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oTnpiou Abnvav

Mapouaidatnke atn 39" OepaneuTikri

Evnuépwon

YnoBAribnke: 16/2/07

LuvOopopo Rett
Mepiypa@n nepinTwong

NEPIAHWH

To ouvdpopo Rett eivar pia coBapri kar TPoodEUTIKNA VEUPOAVAMTUEIAKH
dlatapaxn nou eppaviceTal oxeddv anokAeIoTIKA o€ véa kopiTola. Eival
kaTd kavéva onopadikd voonua, oPelAdpevo og de Novo PETAMEEEIG Tou
yovidiou Tng peBUA-CpG-0eopeuTikrig npwTeivng 2 (MeCP2), ol onofeg
aveupiokovral oTo 85% nepinou Twv NepiMTwoewy. To oUvdpopo Rett
xapakTnpi¢eral and éva ouykekplyévo avantu§iakd xpovodidypaypa.
H di1dyvwon Tou ouvdpdpou TiBeTarl pe fdon kabiepwpéva dlayvwaoTikg
kpITnpia kal emPBeBallverar e TNy avedpeon TNG HOPIAKAG dIATAPAXAG.
H nepintwon pag apopd oe BriAu Bpépog 10 unvay, nou elonxdn otnv
KAIVIKA pag yia €heyxo kaBuoTépnong Tng KIvNTIKAG e&EAIENG. H pikpn
yevvnbnke kai peydhwve uolooyikd péxpr Tov 7° priva. Ané ToTe,
napouaciaoce kaBuoTépnon oTnv kivnTikA €&€AIEN, unoTovia koppoy,
unepTovia dkpwv kar dUOTOVIa, evw N NEPIPETPOC KEPAARG ATAV OTNV
3" E.©.T600 n katd ouoTripgaTta eE€Taon, 600 Kal 0 EPYACTNPIAKGS KAl
aneikovioTIKOG Eheyxoc dev €dei&av kATl To d&lo Adyou, ekTé¢ and T
MIKpOKEQOAiQ kal TNV neplypageioa veuporoyiki ouvdpoun. Enave-
KTINACaWE To Naldi og nAikia 15 pnvwv. ZwPATOPETPIKE, N NEPIMETPOG
KEQPAAAC napépeve oTdoiun, dnAadri ATav nAéov kdtw and tnv 3" E.O.
To avantu§akd eninedo ATV 6 pnvawy, evw otnv KAIVIKA gikéva gixav
npooTeDel oTEPESTUNEG KAI AOKOMEG KIVACEIG TwV XePIWy. To naidf
pag nAnpodoe Ta kpithpia d1dyvwong Tou kAaoikoU cuvdpduou Rett
(unoxpewTikd, fondnTIKG Kal KPITAPIA anokAeicpoU), evw n didyvwon
enBePaibnke pe popiakd éheyxo, o onofog €dei&e oTo e&dvio 4 Tou
unevbuvou yovidiou MeCP2 , nou edpddetal oTo Hakpy okéAog Tou X
XpwHoowpaTog, otn B€on 28, Tn peTtdAMaén R168X. Mopiakdc éAeyxog
€yIVE kal oTn PnTépa TNG aoBevolg, nou dev anekdAuPe Tn peTdAaén.
(AgAr A~ Naidiatp Khiv Maven ABnvdv 2007, 54(3):266-273)

A£Eeig eupernpracpou: olvopopo Rett, veupoavantuéiakri diarapaxri,
oTepeoTunies, yovidio Tng pebul-CpG-Oeausutikis npwreivng 2 (MeCP2).

EIZATQrH
To ouvdpopo Rett eivar pia coapn kar NPOOOEUTIKN VEUPOAVANTUE-
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MINAKAZX 1. KPITHPIA KAAYIKOY SYNAPOMOY
RETT?®

® YNoxpewTIkG
® BonOnTikG

® Kpiripia anokAeiopou

MINAKAE 2. YITOXPEQTIKA KPITHPIA®

® duoioloyikd Npo- & NeEPIyevvNTIKO 10TOPIKO

® WuxokIvnTikn avantuén katd kavova puoloAoyIkn
TOUG NPWTOUG 6 PAVEG

® duocioloyikA NEPIPNETPOC KEPAAAG OTN yévvnon

®EniBpdduvon Tou pubpoU alénong nepipETpou
KEQPOAAG

® AnwAeia okONipwy de&IOTATWY XEPIWV (6 PNVWV-
2V2ETOIV)

® Y TePeGTUNEC KIVAOEIG XEPIWV

® E&eMloodpevn kovwvikni andoupon, duoheroupyia
enikolvwviag,anwAeia enfkTnTNG odIAIAG, YVwoTIKA
aduvapia)

® AdUvaTn 1 eMOeIVOUPEVN KIVNTIKOTNTA

MINAKAEX 3. BOHOHTIKA KPITHPIA®

® AloTapax€g avanvorg katd Tny eypriyopon

® TpIYHOG 00OVTWYV

® AlaTapax€g Unvou and TNy Npwipn naidiki nAikia
® Muikr aduvapia kar duoTovia

® [1EPIPEPIKEG AYYEIOKIVNTIKEG OIATAPAXEG

® [1p00deUTIKA OKOANwoN A kUPwon

® KaBuoTtépnon augnong

® YnoTpo@ikd, pikpd & kpua nddia ri/kal xépia

MINAKAZX 4. KPITHPIA AMTOKAEIZMOY?

