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ANTI EIZATQI'H2

MetaBoAwka N duopetaBoAikd voorpota:
Atatapoxec petaBoAlopou: a) apvoewv

B) Autapwv oEwv

y) udatavBpakwv
Mpwtoyevn ( petaAAaelc yovidiwv=> kAnpo-
VOULKWG petaBBalopeva)-ENAOTENH'H KAHPO-
NOMIKA METABOAIKA NO2HMATA

Acvtepoyevn ( e€wyevouc attloloyiog
rnopakoAouvOnuata aAAwv voowv)- EMIKTHTAH
EMEITONTA METABOAIKA NO2HMATA



[MAOOIENETIKO2 MHXANIZMO2

e ENAOITENH M.N. : Zucowpeuon Kol evarmobOe-
on Un KETABOALOUEVWV OUGLWVY OTOUC LOTOUC
Aoyw eAAewdnc N avenopkeilac vl puwv
VEVETLKWC TTPOOSLOPLOUEVNC

e EMIKTHTA M. N. : Toéwkn 6paon petafoAkwv
npoloviwyv ou Aoyw PAaBnc opyavwv( nmap,
vedpol, Bupeoeldnc adnv k.A.m.) OV ateKKPi-
vovtal Kot 61d tTn¢ KukAodopiac ackouv
BAarmtikn 6paon otouc dtadpopouc LOToUC.



WYXOMNMAOOAOTIA ElNI M. N.

e Ta cupnTtwpaTa €K TNC VEUpOoUXLKNGC odaipag
odeilovtal Kal ot SUO KATNYOPLEC TWV
VOONMATWY autwVv otnVv poofoAn tou K.N.Z.

e Alapepouv PeETAEL TOUC WC TIPOC TNV XPOVLIKN
(xpovoc epdavionc) Kat TOLOTLKA CUVIOTWOO.

e ENAOTENH M. N. : vrnoéeia dtadpoun, xpovia,
gupL paopa Puytkwyv dlatapaywyv

e EMIKTHTA M. N. : oéeia evapén( delirium)
ouvnoOwc.



TAZINOMH2H KAHPONOMIKQN M. N.

e |. Atatapaxn HeTABOALOLOU
Artdiwv/Autonpwt./ Autapwv oEswv

e ||. Atatapaxn HeETAPOALOLOU
vSatavOpaKwV/TOAVCOKYXAPLTWV

e |ll. Atatapoxn HETABOALCHOU QUVOEEWVY

e |V. Atatapoxn petooAlopouv nopduplvwy
e V. Alatapayn pttoxovéplokoU PeTABOALOHOU



. AIMIAIA/AINONPQTEINEZ/AIN. OZEA

la) Autdwoeig/opLyyoAurudwoeLg:

1. v. Gaucher

2. v. Niemann-Pick

3. v. Tay-Sachs

4.v. Refsum

5. v. Batten-Kufs

6. v. Letterer-Siwe

IB) Aeukoduotpodicg:
1. v. Krabbe

2. uBwdNc okAnpuvon 1 dltaxutn ekPUALOTIKA OKApuUVON
3. v. Pelizaeus-Merbach

4. adpevo-Aevkoduotpodia

ly) Autonpwrteivatpiec:

1. a- Autompwteivatluia

2. B-Autonpwteivatpuia

3. 0. Bassen-Kernzweig



Il. YAATANOPAKEZ/TTOAYZAKXAPITEZ

lla). MoAvoakyapldwoelc:

1. v. Pfaundler-Hurler(lropyoUALopoG 1 moAAQTAN
ducootwon)

2. v. Hurler-Scheie

. V. Hunter

. V. S.Filippo

. v.Morquio

. V. Maroteaux-Lamy

7. avemapkeLla B-yAukoupovidaong

1IB). Okoyevincn KAnPOVOLKN UTtOYAUKOLULiOL
lly). MuokAoviki emiAngia

116). Yoéeia AnBapyikn ekepaAo-HUEALTLS

o 0 b~ W



I1l. AMINO=EA

a). Qawvul-ketovoupla
B). AAkarmtovoupla

v). N. Hartnupp ( aAavivn, tpuntodavn,LloTl-
divn)

1116). Kuotwvoupia



IV. MPQTEINEZ METAD®OPAZ XAAKOY

IVa). Hmato-pakoeldnc ekpuAlon:

1. v. Wilson

2. n. Westphal-Struempel

IVB). v. Menkes (avenapkeia yaAkov)



V. NOPQYPINEZ

e Va). Zuyyevnc epuBpormolntikn nopdupia
e VB). O¢eila dlaAeimovoa mopdupla
e Vy). Xpovia deppatikn nopdupia



VI. MITOXONAPIAKO2 METABOAIZMO2

1. N. Luft

2. 2. Leigh( umto&eia okAnpuVTLKN EYKEPAALTLC
oPLunc evapénc) peta to 1° i to 11° €to¢

. N. Alpers (mpoiovoa matdikn Asukoduvotpodia

. 2. Pearson

N. Wilson

N. Batten

N. Menkes

N o v AW



XAPAKTHPI2ZTIKA WYXIKQN
AIATAPAXQN ETI ENAOTENQN M. N.

