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H MEAETH AYTH A®IEPQNETAI

2Tov y1o pov l'wpyo
Kal 6T0 Ta1dld OA0D TOV KOGUOD

2Tovg yoveis uov:
Awatepivn (+) ko [ToAvPro Tooykapdkn.

2Tov 6b{vyo uov
Anuntpn I'.Ilomwaoddkn

2Tovg agiuvnotovg KaOnyntég:
Iodvvn TooumapAdaxn Kot
2TUALOVO XUTLPAKL.



v

TPIMEAHY EHITPOIIH:

Kadnynmic O@0aiporoyiog : [MoAMkapng lodvvnc.
KaOnynmig Nevpohroyiog : [MAatitdxnmg Avopéac.
Erikovpog kaOnyntig Nevporoyiag: Evayyehiov ABavdacioc.

EIITAMEAHY EITIITPOIIH:

Kadnynmig O@0aiporoyiag: Tladinkapng lodvvng.

KaOnynmig Nevpohroyiac: [MAatitdxng Avopéac.

Kadnynmig Nvakoroyiog:  Kovpoavtdakng Evyéviog.
Erikovpog kaOnyntig OeBaiporoyias: Touumndpng Midtidonc.
Aéxktopog O¢@Oaipolroyiac: X1yavog XopaAapmog.
Erikovpog kaOnynmig Hawwrpukilg:  [Noravdaxng lodvng.
Erikovpog kaOnyntig Nevporoyiog: Evayyeliov ABavdoiog.

AEV EMTPERETUL 1] OVUTOPAYOYN HEPOVE 1) OANC TNE TAPOVGNC
owaTpinc yopic ™ yportn 6cvykatdadson Tov cuyypuQEa..




EYXAPIXTIEX:

e Xtov koOnynt pov lodvvny Morikapn yio v EUTIGTOGHVN TOV,

TO €VOLAPEPOV TOV, TNV VIOGTNPLEN TOL, TNV TPLET PrAolevio. mOv OV
npocépepe otnv OpOaiporoyun kAwvikn tov ITA.T.N.H. kabn¢ kot yia tnv
TPOTOTOPLOKY] KOl GNUOVTIKY TPOGPOPA tov otnv e&EMEN g Emotung
™™g OpBaiporoyiag.

e XYtov agipvnoto koOnynt lodvvny Toapmaprdxn mov vanpée
dAGKOAOS LoV, EPYLYWOTNE Kot BEPUOS VTTOGTNPIKTAG Y1 TO EEKIVIIUOL VTG
™G HeAée. Xrov aeipvnoto kodnynty ¢ Iawdwrpikig Xtolavo
Xumvpdkt mov vanpEe epyYuY®TRG Kol Oeppdg VITOGTNPIKING YL TNV
dteknepaimon avtng e HeAENG.

e Xtov emikovpo Kadnynt tadovevporoyiog Evayyeiiov AOavaocio

KOl TNV EMUEANTPLOL VEVPOAOYiag Xanmatn MapBa yio v ¢idio Tovg,
TNV OUEPLOTT, YOVIUT KL APLOVIKT) GuVEPYOGia 6 ETOV.

o X10v¢ KoONYNTES Kovpavrakn Evyévio ko ITAaitakn Avopéa
Ka0Og kor otov egmikovpo koOnynty tg Ilawwrpwkng T[Nolavakn
Iodvvn yio v vroompiEn tovg.

e XTOVG GUVOOEAPOVS TNG TULOLATPLKIS KOl VEOYVOAOYIKNG KAVIKIG.

e Xtov Olevfuvin g madoPOaiporoyikns kKMviks Tov Noooko-
peiov HMoidowv «n Ayia Xogio» Ilétpo Ildiko, otnv vmodievBivrplo
dwtomodvrov Mapia, otov empueint) Zrvpdmovio I'pnyopio, otov NikoAoo
Moavid (vov o1evBovti ¢ Tado@BoaipoAoyikng KMVIKNG TOL VOGOKOUEIOL
naidwv TlevtéAng) yio ta dV0 YPOVIOL KOANG GLVEPYACIONG KOl GTUOVTIKNIG
EUTTEPTIOC TTOV OV TPOGEPEPOLV.

o XtV aderhen pov Toaykapdkn Kvpraxi dwmnyodpo yo v

(PULOLOYIKT] EMUEAELD TOV KELEVOU.

e YtV ko Xoviava Exinger yio v fondeid g otnv potoypdenon

TOV TEPIGTATIKDOV, TOV GE TOAAEG TEPUTTMOGELS VINPEE SVGKOAN.

e XTOVG GUVEIEAPOVS OV TTOL GLVVTPEALE 1] GLUUOONTEVCOLE KoL

OTO TPOCOTIKO TOV EEMTEPIKOV 0POUALOAOYIKOV 10TPEIOV KO TNG
opOaiporoyikilc kavikic ITATI'NH YL TNV TOAVETY] OPUOVIKN
CLVEPYOGIN TOVG Kol TNV OLAMa TOVG.

o Ytnv O@OBaiporoyikn Etarpio Kpntng yia to eni dexaetieg £pyo

TOL TPOCPEPEL Y10 TNV SLATHPNOT] TOL LYNAOD EMIGTNLOVIKOD EMTEOOV TNG
OpBaiporoyiog otnv Kpn.

o Yt Aquntpa, [Havayiwt, Evn, Mapia, Mréla, Avtovn & Mapia,
lodvva, I'opyo & Bipywia, Koota & I'oyo, Iavayiot & Avita, Maipn
& Koota , yio v vrootpién toug.

o XNV ayamuévi) LoV PNTEPO TOL £X0G0 VOPIS KUL 6TOV TUTEP POV
TOL LoV S1dA&Y TNV Ay Kol TNV TPOSPopd 6Tov AvOpwmo.

e Tovg yoveig Tov Gulvyov pov yio TV aydmn Toug

210V 60{VY0 Hov Kol TO OISl LoV Yo TV aydan Ko Ty oTipién Tove.
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BIOI'PA®IKO XHMEIQMA THX O®POAAMIATPOY
Aapeiag I1. Toaykapdxkn-Tloaradakn

I'evvmOnka, kotowd kot epydlopat oto Hpdkieio te Kpnng. Eipot mavtpepévn pe tov
[Momaddkn Anuntpn, wipd QTopvorapLyYOAOYO Kol £YOVUE OTOKTHGEL £V 0yOPAKL
(1997) .

®oitnoa oty latpiky Zyod tov EBvikod ko Kamodiotprokov IMovemotiuov
ABNVaV kat aronepdtmoa T1G omovdés pov v 30 OktoPpiov 1989.

Yanpétnoo yo éva £10¢, G aypoTIKOS YloTpOG Kol GUUTANP®GA TO YPOVO LI PECIG
vraiBpov, oto II. 1. T'épyepnc Hpaxieiov ( K. Y. Aylag BapPdpoag ), amnd 15/3/1990-
14/3/1991.

H &wikegvon pov oty OebBoiporoyia  mpaypotomomdnke otig O@OoApOAOYIKES
Khwvikéc zwv Nogokouciowv [aidwv “Ayio Xogia” kou ITA.I'N.H.

Epydomka yra 0vo étn (18/6/1992-31/5/1994), wg €1dikevopevn opOaipiotpoc oty
OpBaiporoykr KAvikr tov Nocokopeiov Haidmv “Ayia Xoia” (A/vtig I1. T1dikog),
OOV Kol GUUUETELYO EVEPYE OTIG OPASTNPIOTNTES TNG KMVIKNG KOl EKTEAEGN CTUAVTIKO
apOpd Toud00POUAUOAOYIKOV ETEUPACEDY

INo ovo étn (1/7/1994-10/8/1996) aocxnnka ommv O@eBoiporoywkny KAiwikn tov
IMA.I'.N.H. (téog A/vtig o agipvnotog kadnyntig .I. ToapmapAdkng), Zoppeteiyo oto
EKTOOEVTIKO TTPOYPOULLO KOl OTIS dpaoTnploTnTeg TG KAtvikng ko ektéleca onuavtikod
apOpd xepovpyk®v enepPdoemv. X’ ovtd 10 SIoTNH, TOPEAANA LE TNV EVOCYOANOY|
pov pe TV o@Baiporoyio T@V VK@V, GLVENIGO GUCTNUOTIKE TNV EVOGYOANGY| OV
LE TNV ToUd TPk 0@BoAporoyiaL.

A6 31/5/1996 gpydlopon emionuo yioo TV ekndévnon 100KTOPIKNG dtotpPnig pe 0éua:
“OpBatuoloyike evpruota oe aobevelc ue VEVPOUETAPOMKG KOl VEVPOEKPVAIOTIKG.
voonuata” vo v enonteio Tov vuv [putavewg [av. Kpring HoiAnkapn lodvvn.
Amékmoa Tov TitAo TG WIPIKG €WKOTNTOS TOL Xepovpyov OebBaiuidtpov Tov
Ampilo Tov 1997.

‘Extote kou Y 3 ypévia epydohnko oc amuobog emotnuovikdg ouvvepydtng g
OpBorporoykne Kiwvikng tov ITA.I'N.H oto moadoopBaiporoyod eEmtepikd atpeio
™m¢ OpBaiporoykng Kiwvikng tov ITA.I.N.H.. And tov ®eBpovdpio tov 1999 avéraPa
duico ko vwod v emomteion Tov KaOnynTrod pov  IloAinkopn lowdvvn 10
nodooParporoykd eEmtepikd wtpeio g Ophaiporoyikng Kiwvikng tov ITAIN.H. ,
omov mépav tov e€mtepikav acBevov aviipetonilovtor aclevelg g TodATPIKG ,
TOLOOLOTOAOYIKNG, VEVPOAOYIKNG KAWVIKNG KOOMDS KOl TOV VEOYVOAOYKOD TUMLOTOG
tov [TA.I'N.H

Eniong oto mAaiclo peléng kot depedvnong TV TodoVEVPOAOYIKAOV TabGE®V GTNV
Kpnm e&éraca opBaiporoyikd onuovtikd aplud aclevav ota eEmtepikd waTpeion TG
OgpBorporoyikng Kivikng tov ITA.I.N.H kabmg ot ta moudid tov 1dpduarog MIKITA
[Topmag HpaxAeiov.

Amd tov Avyovsto tov 1999 ackd ™V o@Boiporoyic 6T0 WOWTIKO pov wTpelo 6TO
Hpdxero e Kpng.

Kotd v odbpkeln tovV 10Ipkdv HOL OGmovd®V , TNG €WIKELONG HOL  OTNV
OpBoiporoyia kol otn ovveyeln oG OpBaidtpov coupeteiyo evepyd oe Xvvédpua,
EKTAOEVTIKG  GePVApLO, MUEPIDES, OTNV €KTOVNGON EMGTNUOVIKOV EPYOCLOV KoL
avVOKOWOOoEWV  KoODg Kot ®G KOPOG OMMANTAG OE EKMOOELTIKA pabnuota Kot
EMOTNUOVIKES Tapovsoldoel o€ yotpods g OeBaiporoywng kot IToudorpiknig
KAwumg tov IMTAI'N.H, oe @ountég mg latpwkng tov Ilavemomuiov Kpntng,
EVNUEPMOT) YOVEWDV Y10 TPOPANLLATO TNG TOLOTKNG NAKING .
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I'ENIKO MEPOZ

EIXATQI'H:

Ta vevpopetafoikd Kot vELPOEKPLAIGTIKE voorjnata givorl mwhve and 500 ce apBud Kot amoteAovv
oTNV TAEOVOTNTAE TOVG KANPOVOUOVUEVO Kol OUGKOAON GTNV O1dyVmOT TOVS VOO LLATO, TOV TPOGRAAAOLY
Kupiwg oV veuptkd 16T0 aAAE Kot GALD GLGTAUATO KOl OPYOVO OTTWG TO NP, TA VEPPE, TO KUKAOQOPIKO
ovoTnUa, To Oépua kot to pdtio. H yevetikn tovg petddoon VTodelkvOEL OTL ATOTEAOVV TO GUEGO 1
EUUEGO OMOTEAEGLO OIS GLYYEVODS EVEVIIKTG OVETAPKELOG.

H mapovcio avtdv tov voonudtmv ypovoroyeitar and apyototdatov ypdvev. Eppeon texunpioon
™G Ymopéng TOvg amOTEAOVV gupfjuate omd avOpOTIVOUS OKEAETOVG KaOMG Kol ayoApotiow Kot
KTepiopoTo TOL TOAVA 01 AVATOPAUCTAGELS TOVG oxeTilovTon pe TéTtota voonpota (1).

