Avaokonnon kat lNapouaiaon Evdiapépouoag Mepintwong

OJovTIaTPIKN AVTIUETWITION a00eVoUg He oUvOpopo Rett

MNavvomoulou AyyeAikr', KwvotavrormrouAou KaAAiomn?, Karaivn EAEvn?,
Anpnrpiou Aikatepivn?, ®avdpidng lwavvng*, ZepBou-BAABn PAwpa®

Eioaywyri: To ouvdpopo Rett givatl uia X-ouvdetn emikparouoa veupoavartu&lakn diarapaxrn
rou gu@avietar oxedov armokAELOTIKA O€ Brilea dtoua ASyw Tou Bavdtou Twv rmpooBeBAnNUE-
vwv appgvwy veoyvayv. To ouvdpopio Rett umopei va €xet ekdnAWoelg kat ard oTouaToyvabiko
ouotnua, ue ouvnBéarepn ekdNAwon to Boou&loud.

2KOMmO¢G autric TnNG LEAETNG elval n nmapouaoiacn Tou ouvdpduou Rett, Twv 030vTooTOUATOAOYI-
KWV eKONAWOEWV Kal TNG B€OAMNEUTIKIG TIPOOEYYIONG QUTWY TwV aoBevav, KaBwe Kat n mna-
pouaoiaon evog nepLoTatikou mou MpocrABe oe Odovtiatpikd Tunua-Ewdikry Movdda AueA le-
vikoU Noookopuegiou yia odovTiaTpIKr} QVTILETWITION.

Mapouagiaon mepimrwong: OriAu 20 eTwv rpoorAbe oe Odovtiatpikd Tunua e dlayvwougvo
ouvdpouo Rett mou erunAgov eu@dvide Ta KAIVIKA XapakTtnploTikd Tou ouvdpduou. Kard tov
KAIVIKO 030VTOOTOUATOAOYIKO KAl AKTIVOYPAPIKO EAEYXO dlarioTwbnkav: Boou&loudg, oleAdp-
pola, 0pBodOVTIKEG avwUAAIEG, dOVTIA EKTOC TOEOU Kal UEYAAOG OUVWOTIOUOG TPooBiwv do-
vTiwv. Ta oUAa ¢ ftav uneprnAaotikd Kat eixe rneptodovtitida. H ouva&loAdynon tng yeviknig
KaTtdoTaong tng uyelag g, 1o EAeluua ouvepyaoiag kat n aduvauia akpyBoug odovrooTo-
yaroloyikric didyvwong Kat epaployric Bspancsutikou oxediou rpoeyxelpntikd, odrfynoav
TOUG BepdIovTeg 1aTPOUG OTNV QVTILUETWTION AUTHG UMO Yevikn) avaiobnoia. H Bspareia re-
pleAduBave arrotpuywon, and&eon kat popiwon. Av kat dev unip&av EMIMAOKEG MTAPEUELVE
OTO VOOOKOLUEIOD yla 2 NUEPES yla mapakoAoubnon. A6Bnkav oToug yoveic odnyleg kat ouve-
oTr6n enaveAeyxoG TOUAAXLOTOV ia ¢opd TNoIWG.

Suunepdopara: MNeploploevosg aplbUos LEAETWY Exouv EETATEL TIG OTOUATIKEG EKONAWOELG
oro ouvdpopo Rett. H rio ouvribng otouartikr} ekdridwon Tou ouvdpdou Rett gival o Bpouéi-
oudg, 1dlaitepa o nueErotog Boouélouds kat o€ UKEOTEPO Babud ot vdool Tou replodovTiou.
H Atydtepo ouxvd avapepduevn vooocg eival n odovrikr tepndova.

H ouva&loAdynon tou yevikou 1aTpikoU I0TOPIKOU, TwV BELAMEUTIKWY avayKwV Kal Tou fabuou
ouvepyaotag Tou aogbevoug, kaBopilouv Tn BepareuTikri UEBodo mou 8a akoAoubnbel mpokel-
UEVOU va eruteuxBel OAOKANPWUEVN 0d0vTIaTPIKY TTEpiBaAyn.

eMnvikrj voookopetakn odovtiatpikn 12: 33-39, 2019

NEEeig KAg1d1d: oUvSpoLo Rett, ekdNAWOEIG 0TO OTOUATOYVABIKG OUOTNIA, 0OSOVTIATPIKY) QVTIUETWTION.

1 ErueAritoia A’ Odovtiatpikou Turjuarog- Eidikric Movddag AueA tou Mevikou Noookopueiou «AokAnmieio BouAag»

Xelpoupydg Odovriatpog, Metarruxiakr dortrtota Mooobetikiic Odovriatpikrig 2xoArg EKIMA

AteuBuvtpia Odovtiatpikou Turjuatog Tou Mevikou Noookopegiou TpirtoAng
4 Aieubuvrpia, Acubuvtric OSovtiatpikou Turiuatog- Edikric Movadag AueA tou Mevikod Noookopeiou «<AckAnrueio BouAac» Ap OSovTiiatpikric
5 suvt. AcuBuvipia OSoviiarpikou Turiuatog- Eidikric Movddac AueA tou Mevikou Noookopeiou <AckAnigio Bouag» Ap Oovriatpikric, MPhil Med

Mpoéicuon
Odovriatpikd Turua - Eidikry Movdda AMEA I.N. «AokAnrieio BouAag»
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Avaokonmnaon kat lNMapouciaon Evdiapépouoag Mepinmtwong