[MponyoUuVTAL OLPKETOV XPOVO TWV ELOLKWV OPYOVLKWV
OUUTITTWHLATWV

ATtavVTWVTAL cUXVA o€ PpNPouc Kol veEapoUC EVAALKEG

AvoAOYwWC TOU XPOVOU KOl TOU TPOTIOU £LGBOANC TWV
JpuxortaBoloyikwv ekdNAwoewv SLoxwpLl{OUUE KALVLKA
TO . V. 0€ a) of€a LaoLpa B) xpovio LAoLUL KoL y)
xpovia duoiata

Yrtoduovtal Puylkec vooouc ontwe oxlloppevela,
SdutoAkn Sratapayn, katabAwpn K.A.m.=> ecpaApEVN
dlayvwon=> ecpaApevec Beparmeiec=> poviponoinon
BAaBNG



DAINYAKETONOYPIA

e MetaAAaén yov. PAH, ebpalopgvou oto
Xpwpoowua 12 otic eploxec 12q22-q24.1=>

e Avemapkelo evUpou PAH nou petatpenet tnv QA
oe TYP=> a) kAaooikn OKO( opoluyoc)

B) eAacowv OKO ( etepoluyoc)

e Jrtavia: HeTaAAaén yovidiwv tetpa-udpo-BLlo-
rnitepivnc(BH4): HPABH4A/4B/4C/4D=>
avemnapkela BH4=>un i eAATTWUOTIKA

uetotporn) tng A oe TYP kat tnc TYP o L-DOPA
Kot ookoAoUBwc DA=> auénon MPOAAKTINHZ



DAINYAKETONOYPIA(ouveyxeLa)

e KANPOVOULKN VOGOC-LUTOCWHOTLKO UTTOAEUTOUEVO
yovioLo- 25% nmiBavotnta opo-(uywtng-25% vyunc-50%
LYLELC POpELC

e H blobdoc tng OA da tou atpoateykepaiiko dppaypou
ylvetal pe tov petadopea pakpwv aptvoéewv (LNAAT).
YriepBoAikn moocotng A Aoyw petafoAlopon 1nc,
TIPOKAAEL KOPECLLO OTOV uera¢opéa=> Helwaon
eTUUMES WV KAl AAAWV uaprv QULVOEEWY OTOV
eyKedDaAo OV Elvol omapourr]ta yLo Btoouveeon
veupoSLaBLBaotwv KOl npwrswwv => VONTLKN

UOTEPNON, O. UTLEPKLVNTLKOTNTAC KOl EAAELLLULATIKAC
npocoxng kat dtadpopec AAAEC SLOTOPAYEC
oUUTEPLPOPALC.



DAINYAKETONOYPIA(ouveyxeLa)

e OEPANEIA: bev untapyel-povov AIAITHTIKH

e AMATOPEYONTAI: ocoyia, aocmtpadl avyou, ya-pideg,
QLOTOKOC, TOVOC,0TNB00C KOTOTIOUAOU,
yaAorouAa,oTiipouliva, kapudia,pouvtoukia,puoTikia
, cottage cheese, YpEvo, AoXOLVLKQ, OLOTIOPTON

e EMITPENONTAI: vbatavBpakec( matateg, Pwui,pudL,
LLOLKOLPOVLOL O€ AOYLKEC TTOCOTNTEC Kol EAatov, ppouta
ntwya o€ QA) kat cupmAnpw — pata dtatpodng(
Moakporentidlo kaleivne CGMP)mou mepLexel Al
LLOLKPOMOPLOKA OLpLLVOEEQL KOl ETOL TIOPALUEVEL XALLNAN N
otaOun tng OA oto aipa.



