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leveukn Baon kanonBous eotiakns emAnyias pe
KEVIPOKPOTAPIKES aixpés (PoAavdeios emAnyia)
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MNepiAnyn

H kadonBns gotuakn emiAnyia pe KEVIPOKPOTAPIKES aixpés (PoAdvoeios emiAnyia) Bewpeital 10 ouxvOTEPO
enmAnnukd olvopopo s naidikhs nAikias. Lnv nAglown®ia twv eNANNTUKOY OUVOPOUWY CUPUETEXOUV Mo-
AunAokol yeveukol pnxaviopol. Ta teAeutaia xpdvia éxouv neplypagei petanndgels yovidiwv nou eAgyxouv tn
dleyepoIudINTa TV VEUPWVWY. Npdodates avagopés otny mbavi cupuetoxn twv yovidiwv BDNF kal ELP4
oty Slapoponoinon Kal JETAVACTEUON TWV VEUPIKMY KUTIdpwV avoiyouv 1o 6pdUO yid Ty Katavonon s
noAUnAokns yevetkns BAons twv ECTUAKWY eNANATIKOY ouvdpopwy tns naidikns nAikias. Qotdoo, yia 1 ou-
xvétepa kadonBn 16ionabn emAinnukd clvopoua tns naidikhs nAikias avapévoval véa dedopéva.

Né€eis kAe1dia: Ponavoeios, yeveukn, ELP4, BDNF.
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Abstract

Benign Partial Epilepsy with Centro temporal Spikes (Rolandic epilepsy) is considered to be the most com-
mon childhood epileptic syndrome. Most epileptic syndromes have a complex trait of inheritance. In recent
years, different mutations in genes that control the excitability of neurons have been described. Recent re-
ports on the involvement of the BDNF and ELP4 genes with possible roles in neural cell differentiation and
migration have provided first insights into the complex molecular bases of childhood focal epilepsies. How-
ever, in the most common idiopathic benign childhood epilepsies, major breakthroughs are still awaited.
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Eicaywynh

O1 onacpoi gival cuvéneia s avopanns kal unep-
BoAikns BIEYEPOIPOTNTAS TWV VEUPDVWV TOU EYKEPA-
dou. Avanoya pe tnv NEPIOXN Tou gykePAanou nou
AappPdvel xwpa n avodpain nAekTpikh SpaonPIdTN-
10, 10 KAIVIKG CUPNTOPATA WV OrNacPoy prnopouv va
nepidapfdavouv kivnukés 1 alobnukés diatapaxés, &i-
QTapaxés Tou ouvaloBNPaTos, TS cUPNEPIPOPAS, TOU
eningdou ouveidnons. Lus NEPICOOTEPES NEPINTWOEIS
ekdbnAwvovtal ws cuvduacuds kanolwv h AWV Twv
avwtépw. Autd ogeifetal otn Seutepoyevh petadoon
Kal yevikeuon tns avapanns nAekTpIkns dpaotnpio-
tas og ANAEs NEPIOXES TOU eykedanou N oto ouvo-
A6 tou (1). H évap&n twv onacpwy o€ Nocootd pe-
yanutepo and 50% twv nepMtioswy oupPaivel oty
naibikh nAikia Kal 1o N0oootd voonpdtntas avEPXE-
101 0g 0,7-1% (2).

Me tov 6po enmiAnyia kAIVIKG PEXPI CAPEPA Xapa-
ktnpiape tous unotponidlovies anpdkANTous ona-
opous. Etal, e Bdon tov opiopd nou npotdbnke anod
v Aiebvh Enitponn EnmiAnyias (International League
Against Epilepsy - ILAE) 1o 2005, ws eniAnyia opide-
a1 n katgotaon n onoia nAnpoi us €§hs cuvBnKes: a)
IoTOPIKS €vds TOUAAXIoTOV eneicodiou onacpwy, PB)
undpxouca diatapaxn tns eykepanikns Agitoupyias
nou npodiaBétel yia peAfovukh enaveppavion ona-
OpMYV, Kal'y) OUVUNAPXOUCES VeupoRionoyikés, yvwaot-
KES, YUXOAOYIKES KAl KOIVWVIKES ENIMTMOEIS OTOV a00e-
vh (3). Me Bdon to véo opiopd Sev anarteital IoTopIko
2 enelcodiwv onacpy, eva nodnanid ensicddia eni-
ANNUuKOV onacpwy nou ogeidovial o OIAPOPETIKES
artes otov 1610 aoBevn dev opilovial ws emAnyia (4).

