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Xpnpatodotnon

To ap OV ekTaAldEUTIKO UALKO €XEL avarmtuxBOel ota mAaiola
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To €pyo «Avolkta Akadnuaika Mabnuata oto
AplototeAelo Mavemotipuo Osoocalovikne» €xel

XpNHoatodotnoeL Hovo tn avadlapopdwaon Tou
EKTIALOEVUTLKOU UALKOU.

To €pyo vAoToleital oto nAaiolo Tou Emyelpnotlokou
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MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)
TuAua laTpkng
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MeplexOpEVA EVOTNTOG

. KAwikn ewkova, veupora®oAoyLka evpnpoto
KOLL YEVETLKN.

. EmiktnTta voonuota tnc nopeykepaAidac.

. MoapeykepaAldikec vtonAaoieg (taélvounon,
Stadpopikn dLayvwaon, 6ka cuvdpopua).

. MoapeykepaAdikec atasiec (taévounon,
Stadpoplkn dtayvwaon, 6ka cuvdpopa).

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)
TuAua laTpkng



2KOTIOL EVOTNTOC

2TOXOC TNC EVOTNTOC £Lval N AmOKTNON YVWOEWV YLa T
voonuata the mapeykedpaAidoc Le otoxo tnv KaAUTEPN
SLOyVWOTLKA TIPOOEYYLON KOl AVTIMETWTTILON TOUC.

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)
TuAua laTpkng
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AWSw /s MANENIZTHMIO
g OESSAAONIKHE

MoapeykepaAldika voonuata (ataéiec)

KAwvikn ewkova, veupono@oAoyika
EUPAMNATO KOIL YEVETLKN



KAWIKEC eKONAWGCELC

TpoOpoC TEALKOU OKOTIOU.
Avobdladoyokivnoia.

Avopetpla.

AvcapBpia.

Muikn umtotovia.

Atatapoxn AeTTwV Kol ETILOEELWV KLV OEWV.
Alatapoxn otaong — fadionc (atatia).
Nuotayuoc.

AUTLOMOC, OTEPEOTUTILEC, VONTLKN LOTEPNON.
2UVOPOLO XPOVLOC KOTIWONC.

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)
TuAua laTpkng



NapeykepaAdikn ataia
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MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)
TuAua laTpkng




NeuponaBboAoyika supnpato

* YromAaoia (LaKPOOKOTILKA).
* EAAttwon Kuttdpwv KokKlwdouc otifadac.

* Mn ocuvantopeveg akavOec armno toug devdpiteg Twv K. Tou Purkinje
otn poplwdn otfada.

e Oudevbplitec Twv K. Tou Purkinje mapouaoialouv oidnua Kot
noAvapOpa wvidla kat potdlovv UE AOTEPOELON CWUATLA I
KAKTOUC.

e OuLveupatovec Twv KUT. Purkinje mapouotdlouv odnuatwdn
eKPUTLKN pHolpa Kol poldlouv Pe TOPTUAN.

* Eupdavion veupoyhoiag Bergmann kat tvwv tou Fanana otn
Hopwwdn otfada.

* EAdtTtwon twv oAlyodevOpoKUTTAPWV.

Napeykepaiida kat Noorpota tng Napeykedpaiidag (Atasieg)
ﬁpmon’:}\glo , , 10
oi’é%%‘i’&?.}éﬁ’g Tunpa latpkng



TENETIKH 2YITENQN NO2ZHMATQN
ME NAPEFKEDAAIAIKH YIIOMNAAZIA

e [ovibla mov ouvdeovtal pe tn dtamAaon tou popfouepouc-1
QT OTTOV TIPOEPXETAL O TIAPEYK. PAoLo¢ (En-1, En-2, Wint-1),
Tplowpieg 13 ko 19, euBpavoto X xpwuatoowpa (Xgll.21-
g24), 6). petaBoAiopou (pawvulketovoupia,
vrtepaavivatpia, yoyyAtooldbwoelg) 6. YAUKOLUALWOEWVY,
aUTIOUOC (ouvdp. Rett). yevikotepa amAaoTika 1] SUCTIAQCTIKA
ouvdp., oto mAaiolo ayyelakwyv duomAaoclwv (Torres-
Mohedas), 6). amokataotaong tou DNA (ouvdp. Cockayne),
O). ptoxovoplakou DNA (v. Leber), ota mAailola vwtloiwyv
HLUIKWV atpodLwv Kot SuotpodLwv.

