpia tov 6Tt “axovev pev guoel tolg
oof, 16T kevov ev avtoig evumbpyer. Tovto yap nyelv, POEYyecOm &€ 1o kolhw to
atpav & avimyelv’. O Anpudkprrog yvopilel 7o xevd 7 to kofdo Tov cwTiod xar Tov
o quova tou, nrady tov opuravikd vuéva. Katd tov Eumedoxdny (504-443
7.X.), dwrapaxi Tov afpa tov mepiPddioviog mpokarovoe datapay ™¢ (g
@OoEwG oToV a£pa EVTOg TG KOMOTNTOG TOV PEGOV CVTIOV, Kot PE OVTOV TOV TPOTO
ywétay avrinemi 1 ewtepikn) xiviion tov aépa mov amotehovoe Tov Nxo. O
[Mravag (427-374 7.X.) nloteve 6Tt avt6g 0 “comtepixds aépag” epQuTeLOTAV
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uévipa katd v dubprela tng epfpoikiic Lang, apbypo mov empPefainve o peydrog
Zrayepitg oivocogog Apiototédng (384-322 n.X.). O Inmoxpdrng (460-377 n.X.)
didaoke O6TL T0 00TA 670 E0MTEPIKO TOV KPaviov METEPEpaV TIC dOVAOEK Gueoa.
otov eyké@aro. Z10 “nept copkdv” chyypappd Tov, o€ oXeTIKO Ywpio avapépet:
“Axovel de o6 TOdE, TG TPNNATA TOV OVATOV TPOOTKEL TPOG 00TEOV GKANPOV TE
Kot Enpév 6powov ABo, 10010 de, MEQUKE WPog ootéov KOIAMMOIS oNPOYYOING
(mBavdg va evvoetl Tov AaPipvio). Of de yopor amepeidovton Tpog To ckAnpdv, 10
de ootéov 10 xoihov emnyel Sra Tov oxAnpod. To 8¢ Séppa TO TPOG TV AKON TPOG
70 00TED TM OKANPD Aemtdv €otv homep apbyviov, Enpdratov Tov GAlov déppatog
(mBavag va evvoel Tov Topmoavikd vuéva). Texpnplo de moArd, 611 EnpbdtoTov nyel
péiorta.. ‘Otav de péytotov nyAon tote PAoTO OKOVOUEV........ T O MyEovra
axonv moel” (Sigerist ko Wever 1949). O "Ednvag Todnvog (130-200 n.X) and
mv [Iépyapo g Mwkpds Aciog mepiéypaye 1:560 10 TEPYYI0 Ko TOV EEM
aKoVOTIKO TOPO, TOL KATEAYE GTOV TOPTTAVIKG VUEva, 0G0 Kot TV KOOI TOV
HECOL oVTION. AMAG 1 peyaddTepT SLUPBOAL] TOV fTAV 1) TEPLYPAPT] TOV OKOVOTIKOD
vevpov (av xar AavBaopéva mioteve 6Tt amoteAovoe KAGSO TOV Tpidupov vebpov)
Kot 1 mopeio Tov and 10 ATl oTOV EYKEQOAO PEG® EVOC TPNMOTOS OV ONUEPN
ovopdlovpe £€0w axovoTikd mopo. Eivon and toug mpdTovg mov avagépovion oTov
AoPOpvOo ko toviler enfong 6T Ta0 vevpa eivan exefva mov petafipdiovv Ty
afoBnon axong otov eyképoro. BAAPn de oe avtd efvon wcav ko avaykaio yio vo
npoxoréoel Bapnkoia (Boring 1942). To 150 awdva p.X. 1 péodog oty avatopia
T0V VTV divel véa dnon otig YVOGES pag oo mv akon mépa ond exeiveg TV
apyaiov EAMvav yiotpdv kot eihocopav. O Békyog avatopog Andreas Versalius
10 1543 fitav 0 TPOTOG MOV TWEPIEYPOYE TNV GVOTOMIKY] TOV HEGOV OVTION KOl
e181KOTEPQ TNV GEVPA KoL TOV Gikpova, evad Alya xpdvia apydtepa o Fillipo Ingrassia
avokeAOTTeL Tov ovoBoréa kor meprypdoet Tig 2 Bupides, Tov koyAa ko TOVG
NukVKAI0VG cwAnveg (Garrison et al. 1961). O Gabriello Fallopio 1o 1561 avotiyet
™mv ®oedn Bupida xor meptypdper Tov xoyria, motedovrag 6T exef Ppioketor o
ENPUTELEVOG aEpag WOV Ot petayevéotepol tav apyainv EAMivov Bewpodoav
anopaitnTo Yo TV akon, evéd to 1853 o Bartolommeo Eustachio meprypdget v
0KOVOTIKY] GOATLYYO KO TOV TEVOVTO TOV TOUTEVOD AKOVOTIKG M. ZnuoviikdTam
ko1 1 ovpPori tov Coiter mov amoppinter T Oewpion T0v EpPvTEVUEVOL GEpa
(Coiter 1573), evdd poMg 1o 1777 o I'eppavég Meckel amodetkviel TEIPOUOTIKA OTL




npkypont otov koxAMa Sev vmdpyetr epgurtevuévos afpag (Bewpla didpxetng 2200
APOVOV) CAAG vYpo. '

XperGomKe TPAYHATIKG TAPA TOADG XPOVOG GTHV EMOTNHOVIKY KOWOTNTO
na va mepiypayer pe axpifera xom cagpfiveln v mOADTAOKY A€itovpyia Kot
puoiohoyia Tov opyavov g axof¢. Acttovpyia i onofa mepihapfaver ta e&Ng:
Appixd ™ petagopd tov 1xov S Tov £Em K HECWK WTOG OTO £0W 0VG. XN
OUVEXEIR PETOCYNUOTIONG TG UNYaVIKNG EVEPYELDG TOV X0V oT0 Opyavo tov Corti,
ot Poniextpikd duvapkd, ta onofa epebilovv TG Kevipikég vevpikég amoAnEetg
TOL AKOVOTIKOD VEVPOL Katl TAEIVOUOUV TOVG (OGS, Kan Téhog v petafifaon kot
avéhvon tav oV and 10 6pyavo tov Corti S 0V AKOLOTIKOY VELPOV GTO
KEVTPIKO veupikd cdompua kot avtiinym autol (Zxevag 2002).

Ta npmukd xopata, dnwg oM and tov 15 u.X. adva neprypdoer o Aavig
natpds Volcher Coi;ef, petafipdlovian péom tov £ akovotikod mhpov ©TO
Topravoootapubdeg cvotua kot To BEtovy oe madpikn kivion. H xatackeon tov
EE0 axovaTikol OpoL Elvat TETO1X DOTE N TOUROVIKT HEUPBPGVY VO TPOPUAGGTETAL
aQ’ evog pev amd TG EEWTEPIKEG PNXOVIKEG KAKADOEK, a@’ €Tépov d€ amd Thv
npdonTOON OE QLTV TOAD 10XVPOV PNTIKOV dovijoewv. Tovtdypova otov €@
akovoTikd mopo yivetar Evag pepikds vroPipacuos me ocvxvoTTog TV TOVOV TPOg
ta 2000 | 3000 Hz A6yo avropmong. And 10 TOURAVOOGTOPIOOES GOUOTHHO T
Topravikyy pepPpévn efvar €tol kataokevaopévny kar TomoBetnpévy, GOTE 1
NYNTIKN EvEpyera TOV S1aPdp@v cuxvoTHTAV 1oV TpooTintovy o€ avt (Kot Kuplwg
otig péoeg ovxvomreg) va mpocrauPbévetar oxeddv €€’ odokAipov kar uévo éva
MIKpO PEPOG TG EVEPYEIRG VO ovTavakAATOL TPOG TA EEW. ZTN CUVEXELD, PE KIVI|OELS
Oporeg epPorov, peradidovrar de S pécov TV axovoTikGV ootapinv om Paon
10V avoforéa ko katd ovvénen oy mepiéppo. H petaPifaocn tov pymrkbv
dovioewv and kabe mepoy Tov TVuTAVIKOD VpEva, vroPondeiton and ToOUG
d16popovg ouvdéopovg Tov pécov wtdg ka kuping and Tov tefvovia o, o onofog
podpiCert v tdon Tov TVPTAVIKOY VuEva. H évtaom Tov mmTikdv KOpdtov Kol
™V HETAPOPA TOUG amd TO TUURAVOOOTaPIDdEC CUOTNHA oTHY MOEd Bupida
aEaver katd 22 @opés, evd ouyxpévag eMUTTOVETOL TO E£0PO¢ TOVG. AVTO
emroyavetar o' evog pev Aoym g Srapophig oxéong PEYEBOUG TG EMQPAVELAS TOV
Toundvov kot g Pdong tov avaPoréa n omola efvor 17:1, ag' etépov ¢, o
oUVELAOROC CPVPAg KAt GKHOVE EVEPYAVTAC GOV £VOC eviaiog poxAdg, Tov onofov
10 vrtopoyMo Pploxeton oto xefhog Tov TVPIAVIKOD DuEve Kot cvEGVEL THY 160 TG
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kivnong mepinov xatd 1,3 gopéc. Erot éva mymrikd kbpo T0 onoio mpoonintel oThv
ToumoVIKT] pepfpvn petodidetar oty nepépgo g atbovomng Kal ev cuvexeio,
otov koyAia pe mwieom 22 @opég peydddtepn omd GVTAV MOV TPOCENEGE OTOV
Topunovikd vpéve. H adEnon ovtig mg nieong stvon avaykaio ywri énog siva
YVoOoTo N adphveln TaV VYphV efvar peyodbtepn and v adplveln Tov afpa Kot
emopévag yua va, TpokAnOel 86vinon tov vypo¥ ararteiton moAd peyorvtepn wicom.

To péoo ovg petadider o MYNTIKE KOpaTa TPOS T0 £6M OVG, S0 PEGOV
otepenl Popén, TAPEXOVTAS nog peydhn nymrikt} evépyew  omoio Ba xGvovtav av
1 petddoon ywvotav katevdeiov omd Tov afpa ot nephénpo. Kar avtd sém dtoav
éva MnTiké kdua TpooninTel o€ VYPH EMPavela, avavorhdTor kot Yével To6ooTd
evépyerog £m¢ kot 99% amd tnv KivnTiki Tov evépyeta.

Téhog n meprépgog tibetar oe moAipcty kivinon, o Tov 10 VYPE givon
aovunieoto, AMOY® TG EANOTIKOTNTOS Kot TNG KVNTIKOTNTAS TG devtepelovoag
TOUTOVIKIG pEpPphvng, N omola aro@pdocel TV otpoyyvAt] Bupida ko emvtpénet
étol v dnuovpyio EVOG KOUATOG AENPOV antd TNV MOEWN TPOG TV GTPOYYVAL)
Bupida. H xor) Asttovpyia tev 2 Gupidav eEacporileTon a@’ evég pev ywati 7
TOpTOVIKN pepBpdvn amoxAeiet v ancvfeiog TPOOATOGT TOV THNTIKOV KOUGTOV
otV oTpoyYVAR Bupida Kot Ty dnuiovpyia avTippomoTiKOD KOUATOS, 0’ ETEPOV
de ywoti 10 aoBevég xbpa, 1o onoio mophyeron otov afpa Tov KOIAOL TOV TLUEVOL
and v d6vNoN TOL TVURAVIKOD VUEVO, TPOCTINTEL OTN GTPOYYLAN Gupido e
Sogpopd @hong ko €tor, Ox1 uévo St gpmodiler, KdAd evicyver v kiviion g
AEHQOV.

Ze aVTICTAOUIOT) TOV PNXOVIGHOV EVIOKVGTS TNG £VTACT|S TAV Y@V dla TOV
TOUTAVOOCTOPIDSOVG CUGTIHOTOS, VIGPYEL Kot EvVAg UNYAVIGHOG TPOaTaciag Tov
éow 016¢ ond v enidpacn TtV TOAD éviovav Mxav. O pnyavicuds owtdg
npokoAeital avToavaxAaoTik@ and 10 Kevipikd vevpikd odotnua, HeTd and
AavBavovta xpovo mepinov 40 msec kon emtrvyyfveron pe tn dpdomn Tav 2 podv Tov
péocov ®To¢, Tov Tetvovta to TOpmOvO puog Kot Tov puds Tov avaBoréa. Ot pug
ovTof MG YVOCTOV SpOvV aVTAYOVIOTIKG METOSD TOVG KOL O MEV TEIV@V TO TORROVO
éhkel ™ AaPi] ™g o@Opag mpog To péca, 0 O pig Tov avoforéo £Akel Tov
avaforéa mpog T EE@. ‘Etor mpokodody kabiimon g akovoTikig ocAVcoV. pe
ovvénelr a@' &€vég pev v eEacBivnon TV mOAD viovev SOVIGEMV  ThG
aKOVOTIKAG 0ADOOV, 0’ ETEPOV S TV ATOPUYY TOPATETAUEVAOV GOVIICEQV, Ot

omoieg 0o fTay TOAD petovekTikég o ™ petaPifaon tov fxov. Ta aviavaxiacTik
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atd Tapovordlovion Tavta appotepdmievpa, £0TM Kar av o Mfxog evepyel ato éva
avtl. H eiacBévnom m¢ évraong teov Mrev, n onofa emrvyy@veran pe 10
avravaxiaoniké ocvto, efvat mg 1afeng twv 30-40 dB, peinon n onofa avnioToyyet
nepinov o Sapopd avapesa otov Yiupo kot Tov 1o ™G duvamig povig.

H petapifaon tov fixov s t@v ootdv yivetar xuping ard ta ootd ToL
kpaviov and TV akovoTikt} aAvcida Aoye g adpdverds g Kot TV adpavela g
Xarw yvaéov, n onofa mpoxoAel axovotikég doviioelg otov ££w axovoTikd mHpPo.
Tavtéypova mpokarodviol akovoTIKES doviioes ot AEpQo Tov Koxifa kol TV
Baocucn pepPpavn.

H pactoedric andpuon ypnowpever cav anobixn aépa apfrivoviag £tot
anétopes petaforés mg mieong tov oto péco 0¥G, 1 de gvoTaywviy SEAmyYa
ebacpariler v e&lowon ™G nricong TOV PECOV WTOG UE TNV ATHOCPUIPIKT Trieom.

Zm ouvExai o1 MNTIKEG SOVIIOEL TOV TUUTOVOOSTAPIDOOVS CLGTHATOS
pe Kiviioe Tov avaPoréa amv woewdn Bupida, vd popen cepayidas, Tpokaiovy
xopatoedels kivijoelg g nepthépgov ot cbovoaia ki{poka Kot Tapddinia pa
on@bnon m™¢ Pacwric pepPpévng (mpog mv Tvpmaviky xAipoxa) n onofa
petadidetrar pe popen toLdevoviog kOpatog amd Tov avoPoréa pEXpL TO
eMkétprpa (vopoduvapky Bempia katd Bekesy xat Ranke).

Avéoya pe ™ ovxvémnto Tov 1oV, T0 TALTOG TOV TaLIBEVOVTOG KONATOG
avidver cuvexhg katd v ddpkela TG enékTacng Tov £¢ po opiopévn Béon,
PB&ver om péyiom mipf Tov o onuefo, mov eLaprdran and ™ ovyxvoéTTa TOL
PMTIKOY KOpatog xat ot ocvvExew vroxwpel ypriiyopa pe tpdémo 6pow T@OV
xopdtav mg 6daccag mov POGvovv oe ma opadrs axt. Erol, pe Baon ™ 0éom
me pénotmg Sévnong g Paowhic peuPpdvng, yivetar n ovédvon kar o
Swyopiopdc tov tévav oty ddgopeg ocuvxvémres. Kade Aowmbv ovyvéthto
avikarontpiletan o o Béom g Pacikng pepPpdvng avéhoya pe 10 péyroto
TMiTOG TOV xOpatog, 10 onofo mpokahel. Aovioels VYNAGY cLXVOTHTOV £XOVV TO
pénoto mhatog xovtd otov avaPoria, om Phon Tov xoyMa, evd dovnoelg e
XopnAf ovxvomta £X0VV 10 PEYIoTO TAATOG KOVTG GTO EMKOTPNUA GTNV KOPLOT
10V KoXAfa.

H ovpnepipopa ovmy om Aertovpyia mg Bacikiic pepPpvng opeidetar ong
20.000 wepinov Paocikés tveg ov v anotelodv Katl TOv exteivovral antd 10 06TEWVO
eMxoeldéc métado éwg 10 eETepkd Tofxopo. Ot fveg autég efvon otepetc kat
ehMuoTikéEg cav xalduo, efvar de eElevBepeg pdvo oo éva @xpo Tovg xat Sovodvran
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omwg or pmaréveg wog appuévikag. To pnkog tovg ovEaver mpoodevtikd and
Baon Tov xoyila wpog 0 elkoedés Tpipa ko and 0,04 mm zwov efvonr ot Phon
eoaver 1o 0,5 mm oto eMxdtpnpa. (mapatnpeizor dniadn wdénomn g TaEEmg TOV
12 @opdv), evdd N S1Guetpds TOVG TOVTOYPOVE EAUTTOVETOL, TAVTO TTPOS TNV 1wt
KatedBuvon, pe amotélecua 1 cvvolki Tovg dvokauyio vo peibveton TepocdTepo
and 100 popéc. Etor o1 ddokaunteg kovtég tveg, kovth otov koyria dovodviar pe
peYEAn ovxvoTnTa, VM Ot HaKpEg EVAOYIOTES tVEC KOVTQ 610 EMKOEWES TpApa.
dovovvton pe mkpn ovxvoTnto.

Extog 6pmg and 1ig Srapopés oto piKog kat v evkapyio Tovg, ot fveg g
Baoucic pepPpvng Srapépovy Kat wg TPOg THY POPTION TOVG 6TN PALa TOV VYPOY
10 omoio mepiéxel o koxMag. ‘Otav dnradn pa mepoyy ™mg Molucig pepBpdvng
doveitan mpog v i 1| mpog v GAAn xorevBuvor, Ba wpéner va petartomilel
TOVTOXPOVAG Kot TO VYPO T0 omoio VapyEL avlueoo otn dovodpuevn uspﬁpéw_n Kot
TG 2 Bupides. o mig tveg Aowmdv g Paownig pepPpdvng, ot omoieg Bpiokovran
KoVt ot Paon tov koxAda, n cvvoikn pélo Tov vypod M omola perartomileTan
efvan pikpt} oe ovykpion pe exetvn 1 onoia avrictoyel otig tveg o1 omofeg dovovvrat
Kovtd ato ehkdTpnpo. H Swagopé vt evvoel eniong myv vyiovyvn 86vnon xovid
otig Gupideg xar v xapnAdovyxvn 66vnon kovid oto elwdrpnpa. Etot, Adyo ™G
dapoplis dvokapyiog ko @oépTIoNG TOV PacKdOV whvV, 1 MO ™G Pacudais
pepPpdvng etvar vyiouvyxvn xovtd ot Paon ko xapnidovxvn Kovid ot Kopuem
tov kKoxAMo. KdaBe cvxvémira 1fxov zmpoxorel Swogopetikd toHmo S6vnong g
Baowng pepPpbvng ko avéioya pe to pépog ovtig ov Tiletat o Péytot TOApK
dovnomn, emruyxdvertar  avriinyn cdié ka1 0 SxOPIGPOS TV GLYVOTATAV TOV
Nxov 670 ovTi.

Y kG0 andOnon mg Pacuic pepPpdvng petaKiveiTal avayKooTikG Kot T0
6pyavo tov Corti, T0 omoio petatpéner g Kviioew, tov Pacikod vuéva O€
Pronrextpikd duvopkd kar vevpikés doews. H Aeitovpyia avt yivetal ot £60 kat
o pyotd wkotrapa, ta onolc oG yYvoordv nepipddiovior and Eva mAEYMQ
VEVPIKAV amoMEEDY Kot EEKIVOUV O TO EMKOSIOEC YAYYMO TNG OTPAKTOV TOV
koyMa (Zxevag 2002). A6 Tovg 6T0iX0VG TOV TPYDV TAV £E0 TPIXOTOV KVTTAPOV,
pévo o e&mtepucdg oroiyog, dOnh. exetvog mov elvar mo paxpd and v drpakro,
épyeron oe enaen pe Tov kaAvampo vuéva (Kimura 1966). Ot tpixes and toug
vrélowmovg otoixovg Kabdg Kot EKEfVEG TV €60 TPYOTOV KuTThpav eivar Mo

Kovtég Kot dev £pyovian og Emapti pe Tov koAvrtipro vuéva (Spoendlin 1966). Av n
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| kauym tov pr@v eivoan 10 xpiowo epébopa 1 Tov epebicud TV TPRYOTOV
(. KUTtapwv, 16Te 0 £pedopdg dev Ba efvan o {610 av owtég KGunTOVTAL TPOG TV
' Gtpaxto 1 anopoxpivoviar and evtiv. Otav m.y. o Pacikds vuévag xveito ntpog
= o0 Katw (Snh. mpog v Topmaviky kKAMpaxa) n oxeniki xiviion oMofnong petokd
Baowod ko koAvrTipov vpéva efvor Tétowr GOTE 0 KOAVTTIPIOG VHEVOG
napekronilerar Tpog v Grpakrto Kau ot Tpiyeg kGpmwrovron ko ovtég mpog Tnv 16w
» KatevBuvon. Aedopévov 6T pévo o eEwtepikdg otofyog Epxeton o€ emagn pe Tov
| ' KoAvrtiplo vuéva, Kath ™y kGuym tev otofyev tav Tprxdv owtod Ba wéhoovy
’ TOVG Kevepikdtepoug otofyxoug mov Ba kapedodv kar avtof pog Tnv dTpaxto. ZTnv
L avtifem nepinton nov o Pacikdg vpévag xiveitar mpog Thv arBovoaia kiipaka, n
B oxetiki] kfvnon petald Sikrvatov Ko kaAvamipov vuéva efvar tétola GOTE 0

KOAUTTHPIOC VPEVOS Kiveltal Tpog TV ayyeuddn towvio Kor €TOMEVOSG KOl O

eEntepkOg oTolX0g TV VYNMAGTEPWV TPLLDYV E&umstm HoKPLE omd TOV KEVTPIKS

dEova Tov koxMa. Zmyv mepintoon ovm) dpmg, ot Arot atoiyor Twv 1Y@V efvon

ariBavo va akolovBricovv 6An v éxtaon g dudpours ywati n kabe tpixa efvar
* aveEGpmnm N pa and Ty GAAN xou o1 mapakeipeveg propodv va wbfoovy adhdhd O

va éikoviar apofaia. Axéun ko oav yivel mapadexti khmown cvvdeon TV
~ nopokeipevav prdv péom tev popiov Brevvocakyapitdv mov Ppiokoviar oto
|' HETAED TV TpY@V SGlompa, té efvar aniBavo va emrevydel TAqpng coppetpia
| Kivijoe@v @dnong kot €ErEng. ITiotederan 611 ot Tpixes TV ECOTEPIKAOV GTOlXWDV TOV
0 TPYOTOV KuTThpov, mov dev £xouv Emagn HE TOV KOAVATIPIO VHEVA,

xépntovron pe tov {810 Tp6éMo Onwg KoL o1 TPixeg TOV £0m TPYOTOV KVTTAPQV.

-

Efvan enfong yvootd 611 o1 tpiyeg 10V £60 Tpi@ThV KOTTAPWV dEV £XOVV ENOPN HE
oV KoAvrTipro vuéva. H xépyn tovg ogefdetan oe pa 1£GN dvvaun mov dpd oe
avtég ko efvan emakdrovBo ™ pong g evaorépgov mov Tig mepifdiiet. H xivnon
oAfoBnomng O¢ter o kivinon ™y evdorépgo mov nepikieieton peta&d Twv dbo avThv
emeaveldv ko 10 1E0OSeg (ecwtepit TPiPi) ™G evdoréppov e€ackeltar Tave OTIG
Tpixeg pe'anoré)»ecpa mv kpyn ovtév. H £bdng ddvaun eivar avédoym pe my
TaxOTTA TG EVOOAEUPOL.
Zopnepacpanikd Aowdv, o pnyaviopds epediopod twv %o ouddwv Twv
TPYOTOV KuTTdpav deéper pilikd. Ta 50 Tpy@Td KOTTape Kuplng epedifovia
> and v Gueon Ropextémon TOV VYMAOTEPWOV TPLXDY TOV EEmTEPIKOY oTofxov. O
ep-eetcp,ég avtdg efvan Pacikd acOUMETPOG 0AAG OPKETE ONOTEAECMOTIKOG OTIG

yopnhov mhdrovg petatonices. Ta £0w TPiXOTE KiTTapN epeBifovion amd EDdEK
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duvapers g evooréugov mov zwepPdAder Tig Tpixss. Or Svvdhpeg avtég eivon
péddov ocvppetpikés, oAAd yivovtor onpoviikéc poévo o vymhég oThOpeg
déyepong. Kard ovvéneta, vadpyel Baoum dwapopd dxt pbvo otov 1pémo, ahdd Kon
otov Badud epebiopod tv Vo opddav 1OV TPYOTOV KVTTdpav. Eivon enfong
YVOGTEG 01 SL0pOPES 6T} BEom ToVG o€ oxfon pe v kivijon tov Bacikod vpéva. Ta
EEo TpYywTd KoTTapa PBpickovron o1o TUKE. TOV Pacikod viéva To omoio Kiveiton
ehevOepa ond to Takdedov xdua, evd Ta £6® Tpr®TA KoiTTapa Ppiokovion oto
Gxpo 100 ooTéEvov €AKOESOVG TETEAOL dNA. ot axivito TpAua Tov Pacikod
vuéva,

O veupikég akovoTikég fveg dev avTidpodv Gueca oTn UNXAVIKN KAUym Tav
TPYAOV TOV TPYOTOV KUTTAp®V. I'lo TV évapén Tav veupikdv GoEV oTIg tveg TOV
KOYMOKOU vedpov eivan vaevBuva 1o 1py@td KOTTApo 7OV Bewpodviar MG
Brodoywoti pzw'cpo;as{g KO METOTPETOUV TNV UMXOVIKN evépyeln o€ GAlo TOmo
evépyerng. IBavoloyeitanr 6Tt  petatponn ovt cuvvictatar oty anersvfépmon
vevpodiafifactdv kate and Tov EAeyxo ProniekTpikdv dvvoprtkdv. To ohpe Tov
TPYOTOV KLTTaprV efvar Pubiopévo péoa oe Tepépgo, eva ot Tpixeg POGvouvy o
péoov 1oV SikTL@TOL Vpéva “otn péon KAipaxa, Omov mepPdArovion omd
evdorépgpo. H ovykévipwon tdviov ota dvo avth vypld efvon Stagpopetikd, pe
[K']=150 mEg/l xon [No']=5 mEq/l omv evloléugo, evd mapotnpoldvion ot
avtiotoyes [K]=5 mEq/l xan [No'J=150 mEq/l otqv mepthépoo tng aafovoaiog Kot
topnovikig KAipakog (ewoévo 1). Mo vk avidio Swmpel otobepny v
160pPOTio TV WOVIOV KOTO UKOG TG KUTTAPIKG MERPBPavIG pe Tpémo GOTE T0
duvokd 610 KOTOTEPO MEPOG TOV KUTTOPOV, of Kathotactn mpepfog, va givor

névta opvnTikod.
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Eiwxéva 1: 10vTiKi) cUVOEST) TEPLEPPOL KOt EVOOLEUPOV.

H xépyn tov 1pyév katdé v oktvet) katebbovon, dnAd. mpog v
ayyeuddn tawvia, £xet oav anotéecpo v didvorlEn dwvdwv mov PBpickoviar oThv
KopLP1 TV TPY®V (e1kéva 2) (Jaramillo koa Hudspth 1991) dwapéoov twv onoiwv
Siutpyovtan [K'] (Gitter 1992). H eiopoy tav Ostikdv 6viov [K'] mpokodei
EKTOAMOT] TG KLTTAPIKNG HEUPPavNG 6TO avATEPO TUANA TG KAl TO depyduevo
Kopa duvapikov dwaytetan Tayfwg o faon Tov TPY®TOV KLTTAPOL OTOV VIAPYOVV
diavhot aoPeotiov [Ca*']. Katd m Sipkewa g ekméAwong, ot dioavAol avtoi
avoiyovv kai Wvta acPectiov g16€pxovian emiong 61N Paom Tov TPYMTOD KLTTAPOV
(Crawford 1991). Katd tpémo mov Sev éxer mAnpog SievkpvicBei, ta 16vta [K']
emMPealovV Ta TPOCLVANTIKG KVGTIOW OV aneAevfepdVOUY TO TEPLEYOUEVO TOVG
OT0 CLVAATIKO X®Po HeTa&d ™G KUTTOPWKTNG MEUBPAVIG Kal TV SEVEPLITOV TOV
KEVIPOUOAOV OKOVGTIKAOV VELPIKDV WAV, HE ATOTEAECUQ TNV TLPOSOTNON TV
VEVPIKAV WOV Kal tn dnpiovpyia vELPIKOV OCEWV MOV HETAPEPOVTOL Ol TG
axovoTIKNG 080V 6ToVv aKovoTikd Proid (Eybalin 1993).

Kivnion tov 1pixdv paxpud and myv ayyeiddn tavie mpog v GTpaKTo
KAgivel Tovg Suvrovg ya ta wvia [K'] xat odnyei og vepnoiwon Tov TpryoThv
xuttdpaov. H vrepnoloon tov xuttdpov €xel oav anotéheopa 10 KAEioWo tov
duvAwv aoPestiov xar £tot avaotéAretar n évapEn g Swdicaciag Y Tov
§p§6wp6 TOV VAV, TOV KoyAakovd vevpov. Otav 1a tprywtd kitTapa Bpickoviat oe

xatGotaon npepiag, Aiyor dicvior acBectiov avoiyouv kar kKigivouv avtdpota, pe
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omotéheopo v VmapEn vevpodwPiBactdv oe moocdTA OPKETH OO
dnpovpyeitan  avTOPATOG OPOHOE TVPOIOTNOMNG TOV AKOVSTIKOV VELP
(Eybalin koz Altschuler 1990).

Idwitepa evdwgpépovoa eivar n peydln evorodneio kot 1 Tod
avtidpacng mov mapovcuilovv o TPYMTe KOTTOPO. AvaeépeTtal, and mEWE.,
mov &yovv yiver oe Lha, 0TL ota TPIWTE KOTTOPO TpokoAsiton peTaPoAn

duvapuod g xutTapwchg pepPplivng pe xiviion tav TPV e ThEng Tav
TPICEKATOUUVPLOCTAV TOV UETPOV, EVD 1 avTidpaon otV KApYN Tev TP

apyiler péoa o€ Aiya dEk0Ta TOV EKATOUPVPOCTOV TOV SEVTEPOASTTOV.

tvidia Axtivng

lovtixoi Sfavior

Nupdvag —

L ]

. oy
Npoouvantixd i< '
xvoridia | .0 Alauhog

.. ex xaopoouvdéopwy

Itnpixtixd
xUttapa

Ewéva 2: ovrtikol d{avrot mov avoiyouv katd v Sidpkeia mg KAPYNG TOv TpIY@v 1p
v dievBuvon g Sifyepong pe tavtypovn anerevBépwon vevpodiafifactdv vnd tov Eeyxc
BlonAexTPIKGOV SUVOHIK@OV RE OMOTEAESHA TN YEVEST) VEVPIKOV DOEWV.

Katd ocvvénsio n pébodog mov ypnowyomowei 10 vevpikd coistnua yo
avayvapioet Tig Sibpopeg ovyvoTTeg TRV M@V, Pacitetol oTov TPocdopoud 1
Béonc ™ Paowkrg uepPpdvng, n onoia deyeipetar meprocdTEPO. AVTO OVONGLE!
apyf ¢ 06ong Y10 ToV TPOOIOPIGUS TWV CLYVOTITOV.

H évtaom tov fxov npocdiopiletat omd to mAdtog g dévmong ¢ Pooik
puepPpdvng ka1 tav tpyeTdv Kvtidpev. H adénon tov mhdtovg g d6vna
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Sieyeiper Tic veupikég amoANEEG HE MO YPTiYopo puBud kar mpoxadei Siéyepan 6ho
KOl TEPIOCOTEP@V TPYDTAOV KUTIAPOV OTIG Teployés g dévnong g Pacikiig
nepBpavng, pe anotédecpa mv GBpoon kot v petafifoocn twv docwv da pécov
TOALGOV 1] Aiyov vevpikdv vev (Zxedag 2002).