Yndpxouv noAnd emAnnukd ocuvdpopa, o kabo-
pIopos twv onofwv eCaptdtal anod to €idos twv ona-
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opv, v nAikia otnv onofa eygavidovial ol onacpol,
10 nAektpogykepanoypaPikG EUpAPATa, 1a eUphpa-
10 anod  Veupoaneikdvion, ta cuvodd cuunuata
Kal To olkoyevelako 10topikd (5). H onpaocia tou ka-
Bopiopou tou eniAnNukoU cuvdpdpoU and To onoio
ndoxel 0 aoBevhs, eival e§aIpeukd onuavtkh yia 1o
€idos tns Bepaneias n onoia Ba epappoadel kar tnv
npoyvwon. Xtnv nAsioyn®ia twv eNIANATKWOV CUV-
OpdUWV CUPPETEXOUV NOoAUNAOKOI YEVETKOI Unxavi-
opof. loxupés evbei€eis yia tnv Unapén yeveukns Baons
s eniAnyias NpokUNTouv Kupiws and PeNETEs O Ol
Kovéveles pe PoAdvoeio eminyia. Qotéoo, n akpiBns
yeveukn Baon tou eniAnnukoU autol cuvdpduou s
naidikns nAikias Nnapapével Gyvwotn Péxpl ohiepa.

KafonOns ecuakn emiAnyia pe
KEVTIpOKpotaQIkés aixpés (PoAdvoeios
emAnyia)

H PoAdvdeios eminyia (kanonBns eotiakn eniAn-
Wia PE KEVIPOKPOTAPIKES aIxpEs-Benign Partial Epilepsy
with Centro temporal Spikes-BECTS) avhkel ota 1610-
nabn eniAnnukd cuvdpoua kal gival éva anod ta ou-
xvotepa eniAnnukd ouvdpopa s naidikhs nAikias.
Ynonoyiletal 6t 10 N0oooTo s avépxetal og 8-20%
o6nwv twv naidikav emdnyidv (6,7). MNapd 1o yeyo-
vOs OU undpxel I0Xupn yevetkn npodidBeon o nai-
016 pe Poddavoeio emiAnyia, o kaBopiopds CUYKeEKPI-
Pévwv yeveukmv napayoviwy 6ev éxel nAnpws Oleu-
KpIvioBel péxpr onpepa (8). Qotéoo, ta naboyvwpovi-
K& niektpogykepanoypa®ikd EUpNata Tou cuvdpo-
pou, 6nAadn n kataypaph ectakwy afoloswy and
oupnAéypata aixphs-KUPatos otny KEVIPOKPOTAPIKN
neploxn (Centrotemporal sharp waves-CTS), éxouv
oapnh yeveukn Baon (9).

O1 emAnnukes kpioeis twv naididv pe PoAdvoeio
eniAnyia epgavidovtal katd npotiynon, otn S1dpKela
Tou Unvou, apéows Petd tnv katdkaion (45%) h Aiyo
npiv 1o Eunvnua (30%) kal eival pePovwPEVES h OU-
vexels. MpOKeItal yia aioBNTUKOKIVNTKES E0TIAKES KPi-
O€IS OTNV MEPIOXN TOU NPOCMMNOU Kal papuyyda, apo-
pOoUV 10 éva NUIYGPIO TOU NPOCWOoU, Undpxel oleNop-
pola kal /h duocapBpia. O1 kpioels apxiCouv cuvhBws
pe aioBnukés diatapaxés ins yAmooas, s €0w Eni-
@AVEIas TNS NAPEIAs N Tou XeiNous Kal PJEPIKES POPES
yevikeuovtal. O aoBevhs ouxvd Siatnpei tn cuveidnon
tou, Eunvé annd Gev pnopei va piAhoer. Otav n kpion
yevikeUetal, 1ote undpxel kal andnela ouveidnons. H
payvnukn topoypagia (MRI) eykepdnou sivar puoio-
doyikh ot 97% twv nepintwoewy (10). To nAgktpo-
eykepanoypapnua (HEN) epgavilel otnv KEVIPOKPO-
TaQIKN Neploxh eotiakés annoloels and oupnAgypa
aIXpNs-KUPATos, Ol onoies unopel va epgavifouy taon
€MEKTAONS OTO OUCTOIXO NPIOPAipIo h téon yevikeuons
(11,12,13). H npéyvwon s gival euvoikn, kabBws au-
tépatn iaon napatnpeital oto 98-100% pe v évapén
s epnPeias. NMa 1o Adyo autd nondoi unootnpiouv
6u og noffous aoBeveis dev gival avaykaia n avue-
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mANNTUKA aywyn. Xus NEPINTWOEIS UE OUXVES KPIOEIS
nou enidpolv apvnukd otnv kKaBnpepivotnta tou pi-
KpoU aoBevous n avueniAnnukh aywyn Kpivetar ana-
paftntn. ©epaneia ekAoyns Bewpeital n kapPapadle-
nivn 1 o€ukapPBapadenivn, wotdoo, undpxouv 6edo-
péva nou unootnpifouv tnv niBavih duopevn C€NIEN
TOU OUVOPOHOU AUTOU PE T CUYKEKPIPEVA avueniin-
nuKd, kabws avagpépetal éu n kapPapadlenivn yno-
pel va npokanéosl auénon tns cuxvotntas karl S1éxu-
N eviénion twv nabonoyikwy eupnudtwy o€ naidid
pe PoAdvoeio eninnyia. MNa v ano@uyh ts duope-
vous auths enidpaons avagépetal otn BiAioypapia
n xpnon tou BafnpoikoU o&os évavu s kapPapa-
Cenivns (5,14,15).