EIZAFrQrH

To ouvdpopo Rett eival pia X-ouvdetn emikpatoloa veu-
poavarrtu&lakn dlatapaxr mou eugavidetal oxedov a-
TIOKAELOTIKA 0e OnAea dropa ASyw Tou Bavdrtou Twv
PooBeRANUEVLV apPEVWV veoyVwY. To ouvdpopo Rett
prtopel va €xel ekdNAWOELG Kal and oTopatoyvadikd ou-
oTtnua, pe ouvnBgatepn ekdHAWON TO BPOUEIGHO.
ZKOMOG auTtrig TG HEAETNG elval n mapouciaon Tou Guv-
dpdpou Rett, TwV 0SOVTOOTOUATOAOYIKWV EKINADTEWY
KALTNG BEPATEUTIKNG TIPOCEYYLONG AUTWV TWV ATOEVWV,
Kabwg Kal n apouciaon evég MePLOTATIKOU TIOU TIPO-
onABe oe OdovTlatpikd Turpa-Eidikr) Movdada AueA le-
VikoU NoooOKopE(OU yLa 0SOVTIATPLKY QVTLETWTILON.

BIBAIOTPA®IKH ANAZKOIMHZH

To ouvdpopo Rett meptypdenke mpwtn opd 10 1966 a-
16 Tov AuaTplakd veupohdyo Andreas Rett. MiBavdtata
elval n o kown yeveTikn artia Baputatng vonTIKNg Kat
OWMATIKNG avarnpiag ota 6rAeq, pe emnoAaoud méov
Tou 1:10.000 Or)Aea (1:10.000 €wg 1:15.000 BAAeQ), EVLd
N ouxvoTNTA OTO YEVIKO TMANBUOUS exTdTal O€ TIepiTou
1/30.000. Ernpedlel eEloou OAeG TIG PUAEG Kal eppavi-
Cetal omopadikd, av Kat €X0UV Kataypapel kal HePIKES
TEPUTTWOELG, OTIoU eppavidetal oe adéApLa, Lovoluyw-
TIKoUG d1dUpoUG Kat eEadéAPLa. To 1999 avayvwpiotnke
yla TpwTtn Gopd n CUCXETION PETAEU TOU GUVOPAOUOU
Rett kat Twv peTaAAEewV otnv TpwTeivn ouvdeong 2-
HEBUA-CpG (MECP2, MIM No 300005) mou Bpioketat otn
B€om Xq28 Tou pakpoU OkENOUG TOU XPWHOOWHATOG X1.
Ernpedlel oxeddv amokAeloTIKA Ta Brhea?, dedopévou
otL anotelel pia kuplapyn HETAMNAEN ouvdedeuévn e
xpwpoéowpa X°. To yovidio MECP2 eival umetBuvo yla
TNV apaywyn wag HebuNlwpévng mpwteivng mou kata-
ypdpetal wg CpG-2 ouvdeTik PWTEivN. To AeUKwUa
autoé ouvdEetal e PeBUNwEVES KuTooiveg Tou DNA kat
avaoTtéNAeL TN peTaypadr). To aBoloyikd yovidlo dev
napdyet uy} CpG-2 npwteivn pe anotéAeopa tn dlata-
paxn otn petaypagr] Tou DNA kat mapaywyr] ASUKwHd-
TWV OTO VeUPIKS KUTTapo. To yovidlo Aertoupyel kat wg
JLaKOTTING ToU emdyel 1] avaoTENAEL TN Aettoupyia AA-
Awv yovidiwv. Zuvenwg To MECP2 yovidlo éxel Keviplkd
pOAo oTn dlapoporoinaon, al&non Kat PUOLONOYIKY| AEL-
Toupyia Tou veuplkoU OUOTNATOG.

H Baputnta Twv CUPIMTWHATWY OXETI(ETAL UE TO TIO0O-
0T KUTTAPWV TIOU AEITOUPYOUV e TO TTABOAOYIKO Yovi-
Slo. To @dopa Twv GAvoTUTIWV TIOU OXETICovTaAl e TO
MECP2 ota 8rjAea kupaiveTal and To TUtikd aUvOpPoo
Rett €wq To dtuno ouvdpopo Rett e eupUtepo KAWIKO
@awéturno (Nruétepo 1 o coBapd arnd To TUTIKO olv-
Spopo Rett) ue irieg pabnolakég duokoAieg’. ‘Exel ava-
YvwpLoTel 6Tl oplopéva dtopa mapouctddouv MoAAG arnd
TA KAWVIKA XOPAKTNPLOTIKA TOU ouvdpduou, aN\d dev €-
XOUV anapatTwg OAA TA XAPAKTNPLOTIKA TNG dlatapa-
XNG. Auti n “tapaliayr}” ovopdoTtnke ATuro oUvOPOoo
Rett®.

Elvat onpavtiké va unoypappiotei 61t To ouvdpopo Rett
oupBaivel pe 1) kat xwplg petalAdEelg oto MECP2. Eri-
TAEov, ol HETAANAEELG oto MECP2 €xouv evroruotel og
dtopa mou dev SLABETOUV TA KAVIKA XAPAKTNELOTIKA €i-
Te TuTkoU elte dtumou ouvdpdpuou Rett’. Tnv Teheutaia
dekaetia urrjpxav dn MoANG oXOAla OXETIKA UE TO KAL-
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MakwTO pdoua Tou ouvdpduou Rett kat Tnv epgdvion d-
TUTIWV HOPQWV’. ZUHpwva [e Tn BiRAoypadpia €xel Bpe-
Bel petdA\a&n oto yovidlo CDKL5 tng 6€ong 22 tou
Bpax€og okENOUG TOU XPWHOOWUATOG X, TO oroio Kwdt-
Korolel pia kivaon eEaptwpevn and KukAivn, ou eivat u-
eUBuvn yla TN owaTth Aettoupyia Twv ATEWY TOU KUT-
Tapkou kUkAou. Emiong petdAAa&n oto yovidio FOXG1
ot 6€on 12 Tou HakpoU OKEAOUG TOU XPWHOOWHATOG
14. To yovidlo autd kwdikorolel Tnv nmpwteivn box-G1, n
oroia ekPpdletal ATMOKAEIOTIKA OTOV €YKEPAAO El-
Bpuwv kat evnNAKwV Kat KATAOTEANEL CUYKEKPLUEVA YOVi-
dla. Ot petaldEelg ota CDKL5 kat FOXG1 gaivetal va
eublvovtal yla Baptd vonTIKY) UCTEENON KAl TNV TTPWIUN
ekONAwon ermAnYiag®®. Oplopéveq PHeAETEG UTOOTNPI-
Couv éTLTO OUVdpopo Rett dev mepihapBdvel BAvaro veu-
PWVWV™.