N. Wilson n Hmato-Qakoeldbng
ExdpuAion (HOE)

KAnpOoOVouLKN NmaTonmabeLlo-o0UTOCWHATIKO UTTOAELTTOUEVO
yovidlo

MetaAAaén tou yov.ATP7BCu TpavoAoKaong

To evlupo puBuilel ta emimeda Tou YaAKkoU oTO Nmap.
Ekdpaletol amo ta NatoKUTTAPa KoL TPOTIOTIOLEL TNV
ouvBeon tnN¢ oepoulomAaciivng kot urtofonBet tnv
QTTEKKPLON TOU XAAKOU MECW TNC XOANC.

H cuoowpeuon xaAkoU oTa NTTATOKUTTOPA TIPOKAAEL
Kippwaon, evw n eAeuBepn LOVTLKA popdn Tou XaAKoU

evarmotiBetal otov eykeparo aAd Kol o€ AAAOUC LOTOUC
TPOKAAWVTOC 0EELOWTLKO OTPEC OTA KUTTAPAL.

210 KN 0 xaAkog emikaBntal ota faoctka yayyAa(=>
eEwmupapLdLopOC, oraoTikotnta, ‘E’-kploelg, K.A.Tt)



HOE- Wuyika cupumtwpota

2uvolloOnuatikn aotABela-TtoPOPUNTIKOTNG
Apon AVOLOTOAWV-OUTOTPOU LATIOMOL
['VWwOoTLKN KTwon(nma)

Katatovia- oxloppevikopopdn Yuxwon



HOE- AIATNQ2H

OdOaApoloyikn e€€taoon e OXLOMOELON
Avyvia( daktUAloc Kayser-Fleischer)

>epoulomAacpivn opou
Aviyvevon xoAkoU o€ ovupa 24wpovu
Bloyla Amatog

CT-eykedpalouv: miniature panda-face otnv
KAAUTITPOL TNC YEPUPOLC

[EVETIKOC EAEYXOC



OEPATIEIA

MNevikiAAapivn(750-1000 mg)/nuep. 2 2 600.
Tptevtivn (750-1000mg)/nuep. 2e 3 doo.
MeTapOoXEVON NTTATOC

2UUTTTWHOTLKN N Bgpareia Twv PuxLKwV
OUUMTTWUATWY, TA oTtola aviwce BeAtiwvovtal
le tn epappoyn Beparmneiac deopevong Ko
arofoAnc tou xaAkou.



[TOPOYPIEX

 EPYOPOMOIHTIKH
e OZEIA (AIAAEINOYZA) HMATIKH
e XPONIA HMATIKH



O=EIA AIAAEINOYZA NMOPO®OYPIA

210 30% TWV MEPUTTWOEWYV OTNV TTAPOEUVON
NG VOoOU:

WU YWTLKA CUUITTWHLOTAL

AyxwodeLc KploEeLg

KatabAwpn

ALeyepon

Zuvxuon(dellrlum)?\ovw Xpnong omoeldwv
QVOAYNTIKWY KOl ETIUTTWOEWV TNEG LETABOALKNG
dlatapaxng Kata tnv naposuvon(m.x. vmepvatpLatpio)

Alayvwon: mtopdoxoAvoyovo ota oupa
Nnato-omAnvopeyaAia



OEPATIEIA

e MPOAHNTIKH: OXI o aAkOOA, OUGLEC,
dapuaKa, KATIVO KoL OTEPNTLKN dlatta

e SYMNTQMATIKH: ED xopriynon yAukolng kot
QLLULOTLVNG, MLETAYYLON ETIL ALLOAVCEWC,
KOTATTOAEUNON OTPEC



NO20O2 NIEMANN-PICK TYPE C

[eveTIkn petaAlaén adpopwoa otnv amobnkevon
AP WV 0EEWV OTOL AUCOCWHATLOL

WuyomaBoAoyika ¢owvopeva otnv epnPeia n
OTNV IPWTN VEOTNTO OE ATOUA HLE GUCLOAOYLKN,
TIPONYOUUEVWC ,aVATTTUEN KoL APVNTLKO

P UXLOTPLKO LOTOPLKO (OTOLLLKO KOl OLKOYEVELAKO)

WuywTtika enetcodla
NoapaAnpnupota

Napadoén cuumepidpopad, oxt{oppevikopopdn
MetaBoAn MPpoowmLKOTNTOC



N. NIEMANN-PICK TYPE C

WuyomaBoAoyia KupLapyxel otnv KALVLIKA ELKOVOL
KalL TtponyeLtal yia SEKAETLEC TWV VEUPOAOYLKWV
OUUTITTWHLATWV.

[Mpoilolong TtNC VOoou MpoaoTtiBevtol veupo-
AOYLKA cupmtwpata /onueia

['VWOTLKN EKTTTWON

Avtiotaon ota AWO = HeikTNC OPYAVLKNC

P uxwonc NP-C.