H veupo@uoionoyia tns dieyepoipdtntas

TWV VEUPIK®OV KUTIAPWV Kal tns avapafns

emiAnnukns Spaoctnpiétntas

O1 veupaves eppavidouv diagopd nAgktpikoU du-
VAUIKOU PETACU ToU €EWTEPIKOU Kal E0WTEPIKOU KUT-
TapIkoU xmpou nou ovouddletal yepPpavikd duvapi-
K6 kal kaBopiletal and TS CUYKEVIPWOEIS TWV 16VIWV
K*, Na*, CI-, kar Ca*? pyéoa kar €€w and 1o kUTapo,
o6nws Kkal v vOOKUTIAPIKA Napousoia twv apvnukd
popuopévwy Npwteivay. Otav o veupwvas de Géxetal
NPOCAYWYES WOEeIS EPPaviCel otaBepd duvapikéd nou
ovopddetarl pepPpavikd duvapikd npepias kar kupai-
vetal and -60 €ws -90 mV . To duvapikd npepias OI-
atnpeital otaBepod kupiws péow s avidias Na* - K+
(16). H enikovwvia Yetaty twv VEUPWVWY Npaypa-
TOMOIETal JEOW CUVAYPEWY MOU OTO KEVIPIKO VEUPIKO
ouotnpa ival duo €1dwV: ol NAEKTPOXNHIKES OUVA-
yels, ol onoies Agitoupyouv pe T pecondBnaon pias
e161kNs ouoias, tou ovopalduevou veupodiafifaotn,
Kal oI NAEKTPOTOVIKES CUVAYEIS HETAEU TV VEUPDVWV
nou enitpénouy v dueon 6iodo 16viwy petaty yeito-
VIKQV veupwvwy (17). O1 veupwves avanoya e to €i-
bos tou veupodiafifaocth nou eNeuBepvouY Otn OU-
vanukh oxioph diakpivovtal os SleyepukoUs Kal ava-
otadukous. H avtdia Na* - K+ anotedei tov kUpio pn-
Xaviopo6 enavapopds s I0VUKAS I0opponias dikhxvo-
vtas 16via Na+ kai eilodyovtas 16via K+. Emnpooe-
1a onpavuké poéno gaivetal va €Xouv Kal Td YEIToVIKA
veupoynolakd kUTtapa ta onoia dpouv ws onoyyol ,
anopPOPVIAs v nepiocela twv 1I6viwv K+ (16,17).

Ma tnv npokAnon s eykepanikhs duopubuias n
onoia ekppdadletal KAvIKG ye v ekdANwaoN onacuwy,
duo €ival ol anapaitntes npolnoBéceis: a) n unepdi-
EYEPOILOTNTA Kal B) 0 UNEPOUYXPOVIoUSs evés nAn-
Buopou veupikdv kKuttdpwy. H unepdieyepoipdtnta
AVAQEPETAl OTNV UMEPUETPN ANAVINON-eKPOPTION TOU
VEUPIKOU KUTtdpou og OIeyepTKN veupikh on. Eni-
ons n €E0UBETEPWON TV avacTtaNTUK®OVY PNXAVIOUMV
pnopei va 0dnynoel og Kataotdoels xpovias unepole-
yepoipgétntas. O UNEPOUYXPOVIOPOS QVAPEPETAl 0NV
ouvaBpoion peydiou apiBuoU VEUPIKWDY KUTIdpWY Td
onoia gpgavifouv avwpanes kal noAAannés ekpop-
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tioels. Qs mBavotepol Pnxaviopoi avagépovial a) n
avpadn cuvantoyéveon (dendritic sprouting), B) ol
diatapaxés twv 1dvIwy tou eEwkuttapiou nepiBanno-
vtos (16,17,18).

