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Xpnuatodotnon

To ap OV ekTALOEUTIKO UALKO €XEL avarmtuxBOel ota mAaiola
Tou ekmatdevtikol £pyou tou didbaokovta.

To €pyo «Avolkta Akadnuaika Mabnuoata oto
AplototeAetlo Mavemotipuo Osoocalovikne» €Xel

XpnHatodotnoeL Lovo tn avadlapopdwaon Tou
EKTIOLOEUTLKOU UALKOU.

To €pyo vAoToleital oto nmAaiclo tou Emiyelpnotokou
Mpoypappoatoc «Eknaidevon kot Ata Biou MaBnon» kal
ocuyxpnuotodoteital ano tnv Evpwnaikni Evwon
(Evpwraiko Kowwviko Tapelo) kot amo eBvikoug mopouc.
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Meplexopeva evotnToC

Nwc yivetoal n dtayvwon ZKIM;

ALOyVWOTLKA KpLTpLa

Noonpuata tTng AsUKNC ouoiog
ANevkobuotpodlec

Noooc twv Pelizaeus-Mertzbacher
Ertivedpldikn Aseukoduotpodia

H voooc tou ALEXANDER

Aevkoduotpodla PeTd oPalPOELLOWV KUTTAPWV
H voooc tou NIEMANN-PICK

JkArpuvon katd MAdkag

Tuua latpkng



2KOTIOL EVOTNTOC

* JTOXOC TNC EVOTNTOC ELVAL N KATOVONGOHN TNC
dlayvwonc tne 2KI.

* Hmpoogyylon twv SLOYVWOTIKWVY KpLtnplwv
¢ nabnonc.

* H avamtuén tnc tkavotntac yio tn dtadopikn
Slayvwaon tTng vooou.

JkArpuvon katd MAdkag
Tuua latpkng



NMwc yivetau n dtayvwon ZKN; (1/3)

H npoPAen tng mpoyvwong armo To MPWTOo EMELCOSLO Elval
TIPOLKTLKA aVEDLKTN, KaBwc dev umapxeL opLoTikn HEB0SOC yLa T
Sdlayvwon tTng acbEvelac.

H dtayvwon Paociletal 0To LOTOPLKO, OTNV OVTIKELUEVLIKN €EETAON
Kot ota eupripata touv ENY (avénuevn y-odaripivn, oAlyOKAWVIKEC
SEOUEC).

H payvntikn topoypadia (MRI) eykepalou €xel cuvnOwWC
gupnuata (meplkoltAlake i/Kat TOANATTAEC €0TlEC O0TNV AEUKNA
ouola) Kal Urmopel va SLayvwoeL TIC TTEPLOXEC TToU PAeypaivouy N
g€xouv urntootel PAABN otov eykEPalo ) 0TO VwTLOLO HUEAD Kall eival
XOPOKTNPLOTLKEC OTN ZKANPUVON KATA TTAAKOC.

Ta CUMMTWHOTO UIMOPEL va ppnBouv AAAeC aoBEveLec, Kal oL
aoBeveic cuXVA KAVOUV XpovLla LEXPL VA EXOUV HLa dLayvwon.

JkArpuvon katd MAdkag

Tuua latpkng



NMwc yivetau n dtayvwon ZKN; (2/3)

» Mopa tic moAvaplbuec vnobgoelc kat e€etaoslc AEN umtapyel
LEXPL TWPOL HULOL EpyacTNPLOKA EEETOLON TTOU VoL ELlvall
noBoyvwHoVvIKA TS OKARPUVONC KoTol TTAAKOLC.

» MoAAEC KATOOTAOELC UITOPEL VA TIPOKAAECOUV TIOAUECTLOKO
oUVOPOLO TOU KEVTPLKOU VEUPLKOU CUCTAMOTOC, OE VEOUG

eVNALKEC, TTOU va apouoLalel e€apoelc Kol udpeoelg XQPIZ va
elval okAnpuvon Katd MAAKOC.

» To mooooto AdBouc dLayvwonc akopn Kol o e0LKA yLo T
VOO0 KEVTPQ, eival yUpw oto 5%, 6nAadn 1 otoucg 20 aoBeveig
nou €xeL dLayvwoBetl cav KM €xel kATOLO VOGH LA TTOU
notalet aAAa AEN elvol okAnypuvon Kotd TAAKOLC.