H ovyvomrta aviyvevong tovg otig pépeg pag €xet avéndel onuaviikd (2-7) Kot EKTIHATOL GTHV
Bopewa Apepikr ko oty Evponn oto 1/5000 660 dnAadn Kot Tov veavikoh cakyopmdn ofntm. Avtd
opeiletarl Kupiwg otnv TPAodo ™G PlolaTpikng TEXVOAOYING Kot £pEVVOS KOOMDS KO TNG YEVETIKTG TOV TO
teAevTAln YPOVID. EYOVV OVOLOTVPMOEL TO EVOLPEPOV Yo TN dtepedivnon Kot avtipetonion tovg (8).To
nedlo TG £pEVVAG TOVG O€ B OMOTEAEGEL EMGTNLOVIKT TPOKAN OGN Yo TNV SVYYpovn Tpikn (9).

H ovuntopoatoroyio tTov voonudtov oavt®v covyvd dev egival €01k, emiong £yovv moAdmAoko
OVOLLOTO, TTOV TTPOEPYOVTIOL OO TOV GLUVOLUGUO OVOTOUK®V, BLOYNUIKOV Kol 10TPOIGTOPIK®Y Op®V KOl TO
QA0 TNG KMVIKNG GUUTTOUATOAOYIOG TOVG elvan moAD etepoyevéc. TloAlol acBevelg pe tétolo voonua
umopel va etvarl ad1dyveootot 1 va dtophyovy g otdyvemong 1 akoun va o1ayvocsovv oe Eva ToAd OWilo
676010 TNG VOGOL 0TV TAEOV 1) PAGPN eivar pun avaoTpéyiun.

Juyva M SyvmoTIKY TPOcEyYion TV acbevdv avtmdv eivar ypovoPopo Kot emimovn, amotteiton
VYNNG teXvoroyiag ProtaTptkdc e£0mMMOUOC Kol KOAN cuvepyacio HETAED TV EWOIKOTHTOV KOl 10TPIKOV
WoTIToVT®V Yo va, Tefel n ddyvoon.

To 60% tov petaforikdv voonudtowv oty eppavia avaeépetor 0Tt Tapapévovy adtdyvoota culnteitot
EMIONG M OVAYKN INUOLPYIOG OPYOVOUEVOV EOIKOV KAVIKOV YEVETIKOV KEVIPMOV TOV VO, 0POPOVV

mAnBououd 2-4 eKOTOUHLPi®V (10).

H éykaipn ddyvoon tov voonudtov autdv eival onuaviikn yio v &ykoiprn 0epoamevtikny toug
OVTILETOTION (OTTOV LTO Elval EPIKTO), TN YEVETIKT GUUBOVAN KoL TV £YKOLPT AVIIUETOTIOT TOV THOUVOV

0POUALOLOYIKDV EMMTAOCEWDV .
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‘Evag onpovtikdg aptfudg twv vevpoueTOfOMK®Y Kol VEDPOEKPUAGTIK®V TTAfNoE®Y GLVOSEVETAL

and cvuntepatoroyio ard Toug opOaipotg (11-17).

O 0pBorudc amoterel évo €OKOAN TPOCTEAAGLLO OPYOVO LE SOV OTTIKA HECH (KEPOTOELONG,
(OKOG) TOV TPOCPEPEL AUEST BEAGT TOV VEVPIKOV 1GTOD KOl TV TEPICCOTEPMV OO TIG GAAEG SOUES Ao
TI¢ omoieg amoteieitar. [ToAhég amd Tig Aettovpyieg tov 0pBaAnod PBaciloviar oe €va VYLEG veLPKO
ocvotnuo. Emiong, m etepoyevig guppvoroyikn mpoéhevon kabmg kot ot Spopéc ot UETAPOAKES
dpaoTNPLOTNTES TNG KAOE 16TOAOYIKNG OOUNG TOV 0POHAALOD VITOSEIKVVEL TNV TOKIAN QAIVOTLTIKY £KQPOOT
oL o popovoE va £xEl 67 AVTO TO OPYAVO 1 VIOKEIEVT VOGOC.

Awpopetikol Taboyevetikol unyavicpol propovv vor 00Myncovy oty 101a HeTABOAIKT 000 Kot Vo
npokaAécovv opBoiukés PraPes. H mapovsio o@Boipikod evpiuotog otic peTafolkég vOGOUG
vrodnAovetl 6Tt avtd oyetiletor pe aueon ToEIKn EMIOPACT GTOVG 1GTOVG, HE SLOTOPA)] OTNV GUVOETIKY|

Broymukn 006 M 6 avemapkeln vepyelokon PLETAPOAGHOV ToL KuTTdpoL (18).

H mpoodevtikn 1 6yt £yKatdoToon TV 0QHoALOAOYIKOV EVPNUATOV GLYVA GYETICETOL PE TNV EEEAIKTIKN N

Oy eykataotoon ¢ vocov. Emiong 1o o@BoAporoyikd eupnua ov Kol 6€ TOAAEG TEPUMTMOOELS Eival U
€WIKO Umopel va katevfiver Tov KAMVIKO W0TPO 070 KOTIOPIKO OLlOuEPIoNUO. TOV THOVE, TAoYEl KOl OTNV
dlepedivnon KAmolog ouddos VOST|LAT®V OV TPOKAAOLY avVAAOYN GUUTTOUATOAOYIO OO TO HATIO. X€
OPKETEG MEPUITAOGELS EMIONG TO 0QPOUALOAOYIKO gOpnua givor Taboyvouovikd g vocov kal Bétel
dyvaon, 6nwg m.y. otV voco tov Wilson o daxtdiog tov Kaisser-Fleischer (19,20).

O kivouvog yia v Opaon 611G petoforkég madnoelg eEaptdral Kupiowg amd ™ coPapdtnta g

BAGPNG TOL EYKEPOAIKOV 16TOD , TNG OMTIKNG 0000 KOl TV GAA®V SOUMV TOL 0PBaAL0D Omwg ot
€E0POAALIOL PHOEC, O KEPATOELONG, O POKOS, TO VOAOEWES , O AUPIPANCTPOEIONG K.4..

Eniong xdmoteg opBoipkéc mabnoelg éxovv avrtiotoyyes KAMVIKEG EKONADGCELS HE OVTEG TOV
petafolkdv mabnoewv kol iomg vVIaPEoVY 610 HEALOV GNUOVTIKEG YEVETIKEG CLGYETIGELS TMV VOOT|LATOV

avtov (15-16).

H o@Baiporoykn extipnon acBevov pe mbavd veupouetaffoAkd 1 VELPOEKPLAICTIKO Voo o KpiveTat

avoryKodioL.

Yy mpoondfeilo Katavonong Kot avaAvong Tov TOAVTAELPOL TPOPANLOTOG TV VEVPOYEVETIKMDV
VOO UAT®V KOl TOV EMATAOGEDV TOVG GTOV 0QOAAUO Kot 6TV Agttovpyia TG OpaoTg YEVIKOTEPQ, YiveTan

TOPOKAT® EV GLVTOUIN Mo TPOOTAOELD TPOGEYYIONG LE TPELS SLOPOPETIKOVS TPOTOVG:
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A. dratopoyés tov kotropikod uetaffoilonod KTl EVOOKVTTOPIKO 0pyovidlo Kot Ol EMATMOCES GTNV

Aertovpyia g dpacng .

B. Iotoloyixés doués tov opBotuod kor evpruoto. mOv oXeTILOVTOL e TIG EVOOYEVELS dLATAPAYES TOV

petafolopo?.

I'. Bioynuixn rordroln TV VEVPOYEVETIKMY VOCTLAT®V KO EVPHUOTO. OO TOV 0POOALO.

A. O KYTTAPIKOX METABOAIEMOX:

Ot duapopeg PeTaPfoMKEG dpacTNPOTNTEG EVOG KLTTAPOL OTMG £ival YvmoTod emicupfaivovy ota
EVOOKLTTOPIKA Opyovidlo Kol 6TO KLTTAPOTAAGUA . AtoTtapayr] TOL EVOOKVLTTAPIOL HETOSOMGUOV pmopel
VoL 00N YNGEL GTNV EKONAWMGCT] ALTAOV TMV VOST|UATOV KoLl GTNV EUOAVICT] TNG CUUTTOUOTOAOYING KOl OO TOV
0POaAO.

Yg OPKETEG MEPITTAGELS TO 0QPOTANOLOYIKO g0pNpa oyeTileTOL PNE TO KVTTOPIKO Sropépiopa
oV TAoYKEL Kol €161 pmopel va kotevhuvel Tov KAMVIKO 10Tpd G€ KATOW  OUAd0 VOCUATOV TPOG
dlepevvnon Kot oty whovn ddyvoon .

[Mapokdto avagépovtal €v cuvTopio To KLTTOPIKG SUUEPIOUATO, TO EVOOKVTTAPIKO OPYyOovidle Kot Ot
Aertovpyieg TOVG, KOOMDG KO 1| GLOYETION TOV  GLYYEVOV Ol0TOPOYDV TOL UETOPOAMGHOD TOLG HE TO

gupfuata ond Tov 0PHUAUO.

Kvttoporiocuao
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To xuttapdTAacpo TEPPAAAEL TOL EVOOKVLTTOPIKA Opyovidia kot vrootnpiletat Kot oTtadepomoteiton
and Tov KuTTopikd okeAeto. 'Evog onuovtikdg aptOudc petafolkmv o1ad1kacidv Aappavouy ydpo 6To
KUTTOPOTAAG O OIS O KATABOMOUOG TOV AUIVOEEMY Kot TV OUTAVOPAKMV.

Mo mapdaderypa Ba pmopodoope vo ava@EPOLUE TNV avemdpkelo tov evibpov Kvotabelovivi-p-
ouvOeTdon Tov SlOKOMTEL TOV KUTTOPOTAAGUOTIKO HeTaPoAlopud g pebeloviving kot odnyst omnv
eKONAmon G ouoxvativovpiog (21), TG omoiag YopaKTNPIOTIKO gVpNUO amd Tov 0QBaAUd elvar M
TPOOJEVTIKT TOPEKTOTLON TOV PaKkoD TPOG T KAT® ko é6m (22 ). H éyxoupn dbyvoon umopel va amoPet
ONUAVTIKY 61NV €EEMEN TG vOGoL (23).

H Buoynpukn d1dyvoon voonudtov mov oyetioviotl pe KOTTopOTAAGHOTIKY avendpKelo eviOIov cuvindmg

YIVETOL PE aViXVELOT] TOV SOPOPWV HETAROMTOV GE AVOADGELS OVP®V 24MPOV Kol TAACUATOC.

EvoousuBpoviko cootnuo

To Evdopepuppavikd cdomuo amoteieitor amd 1o evéomiacuatikd diktvo, to cvotnue Golgi kot

TOV TUPNVIKO PAKENO.
Edo yivetw m mpwteivooivleon, m ylokolviiwon TV TPOTEIVOV Kol 1 obvoeon TV
yAvkolouivoylokovay (PAEVVOTOACAKYOPITOV Kol GOIYYOMTSImV) kabdg Kol 1 pwopopvliwan TG
HOVVOLHG.
To EvdopepuPpovikd cvotnuo evBovetol yio v HETAQOPE LOKPOUOPLOUK®OV EVOCE®MV HEGH Kot € amd TO
KOTTOPO.

Méypt mpwv pepikd ypovia Ogv LANPYE KATOW YVOOTH OloTapoyn TOL  EVOOUEUPPOVIKOD
ovotnuotog. H mpodm dwtapayn meprypdonke to 1980 amd tov Jacken pe yopoktnpiotikny KAk
CLUTTOUOTOAOYIOL OV £yl Kol gupnuata omd Tov oBuAUd avt) eivor 10 carbohydrate deficient
glycoproteine syndrome (CDG 1| Jaeken syndrome) (24-25).

[Ipékertar yuoo avendpkelo otov oplOud TV vVOATOVOPAK®Y 610 YAvkompwTeivikd popo. H Paocikn
dwtapayn mapopével dyvootn.To CDG eivor moAvGLGTNHOTIKY SOTOPOYT) TOL KANPOVOUEITOL HE TOV
OVTOCOUATIKO VTOAEMOUEVO YopaKTHpa. YTapyel o€ Tpelg Tomovs. O tomog I CDG gaiveton vo opeideton
og dwTopoyn Tov HETAOAGHOD TG povvolng and avemndpkele g pocopovvopovtaons. O tomog 11 &
11l CDG oaoivetal vo opeileTon e avemdpkelo Tov vidpov g cvokeung Golgi N-aketvioyAvkolapviro-
TPOVGPEPACNG.