Feveukn Bdon tns emiAnyias

Meploodtepes anod 50 yeveukes BECEIS EXxOuv CUOXE-
uotel yéxpl onpepa pe ta didpopa 16ionabn emAnnu-
K@ olvOpopa. Lt NAsioynia TOUS Of YEVETKES AUTES
B¢oeis anotedouv yovidia nou pubuilouv n Asitoup-
yia wv diauAwv Na*, Ca*? kar ClI kaBws kal yovibia
nou oxetidovtal e unodoxeis veupodiafifactdv onws
s aketuAoxonivns Kal Tou y-apivoBoutupikoU o&é-
0s (GABA). Kanola ané ta yovidia autd Bewpouvtal
ou éxouv peiCova péno otn naboyéveia evos emAnmu-
KoU ouvbpopoU 1o 0onoio Kal Xapaktnpidetal ws po-
voyoviSiako emAnnukd olvopopo. Xta povoyovidia-
K& eniAnnukd ouvépopa cupnepinapBdavovtal ol Ka-
AonBels OIKOYEVETs VEOYVIKOI-BpEPIKOi onaopoi, auto-
OwpaTKA KUpiapxn VUKTEPIVA eniAnyia Tou petwniai-
ou NoPou, yevikeupévn emAnyia ouv NUPETIKOI omna-
opoi, Bapid puokAovikn eniAnyia s Bpeikhs NAIKI-
as, naidikh apalpeukn eniAnyia, NUPEUKOI oNAcof,
autoowpatkn Kupiapxn veavikh puokdovikn eniin-
wia, 161onaBns yevikeupévn enmAnyia, aUTOCWHATKN
Kupiapxn eotiakn eniAnyia e akouotkn aupa, vVeavi-
KA puokAdovikh eniAnyia, YeVIKEUPEVO! TOVIKO-KAOVIKOf
onaopoi. Qotdéoo, otnv nAsioYneia twv eNANNTKOV
ouVOPOUWY CUPPETEXOUV NoAUNAOKOI YEVEUKOI pNn-
xaviopof nou ouvenidpouyv pe nepiBaniovtkous na-
PAYOVTIES YIa TNV EUPAvIoN NS vVOOOU.

Mengtes oikoyevelak@v Oévipwyv katadeikvUiouv
o6t 10 5% twv aoBevav pe 16ionabn enidnyia €xouv
ouyyevh a’ Babpou pe emAnyia, evad penétes 816U-
pwv deixvouv NoAu cuxvotepn cuvdnapén s eniAn-
wias og povoluywtukous (€ws kal 40-50%), os oxéon
pe 6i1uywukous d1dupous (ws 10-15%) (19,20,21).
Extés and us penétes 616Upwv, ol penétes avanuons
olkoyeveldv pe noAdanAdd vooouvta pénn anotélecav
HEXPI CNUEPO OUOIAOTKA TO KUPIO PECO OTNV €PEUVA
WV povoyoviOIakmV aoBeveItv PE OKOMNO TOV EVIO-
niopd tou niBavou aruodoyikou yovibiou oto onoio
Ba evionioBei n popiakn BAdPN. H uébodos auth &i-
val anoteAeopatkn yia povoyovioiakes eniAnyies ol
onoigs kAnpovopouvtal PE Tous vopous tou Mendel
Kal ous onoies to uneuBuvo yovidio €ival Ikavd and
HOVOo Tou va npokanéoel tnv vooo. AUCTUXWDS GUWS Ol
NepIooOTEPES NEPINTWOEIS 6ev akoNouBouv Tous Vo-
pous tou Mendel kal oUte ta oxeukd yovidia €xouv
1000 10XUph dpdon wote va npokadolv and péva
T0Us T vooo. XuvhBws anaiteital n cuvdnapén nof-
Adv yovibiwv kaBms kal n oupfodn nepiBaniovu-
KWV napayoviwy. TENOS Ol YEVETKES PENETES CUOXET-
ONS OUYKPIVOUV TN ouxvOtNTa PAVIONS OUYKEKPIPE-
vwv yovotinwv h adAnAépopewy yovibiwv os opd-
ba aoBevv kal og opdda efgyxou. Eva addnnio n
yovidio Bewpeitar éu oxetiCetal pe t véoo 6tav n ou-

xvétnta tou diagépel ous Guo opddes o€ tétolo Bab-
pO MoU va un PNoPEi va XapaktnpIoTtel OTaTUOTKA TU-
xaio yeyovos (22,23,24).