JkArpuvon katd MAdkag

Tuua latpkng



NMwc yivetau n dtayvwon ZKN; (3/3)

» O €\eyxoc ylo cuoTnuaTikad, pAsypovwon,
QUTOAVOOO VOOHUOTA TOU KOAAQYyOVOU €ival TtoAU
duokoAoc otouc acBeveic pe KM AOyw tTNC HEYAANC
oUXVOTNTAC EVPEONC OLUTOAVILOWUATWV.

» OL 00BEVELEC TIOU TIEPLOCOTEPO CUYXEOVTOL UE TN
2K eivorl ot PuxLlOTPLKEC.

JkArpuvon katd MAdkag

Tuua latpkng




AIATNQZITIKA KPITHPIA
(Mc Donald et al, 2004)

AUO 1 TIEPLOCOTEPEC WOELC Kol SUO TOUAAXLOTOV VEUPOAOYLKA CNnUELQL.
AUO 1 TTEPLOCOTEPEC WOELC KOLL EVAL veupo?\ovu(o on uao Kot SUo

TOUAQXLOTOV OMTOUUEAWVWTUIKEGC oto ENY n ou<our] uia mpooPoAn pe
SLahOpPETIKA KAWVIKA dOLVOULEVA OTTO TLC TTPONYOUUEVEC

Mia won kat SU0 TOUAAXLOTOV VEUPOAOYLKA ONUELQ KOl EVEPYELC

OOV EAWVWTLIKEC eo0Tiec otn MRI N pla akopun tpooPoAn pe dtadopeTika
dovopeva Ao TNV TPONYOUEVN.

Mia won Kot Eéva VEUPOAOYLKO onueio Kal TouAaxlotov SUo
QTIOMUEALVWTLIKEC eoTiec otn MRI ou eéeAlooovtal ; euprpaTa Ao TO
ENY | emutA€ov eotiec otn MRI.

KAvika davopeva pe T[pOl.OUGOL €EEALEN KoL EVOL VEUPOAOYLKO ONLELO KoL
gupnuata oto ENY kat nepwoorepeq TWV EVVEQ anouue)\tkukwv E0TLWV
otn MRI epdaveic otnv T2 n nepwoorepeq Twv 600 eotwwv oto NM ) 4-8
otov eykEdaAo + uta oto NM n 4-8 gotiec +6x ONA ) 6x ota ONA,
Nvorepeq TWV Tecoapwv gotlwv otn MRI kat pia oto NM. I‘IapaMn)\a
TPETIEL VAL UTTAPXEL EMLOEIVWON TWV ECTLWV KL TNEG KALVIKAC ELKOVAG TOU
acBevn).

JkArpuvon katd MAdkag

) , 10
TuRuo latpkig



NOZHMATA THX AEYKHZ OYZIAZ (1/3)

= [eveETIKA KoBoplLopEva

1. Emwvedpdlakn Aeukodbuotpodia.

. Metayxpwpatikn Asukoduotpodia.
. N. Charcot-Marie-Tooth.

.N. Krabbe.

. N. Canavan.

. N. Alexander.

. N. Pelizaeus-Merzbacher.

0O NN O 1t B W N

. N. Refsum.
9. ®awvuAKkeTovoupiaL.

JkArpuvon katd MAdkag

Tuua latpkng
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NOZHMATA THX AEYKHZ OYZIAZ (2/3)

" Eniktnta
A. MepovwueEva
1. Oela alpoppaytkr AeukoeykepoaAopueAitida.
2. Otela diayutoc eykepalopveAitida.
3. Omtkn veuplitida.
4

. BAaBeg tou vwtiaiou klue)\ou (o&elo vekpwTikA puelitiba, eykapota puelitida,
Xpovia npoiovoa pueAonadela, puelondbela ano aKtLvoBo}\La

B. JkAnpuvon Katd rAAKOLC
1. Ydéoeg-e€dpoelc.
Agvutepoyevwc poiovoa.
MpwTtoyevwe poiovoa.
KaAononc.
Kakori®n¢ tou Marburg.
Nooog tou Balo.
Noooc tou Schilder.
Alaxutn okAnpuvon.
JUVOUOLOUEVN KEVTPLKN KoL TIEPLPEPLK ATIOLUEALVWOT).

O NOUL A WN

X4 ZkAnpuvon kotd MAdkag
ApICTOTEAEIO 1 2

MavemoTthuio . .
@EGUO)\OrviJKr]Q THT] una |ClTpLKI'] G



NOZHMATA AEYKHZ OYZIAZ (3/3)

= ErtikTtnTO

. AtotpodKa-UETOBOALKA VOO LOTOL

1. Kevtplkn yedupikn pueAtvoAuon.
2. EAAewpn tng Brtapivng B12.
3. Noooc¢ twv Marchiafava-Bignami.

A. loyeveic AotuwéeLg

1. Npolovoa moAveotiakn Asukosykedpalomabdela.
2. Yroeia okAnpuvtkn taveykedpaAitida.
3. HIV gykedpalomabela Kal TPOTILKI) OTIOLOTLKNA TTAPATIAPEDN.