ANATOMIA TOY OPTANOY CORTI

To 6pyavo tov Corti amotedeiton amé Ta vevpoamcsOHnmiper 1M TpLYwTa
xOTIOpa KA1 amd 1o CTNPIKTIKG Kuttapa. Xtmpiletar oto Paocikd vpéva Kai
npoPdiier péoa ot péon khipaxa, eKTeiveTar oe 6Ao 10 PKOG TOL KOYALKOV
népov xat N EpPaviot} Tov aArdler katd prxog Tov KoyAia.

Ta ompiktikd xvtrapa dakpivoviar ota otvioewdr), tov Deiters, Tov
Hensen, 7ov Claudius ka2 7ov Boettcher (ewcéveg 3, 4).
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KoxAaké tou Corti P pa
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Ewéva 3: 6pyavo tov Corti.

Ta orvloeidij xitrapo eivar empnikm, Tpocevovial aTov facikd vpéva xat TPOg Ta
Gva ovyxhivovv oympartifovtag mv ayida 1ov Corti. OproBstovv §Vo atoiyovg, Tov
tow xal éEw otOAo, Tov agopilovv evpeia pecokvTTAPIo KOWOTTA, TN oipayya
70V Corti. Ov xopvpég TV GTOAWV Kaumtoviar opilldvTia Kai OmOTEAOVV T
KePaiika métada, To onoic GVPPEALOVY GTO GYNUATIOUO TOV SIKTLMTOV LUEVA.

Ta galayyxd xvrrapa tov Deiters, mov dwkpivoviar oe écw xar éEm, eivan
KVAWIpIKd Kot 6T0 KOpLEaAio TuMpHa Toug £XouVV Gipa Kamédov, 6mov nepikisictal

M Béon tav TPYWOTOV KUTTapwv. AT 10 onueio avtd, To Gve Nuindplo dnpovpyet
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amo@udda mwov to opldvrio TeMKO TETAMO TG, TO KEQAAMKO TETOAO, amoTeAel
UEPOG TOV SIKTLOTOD VpSVaL.

Ta xvrrapa rov Hensen Bpickovior ektdg Tov kvttdpov tov Deiters ko mpog 70
UEPOG TOL EAKOEWOVG cuVdEouov. Eni to extdg TovT®V Bpiokovial ta kiTTapa Tov

Claudius o petad tov xttdpov avtdv Ppickovio Sidonapta ta KiTTapa Tov

Boettcher.
Yuévag Reissner
/ Ayyeidng ABouoaia
. ravia \ KAipgaka
N (Trepirepgog)
o) Méan xAipaxa EKE‘;’,;""" ' KoAutrripiog upévag
‘. (EvB0AEu@oC) pa
A AiBouaafo yeidos
‘ \’ Aixruwrag ‘Eow ehixosbig
EMxoabig 4\ vgbvag avAaxa
oOVSLopOS \ X Kor. Hensen EAxoeiBiig
X oTeQdvn
*\
PRI
S e®’ o™y
5, o®
‘Efw thixousdric A el > ootivo
adAaxa ; ayysio o _ > eixoerbig
Bual‘éc A‘mpqtn . 'ﬂ‘t‘la}\o
vpévag . . DYAIaKS
cw-tfw orihor  Jwvn veopo
Kor. Deiter Tupmravixéd
xeihog
Tupraviki kKAipaka
(wepikepgog)

Ewéva 4: 6pyavo tov Corti.

Ta tprywtd xHTTIAPU O OYECT] HE TOVG GTOAOVG dwkpivoviat o€ £60 kot €
Ta éow Tprywtd xvtrapa amotelodv éva otoixo xai o apBudg tovg givar 3.000
nepinov. ‘Exovv oxfiua @uahoedéc, mepifdiioviar oxeddv €€’ oroxiipov and ta
ompuctikd. KoTTopa (swdveg 4, 5) kot 1o uéyebog Toug d¢ petaPdiieTon 6g 6Ao0 TOV
gmunkn aEova. Tov KoyAia. ATO 10 Gve GKPO TOVG, MOV TOPOVTIILEL WAYVVON TG
pepPpavng, to emdepuikd méraro, mposyovv mepinov 50-60 tpiyeg (orepeocii)
7oV sival SaTeTayuéveg o€ TpE; EAPPE KUKAOTEPEIS oToiyovs. O Tpixeg oL KaOe
TPLOTOD KVTTAPOL avEdvovy oe VYog Katd MKOg ToL oKTveTtoy déova twv
xuttapev. O pécog 6pog Tov HYoug TV TPYOV KTl Tov emuiikn ¢Eova Tov xoyio
av€avel anod 4,2 um ot Baon os 7,2 pum hnciov g Kopuetic Tov koyAia. To vyog

TOV CMOUATOC TOV KVTTAPWV mopapével oxetikd otabepd. Kabe otepeosiio givar
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wAvpikd xan éxer Siapetpo 0,2 um. H pepPplvn mov mepipdrer v xdde tpixa
glvar ovvéxela ™G xuttapuaic pepuPpdvng adda n tpixa elvar oxenkd axopntm
xvplog ibyw 10V tapaddflov vidiev tov oxmpati{ovy Tov xopuéd mg. H paon
TV Tpdv damepva 1o emxutraplo zwétodo mov Pploketar kGrw ond mv
naopapepfpivn, n onofa oxnuaritel my dvo emeavela T@v KVTTapwv. ‘OAeg ot
pixes TV £00 TPYWTOV KVTThpOV cuvdtoviar uetakb tovg dixmv yépupag pe ToAd

. Aemth avidwa. Agv vadpyouvv evdelbeig 6t ot Tplxeg Twv 00 TPYWTAOV KVTTAPWV

gpyovran o€ enagn pe Tov KaAvrtiplo vpuéva. Ze avtiBeon pe ta ia aisntiplo
ovoTpata, 6nmg 10 abovoalo, g 6CEPNOTE Kat TG YEVONG, T& TPYXWTA KVTTAPO
tov koxAMa dev &xovv xivosiha. ITiBavoroyeiton 611 Ta xivooiha napatnpodvrat
pévo kata v euPpuik) nepfodo. L 0Eom tov Kivosiiiov vrapyet uikpog mbpog
nov diedordver To emxvtraplo nétaho. Kdtw and tov ndpo xar tpog tv Gkpn tov
emxuttdpiov net@hov mopampeiton KV} ovykévipwon piroxovdpiov xar n
neployf autt efvan yvoom pe 1o évopa Baciké ohpa. H Aertovpyia mg neproxfg
ovtg elvar dyvwom. Towg arotelel pépog pag S1680v yauniig avriotaong dw g

.onofag evOoKVTTAPIES 0VOIES TV TPYWTAOV KVTTAPWV TEPVOVV TPOG TOV XDPO OV

nepiflher Tig tpixes akpipdg kGrw and tov kahvaTipo vuéva N avribeta, {owg
efvar ma dlodog dia Mg omolag oprouéva cvotatikd Tov VYPov mov TEPIPaAier TIg
Tpixes nepvovv péoa ota xvtrapa. Eved 1o ave pépog twv Eom TpyeTtdv KuTTdpnv
APNOWEVEL YA TNV HETATPOM TNG MMAVIKNG EVEPYEINS GE MAEKTPOUAYVNTIKT|, TO
KATOTEPO MEPOG XPNOCIUEVEL Yo ™V ancAevBépwon vevpodiafifactikdv ovoldv
nov Ba epedicovv toug devdpiteg TV akovaTIKOV veEVpikdY vhV. Apéowg miow
and v Kutrapiky pepfpavn, katd pikog g Paong Tov KVTTapoL, VIapXEL enfong
ueyédn ovykévrpwon pitoxovdpiov kot ®oAhd vroosTpOYYVAR TPOCUVARTIKG
copdna.

Ta & tpixwtd KiTrapa, nov o apBudg toug etvan nepinov 12.000, oxnpatifovy 3
1 4 otofyovg kot agopilovrar mpog v mAeVpd TG atpdkToL Ad TOVE £E£W OTOAOVG
Kar tpog ™V £Em mhevph and ta xvttapa tov Hensen (ewoveg 4, 6, 8). Ta éEw
PYWTE KOTTApA £XOVV OXHHA KVAIVOPIKG OlapéTpou 5 pm kol 10 MNKOG TOUG
aiaver fadpaia kard tov emypixn GEova Tov koxAMa ard 20 um mwov eivar om
Béaon tov kor BGvouv ptxpt ta 50 um 610 KopvYaio Gxpo Tov (ekéva 6). To avm
Gxpo TV KUTTGpV KaAUmTETAL OO TO EMKVTTOPIO mETaho, and to omofo

npofdldovv mepinov 100 tpixes mov efvan Srateraypbveg oe tpelc otolyovg oe
oxfua W (ewdva 7). Ot xopupég tov oynpatog W elvat otpappéves tpog TV
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1yyeld@dn tawia. H ve tov tpydv sivar zmtepinov n i pe ekeivy tov 0w
IPYWTOV KuTtdpev. H petaéd towv kopuedv tov oxiuatos W mteploys eivar n uévn
ToV JeV KOADATETAL OO EMUCLTTAPIO TETOAO. ZTNV MEPLOYN OVTH VAGPYEL, ONME KoL

5310 £00 TPYWOTA KOTTOPQ, 0 TOPOG KoL T0 Pacikd cwpdto. To pAKog TV TPLYdV

wwéaver Pabpwio amd tov €0 OT0iX0, MOV eivar Ppaxdiepes, MPOG TOV i
sEwTEPIKOTEPO OT0iY0, oV elvon emunkéotepes. Emiong 10 pixog twv Tprydv
aEdver and ™ Pacikn ke Tov koyria, oL givon 2,5 pm, TPOG TNV KOPLEaio, TOV
pB&ver mepinov to 7,2 um. H dubdpetpog tne xéBe 1piyag eivon nepimov 0,15 pm. O
KOPLOEG TOV EMUNKESTEPWV TPYYDV ekTeivovtan péco o afabn eviumdpato g
KGTw em@bvelng Tov KaAVATNPiov VUEVO KOl £TCL EMTUYYAVETOL UNYAVIKY] EROOT|
HETAED VTGOV KoL TOVL KAVLTTNPiov vpéva. ET0 Gved Gkpo Tov ££0 TPYWTOV
KUTTOPOV VIGPYEL ONUAVTIKY] OCLYKEVIPWON MHIToXovopimv, omnueio evdelkTiKd
ueydAng petafolkrg dpaoctmpidmrag. Emiong ovii tov  vrootpdyyviwv
TPOCLVORTIKAOV SOUATISI®MV, TOL VIGPYOLV o106 00 TPLYMTA KOTTOpa, ot Bhon
Tov E€0 TPYOTOV KVTTAPpWV VRAPYXOVY pocuvanTikd pofdic. Metald tav €Em

IPYOTOV  KVTTpOV kou TV Kuttdpov Tov Deiters agopilovion  evpeig

LECOKVTTAPLOL YDPOL, TO CUVOAO T®V OMOoiwV amoTeAel T0 Ydpo Tov Nuel.

N

Ewova §; tow tpiymtd KhTTOpO. Eixova 6: £ TpY®To KOTTAPO.
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Ewkéva 8: a) ££w tpiywté xotTapo o npeuia.
B) €0 Tpixwtd xitrapo oc OUOTacT PETd and epediouo.
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O dikrowtog vuévag oynpotileton and v Gved emoedvela 1OV TPYOTOV
KuTTép@v, Tov ev@vovtol poli pe Tig eérayyes TV KuTTtap®v Tov Deiters kot Ta
KEQUMK( TETOAG TOV OTOMDV GE OPIOUEVES TTEPLOYES KOMODUEVES GUVORTOUEVEC
Caveg, dnuovpydvrog Eva datpnto opdvtio wétoro amd 1o omofo e&€pyovian ot
TPpiYES TOV TPYATAOV KVTTAP®V.

O xaivmmijprog vuévag exgictar and 10 mpog v Grpaxto yelhog g
gMKo£1800¢g oTeEQVIG Ko EXTEiveTan opridvria katd ijkog Tov koyAio kot kohonTel
gK TV v v 0@ elkoedr] avhako kot To Opyavo tov Corti. Eni g xGrw
EMQPAVEIGS TOV KOt AVTIKPY TOV £00 TPYOTOV KUTTApQV gppavilel othavn Tawvia,
mv tawvia tov Hensen. Katd 10 é60 Gkpo Tov mOavd¢ cvvamteton pe o 00
QoAayyik@ KkdTTape Kot ta KOTTOpo TG €00 0OAOKOG TANGIOV ™G TOVIoG TOV
Hensen. O xodvatipiog vuévag omotelsitar xuping and moAd Aenth widwo,
RPOTEIVIKNG GVOTOOTC, MOV MOTEVETOL OTL EKKpivovial 00 TO HECO-080VTIKO
EMBNAMO TG EMKOEIOOVE CTEQPAVNG.

H amudrwon tov koyifa yivertaw and v koyhaxy opmpio mov eivar
KAMOog g AaPupvbikic. H Aafopivbikny aptnpio efvar 1ehxée kAddog g éow
OKOVOTIKNG OV ekQUetal ond 1 Paoikf kot ovxvd and v npdcha kdre
nopeykepodkn apmmpio. KAddor g koyraxig apmpiog gépovion mpog 10 £
Toiyopa Tov koMo, 6mov draxiadifoviar kotd axtiveoth dicvBuvon oe aptnpidia,
10 dmow xopNYolv AHGET@OGCT Y10 TO TPWOEIOES TAEYHA NG ayYEIDhOovg Touviag.
Aldot KAGOOL oL XopnYoUv afpa otov KoxAo efvon To €AKOEWT| ayyeia 7oL
TOPEVOVTOL KAT® KOl KATE pijkog Tov Pacikod vuéva. To eAePikd aipo andyston
and v €@ aKovoTiKY] PALPa mov Silpyetanr annd Tov £0Q OKOVOTIKG TOPO KoL

exBdrer ooV KAT® MBOEIST} KOATO.

Nevpawan tov opydvov tov Corti

Ipocayayds veopaon (kevrpopbérog): H aviovco odvdeon petald tov
opy@vov tov Corti xor 00 OpdTAeLpPov KOYAKoD muprvo yivetor pe katd
npocéyyion 50.000 dimolovg vevpdves mov anotedobv TV mpocaywyd poipa tov
aKovoTIKoU velpov. Ta KuTTapikGd CORATE TOV VEVPOVAV VTAV oYNpotilovy T0
eMkoedég yayyMo mov efvar péoo otov 00TEVO EAKOES TOpO (MOpO TOL
Rosenthal), ot cvppori} mg aTplxTov KOt TOV OCTEIVOV EAKOEB0US AsTdAoy. O
devdpitmg Tav vevphvay omoMiyer oto Opyavo tov Corti, evd Ta TeAkd ToUGg

devdpiho otov KoyAMokd muphiva. ATo To ehkoeldég yayyho ot fveg nopeoovIaL”
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nepupepuc& Swpéoov TV COANVapiov ToV 0OTEWVOL EAKOEWOVE TETANOV KoL
eEepydpeves amd 1o Tpripara Tov ehevBepov xelhovg Tov, MOV amoOTEAOVYV TNV
81dtpnm- Lo, soépyovial oto 6pyavo tov Corti 6to onueio ™mg cvpuBoriig Tov
neT@Aov kxar Tov Paoikov vuéva. Amd kabe Tufpa ™g ddtpnTng {dvng diEpyovian
nepinow 30 ivec. Ot iveg xevrpikd g Sudtpnmg {hvng eivan eppvereg, aAhd katd
™V Sddpopr| Toug S HEGOV TWV COATVAPIMV TOV 00TEWVOL EMKOEWBOVE TETAAOV,
xévouvv 1o pvéhvo EATpd Toug Kat PBGvouvy 610 6pyavo tov Corti wg apvereg. O
QUUELEG TEMKEG QMOANEE, TV TMPOCUYWYDV VOV 7OV KATAVELOVIOL OT0 €00
TPYOTE KOTTIApa WG 0w akTvoTég iveg, anmotelovv o0 90-95% tov cuvéiov twv
npocaywydv wav. Ilepimov 20 and ng iveg avtég eivar Bpayeic xar oxetikd maxiég,
dev yopnyodv mapdmievpovg kKAadovg kai vevphdvouy gva £om TprywTd kOTTapo. Ot
TPOCAYNYES iVEG TOV VELPDVOLY Ta £EM TPYYWTE KiTTApa, aroTeAOVV T0 5-10% T0U
OULVOAOL TV TPOSAYWYDV VAV, XOuV aveEdpTnTn EAKOEWT TOPEiD OpUECHG HETA
mv 6086 tovg amd v dwdtpnn {dvn M ambéotacn nepimov 5 oTLACEWB GOV
Kuttdpwv. AxohodBwg ot iveg diépyoviar petald twv €00 GTLAOEWBAOV KLTTAPWV
_Kdt daoyiCovtag 10 €dapog g ofpayyag tov Corti w¢ Pacikés iveg, EOGvouv pe
elxoedn) mopeia oV mEPOYN TV €0 TPYOTOV KLTTAPOV G E® eAMkoeldeig
iveg. To 1ehk6 TuMpa ™G KGO VeLpikg ivag yopnyel mapamievpovg kKhMadovg ot
nepinov 10 €Ew tpiyotd xOTTapa KoL T0 KEbe éva EEm TPLXWTO KUTTOPO SExeTar
maphnrievpoug kAddovg and apketég £Ew ekoerdeis iveg. Or Tehcég amoAnEeig Twv
TPOCAYWYAV VOV aploTovV pikpég peyeBivoeg tov devdpitn. [MAnowalovv to

chpua Tov KuTTdpov kar oynpotifovv po TVmMK ovvanTKY GOUY}, TAGTOUG
repinov 150 A°. Amévavn tov TeEMK@V amolMiEE®Y TOV WAV Kol HECA GTO GMOMUA

TOV KUTTAPWV VAGPYOVV YOPAKTNPIOTIKG TPOCUVARTIKG oToeia Tétow Omag
cvvantikd paBdio kar cvvantikd xvotidua, Tov cuviyopodv STt M évwon petatd
TPYWTOV KVTTEAPWY Kal TeEMKdOV anoAnewv Twv devdpitav eivar Tomikss xnuikée
cuvayel,. O kevipikég amoAfEely Ttwv KuTtdpwv Tov eAkoeldovg yayyAiov
TEPLOTPEPOVTAL T 10 TV oY GAAY, katd pio Tomky Sbitaén ko oynuatifovv
70 otéheyog TOL KoYAlakod vevpov. Or vevpikég iveg mov mpoépyoviar amd 1o
KOTOTEPO THHNA TG Paomg Tov KoyAia oymuatilovy Tov Kopud Tov vevpov. O iveg
7oV mpoépyovionr and v Bacikn) éhka Tov Koyhia anotehovv to Edtato TURMA
00 0TEAEXOVG Tov vebpov. Exer anodewybel 6t pbvo Aiyeg iveg tov xoyhokod

v‘m')pqu eivan anapaimteg Yw. va SuempnOei xady axor.
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To xoyMokd vedpo S [EGOL TOV £6® AKOVCTIKOD TOPOV PEPETAL CTOV
TPOUTKT] OOV £168VETOL OTOV KOWMOKO KOyAMokd mouprva mov Ppioketon oe
amooTAoT TEPTOL 5 mm 0 T0 GTOUIO TOL TWOPOL. MEGH GTOV KOIMOKS KOYALOKS
mopive 1 kaBe vevpikn iva amooyiletar oe avidvto kou katwdvia kKhddo. Ot
avidvteg KAASoL amoAnyovy oto kOTTOpE ToV TPOGH10V KOYAINKOD TLPTVO KOt OL
KaTIOVTEG KAMASG0L ATOMIYOVV GTO KOTTOPO TOV POOiov KOYAOKOD Tuprva, apov
TPOTYOVHEVMG YOPNYNCOLV TapdmAEvpovg KAAdoVG oTov omicho mopriva. Amd
TOVG KOYAMOKOVG Tupveg apyilel n Kevipikn aviovoa aKovoTikh 0d0G.

Anaywyds vevpwon (uydkevrpog): Extdg and i mpocaywyég vmdpyouvv
KoL Ol aRoy®YES 1) UYOKEVTPEG VELPIKEG TveG oL givan VIEVBVVEG TV VEVLPIKDV
amoAiEewv tov koyiia. H amaywydg axovotikiy 080 akorovBel mopeio mepimov
opow pe exeivn ¢ kevipopdrov. Or amaywyég iveg apyilovv amd TG aKOVGTIKES
TEPLOYEG TOV PAOL0D KoL EWOIKOTEPO OO TNV TEPLOYN] TNG VIIOOL Ko KATEPYOVTOL
POG TO £€0M YovATMIEG GO, T0 omicBo didvpo, Tov korhakd wupiva Tov EEm
Anuviockov ka1 @BGvovv ctov TVPTVe ™G Gve glaiag. Amd tov TeAgvtaio avtd
wopfva  apyiler 10 shonokoylokd depdrio 1 depdmo Tov Rasmussen. To
eMokoYAKS SEUATIO TOV givar kot 1 TEAKY amay@ydg 030G amoTeleiton 0o TPEL
déopeg: ™ yooTh  gAonokoyAlakt}, TN oxlooTn EAMOKOYAKY KOl TNV
dwktvokoyMoxkn. Yrdpyovv evdeileig 6T to €50 Tpry®Td KOTTOPO dEXOVTOL TEMKEG
amaymyés amoAntels amokAeloTikd amd T ot ehookoyiaxt déoun, Eved ta
éon TpYywTd xvtTapa xuping and v axlaotn. To cdvoro TV arnaywydOV WOV
givon mepimov 500 iveg. Ou iveg avtég uéca otov mépo tov Rosenthal oympatifovv
v evdoyayyAlovikn] edkoedn] 6éopn. Ov amaywyss iveg péco 6t0 00TEWVO
ghxogdég métaro Sroxhadilovron kot mepimov 3.000 khadiokot sicépyovtar and T
datpnm {dvn oo Opyavo tov Corti. Ot iveg avtég dwxhadilovron ex véov Kot
eépoviol ot0 €00 TPYW®TA KOTTapo ¢ £0w aktvetég iveg. Ilepimov 8.000
anoywyd widw dwoyilovv ™ ofpayya Tov Corti o andotactn 2/3 tov vyovg TG
OTPOYYOG G EVEOOT)PAYYIEG AVM aKTIVATES tveg Ko @OAvVOLV GtV Tteploxn Tav £Em
TPYOTOV  KVTTApeV  Omov  Yopnyodv moAvapBpovg kAAdovg Kot  TEALKG
anocyitovtar oe mepimov 40.000 Tehikd omaywyd twvidio, mOV KAVOLV GUECEG
ouvayelg pe to o Tprywtd wotrapa. O iveg mov @OAvovy ote €00 TPLXWTA
KOTTOPQ KAVOUV ohvayn HOVO PE TOVG TPOCHYWYOLs Oevdpiteg TV KUTTAPOV

aVUTOV kol Oyl ME TO KLTTOPKG odpoate. Emopéveg ol cuvdéoelg ovtég eivar
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akovodevBpiTikég xa 1o anoTéAecpa G Syepong Tov £0m TPYOTOV KVTTAPGV
anb 15 anoywyEg iVeg Eival HETOCVVATTIKO.
ie avtifeon, 1o o TPYwTd xOTTIapa Séxoviar v kipua ko {owg

AmOXAEIOTIKY] anaywyd vedpwon amnd vevpwkés amnoAiEelg mov kdavovv Gueom
obvaym HE T0. COUATO TOV KVTTEpwv. Ot cvvayelg avtég efval afovoowpatikég Kar
10 anoTEAEOpa TG Séyepatig Toug ota €@ TPIYMTa KVTTapa givar Tpocuvantikd. H
moKveTEPN anay@YOs veLpwon Tav £ TPIOTdV KuTTdpov mapatnpeitar o1
Baouai éhka, 610V 6AoL OL GTOiXOL TWV KLTTAPWV déYovTal EKTETAPEVT anaywYod
vevpwon. Zmn Poown éhka, 10 k@B £ TPYWTO KOTTOpO déxeTon Katd
npooéyyion 6-10 amoywyég kar 5-8 mpocaywyés tehkég amoAniews. Katd mv
dwdpopry tovg mpog v xopuvgaio £hka, 1 avaroyia Twv TpocaywYhV Kau
anaywy®dv aroiMtenv arraler g Papog twv tehevtainv. H anaywyds vedpwon
TV £E® TPLYOTOV KVTTAPOV EAXTTOVETOL KAl 6TV Kopveaia élika mapatnpovvral
uévo Aiyeg anaywyés teMkéc anoAiEeg oTov TPDOTO TPOG TOV €00 0TOiX0 TV ££W
TPYOTOV KUTTAPOV.
Nebpwon ané 1o cvunabnnxé cvoryua: Ynapyovv 800 opddeg wvdv Tov
QUTOVOPOV VEVPIKOV CLGTIIUATOG.

H npd opdda oynpatiler éva mepuayyewaxd mriéypa yopw and tig aptnpieg
7oL ayyeudvouv tov koxAia. Ot iveg avtég @épovv vevpikég amoliéew oty teprox
Yopw and tov Pacikd vpéva, v katw 7wpdoho TapeykeoAdIK Kol TG
AaPoupvOcég apmpies. To mAéypa mov oynpatilovv dev exteivetor mepLpeEPIK
népa and tovg kKhadovg ™mg koyraknig aptnpiag mov dwavépoviar oty TEPLOY TG
atpdKTov. Avtd 10 CVCTNHA VEVPOVOV EXEL TNV YEVIKT] OHOOGTATIKY) AErTovpyia
TOV CUUAABNTIKOD CVOTANATOC,

H 6\ opdda copnabnnikdv wov oynpatilel éva ol extetapuévo TAEyua
péoa 610 00TEWVO EMKOESEG TETUAO TTOV ATOAMYEL AUECWG KEVTIPIKA NG SudTpnTNG
Covng. O mpaypotikég TeMKég anorRierg Twv whv avtdv dev éxovv eEaxpifwOel
axdéua Kol g ex ToUTov elvan dyvwoto av oxnuatilovv cuvanTikég enapéc Ue TG
aTaYyEg f|. npocaywyés vevpikég iveg. H Aettouvpyia avtod tov ektetapévou
ovunafnnikod TAEypatog, oy neployh TG dwtpnmg Lhvng, Tapapével Gyvoo.
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XAZMOZYNAEZMOI

2100G EPLGGOTEPOVG LOTOVG, TG YELTOVIKA KUTTAPO EMKOWVAOVOLV HeTalD
TOVG OVTAAAAIGOOVTOG GUESH HIKPE KVTTOPOTAACHATIKG HOPO HECHD TMV GTEVAV
V3pOPLLOV SldA®V OV YeEQLPAVOLY TO €€@KLTTAPIKS Yhopo petofd Tov 600
kuttdpov. Ot cuykekplpéveg PePPPaVIKEG TEPIOYES TOV MAPATAEDPOV KVTIAP®V
otg omoieg oynuotilovrar ov SopEg aVTEG OMOTELOVV TOVG XOOHOGLVEECHOVG 1
TpwTeiveg ovvdeong ydopatog (gap junctions) kol kaAdTTOULV T0 4% TNG GUVOMKTG
KutTapucic emedvewng. Or yaopooHVIESHOL EMTPEMOVY OTd AerTovPYIKh oy,
™v bGpeon odvdeon TV mapamAEdpOV KLTIAP®V, KoODG TO KOTTOPA OVTA
porpalovtar Wvto ko PETABOAITEG, CUUUETEXOVTAL £TOL Oyl HOVO OTNV E0MTEPIKT|
opolootacio. Tov 10100, OAAG Kor oty miekTpikip ovlevén aviuesch Tovg.
Xaopoobvvdeopor wapatnpovvior povo oto {owd xdttapa, pe ekoipeon kdmowa
TOAD KaAd Srapopomotnuéva €idn KVTTAP®V OTMG TO. PVOOKEAETIKA KOTTOPW, TO.
€pLOPOKVTTOPN KO TO. AEUPOKVTTOPO.

O yaopocivdeopot oynuatilovial omd TPMTEIVES, TIG ASYOUEVEG CUVETIVEG
(xovekiveg 1 mpwteiveg ovvdeong ydouotog). ‘Exovv avevpebei puéxpt ofuepo 13
Yovidia TOV K®OKOTOOVV Y10, T TPWTEIVEG CUVOESTIC XOOUOTOS KL ) OVOLAGTIKY
Tovg TavTonoinon yivetoan pe Pdon 1o EMAnvicd aredpnro (amd al éwg kot a8 ko
and Bl €wg ko BS). H avtiotoyyn ovopaocio toug pue fdon 1o popakd tovg Bapog
gtvan 1 e€ng: Cx43, Cx38, Cx46, Cx37, Cx40, Cx45, Cx33, Cx50 ywa 1o al €og ko
o8, koo Cx32, Cx26, Cx31, Cx31.1 xaz Cx30.3 ywo 10 Bl €og ko BS (Kumar kon
Gilula 1996).

Kd&0e xdtrapo dabétel Tig anapoitnteg Tp@TEIVEG Y TO GYNUOTICHO TOL
ool yoopoovvdéopov. H tomoloyia tov mohvmentidiov g kovefivng, Omwmg
dwrdooetar pe Paon 10 COMO TOV TPYOTAOV KVLTTAPOV TOVL KOYAio, Eivan
xopaxmploTikn. Amoteleitor amd 4 Swpeuppavikd tpipata (M1-M4), 2
ggoxvrtdpieg hkeg (E1 xou E2) war po evdokvrtapo €hka. Eviog Tov
KVTTOPOTTAGOpOTOG €miong Ppioxoviar ta Vo Teppoatkd apvikd (-N) kot

kopBoéoviikd (-C) dxpa Tov molventidiov (ewdva. 9).
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Eixé6va 9: Tonoroyia molunentidiov koveLivng. [Napovsiach HEPIK®OY EK TWV MO

CUXVOV OTUEWKAV UETAAAQYDYV, VIEDOLVOV YiO U1 CLVIPOUIKTY] VEVpOaLIGONTpIa

kA\npovopoduevn Bapnxoio

Zm ovvéxewr 6 xovekiveg evdvovrar petaEd Tovg dnuovpydviog Evav
egapepn) oymuoatiopd mov ovopdletar koveEdvio. Orav 2 1é€tolon e€apepeic
omuancpoi 1 koveEdvia 600 yEITOVIKOV KUTTaPIKGOV peuPpavav evavovian,
dnuovpyovv €va diavio GUvdesng kat emkowvaviag uetatd tmv dvo kvtTdpwy, fva
kavait. O dopég avtég evdvovral pe T€too TPpomo ®CTE avduesa ot 600
nvacpatikég pepfpaves napapével éva ydopa 2-4 nm, To onoio UTOPovV £HKOAL va
10 dwnepdoovv dipopa pikpopdpur, WWvta kot petaforiteg pikpod popLaKOD
Bépovg (éwg xar 1.000 Daltons), cuupailovrag 161 otV ecwTEPIKT OUOOGTOGIA
tov wotdv (ekbveg 10, 11, 12, 13).
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Aiavldog snikoivwviag: Afaulog emixovwviag: 6 Kxoveliveg

avoixtég KAE€10TOG oxnpatifouv
1 xovegbdvio

EEwxuttapiog
XWPOg

i
N

Kutrapéniaopa

Ewéva 10: yaocpooivdeopos (gap junction) je avoytd kai KAEIGTO aviictoya
KEVIPIKO diauio KUTTapIKI|G ENKOVEVIOS.

vIdIVINIIIEd { Ertttectieee
folalutyta e atebitgner, )$J [ DublRTITA Y
e Tevevduee veebubeL e

[T IS DN Yasas ot v AL B

'oaoe.uooae'o'e:,a- . et e LePrtetetiLeee
: a ¢
£ 99999, N L .