2TIG MEPLOCATEPESG TIEPIMTWOELS OTOUG APPEVES N [e-
TAANa&N oto yovidio MECP2 eival Bavatpopa®. Xapa-
Ktnpietalr andé coBapr] VEOYVIKA eyKkepalomdbela, Tu-
PAUBIKEG DduoAelToupyieg, Tapkivoovioud, cUvdpopo
PPM-X/ dinoAkr| dlatapayr], ooRap€q eANTIKEG Kpi-
o€lg, avanveuoTikég avwualieg. O BAvatog emepxeTal
ouvnBwg TPtV TNV NAkia Twv dUo eTWV*.

H didyvwon tou turtikoU cuvdpdpou Rett dev Baaciletal
MOvo oTig HETAAGEELG Tou Yovidiou MECP2 yiati uropetl
autég va mapatnenboulv kat oe AAeQ KaTaoTtdoelg, O-
WG 0 AUTIONAG, Yla Tapddetypa’. ‘Exouv npotabel pia
oelpd KAWVIKOV eKINAWOEWV TIOU CUVETIKOUPOUV OTn
Sldyvwon Tou ouvdpdou Ta omoia €Xouv eNavanpoo-
dloplotel apkeTeg PopeG. To 1983 petd and tn YeAETN
35 MEPUMTWOoEWY TepLypdpnkav Kat dnpoacteldnkav and
Tov Hagberg kat ouv. Ta KAWIKA XOPOKTNELOTIKA Tou
ouvdpduou™. H kAvikr) Sidyvwon Baoiotnke o€ ouvalve-
TIKA KAWVIKA KpUrpla®, Ta omoia Tporomnomenkav eAa-
PpAa pe ™V épodo Tou XPOvVou WOoTe va avtavakAouv
TNV KAtavonon TwV XAPAKTNPLIOTIKWY NG véoou €xo-
vTag dlatnpnBel oplouéva Baotkd KAVIKA XapaKTNELOTL-
KA TpokeluEvou va tebel n dldyvwaon Tou TurikoU ouv-
Spdbuou. Qotdoo, N CUCTWPEUOT KALVIKWV KAl LOPLAKWV
TIANPOPOPLWYV TA TeEAeUTAld Xpdvia €XEL IPOKAAETEL OT)-
MavTikiy oUyxuon 6oov agopd tn didyvwon Tou ouvdpo-
Mou Rett®™. >tov mivaka 1 avagpgpovral Ta dlayvwoTiKd
Kpitripla yia 1o ouvdpouo Rett érnwg enavarnpoadiopi-
omkav to 2001 og ouvdvtnon peAwv g Eupwrnaikig
Mawdatpikig Neupohoyikng Etalpeiag ot Meppavia®.
Metayevéotepeg LeAETEG Dleukpivioav Kal arAomoinoav
Ta KAWIKA Kpitfpla Tou ararrouvratl yia tn ddyvwon
KAQOIKWV Kal dtunwv Rett. KaBdplioav kateubuvtripleg
YPQUUEG Yia Tn didyvwon Kat Tn poplakn agloAdynon
OUYKEKPLUEVWY TTAPANAYWDV HOPPWV Rett™.

Elvat moAU onuavtiké va undpxel cuvaiveon éoov ago-
pd oTa dlayVWOoTIKA KPLTrPLa YId TIG TUTTIKEG Kal ATUTIEG
MOopPEG Tou cuvdpdpou Rett. MNa tnv akpPn} dieEaywyn
TWV HEAETWV OUOXETIONG HETAEU paVOTUTIOU Kal YOVO-
TUTTIOU, aUTd Ta KpLTrjpla Ba mpérnel va avagepboulv oTo
gpyaomplo®.

To oUvdpopo Rett €xel dlapopeq ekdNAWOELG KAl OTO
OoTOMATOYVABIKG oUOTNUA. ZUNPWVA HE TNV AVAOKOTN-
on g BBAoypapiag o Bpou&loudg eival n o ouxva
TEEPLYPAPOEVN OTOMATIKY EKINAWOT O€ TIOOOCTO TOU
Kupaivetat anod 26-97%'"¢. O ermnoAaoudg g 1Tepndo-
vag avaggpetal XapunAdg, avtibeta kataypdpetal peyd-
AN anoTpifn) Twv JoVTIY, TPOPAVWS AOYw BPOUEL-
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Avaokonmnon kat lNapouaoiaon Evdiapépouoag MNepintwong

MINAKAZX 1
Avaokomnon Twv 31ayvwoTIKWV KPITNPiwv oTo ouvdpopo Rett

Anaitoupeva KpITipia

. Mwa mpopavwg Kavovikr po- KAl TTEPLYEVVNTIKY) Tiepiodog.

. Kupilwg pualoAoYIKr YUXOKIVNTIKY) avArtuén €éwg Kat 6 Pnvay.

. Kavovikr] mepipépela kKepahrig katd tn yévvnon.