Aturtiia N Suoxepela Taflvounonc og KAmoLa
katnyopio= deiktng opyavikotntag NP-C



N. NP-C AwayvwoTtikn mpoomelaon

e MRI-eykepalouv: atpodla (mpoxwpnUevn v.)
e O¢uotepPOAN MAACHOTOC
e AA. pe nBndpevela



OEPATEIA NP-c

* MIGLUSTAT
* JYMNTQMATIKE2 ©OEPANEIE2



METAXPQMATIKH AEYKOAYZTPOOIAH
N. TAY-SACHS

e Xpovia ,ducilatn KANpOvVoULKN VOOOC
odpellopevn oe petarlaén tou yov. ARSA,
nTol yov.tn¢ apuA-couAdataonc A=>
QVETIAPKELOL TOU eVIUOU=> CUOCWPEUON
ooUAPLOLwv=> Aevukoduotpodio=> TeTPO-
NAPECN

e 60% naudla

e 20% veoL eVNALKEC

e 20% uTtePNALKEC



(ouveyxeLa)

e 2 popdEC evnAlkwy: o) apxkn KwnTikn popdn
(opoluyol petaAAaéecP426L) pe ME-atagia,
nopanapeon, npoilovoa YVWOTIKN EMTWON UE
dlatapoxeEC cUUTEPLPOPAC KoL

B) apxwn Yuxkn popdn (etepoluyog petdAAagn
1179S) pe oxwllodppevikopopdn LKOVA OLKOAOU-
BoupEvn oo avoiko Kol KLVNTIKO ouvOpoLLo

e AIAITNQZH: avixvevon apuA-couvAdataonc ota
AguKokUTTOpO

e OEPATIEIA : koppio-epguvwvtal utokataotata eVIUUWVY



TO OzY OPTANIKO
WYXO2YNAPOMO

B. TPIANTADYAAQY
WYXIATPOXZ A/NTHZ E.L.Y.
[NA « O EYAITEAIZMO2»



TO OzY OPTANIKO WYXO2YNAPOMO
OPI2MO2

e Ofela, odatpikn dtatapoxn TwV YVWOTIKWV
AELTOUPYLWV LE TTpOoEEapxovoa TNV aduvapio
eotlaoncg, dlatpnonc Kol LetaBeonc Tne
NPOOCOXNC, CUVOOEVOUEVN OTIO KUMOLVOUEVO
eninedo ocuveldnonc Kota TNV SLAPKELA TOU
24wpovu Kkat amo dtatapaxn tnc Puyo-
KLVNTLKOTNTOC.



TO OzY OPTANIKO WYXO2YNAPOMO

ENEIFTOYZA koataotaon( vynAn voonpotnta
Kot BvnoLpotnta )
AMEZH avtipetwron

ANAZTPEWIMH Glatapayn otnv mAelovotnta
TWV TIEPUTTWOEWV

Ebapuoy; ®APMAKOAOTIKQON kot MH
DOAPMAKOAOTIKQN mapsuBacswv.



EMNIAHMIOAOTTKA 2TOIXEIA

30% twv acBevwv tou T.E.N.

11%-42% Ttwv NAKLWHEVWYV a.cBevwy mou voonAgvovtol oTo
VEVLKO VOOOKOUELD

Auénpévn enintwon oe aoBeveic pe:
OLVOLEC

KOLKONOELEC

HIV

50%-70% AAIATNQZITO

H enimtwon auvéavetatl avéavopevng tng nAkiog twv acBevwy:
>18 => 0,4%

>55=>1,1%
>85 =>13.6%

JUVOEETAL LE MOKPOTEPO XPOVO VOONAELOC KL TTEPLOCOTEPEG
ETUTTAOKEC.



[MAPATONTE2 KINAYNOY-
[TPOAIAOE2IKOI MAPATONTE2

HAwia > 65 eTwv

Appev dpUAO

Mpolmapyxovoa avola

Mpoimapyxov A.E.E.

lotoplkd mponyoupevo yo 0.0.W.