KAwikd yopaxtnpiletor amd mposforn} Tov vevupikod cLGTAUATOS (LVITOTANGIO TG TAPEYKEPAAONGS) KOt
TOV 0POOAL®OV (26-28) Le YOpaKTNPIGTIKG EVPNLATA TNV_uelayypwatiky oupipinotpogidorabeio Kol TV

ovyyevy eowtpomio, . AAho TaBoyvoLOoVIKA VPLOT TOV TUTTOL | amoTelovV ot dtaTapayEs TG SLTPOPNG ,
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advvapio g Opéyng, Yuxokivntiky Kabvotépnon, vrotovia, AMTodveTPOoPio. KATH TO TPAOTO £T0G TNG
Cong.

Méypt onuepa 8 mabnoelg Exovv yopaktnpiotel mov oyetiCovror pe evOOUIKEG SLOTAPOYES 1 OOVVOUTES
LETAPOPAS OTO KLTTAPOTAAGLO, 6TO €VOOTAUGUATIKO OikTvo 1 oto cvotnua Golgi (24). Ztig nabnoelg
avtég mpooPhiietan kat eEoynv To KNZ.

H Broympikn 01dyvaoon tg vocov yivetal Pe 100MAEKTPIKN KaONAwGon TG Tpoveeepiving Tov 0pov.

Mritoyovopla

To wroyovoplo, £éva muavtdévopo Proyevetikd opyovidlo, Omwg eivol yvootd amoteheiton amod
e€MTEPIKN KOl E0OTEPIKN ovadTAOLUEVT] HeUPpdvn Kot dwabétel pifoowuatio, KOKMKO LITOYOVIPLOKO
DNA (mitDNA), evdouitoyovopiaxa kokkio ( mov amoteloOv 0écelc déopevong Ca kow Mg), kot pukpd

COUATIO, TO OTOLYEIWON CWUATIA. TOV GUVOELOVTIOL OTIG UITOYOVOPLOKES OKPOAOPIES (TOL AmOTEAOVV Lt

ewwn ATPéaon, mv FoF 1 ATPdon).

210 epLOPOKVTTAPO KOl GTNV TEAMKE S10LPOPOTOINEVT TVEL TOV POKOV TA LUTOYOVIPLO 0TOVGLAoLV.

Ta proydvoplo amotedobv To Kat® €£oynv  €vVOOKLTTOPIKA opyavidla mov gvBhvovior yioo Thv
EVOOKVTTAPLO. TOPOY@YN eVvEpYeLas Pe TNV Loper Tov ATP ko v kaven twv litapav oléwv.
Ta proyovopia mepiéyovv ta Evivpa Tov kKikiov tov Krebs kat tov khkdov tov Mmapmv 0wV Kabdg Kot
T0. eVELUIKA GLGTNHATO TG OVOTVEVCTIKNG AAVGIOAG.
To proyxdvoplo, emiong dtabéTel 101KO GUOTNA LETAPOPAS AITOP DV 0CEMYV UAKPAS OADGOD, TO COGTHUO. THS

KOPVITIVIG.

2TOV UINYOVICUO TNG TOPAYW®YNG EVEPYELNG OTO LITOXOVOPLO, GUUUETEXOLV Ta 4 eVIVIIKG GLGTHLLOTO,
petapopds miektpoviov (I-IV), mov Ppiokoviar oty ecoTtepKy] avadmAovpevn pepPpdvn TOL
pitoyovopiov. To pavég TPOTOVIMV TNG E0MTEPIKNG UITOYOVOPLOKNG HEUPpdvng, mpounbedel tn dvvaun
vy v mopayoyn ATP ypnowonowwvrag 1o cvompua g ATP cuvBetdong (cdumieypa V).
Ta téooepa eviopukd CLUTAEYHOTO HETOQOPAS MAEKTPOVIMV TOL HITOYOVOPiov, amotelohvTol omd

VTOOUAOES TMV OTOlMV 1 TAEWOVOTNTO KwolKkoroteital otov mupniva (nDNA). Movo 13 and 115 mave arnd

68 vroopddeg Kmdtkomotovvtat and to prtoyovoplokd DNA (mitDNA) (kabmg ko n FoF 1ATPdon).

H xAngpovouikotyro, tov mitDNA eivon untpixn. Ov mepiocdtepeg  dratapoyés tov mitDNA

opeilovtal 6 avadITAACIOOHOVS , HETAAAAEELG Ko eddeippata mov mapepmodilovv ) ovvheon TV
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LLTOYOVOPLOK®OV TPOTEVAOV Kol G €K TOVTOV T®V eVEDUIK®OV GUUTAEYUATOV HETAPOPAS NAEKTPOVIOV.
AVTO €xEL GOV ATOTEAEGLOL TO EVEPYELAKO EALELUUO. TV KDTTAPDV TOV TO.TYOVTO, 1GTOD.
XOopoKTNPIOTIKO G’ OLTEG TIG YEVETIKEG OAAAYEG €lval 1 TOWTOYpOVH TOPOVEI, TOV OVTIGTOL(OVL Uy
uetadloyuévoo tomov mitDNA, mov mPoceEpel erepomiaouio Kor  avTioToOUIlEl TO AMOTEAECUO TOV
YEVETIKAOV dtaTopoy®v Tov mitDNA.

H @awvotumikn éxepaon g vocou ££0pTdtal amd auTy) T oX£0T TN LETAYPUPIKNS IKOVOTNTOS TOL
eVOG YEVOUOTOC £vavil TOV GAAOL Kol M vOcog pmopel va mapovolootel oe kdbe mikio.. H
counToOpatoAoyio mepAapuPdvel puikn advvapia, vrotovia, cvopntopatoroyio and to KN, amnd ™

VEQPIKT AglTOoVvpYia , TOLG 0POAAUOVS KAT.

Ot opBaiukol 16101, TOL KATOVOAGVOLY eVEPYEWD Kol €£apTdvVTol amd 0EEOMTIKY Topaywyn

EVEPYELNG OTMG O OUPIPANGTPOEONG, TO ONTIKO VEVPO, TO YPOCTIKO €MONAL0, KOOMG KAl 01 PLOES CLYVA
npocParlovior oe  ptoyovoplokés voocoug (29-33). Emedn ovyxvd ot mpdTEC EKONAMCELS UG
ptoyovoplomadeiog pmopel va givar amd tovg 0pOaipots o opBaipiatpog dev Ba mpémetl va Eeyxva 0Tt avTég
o1 Tafoelg TpooPAAlovy Kot AL GUOTAHOTA Kot Opyova Kot xpi oV GUGTNUATIKOTEPNG SIEPEVVIOTNC.
[Mopddetypo xopoKTNPIOTIKOV pIToXoVOplomadeidv mov mposPfdrovv tov oeBaipd eivor 1 vocog Leber
(34-38) ot m voéocog Kearns-Sayre (39-41) (ntoon Prepdpov, o@OoApOTANYiD, HEAXYYPOCTIKN
apepAncTpostdonddein)

H dswtapoyn oty proyovoplokn B-o&eidmon tov Mmapdv oémv pokpdg aivcov (LCHAD), Adywm g
averdpkelag g 3-hydroxyacyl-CoA 0ebopoyevdong, £xel onUavTIKA 0QEOUALOAOYIKA EVPTILOTOL. TOV TOAD

npoceata £xovv otadtorondel (4 otdoa e£EEMENS TG vOGoL Yo Tov 0pBaAd) (42-43).

Xe mepinton vroyiag dTapoyns TG UIToYovoplaKkng Asttovpyiog €0KES Proymukéc eEeTAGELS
oL TEPILAUPAVOLV TO TPOGOOPIGHE YOAUKTIKOD 0EEMG GTO TAAGLO, GTOL OVPO 24MPOL KO TEPICTACIAUKA
oto E.N.Y. mpénetl va yivovtarl. Amapaimteg gival petpnoelg mupoufikon, YOAAKTIKOD Kol KETOVMOV UETA
amd ANy YeOUATOG KOOMG €miong Kot EAEYY0G GE MAEKTPOVIKO HKPOOoKOTIo HeTd ond Proyia podg yo
TOPOVCIo.  EVOOUITOYOVIPLOKAOV KLOTWIOV (eyKAEIGT®OV) KoL TN OWUOPPMOCT TOV  UITOYOVOPLOKDV

OKPOLOPLODV.

YrepoEvoouatio

Ta vrepofuoopudtio amotelobv €VOOKLTTOPIKG Opyovidlo, CEUPIKA 1 ®OeWNn, To omoic

amoteAobvTal amd po omAn pepfPpavn kat dtabétovv Evlvpa 6mmg N Kataddon (Kataddel v avtidpaon
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LETOTPOTY|G H202 < H20 + O2 ), to évlopa ¢ P-ofeldwong twv Mmoapodv o&Ewv ,

olapvooteddon (FAD- FADH2) xat ta évlupa Tov yYAvo&viikod khkAov.

Ta évlopa TV vIePOELoOUATIOV TAPAYOVTOL OO TO KUTTOUPOTANCUATIKA PYBOCOUATIO KOl GTT] CLUVEYELD
E1GEPYOVTAL T LTEPOSVOOUATIA.. XTO VIEPOEVCOUATLO ) EVEPYELD TTOV TOPAYETOL ATEAELOEPDOVETAL LLE TN
pHopon Hepuotnro.

Ot avTdpdoelg Tov aopovV To uetoforioud imopwv oééwv uoxpag oiveov C12 — C22 (Very Long Chain
Fatty Acid C12-C22) yivovtol moAd mo ypriyopo oTo VIEPOELGOUATIO ATO OTL GTNV EVOOLUTOYOVOPLOKN
amodOUN G TOVG.

Ta vrepo&uompdtio £X0vV Katl avaPoALKn OpacTNPLOTNTO TOPAYOVTAG TAOGUOAOYOVO KOL YOAIKG.

Ot dwtapoyéc TV VIEPOSVOCOUATIOV OTOTEAOVV L0 TPOGPATO OVOYVOPICUEVN oudoo THova
mavew omo 21 dagopetikwv  mabnoewv mov mpooPailovv tov avlpomo (44). Avtég ol mabnoelg
KATOTAoooVToL o€ 3 peydleg Katnyopieg (46):

1) avtég mov mpokvTTOLY OTd aTEM] BlOYEVEST TV VITEPOEVC®-

natiov (Zellweger syndrome, neonatal adrenoleukodystrophy, and infantile Refsum's disease);

2) owTtég TOL TPOKVTOVY ATd TOAMUTAES EVEVUIKES OVETAPKELEG

(rhizomelic chondrodysplasia punctata) xon

3) owtég oLV TPOKHITOVY A TNV aveRdpKELD EVOS udvo evidov

(X-linked adrenoleukodystrophy, primary hyperoxaluria type 1, axartaiacoiuio).

O 09BoAudg coppetéyet onuavtikd otig madnoelg avtég (45). Ot opBaiporoyikés eKONADGELS
neptlappdvovv B0 mon TOV KEPATOELOOVG, KatoppaKT, YAOOKO A, LEAQLYYPOOTIKN

apepAnotpostdondfeia kol atpodio Tov onTikod vevpov otatapayés HAL kot [TAIA. (47-51)

O mpocdiopiopdg kot 01 avaidoelg TAAGHaTog Yo Mmapd o&éa moAd pakpdg aidcov (VLCFA C12
— C22) givon k0Bop1oTiky Yo ToV TPOSIOPIoHO piag tétolov gidovg mabnone. Emiong o mpocsdiopiopudc
YOMK®V 0&EmV, @LTAVIKOU 0&E0C ,mPLoTAVIKOD 0&EE0C Kol TIMEKOAMKOV 0EE0G TAAGHOTOG,  €ivot
amapaitnrog o Kabe acOevn pe voyio tétolag dtatapoyns mov £xel puotoroyikd VLCFAs kabdg emiong

K0l TPOGOLOPIGLOC TAACSUAAOYOVOV TV EPLOPOKVTTAP®VY KO OPYAVIK®OV 0EEMV TV 0Vpwv. (44,46)

AVGOGOUATLO
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Ta Avcocopdtio amotelobhv eVOOKLTTOPIKG Oopyavidli mov mepLEyovv LOpoALTIKA  Evivua (
POOPATACES, VOUKAEAOES, TPOTEAGES, TOAD- Kol PAEVVOTOAVCAKYOPOACES KOl MTAGES) Kol 1] KOpLo
Aertovpyiar Toug eivon 1 méYM Proroyikdv peyoropopiowv. To peEYaAdTEPO TOCOCTO TOV TPOIOVTWV TNG

TEYNG ETAVOYPTCLLOTOLOVVTOL GTIC SLAPOPES LETAPOAKES O1UOIKAGIEG TOV KVTTAPWV.