MetayyevnTikr emBpdduvon Tng au&nong g KEPAANg otnv mAeloyngia.

. AnwAela Aettoupyikwv SeElotiTwv Xeplwv UETAEU TNG nAkiag 0,5-2,5 eTwv.

. ZTEPEOTUTIEG KIVIOELG TWV XEPLWV, OTIWG OPIEIL0, XELPOKPOTNUATA, «gav va aTtufel pouxa», | BAlel ouvExela Ta XEpLa OTO aToua.

. Kowwvikr) anéoupon, mpofArjuata oTnv emKovwvia, Kal VOnTIKY avarmpia.

. Alatapaxéqg (duorpakia) r) aduvapia petakivnong.

YmooTnpIKTIKA KpITHpIa

. AvanveuaTikr] SugAettoupyia: drivola, unepagplopdg, alpvidia anoBoAr] Tou aépa kat alehdppola, agpopayia.

. Bpou&loudg.

. Alatapayég unvou and Tnv naidikr nAkia.

. Mn @uatoAoyikdg LUTKOG TOVOG Mou oxeTiletal e duatovia.

MePLPeEPIKESG AYYELOKIVITIKEG AANOLWTELG.

. ZKoAiwon / KUpwon.

. EiBpdduvon tng avaruéng.

. Mikpd, atpo@ikd kat kpua rédia. Mikpd kat Aettd x€pla.

Kpitripia e€aipeong

. Aloykwpuéva ecwteplkd dpyava 1y evdeifelg umokeipevng véoou.

. Au@IBANnoTpoeIdonddelq, OTTTIKY ATPO®Ia 1) KATAPPEAKTING.

. AnodeIKTIKA aTOolIXEla MEPLYEVVNTIKIAG 1] LETAYEVVNTIKIG EYKEQANKNG BAABNG.

. Mapoucia avayvwpioyuwv HETABOAKWOV SIATAPAXWY 1) TIPOOSEUTIKWY VEUPOAOYIKWV KATACTATEWV.

g bW =

. Avdrtuén veupoAoyIK®V Slatapaxwv wg anotéAeoua ooBapwv AodEEwV 1] TPAUUATIOUWY OTO KEPAAL

Inyn: Hagberg B, Hanefeld F, Percy A, Skjeldal O:An update on clinically applicable diagnostic criteria in Rett syndrome.
Comments to Rett Syndrome Clinical Criteria Consensus Panel Satellite to European Paediatric Neurology Society Meeting, Baden
Baden,. Germany, 11 September 2001. Eur J Paediatr Neurol. 2002; 6: 293-7.

oMoU™ ", Eniong peAéteg €xouv drigel peyda oocootd
EUPAVIONG 0PBOBOVTIKWY TIPORANMATWY, UYNAY ure-
pwa, mpdobla avolxtr) d1En kat eEWlnon ™¢g YAWwooag
meavov Aoyw Twv €Eewv dMEewg Kal Bnhaouol Twv da-
KTUAWV Toug"®. Entiong avagépetal 6Tt dtopa pe ouvdpo-
po Rett €xouv évtovn oleAdéppola, OTOUATIKY avartvory,
duopayia kalt augnuévo Kivduvo elopoPrioEWV.
Tamnooootd oe véooug Tou replodovtiou eival 1dlaitepa
UPNAa™®®. Oplopéveg and Tig ekONAWOELG AUTEG TIPOEP-
Xovral and Tn ouvTayoyPaQoUHEVN GAPHAKEUTIKY] Ayw-
Y1 yla Tov €AeYX0 TNG vOooUu, evw) ANAEG eival KOWVEG e
AM\eq KAIVIKEQ KATQOTACELG TIOU Xapaktnpidovral and
n dpaomplétnta kpioewv «E», duokoAieg otnv emniteu-
&N OWOTNG OTOUATIKAG UYLEWVNG, 1) OUVHBELEG VA PEPOUV
Ta X€PLa evtog TNG OTOUATIKNG KONGTNTAG .

H demuotnuovikr) mpoogyylon eival erBeBAnuevn pe
gT1dxo TNV avayxaition g emdeivwong Twv CUPMTWHA-
TWV.

MAPOYZIAZH MEPINTQZHZ

latpiko loTopiko

OnAu 20 eTwdv pooMABe oe Odovtiatpikd Tuua-Edikn
Movdda AueA levikou Noookopeiou (eik. 1). Eival to
npwTto Nad( g olkoyévelag and uylelg yoveig un ouy-
YeVelg, e apvnTikd OIKOYEVELOKO LOTOPLKS Kal €Xel AAAA
SU0 Uyl adéAQLa. MevvriBNKe e KALOAPIKY) TOWY], TEAELO-
unvo, dev ékhaye Kal urrke oe Bepuokoltida. To Bapog
™G Tov 1o urjva rjtav 800gr kat LEXPL 6 unvav dev eixav
Kataypapel AANQ CUUIMTTWUATA EKTOG TWV CUVEXWV ELIE-
TWV. e NAK(a 6 unvwv o adiaTpog EMECT|UAVE OTOUG

eMnvikr) voookopuetakrj odovtiatpikry 12: 33-39, 2019

Eikéva 1: H
aobeviig ue
ouvdpouo
Rett.

yovelg oL n aoBevrig rtav Wiaftepa Aimopapnig (Ba é-
npere va €xel dinmhaotdoel To BApog Tng) kat OTL elxe emi-
Bpdduvon g avdamTugng Qg Ke@aAg. And Tnv nAkia
TWV 7 - 8 unvwv Meplrou ol Yoveig maparmjpnoav Tig Xa-
POKTNPLOTIKEG OTEPEATUTEG KIVIOELG TwV Avw dkpwv, 6-
WG XELPOKPOTAMATA, KIVHOELG TTAUC(UATOG 1] PEPVOVTAQ
Ta X€PLa 0TO OTOUA KAl TNV UTIOXWENOT TWV MPONYOUE-
VWG AroKTNOelowY SEEIOTTWY, KATAOTACELG TIOU TOUG
dnuoupynoav EVTOVEG avnouxieg.
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O YeVETIKOG €AeYXOQ TIOU €ylve O dlayVWOTIKO KEVTPO
g AyyAiag og nAkia Tng agBevoug 2,5 eTwyv, £3e1Ee OTL
npokettal yia de novo aboydvo napaiiayr] Tou yovidi-
ou MECP2, onpelakr] HeTAANaEn XR294X.