" ‘q’ e '.fF‘ coe
. Mm“ﬂ"ﬂ’.,:u" ', . . R [ "' freceeee

L L L LE L L) aaaqrpree Xl s Ty
LM AL A A L R R R R Qq " DRAICIUN SRR
a99asnaannag? Crneehrrerenn

Aiaulo1 kuTTaponAacHatikig E§wkuttdplog
enixoivwviag diapégov xwpog
£QANTOPEVWY KUTTAPIKWDV
HepBpavay

Ewéva 11: yacpoovvicopot uetadd tov Kuttapikav pepufpavav 2 napamiedpov
KUTTapv.
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Eixéva 12: 1p1odidorary ancikévion Kutrapikav HEUPPAV@V pE TOLG AVTIGTOIXOUG
X0OROGUVEECHOVG,

Ewéva 13:; putoypagia xaopoouvdEopmv pe NAEKTPOVIKS RIKPOOKOTIO.

H ouvyvémra eppaviong, 1o péyeBog xai 1 KOTAVOU) TGV KAVOAMOV
oxetilovial Gueoa pe Quolohoyika epediopata. Aopikég allayeg 6Ta Kavaila, mov

paivovtal wg dapopetikoi TpoTOL SLYKPOTONG TV KOVEEIVOV He anAn) oAicOnom

abTdV, MPOKOAMVIAE TO Gvolypua 1 T0 KAEIGWHO TWV KEVIPIKOV TOP@V TOL
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KOVOAL00, TOpaTNPOOVIOL GE OGUVONKEC OV TPOKAAOVV MAEKTPOYLOLOAOYIKT
anocvievén.

H dwamepatdmnta 10v kavoldy erEyxeton Gueca Kot avTicTPERté and Tnv
ovykévipoon W6viav [Ca?*] ko o evdokvrtapd pH. Meiooy tov pH 1 odénon
0V svdoivTTapkod [Ca®"] ehatrdvovy m Srmepatéma TV Yaopocvvdéopmy. H
ehdTTon g diamepardémtag 1 anmocvlevén motederar 6Tt TpokvITEL OG oAhoym
oty douf] TOV TWPOTEWVOV TOL TPOKOAEiton omd TNV evepyomoinon NG
koApodovitvng. H xaipodovrivn Bpiokeror o 6ha to {okd kbTTOpa ko o éva,
TOmMKO KOTTAPO VAdPYOoVV TEPLocdTEPa and 107 popud g, 1o omofa amotehovv 10
1% 10V GUVOAOV TOV KLTTAPIKAOV TPOTEIVOV. Apd GaV EVOOKVLTTAPIKOE VOSOYENG
wvtav [Ca®"], anotedeitar 8¢ amd 150 apvoléa kon sivar eEEMKTKG otabepny.

AITIEZ BAPHKOIAZ

Bapnkoia ovopaleror n omowovdfimote Pobuod amdAewr ™G aKong.
I'vopifovtog de 6T 0 cvti drnpeiron avatopkd ko Aertovpyiké o Tpeig TEPLOYES:
10 ££® qutl Tov mepapfdvel to xTEPHYIO Kot TOV E£M® AKOLOTIKO TOPO PEYPL TOV
Toumovikd vuéva, To péco avti Tov mephapfavel 1o GOOTHHO TV ocTapiay omd
ToV TOpRaVIKO vpévo €wg ™ Paon tov oavoPorfa ko To £6@ auti 7OV
nepopfhver tov xoxra mépav g Phoewg Tov avaforéa, ov Popnkoieg
dwaxpivovran avéhoya pe v 6€om evrémong g PAAPNG.

Me 1o éEm xon 10 péco auti Bewpodpue 6T yiveton 1 ay@yn Tov 1iov 1 onoia
dev eivonr mabnTicy), ocdAd vadpyer ppaviopds evioypong péxpr tov koxrio. Ot
BrLaPeg omig meproxég antég 0dnyodv onig Bapnkoieg ayoyic 1 ayoyipéyrag. O
PréPec mov agopody tov koxAa kot To axovoTikd vevpo yopaxtnpilovial ®g
vevpoaretnTipieg Bapnkoteg 1 Papnkoieg avnrjyens. Otav n BrAapn apopd
16060 10 cOOTNUA ay®YNRS, 660 Ko T0 CUGTNUO avEAVONG Kot EXEEEPYOSIag TOV
fxov, or Papnxoieg ovopalovranr mktod Témov. H térapm opdda apoph exeivn
™mv xatnyopio acBevdv o1ovg omoiovg dev Samictdvetan opyavikyy PAGPn oG
motevovy 0T £xovv Bapnkoia. v opdda avti) copreprrapfdvovrar 16co exeivor
o1 GvBpwmot o1 orrofot vrokpivovrar, 6co ko pa Waitepn kamyopio avépdRwV O
omnofol peyevBovovv tnv vrdpyovoa Papnkola. Zvyxva epgaviletar mg exdiwoon

wpocidxvong mpocoxns. Ot Bapnkoieg Tov THmov avTov ovopdlovrat yuy,
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BAPHKOIA ATQIrIMOTHTAZX

To mepbyw xor o &0 axovoTikég mOPOg AsiTovpyodv g OywydG-
petagopéag TOL NYov otov Toumaviké vpéva. Kav evd to  avatopikd
YAPAKTNPIOTIKG. AVT®OV CVUUPAALOVV OTNV EVIGYVOT TOV NYNTIKOV OTILATOG, DOTE VO
petafyaleton pe v péyiot mmrik wieomn omyv pepPpdvn tov TupmdGvov, sivat
avaykaio mpolmOOeon kar M OHaAR ASiTOvpYiR TOV  TLHTAVOOCTAPLOIOVG
cucrr'];atog & TV TEPALTEPM EVITYVGT) TOV MYITIKOV OTIHATOG £MG KAl TNV WOELdT
Bupida.

Ka0¢ aitio Aowtdv mov evromiletan and tov €0 axovotikd moépo £wg xon v
woedn] Bupida mpokaldei Papnkoia aywyiudémrag. Zvvortikd ol Papnxoieg avtov
TOV TOMOV UMOPEL va eivar cvuyyeveig 1| un, | okOUN va o@eilovtal oe EMIKTHTES
BraBeg xan aitio (Mapayxovdaxng 2000).

Xapaxkmplonkd mopdderypa tov THTOV TV Bapnkoidv avidv sivar o
ysvenk& nposdiopbpeves 6mwg avth Tov ouvvdpduov Down (7piocwepio 21 pe
VYNAY oUXVOTNTO EMEAVIONG EKKPLTIKNG Méong otitdag m omoia dVvokola

. avripetoniletar Aoyw mapovoiag otevod €€ akovoTikov mdpov, 1) emiong Adyw

avopalov TV akovoTik®@v ootapinv) (HAudng 2002), tov cuvdpdpov Crouzon
(xXANPOVOLOVUEVO HE CVTOCWOUOATIKG EMKPATOVVIA YOPUKTIPU, KPAVIOCLVOCTWOT),
vrepTEAOPIoUd Kar opBaApikn pdénTwon kot pe Bapnkoia ayoyoémroag o 60%
REPIOV TV AEPWMITOCEMV T OTPNOic TOL akovotikov wopov ot 15% twv
neputoeswv) (Gorlin et al. 1995), tov cuvdpdpov Apert (kKAnpovopoduevo e
OQVTOCOUATIKO EMKPUTOOVIA YAPAKTIPA, KPAVIOGUVOOTWON, OUVOUKTUAI HE
TPOOSEVTIKT) GLUVOGTEWGT TWV Gved 1) KAl TOV KAT® GKpwV, VIEPTEAOPIGUS, GUYVE
vontikt} kaBvotépnon kot Himov Babpod cvyyeviig Bapnkoia aywywomnrag) (Gorlin
et al. 1995). Emiong yevenikd mpocdiopuloueveg eivar or Bapnkoieg Moyw a1edovg
0o1e0yéveang (ETepoyevilg opado pe TOONOEW KLPIWG TOV CULVEETIKAV 10TdV,
petafiBaldpeveg pe avrocopanikd emkpatovvia YOPaKTPA, OCTIKY EVGOe Kat

Bapnxoia) (Gorlin et al. 1995) k. wrookAMipvvong (Tpoofirrel T0 oGTOdV THG

MPopvBang xayag pe dadopx kadfhoon mg Pacewg 10V avaPorfwmc.
[Tiotevetar 6Tt kKANpovopEeital i} KATE TOV AVTOCHUATIKG EMKPATOOVIL XOPAKTIPA

pe atedy Siewdvnikdmra 1§ amotelel moAvmapayoviikyy véco) (Adaudmoviog
2001).
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Bapnkoio ayoyudmrag sivar Svvatév va mpoxkAnOei Adym ovyyevdv
BraBdv mov mpodw@érovv o€ gkkputiky otitda 1 howdéeg nwg avti g

KUoTIKNS iveong (KATPOVOLEITOL HE TOV QUTOCOUOTIKO DIOAEOUEVO YOPaKTPA,

yopakpiletor and Swtopay TG Asttovpyiag TV e€wkpvdv adévav, pe
avénuéva ermineda vatpiov, xar veictotar vymidg kivduvog va avamruyfodv
QAeyuovég amd yevdopovada M and ypvoilovia 6TaPLAOKoKKO) (Adapdmoviog

2001) Y to_ ovvdpouo Jvokwnoiog kpooodv (evdoyevig avemdpkein ot

HIKPOOKOTIKY KATAOKEVT T®V Kpooo@v dwtapdocoviag £T01 TV KwnTkOThTq
TOUG HE GLVEREW T UT) QUOIOAOYIKY AETOLPYID TOVG OTA TPYWTE KOTTAPA).

Xapaktnprotikég givor eniong o1 mepmtdoslg pe 10tapayss Tov GVOCOAOYLKOD

oLOTNUATOS, OTwg M Tpwtonadfg avocoavemapkew (Swtapayés tov T ko B
AEPQOKVLTTAP®V, PE ATOTEAECHA Ol 0obevels va eival emppenelc Ge EKKPITIKEG
otindeg i Mowdéew) (Harrison et al. 1994)

Emiong oe Papnkoio ayoyiudmroag odnyodv YopaxtnploTikis mabfioeis
omwg pepovouéves dvomiaoieg (EAMAeWYN evog TUMROTOG VO 0oTapiov 1 EMAeym

evog M| MePLocOTEPOV o0Tapimv, KUBMG Kol 1 00TEWVN OQYKOAMON avT®V)

(Adapomovrog 2001), ovyyevég N erikmro yolootedtopa (kbot nepfaidopevn

and déppa evtdg g omoiag evamotifevial cuveydg emOniwakd kdTTapa, To oroio
amoTintovv and 1o toiywud tg. Me v avEnon tov peyéBovg tov ko TV Tieom
v omoio AoKel, KATAOTPEQPEL YELTOVIKOUG 10TOVG Kal ootdpua) (Adapdmoviog

2001) 1 ddvator va TpokAnBovv Adyw wddovg dvcmlaciag (exkdnidveton kuping ot

veapd drtopa, kdto 1oV 30 etdv, pe Ppadeia avantuén wddovg 16Tod K aveduvn
d10ykwon 0otoV) (Adapdmovrog 2001).
Ocov agopd to emiktmra aima otdnmote mwpokaAel Popnkoia

ayoypotnag, €xer ocov omnueio avagopds to €€ 1M 10 péco ovg. Kat

xapakmpioTikdtepa oo €€m ovg pmopei va vapéel fuoua kowéing (kageokitpivn
pao, m omoio oympatileror amd TO  EKKPYA TOV  KOYEABOMOWDV  Kal

ounypatoydvev adévev kor ond amonentoxdto embfiha, Tpixec ko oxdvn),

vmapén Eévov odpatog (otov €€m axovoTikd TAPo TOMOBETNUEVO aTLYXDG
EOKEUUEVMG, HE CUVUTTAPYOVOO QAEYLOVT] 1] KOl SIATPNON TOL TUURAVIKOD VUEVEY).

Aev mpénel gmiong va mapoierpBoidv ot dykot Tov ££m akovoTikov TdPov, gite avTol

etvar karon0eig, eite kakonBeg (Adapdmoviog 2001).
Ex tov rxalonfwv oykwv ov xvpidtepor givar: To adévoua (ovdduwvm

di6ykwomn Tov ££® aKOVOTIKOD TOPOL, GYNUATILOMEV 0Ttd TOLG KLYEALSOTOL00E 1
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ounypatoydvoug adéveg tov déppatog), 10 aayyeiopa koo Aspoayyeioua
(veomhdiopata pe TPL(OEW 1 onpayyddn dopn), n gbcrtwon (veooynuaticBév
0016 mBavig Ady® avTSpaoEmG TOv MEPIOGTEOV, OTAV O AKOLOTIKOG MOPOG
extifetar 6 xpvo vepd ) adpa) xar 10 ootémpa (opoin GPaPU 0oTIKY Sidykwon
oTN ASMOOTLUTAVLIKT] 1] TUUTAVOUACTOEWIKT pagt)).

- Ta xakoijfn veoridouara, 1a omoia avarticcovial otov €£@ axovoTikd
ndpo, eivar cuviiBwg o Bagikokapkivoua, 70 axavloxvrtopikd Kapkivoua Kot 70
a8£vo;agldew. Eivan 8¢ omdvior o1 peoeyyppanikol kakonfeig dykor 6mwg T0
woodpkwua kot 70 pafidouvocdpxwua.

AMa erikmto aino wov wpoxoiolv Papnkoia ayoyywdémtag, ue onpeio
avagopdc 1o péco ovg, eival ot wtindeg (o&eln kat ypdvia péon Tvhdng writnda,
exkpiti} otitda pe anotéAecpa ™ mPdKAnon ownuatog tov PArevvoydvov,
omuaTicpd Siibpdpatog oto pécov 0v¢ kat TeAkd anotélecpa ™ dvoyepn kiviion
MG aKOVLOTIKYG aAdoov kai Pofoi] ™G Tupmavikng peppplvneg. Apydtepa To
gm0 petanhboocetol and mhak®ddeg oe KLVAVIPIKS kpooowTd pe Aaynvoedn
Fbttapa mov zmapdyovv BAévvn, mOv avapvyveilduevn HE 1O vRApYOV VYPO,
dvoyepaiver nepartépw tov agpiopd Tov pEcov WTOG Kat THY KiVIoT TNG AKOVGTIKNG
ahdoov) (Adapdmoviog 2001).

Xapaxmpiotikd ermiong eivar ta Sopotpaduate (aepomTitng: aAAOWDOELS
Moyo dapopls méoewg petatd tov nepAiiovtog Kal ™G KOOTNTAG TOV PEGOL
016g) 1 dwpopenikiiy PVOEWG TPAVUATA 7OV TPOKAAOVV dTpnomn TVURAVOUL,
Swakomh TG AAVOOV 1} AKOMA Kot ETUNKT] KATEYROTA TOV KPOTAPIKOD 06TV,

' A6 xhMvikogpyaotplakig Gmoyng, ota axkovoyphuuara SAwv TV
npoavoPepBévTov Bapnxoiov aywyipdmrag, mapampeitor pa dweopd ydopatog
petald twv ovdhv mg aépiviig kar ootévng aywyns. Kat cuykexpiuéva o ovddg g
aépivng ayayis elvar mdvta xatd 10 1 xou nepocdtepa dB yewpdtepog and tov
@LOWAOYIKO 0VD6 TG 00TEWVNG aywYhS (To Xdoua, Snhadf n andotaon petald twv
KQpUTUAGOV TG aéptvig kar 0GTEVNG aywyig, elvar éva pétpo g axepmdTHTog TOV
GUCTIHATOG GYMYNE TOV QVTION).
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NEYPOAIX@HTHPIA BAPHKOIA

ITG TEPUTTOOCELS OVTEG Oev vmdpyeL Opro Yo 10 Badud Bapnkoing mov
pnopel vo mpoxinbel. Avtég ov PAafeg upmopel vo. eivon povomhevpes 1
apQOTEPOTALVPES, ne évapEn apvidio f| TPoodsvTiky) kor pmopel vo. odnyficovv
axopa péxpt kar v TARPY KOPWGT).

H owtio mov tpokdieoe v Popnkoio avtod tov tHmov, Bpioketon mpog To
go® NG Baong tov avaPorin, 670 vevpoalcONTiplo cVGTNHE AVTIAYNG TOL TXOV,
dnhodn o010 €0 auti, 0T0 KOYAAKS VEDPO, GTNV KEVIPIKY] OKOVOTIKY) 080 Kol 6TOV
akovoTikd @how. T Popnroleg avtég T Swkpivovoue o kevepwés 14
vevpoargdnmipreg (6tav 1 BAaPn evroniletan o€ KeEVIpkég oxovoTikéG 000G 1| 6TOV
aKoVOTIKO QA010) xou o€ epupepkes (Otav M PAGPn mov T TpokdAeoe PpiokeTon
oo 6pyavo tov Corti | 670 xOYMaKd VEDPO). Ov TEPLPEPIKEG pE T GEPd TOVG
dwkpivoviar oe koyhokés ko ge omoOokoyhaxis (6tav n BAafn mov TG
TPOKAAECE EVTOTILETAL OTA TPLYWTA KOTTOPO. 1) KUPIWG GTO CTEAEYOG TOV KOYALKOD
vedpov avrtiotorye) (Ilomagpdykog 1996).

210 aKOVOYPAUUATE OA®V TV TpoavapepBéviav TOTWV vevpoasbntiiptag
Bapnxoiag, o1 ovdoi afpivrg kor ootévrg ayayng etvat ot dot (dnAadf 1 adpivn
KO 1] OCTEWT] KAUTOAT GUUTITTOUV).
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Kevrpiraf NevpoaioOnoijpia Bapnxoia
Ogpeidetar o dvoxoria omv amoxwducomoinomn kot anoBixevon g
axouom_cﬁg mAnpopopiog. Mropei va apooPairer eviduceg xau tadid. H mOavoma
Ymapéng g Bapnkoiag avtig sivan avEnuévny ota nawdd, Ta omoia tapovoialovv
pabnowés dvokories, emPapnuévo owoyevewakd 16topcd 1 Grreg vevpohoyikég
Swraptyéc. Idwitepo yapaxmpiotikd otg xevipikég Papnxoieg elvar ém 1o
axodypappa uropet va ival puotodoyikd, oAl givor Evrova PELOUEVR N IKAVOTNTA
dudxprong twv AéEewv xat g opiiag.
Awtopoyés 1OV KEVIPIKOV  OKOUOTIKOV OLGTHHATOG Mmopel  va
. mopatpndovv 1) oy yépvpa Myw vevpwoparog (xahonbng Ppadéwg
avEavépevog Oykog oymuatiiopevog ambé to xvttapa 70v Schwann), Adyw
unviyyibpatog (cvprayeig Aofwroi dyror mov mpoépxoviar and KutTapkd cTolEia
TV unviyyov ko oxetilovion dpeca pe to apayvoedn xutrapa mov oynpatitovv
10 apayvoedn copdna) (AaBapng 1994) eite akdpa Aoyw ayyelakdv exeicodiwv.
2) oro upceocyképaio Moy yhowdpatog (éviovny kot Swdxvtny mpPooPoAn and
veomAaopatik@ yAowxd xotrapa ta omoia PBpiokovior ot dogopeTikd oThd0O
- Suapoponoinong) (AdPapng 1994), Adyw ayyewaxdv encrcodiev kot evokpaviakig
vnéptaons. 3) om @Aowddy kar vmopioiddn meproyrf Aoyw ayYEWKAV
dwtapaydv, avevpvoudrtwv, petabpopfwtikdv  Blafdv, Oykwv, KPOTAOUMG
eminyiog 1 eite Myw rpavpdtov. Eriong Swatapayéc Tov Kevipkod akovotikod
OLOTHUOTOG URTOPEL va tapampnbodv AdYw oxArfpovens xard midrkag (eppavion
ECTIOKMV TEPIOYMDV ATOUVEAIVOOTG 0T AEVKT| OvGia)

Heprpepucrj NevpoaicOnnijpia Bapnrxoia

Hepipepiri xoyhiarri 1f mepipepiij omeBoxoyiraxyj, ovopdletor M
Bapnxoia exetvn 6tav n PAaPn mov ™ npokdiese Bpioketar oto dpyavo Tov Corti 1
Kuping 010 OTEAEXOG TOV KOXAaKoL vevpov avtictowa (TTarmappdyxog 1996) xat
dwkpiverar o€ ouyyewi kau ek,

Zoyyevifc Papnrota ovopdletar exeiviy n omoia veictatar xatd v
yévwnon. Emdnpioloyikég peréteg €xovv deiler, om mepimov 1 ota 1000 zoudrd
napovodfovv cofapod Paduod Papnxoio xatd v yévvnon touvg 1 xotd TV
npbhtn madikt| Tovg nhxia (rpoopintiky Papnkoia) (Morton 1991). H suyyevig
Papnkola pmopei va Saywpiobel ong eEfg vaokatnyopieg xar vo taEwoundet
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aviloyo pe Tig artieg mov TV wpokdhecov ot : yevetkh Bapnkoio, un yeveriki

Bopnkoia oesduevn oe evdopftpue PAAPn ko TEAOG oTNV ZEPLYEVVHTIKA
Bapnkoia (Mapoaykovddaxng 2000).

H TIeveniky Bapnkoia civor duvotdv va ovovodevetor kol omd GAAeg
avopaAies, anoTteEAOVTOG HEPOG EVOG GLVOPOHOD, Kol TOTE OVOUALETOL GVVEPOLIKY
Bapnkoio (mepimov 30% twv cuvolkdv mepTTtdOoemV) 1 vo pnv cuvodevetat omd
aAreg avopaiieg ko va ovopdletor un covdpopu Bapnxoia.

XOpaKTNPIOTIKEG  TEPIMTAOCEL, GLYYEVOLG GLVIpopkhg  Papnxoiog-

dvomhaciag eivar ou o) Avomhacie Michel: coPapn Swapoptia eig ™ Sdmhoon.

Xapoaxtmpifetor and érreyn-anriocio Tov 0w ©TOC ko kdEwon. B) Avorhacio
Mondini: éxe1 SwmhacOel poévov 1 Pacucy dhxa tov koyria. Mmopel va. pnv
VIAPYOVV TUIKOKALOL COAVEG EVD VILAPYOVY YNGIdEC DTOASYUUOTIKNAG 0KOTG, 101mG
e1g TS VYNAEG cvyvottes. ¥) Avomiacio Bing-Siebenman: o ootéivog AafvpivBog
€xer avoantuyfel TANpwg, Ox1 OpOC Kol o vuevddne. 8) Avomiacio Scheibe: upe

@LOAOYIKO 00Tévo AoPUpvBo, aAld pe vromhacio-omAacio TG ayysid®dovg
towviag. Yrapyovv Atya tpywtd kottopo. O BAaPeg nepropiloviar €1G ToV DUEVAOI
KoyAia ko to ceapucd kvotido kar 1 Papnkoia givon coPapth. €) Avorhacio
Alexander: pepwy amiacioc tov koyAwkod mdpov, 1 omoin TPoKoAEl omdAEW
akong €16 TIg VYNAEg ovyvotnteg (Tlamagpdayxog 1996).

[eprntdoerg cvyyevovg cuvdpopikng Papnioiog mov KANpovopovvTol Katd

70V QUTOCOUATIKG smKpaTovvTa Yapaktipa givat: o) To cvvopono Waardenburg:

pepkég aAPwiopde, etepoypopia ipdog xar vevpoarsntipn Papnkoia. P) To

ovvdpopo Treacher-Collins: avopoiieg é€m, pécov kar oplopéves Popés €00 WTOG,

ouvOllOpEVEG UE KPAVIOTPOCSHOTIKES OVOUAAIES. Y) TO oOvdpouo Apert: pe

aykVAmor avaforéa, o&vkepolia, cuvdakTuAia, eQurmioedn piva kal vromAacio

™G xdTe yvabov. 8) n vécog Crouzon: pe vrwomhacio ™G Gve kol K4to yvabov,

KpaviooTévawot, eE®@QBaAN0 kot avoporieg Tov €@ 1 Tov é0m WOTOG. €) 10

obvdpouo Alport: pe Papid veppiky avemdpkewr, vynAf pvewia, wpoécho

eoxdkovo kor Bopnkoia. {) 1o Bpoypowtoveppikd ovvdpouo: pe mpowtiaio

gmdppata, dvomhacia £ wTdg, Ppayyaxd ovpiyyie 1 KOOTEW, VEQPPLKES

Swtapayéc ko Papnkoia piktod TOMOL, K TEAOG M) 10 cvvdpopo Stickler: ue

onTikég dotapoyés, vrepwiooyotio ko mpoodevTikt] vevpoarsdnmipia Papnkoio
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wynhov ouvpvotitov 7N Papnkoia ayoyyudémrag Adyw SvcAertovpyiog TG
euotaxtgvﬁg ocGAmyyag (Gorlin et al. 1995).

Agv elvan omdvieg emiong o1 IEPUTTOOEL; CLYYEVODG GLVIpOoMIKTS Papnolog
7OV KAT|POVOHOVVTAL KATA TOV GUTOCWHUATIKG VTOAEWTOPEVO YapaxTipa OTmg: o) TO
oovdpopo Usher: pe pelayypopatiky apgipinotpocdondfewn  (retinitis

pigmentosa), vevpoorsOntipia Bapnkoia xar a@ovsaio Svcisrtovpyia. Ztov THmO

1 vndpyer amovoio mBovoaiag Aewtovpyiag, otov TOno 2 mapovoidlerar pe
vevpoawoOnmipe PBapnxola vynhkdv ovxvomitOV Kol O TOMOG 3 ep@avilel
npoodevtiky Papnkoia kar mpoodevtikyy abovoaia dvoiertovpyio. B) n _Ndéoog
Friedreich (Friedreich’s ataxia): pe dwtopaxés vevpikod ovoTHpATog, 0PBAAUIKES
Swrapayés, OSwrapayés KVNTIKOTNTAG KoL TPOOSELTIKY]  vevpoasBnTHpuL
Bapnxoia. y) 1o ovvdpopo Hurler: yopaxmpiletar and ovochpevon
Bkzwonokooaxxapigtbv o€ AvcoowuaTIa AdY® EAAEWYNG AVCOCONOTIKOV EVEDpPQV
kar mopovordlel avemdpkewr ocopatTikig avamruoEng, vonTik otépnom  Kau
npoodevtucn Papnkoia. 8) o gdvdpouo Pendred: pe vevpoaronmipia Bapnroia xar
Bpoyyoxnin. €) to oivdpopo Jervell ko Lange-Nielsen: pe vevpoacOnmipu

Papnxoia mov ocuvvdvaletar pe datapayés OVTIKAOV KavaMdv dnpiovpydvrag
dwrapayés xapdiaxiig Aettovpyiag (emunwvopévo Q-T) xar mpocPoréc Adams-
Stokes, xat téhog ) ™ voéoo Refsum: pe vevpoamocOntipw Papnkoia,
uehayypopoatikn au@ipiAnctpocidondeia, mapeyke@aidiky atatio Kar TEPLPEPIKN
vevponaOeta (Gorlin et al. 1995).

Znig mEPWTAOOE, CVYYEVOUG cuvdpouknig Bapnkoiag wov kKAnpovopobvrat
pe .7ov @ulocivdero yapaktipa, avixovv ta cvvdpopo: Hunter (avixer otig
BhevvomolvoaxyopdOoE; Kat TOPOVCIALEL AVEMAPKEW GOMATIKHG avATTVLENG,
vonTia) votépnon kat Papnxoia aywypdmmrag 1 pkti) kar Alport (givar Svvatdv
Vo KAN|pOVOEiTAL KOl HE TOV QVTOCMMATIKG emxpatodvia, 0AAML Kai e TOV
GLVAOGUVIETO XOpaAKTPa).

Ta 2/3 wov mepwthcewv ™G yevetnxig Papnkoiag avixovv om up
cuvdpouxrj fapnroia, dnh. ong TaBNOEL eKEivE TOL TO POVO KAMVIKG GHUTTOMUA
mov mapovowdlovv eivar 1 Popnkoia, yapaxmpiloviar dpmwg and tpouepd peydin
yevemiky) etepoyévewr, Oedopévov 6T mavw and 70 yevetwkol TOmMOL E€xOULV
xaptoypapnBei cta avlphdmva ypwpochpatae, ahhd pévo 25 yovidio uéxpt ojpepa
éyovv avakoAveBei (Resendes et al. 2001).
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Ztn yevenikd KAnpovopodpevn pun cuvdpopikt} Papnkoia, vrepioybouvy ot
OVTOCWUATIKEG vTOAEWOpevEG pHOPPEG, oaplBudvtag mnepimov 10 80% Twv
neputdoewv (Petit 1996). ZvuPolriovion pe 1o Aotvikd ypappota DFNB, 6mov
DFN vmodsucvier ™ kdQwon, evd to ypappo B dnhdver 1o yapaxthpa g
KANPOVOHIKOTNTAG (VTOAEWTOUEVO GTI GUYKEKPIUEVT TEPIMTOOM) KoL AKOAOVOEL
évag ap1Bpog Tavtote 6To TEAOG, oL YapaxTnpilel T xpovikn cepd avedbpeong g
exdotote yovidwakng Béong. TTnv xatmyopia ovth Katatdooovral OAeg eKeiveg ot
nepumtdoel; ol omoieg yapaxtnpifoviar amd: 1) tovAdyotov Vo mudid pe
TpoPinua Bapnkoiog oe po okoyévewr xmPig TPoavaPepOLy 16Topikd 2) éva Todi
pue mpoéPinpa Papnroiag, amodwddpevo o1 oe kdmown ep@avi owtic, oMM pe
anodederypévn ouyyéveln aipatog Twv yovéwv (Dereymaeker et al. 1991). Eriong
€v0. TOGOGTO TV OTOPUSIKOV EPMTOGEWV €ivor dvvatdv va to&voundei oty
aAVAOTEP® KATYOPia.

AxolovBobv 01 QVTOCOUATIKEG ETKPATOVGEG HOPPES, aPLONMVTAG TEPIOV
70 20% TWY TEPLTTOCEMV YEVETIKNG N cuvdpopkic PBapnkoiag, pe 38 yevetikodg
tomovg (DFNA1-DFNA38) kot 16 yovidwr yaptoypagnuéva (Petersen 2002). H
duryveon tov tepumtdoemv avtdy Tpénet va Paciletar pévo dtov exrinpdvovrar
kémowo amd to €éng kpithpwe: 1) ocdppova pe 10 WIPKS 160TOPIKO, TPOPANHA
Bapnkoiag, and v moudikr] nhikio, o€ TPE CUVEXOUEVEG YeVEEG Ywpic GAA
gppavn aina, 1 2) akovoloyikdg dwryvoouévn Bapnkoia, ywpic speavy aitia, o
TovAdytotov dVo0 ouvexOueveg yeveég wou petadidduevn omd motépa OE Y10
(Dereymaeker et al. 1991).

Tpiteg oe oepd cvyvomTag, pe nepimov 1%, givar ot pvA0GHVIETEG LOPPES
(DFN1-DFNG6), petafifalopeveg pe to ypopdcopa X.

Televtaieg oe cuyvémta Bpickovial o tepurtdoelg exeiveg g Papnkoiag
7ov petoPifdlovion pue 10 pitoyovdpuokd DNA (mtDNA), ap@udvtog mococtd
ukpdtepo ov 1% (Petit 1996).

Mpn Ievenikii Bapnxoia Ogellduevy Xe Evéourjtpia Biafn dbvorar vo
npokAndei AMdyw voonudtemv ™G £YKVOV Kuping TOVg MPOTOVG 3 1 4 unfveg TG
gykvpoovvng, nladn katd tmv dapkewn Tov oTadiov opyavoyéveong-avantoéng
TOV KOYAla.

[otoloyikd yapaktnpileTar amd TV EKPOAIOT TOV ayyeUDIOLG TETAAOV TOV

£E@ TOYOUATOG TOV KOYALaKOD TTOPOV 7OV akoAoVOEiTOL and TV CUUTTWOCT TWV
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o wuaToV ¢ pepPpdvng Tov Reissner kot Tov koyAakod mwOpOV, TNV EKPHAON
TOV TPYOTOV KVTTAP®OV Tov opydvov Tov Corti kat TV GHUTTOOT TV TOXWUETOV
10V 6Papikoy kvoTdiov. H andieia tov 1pixwtdv xuttdpov Tov koxhia kot Tev
KUTTAP®V TOV EAKOEIS0VG YayyAiov givar pdvipn ota OnhaoTiké.