JkArpuvon katd MAdkag

Tuua latpkng
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AEYKOAYZTPOOIES (1/2)

= AITIOAOTIKO YNOBAOPO

a) Statapaxn tTng avamntuéng kot Stadopormnoinong Twv

B)

Y)

6)

oAlyodevdpokuttapwv (vooo¢ tou Alexander).

Sdtatapaxn tng duvatotntag TNS LEUBPAVNG TWV
oAlyodevdpokuTttapwv va repleAlyBouv mepl tov
veupaéova (voooc¢ twv Pelizaeus-Merzbacher).

BAABN Twv oAlyodevdpoKUTTAPWVY TA OTTOLL
avamtuxonkav pEXPL Twpa KaAwC (rmpoodeutikn
noAveotiakn Asukogykepalonadeia).

&X. TwV ev{UMWV Ta OTtoLaL Elval amopaitnTa yLa T
dlatpnon tng pueAivne (emveppidiakn
Agukodbuotpopia, v. Schaumburg).

JkArpuvon katd MAdkag

. , 14
TuRuo latpkig



AEYKOAYZTPOOIES (2/2)

MopdoAoyiko yvwplopa
Kararunon g Asumq oucolac Kol ameAeUBEPWON TWV MPOLOVTIWV QLUTAC, TA ool
OUYKEVTPWVOVTOL EVTOC TwV Hakpodaywv tou KN

KAwwkn elkova
e AvooTtoAn TnG PUXLIKAG KAL VONTLKAC AVATITUENC
e 'ExkdnAec Statapax£G TN KVNTIKOTNTOC KAl TNG aoOntikoatodntnplakng amodoxng,
e  Dawodpueva amnod to ANZ
e EmAnmTiKEC KploELg

Katd tn ouyyevn Kat Bpedikr popdr oL VONTIKECG 6Latapaxsq elval €kdnAeg

AapBavovtog tn uopcbr] NG TAN uue)\ouq PUYXLIKAC KOl VONTIKAG avamntuénc. 2e
ENAYLOTEC MEPUTTWOELG OL AoBeveic unmopecayv va avantuéouv tnv olAla Kat va
akoAouBrioouv £181kn ratdeia

Katd tov TUTo Tou eVAALKA Ta CUMITTWHOTA epdavilovtal Katd tn SeUTepn WG
Tpitn dekaetia TN¢ {wNC. Zuviotatal KUPLWG O€ EVTOVEC KLVNTIKEC SLATapayEC,
Slatapaxec TG opAlag Kal Twv oPLyKTHPWY KoL oTASLAKK EKMTTWON TWV
qthépwv VONTLKWV Kal PUXIKWV AELTOUPYLWY TIou AapBdavouyv tn popdn tng
avoLog

JkArpuvon katd MAdkag

) , 15
TuRuo latpkig



Noooc twv Pelizaeus-Mertzbacher (1/2)

KAWIKEG popdEC
e KAaloolKOC TUTTIOC 1} TUTTOC |.
® JUYYEVNC TUTIOC N Tou Seitelberger.
e Metaatikoc Tumoc.
e TUMmoc¢ tou evnAka r} Twv Loewenberg-Hill.
e AmopueAvwtikn popodn tou ouvd. Cockayne.

JkArpuvon katd MAdkag

Tuua latpkng
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Noooc twv Pelizaeus-Mertzbacher

(2/2)

Attionta@oyevetiko untoabpo

To umtevBuva yovidla eival ta Xg21 kot Xg22 mou euBuvovtal yua tn
HETAAAOEN TNC TIPWTEOALTILOLKAC MPWTELVNG oTLg B€oelc 116-150.

KAwwka ¢pawvopeva

NuoTOayHOG, KIVNTLIKA a6uvauta OTIOLOTLKOTNTA, atoentLKoaLceanaKeq oY,
napeyKecba)\LSLKeq &)X, vonTtikeg O, ETUANTITIKEG Kploelg, O Badioewg Kot
dalvopeva ano tnv Puxtkn odaipa.