Xeipoupyeia: Mepimou 3 eTwiv und yevikr) avaiodnoia €-
YIVE KAELOTT) EMUUNAKUVOT KVNLainv 00Twv, Xwpig va on-
MewBoUv eTUTAOKEG.

Katd v npoogéleuor| Tng oto OdovTlatpikd Turuan a-
00eviq oe nAkia 20 etwv eppAavile apketd and ta dla-
YVWOTIKA KALVIKA XapaKTnploTikd Tou ouvdpduou Rett 6-
WG KUPOOKOAwON, avwpalieq dvw Kal KATw Akpwv,
BAatoomAatumodia, onaoctik TeTpanAnyia, duoTovia,
duopayla, elopoPrioelg KABWG Kal VONTIKY UCTEPNON
kal ahaAia (eik. 2, 3). To owpatikd Tng Bapog rtav poAlg

Eikova 2:
AvwUaAieg
dvw dkpwv.

Eikova 3: Avwualieg
KATw dkpwv.

22 KINA kal eEakoAouBouoe va €xel ouxvd eneloddla e-
METWV KAt HELWHEVT TIPOOANYN TPOPNG. Agv eixe avTie-
TwmoBel odovTiatpikd péxpt TOTe Kal oL Yovelg avépe-
pav Tt dev elxav mapatmEroel KAToLo Eviovo odovTla-
TPIKS MPSOBANUA ANV TNG KaTAoTaong Twv oUAwv Tng. H
PAPUAKeUTIK] aywyr) ou AduBave ritav D3 Fix 5 otayo-
veg avd 24wpo, Dulcosoft, Thikcen up katdmiv cuotdoe-
WG VEUPOAGYOU YLO TNV QVTIUETWILON TG duoKATamno-
olag kat Twv elopoPrioewV.

OdovrooTouaroloyikr a&ioAdynon - Osparneia
H aobeviig dev ritav ouvepydowun, eixe pia avtiotaon
oTtnVv odovTlatplkr] e€étaon madnTiky ar\d emnipovn. H

Eikova 4: Yriep-
nAaotikd ouAa
Kat opbodovtl-
KEG avwUaAieg.
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MY Mavopapikig akTivoypagiag dev Katéotn duvatr
ASYw eN\elppatog cuvepyaoiag Tng acBevoug kat yL au-
16 10 AdYO €yive A PN MAAYLWV KEPAAOUETPLIKWY AKTIVO-
YPAPLWV (€1K.4). H OTOMATIKY) TNG UYLEWVY] TAV KKK KAl
elxe Adpboveq Tpuylakéqg evarmobeoelg. O Aemtopepnq
KAWVIKOG EAeYX0Q KATEDTN duvatdg HeTd TNV Xoprynon
NG YeVikig avaiodnoiag. H yevikr katdotaon Tng uyei-
ag g aoBevoug, o KivOuvog ELoPOPHTEWY Kal N TIavTe-
MG éMeldn ouvepyaoiag, KaBwg kat n aduvapia akpl-
BoUg 030oVTOOTOUATOAOYIKAG Sldyvwong Kal epapio-
YNNG BepamneuTikoU oxediou MpoeyxelPnTkd, odrynoav
Toug Bepdmnovteq laTpoUg OTNV Andé(aAN YA AVTIIETW-
mon und yevikn avaiodnotia.

AkoAouBrOnke TO TIPWTOKOANO TIPOEYXELPNTIKOU EAEY-
XOU Y1a TN XOPNyNom YeVIKIG avaiodnaoiag kal Ta anote-
Aéopata autoU enétpedav TNV mpayuarornoinon Tou
Xelpoupyeiou.

Katd Tov KAviké 030VTOOTOUATOAOYIKO KAl OKTIVOYPQ-
PIKO €Neyxo dlaroTtwlnkav: Bpou&loudg alehéppola,
eupeieq patviakég anopuaoelg, apadnq unepwa He «re-
TaAoEdEG» OxUa (K. 5). OpBodoVTIKEG avwpaAieg,
npdobla avolxtr dMEn, dévtia ektdg TOEOU (EIK. 6), |-

Eikdva 5: ABabrig unepwa.

YAAog ouvwaoTiopuég poodiwv dovTiwv TG Avw Kal Kd-
Tw yvdbou, otpodr| Tou delTePOU poyoupiou dvw yvd-

Eik6va 6: Ot mAQyleg KEQAAOUETOIKEG QKTIVOYPAPIES TNG A0OE-
voug.