To 1985, o1 Dalla Bernardina kai ouvepydtes pené-
tnoav 260 acBeveis katatdooovtds Tous ous 6Ns Ka-
nyopies: BECTS (62%), kanonBns yuxokivnukn eninn-
wia (10%), kanonBns eniAnyia 1viakoU AoBou (7%),
domd emiAnnukd ouvopopa (20%). Mapathpnoav 6t
v Ioxupdtepn évbeitn yia yeveukn Bdon tns eninn-
wias gixav ol oikoyéveles pe BECTS (9). Méxpl ohpepa
20 yovibia €xouv evoxonoinBef yia tnv eupdvion eni-
Anyias, oupnepifappavopévwy twv yovidiwv BDNF,
CHRNA7, GABRG2 and GABRA1 (25). Mio npdéo®a-
€S penétes unootnpifouv TNV CUPHETOXN TWV YOVI-
biwv SRPX2 kar ELP4 otnv naBoyévela twv 0TaKDV
enANNuk®V cuvdpdpwv tns naidikhs nAikias and v
nAgupd NS YEVETUKNS, avoiyovtas véous opilovies otnvy
noAunAokn yeveukn Baon s emAnyias.

H KAnpovouIKOTNTA TwV KEVIPOKPOTAPIKDV
oupnAgypatwyv aixpns-KOpatos
(Centrotemporal Sharp Waves-CTS)

Ta naBoyvwpovikd nAektpoeykePanoypapikd eu-
phuata os naibid pe PoAdvdeio emidnyia, dSnAadn
n Kataypa®n ecuakdv affolidoswy and cupnngy-
HaTa aIXpNS-KUPAToS oTtNV KEVIPOKPOTAPIKN MEPIOXN
(Centrotemporal sharp waves-CTS), énws avagép-
Bnke éxouv oapn yeveukn Pdon (9). Mondof epeu-
VNTES dianiotwoav v Napoucia KEVIPOKPOTAPIKWDY
QIXUNP®V KUPGTwy oto nAektposykepanoypdenua
ouyyevav acBevav pe Ponavbeio emiAnyia, yeyovos
nou evioxUel Tis Bewples yia yeveukn PAon tou ouv-
dpodpou, wotdoo o akpIPns TUNos KANPOVOUIKOTNTAS
napapevel Ayvwortos.

‘H6n and to 1964 ol Bray kal Wiser napathpnoav
OT 10 KEVIPOKPOTAPIKG aixunpd kUpata akodouBouv
autoowpatkéd kupiapxo tpdno petafifaons pe uynin
annd atenn dieiocbuukotnta, evd 1o 1975 o Heijbel
avagépel 6t 10 34% twv ouyyevav acBevav pe Po-
Aavoeio emAnyia epeavidav Us XapakNPIoUKES NAe-
Ktpogykepanoypagikés avwpanies (26,27). To 1997
ol Doose kal ouvepydtes dianiotwoav 6t 10 14% twv
OUYYEVDV A0BEVV PE KEVIPOKPOTAPIKA aIXUnpd KU-
pata €ixav napdpola nAktpoeykePpanoypaPika eu-
phuata o€ Siaypdupata eyphyopons (28).

H npwtn ané us peigtes ouvdeons tou yovidihua-
10s (genome wide linkage studies) n onoia €édwog Be-
ukd anotedéopata gyive 1o 1998 and tous Neubauer
Kal ouvepydtes, ol onofol PEAETMVTAS 22 OIKOYEVEIES
naidiv pe PoAdvdeio emiAnyia ava@épouv CUOXET-
ON TOU XPWPOOWMATOSs 15q14 pe us XapakinNPIOTKES
nAektpogykepanoypapikes avwpanies tou ouvopo-
pou (29). Ze pia nio npdopatn peAéwn oi Bali kal ou-
VEQYATES PENETVTAS TN petaifaon twv NAEKTPOEYKE-
@anfoypa®Ikwy eupnudtwy os 30 ouyyeveis aoBeviv
pe PoAdvdeio eninnyia, katéAn&av oto cupnépacpa
0T 0 deiktns cuykANpovOUNoNs Twv NAEKTPOEYKEPA-