Ta Avcocopdtia amrovctdlovy amd Tov ko Kol To dPLo EpuOpoKLTTAPO.

Awtopayés oty mopaymyn TV AVosook®v vEOU®V KaOdG Kol GTOVIOTEPO GTIS O1OTNTEG TNG
AVGOCOUINKNG HEPPPAVIG 0dNYel oV EKONAWOT agbevel®y TV ADGOCOUOTIWOV GTIS OTOIES TOPATNPEITOL
GLGOMPELGT GTOVG IGTOVG TMV OVGUDY TOV OEV ATTOTKOOOLOVVTOL.

[Tave and 30 anobnrevtikég acbéveleg eivon yvootéc (PA.cel.31 mapovoag datpiPng).

O1 meprocotepeg and avtég T1g achéveieg £xovv ekdnimocelg W.K.K. kot vrostpoer|c, opyavoueyaiio pe 1

YOPIC OKEAETIKES OVOULOAIES K. 4.

Ot _00BaAporoyikéc ekdNAmoels dev eivan omdvieg (oo Avcocoptokd €viopo elval gupeémg

Katovepunuéva otovg oPBoipkods 16tovs ) (52). Avtég a@opovv oxeddV GTO GUVOAO TOUG TIG
Avcocopokés mafnoelg, Kot mokilovv (HeEAayyp®oTIKY auePANCGTPOEdOTateln , KEPAGOHYP®T )P4
(Tay’s spot) , eAikwon ayyeiowv, mapeon cvluydv O0POOAIKOV KIVICE®V , KOTappiaktng , B0Amon
KEPATOEWOVG, K.0. ). (53-59). e wdmoleg amd oavtéc TIg mabnoels, to oPOuApoA0YIKO gupnuo givor
TaHoyVOUOVIKO TNG LTOKEIPEVN G VOoOL Kol VELIIKNG dlaTapayng, Kateuhivovtog otov EAEYY0 Kol oTnV
Syvaon.
[Mopdyovieg mov mBavd cLVIEAOVV GTNV TOPOLGia 1 Oyl 0PBUApOCKOTIKOL — gupnpatog (61) ota
voonuata evamofécewv givor ot eEng:
1) H éxtaon g dwdikasciog evamdBeong tov maboroyikov mpoidvtog,
2) Ta ontikd yopakInplotikd g evamotedeicag ovoiag Kot
3) Mnyoavikn 1 Broynukn dotapoyn Tov KVTTaptkoy PHeTa oMo oD.

Ao 1oTonaforoyikég perétec oBaAK®OVY 16TOV (emmeuikota (60), KepaTOEWOOVG,
apueIPANCTPOEdOVC K.0. (62,63)) 6€ TAGYOVTEG Kot TOPE TNV OTOVGio TOV 0PHUALOGKOTIKOD EVPNLATOG,

&xet amoderyel n vmapén tov evarobécewv (goldberg’s. genetic and metabolic eye diseases pl112-113)

(61).

Ye vmoyio TETolwV TaONCE®V EOIKEC UATOAOYIKES £EETAGELS Y10 TOV TPOGOIOPICHO EVILUIKDV

detypdtov kabdg kot screening ovpwv 24dpov gival amapaitmra .
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B. O OPOAAMOX XTA METABOAIKA NOXYHMATA:

Onwg eivar yvwotd ot cuyyevelg datapayes Tov HETAROMGHOD KoL TO, VEDPOEKPVMOTIKG VOOT|LLATOL
TPOSPAAALOVV TIG O1APOPES IGTOAOYIKEG OOUES TOV 0PHAALLOV KOOMDS KO TO VELPIKO GOGTNIA .
H etepoyevig epfpooroyikn mpoélevon kabmg Kot ot Sopopég oTig LETAROAMKES dpAcTNPLOTNTES TNG KAOE
1GTOAOYIKNG OOUNG TOV 0OPOUALOD VTTOSEIKVOEL TNV TOIKIAN POVOTVTIKTY EKQPACT) TTOL Oa Lropovoe va Exel
6’ autd TO OpYyOavo 1 vmokeipevn vocog. H mpoodevtikn 1 Ol €ykaTAGTAOT TOV O0POOALOAOYIKOV
eupNUATOV cvyvd oyetiletal pe TNV eEEAKTIKN 1 Ol €YKATACTOON TNG VOCOV.
Eniong 10 opBaiporoyikd edpnpa av Kot 6€ TOAAEG TEPIMTOGELS £fvor Un €101KO Pmopel va katevhhvel Tov
KAMViIKO 10Tpd 610 KLTTAPIKO dlapépiopa mov moavd TAcKEL Kol otV olepehivon KAmolag opdoag
VOGO LATOV TTOVL TPOKAAODV OVAAOYN GUUTTMOUATOAOYIO Ot TO LLATLOL.
Y& OpPKETEC MEPMTMOELS €MoNG TO 0QOaALOAOYIKO vpnua givor TabBoyvmpovikd g vocov Kot Bétel
duyvaon, 6nwg m.y. otV voco tov Wilson o daxtdiog tov Kayser-Fleischer.

MopakdTom avaeEPovTal IGTOAOYIKEG OOUES TOV 0QOAALOD Kot dtoTapayEg TOVS TOoV GyeTilovTal He

TOL OVOTEP® VOGTILOTCL .

Emmeoukotoc

Ot petaforkés mabnoelc avamdeevkta TPocPailovy Tovg emumepukotes. Ilapartnproelg oto
NAEKTPOVIKO LIKPOGKOMIO, GE 1GTOAOYIKA TOPUCKELACUATO TOCYOVIOV 0Omd VOCHUOTO €VOTOOEGE®V,
ATOJEIKVOOVV TNV VIapEn EVOOKVTTAPIKAOV £YKAEIGTOV (64-66) TOV 1| LOPPOAOYIKT TOVS EIKOVO UITOPET VoL
oonynoet oty mhovn ddyvoon (66-67).

H A ewova dpmg omavilel kol meplopiletonr oty mapovcio diablactik@y kpootoiiwy Kot

OTNV AVEVPVOUATIKY OLATOON KO EAIKWON TOV EMTEPVKOTIKAOV ayyeiwv (68).

2NV KLOTIVOOT TOPATNPOVVIOL KpDOTaALOL KVGTIVHG GTOVG WWOPAAGTEG TOV GTPOMOTOS (69) TapoLoLoL
KpOOGTAAAOL TapaTNPOVVIOL GE Ployiec TOv VEPPIKOV TOPEYYOUOTOS. KOOMC Kol OTIS €KKPIOES TV
J0KPVOV (e ATOTEAEGLO XPOVIO EMITEPLKITION, EPEOIGUO Kot poTOPOPin).

Ta avevpdouara kor n elikwon TOV EMITEPLVKOTIKOV ayYEi®V TopaTNPOLVTAL GE TAONOE evomoBEécE®Y
omm¢ N ovkoosiomen (70), n prevvoriowon I (71-72), n yoyyhooidwon GM1 «oi n v.Fabry (73). H
napovcio evomofécemv ota evooINAaKA KOHTTOPO TOL TOYMUATOS TOV AYYEIOV  KOUTTEL TV  HNYOVIKN

TOVG aVTIGTOON Kot To KAIGTA EVEVOOTO GTNV APTNPLOKY] TTES.

AUKPOIKOC 00EVUC
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H ovotoon tov dokpdov 6e TOAAEG HETOPOAKEG TAONCELS OAAOLDVETAL. € KATOIES TEPUTTMOELS
OVOQEPETOL 1] CUOVTIKOTNTO TNG PLOYMUKNG avAALONG TOV OaKPLOV Y10 TOV JAYVMOoT NG VOGOU Ommg
.. GTNV POVKOGIOMOoN Kot TNV pavvooiomon (74-75).

H maBoioyikn| £€kkpilom 6TV opoKLGTIVOLPIDL Kol GTN KLGTIVOGT Uopel va TpokaAéceL Ypovia

EMIEPLKITION..

Kepoatosionc:

O kepatoctdng amoterel Eva amd ta dtapavn olabiactikd péoa Tov oBaipov. Eupvoioyka sivat
eEMOEP KNG TPOEAEVOT|G.

>t obvotaoct] tov amotereitan 78% amd vepd, 15% and koAlaydvo, 5% amd dhieg mpwteives Kot
1% omd tovg PArevvomoivcakyapiteg (yAvkolouivoylvkaveg) Beuxn xepatavn (0.7%) wor Ogiun
yovopoitivn (0.3%). To 80% g otepeng cvoTaong tov amotereitar and vidie KOAAayovov, to omoia
KOAADTTOVTOL 0O TO TUKVO LVILOGTP®UO PAEVVOTOAVGUKYAPITOV.

O petafolopog Tov Kuplog yivetal pe v agpofio yAvokoivan.

O1 MtodtoAvTéG 0VGieS O1EPYOVTOL EVKOAITEPO TIG KLTTOPIKES LEUPPAVES TOV.

Eivatl yvootéc moldég kinpovopoOpeveg TaBNGES TOV KEPATOEWDOVS OTIS Omoies £yl TuTomoOel
10 TaBOA0Y1IKS YOVIdl0 Kot KAmoleg amd autéc oyetilovtal e ouyyevelg datapayés Tov peTafoAtopov (76).

O «xepatogdng ovyva mpooPaiietor ot petoforlkés mabnoelg €1o1 wote Oolwon oV
KEPOTOELOOVS OO €VOTOOECELS Vo Tapatnpeitar cuyvad ce ddpopes petafoikés mabnoelg (77-78). H
00Lhwon dALote apopd TOo EMONAO Kot GAALOTE TO GTPAOUO TOL KEPATOEWOVS. H evidmion kot 1o €idog g
B0lwong oyetileton pe v wabnon mov v mpokaiel. H 06Awon ocvyvd cuvodevetar Kot amd GAAN
0POOALOLOYIKT] CUUTTOUATOAOYIO OTMG T.). OTIS PAEVVOTOALGUKYOPOMGELS TNV TPOGPOAN] TOL OTTIKOD
VEDPOL Kot TOV apPPANGTpoEdOVS (79).

[Mapokdto avaeépoviar GUVOTTIKA GUYYEVELS SOTAPOYEG TOV LETABOMGUOD TOV £YOVV ELPNUATO

ot TOV KEPATOELDN KOOMG Kot Katd mepintmon to dAAo GuVodd 0POUALOAOYIKAE EVPTLLOTOL

AWTOPAYEC TOV HETUBOMGUOV TOV AvGOGoOUATIOV:

BLevvomoAvG oKy opLloMCELS

M.PS. 1 Hurler’s Disease or M.P.S. IH.
(TMadxopa ko B0hwon Tov kepatoedovg (80-82))
M.P.S. I Hunter’s Disease
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(86Awon Tov kepaToeldovg (83)).
M.P.S. II Zvvdpopo Sunfilippo (A,B,C)
(katappakng, 00Amon kepatoetdovg (84-85) ).

M.P.S IV  Nooco¢ tov Morquio (A,B)
(00)®on ToV KEPUTOELOOVS UTPOPLX OTTIKOV VEVPOD,
EKQUMOT ap@/00vs (86-87)).
M.P.S V  Nooog tov Scheie or M.P.S. VS
(B6AwoN ToL KEPATOEOOVG, EKPVALON app/00VG(88)).

M.P.S VI  Zovdpopo Marotauex-Lamy

(TMadkopo, 00Anon Tov Kepatoeldovg, (89)).

-BLevvommomoerg

otV Brevvolmidowon tomov 1 (codidwon) ( Katappaktng ev €idn Tpoyov, BOA®OT KEPATOEDOVE,
eMkwon ayyeiov apg/d00¢ Kot emmepukota, oTtpafiopndc (90-91) ),

otV Prevvoamidwon tomov I (I-cell disease) m B0Awon Tov KepaToedovg dev gival otabepd
gopnua (92)

otV PAevvoAmiowon tomov III (pseudo-Hurler polydystrophy) (vrepuerpomikds aoTiypatiopnog,
00LmoN KEPATOEWBOVS, AVOUAAIES app/000C, ayyeiwV Kot omTikov vevpov (93)),

otV PAevvolmidwon tomov IV (94-96) (emOniiokn evtomion BOA®ONG KEPATOEWBOVS, ®YPATNTO
OTTIKOV vELPOL, Oldtacn ayyeiwv, dwtapayss perayypoov emiBniiov, otpoafiopodg, mtmomn PAepdpov,

KaToppaKTNg),
fish eye disease (gvtomion 00 mong Kepatoedovs kKupimg otny meprpépeia (97-99)).
- a-Mavvocidomon

EmOnioxn 80Amon tov kepotoedovg otov dvBpomo kobnc kot oty Ilepokn ydta, Katappaking,
otpafiopog (100-101).