H £puBpd, 10yeviig uetadotikn Aoipwén, £xel tnv duvatdtnta va tpokarfcer
amn?\.o;Cég oe £va avaTTUOGOUEVO uPpvo av 1 untépa €xel poAVVvBEl vapig katd
v ldpkewer MG eykvpooivig. Or kKMvikég exdnAdoelg g cuyyevovg epvbpadg
(xdpwon, xatapphxng, kopdonddew, pikpoxepaiia N Sevontiky kabvotépnon)
eaptdvior and 1ov xpdvo TPooBOATG TS UNTEPAG KL aTd TNV AVTLYOVIKOTNTA KOt
TEPATOYEVETIKY KavOTNTa TOv 100. ‘Exovv mapampnlel mepumtdoeg cvyyevoug
Bapnkoiag o mpooPorn g untépag 2 pufveg tpwv amd TV cVAANYN, 6nwg Kai
xotd 7o 2° 1 ke 3° tpipnvo g xinong (HAadng 2002).

Xopakmplotiky emiong eival 1 tepinTwomn Tov kuTrtapoueyaroiov (CMV).
O ¢. avtdg aviiker otv opddo TV 1OV TOV €pmnTo Kar 1 uOAvvoM eyKO®V
yovaik@v propei va mpokorécer oto EuBpvo appotepdmievpn Bapnkoia peydiov
Babpov 1 xat kdEwon kar cLYvE cuvodevetan amd SavonTiky xabvotépnon.

Bapnkoia katd mv Sidpxela mg xujoewng uropei eniong va mapatnpndei o
TEPUTTMOOELS OV 1 untépa vooei and uetafohkéc Swrapayés, and mabncew Twv
evdokpwviyv adévov, and ypévua veppitnda, and afwtapivwon B, (Beri-Beri), fi

akOpo amd v AMyn ototofikdv @opudkov pe GTOTEAECHA VO TPOKANBOULV

expulotikég arhowoelg tov opydvov tov Corti 1 ™G aKOVOTIKIG 0300 KOt

ekdnrwon Bapnxoiag oto EuPpvo (Zkedag 2002).

fIsptysvvnnmi Bapnyxoia ovopdletor n Popnkoia mov mpoxaleitar xoth
mv Sidpxeia Tov TokeTOV. XAPAKTNPIOTIKE EPLYEVVITIKG @it vevpoarsBnmpiov
Bapnkoiag umopodv va eivar: H vrepyorepuBpivarpio mpokahovpevn 610 veoyvod
Myo vrepBolkiig avénong g Eppeons xorepvBpivig otov 0pd Tov aipatog Aoyw
avEnuévng awpbdlouong epvBpav. O xhvikég exdnidoceg tov iktepov eivar
xapaxmpwﬁkég ™ PAMIPNG TV KOYMAKAV KAl KEVIPIKOV MUPHV@V TOV
eyxepdhov. H Papnkoilo eivar coviiBwg Op@OTEPOTAELPN KOl CULUUETPIKT) HE
HIKPOTEPT TTMGT] TNG AKONG OTIG YAUNAEG CUYVOTNTEG KOl UEYOADVTEPT OTIS HECEC
Kot VYNAEG ovyvoTnTES, 0 08 Babuig T eEaptdtal and To T00d TG CVCWPELBACAS
AOAEPLOPIVIG. '
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Ao T xupuotepeg smiong oatisg meprysvwnTikhg PBapnkoiag eivar M
wpowpdmro. Kow n ovo&ia. Xtnv pev wpowpdtnta, Ta EuPpuva sival capdg mo
evmtaff AOy®, Oy ndvo TG aVOPIHOTITAG TV UETABOAMKAOV TOVG TKAVOTAT®V, OAAL
KOl TNG OVEMAPKEWNG TOV NAUTIKAV KOl VEQPPIKOV AELTOVPYIAV, PE OMOTEALECUO.
Tapayovieg OnmG o ikTeEPog, N WTOTOEIKGTTO KATOUDY PUPUAK®V T akdpa Ko O
06pvPog g Bepupokortidag vo ovuPdriovv pepovopéva 1 covdvaouére gy
Tpoxinon g Popnroiag. T e avoio, N pewwpévn apatiky pon oTov Koyiic
wpokoAel Tomuc vmokia, pe amotéleoua ™ Snuwovpyic povipev BraBdv otov

KoyAia xan €101oTEPQA 670 Gpyavo Tov Corti.

Erixtyty Bapnkoia

H mepwpepucy Bopnkoio wépav g ovyyevols TG HOPENG MTOpel va
opeileTon o€ emixTNTO OiTi0, £iTE AVTA Eival KoxAKd, €ite omoOokoyAaKd.

XoapokInploTikég mepumt@oelg emiktnng koyhaxng Papnxoiog sivor o1
AowdEels exeiveg mov mpokoAoOv emmhokég péong wtitdag ofeing N XPOVIOG
nopoeng, muddovg § un. Epeaviletor ovviwg petd and Aoipwén tov avatepov
QVATTVEVCTIKOD Kol 6TV TANODPA. TV TEPITTOCEWV Eivol povopkpopokn. And ta
mo ovyvd vmedBuva pikpoPuo. eivar o Streptococcus pneumoniae (40%), o
Haemophillus influenzae (30%), 7 Branhamella (Moraxella) catarrhalis (10%), evd
akoAovBolv pe cae®dg pKPOTEPO TOCOCTA O OTUPUAOKOKKOG, O B-0lpoAvTiKog
OTPENTOKOKKOG Kol Ta opvnTiKa katd Gram eviepofoxtnpidia. Agv mpéner emiong
VO TOpPOAEITOVIOL TEPIMTMOES OPEMOUEVEG OE 10YEVI] UNVIYYOEYKEQAAITION
(cupoTepdmAevpn Papnkoia), cvEn (appotepdmievpn Bapnkoio mwov Jvvartar vo
ekdnAwlel apvido 1 va mapovsidler wa Aavbdvovoa 1 dwAeimovoa mopeio pe
g&apoeig) kol téhog mEpWTTOOoEG AOYw Epmmrog (wotipa, apdc, epuBphg kat
nopotitidag (kar otig 4 TpoavaPepBivieg mepurtdoeig 1 Papnkoia eivar cuviOKg
povomigvpn).

Baowog mopdyovtag eriktmmg koyraxhg Papnroiog givar kar o 86pvfiog
gite avtog éxel poxpd emibpoon pe apykn petafoikny eEAviAnon Tov TpYYOTOV
KUTTAP®V Kot oT1 cuvéxew pévipm BAaPn tov £€o kot £6® TPYYOTOV KVTTEAP®Y,
eite mpokaAeitar and wupoforo 6mho R £xpnén pe PAaPn oo dpyavo tov Corti 1
pfiEN Tov pepPpavav Tov koxhia, n onoio cuvendyetat Ty pei€n g éoo kar £Ew

Aépeov kot emakolovfoipevn BAABN Tov kxuttdpwv (Adapdmoviog 2001).
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ApBiéa tpaduata Tov kpaviov umopei va mpokorécovv Suiceiom TOL
npdcbov ko omicbov AafupivBov pe Swtapaxés TV AsrTovpyOV  TOVG.
Xapaxmpionikh eivar 1 BAGRN T6TE TOV TPYOTOV KOl CTNPIKTIKOV KLTTAPWV TG
Bacucic peuPpdvng kol TV ATAYOYOV WOV TOV OKOVOTIKAOV YoyyYAOK®OV
KVTTaPW Y.

‘EK(pl')MOTl buwg 1600 g ayyeuddovg tawviag, 600 Tov vevpoarcOntnpiov

‘emOnAtov tov opydvov tov Corti, TpooParloviag apytkd ta EEm TprywTd KHTTApE

KoL OTN OLVEXEW T0. £00 TPLYMTE Kot pdAicta mepioodtepo ot Pacuay amd 6T
omv xopvgaia éhka Tov koyhia efvon dvvatdv va mpoxAndel dtav wrotodikd
edpuaxa @8doovy oty £E0m Aéppo, 6mov Adyw Ppadeiag kdBapong, cuykpiTikd pe
Tov 0pd 1oV aipatog, peyoldver o Ypoévog Muwng Tovg dphviag To&ka.
Tovtdypova enfpyeton expOMON TV OKOLVOTIKOV KMAdWV TG aBovong (To
eMeitTikd xvotido sivon mo evaiohnro and to cpapikd) KAl TV yayyMaxdv
KVTThpwv Tov ghkoewovg yayyAiov. Khacowd wrtotofikd @appaxka eivar ta
avtifotikd ™G opddog TV AUIVOYAUVKOOW@MV, AVTIPEVHATIKG, avTiEAOVOsLaKd,
ocoAwcikd kaBmg ko opiopéva Jrovpttikd g aykoing. BéBaw, efvar yvwotd ém
onuepo. vrapyovv dve twv 200 wtotofikd®V OVCUDV KAVEG VO TPOKAAEGOLV
onpovtiky PAafn, ald n dpdon avtdv efaptdrar kot and wOAAOVG GAAOVG
napdyovieg énwg ™ d6om tov papudxov, ™ ddpxew g Beparneiag (n.y. Thvo and
10-12 muépeg), v xoAn M un veppkn Aeitovpyia, yevemxt) npodiddeon ToOL
mtDNA, npobznapyovca vevpoarsbnmipuo Bapnroia, nikia ave tov 65 Ttdv,
TAVTOYPOVT] XOPTYNoT S1oVPNTIKGV Kot GUIVOYAVKOGIS OV, K.A.T.

INepinthoe eniong emixtmg xoyhaxfg Papnkoiag eivar dvvatdv va

npoxaréoovv qutodvooa voonuata 1 GAleg avoCOMOYIKEG KOTOOTACEW, OnWG T

vooog Wegener (kokxiopat®dng ayyeindo Tov avdTEPOL KU KATAOTEPOL
QVATVEVGTIKOU CwAfiva, GUHEOPNOT Kat TOVOG TapapPviev KOAT®V, KOTOCTPOT
oV ®OTKOV YOvdpov ko onelpapatoveppitda), n olddng mavapmpiitida,
npokohdviag PBAMPn g ayyeubdovg tawviag, 1 vmotpomdblovoa avtodvoon
nohvyovdpinda ko 16hog t0 cvvdpopo Cogan (peceyyvpankn kepatindo wan
ayyswxd 1oxapxd tov éow wtog) (Zxevag 2002).

Oocov agopd T emiktnreg omoboxoyhaxég Bapnxoieg pmopodv va
npoxAnBovv and dykovg e YEELPOTAPEYKEQoMSUM G Yaviag 1) and vevpinida Tov
aKOVGTIKOY ve’bgou.' -
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MIKTOY TYITOY BAPHKOIA

Zm Popnkoio piktod TOHIOL GUVVTAPYXOVV dVO T mEPLOGOHTEPR €1dN
Bapnrolag. o mpoaxtikods Adyovg, 0 6pog QLTOG YpNoWonoEiTan poévo 6tav
Bopnkoio ayoywpémrag kot vevpoawsOntipw. ocvvumdpyovv o100 B0 avti
(IMamagpdykog 1996).

A6 KMVIKOEPYAGTNPWKNG GRTOYNG TO GKOVGYPOUUO GUTOV TOV TOTOV
Bapnkoiag yapaxtmpiletar amd mtdon ko TOV 0G0 KAuTVAGV, 0GTEWNG KoL
aépivng, G€ OYEOT UE TO QUOOAOYIKO GAAL pe mapopévov ydopa peta&d Tovg,
vrodewkvidovtag £tol 6TL n PAASN slvon kT KoL 0Popd. T660 10 PEGO, GCO Kal TO
g€o® oug (HAadng 2002).

YYXOTENHX BAPHKOIA

Ynapyovv mepumrdoeg acbevov mov eivar dvvatdév va mapovcsiifovv
Bapnkoio ywpic va pmopei vo omodeybei | vo. artioloynOei opyovikyy BAGSN 1
axopo vo Ueylotomoobv uo. oAndwn PAABn Tng akong tovg. H dvokoAio ot
duyvoon un opyavikdv mpoPfAnudtov g oxong, avikatontpileton amd TNV
TOWAiD TV 6PV OV YPNCLUOTOLOVVTOL Y10, VO TEPLYPUPEL QTR 1) KOTACTACT:
yoxoyeviig  Bapnkola, Papnkoio amd mpoomoinom, un opyoviky Papnkoia,
yevdoimakovoio 1 akdpo Asttovpywh apnkoio.

H wuyoyeviic Bapnkoia Paciletar 6€ LTOGLVEIBINTOVS TAPAYOVTES, TPOKELTAL

dnradn mepi pag acvveidnmg mpoomoinong. Zvvibwg sugavileton agvidwn cav
gmokOAovBo piag Evtovng cuykivnolakmig dotapayis.

H Bapnkoia amd mpoomoinon éxst Pdaon evovveidnmm vzrepforsy mov

peyalomolei pa mpobmdpyovca opyaviky Poapnxoia 1 eivar pa eoxeppévn
gvépyewn. AveEdptta antd to av o acbevig eokeppéva M acvveidnta mapovcrdlet
Bapnxoia, ovtd yivetar 1 ensdn mpayuatikd vEapysL Yuxoroyud mpdPfAnua 1
ene1dn] 0 VIWOKPIVOUEVOG EPUEVEL VO, KEPDioEeL KATL amd v Tpdén Tov avth. Ko o
300 avtol Opor, yuyoysvic f Bapmxoia and mpoomoinom, &ivar oxr ko TGO
KatdAAnhol, ywati kavévag yatpdc dev pmopei €dkora kal yopis v cvuPoin
OUYKEKPIUEVOV EEETACEMV (6T 1) OVTIKELUEVIKT) AKOVOUETPIN, Ol WTOAKOVOTIKEG

EKMOUNEG KO TO WPOKANTE akovoTikd duvapikd-ABR) va Swkpiver petagd
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acvveidnmg ka1 evouvveidnmg Paong ™v mopampnbeica aviywon tov 0dod
axong.
Mn opyavuc) Bapnkoia onuaiver Bapnkoia mov dev opeidetar oe opyaviki
BAGBY (umopodv OpwG Vo VAAPYOLV TEPWITMOEW HEYIOTONOINONG OpYavViIKOD
mpoPAfpatog).
" Yevdoiimaxovoia g€ opopod eivar pa yevdrig avoywon tov 0300 axong.

- Av xar Oswpeiton 0 KaTOAANAOTEPOG, £XEL EMKPATHOEL O Opog AgrTovpyuM

Bapnxoia.

Aertovpyiky Bapnkoia onpaivel 6T 10 axovoTiké cvoTpa dev Asitovpyel
euowloyikd, evd n xaviky efétaon anokieier eppav opyaviki BAAPn N dev
e€nyei Tov Babud PBapnkoiag and v mopln cvykekpyévng opyavikig BAafng. H
ovopacia avt Bewpeitoar 1} Mo katdAAnAn YTl neprypdoet To TpdPAnua xopis va
ava@épetar o acvveidntn 1 evouveidnmn atia Bapnkoiag, oAl ko yopig va
aroxAeiel opyavikt BAapn (Tarappdykos 1996).

EITIAHMIOAOTIA - TENETIKH THX BAPHKOIAYX

H Bopnroia ko yevikétepa 0 kAddog exeivog mov apopd TV yeveTiki TG
Bapnkoiog anotedel Eva ciyypovo kar Bekktikd avrikeipevo épevvag. Eival yvwotd
6Tl 01 pnyoviopoi TOAAGV KVTTAPIKOV Kar 6TIKAOV Svoheitovpyidv (ko KaTd
CUVETEIL VOCT|UATWV) ATMOTEAOUV TNV QUIVOTUMKY Kot KAMVIKY exdMAwon Tov
yevetkdv avopahdv. H mpotapxd artia ota vooipata avtd eival o oAloyn
670 DNA, tov omoiov x&be wxdtrapo Tov mhoyoviog @éper (KAnpovopikd
petaPrfalopevn). Oleg houwdv o1 mEPITTOOEL; EKEIVEG OV APOPOVV TEPLGTATIKA
Bapnxoiog, avrpetoniloviar and Vv emomupovikyy kowdtnra pe Wwitepo
evdupépov Abyw g TepdoTg KMVIKAG KAl YEVETIKNG ETEPOYEVEWG TTOV
napovcdlovv (eite avtég evidocoviar oV katnyopia TV TPOOHANTIKGV-
petoopinTikdv Papnkoidv, eite eivar omopadikég nepwmtdoel 1 owoyeveis,
ovyyeveig 1 enikmreg, 1 eite akdpa propovv va xapaxTnproBodv cav cuvSpopIkEg
1| U TEPIRTOOEL).

Xapamptqmcé d¢ givan, 600V apopd ™ coPapdémra g nadhcews, 6TL 10 & " ‘v '

f6% Twv emAixov, mapovoiilovv omdiewr akong g ko 25 dB vc)»wuzc(.i'
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amodederypévn, n omoio petafdiietor pe v mdpodo g nAiag Tovg (Davis
1989). Metayevéatepn Epevva, axopo mo avelotikn, alhaler ta dedopéva pog,
avapépovtag amdiew akong (Babpod dev avapéper) o m0coctd 14% 610 GHVOAD
0V TANBvopod o Gropo Mikiog petokd Twv 45 kar 64 £1dv, evd avghver To
m0600td ot 30% oe Gropa mhkiag peyadvtepng avtig Twv 65 etdv (Hotchkiss
1989). O Morton ot perétn tov 10 1991 Toviler 611 0 Y2 TOLVAGYLOTOV TOV AVSPIKOD
TANBvopod méEpav ¢ nhikiag Tev 65 £1dv nopovorilel andiew axong T TdEewg
7wy 53 dB o7 4.000 Hz, evd mocootd peyardtepo tov 50% tov yevikdrepov
nAnBoopol, avelaptitwg @Vlov yapoktmpiletar omdé onpavtikétato TPOPANHa
Baprnkoiag ﬁépav ™6 nhkiog tov 80 etdv. Znpavniky eriong €ivar 1 GTATIOTIK
puerétn tov Roberts (Roberts 1968), divovtdg pog yapoktnpotikd to emi 1015 %
050010 0€ Avdpeg kat yuvaikeg, Tagtvounpuéva pe Baon v niio avtdv, andigw.

Bapnkoiag katd 26 dB:

Hluia Avipeg Iovaikeg
18-24 1,2 0,4
25-34 14 - 1,3
35-44 : 3,7 22
45-54 4,1 4,6
55-64 10,6 10,1
65-74 30,5 26,2
75-79 48,7 474

‘Oocov agopd ta tawdid, 1 ota 1.000 yevviovvian Baprikoa %) avorxtéccovv
cofapov Paduod PBapnkoio katd v ddpketa tng mawdikng Tovg nAwciag (Morton
1991). Zoupovo pue peréteg tov Wiov, pe myv idwr apiBunticy cvyvotnto (SnA. 1
oto 1.000), avarticoovv cofapod Babuov Bapnkoia 1 yévovv TARpwE ™V okon
T0V¢ TPV okOpo evniikuiwBodv. H Bedtioon tov mapoydv omn dnuocw vyeio
odnyel o peiwon g ovyvémrag Tov TEpoTaTIKOV Baprkoiog opethdpuevov ot
MOWGEELS, WTPOYEVEIG, TEPLYEVVITIKOUG 1) GANOVG EMIKTNTOVG MOPEYOVTES, EVD T
odpatddng sEEMEN TNG KAwIKNG YEvETIKTG Kot 1} duvatdTnTo, SayvDdCEWDV YEVETIKDV

Swatapaydv avédvel TV omovdadTTa TV KANPOVORIKAV Topaydviav wg orties

Bapnkoiag.
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Baom twv emompuovixdv dedopévav, 10 50% tav nepumtdcenv Bapnkoiog
O avamTUYHEVESG XOpeS opeidetal o€ Yevetikég avapahisg (Marazita et al. 1993).
Ex 1ov poavapepBivrog mocoston, 10 30% anoteleitar and cuvdpopkég popPEs,
gv®d o10 vtdhowo 70% (un CVVOPOHIKAOV MOPPDOV) KOTATACOOVIAL UE TOCOCTO
nepimov 77% ov mepuntoel; exeiveg Papnrolag mov petafipalovion pe Tov
OUTOCMUATIKO VTOAEMOUEVO YOPAKTHPA KAl ME 7OC00TO mepimov 22% ot
TEPUTTMOOELS OV KAN)POVOUOVVTOL PE TOV QUTOCOUOTIKO EMKPATOVVIA XAPAKTIPA.
AxolovBolv, pe mocooTd mpaypatikd moAL pikpd, mepimov 1% or mepurt@oeg
Bapnkoiag mov xKAnpovopodvion pe Purocivdeteg popeég petadoong (X-linked),
evd o€ M0c0oTd piKpOTEPO ToL 1% opeihovian ov mepimthoel; Pupnkoiag Ady®
roxovépuxmv petarlaywv (Morton 1991).

Zoyypoveg emdnuiodoyikég Ko oTaTIOTIKEG pedéteg eivon oe Béon onuepa
va pog SO0V 10 T0606TO PicKOL EPPAVIoTG poopnTIKIG Bapnkoiag, £xovrag
anoxieioer neprBariovioroyikodc maphyovieg, Pdon otoyeiov Tov YeEVEAAOYUKOD
Kl KANPOVOUIKOV 16TOPIKOD.

‘Etovoe :

A) owoyévewn pe éva 7N maoyov T€Kvo, T0 picko eravaTOKTNOTG KUl Se0TEPOL
1ékvov pe 10 0w mPdPAnua, éxovtag anoxieicer avompd GAAOVG TOPAYOVIEG,
gfvan 1 ota 10

B) owoyévewn pe éva Ndn mboyxov téxvo, kot yveootd 10Topikd ovyyévelag €f’
ayywoteiag (opbdorpotl cuyyeveic), 1o pioxo emavandktnong xat SEVTEPOL TEKVOV pe
170 id10 TPSPANpa, civar 1 ota 4

I') owoyévewn pe dvo Hon mhoyovia tékva, T0 picko erAvVOTOKTNONG KAl £TEPOV
micxovr&g t€xvov avépyetou o€ 1 ota 4

A) owoyévewn pe évav mdoyovra yovéa kar éva mhoxov Téxvo, 10 picko
EMAVATOKTNONG KAl ETEPOV TAGYOVTOG TEKVOL avépyetal o€ 1 ota 2

E) owoyévew pe évav naoyovia yovéa, €xel picko amdxTnong ndoyovtog téxvou 1
o7 20

Z) omoyéveﬁ HE TACKOVIEG OvYYeveic vywovg yovéa, £xer pioko amdkTNoNG
nhoyovtog tékvov 1 ota 100

(Practical Genetic Counseling-Deafness).

O yoviduaxdg TOMOG MOV EALYXETAL ME MHOPWIKN QVAAVOM OV TapovGa
perdém sivan o DFNBI o omoiog yaptoypapibnke oto @mpéowpa 13 610 paxpv
mcé)\og avtov om Oéon qll (13qll). H npdm xaptoypdonon tov éywve e
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avilvon obvdeong oe 2 ovyyeveig €€ oipotog owoyéveiesg amd v Tovroia
(Guilford et al. 1994). To yovidw 7oV avTicToLEl oTOV GULYKEKPYEVO TOTO, TOV
DFNB1, ovopaletor GIB2. Tlpékertar mepi evdg pukpod yowdiov to omoio £xet
xoproypopnOel TMipog (Kelsell et al. 1997) (ewdva 14) ko 1 wpwtsim 7oL
kodkonoiel, n cvvdetivny 26 (Cx26), amotehodpevn and 225 apwoéo Mopukod
Bapovg 26 kD (ewéva 9) avfiker omv owoyéveln 1tov ouvdetvdv pe 4
SwpepPpavikd, 2 s€oxvttdpwe kot 1 KuTTOporAACHOTIKG AStTOLPYIKS TG

anoteddvtog Etot Oepelddes ovotatikd Tov yaopoovvdéopmv (Kelsell et al. 1997,
Kumar xoa Gilula 1996).
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GATTTAATCCTATCACAAMCTAAGTT =178
wmmcmmrwmmmm&mmrnn&amcc'rncccmm -9

mmmammmcmcnmc

AGTATGATAGCTTATTTTCATCTAAAGATCTTCTCGATACCAT TATATG TTCCCCCTCTTICACAGGC SCAGAT |
"munmmmammmamrrtcmrm:crcnﬂccnmcwrmmcAcmca :

: mnmmcmmmmxamcnm&mcmc

GGGAATTTTATTGACACAGTACCATITAATCCGGAGACAAAATCEGCCCCACCCEAGGEAGAACTTICTGTCCTTAAAAACGAG |

- GGACTCTAAATTCTGTTCATTAAAGATCAGC TTTGTCTACCTTCAAAAGTTTCT T TCCTTACCCCCTTCACCCTC

TTTTTTAAGTGAAAATATAACTAATAACATGTGAAAAGAATAGANGCTAAGCTTTAGATAAATAT TCACCAGATC TATAGGAAG

7. ATTGAACCTCAATATTCCCAT TATCC TIGACATCE TTTCCAAMAAATCGTACTCCACATACTTCAGTCACCCTAAGTATTS TCCTCT

'I'GNWTMAWMAWMTWTWMMTM'CC‘I’TGTMCTMTM’H’TTGTAATGTA
TCAMTACAIIIAAAACATTAAAATATAATCTCTATAAT

Eikéva 14: yovidio GIB2,




Metaddayég oto yovido GIB2 avagépbnkav via npdt @opd ot 3 yeveohoyika
dévdpa Taxictavav pe avrocopanky vrolawmbusvn popeh petafipaonc xar oe
yeveahoyikd dévopa e Kovkdowag QuAng pe pn cuvdpouks vevpomatnmipia
Bapnkoia peraPrfalopevn pe ovtocoponky emxparovca popery (Chaib et al.
1994, Kelsell et al. 1997). I'ia 10 Adyo autd 10 Yovidio GIB2, Bewpfibnke @g 10
vredbuvo, aveEaptitag tov tpémov petaPifacng (vrolembpevov 1) emkpatoivia),
otoug DFNB1 xat DFNA3 témovg avtictoya. Tautéypova, oc 39 ard 65
KaukaGoweg owoyévereg upe Papnrola pctafiPalbépsvn pe  cvtocopatikd
VIOAEWMOUEVO YOPAKTNPO, TOV UEAETAONKAVY Y PETaAAXYES OTIV KMSIKOTO006a
nepoyl tov yovidiov GIB2, avevpéfnoav 62 petaddoaypéve aAimAOpopea
(Denoyelle et al. 1997). O petoddayég de Tov yovidiov GIB2, avrmmpocansbovy
Vv  meovimIa 1OV ATEPUITOCERV TPOOUANTIKIG  vevpoarctnmiplag  un
oUVOpONIKNG apotepémievpns Papnkotag, petafifalopevng pe cvtocopoTikd
VIOAEWOUEVO YopoKTpa, dedopévon Ott sfvan vsvBuveg £m¢g Ko yia 10 40% tav
REPICTATIKOV TOV Tpoava@epbéviog Tomov Papnroiog. Kot cuykekpipéva, o
petaddayn tov yovidiov GIB2, n 35delG, anodeiybnke 6Tt anavrérar oto 85% twv
naforoyikdv ypopocopdtav (Estivill et al. 1998). Ilpoxertat wepi piag onpelaxig
petaddaynig n onoia opeireton oty Edetyn pag Iovavivig (G) and ma covéxea
6 I'ovavivoy o vovkheotidikny Béon 30 pe 35, dnuovpydvrag étor éva apdIHo
Kodwodvio AMEng (stop codon) 6to vovxieoridio 38.

Eriong, mapepunvedopes (missense) petaddayés tov yowvdiov GIB2 oe
gtepoloyn  xatbotacn, etvon dvvatdv va petafifactodv  pe  yapaxtipa
QUTOCMUATIKNG EMKPATOVGAS KATPOVOIKOTTAC, VAEVOUVEG 1A APOOOEVTIK,
TPOOUANTIKY 1| METAOMUANTIKY], Tiov £m¢ kar coPapod Pabuod Papnkoia 1
kodeoon (DFNA3 yevetixdg 16mog) (Denoyelle et al. 1998, Morle et al. 2000, Tekin
et al. 2001).

[Tépav tov pn cvvdpopikdy popedv Bapnkoiag, 1o yovidio GIB2 Bewpeitan
vrevfuvo kKou e omévia  ovvdpopa Onwg To ovvdpopo Vohwinkel:
vevpooroOntipia  PBapnkoic pe mMPOOKSE Kepatddeppa, 1 modapomeApatikd
KEPATOSEPNO  KATPOVOMOVUEVO HE OUTOCHOUATIKO EMKPATOOVIA YOPAKTIPQ
(Richard et al. 1998, Maestrini et al. 1999, Heathcote et al. 2000, Kelsell et al.
2001)
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ZKomnozr

Or otdy01 ¢ Mapovoag peAémg eivar o EENG:
1) IMpocdopopés tg cupPorng g petarrayng 35delG tov yovdiov GIB2
-OTNV TPOORIANTIKT U1 GuVBpopuct vevpoarstnTiipla Bapnroia oe EAlnveg
a0feveic xat EVIOMOpdC PopEMV AVTG GE CUYYEVEIS.
2) 0 gviomopog g petodlayig 35delG tov yovidiov GIB2 oe ‘EMnveg
acleveic Ba ocvpuPdider omyv Eykapn Shyvoon, Khvovtag EQIKTA TN
yevenikt) GOUPOVAEVTIKY] KAt TOV TPOYEVVTITIKO EAEYXO.

YAIKO KAI MEGOAOI

.To deiypa twv acBevhv mov emdéydnkav amoteleitar and 210 dropa pe
Amov Babuod Papnxoia (amd 20 péxpr kar 39 dB), uetpiov Babpod (amd 40 péxpr
ke 69 dB), coBapod PBabuod (amd 70 dB péxpr xar 89 dB) éwg xar Paprd popen

* tpoopnTiKig Papnkoiug 1 xbpwon (dve twv 90 dB). O petpioeis £yvav kot ota
dvo avtid, onig cuyxvémteg and 500 £wg xar 4.000 Hz. EmAéyBnxav and tv Q.P.A.
Khvuay tov  Tlepwpeperaxod IMavemomnpuakod Nocoxopeiov Aovpovtng
loawivev, and mv Axovoroyikii Movada g Q.P.A Khiwvuaig tov Aproroteheiov
INave mompuiov Oescarovikng, and 0 Axovoroywé-Nevpowtoroyikd Tunpa Tov
Noocoxopeiov [aidwv “H Ay Zogia”, and v Q.P.A. Khvi tov Nocokopeiov
MMaidov “II. xar A. Kvpuokod”, xa@dg kar and dAreg xMvikég g XOPAG OV
ansvBovinkav om AwevBuvon INevetucig Tov Ivonitovrov Yyeiag tov IMawdiod oto
Noookopeio [Maidwv “H Ayia Zopia”.