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)

. . 11
TuRuo latpkng
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MoapeykepaAldika voonuata (ataéiec)

EnikTnta voonpota tne
rnapeykepaAidac



Mapayovtec KivdUvou yiLa Tnv

endavion napeykepaAtdiknc atoéiog

Mua ogLpd o aPAYOVTEC TILOTEVETAL OTL LUEAVOUV
TLIC TBavVOTNTEC EpdPAVLIONC TNE TIOPEYKEDOAALSLKNC
atoiac. Autol sivat:

‘EkBeon oe oplopeva pappaka N ToEvec.

Eva HEAOG TNG OLKOYEVELOG UE LA YEVETLKN Lopdn

rnopeykedpaAOKNC ataéioc.
Mpoodatoc ePoALOCUOC.

loyeveic AopwéeLc.

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)

, ) 13
TuRuo latpkng



EnikTnta voonpota tne
napeykepaAidoc (1/2)

Ayyelaka eykedPaALKA Voo LaTa.
KpavioeyKePAAKEC KOKWOELC.
Oykol tnc napeykedpaiidac.
2KANpuvVon Kota TIAQKOC.

Avoooloyika (v. Adapavtiadn-Bechset,
TOLPOAVETIOTIAQLOLOTLKA. cUVOpoual).

OPLOVIKEC OLATAPOXEC (unoeupoa&cuoq,
unonapaeupoa&ouoq, avemnapkeLa Brtapivne B12,
avenapkela Brrapivng E).

Entiktnteg petafoAlkeg Statapaxec (UtoyAukatuia,
SA).

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)

. . 14
TuRuo latpkng



EnikTnta voonpota tne
napeykepaAidoc (2/2)

Nolpwdn attia (avepoBAoyla, v. Coxsackie, v. Creutzfeldt-
Jacob, Epstein-Barr, HIV, Lyme, pukomAaopa mveupoviag).

Qappakoloyika aitia (aptodapovn, kapBapalemnivn,
OPLOMEVEC XNHELOBEpaTELEC TOU KapKivou, KuKAooTtopivn,
AiBLo, pawvutoivn).

Toéka atia (aAkoOA, povoéeidlo tov avBpaka, Bapea
HETAAAQ OTtwe o udpapyupoc, o LOAUVBSoc kat to BAaAALo,
npwivn, opyavikoi SLAAUTEC, OTtwS ToOAOUOALO Kal feVIOALo,
boVUKUKALOLVN).

Enidpaon ovidovoac aktvoBoAlac.

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)

, , 15
TuRuo latpkng



Ataélec AOYW CUYKEKPLUEVWV
BloxNMIKWV EAAELUHATWV

. O~ KOlL UTTO- [3-

9. Aegukoduotpodiec.

AUTOMPWIEIVOLULAL. 10. SepoeiSeic
. MitoxovdploKeg AUTOPOUOKIVWOELG.
gykepalopvonadeleg. 11. ZavOWUATWOELC.

. Leigh ouvépoypo.

12. 2dLyyoOUUEAWVWOELC.

. EAattwpevn kapBotulacn 13. EAQTTWHEVN
. Alatopayn Tou KUKAOU TNG eCooapvidbaon.

ouploc.

14. >uvdp.Louis-Barr.

. Apwvoguoupla. 15. SuvSp. Cockayne.
. Nooo tou Wilson. 16. MEeAQYXPWHLATIKO
. ZaAibwon. ¢npodeppa.