- Nooog tov Fabry
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2tpofrlmong KepatomdBela, EAMK®ON ayyeiwv EMITEPLKOTO, KOTAPPAKTNG OV €101 TPOYXOV, EAk®oN Kot
eupolikd emelcoda ape/Kov ayyeiov (102-107).

- Kvotivoon

OOlmwon KepaToEWoVg omd cLYKEVIPpWON KpPLoTtdAlwv kvotivng (108-109) , Oepamevtiky] yopnynon

tomikd kvoteapivng (109-111).

Nococ tTov Wilson

Aoxtodlog tov Kayser-Fleischer oto 91% tov macydviov, dwtapayés TG TPOSOPUOYNG KOl TOV

aVTOVOKAQGTIKOD NG €YYOG opdocwg (112-115).

Tvposwoarpia Tomov 11

Yevdodevoprtikn kepartitig emBniiov (116).

H o@Baiporoyikn ektipnomn otnv oyIGHoedn Avyvia Ba mpénet va yivetal pe mpocoyn, oyt omavia n
B0Lhwon umopel vo punv glval LOKPOGKOTIKE EUPOAVG KO VO VL TPOOOEVTIKA EMOEWVOVLEVT]. L€ VITOyia
UETOPOAIKNG VOOOL TPETEL VAL EKTILAOVTOL KO VO TOPOKOAOLOOVVTOL OKOUN KOl UKPES EVOOSTPOUATIKES
evamoBéoelg kabdg Kat 1 VTOAOITN 0POUALIKT], VEDPOAOYIKT] KOl KAVIKY] GCUUTTOUATOAOYIN Yot Guyvd M
emdeivoon g 0QOAAUIKNG CUUTTOHATOAOYING GLVOSEVEL TNV EMSEIVOON TNG VOGOV.

H éyxaipn dudryvoon ko n Bepancio g cvotnuatikng vocov (117-118) oe kamoleg TeEPTOGELS

(m.y. PrevomAvcaxyapdmoelg) Umopel vo BEATIOCEL TNV KAWVIKY €KOVA KOl OO TOV KEPUTOEWN L
amotéAeca TNV PeATion T OpacTC.
H Beltioon dpmg g KAVIKNG £1KOVAG amd TOV KEPATOEWDN, OTMG EML UETAUOGYEVONG LVEAOD TOV 0GTMV,
dgv ovvodeetal Kot omd Pedtimon g apg/KNg €koOvVag, M omoio GuYVE TOPOLGIAlEL  TPOOSEVTIKN
emdeivoon (117).

Eniong oe xdmnoleg mepumtdoelg m tomikn Ogpameion £xel koAd amoteAéopata (OMMG My, OTNV

KLOTIVOOT 1 TOTTIKN YoM SHAVUATOG KUGTEAUIVIG).

YOouTos10£C vypo
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H cbotaon tov vdatoedovc vypod adddlel oe didpopeg petafoiikéc mabnoelg Kot n aviyvevon
Spop®v TPoidvimv Ba umopovce va Pfondncel d10yvooTIKA 6 KATOEG TEPUTAOGEIS OTMG 1 Aviyvevon
OPYOVIK®V 0EEMV GTO VOUTOEWEG GE VEOYVE e GUVOPOUO aevidtov Bavdatov (119-120) kot M aviyvevon
YOAKOO 6TO VOATOEWES VYPO Gty vOco Tov Wilson (121).

H dwtapayn ot ovctacn tov véatoedovs vypoL katd v eufpuikn {on &xel evoyomombel yo
™V avantuén KaToppdKTn Kot YAAUKOUOToG o€ petaoAtkég madnoelg (6mmg m.y. to 6. Lowe) (122), kabdg

KOl 0€ KOTOOTAGELS OV TTapatnpeital vmoacPeotiopio (123).

Tproa Ko AKTIVOTO

210 voonpato evamofécemy 1 KAVIKY] GOUTTOUATOAOYI0 omtd TV ip1da KoL TO aKTIVOTO GLVHO®G
Aetmet.

IotonaBoloyikd evpnuoto amd tovg woPAacteg, TG MLIKEG Tveg, Ta evOoOMAlOKA KOTTOPA TOV
TPLYLOEW DV, TO VEDPO TOV OKTIVOTOV KOl LOKPOPAYO amodEkvOouY TV TpocsPoin tov 1otov. Emiong to
EMONALO TOV OKTIVOTOV CONOTOS TPosPdietor onuaviikd ot MPS, m GM1 yayylocidowon, T voco tov
Niemman—Pick, ™ petoypopatikiy AevKodueTpoeia, T POVKOGId®GT Kol T KNPOEWN MITOPOoVcKIivmoT).
H mpooPor] towv evdéobniokdv kvttdpwv  tov nOpovd otn MPS odnyel oe ekoniwon kpicewv
yhavkopotog (126-127). Xto ovvdpopo Chediak-Higashi emiong moapatmpeiton dapavig ipda Aoym

JTOPAYDV TOV YPOCTIKMOV KLTTAPWOV NG ip1das (WeVI0aAPIGHOG) (A).

Favkone

To yhavkopa pmopet va amotelel pio amd T 0pOAALOAOYIKEG EKONADGELS TOV VEVPOUETAPOAIKMOV
KOl VEVPOEKPUMOTIKOV voonudtmv. Mmopel va elvar avoytig 1 KAelomg yoviag 1M ond Kopikod
OTOKAEIGUO.

Mmnopet va oyetileton pe:

Awtapayn oty avamtuén g yoviag Tov Tpochiov Bordpov (6nwg ). cvpPaivel oto chvopopo Lowe’s
(124-125)),.

IMaokopo eriong €xet mapoatnpndet otig Prevomorvoaxkyapdncels (126-127) otig omoiec kvpimg
alTIoAOYElTOL 1| TAYLVON TOL GTPOUOTOS TOV KEPOTOEWOVS GTO GKANPOKEPATOEWES OPlO KOl Ot
avopoiies Tov gvdoBniiov tov MOUOV pe ATOTELECUO. TOV OMOKAEICUO TNG YoOviag Tov Tpochiov
Baidpov.

Eniong oto ovvdpopo Zellweger pe avtiotoryyo pnyovioud (130) xabmbg Ko og ToAAL dAlo vooruato

onwc N apvrogidwon (132), n vevpvoudtoon K.o.
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Ao kopikd amokAeoHo amd vreEdpOpmon Tov akol (6nwe m.y. cvppaivel oty opokvotivovpia (128)

Kol otV vepAvcvorpio (129)

Mia. oravia wepintwon YAODKOUATOS THE TOLOIKNG NAIKIOG, XL £0G.QOVS DIEPLVDOIVALUIOG, TEPLYPAPETAL

O7T0 ELOIKO UEPOG.

Paxog

O @axo6g amotehet Evo amd o dSoPov) OTTIKA HEGO TOV 0PBOALOD. Aoteleitol amd To TEPLPAKLO,
T1g tveg g Zivvelov Zavng, to emfBnio kot 1t gakaieg iveg. H opipavon tov ¢axoiov veov ond 1o
EMONAO TOV PAKOV GLVOJEVETAL OO AMMAELL TNG TPMTEIVOGVVOESNC KOl TOV TUTIKOV 0pyavidiwv (6mmg
T0. pLOCOUATIH ,TAL HUTOYXOVIPLEL KOL TO TPOYD EVOOTAAGUOTIKO SIKTVO) TOV GLVOSEVETOL OO ATMAELDL TNG
YPOUATIVIIG TOL TUPVA TOV POKAIOV VAOV. AVTO £€XEL OOV OMOTEAEGLO TO QMG VO LNV SOXEETOL OVTE VOl
AmOPPOPATOL OO TOV QOKO, TO KOTTOPO OVTO OPMG €E0pTOVTOL TAEOV EVEPYELOKO Oamd TNV avaepopfio.
yAvKOAVGY.

H d1ayeta tov @axod eaptdror Oyt povo amd v oy£om Kot TNV ddtaén TV KPLuGTIAAVGY (o, f
Kol y KpvotoAdives) oAAG mOovVA Kol amd TIC HETOPOAIKES KOl PLOUOTIKEG  WO0TNTEG TOL OVTEG
napovotdlovv. H datapayn ota dopikd yopoKTNpIoTIKE TOV VOV Kol 1| GUYKEVTP®OOT TAHOAOYIKOV
TPOIOVIOV TOV PETOPOAICHOD OV €YoVV GYEon UeE HETAAAAEELS TV Yovidimv mov gvBvuvovtal Yoo TV

TOPAY®YN TOLG 00MYEl 6TNV amdAglo TG dtadyelos Tov pakov (133).

2T0 VELPOYEVETIKA VOONUATO €lval cLyv M TPOGPOAY TOL POKOD Kol OVTO EIVOL OVOUEVOUEVO
yoti eykéarog kot okdg elvarl eEmoepkng mpoéievonc. Katappdktng 1 mopektdmion Tov gakov cuyva
napotnpeital o€ evOOUKEG avendpKeleg TOv EVIOTILOVTOL GTO KLTTOPOTAAGCLLM, GTO VIEPOEVCOUATLOL, CTO
ptoyovopla Kot oto. Avcocopdtio. O KatappdKTng oto LETABOAKE VOGS LOTO UTOPEL Vo ELPAVICTEL GE
omotadNmote NAkia (GLYYEVNC, VEOYVIKOG, TNG TadIKNG NAMKiaG , TV evnAikmv) (134).

To €ido¢ oV KaTappdktn N 1 BéoM ™G TAPEKTOTIONS TOV PAKOV (T.Y. OTNV OLOKLGTIVOLPIN
TApeKTOMION pVIKA Kot KAt (PA. xvttapoémhacpo cer.15(2)) n niwia gpedviong Kot o pvluodg g
e€EMENG TOV, O GLVOVLOGUO WE TNV VELPOAOYIKY] GCUUTTMOUOTOAOYIOL KOl TNV ovvodd 0QOALIKTY
CUUTTOUOTOAOYIO, CLYVA €ival eVOSIKTIKA TNG EVILIKNG OVETAPKEING TOL TA TPOKOAEL KOODS Kot NG
nopeiog g vooov. o mapdderypo Bo umopodoape va avagépovpe: ) voéco tov Fabry omov vmdpyet
VELPOKATAPPOAKTIKO GUVIPOLO Le GTPOPIAddn kepatomdBela (102-107), vevpokatappaKTiKO GOVOPOUO LLE

KePACOHYPON WP VITOdEIKVIEL GlaAidwon (90-91) KA.
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Xe KAmoleg TePMTMOGELS 1 PAAPN TOL PaKoL givol avacTpéyiun, pe TV &ykoipn SomicTOon Kot

OVTILETOTION TNG EVELUIKNG OVETAPKELNG TOV TNV TPOKAAEL ( 7.y, otV Yohaktolotpia).

AVo ombvia TeploTaTiKd pe HETABOMKO KATOPPAKTN TEPLYPAPOVIOL GTO £OKO PEPOG (Havvosidmon kot

c.Lowe).

Yolrorodeg
210 VOAMOES dev avapépeTar 1oTtomafoAroyko evpnua. Ouwg oty v. Gaucher BipAoypapikd avoaeépetot
éva e0wO gvpnuo, mov eivarl gvamobécelg Aevkes daomopteg appwd®mV oTokvTTapmv (Gaucher cells)

oToV 0mic010 TOAO TOE0EOMDS KATOVEUNUEVEG GTO VOAOEOAUPIPANGTPOEDIKS dtdotno (135-138).

Erniong éva amavio bpnua mpwn popd oty fiflioypagio ovapepouevo oe aobevy e yivkoyoviaon

1f dramarwOnxe atny mopovoo. UEAETH KOl TEPLYPAPETOL TTO EIOIKO UEPOG.