® OpyavopeyaAia i dMa eupripata oupPatd pe vo-
onpaTa evanébeong

® ApgpiBAnoTpogidondBeia, kKatapedkTNG, onTIKA aTpoPid

® |oTOPIKG NEPIYEVVNTIKAG I METS TN YEVWNON EYKEPANIKNG
BAGBNG

® Alayvwopévo peTafoAiké véonpa

® NeupoekuAIoTIKG véonua

® EnikTnTn veupoAoyikn diatapaxn opelAdpevn o€
ocofapn Aofpwén i kpaviogykePaAiki k&kwon

akn dlatapaxn, Nou eppavideral oxeddv anokAeIoTIKG
o€ véa kopitoia"’,

O Avdpéag Rett, évag AuoTtpiakdg naBordyog, ne-
plEypayge apxikd To oUvdpopo Rett To0 1966, éTav
napatripnoe dUo KoPIToIa PE pia Napdpola avwuaAia
oTnv aiBouca avapovric Tou Iatpeiou Tou’. O 6pog
ATav yevikd napayvwplopévog péxpl nou o Hagberg
kal dMor (1983) nepiéypayav pia oeipd 35 eupwnai-
WV KOPITOIWV PE NAPOUOIEG DIATAPAXEG, TIC ONOIEC KAl
ovépaoe olvdpopo Rett™.

Endpeveg €peuvec ava@Epouy TNV eninTwon Tou
ouvdpopou Rett va kupaiverar and 1:10.000 éwg
1:22.000°.

To olvdpopo Rett pnopel va eival n dedTepn Mo
kovil aitia oofapni¢ avantu&iakng kabuoTépnong
oTa kopiTola Petd To olvdpopo Down™. Eival katd
kavéva onopadikd véonpa, opelhdpevo o de novo
MeTaMGEeic Tou yovidiou MeCP2, ol onoie¢ aveupi-
okovTal 670 85% nepinou Twv NepINTwoewy®”®. ITIC
OIKOYEVEIG NEPINTWOEI KANPOVOUEITAI PE PUAOOUVOETO,
enikpaTolvTa xapakTipa’.

To khaoikd ouvdpopo Rett eival pia kAivikn didyvwon
Baoiopévn oe kaBopiopéva kpitripia’. To kopiTol Pe
T0 0UvOpOpO Rett yevviETal HETA and KAVOVIKNA gyKu-
pooUvn kal aveniNAEKTo TOKETS Kal €xel PUOIOAOYIKA
avdntuén kab’ 6An Tn dIdpKEIa Twy NPWTWY 6 PNVWV
NG (wn¢. To péyebog KePaAAG eival kavoviké KaTd
Tn yévvnon, aAd petd and Touc 2 €wg 4 priveg (wnig
gppavietal eniBpdduvon TnG alénong TNG NEPIYETPOU
TNG KEPAAAG, JE TENIKA OUVENEIQ ENTKTNTN JIKPOKEPAAIQ.
H avTikatdotaon Tng okOMIKNG XPriong Twy XEPIWY ano
OTEPEDTUNECG KIVAOEIG EPPaviCeTal PeTG and 6 priveg
(wng. O1 oTEPEOTUNIEG TWV XEPIV EPPavifovTal WG
NEPIOTPOPIKNA KIVNON TWV XEPILV NEPI TN PEON YPAUMN,
PUOBMIKS XTUMNPO TWV XEPIWV KAl TOMOBETNON TOUG
OTO OTOMA. AUTIOTIKG XOPAKTNPIOTIKG yvwpiopara,
6nwg N KoIvVwvIKA andoupon kal To aduvapo Ae&Adyio
onpelvovTal. H xapaktnpioTikA KIvnTIKA pelovegia
odnyeil Tov aoBevi og nAripn akivntonoinon.

To oUvdpopo Rett xapaktnpierar and cuykekpIpEVO
avanTuéliakd xpovodidypapua, e Tn didyvwon Tou
ouvdpspou va TibeTal pe Bdon kabiepwpéva KAIVIKG
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MINAKAL 5. [TAPAAAATEZ 2YNAPOMOY RETT

®Atuno (TouAdxioTov 3 and Ta unoxPewTikd Kal 5 and
Ta BondnTikd KPITMPIa)

® ExtpwTikr poperi (forme fruste)

® [laAivdpdpunon otnv SYiun naidikr nAikia

® 3 UYYEVEG

® OIKOYEVEG

® [TapaMrayri pe diatripnon Tou Adyou (PSV)

® 3 Uvdpopo Rett ota dppeva(47XXY, pwodikiopdq)