17. Kolt\tokakn,.

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)
TuAua laTpkng
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MoapeykepaAldika voonuata (ataéiec)

NapeykepaAldikeC utomAaoieC
(taéwvopnon, dtadopikn dtayvwon,
eL0lKA cuvdpoua)



AIAOOPIKH AIATNQZH THZ
NMAPEFKE@AAIAIKHZ YIIOMAAZIAZ

» 0oo adopa tn Mutkn urtotovia (vwTtlaio pULKn atpodia,
nueAoBAaoctwpa 1 aAAoL oykol Tng mapeykepaiidag,
aPaXVOELOELC KUOTELC Kal allpayyslwpoata) n AA yiveton pe
Baon KUPLWCE TLC VEUPOOTTELKOVLOTIKEC EEETACELC KOl
oTiavLoTEPO LE TN Bloyia.

» Yrnioéikn niepyevetikn BAAPN (mopeykedoAldikr) okArpuvon)
KaTaOELKVUETAL UE TNV TOYUTPOVLIKN Topoypadlo Kol TNV
Toutoxpovn PAABN kat o€ AAAEC TTEPLOXEC OTIWCE O UTIOKOLLLTIOC
KOl TA BaoLKA YOyyALQL.

» NwtiorntapeyKe@aALOIKEC EKPUAIOELC (OLKOYEVELOKO LOTOPLKO
KOLL YEVETIKOC EAEYXOC).

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)

, ) 18
TuRuo latpkng



2Uvdpopo tTwv Smith-Lemli-Opitz
(SLOS)

Yrioyovadlopoc, Suopopdileg mMPpoowrmou Kol AKPWVY, ATUTILEC OTIAAXVWV
suxvétnta: 1:15.000- 1:40.000.
MetaAAa&n tou DHCR7 oto 11g12-g13.

EAattwpévn dpaotnplotnta tng 6-7-0tePoALKAC avaywyaong kot uPnAn 7-
adUOpo YoAeotepoAatLpia.

NEUPOATELKOVIOTLKA: UTIOTIAQLGLOL OKWANKQ, TIOAUyUpLa, pikpoyupia,
Slevpuvon KoLALwV.

Awadopikni dtayvwon: cuvdp. Zellweger, ocuvdp. Gardner-Silengo-Wachtel,
ouvdp. Dubowitz, akpoSUOYEVVETIKOG VOVIOUOC, Tplowpia 13, tplowpia 18.

Oepareia: Slatta mAovola o€ XoAnNoTEPOAN yLa LElwaon TNG 7-
adudpoxoAeoTEPOANC, oLUBaoTATIVN KOl AVTLUETWTILON TWV CUVUTIAPXOVIWV
KapSLOAOYLKWYV, NITATIKWY, VEPPOAOYLKWV TIPOPANUATWY, TNC TTUAWPLKNG
OTEVWONG, KAl TNG V. Tou Hirschsprung.

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)

, ) 19
TuRuo latpkng



NapeykepaAidikn vmonAacio pe vwtiaia HUiki
atpodia (vococ tov Norman, cuvdpopo Barth 1)

MeyaAn puikn vmotovia amo tn yevvnon, dtatapaxn opAlog
Kol opBootatnong, VUOTAYHUOG, TPOMOC, SECULOWOELG Kall
LULKN atpodia, Puxovontikn votepnon, entBiwon cuvnBwc
£WC TO TPWTO £T0C TNCS (WNAC.

H dtayvwon yivetol pe Tnv KALVIKA ELKOVA KL T
VEUPOQTTELKOVLOTLKA EVUPAUOTAL.

NEUPOATELIKOVIOTIKA EVpAATA: atpodia TwV NUodalplwv
N mapeykepaiidbog, Tng yedupag, Twv npocdiwv plwy, Twv
npooBiwv kepATWY TOU VWTLaiou pHueAoU.

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)
TuAua laTpkng
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AUVOTIAOLOTLKO YOLYYALOKUTTWHOL TNG
napeykepaAidac (voooc twv Lhermitte-Duclos)

* Eotiakni dSuomhacia cuvnBwe evog mapeykedaAldikou nuiodatpiou
LLE CUYKEVTPWON ATUTIWV KOKKLWOWV KUTTAPWYV N KUTTAPWV TOU
Purkinje.

e Ta KAWLIKA dovopeva EekvoUV amo TN PpedLkn EwG TN YEPOVTLKN
NAwkiol pe cuvdpopo avénpevng evbokpaviag mieong,
rnapeykepaAldkn dtatapaxn, PUXLATPLKES KOl VONTLKEG
eKONAWOELC.