NevponaBoAoylka evpripata

Atpodia tng mapeykedpaAidag Kot Twv EYKEPAALKWY nutcd)atp(wv,
Sdloykwon twv veupatovwy (balloons), GUGuUE?\vatLKeq TIEPLOXEC OTN
Aeukn ovoia, dtatipnon Twv dknV Y vwv, EAATTWHEVOC apLlOUOC TWV
o)\wo&ev&powttapwv LE OLGTpOKUTTOLpLKn uTtepmAaoia,
KUTTOPOTIAQLOLLOTLKAL EYKAELOTO EVTOC TWV OALYOSEVOPOKUTTAPWY TIOU
aroteAoUVTOL OO OUOKEVTPWE GEPOUEVOUC TIETAAMWOELC OXNUATIOUOUC.

JkArpuvon katd MAdkag

. , 17
TuRuo latpkig



ENINEQDPIAIAKH AEYKOAYZTPOOIA
(N. tou Schauburg)

* QuAoouvdetn KANPOVOULKN VOOOC, OTTO T LNTEPEC TIPOC TAL
appeva tekva opeNOLEVN O HETAANQKTLKN Lopdn tou Xq28
OTIOU KWOLKOTIOLELTOL (o LEUBPOVLKN TIPWTEIVN TWV
UTTEPOEVCWHATWY TIOU CUUPAAAEL 0TO HETABOALOUO TWV
LOLKPAC AAUCOU AUTOpWY OEEWV.

* NeupomnaBoloyka mapouoLAleTaL EVPELA ATIOMUEALVWON
OTOV €YKEPAAO KOl OTO VWTLOLO HUEAO, eTlvedpLOLOKD
OVETIAPKELOL KOLL CUYKEVTPWON TWV HOKPAC aAUOOoU
aAELDATLKWY 0EEWV OTO aipaL.

— KAWLKA TtapouoLAdeTal UTIEPKLVNTLKOTNTA, Avola, KPLoeLg E, OTTTIKES KoL
QKOUOTLKEC O, mapeykePaAldikn atatio, emvedpLldLKN OVETAPKELO KOLL
OTOUC EVNALKEC LUEAOVEUpOTIAOELL

JkArpuvon katd MAdkag

Tuua latpkng
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METAXPQMATIKH AEYKOAYZTPOOIA

e To umevBuvo yovidlo eival to 22g13.31, n Broxnukn
Sdtatapaxn eivat n eEAAewdn tng apuhocouvAdataong A Ko
VEUPOTIOLBOAOYLKA TTAPATNPELTOL CUYKEVTPWON TWV
coUVAdaTblwyv otov eykePato kol TANUUEANC Slapopdwon
TOU EAUTPOU TNC MUEALVNC.

 Hvoooc epdavilel tnv oPLpo Ppedikn, TN VEAVLKNA KOL TN
nopdn tou evnAlka He avaloya KAWVIKA onpelo mou adopouv
™ 6X Tn¢ Badlong, Tou HUikov TOVoUu, TNS vonongc, Tou
ouvaLoBNUATOC, TNG OPACNC KL TNG AKONC KOl TWV
aLoBntkoalodnTnELaKwWY AELTOUPYLWV.

JkArpuvon katd MAdkag

Tuua latpkng
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2NOITEIQAHZ EKDYAIZH
(v. tTng Canavan i twv Van Bogaert-Bertrand)

 MetadideTal PE TOV AUTOOWHOTIKO UTTOAEUTOEVO
xapaktnpa, opeiletal otn petaAlaén tov 17pl13 movu
KWOLKOTIOLEL TNV AVETIAPKELA TNC ALOTIOPTOAKUAAONC
Kol odnyetl otnv avénon twv emumedwyv tou N-
aKETUAOQOTIOPLKOU 0€EOC KalL TN OTIOYYELWON
eKPUALON TNC AEUKNC ouolac Tou eykedAAOU.

* OLKAWLKEC eKONAWOELC ouvioTOVTOL OE LUTTOTOVLA,
neyalokedpaAia, avaotoAn tnhS PUuXLKNAGC KoL VONTLKAC
avamntuénc kat &Y Tng Kwvntikotntoc. H emiBlwon twv
acBevwv omavia urtepPaivel Tnv mpwtn SEKAETLAL.

JkArpuvon katd MAdkag

) , 20
TuRuo latpkig



H NO2O2 TOY ALEXANDER

AttLoAoyko unoPabpo amoteAoUv oL HETAAAAEELC TOU
yovidiou rou KwOLKOTIOLEL TNV 0&VN MTPWTEIVN TNC
veupoyloloc.