Kpitipro emiong g emhoynig 1ov acBevav avtd@v ftav n fapnkoia va gival
vevpoawsOntipua, eite €k yeveMig 1| va mapovoliodnke katd 10 TpOTO £T0C TNG
Long (mpoopnniki mepindog), un cuvvdpopkt Kar apotepdTALLPY. Anapaitnmn
de mpotimbéOeon i va evtayBei o aodeviig oy mapodoa pehéty eivar 1 EMAnvike
tov kataynyn. [epurtdoe otig omoieg 10 WTPIKS 10TOPIKS ATOSEIKVOEI-AVAPEPEL
6mt ot mapdyovieg, pn yevenikot, gival vaevBuvor yua Bapnkoia, e&atpovvrar and
mv mapovoa pehét. A tov AOyo avtd ovvrdxbnke ediké avalvnkd
epTHOTOAIYIO T0 OTOi0 CLuUmANPGOVETAL O TOV £KGOTOTE appddo YaTpd OF

ovvepyacia He Toug YOvelg Tov madov, 09Tog AOTE v £XOVUE TP EXiyVWON TOV
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TPOCAMKOD KAl OKOYEVEWKOD Tov totopikod (Yaduvnua A). Or mepwrtdoelg
Bupnkoiog mpémer  va  eivar  pn  cuvdpopikég,  vevpoasOnTipieg ko
AUPOTEPOTALVPES, EVG O1 aGOEVEIG EVIILEPDOVOVTOL YL TOV EPELVIITIKG YO.PAKTHPO.
TOV TPWTOKOALOV oTov ozoio kahovvial va AdPovv pépog (Yrouvnuo B). To de
npwtOKoAAo eykpifnke amd v Emtponr; Agovioloyiog tov Ivonitovtov Yysiog

tov [Tadrov.
Amrouévwon DNA

Mé00dog: I'evoptké DNA amopov@bnke amd to Aevkd xdTTapa Tov aipotog

ue ™ pébodo tov NaCl (Miller et al. 1988). Avtf cvvictatou ot:

1) Aqyn 10 ml cdpatog oe cwinvapo pe avornknkdé EDTA. TIpooffkn 30 ml
dwAddpatog Aong 1 1 dH,0, fima avadevon kar mapapovi otovg 4° C e 30 min.
To duddvpa Adong 1 eivar VOTOVIKG AMOKAEIGTIKG YOl TA £pVOPOKVTTAPO OV UE
avty v Swdikocia veicTavTor 0GHOTIKO cok kot Avovtat. H Ador 1oug avtn sivan
duvath kot pe oneotaypévo vepd (dH,0), dpmg mpénet vo. mopapsiver Yo pikpoTePO
ypovikd ddotnua (10 min) pali ’us 10 KOTTOPA TOV aipatog an’ 6Tt T0 Sudhvpa
Mong I, 510m givar duvatdv va TPokaAEGOVUE TANV TOV £pLOPOKVTTIAP®V Kol ADom

TOV AEVKOKVTTAPWOV OV EXOVV PEYAADTEPT) OCUWTIKTY AVTOXT.

2) Quyokévipnon ot 3.500 rpm i 15 min oTovg 4° C mpoxewévov va
kobdvouv Ta AsvkokVTTapa Kar Omowor mupriveg £xouv eoyBel amd avtd.
Amopdxpuven tov vrepkeipevov mov anotekeitar and Ta Avpéva gpvBpoxvTropa

KOl TO TAAOHA TOV aipatog.

3) IlpooOnkm Eovd 15 ml dwAvporog Avong I ‘Hmo avadedon mpoxeiuévov vo
AvBovV TSV EpuBpordTTapa mov dev AvBnkav oto 1° otddio. Puyokévipnon oTig
3.500 rpm Y 15 min. Amopdxpuvon 1oL VREPKEINEVOL MOV amoTelsiTal and To

Aopéva gpobpoxvTTopa Kot T0 TAACHA TOV aipnatog.

4) Enavélnyn tav npoavagepfiviav Pnuatav yia koAkitepo “kabapiopd” and ta

gpvOpoxvTTOPQ.
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5) Ipoobnixn 5 ml Srxdkdpatog Avong II, avaxivinon péxpr myv dudAvon tov wijpatog
xal mopapovy o Beppoxpacio dwpatiov ia 15 min. To ddAvpa Avong II sivar

VROTOVIKO 10 TO. ASVKOKVTIApR TPpOoKaADVTAG £TGL TNV AVOT) TOVG.

6) Ipacnixm 100 ul mpwreivaong K kat 400 A SDS 10%. Erdacn otovg 37° C 6An
voyta otovg 55° C na 2 h. H npoteivaon dwond ng mpwteiveg (omv nepintoon

U] TG 10TOVEG KL TIG UM IOTOVEG PE TIG OOieg Eival PUOIOAOYIKG. deopsvpévo t0

DNA) xai ovviedei oty amopdkpuver] tovg. ‘Etol, vaé mv emidpaon g
TPWTEWVAONG, amodeopevoviar and 10 kabapd DNA kar ev ocuvéxewa to SDS, mov

gival arodataxTikd, TG HETOVGUDVEL, PE ATOTEAECHA TNV KATAKPTUVICT] TOVG,.

T) IpooHbixn 6 M NaCl kot woyvpn avaxivinon o 30 sec. Me tov 1pémo avtd
avEGvetal 1 ViKY 100G TOL apoAvpaTog kot kadiotatal mo epikt) 1 xaTafvdion

TOV TPOTEIVOV KoL AOWTOV RETOVOIOUEVOV HEYOAOHOPIimY.

8) duyoxévrpnon otig 3.500 rpm yo 15 min, ondte kaBiidvovv T petovoIwpéva
peyalopdpua pe popen Lnpatog, evd oto vaepkeipevo PBpioketar dwwhvpévo oe
vdaniké Sudhvpa o olké DNA.

9) Metagopd Tov vIEpKEPEVOL GE GALO SWANVAPLO Kot PUYOKEVTPTION oTIG 8.500
rpm o 10 min () evadlaxnkd ong 4.000 rpm o 20 min) npokeyévov va

kaBiLdvouv TuxOV EVATOPEIVAVTEG HETOVCLONEVEG TPWOTEIVEG .

10) Ilpoobixm 2 éyxwv andlvtnyg aBavoing, omdte hauPdaver xbpo N
kataxpiuvion oo DNA kot ev ovvexeio ovAloyn tov pe mnétta Pasteur. H
npoodnkn mg abavoing mpokaiei apuddtwon Tov nepiBdiloviog ydpov Tov DNA
HE QMOTEAEGUO TN HETOVGIMON TOv (KaBdg eivar Swadvtd pévo oe vdatikd
dwAdpora) kar v emaxdrovdn katakpuvior tov. ‘Etol propovue gvkola vo o
cuMAEEovpe oG uia Gompn dpopen péla.

11) 'Exrdvon tov DNA omv pom g mnérrag Pasteur pe 70% abavoin yw
otadux evvddrmon tov ko Suddvon} tov oe 1 ml pvOuotixod TE, f oe 1 ml
dH20.To Swidvpa TE elvar katoddniotepo kvping yua @draén tov DNA mo
peyého ypovikd Sraompata os oxéon ue 7o dH,0.
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Yiud - Avaibpactijpa:
1. Avtumxtikd Siddvopa NaEDTA 10% wiv.
2. Avdvpa Tris-EDTA (TE). (10 mM Tris-HCl, 1 mM EDTA «koz pH=8).

3. Awdvpo Lysis I. (16,6 g NH4Cl, 2,0 g KHCOs3, 0.7 g EDTA-Na; ke dH,0
o€ teMkd 6yxo 2 1t ko pH=7).

4. Awdopo Lysis II. (2,42 g Tris HC, 46,6 g NaCl, 1,48 g EDTA-Na; ka
dH>0 g€ tehd éyxo 2 It kon pH=8,3).

5. Awivpa NaCl 6 M.
6. Awhvpa SDS 10%.
7. Tpwteivion K (10 mg/ml).

8. Amnéivtm arbavoin.

-

9. Awavoéin 70%.
Aviyvevon mg perardoyiig 35delG Tov yondiov GJB2

M#00d0¢: H peradlayd 35delG pnopet va aviyvevBei pe tn pébodo ARMS
(Amplification Refractory Mutation System). H pé8odog avt| amoteiel mapardayn
™ aAvodnTig avtidpaong g moAvuephorng (PCR) ko emtpéner v dpeon
aviyvevon YvooTig onuewkig petorlaync pe eEeduceupévo toAlamhactoopd evog
aAANAGLOPPOL antd To chvolo Tov yovidiakod DNA. H alvodwtd avridpaon g
wohlvpepdong eivan pe  evlopua) pébodog evioyvong MG  GUYKEKPIUEVNG
axorovBiog DNA in vitro (Saiki et al. 1988). Amautel yvdon g npwToTayovg
akoiovBiog Tov DNA, 1 TovAdyioTov TV GKpWV TOV TPOG EVIGKLOT TUNHATOG,
npokeyévov vo oxedotody kar vo ocvvteBovv edwcol oAryovovkAeomidukol
gxkivntég Tov Ba anoteléoovv udpra évapéng (primers) v v DNA moAvuepdon.
Eniong amouteirar n mposbixn tprpmopopikdv de0&uvovkieoTidimv Tov anoTeAovy -

10 vdoTpopa ™ DNA moAvpepdong arAé ko 1évra [Mg'].
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Ipéxertan Yo i Swadikacio 3 Oeppoduvapikav avtidpdoeswv (otadiov) pe
eMK6 amotéeopa T Snuovpyia tepactinv mocoTitwV VEwv EAIKOV YEVETIKOD
viwod. To nphto 6Tdd0 10V KHKAOL APOPd T HeTaTpom TG SutAng EAkag Tov
DNA ot6yov oe am\n (amodidta&n-denaturation). Avtd emrvyydvetat pe Oéppavon
arovg 94°-95° C xat 0 ypdvog mov anauteitar yio v aAfpn duhomacn Tov elikov
eivar 60 nepimov sec. To Sevtepo otadio zmephapfdver ™V APOSKOAANON
(annealing) Twv oAtyovovkieotidiov ota onpeia EvapEng mg avaypagiic oo DNA
otoyov, npayuatonoieitar 6 cuviBug 6Tovg 50°-60° C xal 0 amaITOVHEVOG Xpévog
na va ohoxAnpwlel xvpaivetar amd 1 éwg 2 min, Téhog oto tpito oTddo
cuvteheitar ohvBeon TV véwv alvoidwv otovg 72° C, ot Sidotnuae 1 £wg 2 min Koa

ndvra mpog T Sievuvon 5° wpog 3° (oxmpa 1).
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ILpipa 1: alvedwth avtiSpacn mg DNA noivuepaong (PCR). B
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H ovykekpipévn pébBodoc Pacifeton oty wwmra 1ov PCR ekkivntov,
oOpemve. pe v omofa &va oAtyovoukAeotido pe éva pn coprinpopatikd 3-Gkpo
dev 0o Aertovpynioerl og exxvnig o€ pa PCR avtidpaon. INa va nposdiopiodet n
Vmopén N 0L MOG GUYKEKPLUEVTIS OTMMEOKNG petodrayng, 0 TeMkd 3-Gkpo Tov
evog exkvntov oxedibletar £tor GGTE Vo £xel copmAnpOPATIKOTHTE PE TN
ovykekpypévn petodrayf. Moévo exetva ta detypara DNA zov efvon Betikd yio
peraddloyn ek O ddoovv PCR mtpoibv, evd avtifeta defypata apvnrikd yo my
ovyKekpévn uetodrayt dev Ba ddoovv kaB6Aov PCR npoibv. Ia my aviyxvevon
m¢ 35delG ypnowonombnkov 2 Lebyn exxivnrdv. To wpdto (edyog mut/com
EMTPENEL TOV EVIOMIOUO TOV detypditov Tov @Epovv v petadlayr). To dedtepo
Levyog nor/com emTPENEL TOV TPOGHOPIGUO SETYHATOV TTOV PEPOVY TNV PETOAMOYT
o€ opoluyn kordotaon. ‘Etol, o 6ha ta deiypota mov eéyxbnkav, £yve tphro
PCR avtidpaon pe exkxiviités mut xou com. Xe 6ca and oavtd vanpye PCR npoiby
(Gpa xou 1 35delG), axorovOnoe kar dhtepn PCR avtidpaon pe exkkivntég nor xou
com. ‘Ooa defypota eiyoav npoiov PCR fitav opdluye via v 35delG, evd amovoia
npoibvtog  Snidver etepolvyotia. Emiong oe xéOe PCR  ovridpaon
ovunepiapPdveron éva axoépa Cevybpt exikavntdv, 10 onoio moAlanhacilel o
yvooti mepoyn DNA, yeyovOs mov pog emtpénel TovV €0MOTEPIKO EAeyX0 NG
emrvxiag g dtag g avtidpacns. H apyua) pébodog avixveveng g peraddayng
35delG nepryphOnke apyikd and tovg Scott et al. (1998), kot Tporomomibnke and
10v¢ Antoniadi et al. (1999), pe mv npocOikn Ledyoug exxivitdv (Amel A-B), pe
yvoor cAinrovyio Bhoswv mpoepyxdpeveov and to yovidio mg aucloyevivig, Tov
Bpioketon oto ypopooshpata X kot Y, anapaitnTtov yia Tov £6OTEPIKO EAEYXO TG
avtidopaong.

To apbypappa oto Beppikd xvxkiomomt) (MJ Research PTC 200, Peltier
Thermal Cycler) nepthapfavet apyikn anodidran 2 min otovg 95°C,
akoAovBoupuevn amd 30 KikAoug Yia 45 sec otoug 94° C, 45 sec atovg 60° C, xar 1
min 30 sec otovg 72° C, pe tehMn enéxtoon 8 min otovg 72° C (Antoniadi et al.
1999). Ta npoibvra ™G avtidpacnc NAEXTpoPopovVTAL O MKTONA aryapoing 3%
(1,5% NuSieve) kot emtoxonodvar og VIEPOON axTtvoBoria peTd amd yphon pe
Bpoptovyo 6idto (eixbveg 15, 16).
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¥Mka - Avnidpaotipra

H avtidpaon PCR npaypatoroeirar o€ tedxd dyxo 50 pl xon zepthappaver
1. dH0
2. 5ul 10X PCR pvOuiorixéd duiivpa (200 uM tri-HCl pH 8,4, 500 uM

_ KCI).
= 3. 0,2mM &x rov e&fic: dATP, dCTP, dGTP xou dTTP.
4. 1,5 mM MgCl,. .
0,4 mM ex 1@V exKviTdv common kot mutant 1) normal avrictoyo.
5. 20 U oan6 Taq (Thermophilus aquaticus) DNA zmolvpeplon
(Antoniadi et al. 1999).

H vovxieonidi addnrovyia tov exkivnei normal etvau:
5’ TTGGGGCACGCTGCAGACGATCCTGGGGAG 3’
TOV £KKIVI|T mutant efvar:

5’ TTGGGGCACGCTGCAGACGATCCTGGGGAT 3’

TOV eKKivnT] common efvat:

5' GAAGTAGTGATCGTAGCACACGTTCTTGCA 3’

Eniong n vouxieonidikn addnrovyia tav exkivntdv and 10 yovidio
™G apeloyevivig efvar:

Amel-A: 5 CCCTGGGCTCTGTAAAGAATAGTG 3’

Amel-B: 5’ ATCAGAGCTTAAACTGGGAAGCTG 3’
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PRIMER: MUT

Ewéva 15: nhextpopopnriki ewoéva PCR pe xprion perarioypévov ekkivni.
®: popéag petorraypévov ekkiviti, M: paptopog.

PRIMER: NORMAL




ie Seiypata etepoluya ma ™V pstaddayy 35delG éywve avélvon
arniovyiog e v aviyvevon mbaviig Sevtepng petardayig Tov yovidiov GJB2
oe ovvepyaoio pe dAha epevvnuikd kévipa (Department of Medical Genetics, The
John F. Kennedy Institute, Glostrup, Denmark, Tufpa I'evetixiig xou Mopuaxrig
. Bwoloylag, “Mntépa” Maevnikd xar Xewovpywed Kévipo AE, Epyaormipwo
Mopuiig Awayvoonxig I/P-PIT, EKEOE Anuéxpitog) pe v uébodo oéma
nepiypGpetar and tovg Antoniadi et al. (2000) kaz Konstantopoulou et al. (2000).
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AINIOTEAEXMATA

E&etdoOnkav cvvolkd 500 dropo ek twv omoiwv 210 rtav deikteg pe
vevpoustnTiple  TPOORANTIKT}  OUPOTEPOMALVPN PN GUVEPOWIKG  HOPYTG
Bapnroio, EAAnvikig katayoyis. Ex tov 210 dewtdv, 108 frav dppeveg kar 102
Oiea. Tavtdypova eEetdodniav 71 yoveic dppeveg owtdv, 85 yoveic Ofiea, 23
adépora dppeva xar 18 adépeo OnAiea. To cdvoro Twv e€eTocféviov anotéiecay
emiong 20 ovyyeveic diapopov Poabuov, 6 deiypota axoTdAANAC Adyw pixphg
TOGOTNTOG CipaTOg 1| EMUOAVVOTG HE OTOTEAEGCHO TNV WY EMLTUX OTONGVOOT
DNA, kou 67 deixteg pe Bapnkoia mwov opeideton o GAdo aitia (TTivaxog I ko IT).
IMINAKAZX I: Z0voio e€etacBéviav

EZEETAXOENTEXL: 500 .
3:108
AEIKTEX: ) 210
Q@:102
3: 71
T'ONEIX 156
. Q:85
3:23
AAEPOIA 41
Q:18

AAAOI ZYTITENEIZ: 20

AKATAAAHAA 6
AEITMATA
ATIOKAEIZ®ENTEZ | 67
ATIO THN [IAPOYZA
MEAETH ¢,

(1): Gropa pe vevpooroHNTAPY AUPOTEPOTAELPY MPOOWIANTIKY] U1 CUVOPOIKT
Bapnroia, EAAnvikiig kaToywyng.

(2): dropo amoxisiobévia Aoy GAAOV Tidv Onwg: petaopnmiky Papnkoia,
povomievpn Bapnxoia, A0y® cuvOpokdv Hopedv, Ady® TabNCEDV 0QENONEVES
o€ 10y7eveic AOUDEEL;, AOY® KPAVIOEYKEPAAKAOV KAKDCEWV, ASY® TapATETOUEVNG
piong avtfotikdv, Adye mapoapovig o Movada Evitatiig Oeponeiag, Adyw pn
EAMnvikig xataywyig GTopo Kat TEA0G TACYKOVTEG UE TOVTEAT EAAELYT) GTOLXEI®V.
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Ex tov 67 acfsvdv mov anokAisicOnkav and v napodca perétn Adyw pun
vevpoarfnmiplag apooAnTikig Papnkoiag i Adyw dAlev cnidv, 14 and avrovg
napovsialav petaopintiky Bapnkoia, 6 povémievpn Papnxoia, evd 21 €€’ avthv
rapovcialav cuvdpopikés poppés Papnkoiag (Ilivaxag II). Exiong 6 napovoialav
dMeg ‘aitieg mpoopnTuaic Bapnxoiag, 4 amoxieiobnkav Adyw pn EMnvixig
Kamy;éyﬁg, 14 Aéyw mavielovg EMhelyng atoxeimy kat 2 ek Tv eéetacBéviwv dev
frav Paprixoor (eketdobnoav mati sixav ocvyyeveic 1% Babpod pe ooPapd
npdBAnua Bapnxoiog xau dev Béhncav va BEcovv cuyyevikd Tovg TPdowTa CTNHV
yuyoroyikn dadikacio g e€étaomg 1 apviiinkav Yo IPOSOIMKOVG TOVg AGYOoug
va eEetacBovv) (Tlivaxag II).

Ex tov 14 efetacBéviov ue petaopnmikny Papnkoia, vortepa amd
AemTopEpT) PEALTT TOV OIKOYEVEWKOD KOl TPOCHTKOD TOVUG LGTOPIKOV, EKGLovpe
6m ot 2 €’ autdv N petaopintikt) Papnxoia propei va opeiletar oe unviyyinda,
oe 1 Moyo paxpoypévuag napapoviic o Movada Evratikic Oepanciag kot oe 1
énerta and Oepanevutiky) aywy) Adyo Aevyapiag (ITivaxag II). INa Tovg vdroimong
10 dev yvopilovpe to axpiPn) aitia ™g peTaORANTIKTG TOVG Papnxoiag.

Ex tov 21 ocuvdpoukdv popodv Bopnkoiog: 3 ex tov efetacBiviwv
napovcsialav 1o ovvdpopo Usher (vevpoarsOnmipa Papnkoia xar peAayypopatTiki
ap@inorpocdondden), 2 0 ovvépopo Waardenburg (pepixdc oAPivicudc,
etepoypwpia ipdog xar vevpoawsbnmipwa Popnkoia), 2 to oclvvépouo Pendred
(vevpoargOnmpa Papnkoic kar BpoyxoxnAn), 1 pe odvépopo Sanfilippo (ue
Brevvomolvoaxyapidwon ka1 vevpoasbnmipw Papnkoia), 1 pe véco Crouzon
(unonkqm’u Gve kar k@t Yvabov, kpaviootévmon, eEheBalpo, avopolisg EEw xat
éom 0Tég Ko atpnoia owcopdayov), 1 pe odvdpopo Leopard (Seppatict pakidwon,
nAekTpoKapdlOypaPikéG  ovoparieg,  avopolisg  yevwnmik@v  opydvav,
pvookelenikég dvomhacieg xar vevpoawoOnnipo Bapnkoia), 1 pe dvomhoocia
Mondini (Svomiacio nuikvkhiov corfvev), 1 pe veppikh averdpkeio (mBavdg
ouvdpopo Alport) ke 1 pe ikt Bapnxoia ko neptheppixd ovpiyyw. Emiong
egetdobnkav 8 neputtd®oely aoBevdy pE CUUTTOMOTA 7OV REPLYPAPOVIOL GTOV
[Mivaxka II.

Ex towv 6 eietacbéviav, mov mapovoialovv pev poopintikyy Bapnxoia,
anoxAieioviar dpmg amd v wapovoa perétn SdT votepa amd Aemtopepyy eEftoon
0V TPOCHIIKOD Kat OLKOYEVEWKOV TOVG 16TopIKoy duamotdveror 6T 1 Bapnkoia

avthv ogeiheton e GMa aina omwg: emPeforopévn evlopuftpia Aoipwén and
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Kottapopeyoroid (CMV), 1 avagEépetar TEPINTOON TACYKOVIOG O OMOi0G VWESTN
coPapoTUTN KPAVIOSYKEQPOAKY] KAKMOOT Kol TOPEUEWE €M PeyGAOv XPOVIKOD
doTANOTOG o povdda svratikiic fepaneing oe KOPOTOON KoThoTAON 1) AKOUY
nepimtoon wov mbavoroyeiton 1 Tpdxhnon PAGPNC Adyw moapapovig avtod emi
peydAov ypovikod SUGTHUOTOG OE AVATVELSTIPO Kol XOP1ynong wyvpnig d6omg
avTifonik®v AOY® eyxeipnong ovyyevodg kopdomddewng. Télog avagpépovror
TEPUTOCE, OMWG: TAoYOVTOg He dyvacpévo apoppayikd eEdvinpa Adyo
OpopPoneviag, onworpio kot xopynon TpwAod oyfpaTog ovIBoTIKAOV i pakpoo,
gmiong mepintwomn aoBevodg pe povomievpn Popnkoio aAAd OeTikdg oo
OVTICHROTO Yo EpLOPE Kot TEAOG TEPITTOOT TACKOVTOG ME 1OTOPIKO £pVBphc Ko
xeWpovpykng entpfaong Aoy®m Botdiiov mépov kot HECOKOTAMKNG EMUKOVMVIAG, 1E
GUVETELD, THV TOAVYHEPT) Tapopovh ovtod oe Movado Eviatikig @gpomeiog kot

xopNYNon vynhdv déccwv avrrotikdv.

IIINAKAX II: EEapeBévieg ndoyovtes

ATOMA AIIOKAEIZ®ENTA -| 67

ATIO THN ITAPOYZA
MEAETH

K2: peraopintkn
METAOMIAHTIKH (14)/ K70: arpvidia andAc axomng
MONOITIAEYPH BAPHKOIA K97: népav 1ev 30 etdv
6): K103: povémhevpn

K104: petoopmintiki

K124: petoopinticy

K222: petoopdnmikn Adyom punviyyindag
K306: petoopintikn petd and peydiov
YPOVIKOV S0 THATOG OEPATEVTIKT QymyT|
MOY® Asvyoupiog

K308: peraoptintiki Adym mopopovig o
M.E.®

K318: petooptnnich Adyo pmviyyitidog
K344: oe nhcia 7 etdv
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K374: peraopinmuay

K356: povomhevpn

K392: povémievpn

K393: petaopintikn

K402: petaopinnikn

K413: povomievpn (C/T: supéyebeg evpnua
8:1 cm)

K414: povémievpn

K442: peraopnmiki

K497: povémievpn

SYNAPOMIKES MOPOES
BAPHKOIAE (21):

K5: abvdpopo Sanfilippo

K87. oxeleTik| dvomiacia, apayyeibuata,
ounAoé 1.Q. Eminnnixég xpicewg

K102: npdwpo, ateig xetheoootia Gvm
xeilovg, KEVTPIKOG YoAvOg aTpopio aproTEPOD
VEQPOV, UETEYXEPTTIKEG EMTAOKES KATA TNV
aaipeon avtov (M.E.@. yopfiynon
avtifioong), BaABida onicOuag ovptiBpag
K151: Swrapayi copnepupopds, xabvotépnon
optAiag, votovia.

K160: oovdpopo Waardenburg

K166: enavahapBavéueveg atovikég kpicels,
KPOTAPIKT EMANYia

K168: cuvdpopwm popet, vroyio
VEVPOUVIKOV VOGTIHOTOG

K172: veppum avendpxewn (mbavog civépopo
Alport)

K195: ocbvdpopo Usher

K201: obvdpopo Leopard

K202: vécog Crouzon, atpnoio orcopéyov
K231: yoxorivnuik xaBvotépnon, KOI,
BpopPonevia, anhactiky avoruia /

VIOKVTTAPIKG puehodvomhaoTtikd chvipopo
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K283: mBavdg cvovdpopkt pope

K299: cvvdpopo Waardenburg

K317: pucr Bapnioio pe weprlepn@ikd
cvpiyylo

K319: dvonhocia Mondini, C/T: dvonlacio
KoyAio

K332: covdpopo Pendred

K377: pikpéc pop@oyevetikég mopaAloysg
K431: mOavag covdpopo Usher

K433: mBovag ovvdpopo Usher

K503: ovvépopo Pendred

AAAEZ AITIES
[TIPOOMIAHTIKHE
BAPHKOIAZ (6):

K71: evbountpa Aoipwén andé CMV

K169: xpovioeykepaiikn kdikwon pe kdpa,
nopopovi oe ME.©.

K173: mapapovi yia peydro ypovikd ddotnpo.
O€ OVOTVELCTIPO. KO (OPTYNOT HEYAAMV
d6oewv avrifrotikdv Adyw yxeipnong
oLYYEVOVG KapdloTaOeiag

K193: aypoppoyikd €avonua Adyw
OpopBoneviog, onyaipia, xopTynon TPAOY
oXNMUaTog avTifloTik®V el paxpav

K194: povémievpn Popnkoio, Betikd
QVTICOUOTO Y10, €pLOPA

K282: epvBpa, eyyeipnon Adyw Botdiwov
TOPOV KA1 LEGOKOIMKTG EMKOVMVING,
¥opAYNon vynAdV décewv avtifoTikdv kot

napapovi) oe MLE.G.

MH EAAENIKHS
KATATQIHS (4)

K82, K90, K384 K448

IIANTEAHZ EAAEIYH
STOIXEION (14)

K106, K121, K116, K196 K209 K293 K325
K326, K445 K457 K458 K478 K498, K117
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EZETAXGENTEZ MH

BAPHKOOI (2)

K362: x.¢. EEetbobnke Aoyo Bapikonc

adepng

K447: x.p. EEetodnke Adyw Baphixowv

oVYYEVOV

~Ex 10v 210 nacyévrov-deiktdv, 1a 148 fitav mawdud, 11 frav svijhkeg kot
oe 51 deixteg dev eiyope enapxny otoyeio nia mv nukia tovg. And Ta wawdd: 73
elyav nhikia s§ etdv, ot 61 1 nAkia Tovg xvpaivoviav petald S5 kot 10 e1dv evd

ot 14 n nhia tovg kopaivovrav petald 10 ko 18 erdv ([Tivakag III).

ININAKAZX III: Hiwda macyéviov detktdv

ITATAIA <5 g1V 5-10 etdv 10-18 etdov
HAIKIA 148 73 61 14
EEETALOENTOQN

ENHAIKEX

11
ANEY
ITOIXEIQN 51

Oocov apopd tov témo kotaywyng tovg 84 €&’ avtdv mpoépyoviav axd Tnv
Maxedovia, 3 and v ‘Hnepo, 6 and v Occoalia, 75 and v Lteped EAMGSa, 2
and v EvPow, 8 and v [Mehondvvnoo, 7 and mv Kpimn, 1 a6 ta Extdvnoa kot
hog and ta vnowd tov Aryaiov Ilehdyovg § ek 1ov Kvkhddwv, 3 and ta
Awdexévnoa, 2 and ™mv Xio xor 1 and v Mutddvy (TTivaxag IV). Xaepic emapxni

otoyeln yia TNV YEWYpaPIKh TovG Katayayn fzav 13.
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ININAKAX IV: T6mog ye@ypaoiKilG KATaymyns TacyOvIoV SEKTOV

IEPIOXEX AEIKTEL )
@PAKH

MAKEAONIA 84
HIIEIPOZ 3
OEZIAAIA 6
ZTEPEA EAAAAA 75
EYBOIA 2
TIEAOTIONNHZOZ 8
KPHTH 7
EITANHZA 1
NHEOI AITAIOY IIEAATOYZ
MYTIAHNH 1
ZYPOZ 1
TTIAPOX 2
POAOZ 2
KAAYMNOX 1
XIOZ 2
10Z 1
MYKONOZX 1
ANEY XTOIXEION 13

Emotpépoviag otovg 210 aoBeveic-deixteg pag mov amotélecav xar 1o
avtikeipevo g épevvag pog (IMivakag V), kataiyovps votepa and v e€étaon
™G Hopraktg avaivong tov yovidiov GIB2 yw tnv ovvdetivn 26, 6T 64 €€’ avtdv
givar opolvyor yw v petaddoyn 35delG [dnhadn eivor dwmhoi @opeig oV
petoAhoypévov yovidiov tng ouvdetivig 26 (GIB2) xor ocvpBorifovion wg €€ng:
35delG/35delG], 6 sivar gtepdluyor Yo v petodiayn 35delG diywg va PBpebet
devtepn petodlayn tov yowidiov GIB2 petd omd avaivon arinrovyiag [dnAadi
givar Qopeic povo pia eopd tov petarlhoypévov yovidiov tng cvvdetivig 26 (GIB2),
kar cvpBorilovion wg g€ng: 35delG/-], oe 133 dev mapatnpndnke 1 petarioyr
35delG xon scvpforiloviar g e€ng: -/- kar TéLog avevpédnoav 7 acbeveig chvBeTol

gtepolvydreg (Iivaxag VI). Olov ek Twv mpoavopepbéviov 7 olvvieTav
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etepoluyatdv @épovv, népav ™G 35delG petarhayig, tavtdypovo pa dedtepn
petoAdayy oro 80 Suwg yovido. Kar cuykexpyiéva 2 €€’ avtdv ¢épovv Vv
R184P, 2 pépovv mv LIOP, 2 mv W24X, xat téAog 1 v 291insA (Tlivaxag VI).
e tavtdoypovr) MEAETN YW OLYKEKPWEVEG pitoyxovipuakés MHeTallayEc,
unebeévég yua un ovvdpopkny Papnxoia, avevpédnoav ou A1555G oe ddo
nspm&)cetg (otov K409: apyntikd 1o v 35delG kar otov K449: etepdlvyo ywa

" v 35delG) ka1 n A7445G ot pia mepintwon (otov K327: erepdlvyo yw. tnv

35delG) (Grigoriadou et al. 2001).

Ze napGAAnin eniong peré, oe epyactiplo 1ov eEmtepikol, avevpednke
pw mepinttoon pe dvo petorlrayég tov yovidiov TMPRSS3 wg autia Papnxoiog
(K208: apvntiké yia v 35delG).(Wattenhofer et al. 2002).