* H dlayvwon yivetal pe tTn poyvnTikn topoypadia omou
arokaAumtetal pala ota nuodaipla tne nopeykepaiidbac n omola
dev gumAoutiletal kol apouoldlel metaAAlwoN dtataén otnv T2
akoAouBia.

* OePATMEVTIKA AVTIMETWTI{ETAL N EVOOKPAVLA UTIEPTOON
OUVTNPNTLKA 1] VEUPOXELPOUPYLKA KOl XOpNYELTAL QVTLETUANTITIKNA

aywyn.

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)

, , 21
TuRuo latpkng



MoapeykepaAldika voonuata (ataéiec)

NapeykepaAidikec atoéiec
(taéwvopnon, dtadopikn dtayvwon,
eL0lKA cuvdpoua)



NwtionapeyKePAALOIKEC ATAELEC
(SCA) (1/2)

Ol vwtLatomopeykePaAlOKEC atalec elval Lo ETEPOYEVAC opada
VEUPOEKDUALOTLKWYV YEVETIKWY VOO UATWV LE ETILONULOAOYLKN cuxvoTnTa
0.8-3.5/100.000 nAnBucpou. KAnpovououvtoL Ol TTEPLOCOTEPEC UE
QUTOOWATLKO EMLKpATOUVTA TPOTo. EKdnAwvovtal os onoladnmote
NAlkia pe kopUPWOoN TWV CUUTTTWHATWY HETAEL 3N5-41S ekaetiag. Ta
KALVIKQ oUMTTTWHOTA Eival: ataéio Koppou Kol akpwv TtapaAAnAa pe
eEWTUPAULOLKA KaL TtupapLldka ¢atvopeva, 6x. odBaApokivnong, ocuvop.
KPOWVLOKWV VEUPWV, TLEPLPEPLKH TIOAUVEUPOTIABELA, ETIANTITIKEG KPLOELG,
OX. TNG OMTIKAC avtiAnyng kat tTng vontikng odaipac. E€attiag tng
OMOLOTNTOC TIOU TtapoucLlalouV Ta cUpTwHaTa, n Stayvwon otnpiletol
OTOL ATTIOTEAECATOL TOU LOPLAKOU YEVETLKOU EAEYXOU. 2€ 0XeOOV OAOUC
TOUC TUTIoU TNG SCA, ol petaAAdgelc adopouv cuvnBwc aboAoyikn
emipnkuvon tng tputAetac (CAG) péoca oto avrtiotolxo yovidio.

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)

, ) 23
TuRuo latpkng



NwtionapeyKePAALOIKEC ATAELEC
(SCA) (2/2)

NEPIOXE2 ME YWHAH 2YXNOTHTA

ATtO TO OUVOAO TWV VWTLOTIAPEYKEDAALS LKWV ATAELWY OL CUXVOTEPEC

Meploxn Holuguin (KouBa) pe cuxvotnta 1:750.

Meploxn Flores twv Alopwv pe cuxvotnta 1:140.
Meploxni Nagano (lanwvia): 22/100.000.

Nrco Guam: 23.7/100.000.

lomtavia n tumou 1 pe cuyvotnta 1.2/100.000.

Fepuavia kuplwe tumou 3(50%) kat Ayotepo 1 & 2 (10%).
Autikny NopBnyia cuxvotnta 17:100.000.

elvaL oL tumou 1, 2, 3, 6, kot 7 evw n tumou 10 napouotaletal

~ ouvnBwg oe atopa MegIkavikAg Kataywyng.