Bou aplotepd katd 90°. Mapelakr] €kuomn Tou Avw Ku-
védovta de€ld, umepwia Ekpuan Tou NMAdyLou Topéa Avw
aplotepd, YAWOOIKY ékpuaon Tou Katw Kuvddovta apl-
oTePA KAl TIAPELAKY] EKPUOT) TOU 10U TIPOYOUPLOU KATW
aplotepd. ‘EAetrie o 10¢ youpiog de€1d, evw rtav €yKAEL-
OTOL KAl oL TEoOEPELG owPpoviompeg. MAwooa puaoto-
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AoYIKr). OUAa uTEPTAAOTIKA, TtePLOBOVTITI®A Kal KIVNTI-
KOTNTA TWV KATW MPO0B{wv SoVTIwY, Tou TIAAYLOU TOUEA
dvw aplotepd kal Tou 1ou yougpiou dvw aplotepd. Aev
aveupgbnkav tepndoviopéva doévTia. ‘Eyive anotplyw-
on, andé&eon kat pBopiwon. O GuvoAIKAG XPOvVoG Tou
Xelpoupyeiou ATav 2 wpeg kat 10 Aerrd. H aoBeviig vo-
onAeUTtnke Kat mMpe e&ITAPLO TNV eMOPEVN NUEPA TIPO-
KELUEVOU va TTapakoloudnBel. Aev urrp&av mpoeyxelpn-
TIKEG, DIEYXEIPNTIKEG KAl UETEYXELPNTIKEG ETUTIAOKEG. Ad-
Bnkav oToug yovelg odnyleq HETEYXELPNTIKEG KABWG Kal
OUMBOUAEG OTOUATIKNG UYLEVAG KAl TIPOANWNG YEVIKOTE-
pa. Xtamiaiola autd ouveoTriOn 0dovTIaTPIKOG EAEYXOG
TouAdxioTov pia popd etnaoiwg.

2YZHTHZH

Mapouaidloupe TV Nepinmtwon evog Briheog 20 ETWV e
dlayvwopévo ouvdpopo Rett To omoio eivar pia X-olvde-
TN emkpaTtoUoa VeupoavarTtugLlakr) dlaTtapayr He vonTL-
K1} UOTEPNON TIoU avapEépeTal OXedOV AMOKAELOTIKA oTa
ar\ea dropa. Mapdtin acbevnq pag epedavile apketd a-
O TA KALVIKA XQPAKTNPELOTIKA TOU CUVOPALIOoU, EYIVE Ye-
VETIKOG EAEYXOG O dlayvwoTIKSO kEVTPO NG AyyAiag oe
nAkia 2,5 etwv, o onoiog €del&e 6T Mpodkeltal ya de
novo rafoydvo napaiiayr) Tou yovidiou MECP2, onpel-
aKf HETAMNaEN XR294X. ZUupwva e Ta avapepopeva
ot BRAoypagia aut n naparayry MECP2 eival n
TAEov ouvr|Ong kat arnoTeAel To 60% €wg To 70% TwWV Te-
PUTTWOEWV TOU OUVOPOIOU KAl O€ TIEPLOTOTEPO aAMd TO
99% eival To HoVadIKO MEPLOTATIKG OTNV OLKOYEVELA TIOU
npokurttel and de novo naboydvo napariayr®. Oa npé-
el va eronpaveei 6t n avackémnnon g BIRAloypagpiag
€delfe g HeYANoG aplBpdg UeEAETWV elval avenap-
kelq™. Ze avtiBeon pe ) SIkr pag HeEAETN Otou TiPoadio-
plCetal n yeveTikn dlatapaxr, APKETEG HEAETEG €XOUV
npayuatornoindel xwplg va €xel mponynOel yeveTtikdg €-
Aeyxog*®, dev npoodlopileTal o TUMoG TG HETANAENG
TWV CUPPETEXOVTWV>*? Kal AAEG LEAETEG DeV DLlEUKPLVI-
Couv av n didyvwon Tou ouvdpdpou Rett Baoiobnke oe
KAWVIKA Kprtripla 1 avayvwpiotke YeVETIKA®?. ‘Epeuveq
TIOU €XOUV TIPAYMATOTIOMBE( OXETIKA e TIG PALVOTUTIL-
k&G ouoxetioelq Twv peTald&ewv MECP2 oto ouvdpo-
Mo Rett unootnpifouv 6Tt N HETANAEN XR294X Ttou €xel
dlayvwaotel otnv agBevn] pag, oupnep\aupBdvetal oTiq
METAMAEELG e TA TILO NI ATIOTEAEOMATA KAl AVIKEL
010 60% €wq 70% TWV MEPUTTWOEWV . ZNUAVTIKEG dla-
POopPEG €xouv apatnenBel yia PeOVWEVA PAVOTUTIKA
XOAPAKTNPLOTIKA OTIWG 1) XPI0N TWV XEPLWVZ. ANAEG [e-
A€teq unootnpifouv OTL Ta avabewpnuéva KpLTipLa ma-
pExouv caprvela doov apopd Ta Bacikd KAWVIKA xapa-
KTNPLOTIKA Tou arnatrrouvral yla T didyvworn Tou ouv-
Spduou Kat evioxUouv tnv droyn 6Tl To ouvdpopo Rett
BaociCetal oe pua KAWVIKN SLdyvwon e OUYKEKPLEVA KAL-
VIKA KptTripla aveEdptnta and ta poplakd supripara®. H
aogBeviig TNG MEAETNG MaG EKTAG TNG YEVETIKNAG eruBepai-
waNG Tou ouVOPOKOU, EUPAVICE emiong Ta KAVIKA Xapa-
KTNPLOTIKA TOU OuvdpOUoU Onwg autd mepLtypdgpovTtal
otov rivaka 1. Oplopéveg eniong HeA€Teq unoaTnpifouv
611 0 TUTOG TWV dlaTapaxwv Kabwg eriong kat n évraom)
Toug elval eEATOIKEUEVN, YEYOVOG TIOU €XEL WG OUVE-
TIELA TNV TIOKINOMOPPIa TNG KAWVIKNAG €IKOVAG Kal dnpt-
oupyel onuavTikég dlayvwoTIKES dlapopég™ .