LKA POg

BifAoypapikd dedopéva mov v apopovv TNV TPOGPOAT TOV GKANPOV OEV aVIYVELTNKAY KATA TNV
avaltmon ot Piproypagikn) Baon PubMed oto Internet. Avagpépovtor Opme 600 epyacieg dmov mbova
VoL VTTAPYEL KATO10 GVOYETION UETAPOAKNG VOGOL (PAEVVOTOALGAKYOPIOMONG) LLE GKANPIKTY EVIOTION .
H pio agopd po mbavi oeBoipikn popen PAevvomoAvcokyopidmong He  e€melcOdl YOPLOEOIKNG
amoKOAANONG L evamdBeon PAEVVOTOAVGAKYOPITAOV (YOVOPOITIVIG KOt OEPUATAVIG) GTOV GKANPO TYLVON
TOV KOl dtoTopoyn Tov perdyypov embnAiov (leopard’s spot). H dAAn apopd pa PAevomorlvcakyapidwon

OOV VINPYOAV JUAYVTEG KEPATOEWIKES KOl CKANPIKEG eEvamoBEéaels yovopoitivng kot deppotavng (139-140).

Xoprog1omng

KAwin cvpntopotoroyio amd tov oeBaipd dev avaeépetol BpAoypagikd..

Ye mobnoelg evamofécemv 16TonafoA0YIKE VITAPYEL TPOGPOAT TOV YOPLOEWIKADV IGTIOKVLTTAPOYV,
TOV WOPAOGTAOV, TOV €VOOOMAINK®OV KLTTAPOV TOV YOPLOTPLYOEW®V, T®V 0EOVAOV T®V VELPOV TOL

AKTIVOTOL KOOMOS Kol TV KVTTApV Tov Schwann’s (A).
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Anoiinctpocionc ko Mehayypoov eridnito

[ToAAG petafoiikd voonpato oxetiloviot e EVPNUATO OO TOV
apepAnotpocdn). Kdmowo amd avtd to gupnuato 6€ cuvovacHd N Oyl HE TNV LIOAOTN OPOUAUKN

CUUTTOUOTOAOYI Elvor £101KA TNG TAOMONG TOVL APOPOVV.

Ta 6 yvootd coprTOUATe 0O TOV OUE/OT OTIC HETABOMKES TAONGELS Elval 1) kKepacoypwn wypa.
Ko M uedayypwaotikn oup/mabela.

H Kepacoypwn 2ypd €ivol yopokTnploTikd e0pnua 0piopuévav Avcosouokov tadncewv. H eppdvion

™mg opeidetal otV evamdfeon MmoelddV o1 6Toddd TV YoyYAOK®OV KVTTapmv Tov apg/d00g.

Mmnopet vo amotedel TPpOLO 1 OWIHO OHpMUa ovaAoya [e TNV Tabnon .

HoBNoeic oTic onoiec mapatnpeiton kepacdypwn wypd gtvor:
-TayyhMoowwoeig GM1 (141-142)
GM2:- Tay-Sachs (143)
-Sandhoff’s disease (144-145)

-No6cog tov Gauscher (146).

-Niemann Pick type A, C kou D (147).

-ZwoAAidwon tomov 1 (148-149) ko

-Z1oAridowon tomov 1T (150-151) (YoAoKTOGIHAAIO®OT|, AVETAPKELD VEVPAUUIVIOACNG).

-Metoypopatik] Agvkodvotpopia (152).

-Krabbe’s disease (153-154)

-Blevvomolvoaxyapidwon I (BA.cer.26 kepatoedng-PAevomorv- cakyapidwon I, Piproypaeio 1 1
80).

-ovvopopo Goldberg (155)

-Farber’s disease (156-157)

-No6cog tov Pompe.

Kepoooypwn wypo dev €xel avapepbel o Aoocouokéc madnoeig 6twe: 1 MLII, ) kvotivoon ko o.

Chediak-Higashi.
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Yg KAmoleg MEPIMTMOGELS T0 0@Baipockonmikd edpnua ¢ kepacoypwns wypos eéapaviderar (143)

o6mws: oty vocso tov Tay-Sachs, v GM1 yevikeopévn yoyyAooidwon, Tig SLuAMODOELS TIG YVMOOTESG LE TO
OVOLLOL LDOKAOVIKO GUVOpOuO pe keEpacdypmn wypd ,to cvuvopopo Goldberg kot v voco Niemann-Pick
type C. Avtd opefhetor 6NV KOTAGTPOPY| TOV YOYYALOK®V KUTTAP®V TOV AUOPANGTPOEDOVS OV £XEL GOV

ocvvénelo TV £0PAVioTn Kot Tov 0POUALOCKOTIKOD EVPTLLUTOG,.

Eniong éxer mopatnpnBel amd 1otomaboloyikés HEAETEG TOGYOVIOV 1 CLGGAOPEVGN TOHOAOYIKAOV

TPOTOVTOV oTNV 0To1RAd0 TOV YOyYMOKAV KVTTAP®V YWPIC OUMS EUPAVIOH] KEPAGOYPMNS WYPUS OTMOG

n.x. ovpuPaivet omv @ovkocidmwon (158). [MBavdg avtd oyetiletor pe TO OMTIKA YOPAKTNPICTIKO TNG

ovcGiog Tov evamotifetal Kot kdmolovg dAAovg mapdyovteg (PA. Avcocwpdtia ceA.. 22 (60-63)).

Me Bdon tic Tapomdve TopaTnPNGELC:

n omovoia 00 0pOalUOCKOTIKOD EVPHUATOS THS KEPATOYPWNG WXPAS 0 TOIOLG UE VEVLPOAOYIKN

OOUTTWUATOAOYVIO OEV OTTOKAEIEL KOL TV O10YVOTH.

H Mslayypwotiky Auifinctpocidonddseia amotelel COUTTOUN TOAADV SOPOPETIKNG OITIOAOYIOG

petafoikadv voonuatov (159-160) (dwatapayés Tov HETAROMGHOD TOV MOV, TV VTEPOELGOUATIOV,
TOV royovopiov K.d.). O xpovog eUeAVIoNG TNG TOIKIAEL OVOAOYO LE TNV VTOKEIpEV pHeTABoAKN
Swtapoyn (veoyvikng nAkiag, Bpe@ikng nAtkiag, veavikn Kot Tov evnAiKov).

H BvBookomikn cixdva _ovyva, dev _givor avth TS TOTKNC UEAOYYPwoTIKNC au@ifinotpogidorabsciog,

xadac d1apépel 0 To.BoPLEI0A0YIKOC UNYOVIoUOC THC TPOKANGHC THC.

[Tabnoelg otig omoieg mapatnpeiton etvat:
-Alatapoyés Tov vrepoéuoopotiov (BA. vrepoévowpdtia cel. 20 (44-51, 164).
- Wolman’s Disease (169)
-Alatapoyég Tov PETOPOAGHOD TV ATV (Un vTepoEuomakés) S3.
Sjogren-Larsson syndrome
Abetalipoproteinemia
LC-3-hydroxyacyl-CoA-dehydrogenase deficiency (42-
43,165)
-Nevpwvikny Knpoegdng Amogovokivwon (166-168).
-I'wxompmteivikd cuvopopo averdpkelog voatavipakmv (CDG) (BA ogh. 16 Evéopepppovikd cdotnuo

BpL.26-28).
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-AvemGpKEIDL OTNV OVOTVELCTIKN O0AVCId0 HETAPOPAS MAekTpoviov Omwg: 10 o. Kearns-Sayre, 1
KAnpovopkn ontikn atpoeio Tov Leber.(PA. ptoyovopia Pifd 29-41) 1o othvopopo NARP k.a..

-Metoypopatiky Aevkodvatpogia (BA oed 34 cherry red spot) (152,160).

-Kvotivoon (meprpepucn apeipAnotpostdonddeia) (108) (BA. keparoedng — Kvotivwoon).

Ye khmoleg amd ovtég TIg maNoelg 1 £ykapn dwmictwon g petafolkng dlatapoyng pmopel va
Bonbnoet oty €ykaipn Bepamevtikn avrpetomion (160-162) kobahc kot otnv yevetrikny cvpfovin. H
TPOUN ddyvmon sivar dvvory] akOUn Kol Tpv TNV EUEAVICT 0QOUALOCKOMIKOD EVPNUATOS OO TOV
NAEKTPOPLGIOAOYIKO EAeyy0 NG Opaons (ERG) (163).

Ov Oepameieg eoutiag TG SPOPETIKOTNTOS TOL TAHOYEVETIKOD UNYAVICHOD ONUIOVPYING NG
UEAQYYPWOTIKNG app/Ogtog mowkihovy. Méypt onjuepa xovv ypnoorom el vyniég 66celg Prrapivng A,
Brrapivng E, dilouteg yauniéc oe putavikd (v. Refsum), petapooyedoeic kuttdpmv 1 ape/dovg, xopnynon
eopudkov mov emPBpadhvovv TNV amOTTOOT TOV KLTTAPOV TOL oaue/d00¢ (diltiazem), yovidlokég
Oepaneieg, Oepaneieg mapaywyng tpwteivddv mov dpovv 6to DNA 1 oto mRNA, ape/xd epgutedpato
microchip ctlikovng.

H épevva v Bepameiec tov 010QOpOV HOPOOV TNG HEAAYXPMOOTIKNG OUPIPBANCTPOEdOTAOEI0G

petafolkng artoroyiog eivor TOAAE VTOGYOUEVES V1ot TO HEAAOV.

O Algiouoc 11 wevdoalpiouoc mopatnpeital 6TV Kuotivoon kot oto cbvopopo Chediak-Higashi.

Evarobiaeic 610 vorogdoau@iBAnctpostdkd diotnuo Exovv avagepbel otnv voco tov Gaucher (BA.

varndeg 135-138 oer.33).

KaBw¢ xai 1o 01k0 1og evpnuo. Tov avapépeTtal TopoKaTw aTo E10IKO UEPOG.

Ayyeia

XopoKTNPIoTIKO EVPNUO OPICUEVOV AVGOCOUIOK®OV TaONGE®V ival 11 elikwon TV ayyeiwy Tov

ape/6ovg. To edpnuo avtd oyetiletor pe v SlaTOpOY TOV KLTTOPIKOD CKEAETOV OO AVCOGMULOKEG
evamoféoelg mov kataAapuBdvovv oyeddv To NUICL TOV KLTTOPOTAAGHATIKOD Oykov. Ta ayyela yivovrot
€VEVOO0TOL GTNV THEST] TOV OipaTog AGY® NG YEGAOONG TG KVTTAPIKNG OPYLTEKTOVIKTG KOl TNG OMMOAELNG TG
LUNYOVIKNAG OVTIOTAONG TOV TOY®MUAT®OV TOvG. Me TV Tépodo Tov ¥pOvov TopaTPEiToL YOPUKTNPIOTIKN

eMKmon, o€ Tpoywpnpévn o mdnom pmnopel va moapatnpnOobv Gpoufosuforixd exeioodio TV EAERIKOV

KOl apTnplok®V ayyeiov tov ape/dovg (v.Fabry).

[ToBnoelg otig onoieg mapatnpeitan eikmon ayyeiov eivor ot €€0G :
dovkocidwon (70).
Noéoog tov Fabry (68,102-105).
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TayyhMocidmwon tomovl (62).
Blevvolnidwon 1 (71).
Noéooc Niemann-Pick (63).
Nococ Pompe.
Ymv voco tov Niemann-Pick kot otn véso tov Pompe e€autiog g Papvtntog g HETOPOAKNG
dwtapayng vy v emPioon tov acBevov Oev mapatnpeitol to TEMKO oTAd0 NG EMK®ONG TOV

ooy IKOV ayyeiwv.

O7RTIKO VEVLPO

To Khvikd cOuntopa g atpopiog tov omTiKoD VelpPov PMOPEl Vo €Vl OTOTEAECUO TOAADV
LETAPOMKOV VOO LATOV Kot UTopel va, TpokAnOel pe mokilovg Ta8o@uo1oAoykovs UNXavVIGHOVG OTTwG :
KOTOOTPOPNG TOV AUP/KOV VEVPOVOV ( OTw¢ 6 SuoAertovpyia TV AVGOCOUIOK®OV eviOU®V GTO
KOTTOPO TOV OTTTIKOD VEVPOL)
OO LVEAMVMOOT] TOV OTTIKOV VEVPOL (0TI AevKodVaTpOoPieg 1 o@BaAikn Ttaboroyia apyilel amd To
{010 T0 OTTIKO VEVPO e GoPapn amopverivoon).
devteponadmg and
yAOOK®UO 1 oo
o0& 1 1pHV10 VOPOKEPOAO AO TPOGPOAT| TV UNVIYYOV.
g TOAEG TEPIMTAGELG TOAAATAOL UIXOVIGHOL 001 YOUV GE OVTO TO OMOTEAECLLAL.
H atpopia tov vedpov pmopel va cuvomdpyet pe evpiuato and Tov aueiPAnoctposon (m.y. eova
HEAYXPOOTIKNG AUOPANGTPOEIdOTADELNG) KOl TO. AUPPANGTPOEIOIKE ayyeia. (T.Y. OTEVMOT TOV ayyeimV)
omwg dAhwote ovpPaivel oV KANpPovoulKy onTiky] vevpomdBeia tov Leber kot va cvvodevetar amd

oTpafiopd 1 vootayuo.