MINAKAE 6. EMINTQXEIX MPOIONTQN INAIKHE
KANNABHX XTO BPE®OX

Au&npévog kivouvog yia:

® XpWHOOWWIKEG avwpaAieg (BpalopaTa, peTabéoeiq)
® Y uyyeveig avwpaAies (eMelppaTa KATw drpwv)

® [1a1d1k6 Kapkivo

® KexpwouEVO apVIaKS uypo

® AVWHaAO TOKETO

® [1péwpn anokdAnon nAakouyvTta

® [1pédwpPO TOKETO

® XapnAd Bdpog yévvnong

MINAKAX 7. EPTAYTHPIAKOXZ EAEMXOX

® SGOT: 44U/1, SGPT: 23U/1, yGT: 8U/I, NH,: 51ug/dl

® Apivoypappa aigatog - oupwyv: pUOIoAOYIKA

® Y akxapOypappa afuartog - oupwv: GuolohoyIKd

® Opyavikd o&€a oUpwv: apvnTIKd

® AUCOOWHMIAKG €VQUMPA: PUOIOAOYIKG

® [aAakTIKG 0&U: puUOCIOAOYIKS

® U/S koINiag: puoi1oAoyikog

® MRI gykepdhou: puaoiohoyikn

® Moplakdg €AeyxoG: apvnTIkdG yia HETAMAEEIG Tou
ouvdpopou Angelman & Prader Willi

. z . . 3,59
dIayvwoTIKd KPIThpIa, Ta onofa éxouv npotalel™”

y1a va SIEUKPIVICOUV TIC NPONYOUHEVEG AOAPEIEG OTNV
EPMNVEIQ TWV KAIVIKWVY XAPAKTNPIOTIKWOY YWWPIoHATWY
(nivakec 1,2,3,4).

KAivikég napaAhay€g Tou ouvdpdpuou Rett mou dev

nAnpouv NANpwG Ta anodekTd diayvwoTiKA KPITAPIa
eniong nepiypdgovrar (nivakac 5)°. H tpayikétepn
napaAayn Tou cuvOpdpoU eival n EKTPWTIKA HOPPH
(forme fruste), dedopévou Tou Tl eppavideTal o€ peydho
naidi, éw¢ TéTE KB’ GAa UYIEG. AMeg naparayEg eival
n nahivopdpunon katd Tnv oYipn naidiki nAikia, o
éva naidi pe éwg TéTE YuxokivnTikA kaBuoTépnon, n
OUYYEVHG HOP®N, kaTd TNV onofa To npwTo oTddIo eival
NOoAU oUvTopO Kal €xel TaXUTATN €EENIEN, TO OIKOYEVEG
oUvdpopo Rett nou anotehel To 1% Twv NEPINTWOEWY
TOU oUVOPSOHOU, ppaviCeTal oe NepIocodTEPA AN éva
KOpIToIa TNG IB1aG OIKOYEVEIAG KAl KANPOVOETAl PE
(PpuAooUVOETO eNkpaToUVTa XapakThpa, N napaiayn
ME dlaTripnon Tou Adyou, evid TEAOG, Tav To 6UVOPOO
Rett epgavieral o ayépia, autd eival i aydpla pe
Klinefelter 1 pe pwoaikiopo.

NEPIFTPA®H MEPINTOQXHZ

H nepinTwon pagagopd oe Bridu Bpépog 10 punvawy,
nou €10ixBn oTnv KAIVIKA Pag yia €Aeyxo kaBuoTEpn-
ong TN¢ KIVNTIKAG eGEMIENG. Mpdkeitar yia 1o 1° naidi
PaIVOTUMIKG UYIWV YOVEWY, 01 onoiol eivar and xpovia
XPAOTEG NPOIGVTWV IVOIKIAG kKdvvapng.

H pikprl yevwnBnke puaoioAoyikd kar PeTd Tov TOKETO
10 BApPOg, TOo UYOG KAl N NEPIUETPOG KEPAANG ATAV [E-
Ta&0 25™ ka1 50™ E.©. To naidi peydAwve puoioloyikd
péxpi Tov 7° priva. Ané 1éTe napouociaoe kabuoTtépnon
otnv kivnTikr eEEMiEN, unoTovia koppouy, uneptovia
dkpwv kal duoTovia. Katd Tnv eicaywyn Tng, n katd
ouoTtripaTa e&étaon dev €de1€e kATl TO délo Adyou. To
Bdpog ritav 9,5kg (50" E.0.), To UPog TG riTav 74cm
(25" E.©.), v n NepIUETPOG KEPAAriG ATav 43cm (3"
E.©.). AiCel va onpeiwBei 6T To Naidi eixe yevvnOel
ME PuOoIoAOYIKA NEPIUETPO KEPAANG, ONwG paivoTay
and To BiPAdpio uyeiag Tou naidioy.

H veupohoyikr eéetaon eniBePaiwoe Tn ducTovia, TNV
UMoToVia TOU KOPHOU Kal TNV UNEPTOVIA TV GKPWV.