IMNAKAZX V: Khvikd otoyeio kot Yovotunog e€etacBéviav dewtdv

Novpuepo Zropaduai Owoyevijg BaOpég GJB2

Asgixm Hepirrwon Iepinroon Bapnkotog Tovétumog

K1 Nat Merpiov 35delG/ -

K3 No Bapidg Mopoeric | 35delG / R184P
(2 0dépora)

K4 Now Mertpiov -/-

K6 No ZoBapov -/-

K11 Nar Bapuig Mopoig | -/ -

K14 Na ZoPapov 35delG / 35delG

K17 Nou Zofapod -/-

K19 Now Bapuig Mopoig | -/ -

K20 Nat Bapuig Moporic | 35delG / 35delG
(yeveahoykd
dévdpo)

K23 Nat Bapiuic Mopoerig | 35delG / 35delG
(yeveahoywd

. 3&vdpo)

K26 - Nat ZoPapov 35delG / 35delG
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K29 Nau Bopudig Moperg | 35delG / 35delG
K32 Nou Bapiig Moper | -/ -
K33 Now Bapiag Moponig | -/ -
K36 Noz Bapiig Moporic | -/ -
K39 Nau Metpiov 35delG / 356G
K43 Naw Bapuig Moporig | -/ -
(2 adépow)
K45 Na Bopidc Mopog | 35delG / 35delG
K46 Not Bapiac Moponc | -/ -
K49 Nox 2oBapod -/-
K50 Noz "Hmov -/-
(yevearoywo
3évdpo)
K53 Nat Bapidc Mopothc | -/ -
K54 No Bapiac Mopeng | 35delG / 35delG
K55 Nou Merpiov -/-
(2 adéporon)
K57 Nat Metpiov -/-
K58 Nat Bapiig Mopoig | -/ -
K59 Na Bapuig Moporg | -/ -
K60 Not Mertpiov -/-
K61 Nat Bapiuéc Moporig | 35delG / 35delG
K62 Nat Metpiov -/-
(2 0dépou)
K64 No Yofapod 35delG / 35delG
(yeveahoykd
dévdpo)
K66 Now Merpiov -/-
(yevearoyko
dévdpo)
K74 Noat Bapiég Mopotig | 35delG/ 35delG
(2 adépera)
K76 Not ‘Hmov 35delG / 35delG
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(2 adépopwr)

K79 Nat Bapwdg Mopetig | 35delG / 35delG
K91 Not ToBapov 35delG / 35delG
(yeveahonko
' dévdpo)
K94 Nat Yofapod 35delG / 35delG
K96 Nat Zofapov -/-
K100 Nat Yofapod 35delG / 35delG
K101 Nat "Hmov -/-
(yevearoywd
8£vdpo)
K107 Nau ToPapod 35delG / 35delG
K108 Nar Bapidc Mopoig | -/ -
K109 Nax Merpiov 35delG / 35delG
K110 Na "Hmov -/-
K111 Nat Hmov 35delG /-
(yevearoywd
dévdpo)
K114 Nat ‘Hmov -/-
K115 Nat Bapiag Moporg | -/ -
K118 Nau Bapiag Moporig | -/ -
K12'0 Nat Bapibg Moporg | 35delG / 35delG
K122 Nat Bapwdc Moperig | -/ -
K125 Nat "Hmwov -/-
K126 No ZoPapov -/-
K127 Nat ZoBapod 35delG / 35delG
K128 Nat YoPapov 35delG / 35delG
K130 Na ZoBapov 35delG / 35delG
(yevearoywké
dévdpo)
K132 Nar Bapibg Moporig | -/ -
K136 Not Bapibg Moperi¢ | -/ -
K139 Nov "Hmov -/ -
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K142

Nat "Hmov -/-
K146 Nox Bapiég Moperig | -/-
(2 0dépoun)
K150 Nau Mezpiov -/-
K152 Nat LoBapod -/-
K154 Nat YoBopod /-
KI55 Nox ZoBapov /-
(2 adépora)
K156 No Merpiov -/-
K157 Nat Bapiég Mopong | -/ -
K158 Noat Bapiég Moponig | -/ -
K159 No Metpiov 35delG / 35delG
K161 N ZoBapod -/-
K162 Nat Metpiov -/-
K163 Na Bapuic Mopoenig | 35delG / 291insA
K170 Now Bapiég Mopong | -/ -
(2 adépor)
K176 No YoBapov 35delG / 35delG
K177 Nat ZoBapov 35delG / 35delG
K181 Nat Bapiig Mopotg | 35delG / 35delG
K182 Nat Bapidc Mopong | -/ -
K184 Nat Bapuig Mopong | -/ -
K187 Nat Bapiéc Mopeng | 35delG / 35delG
K190 Not "Hmov -/-
(Yevearoyko
8évdpo)
K192 Not Bopiig Mopetig | 35delG / 35delG
K197 Nat Bopiig Mopeng | -/ -
K198 Not Bapuic Moptic | -/ -
K199 Nat Bapréc Mopeng | -/ -
K208 Not Bapudg Moporg | -/ -
TMPRSS3
K213 Na "Hmov - -
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K215 Nat Bapwig Moperig | -/ -
K219 Nar Zofapov 35delG / W24X
K223 Nav Bapuig Moperig | -/ -
K226 Nat Bapidg Mopoiig | 35delG / 35delG
K233 . |Na ToBapos -/-
K235 Nat ZoBapod -/ -
K236 Na Metpiov -/-
K237 Nat Bapuag Moponig | -/ -
K238 Na Bapiag Moporg | -/ -
K239 Not Bapidg Mopong | -/ -
K240 Nat ‘Hmov -/-
K241 Not Bapiag Moporg | -/ -
K242 Nat ZoBapod 35delG / 35delG
K243 Naw Bapiudg Moporig | 35delG / 35delG
K244 Nar Bapuig Moperig | -/ -
K245 Nat Bapiéc Mopotc | 35d¢IG / 35delG
K246 Naw Bapibg Mopong | -/ -
K247 Nat Bapidg Moponig | 35delG / 35delG
K250 Nat Bapiwdg Mopong | -/ -
K252 Naw Bapiuig Moponig | -/ -
K253 Na Bapidg Mopong | -/ -
K254 No Bapudg Mopotig | 35delG / 35delG
(2 adéppra)
K255 Nau Bapubig Mopotig | 35delG / 35delG
K256 Na ZoBapod -/-
K257 Na Bapiag Mopotg | 35delG / 35delG
K258 Nau Bapiag Mopotig | -/ -
K259 Nav Bapiag Mopong | -/ -
K260 Nat Bapudg Moporig | -/ -
K263 Nat Bapiig Moporig | 35delG / 35delG
(2 adépora)
K264 Nat* Zofapov 35delG/ -
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K265 Nt Bopiag Moperg | -/ -
K266 Nat Bapiig Moporyc | -/ -
K268 Nat Bapisig Mopgrig | 35delG /35delG
(2 adéppra)
K270 Noa Bapiég Moporg | -/ -
K27l Nox Bopiag Mopong | 35delG / 35delG
K272 Nat Bopidg Moporg | 35delG / 35delG
Ka73 Nat Bapids Mopgrg | -/ -
K274 Nox Bopiég Mopenig | -/ -
K275 Nav Bapiéc Mopoic | -/ -
K276 Na 2oBapo? -/-
K278 Not "Hmov =/-
K279 Na Bapuag Moporig | 35delG / 35delG
K284 Nat ZoPapov -/-
(Yeveahoywo
3évdpo)
K285 Nat ’ ZoBapod -/ -
K286 Nt Bopidc Moporic | 35delG / 35delG
K287 Naw Bapidg Mopong | -/ -
K288 Nat Bapiig Mopong | -/ -
K289 Nat Bapidg Moperig | -/ -
K290 Noat Bapudg Mopeng | -/ -
K291 Na Bopidg Moporig | -/ -
K292 N Bapidg Moponig | 35delG / 35delG
K294 Nat Bapiég Mopeng | -/ -
K295 Nau ZoPapod -/-
(2 0dépoun)
K304 Nat Zopapod 35delG / 35delG
K305 Noi Bapiag Mopotig | -/ -
K307 Nat Metpiov 35delG /35delG |
K310 Nat Bapiég Moperig | 35delG/ 35delG
K311 Nou YoPapod 35delG / 35delG

67




e T It », g, = P by .- - - g elid < - - . -
- o - o T et s, A AT P AT s TR it Aot el R e i She O B R e M- Ty Ny sy LA s TR 2t~ 0 R PR
S R R RN S K A L s A, R A R ST TN Ao ot e AR NI ST e R e i i o e Bl e b et o bR S R IR R L ST TV S T e e TSR O
iR

o

T

K312 Nat Bapuig Mopotig | 35delG / 35delG

K313 Nat ZoBapov 35delG / 35delG

K322 Nat Merpiov 35delG / L90P

K323 Nat Merpiov -/-

o (2 adéppwr)
K327 |Na oo 35d€1G /-
~ A7445G

K330 Nav ZoPapov -/-

K331 Nat Bapidg Moporig | -/ -

K333 N ZoBapov -/-

K334 Nai Metpiov -/-

K339 Na Zopapod 35delG / 35delG
(2 adéppua)

K342 Nau Bapuic Moporic | 35delG / 35delG

K343 Nat "Hmov -/-

K345 Na1 Bapiég Moperig | -/ -

K346 Nat Bapiag Mopoenig | 35delG / 35delG

K350 N Bapuig Moperig | -/ -
(2 adépora)

K357 Na ZoPapod -/-

K358 Nou ZoPapov -/-

K359 Now Bapidg Moporic | 35delG / W24X

K365 Nat ToBapod Z/-

K366 Now Bapuig Moperic | 35delG / 35delG
(yeveahoyixo
3évdpo)

K367 Na Bapibg Moponig | -/ -

K368 No Bapidg Moperig | -/ -

K369 Nat Bapiig Mopeig | -/ -

K370 Nat Bapuig Mopoiig | -/ -

K371 Na YoPapov 35delG / 35delG

K372 Nat . ZoBapod -/-

K373 Nox Metpiov /-
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K38 Nox ZoBapob 354G / L90P

K382 Nau 20Bapov -/-

K385 Nou Bapidg Mopoeric | 35de1G / 351G
(yevealoyiko
3évépo)

K388 No ZoBopod /-

K389 Na ToBapov /-

K394 N Hmov -/-

K403 No Bapiag Mopotig | 35delG / 35delG

K407 Nat ‘Hmov -/-

K408 Nau Bapuig Mopong | -/ -

K409 Nax . Merpiov -/-
(yevearoywo A1555G
O€vdpo)

K410 Na ZoPapon 35delG / 35delG

K411 Na Bapidg Mopoenig | -/ -

K412 Nat i Merpiov -/-

K415 Nat Bapidg Mopoeng | -/ -
(2 adépora)

K418 No Bapiag Moponig | 35delG / 35delG

K420 Na Bapidg Mopong | -/ -

K426 Nat Bapiic Mopong | -/ -

K429 Na Zofapod 35delG / 35delG

K441 Nat Bapiac Moporg | -/ -

K443 Nat Bapiég Moporig | -/ -

K444 Nat Zofapod 35delG / 35delG

K449 Nat Mertpiov 35delG/ -

A1555G

K450 Nat ZoBapov -/-

K456 Nou Metpiov -/ -

K459 Not Bapiig Mopefig | -/~

K460 Nat Metpiov -1z

K466 Nat Merpiov - £
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(yevearoyiké
; dévdpo)
K467 Nar ZoPapod 35delG / 35delG
K468 Nat Bapiag Moponic | 35delG / R184P
K471 Not ZoBapod -/-
K475 Na "Hmov -/ -
1 K476~ No Bapuig Mopog | 35delG / 35delG
K477 No Bapuig Mopong | -/ -
K479 Nar Bapiig Mopeorig | -/ -
K480 Nat Merpiov 35delG /-
K482 Nar Bapuic Moporig | 35delG / 35delG
K487 Nat Lofapob -/-
K488 N Bapiég Moporig | -/ -
K489 Nar Baptdc Moperic | 35delG / 35delG
K490 Nar "Hmov -/-

Bopuig poperig Bapnkoia 1) kbdewon: étor yapaxmpiletoan exeivy xatd tmv
onoia 1 andrew akorig oto pikpdtepo oe PAaPn avti eiven D0 dB, and o
500 éwg xar 7a¢ 2.000 Hz.

ZoPapod Pabuod Papnkoia: éror yapaxmpiletoun exeiviy katd mv onoia 1
andAewr akong oto pikpotepo o PAaPn avti eivan peta&d twv 70 xar 89
dB, and ta 500 £wg xar Ta 2.000 Hz.

Metpiov Babuod Papnkoia: €rot yapaxmpileton exeivny xaté v onola M
andAiewn axorig 6to wkpdtepo oe PAAPn avti sivar petald twv 40 ko 69
dB, an 1a 500 éwg xar Ta 2.000 Hz.

Hmov Babuod Papnxoio: €ror yapaxmpileton exeivny xatd v omola 1
andAewr axofg 6T0 pikp6TEPO G BAAPN avtl eivar petald tov 20 ko 39
dB, and 1a 500 éwg kot ta 2.000 Hz.
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ININAKAY VI: Tovowmog 210 mooxéviev dewtdv pe un  covdpopkn
vevpooednTApLa TpoopAnTIK Papnkoia |

OIKOI'ENEIAKO I'ONOTYIIOX ITAZXONTEX
IETOPIKO ) AEIKTEX
35delG/35delG 19
OIKOI'ENEIZ 35delG/R184P 1
MEPIOITQXEIX : 45 35delG/- 1
~/- 24
35delG/35delG 45
35delG/L90OP 2
ZITOPAAIKEX 35delG/W24X 2
TITEPIIITOQXEIZ: 165 35delG/R184P 1
35delG/291insA 1
35delG/- 5
-/- 109

‘Oocov agopd tov Babud PBapnioiag twv 64 opélvymv acbevav: 26 £’
avtdv gival onopadikég nepumtdoel; (e apvntkd dnhadn oKoyEVEINKS 16TOPIKO
o€ mpoopnTik PBapnkoia) kot 11 €€ avtdv givon owoyeveig nepmtdoeis (OeTikd
O1KOYEVEWKO 10TOPIKO G TPooANTIKT Bapnkoia) ue Bapiig popetig Bapnkoio mov
umopel va @Bdaver £og ko v kdewon (Ilivaxag VII). Eniong 15 €€ avtdv givar
onopadikég mepunTdoe xar 7 owcoyeveig ue cofapov Paduod Bapnkoia, 4 €€’
avtd®v eivar omopoadikéc mepumtdoelg petpiov Paduod Papnkoio kar Térog 1
OWKOYEVNG TIEPinTOT pe i popetn Papnroiag.

Ex twv 6 grepolvywv acbevav: 3 givor onopadikis TEpITOOEIS pe PETPIOV
Babpod Papnxoia, 1 omopaducy mepimtwon pe cofapod Babuov Papnroia, 1
0WKOYEVIG TepinToT pe fima popet Bapnkoiog kol téhog 1 onopadikn nepintwon
pe fima popen Papnkoiag.

Ooov apopd. tovg 6HvleTovg stepoluydres, Yo TOVG QOPEIS TNG PETAAALYTS
R184P: avevpédnoav 2 nepumtdoeig pe Bapudg popene Papnkoia N kol kdewon (ex
v onoiwv 1 eival omopadiky) Kol 1 otkoyeviig), Yo TOVG POPEIG TG HETOAAAYNG
W24X: avevpébnoav 2 meputtdoeg pe fadbud Popnroiog otnv pev pa nepimcooﬁ
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Papuig poporic, o b devtepn coPapod Pabpod (ko o 2 mepiwthoey &ivay
omopadikég) xai Y TOvg Qopelc g ps;qu\Myﬁg L90P: avevpébnoav 2
mpurt-d)oéu;, pw pe petplov xav pa pe cofapod Paduod Papnxolo (xar ov 2
meputhoeg elvor omopaducsc). Enfong o ovvletog etspoluydng gopéag ¢
petoAdayic 291insA aviijker oy xatmyopio tav onopadikdv mEPITOCEDV 'ue
Papuag poperic fapnxota 1 kbewen (Tivaxag VII).

_ Téhog ot 133, ex tov 210 e&etacbéviwv, otovg omolovg dev avsvpédnoav
petaddayég tov yondiov GIB2 amotehovvior and 63 onopadukés xar 9 owkoyevelg
nepimthoerg pe Bapuic popetig Papnxoie M xbewon, 23 omopadkés kar S
owoyevelg mepurtdoey pe cofapod Pabuod Papnxola, 11 cnopu&ucég kol 6
owoyeveig meputhoeg pe petplov Puduod Bapnrota xor téhog 12 cmopaducé
MEPTTADOEG KoL 4 owoyeveig ps fimov Baduod Bapnxola (Tlivaxag VII).
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IIINAKAX VII: Bafpdg Bapnxoiag naoyéviov

HIIOY BAGMOY METPIOY BAGMOY LOBAPOY BAGMOY wﬂ_..ww Mo_.emn
MONOTYIIOE . . o
OIKOIENEIL | IZIIOPAAIKEX ‘ OIKOIENELL | LYIOPAAIKEL | OIKOIENEIX | EIIOPAAIKEY | OIKOTENEIL | DIIOPAAIKEEL

35delGf35delG 1 4 7 15 11 26
35delG/- 1 1 3 1

7- 4 12 6 11 5 23 9 63

+/R184P 1 1

HW24X 1 1
+L90P 1 1

35delG/291insA 1

i
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|I Ze ovykpinikt} peAém oxéoemg avixvevbivtav petaddayd@v petad tov 64
' opduyov aclevav (35delG/35delG) ko T@v yovéav autdv spokintel 6t o¢ 21
‘1 nepmrhoel; ekethotnoav kar or §00 yovels avtdv kar avevpéBnoav 6Aot
| erepoluyor (35delG/-) omag @Aoote ftav avapevopevo Phon tov vépov g
KAnpoyopkdTnTag TOV Mendel, ot 2 nepmrhoe eketdodnkay pévo ov Gppeveg

- Bl

yoveic authv Kot o€ 3 TEPITAGEIS POV O PTEPES AVTAOV (KAt 0TI 5 TEPUTTOCEL
10 m&ékoua fitav 7o {610: 35delG/-) (TTivaxag VIII).

0PN g A

IMNAKAX VII: Ipocdopiopde g petodrayiic 35delG oe yovelg xon adéppua
nooyxGviov opdlvyov.

P
. g

T'ONOTYIIOZ

35delG/35delG | 35delG/- | -/-

I'ONELZ 1 21

ANEY 36

ANEY 53
AAEPOON

Ye 1 nepintwon eget@odnkav xat o1 00 Paprikoor yovels xar Bpédnkav
opdLuyor xat ot o evld o€ pia mepintwon eEet@obnke pévo i Paprikon pntépa 1
omofa avevpébnke opdloyn. Kav ot 2 zpoavagepBeioeg znepmrthoerg 1
Kinpovopkémra efvan cvpPar pe toug vopoug tov Mendel (cwtocwparikée
vnolewmbpEvog xapaxtiipag) oMM ovopsLerar YewSoemkpaTOVVTOS XapaKtpag %,




AMoy® TG k6BsmC petafifacnc g vooou oto yeveahoykd dévdpo (ewoves 17, 18]
(Pampanos et al. 2000).

Family 1

EIK('))'(I 17: vevewr.o7k0 d&vtpo masyovtos (V-3) pe yapaxtpa kabetns uetaPifaons ms vosov
(YEVSOETIKPUTOUNTALL FUPURKTIPUS ). ’




Ze 36 mepurtdoeig dev mpooihBav ot yovels 1| otw évag €€’ avthv yux
eEéraom.

Ex tov avotépo zmpoxinter 6t opdlvya tékva mpogpyoviar uévo and
oué{;u*{'oﬁg 1} etepdluyoug yoveig kol moté and yoveig un popeig ™mg ovykekpuévng
pstakibyﬁg (dnAad1y dev mapatmprinke moté de novo petardayr| oe delt).

~E&etaoOnkav 14 adérpa (Gppeva ko OfAea) ov avijkav o€ 11 owoyéveieg
xau avevpébnoav: 3 opdluya (Baprxoa), 9 etepdluya (axovovia) xor 2 apvnTikd
(ITivaxag VIII). Eniong o€ 53 ek twv 64 acBevhv dev apooniAdav kaveig — xopio e
OV adepedyv, exel OV PLoKE RTav duvatév and Bioloykig Groymg, site yuati
apéinoayv eite yuati apviidnkav.

[Ipoxvnter howrdv 6T ta. adépoua opdluymv acbevav givar Suvatdv va givar
xat avtd opdfvya, etepélvya 1 axdpa xor aroldTmg PLoAOYIKE, T0o onolo eivar
KaTovonto Kat amdAvte avouevopevo Bhon Tov VOpmv mg KANPOVOuIKOTHTAS TOV
Mendel.

-
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To 8¢ amotehéopato TG HOPlokhg OvAALONG 1660 TV CLYYEVOV TMV
opofuymwv, 660 xor T@V ovvletev Taoydviav erepoluyatdhv, mapaditovion

avalutikd otov ITivoxa IX.

TIINAKAY IX: Anoteléopato popuakilg avlivong cvyyevav Tav opéloymy

Kot TV cOvleTwV Tacydviev etepoluynTdy.

EAEI'XGENTEX TONELX AAEPO®IA AAAOX
YYITENEIZ
d e 3 ®:
K14
35delG/35delG +/- +/-

K20 +/- +/-

K23 +/+ +/+ +/+

K26 +/- +/-

K29 | +/- +-

K39 | +- +-

K45

K54 | +/- +/-

K61

K64 +/+

K74 | +/-

K76 | +- +/- +/- K207: +/-

+/- adepPog TS

untépag, K386:
+/- y106 Tov K207

K79 |+~ -

K91 +/- +/-

K94

K100

K107
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K109 +/- K163: -/-
odep@dg Tov
naTépa

K120 | +/- +/- +- +/-

K127

K128 +/-

K130 K131: +/-
ovlvyog

K159 +/- +/-

K176
K229: +/-
noanmovg (and

K177 | +/- +- UNTéPQ)
K230: -/- yuoyn&
(a6 pntépa)
K277 -/
adep@og Tov
noTépo

K181 +/-

K187 | +/- +/-

K192

K226 | +/- +/- +/-
+/-

K242

K243

K245

K247 | +/-

K254

K255

K257 | +/- +/-

K263 +/+

K268 | +/- +/- +/-
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K271

K272

K279

+-

+-

K286

K292

K304

K307

K310

K352: -/- adepom
™G UNTéPOgG

K311

+/-

+/-

K312

+/-

+-

K313

K339

K342

K346

++

K366

K371

K385

K403

+/-

+/-

K410

+/-

+/-

K494:+/- adeppog

NG HNTEPUG
K496 : -/-

Eadepon g
UnTéPC

K418

K429

+-

+/-

K444

K467

K476

K482

K489

35delG/R184P

K3
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K468

+-

35delG/291insA

s »

K163

291insA/-

e

35del6/W24X

K219

W24X/-

+/-

K359

W24X/-

+-

35delG/L90P

K322

K381

-

-/L90P

-

e
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i
v
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ZYZHTHXH

H avayvdpion tov aitiohoyikod poOAoOv TV YEVETIKOV 7TapayOVIWV GE
An0og acfevev odfiynoe om poydoic ovamroEn Tov Ttopfa g latpucig
I evem;ﬁg. H ocupPoriy Aowmdv ¢ yevenktfig avdivong eivar tepdonia didm dev
PBonb& - puévo omv axpiféotepn katavénon g mabopuoioroyiog g vOcOV,
devkolvvovrag £tor ko TV dwdyvoon g, aAAd copPdiier kar oV KaAritepn
QVTIUETOMIGY TNG.

Xapoxkmpronkd napaderypo o pwopovoe va amoTEALCEL 1) 11| GUVOPOHIKT)
VEVPOIGONTHPIE TPOORIANTIKT] appoTepdmievpr Bapnkoia Aaupdvoviag v’ Sy
™V 1EPACTIN YEVETIKY ETEPOYEVELM MOV TNV Yapaxtnpilel. Apkel va avaroyicOei
kavels 6 av kou éyouv yaptoypagnOel maveo amd 70 yevemxoi témol, pévo 25
yovidwx uéypr ofjuepa £xovv amoxwdikonomBei (Resendes et al. 2001).

v mapovon PeA£T) O YOVIOWIKOG TOTMOG 7OV EAEYYETAL HE HOPLOKT
avéivon givar o DFNB1 o omoiog yaptoypagiifnke oto ypopdompa 13 oto paxpd

) oxéhog avtod ot 6fom qll (13qll). H mpbm yaptoypdonon tov €ywve pe
avéivon cvvdeomng oe 2 opdapueg owoyéveleg and v Tuvvmoia (Guilford et al.
1994), 10 d¢ yovidio mov avriotolyei otov cuykekpiuévo oo ovopdletan GIB2.
[Tpéxertat mepi evdg pikpov yovidiov 1o omoio xer yaproypapndei arfpwg (Kelsell
et al. 1997) (ewdva 14) xar n npwteivy mov xwdikonoiel, n cuvdetivry 26 (Cx26),
anoteAovpevn a6 225 apvoléa, Mopraxod Bapovg 26 kD (eikéva 9), avijksl othqv
owoyévewr twv ovvdetiv@dv pe 4 SwpeuPpavikd, 2 eEoxvrtépu kar 1
KUTTOPOTAXCNOTIKO ActTovpYikd Tufipa armotehMbviag £tor Oepeliddn cvotaTikd
TV yacpoovvdéouwy (Kelsell et al. 1997, Kumar ko2 Gilula 1996).

2e 39 and 65 Kavxdowg owoyévereg pe Bapnkoia petapifaldpevn pe
QVTOCOUATIKO VTOAEWTOPEVO XOPAKTTPA, OV UEAETHONKAV Yia petallayss oTnv
xwdwomowvoa zepoy] tov yovdiov GIB2, avevpédnoav 62 petallaypéva
aAnidpopea (Denoyelle et al. 1997).

O petadhayég oto yovidio GIB2 avnimpocwnsdovv v mALovOTTA TOV
TEPWMTMOCEMV TPOOUANTIKIG VEVPOIGENTAPIG UN GUVIPOUIKNG AUPOTEPOTAELPNG
Bapnkolag petafifoloépuevng pe QLTOCOMOTIKO VROASWTOUEVO  YOopOKTHPA,
5§80|.{évou 6m givan 'vm:f)euveg ¢wg kot y1a 10 40% T0V CVVOLOV TV TEPIRTDOCEW®V.
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Yvykekpyéva o petoddayn tov yovidiov GIB2, 7 35delG, amodeixdnke 6T
aznovtdrol 670 85% 1wv Tafoloyikdv ypopocopdtonv (Estivill et al. 1998).

[Tp6xerton epi piog onpewxng petairoyng n onoio opeileton oty EAAeyn
piag Fovavivrg (G) and pua cvvéxgo 6 Tovavivedv ot vovkdeotdkn Béon 30 pe
35, dnuwovpydvtag £€tor éva mpdywo wxwdwévio Méng (stop codon) o070
vovkAieotidlo 38 (ewdva 14). Apywd Bewpnbnke 6T | vovkkeoTdur| weproyn 30-
35 mov amoteieiton and 6 cuveydpeveg IN'ovaviveg amotelovoe wo Bepun mepoyn
pue éviovn petoarrobroyovo dphon (hot spot) (Denoyelle et al. 1997).
Metayevéotepeg peréteg avagépovy 6Tt dev mpdxertan mepi puag Beppng meploc,
oAAd n EMAewyn wog Fovavivig and tig cuykekppéveg Béoerg (30-35) opeiletan oe
npoyoviki—wWpvtikn enidpaon (founder effect) (Van Laer et al. 2001). Anhodn
npokertor mepi evdg @awopévov o©to omoio ~mapatnpeitor N VmapEn  evog
petorhaypévov yovidiov oe évav vnd eEamiwon mAnBuopd. Ocov agopd 10
HETOALQYULEVO YOVIO0 kAl OTnv ovykekpiuévn nepintwon to GIB2, pmopei va
mpoKETAL TTEPT pIG TVYAIOG pETaALaYNG TNV oToia dpmg PEpeL Evag 1) TeprocdTepol
and Tovg WpLTég TG Vo eEAmAwon @UANG—kowoviag. Emotnuovikd dedopéva
eXTIHOVV OTL 1) TPOTN PETAAAYT (—3 5delG) tov ev Mdyw yovidiov mapatnprdnke o€
KGmow meproyq i Tng Méong AvatoAng 1} mBavdtepo akOpUn o KGO0 YEWYPaPLKd
om0 wéEpLE g Meooyewkng Aexdvng mepimov 10.000 ypévio mpwv  (katd
nmpocéyylonn 500 mepimov yeveég). Katd v Neolbwny mepiodo, mov
TPOYUATOTOOVVIOL KOl Ol TPATEG MNETOKIVIIOES QUAGOV, KATOWoL QOPEis TNg
CUYKEKPLEVNG LETOAAOYNG HETAVACTEVOVV pECH Tng EAAnvikNG yepoovicov o€
Itohia xou Iontavio, evéd apydTepa TopaTNPOVVIOL KOL LETAVACTEVGELS GE LIKPOTEPN
opwg KAipoko pHEow Tewv Totoudv Aovvafn ko PRvov mpog mv Bopewa Evpdmn.
g pdTeC 0pyéG Tov 1900 pe o HETOVAOTELTIKG KIVANATO TPOG TNV AREPIKOVIKT
‘Hrewpo petagépeton kar n petorroyn 35delG 1ov yovidiov GIB2 otig xdpeg g
Hneipov avtrg (Van Laer et al. 2001). I'a to Adyo av16 eivar andhvto katavonto,
Kol avouevopevo GAAworte, N dogopetikyy cuvodTHTo Qopiwv TNg petoAloyiig
35delG 16060 otoVg Evponaikovg tAnbuouots, 660 kor oe mAnBuopovg népav g
I'mpadg Hreipov (ITivaxag X).

Topeova pe to ototioTikd dedopéva omd v Sebvn Bifloypapin eival
capng N vaepoyy TV @opéev g petoAlayng 35delG tov yovidiov GIB2 o7ig
Meooyewaxég ydpeg (Nétia Evpdnn) oe oxéon pe v Kevipu) xow Bépewa
Evpdnn (Kelley et al. 1998, Morell et al. 1998, Scott et al. 1998, Green et al. 1999,
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Gasparini et al. 2000) (ITivaxog X). Tn pévn e€aipeon tov xavéva amoterel M
EcfBovia e cvyvémra popéav 1 ava 23 nepimov uﬁnxéovg 10V KpATovg avTov. Kan
OVUYKEKpIMEVE, OF OTATICTIKY) MEAST omotehoVpevn omd 17  wAnBuopovg
Evponoaic mpoéhevong, 5 dwapopetixiic EBpaixig npoéhevong kar 5 thndvopoig
un Evponaixtic apoéhevong, dniadh ae éva oivoro 5470 eEetacBEviav TpoxvnTEL
én n ovyvémta popéwv ota Meooyewakd Kpat xvpaivetar and 1 avé 28 éwg xar
1 avd 45 xaroikovg TV KpaT@V aVT@OV pe péco 6po cvyvoémTag popéwv ico pe 1
avd 35 xatoikovg (Gasparini et al. 2000). Ze avtiBeon pe xpdmm m™g Kevipuig kan
Bépewag Evponng (ue ekaipeon v EoBovia) mov xvpaiveroar pe 1 avéd 79
katoikovg VANKGOVG TV KPaTOV avThV. Awpopenikd entong efvar Ta T0c0OTA TV
doptwv ot kpam ¢ Boperag Apepixiig, g Bopewag Appiktig ko oe exefva g
Méomg Avatohig (TTfvaxag X).