X1pofropdg

H eppdvion tov otpafiopod ot VELPOUETAPOAIKA KOl VEVPOEKPLAMGTIKG VOOTLOTO UTOPEL VoL

elval amotéleopo TpTonadovg TPocfoAng Tov 0POUALOKIVITIKOD GLGTAUATOS (KEVIPIKE 1) TEPLPEPIKA) 1)
devteponafovg TPosPoAnC TOv UNYAVIGHOV TG SOPBaAUNG OpaoNC.

Yreprnopnvikn mdpeon tov kdBetov N Tov opiloviiov PAEUUOTOS TOPATNPOVVIOL GE SUTOPAYXES TOL

petafolopod tov Amdv  Omwg m v. Gaucher, Niemman Pick tmov C xor D, omv

afmrolmonpmwteivopio (146, 147, 170-178).
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[Ttdon Prepdpov Kot opBaiponAnyia eival cuyva evprpota 6Tig pitoyovoptomddeies (29,30,33,41).

H mapovcio petafoixng médbnong, ota mpodTa xpovio e Lone, Tov TPOKAAEl GLYYEVH] KOTOPPAKTN N
B0Amon TOL KEPATOEWOVS UmOopel vo. 00NYNoEL devtepomafmg, oV avantuén oTpafiopov amnd
OTOGTEPNON TOL OTTIKOV epedicpatog .

Yvyv elvar M ovyyevig ecwtpomio. oto carbohydrate deficiency- glycoproteine syndrome- Jaeken
syndrome (1ov GVVOSEVETAL KOt OO UEAAYYPOOTIKN ap@iAnctpogidonddeia) (26-28) kabmg kol otnv
averdpkelo NG Protviddong ( mov GLVOSELETOL OO EVPNUATO OO TO ONTIKO VELPO KO TOV
apeipAnotposdn) (179-181).

H opBaiporoykn diepedvnon mpémetl va eivar mAnpng, vo punv meplopiletor otV UEUOVOUEV

OVTILETOMION TOV OTPoPiopod, vo cvvovdletal mavto pe TN ANMYN AERTOUEPOVS 1GTOPIKOV KOl TN

OLVEPYOGIO TOV TOOOVEVPOADYOL 1| TOV VELPOAOYOUL.

Nvotoynoc:
O vvotaypnog mov mopatnpeitor Topd 1o 0Tl kdmote pmopel va oyetiletarl pe v voco cuyvd givat
OTOTEAECUO, TOQPAMGNG GTNV TPOIUN TOLOKT] NMKIN ad EKQOAMGT] TOV OUP/d0VG 1) OTTIKY OTPOPio OTMG

T.X oTIG Agvkodvotpopies (182).
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I'' KATATAEH NEYPOI'ENETIKQN NOXHMATOQN KAI OPOAAMOAOI'TKA
EYPHMATA:

I'esvika

[ToAAéG evdoyevelg drotopayés Tov uetaforiouot Exovv avayvoplodel Gov HoplaKeg S1oTapoyEs, EVO
o€ GAleg elvar yvmoTég ot Ploymukés SoTapayEs Kot 1 KAMVIKY TOVG GUUTTOUOTOAOYIO 0AAd dev €xel
axoun yivel duvartn 1 SmicTOoN TG HopLakng dtatapayns mov v tpokaiel. 'Etot pia dAAn moAd cuyvi
Katataln Tov peTafoAkdv voonuatov givor ovtn mov Kupimg Paciletal ot Proynpiky] 6KoOmd Kot 6TIG

avtioToryeg Proynukéc 06ovg mov Exovv 1 pmopet va £xovv Tapafragdet.

Mo A0yovg TpaKTIKOUG AAAG Kot yio TNV SlEPELVNON TOVG YPNOLUOTOMONKE 1) TOPAKATO KATATOEN
TOV VEVPOYEVETIKWV VOTHUATOV:
Awtapoayéc Metafoiiopoh Apvoémv.
Awrapayéc MetapoAiiopov YoatavOpaxmv.
Awtoapayéc MetapoAiiopod Avcoocopatiov.
Opyavikég OSvovpies.

Awotapoayéc MetafoAlopod Awr@v.

AR A e

Awrapayés Metapforiopod Metairmv.
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Awtapayés Metapoiiopov Iovpvav K.o.
Me Baon v kataraln vty avatpéyovtag ot Pipiia mov avagpépovtal oy PipAtoypagio Kabhg
Kot otV vmoroutn PipAoypagicc TV TPONyoOUEVOV KEQEAAM®V, aynuoTiocOnKayv — mWvokeS TOL

KOTOOELKVDOVY TV QVTIoTOLYN EVCOUIKY OVETGPKELQ. KOL TO GDVOOO 0pBaiuoloyiko edpnuo. kota mobnon.

Avo@épovTal KaTnyopieg VOST|UAT®VY OV amacyOANGaV 6TV Tapovea dloTpiPn.

A. ATATAPAXEY METABOAIZXMOY AMINOZEEQN

Yroypwuatiouog ipidag (undé
1A 1. ®AINYAOKETONOYPIA. (Yopolvidon parvolaiavivig) p1oa)

Hmwrepn e ovaortépw

1A 2. YIIEPOAINYAAAANINAIMIA.

Aupotepomlevpo yevdodevopitiko

1A 3. TYPOXINOXH KAI EAKOG KEPOTOELDOODG, KEPOTITION.
TYPOXINAIMIA 1. (Dovuapviro-axero-oxeracy) (FAH) EPTNTIKNG LUOPYNS ,OTAVIO, TACKES
TYPOXZINAIMIA 11 (Tvpoaivo- aurvotpavopepdon) KEPATOELOODS KOl

EMITEPVKOTO, ONAUOTAOONS
VIEPTAQTIO GV TOPOLKOD
EMITEPVKOTA, AYYELTH KOl

0VAOTTOINON KEPATOELOOVG.

1A 4. MAPLE SYRUP DISEASE (Branched chain aminoacid

metabolism).

Avopépetar opbaluorinyio
1A 5. ANEITAPKEIA XTON METABOAIZEMO XTON KYKAO THX
OYPIAX

o. Apywiwvocovkvikr] o&vovpia. (Apyvivooovkivikn -

ovvletaon)

B. KitpovAwaipia. (opyvivocovkivikny Avdon) -

y. Avemdprera, opviOvo-tpavekapfouvlacs. Huxpovikéc xpioeic ue ueto rot




opBotuominyio

0. Avemapkera ¢ carbamyl-phosphate synthetase.

€. Yrepapywivopia. (opyvaon)

oT. AMhec yeveTIkéEG O10TAPAYES TTOV TPOKOAOVV

VIEPALOVIOLUaL.

1A 6. IZTIAINAIMIA. (10TIOLVIKY O VIOKH

Avdon)

1A 7. ANEITAPKEIA XTON METABOAIZMO TQOQN AMINOZEQN
I[1OY IIEPIEXOYN GEIO.

a. Opoxkvetivovpia. (p-ovvBetdon e

KLOTOOEIOVIVHG)

THopextomon poxod, yvwmnio
yladkwuo, arokoiinon ,
OPTNPLOKES KOl PAESIKES
Opoupfaoeic

B. KvotaBgiovivoupia. (y-2vaon kvorabelovivyg)

Averiacies pativ

v. YagpOsovivoupia. (o&e1ddon Berdrdovg oééog)

Topextomon poxod,
OTOUVEAIV®ION e KATIOVOO,

oTPOPio, OTTIKOD VELPOD

9. Iuvo-o&vovupiec.

&. Kvotivoon.

Keparonabera emimepokitic

1A 8. AAAEX ZITANIEX ANEITAPKEIEX TOY METABOAIZMOY
TON AMINOZEQN.

Yreploowaorpia. (3 dtapopetikol unyavicpotl)

YreéabBpnuo parod, kopixog
omokAeiouog wapeon E€w ophov,
Aupotepomlevpn opoaipopaxio.

Kou 1o 0166 pag neprorartino

AIATAPAXEY. META®OPAY AMINOZEQN

1. HURTNUP’S DISEASE.

2. LOWE’S SYNDROME.

2vyy. Karoppaoxtng, ylodkwuo,
ELKOVO, HETOECWIEPUIKNG
ovoyéveong mpoabiov nuipopioo
09BoAuov.
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3. IMINO-I'AYKINOYPIA.

AIATAPAXEY METABOAIXMOY YAATANOPAKQON

2A. T'olaxtolowpia (I'aloxtolo-1-P-ovpioviotpavopepdon).

Kartappdxtng ev gion

oTayovog eAaiov

2B.  Noonuara EvamoBécewv T'hvkoydvou (I'lvkoyovdoelg).

2B. 1 I'\wkoyovoon Tomov I (I lvkolo-6-pwopopikn

DOVOAOKAON).

ovaoTpopn Prepopidwv
kaBvotépnon g
TAPWONS TO YOPLOELOOVS
atn pLovopoayysloypapio.
xounio oeixtn Arden oto
HOI ka1 azpogio.
UEAGYpOOD Ka1
XOPLOTPLYOELOIKDV OLYYELWV
KOl TO OIKO Hag EVPYUA

2B. 2 INwkoyoveoon Tomov I Acid-a-1,4 glucosidase (Pompe’s

disease).

lotoraBoloyika evpruazo,
0o O OYyEla TOD
OUP/OOVS KO TOV OUP/ON

2B. 3 [wkoyovoon Tomov I Amylo-1,6 glucosidase and or

oligo-1,4 — 1,4-Glucantransferase.

2B. 4 IMwkoydoveoon Tomov IV Amylo-1,4-transglycosylase.

2B. 5 IMNwkoydévoon Tomov V. Muscle phosphorylase. -
2B. 6 ["wxoyovewon Tomov VI Liver phosphorylase -
2B. 7 IMwkoydéveoon Tomov VII  Phosphofructokinase. -
2B. 8 INwkoyoéveoon Tomov VIII  Phosphorylase kinase. -

2. Avcaveéio otnv @epovktoln .
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AIATAPAXEY. METABOAIXMOY AYXOXOQMATIOQN

3A. BAENNOITIOAAYXAKXAPIAQXEIX (M.P.S.)

oovipatdon

. M.P.S. I  Hurler’s Disease or M.P.S. IH. |a-L-idovpoviddon 0o won Tov
KkepaToedovg, [Madkopo
. M.P.S. I Hunter’s Disease. [dovpovikh covipataon 00A®oM TOL KEPATOELBOVG
. M.P.S. Il Sanfilippo Syndrome A 2ovlpouidcon 00A®oM KEPUTOELDOVG
Sanfilippo Syndrome B |A-N-axérvlo-Dylokolouividaon KOTOPPOKTNG
Sanfilippo Syndrome C \AcCoA:a-ylokolouvidoaon-N-Ac-
OVEPEPGON
Sanfilippo Syndrome D [ "Avkolauivy-6-covipataoy
. M.P.S IV Morquio Disease A Ioxolauivy-6-O¢itkl) coviparden |06A®GN TOL KEPUTOELD0D
Morquio Disease B. adarxtoloutvo-6-0ciikt 6ovAPpatdcloTpo@ia OTTIKOD VEVPO,
gKQOMOoN ap@e/d0vg
. MLP.S V  Scheie’s Disease or M.P.S. I-S. |a-L-1dovpoviddon (uepirag) BoAwon Tov
KEPATOELOOVS, EKPOAION
apLe/d00¢
. M.P.S VI Marotauex-Lamy Syndrome. |N-Axetvloyaloxrooouivy-4- 06 won Tov

Kepatogwdove, Mavkmpa
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7. M.P.S VI Sly

f-yAvkovpoviddon

3B. BAENNOAIIIIAQXEIX KAI AIATAPAXEX TOY
METABOAIZEMOY TQN I'AYKOITPQTEINQN
(T'AYKOIIPQTEINQXEIY).