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)
TuAua laTpkng

24



Tagvopnon aUTOGWHLOTLKWY
vwtlortapeykepaldikwyv ataélwv (SCA) pe
EMLKPOTOUVTO XOLPOLKTAPOL

TYMNOX FONIAIO METAAAAZ=H | ®AINOTYNOZ | HAIKIA
SCA 1 6923 CAG>39 EAaloyepupotta | 5-65
PEYKEPAAIDIKN
atpoeia (ElMMar)
SCA2 12924.1 CAG>32 ElMM arpoeia
SCA3 14q32.1 ElM arpogia 5-70
SCA4 16922.1 [Mapeyk. atpogia | 19-72
SCAS 11913 CAG>19 [Mapeyk. atpopia | 10-68
SCAG 19913 CAG>20 Mapeyk. atpogia | 30-71
SCA7 3p14 CTG 110-150 | EIM atpogia 0.1-60
SCAS8 13921 [MapeyK. aTpoia
SCA9 Mapeyk. atpoia | 1-73
SCA10 22q13 ATTCT>550 | lNapeyk. atpogia

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)

TuAua laTpkng
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TYNOZ FONIAIO METAAAA=H | ®AINOTYNOZ HAIKIA
SCA 11 15914-21.3 [Mapeyke@aA. arpo@ | 15-43
SCA12 5931-33 CAG>66 Evke@aAiky atpog | 8-55
SCA13 19913.3-.4 ATpo@ia OKwWANka | 1-45
SCA 14 19913.4 PM->PKCg ATpo@ia oKwANka | 12-42
SCA15 3p24.2 Atpo@ia okwAnka | 10-50
SCA 16 8q22.1-24 .1 [Mapeyke@aA. arpo@ | 20-66
SCA17 6q27 CAG/CAA [Mapeyke@aA. arpo@ | 6-48
SCA 18 7Qq22-932 [Mapeyke@aA. atpo@ | 22-25
SCA19 1p21-22 [Mapeyke@aA. atpo@ | 11-45
SCA 20 11

SCA 21 7p21.3-15.1 [Mapeyke@aA. arpo@ | 7-30
SCA 22 1p21-923 [Mapeyke@aA. arpo@ | 10-46
SCA 25 2p [MTapeyKePAA. aTpoP
OdovToepubpo- 12p13.31 CAG OEQA arpogia
wypoAouilioc aTp ETTAVOANWEIG

Etreicodiakn arag.l | 12p13 [MTapeykePaA. aTpoP
Etreicodiakry at. Il | 19p13.1 [MTapeykePAA. aTpoP 26




TAZINOMH2zH TQN
NOTIONAPEITKEQAAIAIKQN ATAZIQN

Evapén rmpv thv nAkio twv 20 eTwv

. Ataéila tou Friedreich.
. Ataélo cuvodevOUEVN ATIO OTIOOTLKOTNTAL.
. Ataéla pe vrtoyovadLlopo.

A.

1

2

3

4. Atagla pe pUOKAwvO.
5. Ataéia pe omtiki atpodia Katl vonTLlkr votEpnon.

6. Atatia pe kwdotnta.

7. Marinesco-Sjoegren ([e KaTappAKTN KoL VONTLKN UCTEPNON).
3

. Ramsay-Hunt (MRRF, Unverricht-Lundborg, claAibwaon)
dyssynergia cerebellaris myoclonica.

. 2uvOedeUEVN UE TO X XpPWHOCWAL.

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)
TuAua laTpkng
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TAZINOMHZH TQN NQTIONAPETKEDAAIAIKQN
ATA=ZIQN

-

Evapén peta tnv nAkla twv 20 sTwv

Machado-Joseph.

Atatia tnc KouBac (locus SCA2).

Ataéia tng Ivoilac (apyec oPpOAAULKEC KLV OELC).
2uvodeuopevn amno ekpuUALon Tou okAnpou.
Napotuoukn ataéia.

KaBapn mapeykepalidikn atatia.

NAoyw avtoowpuatikng dtatapaxnc (locus SCAL).

2rtopadLko TuTou ataéia oPLunc Evapénc.

0 N O U W N R

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)

TuAua laTpkng
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Ataéia tou Friedreich (1/2)

Elvai n ouxvotepn vwtlomapeykepaAdikn ekpuAton (1-2/ 100.000),
NPOCPAAAEL LoOTIHA B)AU KOl AppPEVOL ATOMAL.