OL oTopaTIKEG EKONAWOELG TTOU €XOUV Ttapatnendel ato

eMnvikrj voookouetakr odovtiatpikn 12: 33-39, 2019

ouvdpopo Rett mBavév va punv apopolv arnokAELOTIKA
01O oUVdpPOopOo dedopévou OTL uropouv emiong va apa-
neENBouv kat oe AN\eq aoBéveleq 1) va eival anotéAeopa
NG PAPHAKEUTIKAG aywyng ou AapBdvouv?®®, Mapdia
auTd, UTIAPXOUV OPLOUEVA XAPAKTNPLOTIKA, TIOU EUPAVi-
Covtal e PeydAn ouxvétnta ato ouvdpopo Rett®*, H a-
vagkaérmon g BiAoypagpiag deixvel Ot Exouv yivel ie-
PLOPLOUEVEG AVAPOPES OTIG OTOUATIKEG EKONAWOELG. Ta
ouunepdouara rmou uropouv va guvaxboulv pe autd Tov
TePLOPLOUS eivat ATin o ouvriBng OTOMATIKY EKIAWON)
Tou ouvdpduou Rett eivat o nueprolog Bpou&oudg™
19253 Emiong Kat yla tnv aoBevr] pag o Bpou&loudg eival
pia ard T oTouaTikéG EKINAWOELG TTOU EUPaVIZel Xwpig
va €xel aKOAOUBNOeL KATOLO UETPO YA TNV AVTLETWITON
Tou. ErumA€ov dev mapatnpribnke anotpifn Twv Soviiwv
oe avtiBeon pe avapopéq AWV HEAETWV®. ADKETEG |-
Aéteq ava@Eépouv Ta mpofAjuata dlatpodriq kat Bpé-
YNNG WG KOWA KAWVIKA EUPNATA TOU GUVOPONOU, OTWG
dMwoTe dlarotwenke Kat otnv agbevr) pag®¥. O Lavas
Kal ouv. dlepedvnoav Tn ox€om PMeTagU Twv SLAaTPOPIKWY
SUOKOALWV KAl TWV CUVAPWV AEITOUPYIKWY TIPORANUA-
TWV. 2NV opdda Twv acBevwv e ouvdpopo Rett mou pe-
A€tnoav dariotwonke 6Tt € auTwv 10 40% EUPAVIEE |E-
TPL0 éwg ooBapd nuepr|oLo Kat To 15% €€ autwv BPoukl-
oMo katd T ddpkela TG vUxtag. Ta anoteAéouara tng
MEAETNG Toug €del€av ATl 0 BPUELONOG TOUG TPOKAAEDE
duopopia, dev TEKUNPLWONKE OUWG OTATIOTIKA Kapia
dlapopd éoov apopd atv pdkAnon npoPAnudTwy oi-
TIONG". 210 oUVdpopo Rett, 0 BPOUEITUOG €XEL CUOXETL-
otel e VEUPOAOYIKEG avwaAEG Kal 1 AMOTEAEOUATIKO-
NTa TNG PAPHAKEUTIKNG aywynq Omnwg ot Beviodialerti-
VEG 1) TA HUOXAAAPWTIKE, elval eAdxtom®. OpBodoVTIKES
avwualieg, avolytr) dn&n, dovtia ektdg TéEou oe aobe-
velq e ouvdpopo Rett avapépovtal oe ApKETEG PEAETEQ
OMwg KAl 0TO TEPLOTATIKG Hag™*>* oupBdAlovtag otnv
emdeivwon Tou Bpouglouou.

H aoBevrig nag eixe oUuAa odNUATWIN KAl AlOPPAYIKA
Kabwg kat dlapdépou Babduou kat Ektaong meplodovTiTL-
da guvodeudpevn and KivntikdTnTa dovtiwv. MeAéteg a-
vagépouv 4Tl ol véool auTég Tou meplodovtiou eival ou-
Xv€Q 0T0 oUVOpOoLO Rett™®™**2, H ueAétn pag eivat oupew-
vn He dNAeq pel€Teg Tou €xouv deiel anouaoia tepndo-
VIKQV BAaBwVv og autouq Toug aoBeveig™*'. MNeploploé-
VOG apLlOUOG HEAETWV avapépouv TePNdovikég BAARES
MIKPAG EKTaoM G kaL eAAXLOTEG TNV UTtapEn Yevika tepn-
d6vag®. 2e pia peAétn unootmpietat 6tL Ta XaunAd no-
000Td TEPNdOVAG OXETICOVTAL UE TIG TILO ETUOETIKEG Oe-
PATEUTIKEG TIPOOEYYIOEIG yia aoBevelq pe oUvdpopo
Rett 6tav unofdilovtal oe Bepareia und yevikr avat-
oOnoia, mpokeluévou va aropeuxBei n emavadAnun evog
Xelpoupyelou oe guvtopo dldotnua®. Qotdoo Ta eupni-
pata peAeTwv dev €xouv delEel av Ta XaunAd nocootd
TePNOOVAG OXeTiCovTal E TIG JLATPOPIKEG OUVNOELEG
TWV atépwV pe To alvdpopo Rett, Tnv neplektikdtnTa o
odkxapa Twv Gapudkwy, otnv opbn epapuoyr] mpo-
YPAUUATWY OTOMATIKAG UYLEWVAG 1] o€ AMoug rtapdyo-
VTEG.