Neuporoyia 22: 1-2013, 6-11



levetkn Baon kadonBous eotiakhs emAnyias Ue KEVIPOKPOTAPIKES axuEs (Pondvdeios emidnyia)

Aoypagikv avwpanicov Atav uyniés (nepinou 0.48)
Kal evOEIKUKOS PHOVOYOVISIOKANS AQUTOCWHATKAS KUPI-
apxns petaBifaons pe upnAn dieicbutkédtnta (30). Le
gia aképn nio npdoeatn pedén ouvoeons tou yo-
vIOIuatos and tous Strug kal ouvepydtes Ppébnke
IOXUPN OUOXETUON ToU Xpwpoowpuatos 11p13 kar tou
yovidiou Tou cupnAgyPaTos NPWIEIVWOY EMNPAKUVONS
(Elongator Protein Complex 4- ELP4) (31). Ta anote-
Aéopata tns penétns autns ocuvnyopoUv UMép tns Ye-
VETUKNAS Pdons ths PoAdvoeiou emAnyias kar CUOXET-
Couv 1o yovibio ELP4 pe tnv naBoyéveia tou ouvdpo-
HOU Kal TNV EPRAVION TwV XAPaAKINPIOUKMY NAEKTPOE-
ykepanoypa®ikwv avwpanidv o aoBeveis ye PoAdv-
oe10 eniAnyia. Xe napdpola cUUNEPACHATA UMEP NS
OUCXETONS TOU XpwHoomPatos 11p13 pe tnv epeavi-
0N TWV XAPAKINPIOUKWV NAEKTPOEYKEPANOYPAPIKDV
avwpadiv og aoBeveis pe Pondvoeio eminyia katé-
An&av 10 2010 o1 Pal kal cuvepydites pe penétn olv-
beons Tou yovISIMPATOS O OIKOYEVEIES A0BEVWV PE
PoAdavéeio enidnyia (32). ZUp@wva PE Mo npdo@atn
peN€tn twv Vears Kal CUVEPYATMY OTNV OMnoia CUPE-
teixav 53 aoBeveis pe Pondvdeio emiAnyia, to kadén-
Bes autd eniNnnuké ouvopopo akoAoubei To povié-
Ao noAduyovidiakns kKANPOVOUIKOTNTAS. XUPPWVA HE
10 anotenéopata nou npoékuyav and n cudnoyn ye-
veanoyikmv 6edopévwy €ws Kal oUYYeVeis Tpitou Bab-
pou, 10 9,8%, 3% Kkal 1,5% tou ouvdAoU TwV CUyYeE-
vV Nptou, 6eUtepou Kal Tpitou Babpou avtiotoixa
EUPAvIcav ENIANMTKES KPIOEIS.

Ye avtiBeon pe ta nponyoUpeva anoteféoparta, os
NOAUKEVTPIKA Kal OXEUKA NPOoPATN PEAETN Nou ne-
piAduPBave povoluywtkous kal difuywtkous O16U-
pous and 4 diapopetkés xwpes (ONNavdia, Auotpa-
Aia, HNA kar NopBnyia), e didyvwon tns Poddvoeiou
eninnyias otov évav andé tous 6uo didupous, o deiktns
ouykAnpovopnaons Bpédnke pndevikos, yeyovos nou
unodnAiwvel éu kanolos dndos MBavov nepifaiiovu-
K6s napdayovtas naicel onpavuké péio oty ekdhiw-
0N TOU CUYKEKPIPévou eniAnnukoU cuvdpdpou (33).

®aivetal Aoinév Nws av Kal ol KAaooIkés NAEKTPO-
eykepanoypaikés avwpanies tns Poddvbeiou eniAn-
wias éxouv oapn yeveukn BAon, wotdoo yia v ek-
dnAwon tou cuvdPOHIOU anaIteital Kal N CUPHETOXA
Kal aAAWVY PN YEVEUKMV NApayoviwy. Xapakinpiot-
KO €ival 1o yeyovos Ou nepinou ta piod and ta nai-
016 nou ep@avifouv KEVIPOKPOTAPIKG aixpnpd KUpa-
1a oto nAektpoeykepanoypdenpa dev Ba eppavicouv
note kAvika cupntopata eniAnyias.