AUTOCWUOTIKOC UTIOAELTTOUEVOC XOPOKTAPOAC, VEVETIKNA ETLBApuvon 5.6-
28%, petaAhaén otn B€on 9922, 9q12-13, yovidlo FRDA, dépel MOAAEG
emavaAnPelg GAA (201-1186 emavaAnPelg evw uoloAlka<22) mou
KwOLKOTOLEL TN Ppatativn, utevBuUvVN yLa TNV 0EELdWTIKA dwaodopuAiwon
Kol TO LETABOALOUO TOou oLldrjpou ota ptoxovopla.

Nevupormnaboloyka mapouaoialetal ekpuAlon tng onicOLag S€oungc,
vwtlonapeykePaAdiknic odou, pAolovwtiaiog odou, mepLpePLKWV
veUupwv, ortitoBiwv yayyAiwv, otnAng tou Clarke, kapdlakoU LU Kol ATILEG
dlatapaxeg TG eAaiog, Twv MTPOUNKLKWY TIUPAVWVY KAl TWV KUTTAPWV TOU
Purkinje otnv mapeykedpaAida.

Oeparmneia: Kuplwe cupmTwpatkn, apdifoAla anoteAéopata pe CoQ10,
nupdoéaAn, vdpotpurntodavn.

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)

, ) 29
TuRuo latpkng



Ataéia tou Friedreich (2/2)

Ta cupmtwpata apyxilouv petalL 8-15 etwv pe atatla,
aLoOnTkeES dLatapaxec (Kuplwe tng ev tw Babel), anwAesla
TWV TEVOVTLWV avTavokAaoTlkwy, kolthomodia, SuoapBpla,
aduvapia, okoAlwon Kot Alyotepo cuxva vuotayuo, Stapntn,
OTITLKN atpodia kal Kwpwon. Kbdwaon rp okoAiwon >75%,
kKolthomodia >50%, puokapdlonabela >75%.

2TO VEUPODUOLOAOYLKO EAeyxo Hev kataypadovTal atcOntika
duvaukad, n MRI eykedpalou sival oxedov puololoyikn,
atpodia tnc AMNM, aAdowwoelg oto HKI. Mapouvaotaletal
npoilovoa endeivwon pe KatdAnén ocuvnBwce otnv TeETOPTN N
nepmtn dekaetia tng (WNC.

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)
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Noooc twv Machado-Joseph (SCAIII)

e [IpooBAAAEL auTOUC MTOU KATAyovTaL Ao TLIG MopTOYAALKES
AlOpeC, umopel va epdaviIoTeL o€ omtoladnNmoTe nALKLaL Kol
xapaktnpiletal ano ataéia, SuoapOBpia, vtEPTUPNVLIKA
opOaApomAnyla pe XopAKTNPLOTIKA SLOYKWUEVOUG
opOaApovc, Suotovia, oTtACTLKOTNTA, ApvaTpodiLa Kot
deoudbwoelc (mapeykepaido-mupaptdo-sEwmnupaputdo
ouvdpoun).

 Ta yovidla mov evBuvovtal eivoal ta 6p Kot 129 evw o€
KQTTOLEC LATIWVLKEC OLKOYEVELEC TIOU TIOPOUCLAOTNKE
gvBuvetal to 14924.3-31 (petaAAaKTikn popdn tou yovidiou
ATX3, nmavw armno 50 emavaAnelc tng tputhetac CAG).

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)
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Atoéio-teAayyelektaoia (cuvop.
Louis-Bar)

KAnpovopeltal pe TOV UTOCWUOTLKO UTTOAEUTOUEVO XOPOKTAPQ,
amnoteAel To 1% tou mMANBuopoU Kal mapouoLalel KOpULKN ataéia,
KaBuoTEPNON OTN CWHOTLKY, VONTLKN KOl AVATITUEN TWV
SEUTEPOYEVWV XOPAKTNPLOTIKWY TOU PpUAOU, SLATAPAXEC TNG
opOaApokivnong, SuocapBpia, TEAAYYELEKTAOLEC KOl AlyOTEPO
ouxva duotovia, LUOKAWVO, XopEia, ToAuveupomnaBeLa, mpoyupia
Kol Tpowpn Asvkavon Twv Tpywv. Mapouotaletal Aspudormnevia,
ehattwpevn IgA kot IgG, svaoBnoia otnv Lovidovoa aktivoBoAia,
avénon tng a-beTOMPWTEIVNG Kal SLATAPAXEC OTA CUOTHHATA
enovopBbwonc tou ptoxovdplakol DNA.