ALLATNPEC XELPOUPYIKEC eTePAOEL(0pOOTIESIKEG)
El81kEC KaTaoTAoeLg( Eykaupa, UTIOAEUKWHATL-VaLUia, adudatwaon, AIDS, k.d. )
MoAudoappoakia

E€aptnon amno owonveupatwdn, BAZ

Ymo- rj unepBepuia

Bapnkoia, apBAvwrtia ; TupAOTNG

MEeLWHEVN KIVNTIKOTNTA, KOWVWVLKN OMOUOVWon
Stress

Nooog teAkov otadiou

NoonAeia o MEO

AN\ayn meptBailovrtog( enti avolwv)

Nedpikn avendpkela ( oupia/kpeativivn)



AITIOAOTIKOI NMAPATONTE2

Infection

Withdrawal

Acute metabolic encephalopathy
Trauma

CNS pathology

Hypoxia

Deficiencies

Endocrine disorders

Acute vascular insufficiency
Toxins and drugs

Heavy metalls intoxication



KAINIKH EIKONA

Oéeia n umoéela loPfoln
Kupauwvopevn nopeia

20yxuon ( amonpoocavatoAlopoc) enttelvopevn TG Bpaduvec wpec (
sundowning)

AuokoAia cuykévtpwaong ( mpocoxn)

Alatapoaxn RVNUOVIKAG Aettoupylag ( mpoodatn pvnun)
Awatapoaxn Kipkadiou puBuou tou Ulvou

Awatapaxeg avrtiAndng( mapatodnoeig,PpevdalcbnoeLg)

Alwatapaxec Puxo-kKivnuikotntoe ( Stéyepon/amadesia/sp-
Bpovinoia)

Alatapaxeg ouvaroOnparog ( evpetaBAntotnta)
Alatapaxec okEPNG ( TapaAnpnTikeg LOEEC XAAAPEC)
Nevpoloyika onpeia ( aotabela Badlong, TPOUOC AKPWV K.A.TT.)



KAINIKOI TYHNOI

e YTTOKLVNTLKO A.A. amno kataBAupn
* YTEPKLVNTLKO A.A. amo oxlloppeveLla
e MeLKTO A.A. oo SutoAkn vooo



[MTAGODYZIOAOTIA

AvoAeltoupyia tou AIKTYQTOY IXHMATIZMOY (EykedaAikd oteAeXOC) Kat
OANAMIKQN MYPHNQN tnc pEonC YPOAKUNG €K TNE OTIOLOC TIPOKUTITOUV Ol
dlatapayec : emMESOV cuveidnon¢

IPOCOXNG

Kipkadiov puOpov untvou

H enidpaon tTwv voooyovwyv aLtiwv €Mt Tou eykePaALKOU UTTOCTPWHOTOC
eTLDEPEL LETAPOAEC OTNV oOpoLOoTO0N TWV VEUpOSLOBLBacTIKWY
CUOTNUATWV :

AketuAdoxoAivne (Ach) & => veupwvikn dieyepopotnta
Ntornapivng ( DA )P=> I Ach

2epotovivne (5HT ) P=> P DA => J Ach

I- apwvoBoutupikov o€oc ( GABA ) 4 => veupwvikn Sleyepopdtnta
KopTti{oAng Kat evéoppvwv P< => Statapoxi KIpKadiwv puOpwv



TO OzY OPTANIKO
WYXO2YNAPOMO

B. TPIANTADYAAQY
WYXIATPOXZ A/NTHZ E.L.Y.
[NA « O EYAITEAIZMO2»
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eninedo ocuveldnonc Kota TNV SLAPKELA TOU
24wpovu Kkat amo dtatapaxn tnc Puyo-
KLVNTLKOTNTOC.
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KAINIKOI TYHNOI

e YTTOKLVNTLKO A.A. amno kataBAupn
* YTEPKLVNTLKO A.A. amo oxlloppeveLla
e MeLKTO A.A. oo SutoAkn vooo



[MTAGODYZIOAOTIA

AvoAeltoupyia tou AIKTYQTOY IXHMATIZMOY (EykedaAikd oteAeXOC) Kat
OANAMIKQN MYPHNQN tnc pEonC YPOAKUNG €K TNE OTIOLOC TIPOKUTITOUV Ol
dlatapayec : emMESOV cuveidnon¢

IPOCOXNG

Kipkadiov puOpov untvou

H enidpaon tTwv voooyovwyv aLtiwv €Mt Tou eykePaALKOU UTTOCTPWHOTOC
eTLDEPEL LETAPOAEC OTNV oOpoLOoTO0N TWV VEUpOSLOBLBacTIKWY
CUOTNUATWV :

AketuAdoxoAivne (Ach) & => veupwvikn dieyepopotnta
Ntornapivng ( DA )P=> I Ach

2epotovivne (5HT ) P=> P DA => J Ach

I- apwvoBoutupikov o€oc ( GABA ) 4 => veupwvikn Sleyepopdtnta
KopTti{oAng Kat evéoppvwv P< => Statapoxi KIpKadiwv puOpwv