LupnAeypa NPWIEIiVWOV eNIPAKUvVons 4

(Elongator Protein Complex 4- ELP4)

To yovibio ELP4 ebpdletal oto xpwudowpa 11p13
Kal kwdikonolel 1o cupnAgypa NPWIEVWY ENIPAKUV-
ons 4 (Elongator Protein Complex 4- ELP4) to onoio
anotenei pia and us 6 unopovades tou cupniéypa-
10S NPWTEVAV niphkuvons. Ta npoidvia tou yovidi-
ou autou gival uneuBuva yia t puBuion s diadika-
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ofas tns petaypapns noAAmv yovidiwv ta onoia oxe-
tiovtal pe tn dlagoponoinon kal JETaVACTEUON TwV
VEUPIKWV KUTtdpwv Katd t diadikacia s cuvanto-
YEVEONS OTOV avantuoodpevo eyképano (34). Qotod-
00, PEXPI Kal CPEPA O akpIPns poAos tou yovidi-
oU autou bgv éxel SieukpIvioBel. e NPOOPATES PEYA-
fes penétes olvbeons yovidiwpuatos (genome-wide
linkage analysis) BpéBnke 6t noAupop@iopof oo yo-
vidio ELP4 epgavifouv 1oxuph CUCXETION PE TNV EPQA-
vion oto nAektpogykePanoypdenua twv naboyvwyo-
VIKQV yid tn PoAdvoeio emfnyia KEVIPOKPOTAPIKDV
oupnAisypdtwy aixpns-kupatos (31,32).

Enopévws, onoladnnote petdniaén oto yovidio
ELP4 ¢xel apvnukh enidpacn otov avantuoodUeVo
eyképano kal npodiabétel yia eppdvion veupoava-
nwélakmv diatapaxwv kal peyadutepn euaiobnoia
oty eueavion cnacpdv (35). Ta anoteféopata twv
NPOOPATWY PeNETV oUVOEDNS yovIOIDUATOS Ol OMoi-
€s ouoxetilouv us petanndEels oto yovidio ELP4 pe tv
EPPAvion oto niektpoeykePanoypdPnua twv nabo-
yVwUOoVIK®V yia T PoAdvoeio emAinyia Kevipokpo-
TaQIKMV cupnAgypdtwy aixpns-kUPatos eival €va ev-
Bappuvukd Phpa yia v katavénon s noAUnAokns
yevetkns Bdons tou ocuvdpduou autou.

Neupotpdégpos napdywv BDNF

(Brain-derived neurotrophic factor)

Ta tefeutaia xpovia 10 evOlapEPoV €xel OTpagel
npos tov veupotpdpo napdyovia (Brain-derived
neurotrophic factor- BDNF). Ztov avBpwno, 1o yovi-
610 BDNF evtonicetal oto xpwpdowpa 11p13, nonu
Kovtd oto yoviblo ELP4, kai kwbIkonolel Tov eykepa-
Aikhs npoénsuons veupotpodpo napdyovia (Brain-
derived neurotrophic factor- BDNF) o onoios avhkel
OTNV €UPEIa OIKOYEVEID TWV VEUPOTPOPIVADY, dnAadn
popiwv uneuBuvawvy yia v eniBiwon twv eupPUIKMY
VEUPWVWV di1dpopwy katnyopldv (36). O BDNF ni-
Opd Ot CUYKEKPIUEVOUS VEUPWVES TOU KEVIPIKOU Kal
TOU NEPIPEPIKOU VEUPIKOU oUCThPATos, ennpsdlovias
1600 I Piwaoigdtnta v hdn UNAPXOVIWY VEUPDVWY
600 Kal v avanwén kal dlagoponoinon VEwy Veu-
pwVWV Kal cuvayewy (37,38).

O BDNF pnopei kai emdpd otn veupodiafifaon evi-
oxuovtas t dpdon twv NMDA (N-Methyl-D-aspartic
acid) unoboxéwv twv dIEYEPTUKWY APIVOEEWY TOU KE-
VIPIKOU VEUPIKOU CUCTAPATOS KAl PEIDVOVTAS TNV ava-
otanukn 6pdon twv GABA (y-apivoBoutupikéd ofu)
UNoOOXEWV OUS VEUPIKES OUVAWEIS 0 KanNIEPYEIES
KuTtdpwv tou Innokdunou. EninA¢ov, o BDNF €ni-
dpvtas otous unodoxeis s KIVAoNS TS TUPOGivns
B (TrkB) evioxUel tnv eniNnntoyéveon o€ PENETES Mo-
VUK®V pe emAnyia kpotagikoU Aofou (39,40,41,42).
Ytov GvBpwno, ol Kanemoto kal cuvepydtes ntav ol
NPWTOI NOU CUOXEToav NoAUPoP®IoPoUS TOU YoVi-
biou BDNF pe eouakés emanyies (43).