MNeploocotepo tou 20% napouotdlouvv veomAdopata (Asvuyatpia n
Aépudpwpa) kabwc kat toAAamAEC Aotpwéelc. To umevBuvo
XpwHoowpa ival to 11° (11g22.23, yoviblo ATM).
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Nooo¢ twv Unverricht-Lundborg (LvokAwvikni
emAnyia twv BaAtikwv xwpwv)

* Metalaén tou yovidiou Tou KwdLkomoLel Tnv kuotativn B (CSTB),
21922.3.

e Juyvn otn 2oundia, EcBovia, O\avdia pe cuyxvotnta 1:20.000
VEVVNOELC.

 Ta ovpnmtwpuarta epdavidovral amo to 5° £wc to 20° £To¢ pe
LUOKAWVLEG, YEVIKEUUEVEC ETUANTITIKEC KPLOELS, atagia Badlong Kot
Avw AKPWV, VONTLKN UoTEPNON.

e 210 HEl gpdaviletal emikpdtnon tou pubpuou B kat EAATTWOon Tou
a. 2Tn payvntikn topoypadia dtamiotwvetal atpodia
napeykedpaAidac, yedupac Kat TPopAKn.

*  OepATEVUTIKA QVTIMETWTIL{OVTAL OL KPLOELC e XopAynon
BaAmnpoikoU vatpiov o€ cuvdLAOUO UE KAOVATLETIAN, TOTILPOUATN
KOLL TULPOLKETALUN.

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)
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2UVOpPOMO TWV Sjoegren-Larsson

MetaAAaén otn 6€on 17911.2 mou kwdkomolel TNV aAdelIOKNA
adubdpoyovaon Twv aAeldpatikwyv ofewv (ALDH3A2), n omola
QATOTEAEL LEPOC TOU CUMTTAEYUATOC TNG oésldoavaywyaong Tou
NAD+ KL £ToL Sev pmopel va yivel oéeidwon twv aAeldaTIKwy
OEEWV.

Yuxvotepn otn 2oundia (8.3/100.000).

Nontikr) votépnon, omaoTk dSutAnyla A tetpanAnyia, BLwonN,
dwtodofia to 3° £10C.

Aldyvwon: AeUKEC KNALOeC yUpw amo tnv wxpad (opOaApookonnon)
KOLL OLTTO LU EALVWTLKEC E0TLEC TTEPLKOLALOLKA, LECOAOPBLO,
napeykedaAida, peoa okEAN napeykedaAidac, petwriaioc Aopoc,
TIUPOULS LKA Kol atBouvoovwTtiaia Sepdtia.
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2uvdpopo twv Marinesco-Sjoegren

NapeykedaAdikn atalia kat aotabela, SuoapOpla, vontikn
UOTEPNON, CUYYEVNC KATAPPAKTNG, UTIEPTAON, OLATAPAXES
obovrtoduiag, Bpoxl avaoTnUa, OKEAETLKEC OLATOPOAXEC,
duopopdiec mpoowrmovu.

MetaAla&n otn CCFDN mteploxn tou yovidiou nou Bploketal
otn 18q B¢on.

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)

, ) 35
TuRuo latpkng



H voooc¢ pe ta cwpatia Lafora

*  KAnpovoueital HE AUTOCWOTIKO UTTIOAELTTOUEVO XOPOKTAPA, LETAANAEN
0Tto 6024 N EPM2A B€on omou kKwoLlKoToleltal N mpwTteivn «Aadopivn».