ININAKAX X: Zvyxvémta gopéwv g petadlayic 35delG oe Evponaikoig kal un

nAnBuopove.

r XQPEX LYXNOTHTA Bplroypagia

O®OPEQN
BOPEIA KAI KENTPIKH EYPQITH
Aavia 2/95=2,1% Gasparini 2000
duavdia 4/313 =1,28% Loppénen 2001
IToAwvio 3/150 =2,0% Wiszniewski
. 2001

Nopfnyia 1/190 = 0,5% Gasparini 2000
Eofovia 5/113 =4,4% Gasparini 2000
Hvopévo Baoiieo 0/119 Gasparini 2000
Ieppavia 4/200 = 2,0% Gasparini 2000
Feppavia 6/376 = 1,60% Kupka 2002
Béiywo 1/190 = 0,5% Gasparini 2000
Bé\iyno 9/360 =2,5% Storm 1999
OMavdia 2/89 =2,2% Gasparini 2000
Faddia (Bpetavikn) 1/96 = 1,0% Gasparini 2000
Taia ' 1/200 = 0,5% Gasparini 2000
Falic 14/512 =2,73% Lucotte 2001
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Anpoxpotio Togyiog 4/195 =2,15% Gasparini 2000
Ovyyopia 2/173 =1,16% Bors 2001
Avotpia 6/672 = 0,89% Loffer 2001
Avorpia 2/120=1,67% Frei 2002
ZhoPevia 1/182 =0,5% Gasparini 2000
Boviyopia 1/157=0,6% Gasparini 2000
NOTIA EYPQIIH

EAAGSa 14/395 =3,5% Antoniadi 1999
[Toptoyahia 4/179 =2,2% Gasparini 2000
Iomavia 5/200 =2,5% Gasparini 2000
Iomavia 3/130=2,31% Estivill 1998
ItoMa —- 8/255=3,1% Gasparini 2000
Itaiia (ITeproyn Zapdnviag) 4/116 =3,4% Gasparini 2000
Itahio 6/150 =4,0% Estivill 1998
MaAra 4/114=3,5% Gasparini 2000
Tovpxia 4/150=2,7% Gasparini 2000
Tovpxia 3/359 =0,84% Uyguner 2003
Tovpxkia 12/674 =1,78% Tekin 2001
AAAA KPATH

Apepwcavol 2/96 =2,1% Keller 1998
Apepikavol 1/100 = 1,0% Scott 1998
Apepikavol 14/560 = 2,5% Green 1999

Apepucavol Aevkoi

1/173 = 0,6%

Morell 1998

Apepucdvor povpor

0/173

Morell 1998

[Tépoeg EBpaixnc xataymyng 2/59=3,4% Gasparini 2000
Ipaxavoi EBpaikig xataywyric 1/115=0,9% Gasparini 2000
Yepeviteg EBpaikng xotaymyng 0/13 Gasparini 2000
EBpaior Ashkenazi 0/89 Morell 1998
EBpaior Ashkenazi 4/551=0,7% Gasparini 2000
Bépeo Appwkavoi EBpaixrg kataywynig | 2/100 = 2,0% Gasparini 2000
Aifavog 7/300 = 2,33% Mustapha 2001
Iopdavia 0/54 Medlej-H.2002 .
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Arydtnion B 0/95 Gasparini 2000
Apafeg ' 1/58 =1,7% Gasparini 2000
Acilteg 0/53 Morell 1998

Ot dapopéc MOV TAPATNPOVVTAL GTS CLYVOTNTEG TWV QOPEV KOl OTN
YEOYPAQIKT] TOV¢ Katavoun eivar amdivta cvpPatés pe Baon mv Bewpia mov
TOPOVOIALel TV HETaAaY OG AOTEAECHO HG TPOYOVIKTIG-3puTIKNG EMidpacng
(founder effect) (Van Laer et al. 2001).

Tavtoypova dumg, epevvntég exmpovv 6Tt propei kar va cuvurdpyer 10
QAWONEVO TNG EMAEKTIKTG TpocappocTikdThTag Twv etepolvyotdv. Ipdkeitar nepi
evog mapaddEov @awopévov, mov mopatnpeitar o apkeTEG povoyovidrakég
AVTOOWHATIKEG VOAETOpEVEG VOoOLG, Toviloviag 6Tt 1 Proroywkny kavéTnta TV
gtepoluyotov (Qopéwv xamowov petalhaypuévov yovidiov) eivar peyorvtepn and
autr'] TV PUOooAoYIKGV atépwv (un popéwv). Khaowd mapdaderypa eivar avtd mg
dpenavoxvrrapikiic avaipiag ommv onoio ot Qopeig etepolvydteg mapovauafovv

- avEnuévn avtiotaon omyv ehovooia (Harrison et al. 1994). ITWavoroyeitan 6T kGt
avaioyo pumopei va copPaiver kar atovg Qopeic Tov petarraypévov yovidiov GJB2

dedopévov 6m o TAnBhpa wTdV, Onwg avtol Tov evéountpiov, OV NTATOG, TOV

TayKpEatos, TV veppdv kol GAAwv mépav Tov koyiia, mapatnpeitar n Tpwteivn
nov kKmdikonoteitar amd 10 ev Adyw yovidio va amotehel Bepeddeg cvoToTiKd TV
yaopocvvdéopwv avtav (Beyer 1993, Risek et al. 1990, Winterhager et al. 1991).
‘Eto1 yw k@mowo Adyo, ov xaopocivaESHOL TV TpoavaPepBEVTOV 10TMV, umopel va.
A£1TovpyodV katd Tpémo emAekTIKG Of Sedopéveg cuvlrikeg (KAMATOMOYIKEC,
Swrpogikég, tofikohoywcég kK.A.T.) ovtwg Gote vo mapovoidletar 0 maphadofo
pawvépevo Mg emiektikdmrag Twv etepolvyntdv gopéwv. BéBawa avtd dev Exer
anoderyfel axbépa emommuovikd, omhd mBavoloyeitan amd moAhovg epevvnTég
(Gasparini et al. 2000).

Ztov EMuadikd ybpo 1 cvxvémta @opéwv g petodhayng 35delG Tov
yovidiov GJB2 ot perét tov Antoniadi et al. o 1999 vaoloyiletan og évav vy
mAnBuopd ebehovidv arpodotdv fon pe 3,5% (14/395) (Antoniadi et al. 1999).
Tovtéonrv 1 otoug 28 'EMnveg eivar popéag tov petalhaypévov yovidiov GIB2,
1000t VYNAdTaTo KaTéXovTag nepinov v idw cuyvéTta pe TV petaddayr Tov @

yovidiov ™g B-opapivwmg (IVSI-110G>A, ovxvémra gopéwv ion pe 3,2%) nou




Bewpeitar wg M xuping vevdovny Y TV B-pecoyawnic avawuio (Kanavakis et al.
1997). Axohovdei oty 3" 8éom | petalrayfy AF508 tov yovidiov CFTR, pvduiots
™G SopepPpavikig dtakiviong 1OVIOV 6TV KuoTIKY ivoon (pe cuxvotnta popiav
ion pue 2,3% nepinov) (Tzetis et al. 1997) (ITivaxog XI).

IMINAKAX XI: Zoyxvotnta Qopimv TV GUXVOTEPOV ONUEWKOV UETAAAAYDY GTOV

EMAnviké tAnfuopd.
YHMEIAKEXZ LYXNOTHTA NOZOX
MONOI'ONIAIAKEX ®OPEQN XTON
METAAAATEX EAAHNIKO
INAHOYZMO
Mn cvvdpopikn
35delG 3,5% vevpoarsOntipa
TPOOPANTIKY
aUEOTEPOTASLPY
Bapnxoia
IVSI-110G>A 3,2% B-pecoysiaxn avoupio
AF508 2,3% Kvotua ivmon

Zmv mapovoa perétn n petadday 35delG tov yovidiov GIB2 avevpébnke
010 44,4% 10V Ypopocoudtov 45 owoyevov nepittdosov (19 opdlvyov kar 2
gtep6luyonv) ko oto 30,6% TV XPOUOCOUATOV 08 GUVOAO 165 cmopadikdv
nepirtoswv (45 oudlvywv ko 11 ergpdlvywv). Metodhayég xo ota 2
arAinAduopea Tov yovidiov GIB2 awiyvevbnkav o 71 acbeveig (ex tov omoimv 64
ftav opudluyor e v petarrayn 35delG xar 7 frav ovvBetor etepolvydTeg) o€
ovvoro 210 deixtdv, TovtéoTv oe cvyvomta ion pe 33,8% Papnkoiog oiyovpa
opelduevng oto yovidio GJB2.

Extég ™mg 35delG, oe mapdAAnAn perétn pe cvvepyaldpeva epyactipua g
EA\Gdog kal Tov e€mTepikod 6mwg mpoavapEpBnke, avevpEnoay GuVoAKE akOpa
4 petaddayés 1ov yovidiov GIB2 ot 7 aArdniopopepa. Kar ovykexpyéva
avyvevdnkav: 1 W24X oe 2 alAnAdpopoea, n L9OP ot 2 adinAdpopea, n R184P
ge 2 cdAnAdpopea kar téhog n 291insA oe 1 aAinAdpoppo. Katd cvvénew n
petadhayr] 35delG tov yowidiov GIB2 Bewpeitar vevbuvn a 1o 95,3% (141/148)°
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TOV GUVOAOL TOV UETAAAXYHEVOV aviyveLBEVTOV aAAnAdpoponv i ya o 95,1%
(135/142) twv adMnAdpopenv mov Bewpodvtar vrevbuva 1o Bapnkoia oe acbeveig
pue dvo petarlrayés tov yovidiov GJIB2. Ilpokerton mepi evdg peydhov mocoGToV
avaAoyikd pe oyetikég PeALTEG oV Exovv mpaypatonomBel oe GAlovg TANBVGHOVG
Kavkdowag gurfg (Zelante et al. 1997, Denoyelle et al. 1997, Kelley et al. 1998,
Estivill et al 1998) xoaw mOavoroysiton 6Tt opeihetar o peydhn ocvxvémta Popéwv
(3,5%) g petodroynig 35delG tov yovidiov GJIB2 otov EMnvikdé wAnBuopéd
(Antoniadi et al. 1999). Towg mo xovid oo EAMAnvika dedopéva and otatioTikig
dmoyng ywa v petaddayy 35delG va Bpioxovrar kpdm 6mwg n Itakio xar
[oravia (ITivakog X). AAwote, dnwg TPoavapépnke, ol TPOTEG UETAKIVIIOEL
PUADY Qopé€wv ™G CUYKEKPIPEVNG petodhayis éywvav ztpwv amd 10000 xpdvuw
nepinov pe evdudpeco o1abpd tov EMAnvikd ydpo. Ipdypan oe 576 Baprikoovg
acBeveig and Itodia ko Iomavia avaeépetor 6t n petorray 35delG Oewpeitar
vredOuvn Y 10 88% 1wV petorraypévov aAAniopopewv otov Itoliké TAnBuoud
evm pévo o10 55% avriotorye Tov Iowavikov aAnBvopov (Rabionet et al. 2000).

®a pmopovoe vo AexBei 6Tt m peyddn ovyvomrto ™G avevpedeicag
petarrayng 35delG omv mopovoa perétn iowg kor vo o@eileTar 610 6TL pudvo
gtepoluyor acbeveig vroprnbnoav oe avdivon alniovyiog ™¢ kwdikomoovowg
neproyig Tov yovidiov GIB2. Avtd dev pmopei va anoxheicer Aowtdv TEPITTOCEL
acBevdv mov pmopetl va eivan eite opolvydtes, gite ovvBeTor etepoluydreg yw
dMeg petarrayés, mépav g 35delG, vrotipdvrag £tol TV cvuBoAn Tov yovidiov
GJB2 omv vevpomoOnTipua TPOOMANTIKY] M1 CUVOPOMIKY] CUEOTEPOTAELPT
Bapnkola otov EMnviké ainbuopd. Opwg, oe pur perétn ypnoyuonoidvrag
HOPUWIKEG TEXVIKEG Y OlEPEUVNON GYVOOTWOV ONUEWKOV petohAaydv, oe 26
acBeveic EMnvikic xatoymyng pe Papnkoia (pe ta  wpoavagepbBévia
YAPAKTNPICTIKG), dEV avevpédnoav avdroyes tepumttdoeig (Antoniadi et al. 2000),
emBeParbdvovtag pe tov kKahdtepo TPOTO TO OTOTIOTIKG dedopéva ¢ mapovoag
gpyociag.

O xaBopiotixdg pohog Tov mpoavapepBéviog yovidiov o un ouvdpoptkn
TpoopinTIKy} vevpoasOnmipw Bapnxoia wvpaivetar and 0 wg xar 40% oTovg
eleyxBévieg mAnBuopoig (TMMivaxag XII), To omoio dnhdver yevetikn etepoyévera, av
Ko pepikég pueréteg Paciotnkav oe pikpd apOpd eheyyféviwv acBevav, evd 1o
xafoprotikd xpimipia xar o1 puéBodor eALyyov TV petaAhaydv Sibpepav PETOED
TOV REAETOV.
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ININAKAZ XII: Xvyvomta petolhoydv

t0v yovidiov GIB2 ot dwpopeTikovg

TANBvoUOVG.
XOQPA AXOENELX | GJB2 35delG/35delG | Bifoypagia
(%) (%)
TraAio/ 136 36,8 32,4 Estivill et al. 1998
Iomavia
TtaAio/ 576 31,6 Mn Rabionet et al. 2000
lomavia KaBopiopévo
Ionavia/ 422 30,6 Mn Del Castillo et al.
KobBa KaBopwouévo | 2002
H.ILA. 58 34,5 24,1 Kelley et al. 1998
H.ILA. 209 273 14,8 Prasad et al. 2000
H.ILA. 99 18,2 2,0 Kenna et al. 2001
[adhia 88 39,8 28,4 Denoyelle et al. 1999
Itaria 53 39,6 30,2 Murgia et al. 1999
ItaAia 155 27,1 21,9 Gualandi 2002
Zikehia 71 15,5 11,3 Salvinelli 2003
lanwvia 50 10 0,0 Fuse et al. 1999
Ionwvia 35 28,6 0,0 Abe 2000
lonwvia 53 15,1 0,0 Sugata 2002
Kiva 118 16,1 0,0 Liu 2002
Ivdia 215 17,7 0,0 RamShankar 2003
TaiBav 169 7,1 0,0 Wang 2002
Hvopévo 210 14,8 11,9 Mueller et al. 1999
Bacielo
Iopani 75 33,3 14,7 Sobe et al. 2000
Avotparia | 74 13,5 4.1 Wilcox et al. 2000
Kopéa 147 8.2 0,0 Park et al. 2000
Avotpia 69 18.8 10,1 Loffler et al. 2001
Teppavia 147 14,3 8,8 Gabriel et al. 2001
Teppavia 342 6,4 3,8 Kupka 2002
Teppavia | 228 16,7 8.3 Zoll 2002
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Tovpxia 235 Mn 20,4 Baris et al. 2001
Eleyyonoa

Tovpxia 256 Mn 14,5 Tekin 2002
Eleyyfnoa

Tovpkiu 60 31,7 21,7 Uyguner 2003

AiBavog 48 33,3 31,3 Mustapha et al. 2001

[Maharotivny | 48 22,9 10,4 Shahin 2002

Iopdavia 68 16,2 16,2

) Ipav 83 10,8 4,8 Najmabadi 2002

Opav 51 0,0 0,0 Simsek et al. 2001

I'kava 365 15,6 0,0 Hamelman 2001

Bpalidia 62 12,9 9,7 Oliveira 2002 —

EMG8a 210 33,8 30,6 Iapovoa perém

*Eni mg % nococtiaia avodoyio acBeviav pe 2 petallayég Tov yovidiov GJB2

* [Tépav g xowvig petarrayng 35delG, ovvolkd evromicbnkav téooepig
akOun Swpopetikég petalhayég otovg vrd  eEfraom  Oeikteg. H  LIOP
napepunvedoun (missense) petoddayn aviyvedbnke oe §%0 arinAdpopea &vo
onopadikdv neprtdoewv Bapnkolag oe oOVOETN etepolvymTion pe TNV PETOAAXYN
35delG (35delG/L90P). Avmy n petarhayn €xer avapepbei o€ mponyoLueveg
ueréteg (Denoyelle et al. 1999, Murgia et al. 1999) pue peydin cvxvémra oty
Avotpia, 6mov avturpocwneder ™y devtepn mo ovyvi) GIB2 petodhayn (5/26
aMnM)pbp(pa Bapnkoiag = 19,2%) (Loffler et al. 2001). v mapodoa perém n
L90P avevpédn pe ovypvomta 2/142 adnrdpopga GIB2 Bapnxoiag = 1,4%.

H dedtepn awviyvevbeica perardrayn, ftor 1 W24X  avepunvedoyun
(nonsense) petoMayr, eviomicbnke oe dVo aAinidpoppa 600 omopadikdv
TEPUTTOCENV O€ cVVOeT eTepoluyntio pe v petodhayn 35delG (35delG/W24X).
H petradray avtd apkd reprypa@nke g opolvyatia o opdapeg Iaxiotavikég
owoyéveleg (Kelsell et al. 1997). Zmv mapovoa perém n W24X avevpén pe
ovyvotra 2/142 aldnidpopea GIB2 Bapnkoiag = 1,4%.

Tpimm aviyvevbeica petarrayy, n RI84P mapepunvevoun (missense)
petaddayn, Bpédnke oc Eva aAANAOLOPEO piag oncoyevoi’»g TEPMTOCEWG KA1 OF £VO.
aAAANAOPOPPO g omopadikiic TEPITTOOEWS. AVTH 1| pETAAAAY Yo TPDOTH Popd
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neprypaenke oe pia Avotpohavi owoyévew (Denoyelle et al. 1997), svd
amovTaTal apKeTd cvyva xatl otov Itadwd mAnbvoud (Rabionet et al. 2000). Emyy
mapovoa perétn 1 R184P avevpioketan pe cvyvomta 2/142 odAniopopea GIB2
Bapnkoiag = 1,4%.

Téhog, n 291insA, peraromoniky (frameshift) uetodlayd, eviornicbnke oc
éva. aAMMAOpOp@PO piag omopadikig TEpTOGEmG Kot £xsl avapepOel 610 Tapehddv
oe pia ABavélikn owkoyéveln Xpiotiovdv Mapovitév (Mustapha et al. 2001). Zmqv
napovoa peAétn 1 291insA avevpioketon pe cvyvétnta 1/142 odinidpopea GIB2
Bapnroiag =0,7%.

Av1é ov Spmg Tpokarel eviragépov givar o SrapopeTikés petoarhayés pe
VYMAN ovyxvémta 610 id10 yovido (mépav g 35delG) o Aaodg pe Swpopstikn
YEWYPAPIKY] KATAY®DYT). XapaKTnplotikd mapdderypo petoAhoydv eivon n 167delT
wov gpoaviteton oe EPpaiovg Ashkenazi (Morell et al. 1998), n 235delG ae
Ianwveg (Fuse et al. 1999) ko téhog 1 R143W og Agpukavoig (Brobby et al. 1998)
emPefardvoviag £tol v Oewpio mepi vrapEewv TV peToAoYdV avTOV AOY®
wpoyoviknc—puTikig emidpaocns (founder effect). Xuepa, 1660 omd v diebwn
BBAoYpagia 660 kar oS TV £psuve 6TO S108DKTIO, TPOKDBATOLY MEPLOCOTEPES
tov 90 Swpopenikdv petaiiaydv tov yovidiov GIB2 dueca cuvaptdpeveg pe v
un ocvvdpouikn, aVTOCOUOTIKT vIoAsimOpuevn Bopnkoio (Connexins and deafness
Homepage of Calvo J, Rabionet R, Gasparini P, Estivill X:
http//www.crg.es/deafness).

Av Oumg n perém g Popnkoiag, and yevetkng Gmoyng, amotersi éva
oNpavTikd TPOPANUE Yo TOVG €PELVNTEG AOY®D NG TEPACTING YEVETIKNG
eTeEPOYEVEDG, OVTO 7OV TpoypaTikd mpoPAnuatiler Tovg KAwvikodg eivar m
afoloynon 1ev kKhvikdv dsdopévav . Kar yapoktnpionikd, omv mapovoa
HEAET, o€ 6UVOAO 210 deikTdv pe un oLVEpPOUIKY] VEVPOUIGEN TP TPOOUIANTIKY
Bapnkoia avevpédnoav 64 maoyovieg opdlvyor yia v petaAroyn 35delG 7ov
yovidiov GJB2 kot 7 olvBetor etepoluydreg, Aot Spwg pe SwapopeTikd Pabud
Bapnkoloc. Kar cuykexpiuéva ek tov 64 opolvywv: 1 napovcidler fmov Babuov
Bapnkoia, 4 petpiov Pabuov, 22 cofapod Paduod kot 37 mapovcialovv Bapidg
popoeng Bapnxoio 1| kdewon. Ga pmopodoe va mEL oTATIOTIKE Aodv Kaveis 0Tt
670 6UVOAO TV eEetacbéviav opdluyav 1 otovg 3 mapovoidlel cofapod Pabpov
Bapnkoia xar 1 otovg 2 Bapdg popeng PBapnxoia 1 xdewon. Ocov agopd Tovg
ovvOetovg etepolvydteg, yio tovg @opeig g petodhoynic RI184P: ko ot 2
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mapovoaiovv Papilis poperig Papnkota 7 kbewom, Yo TOVG QOpEG NG
petodhayng W24X: 1 mapovoraler cofapod faduod Papnroia kot 1 Baprag poperig
Bapnkoio 1 kdPwon, eved Y Tovg Popeis Mg petairayig L9OP: 1 mapovoidler
petpiov Babuod Paprkoia xar 1 coPapod Paduod Papnkoia. Téhog o povadikde
popéag g uetodhaynig 291insA @éper PBapudg poperig Papnroia 1| xd@won. Ex
TOV OVOTEP® TPOKVATEL OTL SEV VIAPYEL PAVOTVTKOG CVOYXETIONOG KAl YoVidiaK)
ﬁMBn, dnhadh oc éva ovykekpyuévo yovétomo dev avrioroyei ko o idog
eawétomog. Kar ewdikdtepa ex tov 64 opdlvyov, 6hwv pe tov {dw yovétumo
(35delG/35delG), o Pabudg Papnkoiag (mOV oV CLYKEKPUEVN AEPIRTOON
anoteAel Kol Tov Qavotund tovc) mowkiAer and fmov péypr cofapov Paduod
Bapnkolo. N kdewon. EE ioov mepimdoxn efvar n katdotaon xai ya Tovg
ovvBeTovg ETEPOLVYDTEC. .

H {dwa pawotvmiai mohvpopeio napatnpeitar oe peréteg epevvntdv dihov
Kpa'cd)v.' O1 Cohn et al. (1999), oe pehém pe 33 ocvvolkd opdluyovg ya v
3§delG petardayn, avapépovv 6T 1a 2/3 avtav (20/33) mapovouifovv cofapov
Babuod Papnkoia 1 Bapnkoia Papidg popeig — kdPwon, evd avapépovv emiong
pmkpd mocoat6d achevdv (5/33) mov mapoveidlovy Bapnroia Nmoag Hopeng.

EdAloya Aowmév yevvdtor 10 epdmmpa: mog eivar duvatév va nopampeitat
1000 avTipatikn d1apopd 6TOV PAIVOTLTIO TV TACKOVIWV KAl GTIV CUYKEKPLUEVT]
nepintwon otov Babud Papnxoiag avtdv, dtav Ghor éxouv Tov ido yovéTumo
(35delG/35delG); Mua v68eon mov dwxrvrdvetar and Tovg idovg Tovg epevvntég
givar 6Tt 0 parvéTumog dev e€aptdrar pévo and Tov cuykekpiuévo YovOTUTTO, AAAG
Ba pn;)po{)ce ax6uo vo. BewpnOei 6Tt vrdpyovy mOavév TporomonTIKOL, YEVETIKOL 1)
un mapdyovieg, mov dev €xovv axdpa avaxalvedel, 1| va Oewpovue dedopévn v
vrapén ropaydviov ov emmpedfovv v Ekppacn tov petalloypévov yovidiov
GJB2. ‘Etow 1| tpateivny ovvdetivy 26 (Cx26), dviwg vieevBuvn yia TV QUOI0A0YIKT
10VTIK]  OpowoTaoT, tov KoxAla amotehdviag Ogspehiddsg oLOTATIKO TOV
YOOHOOUVVIESHWV aVTOV, VO AEITOVPYEl EMAEKTIKG kOl pe Tpoémo T€T010 (OTE
KGO0l €K TV 00BeV@DV va Tapovstafovy pa pikpn H6vo arMAELL TG AKOVGTIKTG
70V uavOTTag, evd dAhol va odnyodviar omyv mhipn kdewon. IMbavoroyeitan
Mowdy M OnopEn  avrioTaBUICTIKOV  1OVIIKAOV  OHOLOCTATIKOV UNYAVICHOV,
Gucgtgkoydwmg étor, O uévo 10 EVPL @aopa Tov - Pabuod Papnkoiag moOL
TOPOTNPEITAL OTOVG TAGYOVIES OVTOVG, OAAG KAl TO QUIVOUEVO TNG AKOVGTIKYG
acvppetpiog ko petofintikétnrag (Cohn et al. 1999).
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Kai pe tov 6po axovotikiy acvppetpio gvvoovpe 10 mapadofo ekeivo
@AIVOUEVO TIOV TOPATNPEiTAL O PEPIKODE amd TOVG TAoYovieg Opdluyoug vo
mapovcdfovv dwpopeTikty akovoTiky wavothto (w.y. 10 dB oe 3 dwopetikég
ovyvémreg, 15 dB oe 2 cuyvdmteg xon 1€hog 20 dB oe 1 ouyvdmra) petald tov
avndv avt@v. Khaowd ropadeiypato emPePainong g acdppuerpne Papnkoiog
anoterel 1 perém tov Cohn et al. (1999) mov amodetkvier kKhvika étt 610 1/3 TV
opdluywv Baprikowv mapovoidfeTal T0 aVOReVO avTd, KaBAE Kol 1 HEAETH TV
Loffler et al. (2001). AvtiBetn duwg n dmoyn twv Mueller et al. (1999) wov ge
otaTioTikn  épesvva 284 mooydvtov omd  WPOOUANTIKY  pHn  OuVApOouKH
vevpoawoBntipw  Papnkoic dev  Swmotdvovv  kdTt  avdioyo. Befaiwg
OTHOVTIKOTATOG TOPAYOVTOS YW TNV REAETN TNG OKOVOTIKNG ACLUUETPiog, 6T
GAAMWOoTE CUPPOVOVY Ao Ot gpevVNTEG, gival OTL 0 Tpoodiopioude ™G Papnkoiog
ekaptaton dueco kol and v nhkio Tov e€gtachéviag. Eivar yvwotd de 6Tt oe
oudrd, nhkiag péxpt ko 3 £T@V, 0 TPOGIMOPIoHAG TNG AKOVOTIKTG 0&dTNTOG, YiveTot
HE TNV OVTIKEWWEVIKY] aKOLOUETPio Kol g £k ToVTOV dev eivan axpiPng. Eiboton
Aowmov Y TEPWTOOES acBevdv TOV NMAKIOV aVTOV VA YPT|CLUOTOIOVUE TOVG
épovg: nmiag poperng, peTpiov ﬁaep.of), ocofapod Pabuod N Papedg popeNg
Bapnkoio Y TOV TPOGIOPIOHE TNG AKOVOTIKIG TOVG OELTNTAG YWPiE va
avapepdpacte oe dB (vokeipevik akovopeTpia).

Me tov Opo petafAnmxotnta evvoovue TV Tpoodevtiky| emPhpuvon-
andAeln TG aKOoVoTIKNG wavotntag (dB/xpdvo pe onueio avapopds ta mTpdTO
axovoypappata). O Cohn kot ov cvvepydreg Tov otV Tpoavapepbeico peAém
T0Ug avagépovv 4Tl 1o 1/3 twv macyéviov (10 acbeveig e civoro 33 opoliywv
Yo v pestarioyn 35delG) mopovcioce emiola andrewa ™g tdEewg tov 1 dB
mPTA (modified Pure Tone Average). ['a v npoodevtikyy emPapuvon-andieia
NG OKOVOTIKNG IKAVHTITAG pE TNV Tdpodo Tov xpdvov cuppavody ko ot Lefebvre
et al. (2000), evd ot Denoyelle et al. (1999) oe mA\nfvomoxn perét Baprikowv
avniikev omv F'oldia emPefardvovv 10 @awvdpevo, toviloviog dpmg 6Tl gival
g€apetikd ondvio. INa 10 Aéyo avtd, dtav avagépoviar o Papnkoio opethdpevn
oe petolayy tov yowdiov GIB2, tovifouv Om eivor oyeddv mavrote pn
petofarirdpevn pe mv mdpodo g nhkiag.

Eivar howdv avapevépevo and to mpoavapepBévia 6Tt ivar akOun moAD

Vopig Y10 v §YOVUE 60T s1KGVE KAV KAV dedopévav. Aappavovrag ds ’

o’ Oy 6T mpbkertan mepl evOg TPOoPATMG avokaAvpOiviog yovidiov eivar
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oiyovpo 6m n emompoviky xowdtta Ba ypencBel kdmoo ypovikd ddotmua
oVvTWg mm:e 10 CTOTEAEOHATA TWV EPEVVAV VA Eival EVPEWDG OTOSEKTA.

Te avtd Spmg Tov GAot o1 KAvikoi GOPPVOVV gival 1} armddoo TG HOPPNS
TOV  YPOPIKOV TAPACTACEWV TMOV OKOVOUETPKAV KAumoAmdv (ot TV
axovoypapudtov). Q¢ eni to mheiotov yia petadlayéc xar ota 2 AAANAGHOPPO N
YPOQIKT) TAPACTACT] TV AKOVOUETPIKDOV KOUTVADY EXEL EMNEIN pOPQPT) Y10 TO Eva
avTi, Evid 010 GAAo propei va mapovoudler eninedn 1 @Oivovca mopeia 1 propei
TavTdYpova vo mapovoudlel myv da eBivovoca khion kar o ta 2 e&etachévia
avnid. Zuvilbwg n Papnxoia avtdv Tov acBevdv dev apopd Tig xaunAés M péoeg
oVXVOTTEG KOL Y10 T0 AJY0 QUTO OL OKOVOUETPIKEG KauMOAEG dev éxovv avEovoa
xAion N popen U (Denoyelle et al. 1999).

Ocov _agopd Vv OepamevTik] QVTIUETOMOTN NG MM  GUVIPOUIKIG
vevpoasOnmipog apoopintikig Bapnxoiag eivar dedopévo 6T dev eivar dvvatdv
va anoxataotadel pe QoppokevTiky aywyn i xewpovpywkt avupetdmon. o to
ouYKEKPWEVO Adyo Tta Gropa avtd, kar wWwitepa to moudd, yprlovv ewduaig
exnaidevong. Iloté dev Oa mpémer va  Bewpnbodv avdmnpa aArd  vo
avipetomifovial o¢ pio bk opudda peroveknikdv atépov. Kdnowor Oélovv va
MOTEVOUV OTL PTOPovV va Bepodvial oav i PEOVOTNTO pe ek YAWoouK
katdotoon. Avougiofimra ov nepiocodtepol dexdpacte 6TL amotEAOVV ATopa
dpopenikd arrd ioa peta&d pag. O kipog Aowdv GEovag otov onoio Paciletar n
e exmaidevon-avnpetdmon 1ov Papikowv eivor cuvaptnon éxt pévo g
QKOVOTIKNG TOVG 1KavOTNTag, 6T0 PAcHa TV cuyvoTitwv g opthiag (500-4000
Hz), od\4 xar m8og GAhwv mapayéviov. Xapakmpiotikoi taphyovies eival: o) 1
wavotTa ophiag Kol LOIKA 1 KatavonoTn avtig, B) ot Suvatdémnteg exnaidevong
ompwopevn ot YPNON GKOVOTIKAOV eVIoYUCEQV 1) un, y) M wKavomrta
TPOCAPUOYHG GTO KOWVOVIKO TEPPAAAOV, §) 1) KOWV®VIKY] Kot TOAMTEWKT) TPOSTATIA
Kol €) N avayxkaio moAhEg Popég yuxoroyiky vroosthptn oVTwG dote Pdon ™G
cwoTi¢ ToVg Tadeing va eivar evkoAdTept) 1 €vTaEn TOVG OTO KOWVOVIKS GhVOAO.