NevpomaBoAoylkwc apouaotaletat SLaxutn
QTTOUUEALVWON, LOTPOKUTTAPLKNA UTtEpTIAQCLa pe aBpoa
OUYKEVTPWON TwV VWV Tou Rosenthal mou Sdtatacoovtal
TIEPLAYYELOKWE, UTIO TLG LAVLYYEG Kal SLoXUTWE EVTOC TNG
AEUKNC ouaoiac.

KAwvika mapouolaletal peyodokepaiio, aduvvapia
D UXLIKNAC KAl vONTIKAC €€EALENC, KPLOELC E, KLVNTLKEG
SdlatapaxeC KaL uTtEpTOVLAL.

JkArpuvon katd MAdkag

. , 21
TuRuo latpkig



AEYKOAY2ZTPO®IA META 2OAIPOEIAQN
KYTTAPQN (v. tou Krabbe)

e KAnpovopettal PE TOV AUTOOWHOTLKO UTIOAELTTOUEVO
xapoktnpa, urteVBuvo yovidlo to 14931, Broxnuikn &x n
avemapkeLla TG YoAaktoluAlkn g oepaputdikne B-
yaAaktooldaong Ko veuporaBoAoyka mapatnpeitat oy
NG MUEALVOYEVEDNC 1N TNE NON OXNUATIOUEVNC LUEALVNG,
VEUPWVLKI OTIWAELO KOl XOLPOLKTNPLOTLKI TIEPLOYYELOKN)
OUYKEVTPWON MOAUTIUpNVWV 0PaLpoeLOWV KUTTAPWV.

* Epdavitetal pe tn Ppedikn popdn mou mapouvoLalsl
LLKPN eMLBLlwon Kal omtaviotepa TNV oY Lpo Bpedikn,
VEQVLKN Kol Lopdr) ToU eviALKaL.

JkArpuvon katd MAdkag

Tuua latpkng
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H NO2O2 TQON NIEMANN-PICK

* Tunog A kot B (tomog 1)

— Metadidetal pe TOV QUTOOWUATIKO UTIOAEUTOEVO xapaKmpa odeiletal otn
HetdAAaén touv 11p15.1-15.4, mapouotdletal avendpKeLa TS OELVNG
odplyyopuUEALVAONG Kall aepown NG odlyyopveAivng oto KN2 pe amotéAdeopa
VEUPWVLKN OMWAELQ, OUYKEVTPpWON adppwdwv pakpodpdywv kot aAloiwon tou
eAUTPOU TNC HUEAIVNC.

— KAwvikd epdaviletal utotovia Tou LETATPETETAL OE UTIEPTOVIA,
nriatoortAnvopeyaAia, kpioelg E kat avaotoAn tng Puxovontikng avamtuéng
Twv aoBevwv.

 TOmog C ko D (tumoc Il)

— MetadideTal YHe TOV AUTOOWHATLKO UTIOAELTOUEVO XapakThpa, odpeilleTal otn
HeETAANaEN Twyv 18911 kot 14g24.3 Kol TO OTTOTEAECUA ELVAL CUYKEVTPWON
XOANOTEPOANC OTAL AUCOCWATAL.

— KAwwka mpoéxouv n nmatoonAnvopeyalia, ataéia, 6x tng opBaApokivnong,
duoTtovieg, kploelc E, Ppuyxovontikn entBpaduvon,.

JkArpuvon katd MAdkag

23

Tuua latpkng



2nueiwpa Avadopag

Copyright AplototéAelo MNavemotuio Oecoalovikng, Koutooupakn
Eudpoaouvn. «ZkAfpuvon Katd tAdkoc. Atdyvwon & Atadoptkni dtayvwon tng
2KIM - Aeukobdbuotpodiec.». Ekdboon: 1.0. Oscoalovikn 2014. AtaBEoipo amo tn
Siktuakn dtevBuvon: http://eclass.auth.gr/courses/OCRS181.

JkArpuvon katd MAdkag

Tuua latpkng
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Znpeiwpa Adetodotnonc

To mapoOv UALKO SlatiBetal pe Toug 0pouc tne adelac xpnong Creative
Commons Avadopa - Mapopota Atavoun [1] R petayeveotepn, AleBvng
‘Ekdoon. E¢apouvtal Ta autoteAn £pya Tpitwyv T.X. pwtoypadiec,
Slaypappata K.A.T., T OTtola EUTIEPLEXOVTAL OE ALUTO KaL T OToL
avadEpovtal pall LE TOUC OPOUC XPNONCE TOUC OTO «2nUelwpa Xpriong Epywv

Tpltwv».
[©Nolel

O dkalouyoc umopet va mapexeL otov adelodoyo Eexwplotn adela va

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

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

JkArpuvon katd MAdkag

Tuua latpkng
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