* H ouyxvotepn nopdn LUOKAwWVLIKAC eTttAnyiag otig xwpeg tng Meooyeiou.

e Jwpatia Lafora: kuttapomAacpatikad eykAelota Betika kato PAS otov
0S60oVIWTO Mupnva, otn pEAaLva oucia, otov EpuBpo upnva, cTov
LTIMOKOLUTIO KOl O€ AAAQL Opyava, TIEPLEXOUV TTOAUYAUKolavLaL.

*  MUOKAWVOC TTOU EKAUETAL CUXVA OTTO OTTTLKA EPEBLOUATA, YEVIKEUEVEC
ETUANTITIKEC KPLOELG, ULKPOVOLAL.

* Hduayvwon yivetal pe Blogia S€ppatog kot LOpWTOTOLWY LE T
XOPOLKTNPLOTLIKA EYKAELOTO, CWUATOOLCONTIKA TIPOKANTA SUVOLKA LLE
ylyavtioia kopota, HET Ko yevetiko €Aeyyo.

MNapeykedpaiida kat Noorpata tng Napeykedpaiidag (Ataisg)
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Nococ tou Refsum

*  Me QUTOOWUOTLKO UTTOAELTIOUEVO XOPOKTPA, OVETIAPKELD TNCS PpuTavoUALKR—CoA-a-
vdpofuldaoncg mou Bploketal ota UTIEPOEELCWHATLA KOl CUMPBAAAEL oTNnV a-o€sibwon
TOU GUTOVIKOU 0EEOC, LE CUVETIELOL ALUTO VOL CUYKEVTPWVETAL OTOUG LOTOUC KAl OTO
TAQo QL.

Metallaén tou yovidiouv PAHX, 10g13.

*  ALOTOPOXEC TWV KUTTAPWYV Tou Purkinje, Twv Baotkwv yayyAlwv, CWHATOKIVNTLKWY
VEUPWVWV TIPOooBiwv KepATwy Tou NM, TwVv yayyAlakwyv KuT. Tou apdtBAnotposldn.

* EkdnAwvetal cuvriBwc otn 21-3" dekaetia pe mapeykepaidikn atatia,
noAuvevpondBela, pehayxpwpatikn apdiBAnotpostdonadabdela.

* H&uayvwon ylvetal pe ekTipnon Twv emmedwy Tou GuTavIKoU 0EEWC OTO allpal Kol
YEVETLKO EAEYXO.

*  OepAMEVTIKA cuoTrvetal dilatta pe anoduyr Twv TpodwV IOV TIEPLEXOUV PUTAVLKO 0V
N GUTOAN.

— Napeykepaiida kat Noorpota tng Napeykedpaiidag (Atasieg)
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2nueiwpa Avadopag

Copyright AplototéAelo MNavemotuio Oecoalovikng, Koutooupakn
Eudpoaouvn. «MNapeykedaAida kot voonpata tng napeykedpaAidac (ataéiec).
NapeykepaAdika voonuata (atafiec)». Ekboon: 1.0. Oscoaiovikn 2014.
AwaBgoipo ano tn diktuakn dtevBuvon:
http://eclass.auth.gr/courses/OCRS291/.
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Znpeiwpa Adertodotnone

To apov VALKO SlatiBetal pe toug 0pouc tng adelag xpriong Creative
Commons Avadopa - Mapopota Atavoun [1] R petayeveotepn, AleBvng
‘Ekdoon. E¢apouvtal Ta autoteAn £pya Tpitwyv T.X. pwtoypadiec,
Slaypappata K.A.TT., TOL OTIola EUTIEPLEXOVTAL OE QLUTO KalL TO OTtoL
avadEpovtal pall LE TOUC OPOUC XProNG TOUC 0To «2npeilwpa Xpnonc Epywv

Tpltwv».
[©Nolel

O dkalovyoc propet va rapéxel otov adelodoyo Eexwplotn adela va

XPNOLUOTIOLEL TO EPYO YLOL EUTTOPLKN XpNon, Ebocov auTto Tou {NTnOEL.

[1] http://creativecommons.org/licenses/by-sa/4.0/
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