H apdm npoonddewx mov yivetar yu Ty oTOEIddN £0TO OVTIHETOMOT
pikphv TpofAnudtev Bapnxoiag givar n avBépunT ToT0BEMOT ™G TAAAUNG ToW
and to avti avEdvovtag 10l EMAEKTIKA TNV EMEAVEW OVAAOYNG TOV AY®V
MOKOTTOVTAS EKEIVOVG TOL PoépovTan antd TNV Tow TAevpd. Q¢ apdTo Pripa o
BonBewa pe tEXVIKG pESA pmopel va BewpnBel n xpHon Tov akovoTKOV KEPATOG,

nov dev eivar timota dAho mapd éva yovi pe TOAD AERTO KOVIKG GKPO 1KOVO HOTE
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vo epappolel otov akovoTikd 7opo. H wavomrd tov dpmg evioyvong dev
Eemepvodoe 1a 20 dB 6tav 1 mnyn Tov Mxov Bpickoviav og andcTacn ueyoldrepn
7wV 5-8 cm and Vv Grpn TG Xobvnc. ZTig apyés tov 20 audve pe TV avakdivyn
™G Avyviag kevod (vacuum tube) spgavioTnxav Kol 10 TPOTO MAEKTPOVIKE
Bonbfpota. O peydrog T0vg OuwS OYKOG Kol BAPOG KoL GUGIKA TO HEYAAO TOVG
k6010G, dev Porifnoe ko mOAd oty efamhwon tovg. H mpdodog duwg g
emoTuUNG pe v PBedtioon apyikd Tav AVYvidV KEVOD Kol GTNV GUVEXEWL LE TNV
oApat®dn avomtoén Tov transistors kol TV Onpovpyio  oAoxAnpouévav
KUK A®PATOV, EAvoe oxeddv oAokANpOTIKE Ta TTpoimapyova mpoPAnuata. Opwmg
O€ TTEPITTDOCELS OUPOTEPOTAEVPTG Baprdg kKoxAKNG PBapnkolos To OKOVGTIKG sival
TPUAKTIKG GYPNOTO, £6TM KOL OV VIAPYEL £VO HIKPO OKOVOTIKG VAOAELPA. ZNUEPQ,
xpn oty 1EXVOlOYIKY] EmavAcTOot, Ol €AAeiyelg avtég eivan duvorTov va
vrokoTaoTafovv og onuavtikd Bubud amd to koyAakd epoutedpata. [pv axdpo
viver yvoot T @uooAoyio. TG OoKONG HE OAeg TG Aemtopépeieg, vmipEov
npoomdOeleg, £0Tm TVYAiES, NAEKTPUCOD EPEOIGLOV TOV AKOVGTIKOV VEVPOV, Bempla
v omv onoio. opileTon N Asttovpyio TOV KOYMaKAV gpeutevpdtov. [IpdTog
10 1751 o Bevwapiv ®payxiivog ’avacpépet MG 0 NAEKTPICUOG B pmopovoe va
nopdyer aobfoelg og Kw@ovs. Bacwdpuevog oty okéyn avti o 1790 o Alexander
Volta swdyovtag ota avtid 100 V0 petaAlkég paPdovg cvvdedepéveg pe
NAEKTPIKO KOKAWUA TePLypdoel aichnon cav Nxo vepov mov Bpalel. To 1957 om
TolAie ov Djourno kou Eyres mpoaypotomoiwodv tov mpdTo mAektpikd epebopd
AKOVGTIKOD VEVPOVL €L0QYOVTAG NAEKTPOdIO 610 £€6® 0vTl KOPOL acdevovs. Iapd
70 OTL 0 0.o0evig dev AMEKTNOE SLOKPLTIKY] LKOVOTNTO, EVTOVTOLS avTihaufavoviav
Tov puipd TV optMdv ko ghdyoteg SrovAraPeg AéEew. H mhéov olokAnpopévn
KOTOOKEVT] TOAVKAVOAODL KOYAMAKOD EUQUTEVUATOG TpayHaTomouidnke oTtnv
Avotparioa ond Tov @Toptvorapvyyordyo Greame Clark xor éktote 6Ao ko 7o
noAdmAoko  texvoloywkd emredypato Bonbodv o610 VO mopAKApmTOVTOL
KOTEGTPAMUEVD, TUNHOTA TNG OKOVOTIKNG 0800 (kau cuykekpipéva To TPLYmTa
KOTTOPO) OTEAVOVTOS MAEKTPIKG OYpaTo ©TO VYKEG axovoTikd vevpo (HAGdNg
2002). Avtd 6pwg mov Bo mpémer va tovicBel ot cvykexpyévn perén eival,
ovpewva pe v diedvr Bifloypagia, n karlitepn aviomdkpion TOV acOevav pe
vevpooloOntiplo.  mpoouAnmikly un ouvvdpoukn Papnkoie, o@edpEvn  GE
petolhayéc Tov yovidiov GIB2, oe tomofétnon KoxAaxoD ERPUTEVUATOS, GE GYEON

ue exeivoug t@v omoimv 1 vevpoarsOntipo Papnkoia opeidetol o€ oUVIPOUUKES
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popeés, evboptitpua BAaPn, mepryevvmmikodg 1) entkmtoug mapdyovies. AAAwote
gfvar yvwotd 61 1 npwteivy mov xwdikonoweitar and to petarlaypévo yovidio

GJB2, npoofdrher pévo ta Tpiywtd xvtrapa, exnpedlovrag v Pacuci Aettovpyla

—— TN
i AR e W L

avthv, evd 10 eMkoedég ydyyAo xat 10 akovoTikd vedpo mapapévovv dOikra.
Aucamé?kompéva Aoutév ov acBeveiq (Moyw tov petarraypévov yowdiov GJIB2)
nmapovordlovy peyadvtepn mpdodo omv xatavoénomn xat oy xpfion  Tov

A R

o

e T

POPOPIKOH AHYOV, XaTOMY TOTOBETNOTG KOYAMAKOD EUPVTEVROTOG CUYKPITIKA UE

hy k%ﬁgﬁ?ﬂixﬂ} SN B

exeivoug Twv onolwv 1 atrio Tov Tpoxdiese myv Papnkoia eival duvatdv va €xe

npokaréoel 0Tt xou puo. pikpY eyxepaiua) PAGPn (Fukushima et al. 2001,
Matsushiro et al. 2002, Green et al. 2002). Zagpdg 6uwg dev Ba mpémer va

|

napapréyovpe mAndhpa mopaydvtov, OTWG KOWVMVIKOVG, OIKOVOUIKOLS Kai
owoYevEWRKOUG 7ov ocupférlovv_ oty xalAitepn f un ofomoinon ToV
TEXVOLONKAV SUVATOTHTOV TOV EKACTOTE KOXALAKOD EPPUTEDUATOG,

Tnv paydaio 6pmg e&éAEn ¢ emomiung tdc00 oTOV TOMéR TMG
Brotexvoroylag, 660 xar 6tov Topéa TG YeEveTKg akohovOnoav, dnwg GAAwoTE
yivetar oxeddv mdviote, pwe mANBOpa mpofAnpdrev nbumg Swactdoewg. Amd
Thevplg Protexvoroylag, n yprion TV KoxAMakdv ep@uTeELpRATOV divel pev edmida
oe Baphxoovg, dpuwg o kdpog otdyog otov omoio amoPAiiémovv, v amndktnom
dnhadny emxowoeviag pfow g mpogopikig YMbooag, ovte emrtvyxbverar o€
oAoxANpoTiké Badud, ovte amoterel mavixew. Ta apofAipata avtd aviavaxiovv
™V 1EXVOAOYIKT Exppacn g Sapdyng mov ecnidletar oy b myv @don g
kbemong: eivar o xogol wa opdda avamipwv atdpwv pe avaykaia TV
nafoloyikomomuévny  avripsthmon ¢ wWwutepdémrag oL ApoPApaTog
(omonteirar dmradiy n xpion wipikdv nhextpovikdv Ponbnupbrev) 1 sivar pu
YAooown pewovémra pe Skl mg wropia, toMniopd, xovitovpa kot akieg, dmwwg
vroampilovv moAhoi and avtovg, Bewphdvrag wg dedopévo v dwamipnon Tng
dwpopenikdTTOG TOVg pe SagopeTikd cvOoHA eknaidevong Kol peta&d TOLvg
emxowvovia (Expddnon xeleoaviyvmong Kat vonpatikig YAbosag);

T tov 3¢ pdro ™G yevetikmg, ov 13éeg xar ov andyelg efvar €&’ {oov
nepuAeypéveg xat Sugaopéves. Iavtog morhoi xmpol Bewpodv 10 mpdfinua twv
KOYMOKGOV EPPUTEVRATOV EMIOCWV OE GXEoM pE TNV ETIPAOT TNG YEVETIKNG OTNV
xowwvia Tovg (Holmes 1997). O 1pénog pe tov omolo npoceyyiloviar noAlé and ta.
gpotipata Kweitar wavo omy Bw tpoxid ¢ Swpdmg Y To KOYMKE
ep@uTELPOTA. YTapyer o ohoéva avEavopevn Biploypagia, odupove pe mv
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omoia, 1 TPOoyEVVNTIKY ddyvedon yeveTik@v 1| GAAmV avepchdv oto £ufpvo Ba.
uropovoe vo amoterécel t Baon Yo pa Swcpriky petoygipion atdépwv mov {én
Covv M mpdkertan va yevvnBodv pe pa avannpio (Gillam 1999, Houghton 1994,
Davis 1997, Buchanan 1996). To {ftnuae dev eivar vo CTOMOTACEL 1| OXETIKA
épevvo, KaBhg avtd Ba amotehodos emkpdTnon TG MG axpaiog droyng évavt
™G GAMNG, aAd va Bpebel wo ypvon] Topn mov Bo. umopel xavels va phder yuo, v
KATATOAEUNOT TNG VAN Piog, XOPic ovTd vo onuaivel o apynTik avIipeTdOmTIoN
TOV QTOH®V OV Eivan avamnpa.

‘Eva and to o onpavtikd tpofAfuata mov eysipovon emiong agopd:

1) v Swevépysia Swaxomfg xvicewe o6e mepintwon mov Sayvachei 6L To
Kvo@opovpevo EuPpvo @éper yovidio vedbuvo Yo Papnxoio ko ot yovelg dev
emBvpoOY TV Yévvnon evog kw@od moadiov kot 2°%) e8dvoviag 610 avtifeTo dipo,
6mov yoveig Kmeoi embuopodv v eokeppévn dnuovpyio Papricoov Tékvov
YPNCOTOIDVTOG TNV SUVOTOTNTA TOL TOVG diveTar HEGW TNG YEVETUKNG TEXVOAOYING
(Antoniadi et al. 2001). Kot 6pwe, 660 xat va eaivetar mapdevo, vdpyovy yoveig
UE EWOIKES aVAYKEG OV EMBLUOVV VO, OTOKTHCOVV TadLd, Ue TiG 1d1eg WntepdmTES.
M tétow0 emBupia coedg sivar avenitpentn sdn Biysl Tyv pehhovrkr| avtovopio
7oV 1810V TOV TSIV, OTEVEDOVTAG TOV KOKAO T@V PEAAOVTIKGOV TOV eEmAOY®V. Mg
ada Aoy, mapafralet To dikaimpd Tov o€ Eva avorytd péAiov.

‘Eva emygipnuo mov avagépetor cuyvd eivar Tog opiopéveg nopepuBacelg
mov koBiotavior ePIKTEG He TN YEVETIK 7pdypatt amethovv éva omd  To
onuovtikétepo  otoyeia mov yoapokmpifovv v avBpdmvn Omoapén: v
moucthopop@io, kadag 1 eEEMEN evBappivel TNV Touckio kot Oyl TNV Opoopop@ia.
H xatamoréunon opwg Tov ortidv g drapopeTikdtTag BEtel og apiofnimon v
akio avtig tng mowthopopeios. Ilpéner icwg edd va avapepOel to apbpo I g
Owovpevikig Awaxfipvéng yw to Avpdmvo ovidiope kot ta Avlphmiva
Awardpata, to onoio opiler ta e€ng: To avBpdmvo yovidiopa amotekei ™ Pdon
™G OepeAiddovg evoTnTag OA@V TV HEADV TG avOpAOmIVIG 01KOYEVELDS, KAODE Kal
mv avayvopion ™G épeutng oflompénelag Kot mowkilopopeiag tove. Me ma
ovpPolkyy évvouwn, sivar n kKAnpovoud g avBpandtroc. Eniong 1o apbpo II
opiler: Kabe évog éxsr dwoimpo oefacpod g abompéneids tov xon TOV
Sikarmpdtov tov, avetaptnta omd Ta yeveTikd yopakmmpiotikd tov (Declaration on
the Human Genome and the Human Rights, UNESCO, 1997) (T'kapdvn -
IToraddtov 2000).
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ZYMITEPAXMATA

1. Méyxp npdopata 1 Bapnkoia ebewpeito éva eEarpetind ovvBeto mpdfinua,
Myo ™ extetapévng YEVETIKTG Tng £TEpoYEvelas. Av avaloyioOel xaveig o, 6oT
uéypr ofuepa dev ftav dvvatdv T meprocdtepeg Popég va dwamotwdel av n
andAiela ™mg axorlg opeiloviav oe mepfardovioroyikovg, eEmyeveis 1 GAlovg
YEVETIKOUG maphyovtes, i didyveoon tav aidv mov v pokdiesav xabiotato
npofAnuaniky xou xatd ocvvénewn dnuiovpyodviav zmpofAnquata Sy pévo oTnv
EYKUPOTEPN KOl QTOTEAECUATIKOTEPT TNG GVTIHETOMON, aAMd kot otv opBoTeEPN
npdAnyn ™e. H oaApat@dng dpwg avantuén g wtpikig emotipung xat e31k6TEPQ
™G KMVIKTIG Katl poptaknc YEVETIKTG Kat TG Brotexvoroyiag cupPaiier prlixd ot
avoyietomon  tétoov  eidovg mepurthoewv. Alwote 1 mpoondbewr  wOV
ovvteleiton ta tehevtaia 5-10 ypévia oV avayveon Kal xapToypaenon Tov
avBpdmvov yowvidubpotog (Human Genome Project) amokpurntoypapdvrtag
emtéhovg Tov pOAo kar v Acitovpyia twv 40.000 zmepimov yowidiov mov 71O
anaptilovv, pépver 610 PaG TNV TEphoTIo cLPPOAT kat EVBUVT TOV Yovidiov GIB2,
Kot Mg ovxvotepng petariayig avtov (v 35delG), otovg Kavkdoiovg otnv
mepinTOON ™G un OLVOPOMIKG  MPOOUIANTIKNG  GUQOTEPOTAELPNG
vevpoaisOnmpiov Bapnroiog.

2. Etvar mAéov yvoot 61 pévo n peydin cuyvotnto TV QCVURTOHATIKAOV
popéwv avtod atov EAAnviké mAnBuopd (nepinov 3,5%, ftor 1 otovg 28 ‘EAAnveg),
aAld xai 10 onpavtikétepo: 6T N petorlayn 35delG Tov yovidiov GIB2 Oswpeitar
vnevBuovn yw 10 1/3 zepimov TOV AEPTTOCEWV TOV TPOAVAPEPOEVTOG TUTOV
Bapnkoiag (omv mapovca perét) n petrardloy 35delG 1ov yowidiov GIB2
avevpédnke o10 44,4% tov ypopocopdtov 45 owoyevov nepumthdoewv (19
opdluywv kar 2 etepdlvynv) xar 610 30,6% twv Ypopocwudtov oe chvoro 165
onopadikdv mepurtd@oewv (45 opudlvywv xar 11 stepdluywv). Arkaoloynuéva
Mowdv xatatdooetal oav To Théov ouxvdTEPO Yovidro, vEHBVVO YU povoyovidiakii
na0on otov EAAnviké xbpo (Tlivaxag XI).

3. H emompovic) emPePaiwon tov dedopévov avtov €xer tephotia onuacio

60 and wTpikhg, 660 Kat amd KOWOVIKNG andyeng.
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i) Kat’ apyiv and wrpwfc andyeng eivon mhéov Suvatdv pe pio 1600 ands,
ypyyopn, oikovopux] kot @uowkd kaf’6ha afwdmot e€étaom vo éxovue Gueom
Siyvewon g artiag evag 1060 oNpavtikod TpoPANRATOG o8 évo. peydAho mocooTd
TV neputtdoenv (nepinov 610 1/3). Avtd kabioth ekt 6y pévo v Eykaipn
diubyvwon kar mBavi TpdAnym g, Yvopiloviag 4Tt 0 TPOYEVVETIKOG EAEYXOG TG EV
AMyo petarlaynig sivor epictog pe v Afum tpopoPidomg (ard thv 9" fng kor T
12" eBfdopdda xvficewg) /4 pe ™ AMyn apviakod vypod (157 pe 16" efdopada
kofoewg), aild kor ywati 6y pelovrikd po mbavi, pEco TG VITOCKOUEVNG
yovidukng Bepanciag, aviipetdmaong ™.

ii) Ocov agopl 10 0@éAn TtV TaoYdvVIV and xowwvikig droymg eivor e&iocov
onpovtikd. Ovowotkd pe o téco avddovn e€étaon mavovy va VIdKsWVToL GE
ayx®deg, emimOVEG Ko OWOVOMIKA aoONPOPES TOAMEG POpéC €EETACES Yo TNV
OVEDBPEST] TMV 01TV TOV T660 GTPAVTIKOD TPOPAARATOE TOVS, arAd T0 KopLdTEPO,
etvan og 8éom va yvopilovv kot va anopacilovv cuveldntd Yo 170 pEAAOV eV dumv
TOV QnOYOVWV TOUC,

4, H yevetikfy cupfovievtik] owoyeveidv pe @uowohoykods yoveig ko pdvo
évo, mawdi pe Papnkoio mapovsiole onpavtikég duokohieg péypt oripepa, AOY® TG
EMewyng plag aniig ped8oddov Tpocdiopicuod Twv petallaydv. L7¢ TEpLacoTepeg
REPINTOOELS Oev 1TV SUVATOV Vo avayvaplodel av 1 andAew akong NTav YEVETIKTG
npoéhgvong, Oedopfvov 6Tt mepPoriovrikoi kor Aol emyeveis maphyovreg
roailovv onuavtiké poéro oty mpoopdntiky Bapnkoia. Méxpt tpdopata 1 KOPOOT
gbswpeito éva eopetikd obvOeTo mPOPANUa AdY® TG EKTETOPEVNG YEVETIKNG
£TEPOYEVEIRG TNG. AVT I Groyn wotdoo €xet avaBewmpnBel pue v TEpLypaptn g
ouyviig petoddaynig oy mo cuviifn popen yevemkd kaBopiiopevng Paprkoiog,
™mg perarroyng 35delG oo yovido GIB2.
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YIIOMNHMA B

Evwuépoon npog 115 0WKOYEVEIEG RUAGYOVTOV KO POG ENAYYELROTIEG VYyeiag, ooV
aQopa Tv wpoomdnTuc vevpomsnmipw Bapnkoia, Ta aitw, Ty petddoon Twv
peTallaydv Tov yovidiov Tng ovvdetiviig 26 kv v SvvarémyTo Eykopng
Nayveorg auTdOV TOV HETTAMIYAV IE POPLOKT] EVAAVGT.

H ooBapny TpoouAnTIKR veupoaigOnTipia Bapnkoia (ammwAela > 40 dB oOTIg
ouxvoTtnTeg 0,5, 1, 2 kal 4 kHz) av dev diayvwaBei Kal avTIHETWTTIOOE! éykaipa
EXEl oBuVNPES ETTITITWOEIS YIA TO iBI0 TO ATOMO KAl TNV OIKOYEVEIR TOU OTO
ouvaIotnNuarike, KOIVWVIKO Kai eTTayyeAYaTikd emmimedo, MEIWVOVTAS TIG
TOavoTNTEG yia EMITUXH EVIAEN OTO KOIVWVIKG OUVOAO Kal au§avovtag 7o
ouvalgBiparTa amopdvwaong Kal avacpdaAeiag.

H éykaipn didyvwan BonBder otnv avarmruén Adyou, Kal ETTOPEVWG KWIIKA
ETTIKOIVWVIag Pe Toug akoUovTeg, pe TRV KatdAAnAn eidikn ekmmaideuon Kai
Xprion auyxpovwy TEXVOAoYIKWwY BonBnudrtwy.

Mepitrou 1 oTa 1000 maudid rapouaialer goPapr Bapnkoia. Ytrohoyiderar T
10 50% TWV TTEPITITWOEWY auUTWV, odEIAETAI OE YEVETIKA QiTIA KAl TO UTTOAOITTO
50% o€ efwyeveic PAaTTIKOUG TTAPAYOVTEG OTTWG O1 AOINWEEIS, WTOTOEIKA
dappaka, €xkBeon oe duvard Axo, Tpatpa K.ATT. Méxpr TpdTivog Sev rrav

duvarov va avayvwpliaboUv ol KAnpovouikég popdéc Bapnkoiag.

To 1997 avakaAidpOnke €va yovidio (n ouvderivn 3 kovelivh 26), ol
HETAAANQYEG TOU OTTOIOU GAIVETAI OTI EVEXOVTAI VIO £Va HEYAAO TTOOOCTO TWV
Bapnkoiwv yeveTikAg ¢uong. Mpodadareg peAéteg €deigav Om 1 oToug 28
"EAANVEG (3,5%) eival opEag Tou peTaAAaypévou yovidiou.

Emopévwg ouvioTaral o poplakdg €Aeyxog oe Oeiypa aiparog yia Tuxov
HETAAAQYEG TNG OUVOETIVNG 26 O€ OAEG TIC TTEPITITWOEIS veUpOoaIoBNTAPIAG
TTPOOUIANTIKAG Bapnkoiag, TTPoKeIuévou va OBEI YEVETIKN TULBOUAEUTIK OTIG
OIKOYEVEIEG TTOU PEPOUV HETAAAQYT) OTO GUYKEKPIHEVO Yovidio.
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H KAnpovouIKOTNTG Eival MPE TOV QUTOOWHOTIKO UTTOAENTOMEVO TPOTIO,
emopéVg edv Kai o1 dUo yoveig eival dopeic, éxouv 25% mBavéTnTa va
amrokrioouv Taidi pe aurd Tnv popdr Bapnkoiag.

Ma doouc yoveic To emBupolv UTTAPXEI BUVATOTNTA TTIPOYEVVATIKAG
Gldwwang (ki TPOANWNG pe TIPOKANTH BiakoTry KUNONG) Ot ETTOUEVES
" EYKUITOOUVEG, ME HOPIaKr avaAuon Tng ouvdetiving 26 ot TpodoPAdoTn N

QuVIaKO uypd. ‘
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IEPIAHYH Sl

Mepinov 1 ota 1000 mondud yevviodvron Baprixoa 1 avartdocovv cofapod
Boabuod Papnkoia xatd v duipkewn g woWdiKNG TOLg MAkiog. Me v i
apOuntiky ovyxvétnta (dnA. 1 ota 1000 woudid) avartbosovy cofopod Babuod
Bapnkoio. 1 Y¥avovv TANP®G TNV AKON TOVG TP aKOpo evnikiwdoldv. ‘Oco
Behtidvovton Opmg ol mopoxég ot dnpoowa vyeia, Ba pewdveron n cvyxvéThTo
Bapnkoiag Adye Aopwddv, wrpoyevav 1 aAlav otdv. EE dAov 1 Bedtioon g
KavOTNTAG Mg okpiods Sildyvmong Tov YeveTikdv dwtapaydv, 8o avéaver ™
oToLIAUITNTA TOV KANPOVOLIKAV TTOpayOVI®V ¢ ottidv Bapnioiag.

Béon twv emompovikdv dedoptvav, 1o 50% tov reputd@osav Bapnioiog
OTIS OVOTTUYHEVEG YXOPES, oOQeiletal o  yevetikés avouaiisc. Ex  tou
wpoavapepBEvTog m0cocTol, T0 30% amoteleiton amd CUVOPOIKEG HOPPES, EVD
o710 vréhowmo 70% (UM CUVIPOHIKOV HOPPDV) KOTOTAGCOVTOL [LE TOGOGTO TTEPITOV
77% o neputtdoelg ekeiveg Bapnioiag mov petafifalovior pe Tov avTocOUOTIKG
VIOAEIMOUEVO YUPAKTAPO, KOl UE TOGOCTO Tepimov 22% Ol MEPWINCES TOL
KANPOVOHOVVTOL [LE TOV OVTOCMUOTIKS ETIKPATOVVTO XOPUKTAPa. AkoAovBolv, pe
TOGOCTA TPOYHOTIKG TOAD Mikph, zmepimov 1% ov meputtdosig Papnkoiag mwov
KANPOVOROUVTOL PE PUAOCUVIETEG poppéc pneTadoong (X-linked), evd og 060010
pikpdtepo tov 1% ogeilovtar or mepumtdoelg Papnkoiog Adym prtoxovoprakdv
HETAALQYDV.

Metodhoyég 610 YOVIS0 TOL KWIKOTOLEL THV TPMOTEIV GHVOIESTG YACHOTOG
ocvvdetivn (xovegivn 26, GIB2) éxovv amoderybei wg ot xuping vaevbuveg Yo Trv
TPOOUIANTIKY) vevpoaoOnTipo un ovvdpopikn PBapnkoia oe dropo Kavxdotog
QLVAG. M onuelox petaArayn, n 35delG, gv@dveran mepimov yio 70 85% TV
petaddaypévav aAAnAopopewv otovg Kavkdsiovg.

O oxomdg g cvykexplévng HeAETng €ival o eviomopds tng HETAAAOYNG
35delG kot m perétn g ocvpfoAfg TG OV TPOOLANTIKY OpEOTEPOTAELPN
vevpoarsOnpia pn cuvdpouut Papnkoia o EAAnves acBeveic.

O1 210 deikteg emhéyOnkav pe Pdon TG AMAVINCES TOVG OE AVAAVTUKCO
EPMTNHATOAOYIO pe OKOMO vo. 0NokAEIGO0UV TOGO Ol GUVOPOUIKEG NOPOEG

Bapnkoiag 660 kor ekeiveg Adym mepiPaAlovToA0yIK®OV 1} 1OTPOYEVAV OUTLDV.
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-

H perodaoyf 35delG aveBpébnke oc 64 aobeveig oe opolvymtia xar o€ 13
oe etepoluywtia (ex twv omofwv 6nwg mpoExvye o€ mEpauTEp peAém 7 frav
ovvBetor etepoluydteg, dnradn oto do yovidio mapovoudletan kor devtEPN
petaAdayn Swagopetikt) and v eheyybrica 35delG).

-Ex tov ovvélov 1ov 64 opdlvywv 26 £’ avtdv eivar omopadikeg
neputtoei ko 11 €€’ avtdv eivor owoyeveig nepurtdoes pe Bapic pnopetig
Bapnk;)‘ia mov umopei va @Baver £mg xat v kdewon. Emiong 15 €&’ avthv givan
onopadikég nepumtdoel; kar 7 owoyeveig pe coPfapov Pabpod Popnkoia, 4 £’
avtdv eivor omopadikég meputtddoelg petpiov Pabuov Papnkoiog ko téhog 1
OWKOYEVTIG TEPinTOGN UE Wt HopPT} Paprkoiag.

‘Ocov agpopd Tovg cvvBeToug etepoluydteg, Yo Tovg Popeig ™G HETAAMXYNG
R184P: avevpénoav 2 nepuntdoerg pe Bapuig poperig Papnkoio 1 kar kdewon (ex
TV omoiwv 1 givan ovtopa&;ﬁ Kat 1 oKoyevig), yur Tovg QOpeis ™G HeTaAAaYTg
W24X: avevpétnoav 2 acpumtdoeg pe Pabud Papnroiag oy pev po nepintwon
Bapuig popeinc, otn de devtepn coPapod Pabuod (ko or 2 mepwrTdOoeg sivar
'cmopa8ucég) Kol yie Tovg @opeic g upetariayng LIOP: avevpébnoav 2
nepurtoel;, pia pe petpiov kot pia pe coPfapod Pabuod Papnkoio (ko o 2
nepurtdoe; eivar omopadikég). Emiong o odvBetog etepolvydtng, @opéag g
petardayng 291linsA aviikel oV KaTYopi TV OTOPASIKAOV TEPIMTOCEWV LE
Bapuig popeng Papnxoia | kdPwon.

Télog o1 133, ex Tav 210 g€etacBivimv, otovg omolovg dev avevpédnoav
petadrayég tov yovidiov GIB2 amotehodvtar and 63 omopadikég kou 9 owkoyeveig
m—:[;und)calg pe Papig popeng Papnkoia § xd@worn, 23 omopadikéc xar 5
owKoyevelg nepuwttdoe; pe coPapod Pabuov Papnxoia, 11 omopadikéc xar 6
owoyeveig nepurtdoes pe petpiov Pabuov Papnxoia ko téhog 12 omopadikés
TEPITTMOOELS Kal 4 owkoyeveig pe fimov Babuod Bapnxoia.

And otatiotikig dmoyng 1 petariayn 35delG tov yovidiov GIB2 Bpébnke
010 44,4% 10V YPOUOCWHATOV 45 0IKOYEVOV TEPITTOGEWV HE HT) CUVOPOULIKY)
npoopunTikn vevpoarodnmipua Papnkoia (19 opdluywv kar 2 etepdluvywv) xatl 6To
30,6% twv ypopocopdtwv 165 onopadikdv nepurthoewv (45 opdlvywr ko 11
gtepdluywv).

X H peyéin ocoxvémra tov DFNB1 témov omv tpoopdntixy un ovvdpopikni
vn;)vemépsvn vevpoawsOntipa Papnxoia vrwodnidver ét moAMG Gtopa oTOV
yevikd 7mAnbvopd elvar aocvpmtopatikoi @opelc. Avtd emPeParddnke oe
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mponyoduevn pehétn amodekvdoviag OTL 1 ovxvotnto @opiémv orov EMnvikd
anBoopd eivar nepimov 3,5%, ot 1 otovg 28_’E?vaeg gival OCVPTTOPATIKOG
popéag Tov petorhaypévoo yovidiov GIB2.

Evd péypr mpoéopara mn Papnxolo ebewpeizo évo eorpetikd obdvlero
npéBAnpa Moym g exteTapéng YeveTikig ETEPOYEVELNS, NE TNV Tapooa PEASTH
TovifeTon 1 aveyKodOTNTE TOV HOPWKOD EAEYXOV T@V OTOHOV OVThOV Adymd TG
OmapEng evég petoalaypévov yovidiov oe anposdoxnta peyddn cvxvétnto. oTOV
EMnviké tinboopud.




ABSTRACT

Approximately 1 in 1000 children is affected by severe or profound hearing
loss at birth or during early childhood (prelingual deafness). At least 50% of the
cases in developed countries are attributed to genetic defects, Genetic deafness is
divided into syndromic forms, in which hearing loss is associated with a variety of
other anomalies, and in nonsyndromic forms. The nonsyndromic forms of deafness
account for 70% of deafness with genetic etiology.

Mutations in the GJB2 gene encoding the gap junction protein, connexin 26,
have been shown as a major contributor to prelingual nonsyndromic deafness, with
one point mutation (35delG), responsible for the majority of mutations detected in

_the GJB2 gene in Caucasian populations.

The aim of the present study was to determine the prevalence and the
spectrum of GJB2 mutations in nonsyndromic prelingual deafness in the Greek
-population.

In collaboration with the major referral centers for childhood deafness in
Greece, patients were examined by an extensive questionnaire to exclude syndromic
forms and environmental causes of deafness and by allele-specific polymerase
chain reaction (PCR) for the detection of the 35delG mutation. Patients
heterozygous for the 35delG mutation were further analyzed, in collaboration with
other laboratories in Greece and Europe, with direct genomic sequencing of the
coding region of the GJB2 gene.

A total of 210 probands (3:108 and Q:102) with prelingual sensorineural
bilateral nonsyndromic deafness were studied. Biallelic GJB2 mutations were found
in 64 patients homozygous (35delG/35delG) and 7 compound heterozygous (with 2
different mutations in the same gene, the first one being the 35delG and the second
one: in 2 cases the L90P, in 2 cases the W24X, in 2 cases the R184P and finally in 1
case the 291insA). The 35delG mutation was found in 44.4% of the chromosomes
in 45 familial cases of prelingual nonsyndromic deafness (19 homozygotes and 2
heterozygotes) and in 30.6% of the chromosomes in 165 sporadic cases (45
homozygotes and 11 heterozygotes).

- Among the 64 patients with 35delG homozygosity, 37 had profound hearing

loss (deafness), 22 had severe, 4 moderate, and 1 mild hearing loss.
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Until recently, deafness was thought to be a highly complex problem due to
extreme genetic heterogeneity. This complexity has now been greatly reduced since
the description of a very common mutation (35delG in Caucasians) in the most
common form of genetic hearing loss (DFNB1). This should enable an easy DNA
diagnosis, carrier detection, and prenatal diagnosis in a high proportion of cases.

In conclusion, GJB2 mutations are responsible for a large proportion (about

one third) of prelingual bilateral nonsyndromic deafness in the Greek population.
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