H Aiyn Twv ouoidv and Tn punTtépa de aiveral
va gixe oxéon pe To NpoéBAnpa Tou naidiod, agou Ta
npoiévta IvdIkAG kdvvapng dev evoxonolouvTal yid
Tn veupohoyikn onpelohoyia Tou naidioy, oUTe yia Tn
MIkpokepahia (nivakag 6).

H kaBuoTtépnon Tng kivnTikAG e&EMNIENG, padf pe Tnv
EUPAVION VEUPOAOYIKAG CUVOPOUNG KaI TN HIKPOKEPQ-
Na katedBuvav Tn dlapopikn pag didyvwon npog Ta
oUvdpopa Angelman kai Prader-Willi, Tnv eykepahikn
napdAuon, aAAd kal Ta VEUPOEKPUAIGTIKA Kal VEUPO-
peTaBoAikd vooripaTa (paivuAkeTovoupia, avendpkeia
opviBivng TpavokapBapuidong, dAMeG apivo&uoupieg,
OPYAVIKEG OEUOUPIEG).

O epyaoTnpiakdG Kal AneIKOVIOTIKOG EAEYXOG ané-
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EIKONA 1. X1epedTUNEG KIVAOEIG TWV XEPIWV.

KAEIOQV Ta VEUPOEKPUAIOTIKG KaI VEUPOMETABOAIKG
vooripgata, n MRI eykepdAou og ouvduaopd Pe Ta
€UPNPATA TNG VEUPOAOYIKAG EKTIUNONG aNEKAEIOE Thy
eYKePAAIKA napdAuon, evwy 0 HOPIAKOG EAeyx0G ATAV
apvnTikéG yia Ta oUvdpopa Angelman kar Prader-Willi
(nivakag 7).

MeTd Tnv oAokAripwon Tou epyaocTnpiakoU EAEyxou,
TO NaIdi €&NABe e 0dnyiec yia TakTIKA Nnapakohoudn-
on TNG YuxokIvnTIKAG Tou e&ENIENG and Tov naidiaTpd
ToU.

EnavekTipioape 1o naidi o nhikia 15 pnvwyv. Zw-
MATOPETPIKA, TO BAPOC oWpaTAC Tou ritav 10kg (50"
E.©.), To UPoc itav 76cm (25" E.O.), evd n nepipeTpog
KEPAANG napéueve otdoipn ota 43cm, dnhadn rrav
nAéov kdtw and Ty 3" E.0. To avanTtu§aké eninedo
ATAV 6 JNVWY, EVW OTNV €IKOVa Tou eixav NPooTeDel
dlaTapaxég Tou Unvou, dialeinwy oTpafiopdc, evai-
AayEG kKpauywv-yéAwTog, evw emmAéov napouciale
OTEPEATUNEC KA AOKONEG KIVAOEIG TWV XEPIWV (EIKOVEG
1,2). Mg 10 véa kAivikd dedopéva n didyvwon pag
kaTeuBUVONKe oTo oUVdpPOO Rett.

2tn dlagopikn didyvwon Tou cuvOpopou Rett nepi-
AapBdveral o auTiopdg, To oUvopopo Landau-Kleffner,
TO oUvdpopo Asperger’s kal n AeukoduoTpopia.

ITOV aUTIOPG'® UNGPXOUV OTEPEOTUNIEG, 6XI GUWC
TOOO XAPAKTNPIOTIKEG AOKONECG KIVAOEIG TWV XEPIWY,
oUTe pIkpokepaAia. EmnAéov, To naidi pag npepoloe
oTnv aykaMNid TnG unTépag Tou, eixe dnAadn €oTw Kal
unoTunwodn enikoivwvia padl Tng.

To oUvdpopo Landau-Kleffner' Siayiyviokerar oe
peyahUTtepa naidid yUpw oTta 4 xpovia kal NPOKEITal
yia enfktnTn emiAnnToeidn agaoia. Ta naidid péxpl Ta
4 xpbvia €xouv uaolohoyikA KIVATIKA aAAd Kal AeKTIKA
avdnTuén, n onofa otnv nopeia naiivdpopel. Mapd
TN Quaolohoyikh TouG akor, avanTyooouV aKOUCTIKA

EIKONA 2. X1epeoTuniec Tou ouvdpdpou Rett.

EIKONA 3. KopiTtol pe ouvdpopo Rett, otadiou 3. Oi
dIaTapaxeq KIvnTIkOTNTAG eival oageic. OpaTéq eival kal
Ol OTEPEOTUNEC KIVIOEIG TWV XEPIWV.

ayvwofa. Efval unepkivntikd, emBetikd kar kéGvouv
onacpoug.

Ta naidid pe oUvdpopo Asperger’s'” éxouv puGOIO-
Aoyikn KivnTikA avanTugn, gucioloyikd i avidTePO Tou
péoou Gpou vonTikd nnAiko. QoTéoo, napouaidlouv
OUOKOAIEG OTNV KOIVWVIKA NPOCapHOYA, NEPIOPIOE-
va evOIapEPOVTa, PE Ta onoia dpw¢ aoxolouvTal
ME unéppueTpo hAo kal geppovh. “Exouv 1816ppubpo,
aMd e&ednTnpévo Ae€IAdyio, yi” auTd kal anokaholvral
«IKpol kaBnynTEG».