‘Onwg ouvéRn kat otnv mepimtwon g acdevolg Tou
TIEPLYPAPETAL O€ AUTY TN MEAETN oUXVA 0 KAVIKOG 0d0-
VTIATPIKOG EAeyX0Q eival ISlaitepa SUOKOAO va ipaypa-
TomonOel AOyw EMNEUUATIKAG Cuvepyaoiag Kat Twv a-
KoUOlwv KIVAoEWV Twv acBevwv. 2T BiBAloypagpia nept-
ypdgpovtal dldgopes PEBODOL TIPOKELEVOU VA BIEUKO-
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AUVOE( 0 KAVIKOG €AeyXOG 1) Kal N Beparteia, dnwg n xen-
on otopatodlacToAéa® kat n dlaxe(plon TG CUUTEPLPO-
PAG e TEXVIKEG TIOU oUVHBwG XpPnotuorotovvtal o€ dto-
Ma e auTioud kat oL oroleg elval mpooapUOCUEVES OF €-
Eatoulkeupévo emnimedo’. Zt1o yevikéTepo MAaiolo 0do-
VTIATPKNG TieP(BaAYNG elbikwv aoBeviv avapgpetal
ot BRAoypagia It €xel XpNOoLoTomOel | KATACTOAN
e\dyxioTou 1 pétplou Baduou®. Emiong oplopéveq pPeAE-
TEG AvAPEPOUV TN XPrioMn YEVIKAG avalobnoiag mpokel-
pévou va erteuxBel OAOKANPwHEVT 0OOVTIATPIKNA TiEPL-
BaAyn, OUVAELOAOYWVTAG TO LATPIKO LOTOPIKO, TO EAAELY-
Ma cuvepyaoiag Kat Ti§ BepameuTIKEG ODOVTIATPLKES a-
vAykeg epooov autéq eival duvatd va a&lohoynbouv
TIPOEYXELPNTIKA®®, e ouPVIa e QuTd TA KPLTINPLa a-
no@aciodnke eriong n odovrobepareia umd yevikn a-
valobnaoia g aoBevoulq Mou MePLyPAPeTaL OTN HEAETN
pag.

2NV nMAsoYn®ia Toug oL LEAETEG TTIOU avapEPOVTal OTO
oUvdpopo Rett kal 0TIG 03OVTOOTOUATOAOYIKEG EKINAW-
O€lg TOU, UnooTtnpifouv TNV eQapoyr] ONOKANPWHEVWY
TIPOANTITIKWY TIPOYPAUUATWY ard Tov 0dovTiatpo alAd
KAl TN OXETIKY evNUéPWON YOVEWV Kal ¢EovTioTwy. H
MPOANYN eupdviong oTouatikhg véoou eival ugiotng
onuaoiag Aappdavovtag uréyn Tig 1Blartepdtnteg Bepa-
TIEUTIKAG QVTIHETWTIONG aAUTAG TNG onddag Twv acbe-
V@V,

2YMIEPAZMATA

Meploplopéveg aplOudg PEAETWV €xouv eEETACEL TIQ
OTOMATIKEG EKOINAWOELG OTO gUVSpopo Rett. H mAéov ou-
VABNG otopatikr ekdAwon Tou ouvdpdpou Rett eivat o
Bpou&lopudg. Eniong ta opBodovTikd rmpofAruata Kat o
HikpdTEPO Babud ot véool Tou rieplodovtiou. H Atydtepo
ouxvd avagepduevn véoog eival n 0dovTIKY Tepnddva
XwpIlg va undpxouv enapkr otoxeia arttoAdynong. H
OuVva&LOAGYN O TOU LATPLIKOU LOTOPIKOU, TWV BepareuTl-
KWV avaykwv Kal Tou Babuou cuvepyaoiag Tou aobe-
voug, kaBopifouv Tn BepareuTikr} HEBODO TIOU Ba aKO-
AouBnBel rpokelévou va emteuxBel oOAOKANPwUEVN 0-
dovTiatpikr mepiBaiyn.

Ot odovrtiatpol rou yvwpilouv To ouvdpopo Rett kal Tiq
1dlaitepeg ekdnAwoelg Tou Ba eival oe Bon va Bondn-
oouv otV éykaipn didyvwon Kal Bepaneia Twv aode-
V@V,

SUMMARY
Dental treatment of patient with Rett syndrome

Giannopoulou Angeliki, Constantopoulou Kalliopi,
Katsini Eleni, Dimitriou Aikaterini, Fandridis John,
Zervou-Valvi Flora

hellenic hospital dentistry 12: 33-39, 2019

Introduction: Rett Syndrome is an X-linked dominant
neurodevelopmental disorder which is found almost
exclusively in female subjects due to the death of
affected male neonates. Rett syndrome can also have
oral manifestations, with bruxism being the most com-
mon one.
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Purpose: The purpose of this study is the presentation of
the oral manifestations of Rett syndrome and the
therapeutic approach of these patients, as well as the
presentation of a case of a patient who was referred to
the dental unit for adult patients with special needs of a
general hospital for dental treatment.

Case presentation: A 20-year-old female was presented
at the dental unit with diagnosed Rett syndrome. Clinical
and radiographic oral examinations revealed: bruxism,
sialorrhea, orthodontic abnormalities, non-arched teeth
and large anterior tooth crowding. Her gums were
hyperplastic and she had periodontitis. The assessment
of her general health status in combination with the lack
of co-operation and the lack of accurate dental diagnosis
and treatment plan preoperatively led clinicians to treat
her under general anesthesia. Dental treatment included
dental scaling, root planing and fluorination. Although
there were no complications, she remained in the
hospital for two days for monitoring. Post-operative and
oral hygiene instructions were given and frequent recalls
were recommended.

Conclusion: A limited number of studies have examined
oral manifestations in Rett syndrome. The most common
oral manifestation of Rett Syndrome is bruxism,
particularly daily bruxism and, to a lesser extent,
periodontal disease. The least commonly reported oral
disease is dental caries. Assessment of the general
medical history, therapeutic needs and degree of
cooperation of the patient determine the therapeutic
method to be followed in order to achieve integrated
dental care.

Key words: Rett syndrome; oral manifestations; dental
treatment.
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