O1 noAupop@iopoi tou yovidiou BDNF ol onoiol
€xouv ouoxeuoBel pe tnv avanwén eninnyias otov
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kapnéta Avaotaoia

avBpwno, Kupiws ts eniAnyias tou kpotagikou Ao-
Bou (temporal lobe epilepsy-TLE), eivar ol Val66Met
kar C270T (37,43,44,45). Metanidé&eis oto yovibio
tou BDNF éxouv cuoxeuoBei ye tn vooo Alzheimer,
dinonikés diatapaxés, katabaiyn, oxiloPpéveia kal
vooo Parkinson. Monu npdo@ata o Nectoux kal ou-
vepYATes pedetvias v enidpacn tou noAupopdI-
opou Val66Met tou yovidiou BDNF otn Baputnta twv
KAIVIKGOV ekbnAdoswv og Bndga pe olvépopo Rett,
katéAn&av oto cupnépacpa 6t ta Bnnea nou ée-
pav tov nodupopiopd Valb6Val napoucialav vw-
pitepa otnv nopeia tou ocuvbpopou eNIANMUKES KPi-
O€IS OUYKPITKG pe ta Bnnea nou épepav 1o aninAio
Met66, yeyovos nou fows unodeikvUel ToV NPOOTATEU-
ukd poéio tou anindiou Met66 otnv emAnntoyéve-
on (46). Aképn nio npoogata, 1o 2009, ol Louhivuori
KOl OUVEPYATES CUOXETIOaV TNV UNap&n tou noNupop-
@iopou Val66Met oto yovidio BDNF pe tv epgpdvion
ENIANNTUKWV Kpioewv og acBeveis pe ouvdpopo eu-
Bpauctou X (47).

H enidpaon tou yovidiou BDNF otnv naBoyéveia
s eniAnyias €xel apxioel va pefetdtarl ta teneutaia
xpovia. Eidikd yia n Poddvdeio emAanyia ta &iebvn
BiBnioypapika bedopéva eival avenapkn. To yeyovos
Ou 1o yovidio nou kwdIKoMolel Tov VEUPOoTPdPO Na-
péyovta BDNF edpadetal oto xpwpdowpa 11p13, oto
610 dnAadn xpwpodowpa oto onoio edpddetal kal 1o
yovibio nou kwdikonolei tov ELP4, evioxUel tnv niBa-
vOTNTa oUvEPYIKhS Spdons twv SU0 autwyv yovidiwy
otnv naBovyéveia s Podvdeiou eniAnyias.

Lupyngpdopata

H yeveukn Baon tou emAnnukoU autol ouvdpo-
pou éxel anaoxonnoel yia nonnés Sekagties tnv ni-
otnpovikh koivotnta. Metanddaers Slapdpwv yovidi-
WV éxouv ouoxetoBei pe tn diadikacia tns emAnnto-
yéveons Kal nAéov ta nepiocotepa eniANNukd ouvopo-
pa niotevetal 6u akonouBouv noduyoviSiakd HovTé-
Aa kAnpovopikétntas. Mepinou 4% tou naidiatpikoy
nAnBuopoU eu@avilel kevipokpotapikd cupniéyua-
10 aIXPNS-KUPatos oto nAektposykepanoypdenua,
ta onoia anotedouv kal 1o naboyvwpovikd NAEKTPO-
eykepanoypa®ikd elpnpa os naidig pe PoAdvdeio
eniAnyia. ®aivetal Aoindv Nws av Kai ol KAAooIKES
nnektpogykepanoypaikes avwpanies tns PoAdvdel-
ou emAnyias éxouv oaen yevetkn Baon, wotdoo yid
v ekdhAwon tou cuvdpdUoU analteital kal N oup-
pETOXN Kal aAAwv pn yeveukdv napayoviwy. Mepal-
TEpw YEVETUKES Kal veupoRlonoyikés peNétes avapéve-
tal va Eekabapioouv 1o tonio 6oovV apopd TNV Yeve-
ukn Bdon s kafdonBous eotiakns emANYias e Ke-
VIDOKPOTADIKES QAIXHIES.
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