H AeukoduoTpopia anokAeioTnke pe TN MRI eyke-
pdlou kai Tov €Aeyxo Twv Ainapwv o&Ewv pakpdg
aAdoou nou ATaV GUOCIoAoYIKAG.

To naidi pag nAnpouoe Ta kpITripia dIdyvwong Tou
khaoikoU ouvdpdpou Rett (nivakee 1,2,3,4). Eixe dAa
TG UNOXPEWTIKG KPITHpPIa, gixe ONAAdNA Qpuaciooyikd
NPO- KAl NEPIYEVWNTIKS 10TOPIKS, PUOIOAOYIKIA PUXOKIVN-
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EIKONA 4. O1 petal\déeig Tou ouvdpdpuou Rett, 6nwg
katavépovTtal oTo yovidio MeCP2 kal n ouxvéTnTd TOUG.

TIKA avdnTuén TOUG NPWTOUG 6 JAVEG KAI PUGIOAOYIKA
nepiYETPO KEPAANG oTn yévvnon.

O pubpodg av&nonc TG NEPIPETPOU KEPAAAC ap-
yoTepa eniBpaduivOnke, To NaIdi €XAOE TIG OKOMIPEG
OEEIGTNTEG TWV XEPIWV, Ol ONOIEG avTIKATAOTAONKAV and
oTepeoTunieq. TEAOC, To NaId! pag Oev UIANCE NOTE, evid
enfong napouaoiade emdevoUpevn KIVNTIKOTNTA.

And Ta BondnTIKd KPITAPIA £iXE AON gupavioer diaTa-
PAXN TNG avanvonc, TpIyuo Twy 00OVTWY, dIATAPAXEG
unvou, puik aduvapia kal duoTtovia. Ta undioina
BonBnTikd kpItipla Ta BAENEl Kaveig og peyaldTepa
naidid pe ouvopopo Rett.

Eniong, nAnpoloe 6Aa Ta kpiThipia anokAeiopody,
agou dev eixe opyavopeyaAia, oUte naboloyikd eu-
pripata ané Ta npdéobia diabAacTikd péoa kal To
Bubo Twv oPpOaApwY, Oev EIXE IOTOPIKS MEPIYEVVNTIKAG
eYKePANKAG BAGPNG, evid 0 epyaoTnpIakdq €Aeyxoq
QNEKAEIOE VEUPOEKPUNIOTIKG Kl PETABOAIKG vooripaTa.
TéAog, dev gixe 10TOPIKG AOTHWENG I KPAVIOEYKEPAAIKAG
kdkwong nou va dikaloAoyel enfkTnTn veupoloyikn
dlatapaxn.

H didyvwon Tou ouvdpdpou Rett eniBefaibnke
ME Hoplakd éAeyxo, o onoiog €deI1e oTo €€6VIo 4 Tou
unevBbuvou yovidiou MeCP2, nou edpddeTal oTo pa-
KPU OKEAOG TOU X XPWHOOWHATOG, oTn Béon 28, Tn
MeETAMagn R168X (eikéva 8).

Mopiakdg éAeyxog €yIve kal oTn pnTépa TNG acBevoug,
nou dev anokdAuye Tn petdMaén.

XYZHTHIH

H kAivikii nopeia Tou ocuvdpdpou Rett akolouBel
Téooepa otédia™":

21dd10 1 (6-18 pnvwyv), 6Nou Ta CUPNTWHATA ival
Ania kar n didyvwon elkoAa dlagelyel. 210 oTAdIO

B

qene

HDACTHERCS

e @,

EIKONA 5. Asitoupyikri dpdon Tng HEOUA-OEOUEUTIKAG
npwreivng 2 (MeCP2) veupwva.

auté n PuxokivnTiki e&EAIEN avaoTéNeTal, o1 yoveig
napatnpolv adiagopia kal anwAela BAePPATIKAG
ENAPNC, ePPaviCeTal unoTovia Kal MIEG OTEPEOTUNIEC.
AuTd eivai Ta onpeia nou Ba npéner va unoyidoouv Tov
naidiaTPo kal va napanéPyer 1o naidi oTov 1dIKO.

AkohouBei To delTepo oTddIo (1-4 €TWV), OTO ONOIO
BprokdTav kal To naidi pag (eikéveg 1,2). 1o 01ddI0
auTo, undpxel Taxeia eNdeivwon TNG CUPNTWHATOAOYI-
ag, AUTIOTIKN OUPNEPIPOPJ, EVTOVEG, AOKONEC, OTEPE-
OTUMIKEG KIVAOEIG TWV XEPIWY, dIaAeMwyY oTpafIopdg,
OIOTAPAXEG TOU UMVOU KAl aVNOUXid. XT0 0TddI0 auTo
eival mBavo va gueaviotolv onacpof.

210 TpiTOo 0TAdI0 (2-10 £TWV) NpoaoTiBeTar unépnvoia,
avenapkng npéoAnyn Bdpoug, okoAiwon, evw eival
oa@ng n diatapaxn TG KIivNTIKATNTAG (eIkdva 3). MNap’
6ha auTtd, oTo oTddIo auTd pnopel va napatnenOef
MIKpnA BeATiwon oTnv Kovwvikh cupnepIpopd.

To TeheuTaio oTddio otnv KAIVIKA Nopeia Tou ouvdPo-
Mou Rett eival To 01dd10 4 (peTd Ta 10 xpdvia), 6nou
enikpaTel N KIvATIKA eniBdpuvon kal onpeia napkiv-
ooviopoU (Bpadukivnoia, akapyia, anpa&ia).

To naidi pag eixe n 2" KaTd oe1pd oUXVETNTAG PETAA-
Aaén (R168X).0 ouykekpipévog yovaTUnog GUVOEETal
ME ooBapd paivétuno, yiati n yetdAaén avrikel otov
TUNO TWY aveppnveUoIdwy PeTaMAEewy kal BpiokeTal
oT1o €&6VIo 4 Tou yovidiou MeCP2, otnv nepioxn nou
kwdikonolel TN peBuA-deopeuTikh neploxrt (MBD) Tng
MeBUA-OeopeuTIkG NpwTeivng 2 (MeCP2) (eikdéva
4)"#% dyoiohoyikd, n npwreivn MeCP2 eivar pia
MEBUA-OeopeUTIKA NpwTeivn, n onoia deopelel pebu-
Mwpéva divoukAeoTidia CpG, dnAadn (elyn Bdoswv
KUTOOoiVNG¢-youavivng Tou DNA™'*"™" AnoteAeiran
and 3 Aeiroupyikd KaBopPIoHEVEG NEPIOXEG TN PEOUA-
deopeuTikn neproxn (MBD), TNV neploxn KATaoTOANG
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Dva s foil]
—

Aormal inaping with MsCPZ
(ianl chromatn)

iDOping without MeCPZ
{acive chromatn)

P Treuan fachng e Vesearar of et lyroroes S

EIKONA 6. Enidpaon Tng MeCP2 kal Twv pHeTaMEEEWY
TnG ota DLX5/DLX6 yovidia.

NG petaypaenc (TRD) kar pia tehiki kapPo&uAikn
neploxn™ ',

To ouUvOpopo Rett eivar To npwTo voéonpua pe 10
onofo anodeixBnke 6T dlaTapaxég TNG peBuANwong
Tou DNA oxeTiCovTal pe avBpwnivo véonua’,

®ucioloyikd n MeCP2 deopevel peBuhiwpéva divou-
kAeoTiOI0 pE€ow TNG peBUA-OeopeuTIKAG NEpIoxri¢ (MBD)
kal aAAnAemdpd oTn ouvexela PEOw TNG NEPIOXAG
KOTaoTOAAG TNG peTaypagric (TRD) pe To oUpnAoko
MOpIO KATAOTOARG SiN3A, Nou NePIEXEl TIC OEAKETUAIOEG
Twv 1oTovwv 1 kar 2 (HDACT kal HDAC2). Or deake-
TUAGOEG TWV IOTOVWY, APalpoUV TIG OPAOEG AKETUAN WY
and TIG 10TOVEG, ONMIOUPYWVTAG pia cupnayn open
XPWHATIVNG, NOU KATAOTEMEN TNV Ekppacn yovidiwv
nou Ba odnyodoav oTnNV EPPAVION TOU PaIvOTUNOU
Rett (eikéva 5)%"'*1¢".

To kup16TEPO YOVIidIO, TOU onoiou N HEBUA-OEaEUTI-
ki npwteivn 2 (MeCP2) puBpitel Tn petaypapn eival
70 DLX5". MeTaMdEeIC auTAC EMTPENOUV aQugnpévn
€kppaon Tou DLX5 péow Tng anwhelag piag aykdAng
ouvdeong TNG MeCP2 pe avevepyn xpwpaTivn, eNiTpé-
novrag napdAnia kar Tnv evepyonoinon Tou yeITo-
vikoU DLX6 yovidiou'” (eikéva 6). AuTrh n Spauatiki
avadIiopydvwon Twy YeITovikwy DLX5/DLX6 yovidiwv
odnyel oTnv eppdvion Tou paivotunou Rett”.

H peBuA-CpG-OeopeuTikh npwteivn 2 (MeCP2)
EKPPALETal 0€ UPNAGTEPEG OUYKEVTPWOEIG OTOUG VEU-
PWVEC TOU eyKePGAoU, aMd 6xi oTn yAofa'®. H xpovikr
OTIYMN €KPPaON( TNG OUOXETICETAI e TNV wpipavon
Tou KN kal npéopaTteg HEAETEC NpoTEivOUV OTI EVEXETAI
0TO OXNPATIONS TwV cUVAPewy' ",

AnoTéheopa Tng npoavagepBeioag diepyaaciag eival
Ol VEUPWVEG 0TO oUvOpopo Rett va anoteAolvTal and
MIKpOTEPA VEUPIKG KUTTAPA KAl ONPAVTIKG AiydTEPOUG

J<

/o) =
Normal Autism Rett
Zohgbi, 2003

EIKONA 7. XxnuaTikri aneikévion Tou ¢ualoloyikol
VEUPWVA, TOU VEUPWVA OTOV aUTIONS Kal 0TO oUvOPOHO
Rett.

Mother

Epyaotripio larpikrig [eveTikrig MavemoTtnuiou ABnvdv

Patient Rett control

Control

EIKONA 8. DGGE (Denaturant Gradient Gel Electro-
phoresis).

Kal KOVTOTEPOUG DEVOPITEC, OUYKPITIKA JE TOUG (PUOI-
0AoyIKOUG VEUPWVEG ® (gIkdVa 7).

H ooPapdTnTa Tou (paivoTinou Tou ouvdpduou Rett
ekaptdTal and Tov TUNO TNG HETAMagNG, aAAd kal and
TO N0COOTS TWV AdPAVOMOINPEVWY X XPWHOOWHATWY
nou QéPouv Tn PETAAMagn’®?,

Oa npgnel va TovioTel &TI N avelpeon PeTaMEEewy
Tou yovidiou Tng MeCP2 eniBeBaiwver Tn didyvwon
TOU ouvOpopou Rett pOVO OTIC MEPINTWOEIG EKEIVEG,
oTIG onoie¢ nAnpouvtal Ta dlayvwaoTIkG KPITApIa Tou
ouvdpbpou” .

H npdéyvwon Twv aoBevwyv pe oUvdpopo Rett eival
duopevAG. H KIvnTIKOTNTO oUVEXWG eniPapuveral Kal
ol aoBeveig kaTahiyouv akivntonoinuévol. Na Tnv
KIVNTIKA QUOAEITOUpYia €xouv xopnynBel avTaywvioTéG
TNG vronapivng e anoBappuvTikd anoTeAéopaTa.
O1 aoBeveig xdvouv oploTikd TNV opIAia éTav éxouv
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gupavioel To Adyo, 11 dev pIAdve noTé, yI’ autd ano-
kahoUvTal «alwnnAol dyyehor».

H emBiwon avépxetal katd kavéva Péxpl Ta JEOA TNG
2™ pe apxécTng 3™ dekaeTiag, dpwE Exouv NepIypagef
aobeveic nou eniBiwoav péxpl kai v 6" dekaeTia (wNC.
O BdvaTog enépxetal cuviBwE aiPpvidia kal oPeileTal
o€ pakpu QT, kapdloavanveuoTikA avendpkeia n
status epilepticus™.

2tn olyxpovn BipAioypagpia qaiveral 6T To oUv-
dpopo Rett €xel NOAG koivd onpeia kar pe GAAeg
VEUPOAVANTUEIOKEG DIATAPAXEG, YEYOVOG NOU UMO-
SnAGVer koivé naboyeveTiké unxaviopd™’. Trhiuepa To
oUvdpopo Rett anoTtehel NpATUNO YEVETIKAG, HOPIAKAG
ka1 VeEUPORIoAOYIKAG PEAETNG Kal avdAuoNG Twv Veu-
POAVANTUEIAKWY dIATAPAXWY.

Avalntoupe 10 oUvdpopo Rett o€ kopiTola, oTa
onofa n NEPIUETPOG KEPAANG NEPTEI OTIG EKATOOTIAIEG
B¢oeig, eppaviderar nakivopdunon oTnv YuxoKIvVNTIKA
Toug €E€MNIEN, kKaBWG Kal XapakTNPIOTIKA kaTApPynon
TNG oKOMIUNG XPrioNG Twv XEPIWY Nou unokabioTaTal
ME AOKOMEC, OTEPEOTUMIKEG KIVAOEIG.

ENIKPIZH

Méxpl npiv Alya xpdévia n avagopd ondviwv A
kaivoUupyiwv voonudtwy 6nw¢ ta olvdpopa Rett,
Angelman 1 Williams npokaholUoav otov naidiarpo
elhoya epwtipaTa: Ndoeg NIBaveTNTEG €xw oTn (wn
MOU va cuvavThiow KATI ondvio; Nati v'aoxoAnBw pe
€va voona nou Kal kakn npoyvwon €xel kal Oepaneia
Oev €xel; ‘Opwg, Ta TeEAeUTala xpdvia, n 1aTPIKA NPdén
dMaée pIQikd kar n doknon TG NaIdIATEIKAG dIEupUv-
Bnke dpapartikd. Néa kal ondvia voornpata diekdikouv
Tnv géoikeiwon dAwv pag padl Toug yiarti:

H epappoyn Twy HopIakwy TEXVIKWY Kal n paydaia
e&ENEN TG veveTIkrG eniBeBaidivel Tn didyvwon eUkoAQ,
ypriyopa kai pe ao@dAsia.

H npéodog oTn veupopuaioloyia kal veupoavaTopia
OlapwTioe o€ peydho Babud Tnv naBopuacioloyia noA-
AV voonpdTwy. O poAoG Twy TUNPATWY Tou eyKepdAou
eival nAéov oapw¢ diakpitdc. ‘Erol, yia napddeiyua
&poupe 611 oTa Baocikd ydyyAia npoypappaTideTal n
KIVATIKOTNTA, O INNOKAPNog euBUveral yia Tnv ano-
MVNUGvEUON KAl TOUG MOAUNAOKOUG GUVEIPPOUG, EVW
oTIG apUYOaAEG Tou eykepdiou Egkivd o npooavaTo-
Nopég oTa gpebiopata, n oupndBeia kar n avriAnyn
NG ouykivnong.

MNa 10 neplocdTEPA VOORUATA UNAPXOUV MOAEG
NARPEIG KOl TEKINPIWHPEVEG NEPIYPAPEG, ANOTEAECHA
MOKPOXPOVNG KAl EPNEPIOTATWHEVNG EPEUVAG.

EninAgov, o1 yoveig éxouv orpgpa otn d1d0eor Toug
nnyé¢ nAnpopdépnong, elkoha NpooPdoipeg, oOTIC

onofe¢ avaTtpéxouv yia va BonBricouv To dppwoTo
naidi Touq. ‘Epxovral o enagn pe dAMoug yoVelg,
avraidoouv nAnpogopies kar fonBolv otnv NAnpé-
oTEPN NEPIYPAPH Tou vooripaTtog. OpyavwvovTal og
OUMOGYOUG KOl CUYKEVTPWYOUV NOPOUG PE OKOMNG TN
BoriBeia TG épeuvac.
Ma éAhoug autolg Toug AGyoug Ta veupoavanTué)-
akd vooripgata anacxoAolv €va peydho KOPPATI TN
olyxpovng BiBAioypagiag.
To ouvdpopo Rett €xel ouxvotnta 1:10.000 €wg
1:25.000 kar anoTeAel NpdTUNO PEAETNG TWV VEUPO-
avanTuélakwy dIaTapaxwy. XTI VEUPOAVANTUEIAKES
dI0TAPAXEG AVAKOUV:
- O1 aveunhoeidiec 6Nw¢ To oUvdpopo Down r To
Turner (nou ival ol Mo KOIVEC).

- O1 pikpoehheiperc (o. Williams, Prader-Willi,
Angelman).

- 2Uvdpopo evbpauacTou X.

- YUPNAOKEG DIATAPAXEG (E ANOOEDEIYEVN YEVETIKA
BAGRN).

H €ykaipn didyvwon Twv voonpdTtwy eEao@aAilel
TNV Npwipn napéuBaon kal TNV KaAUTEPN NoIdTNTA
(WNAC Twv aoBevwv.

EninAéov, eival ikt n yeverikn kabodriynon Tng
olkoyévelag. Xto oUvdpopo Rett, nepinou 1% Twv
NEPINTWOEWY Eival KANPOVOUIKEG. 2N BIKNA Yag OIKO-
yéveia, n avelpeon TnG peTdAaéng uévo otnv aobevii
Mag kal 6x1 oTn UNTEPa TG, onpaivel TI N nepMTwon
eival onopadikr kar o YOVEIG unopouy va anoKTRoouv
éva OeUTEPO UYIEG Naldi. Av, OpwG, n unTépa nrav
PpopEac TnG PeTdMaéng, T6Te unripxe n duvatdTnTa
NPOYEVVNTIKOU €AEyxOU.

Rett syndrome: case report

Th. Papazoglou, S. Psoni, H. Frysira, A. Xaidara,
E. Kanavakis, S. Youroukos

(Ann Clin Paediatr 2007, 54(3):266-273)

Rett syndrome is a severe and progressive neurodevel-
opmental disorder that occurs almost exclusively in young
girls. Classic Rett syndrome is a clinical diagnosis based on
defined criteria. Our patient was born after a normal preg-
nancy and uneventful delivery and has apparently normal
development throughout the first 7 months of life. The head
size was normal at birth, but a subsequent deceleration of
head growth after 7 months of life, ultimately resulted in an
acquired microcephaly. Laboratory investigation showed no
pathological findings but the clinical examination revealed
motor delay, body hypotonia, limb hypertonia, dystonia
and microcephaly which were accentuated at revaluation
at 15 months of life. At revaluation, replacement of pur-
poseful hand use with stereotyped movements was also
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noted. The child fulfilled the diagnostic criteria of classic
Rett syndrome (obligatory, supportive and criteria of exclu-
sion), while the diagnosis was confirmed through molecular
testing, which showed in the exon 4 of the responsible
methyl-CpG-binding protein 2 (MeCP2) gene (located in
position 28 of the long arm of chromosome X) the R168X
mutation. Molecular testing in the child’s mother did not
reveal the mutation.

Key words: Rett syndrome, neurodevelopmental
disorder, stereotypes, methyl-CpG-binding protein 2 gene
(MeCP2).
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