Mavvocidmon a-poVVOoLodon EmOniiaxn 06Awon Tov KepOTOEBOVG,
KOTOPPAKTNG,
Ytpafiopdc, wypdmrta ON
®ovKocidmo. a-povKOsIdGoN EMikoon ayyeiwv emme@ukdTa Kot apg/600¢g
I'aloxtocroridwon B-yodaxtooiddon & vevpaguviddon  |Kepacoypmn wypd, 00AepOTTES KEPATOEBOVS
(éAAetyn TPOOTATEVTIKHG TPWTEIVHG)
XieAidoon. a-vevpoyuviodon Kotappdxng, kepacdypon oypd

AGTOPTVAOYAVKOGANLVOVPIQ

|Aomoptoloylvkocourviddon

Iotomtaboroyucd vpipata

Schindler disease

|A-N-oxérvlo-yaloarxtolouividaon

Atpopia ON

Bievvommiowon tomov 11

(I-cell disease)

N-Axetvioyotaxrooopivy-1-

POOPOTPAVOPEPATH

1 06Awo™M TOV KEPOTOEDOVG deV givar aTabepd

ebpnua

Bievvommiomon tomov 111

(pseudo-Hurler
polydystrophy)

N-Axetvioyotaxrooouivy-1-

POOPOTPAVOPEPATH

00Lmon KePATOEWOOVE, AVOUOAMES QLp/d0VG,
ayYElmV KoL OTTIKOD VEVPOL, VITEPUETPMOTIKOG

OCTLYLOTIOUOG

Blevvolmidowon tomov 1

KOTAPPAKTING, BOA®ON KEPUTOEIDOVG, EMK®MON
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ayysiov

OpLp/000¢ Kol EMTEPLKOTA, GTPAPLGOC

BAevvolmidwon tomov 1V

emBniiokr| eviomion BOA®GONG KEPATOELDOVG,
KaTappakInG, dtdtacn ayyeiov, dSatapayn
peAayypdov emifniiov, ypoOTNTO ONTIKOD

VELPOV, 6TPAPICHOC, TTOOT BAEPApPOUL,

AIATAPAXEY. METABOAIZXMOY AIITIQN

4A. ZOITTOAIIIAQEEIX

N.Niemann-Pick A,B

2p1yyouvelivaon

Ilapean kabsrov PAEuuOTOS

N.Niemann-Pick C

Arozapoyn oty EVOOKVTTAPIO,

LLETAPOPA. THS YOANOTEPOANG

Ilapean kobétov Préuuorog, , ueloyypwotiky
aup/Beia

Gaucher’s Disease LILIII

Chronic-Infantile-Juvenile

B-yolaxrooidaon

[ Avkorepefpooioaon

LHépeon opilovtiov fAéuuaroc,

N.Fabry

o-yaloxtooiodon

kepauioio tpieooiddon

Elikwon ayysiov oup/dovs & emimepvrota

2rpofilwdns  kepotomabeia,  KOTOPPAKTHG
popav kai mpooliov TEPIPOKIOL (OTIKTEG

Holepotnreg)

Farber (Lipogranulmatosis).

KEPOLULOGTN

Kepaooypwn wypa, ueiayypwotikn oup/Beia,
wypotnro ON

(GM1-TYmog 1) veoyvikn

[ayyliogido-f-yataxroaidaon A,B,C

Kepaooypwn wypd

(GM1-Tomog2) vesaviki

[ayyliooido-p-yataxroaidaon B,C

Kepoooypwn wypd.

(GM1-TVvmog 3 ) evnrikov

Tayyliooido-f-yolakxrooidaon uepikn

(GM2 variant B) N.Tay-—

[-Eloocouividoaon A

Kepoooypwn wypd.
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Sachs

(GM2-
N.Sandoff

variant

o )

[-Elooouvioaon A &B

Kepaooypwn wypa

(GM2-Tvmog B1
Neavikig GM2

N’

[-Elooouiviocon A

Kepaooypwn wypa (cmoviwrtepa,),

vrepmopnviry opBotuominyia

(GM2-Tvmog AB)

THpwteivy oo evepyoroiel th GM2

Kepoooypwn wypd.

MeToypopoTiki Aapvioovipataon-A Kepaooypwn wypd, Atpopio omtikod vedpov,
AvkodvoTpo@io Xopryyolimidooaxtifaon-1 (SAP 1) VOOTOYUOG

( sovrhpaTtidomon)

Krabbe (globoid  cell|B-D-yivkooidaon,covipotiodon 1 Atpogio omTiKoD VEDPOD, VOGTOYUOS
leukodystrophy)

4B. AAAEX AIATAPAXEX METABOAIZEMOY AIIIQN

Cerebrotendinous xanthomatosis.

Hratixkny uitoyovopiaxn 27-
vopolvidon

AUPotepomievpos KaTopPaKTHG,

OTTIKY veEvpOoTdOEio

Wolman’s Disease.

Oéwvy Jimaon

Melayypwortikiy oup/Ocia.

Neuronal ceroid lipofuscinosis
(Late infantile amaurotic idiocy; NGL; Batten
Bielschowsky Disease- Juvenile Neuronal

Ceroid Lipofuscinosis NCL).

Meloyypwaorixn oup/Oera, bull's eye

maculopathy, Atpopio. ON

Yrepobvoomokséc orotopayEc nETOPOIMGHOV TOV AMTOV
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Refsum’s Disease

Ole1odon tov pvTavikod

Melayypworiky oup/Bsia, Atpopia

oééwc
Adpevorevkodvotpopia VLCFA-CoA synthetase Atpopia ON
deficiency
OPI'ANIKEY O=ZYOYPIEX
N-AKETYAO-AZIIAPTIKH OEYOYPIA N-axetvio-acmaptikij Atpopia ON,
(N.CANAVAN) ouidoiopoldon
ANEITAPKEIA BIOTINIAAXHX protviddon atpogia ON, KepaTOETITEPVKITIG,

OTPaPIoUOS, OLOTOPOYES HEAAYYPOOD
emfnliov, droTapaoyes Kopikov
OVTOVOKAOTTIKOD

ITPOITIONIKH OZEYAIMIA .

MH KETQTIKH
YIIEPTAYKINAIMIA.

ME®YAOMAAONIKH OZYAIMIA.

IXOBAAEPIKH OZYAIMIA.

I'AAAKTIKEYX OZYAIMIEX

6.ATATAPAXEY METABOAIZMOY METAAAQN
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Awozopoyn omny mpooinyn | Aaxtoriog tov Kaisser- Fleischer,
NOXOX TOY WILSON oo v Zepovlomloouivy, | O10TOPOYES THS TEPOTOPUOYNS
(HITATO®AKOEIAHX
EK®YAIXH)
KINKY HAIR DISEASE.

T.AIATAPAXEY METABOAIXMOY ITIOYPINQN

LESCH NYAN SYNDROME.

PORPHYRIA.

EIAIKO MEPOX

XKOITIOX THX MEAETHZX:

H Kpnm etvan pioe oyetikd  amopovouévn viieog 0mov moAAd dtopa {ouv 6g amOUaKPES TEPLOYES
pe Wntéps kKAEWoT0 TANOLoUO. Aoywo gival €d® Vo LIAPYEL AVENUEV CLYVOTNTA TOV UETAPOAIKOV
voonudtmv. Avtd evioybetar omd to yeyovog 0Tt otnv Kpntm vrdpyet évag peydrlog aplfpog atopumv pe
VEVPOAOYIKO GCUUTTMOUOTO, TOWKIANG aTiog , Ywpic va vdpyel epeavng arttoloyio Yo avtd. Eivatl mpopoavég
OTL ONUAVTIKOG aplOUOg aVTOV TOV ATOPMV TAGYEL amd KAmolo UeTaPorkd voonuo. Qotdco Alyeg amd

aTEG TIC aoBéveteg elyav dyvaoodel.

Koatd ™ yvopun pog ot koptotepeg aitieg y” ovto ftov:

o) Kowwvikd aitio ko6t mMOAAG omd ta Aropa ovtd (ovv oe eEAPETIKA  OTOLOKPESG

OYPOTOKTNVOTPOPIKES TTEPLOYES OMOV EMKPATOVV WOUTEPEG KOWMVIKES OVTIANYELS, TPAYUO TOV
KaoTA TNV ETOPT| LLE TO YLOTPO OVGKOAT).

B) H amovaio. Tov katdAAnAov Lroiotpikod elomiiouod yuo. v TeKunpioon g didyvmong tov

VOOT|LATOV OUTOV.
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v) H axping coumrwparotoyio Tmv vOoUATOV dLTOV JeV €ivol YOpOKTNPLOTIKN, HE TO ded0UEVO

OTL PEPOVY TOADTAOKO OVOLOLTO TTOV TPOEPYOVTOL ATO TOLG GLVOLOGOVS AVOTOMIKAV, BLOYNUIKOV
KOl 10 TPOTICTOPIKAOV OpMV Kl TO PAGHO TOV KAWVIKOV GUUTTOUATOV gival TOAD etepoyevés. 'Etot
extog and to KNZ mposfdArovior kot GAAa cuotiuato Kol Opyovae OTmg Kapdid, Nmap, veepd,

OLLOTTOMTIKO KOt 0pOaApLof.

Ot opBaipol pag evolapépovy daitepa, 00Tl £vog UeYEAog aplBudg HETAROMK®Y VOO|UATOV

eppaviCel copntdpate omd To PLATLOL TO OTTOl0 GE OPIGUEVES TEPIMTMOGELS Elval TABOYVOLOVIKA.

Avtiotoym perétn aAnOvopod mov va aeopd To 0EOUALOAOYIKG EVPNUOTH GE VELPOYEVETIKA
voonuato oty EALGda kaBdg kot tnv cupPoir oty didyvmon dev £xel Eavayivel.

Avtiotoyy e peréteg otny oedvn Prpioypagio ivar ehdyiotec.

2V TPooTADELD TOV KAVOLLE Yio TNV KOADTEPT OLEPELYNOT KOt OAYVOGT TV VOST|UAT®V dLTOV,
Stpopeddnke éva Tpwtdkoiro cuvepyaciog petald g Havemommuokng Howdarpikng Kiwvikng kot tng

Movemotuoakng OeBaiporoyikng Kiwvikng.

YKOTOG TNG TOPOVGTG EPYAOIUG EIVOL VO TAPOVGIACEL TAL OMOTEAEGUOTO OO TN GLVEPYACIO OVTN
Kol vo ou{ntnoel ™ oLUPoAn TV oEHIAATPOV GTN SAYVMOOTN TOV UETOPOMKOV VOsmV, KaBOTL o
TPOcEKTIKN 0POaApoloyiKy eE€taom elvar onpavtikn fondeta 6Ty €161 Kt 0AAMG SVGKOAN d1dyvmon TV

VOOT|LATOV OVTOV.

210)0VG TG TAPOVGUS HELETIS UTOTEAOVY T TOPUKATO:
Emompuoroyicn pelémn tov o@OaALOAOYIKOV EVPNUATOV CE
VEVPOUETAPOAKE KO VEVPOEKPVAIGTIKE VO LLOLTAL. .
SoppoA avtdOvV TOV EVPNUATOV OTNV OyVOON TOV VEVPOUETAROMK®V KOl VEVPOEKPUVAGTIKOV
VOO LATMV.
H éyxonpn dudyvoon tovg éxet onpacia yio 6vo Adyoug:
mv  éykaipn  Oepomevtiky  ovtiustomion MG vVOoovu(6mov ovtd eivar  gQiktd)  KoBOG Kol TOV
0POIALOLOYIKADV EKONADCEDY TNG
Omov Ogv glval dvuvat N BEPATEVTIKY AVIUETOTION , VIAPYEL 1| OVVATOTNTO TPOYEVVHTIKOD EAEYYOD KO
VEVETIKNG GOUPOVANG.

ZoUBOAY] QVTOV TOV EVPNUATOV GTNV KOADTEPN KATAVONGT TOV
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0PHOALKOV TAONCEMVY KOl GTNV KAIVIKT] GOUTTOUATOAOYIO TOV VEVPOYEVETIKMY VOCT|LATOV.

YAIKO KAI MEOOAOAOITA:

H peiétn avtr| ekmoviOnke katd 1o dtaotnpa ard tov Mdio tov 1996 émg kat tov Mdio tov 2000.

Koatd v didpkela g perétng e€etodnkay 125 meprotatikd.

H ovAloyq tov mepiotatikdv €ywve o€ ouvepyacio pHe T mOdWITPKY, 0QHoApoloyIK,
VEOYVOAOYIKY] Kot vevporoyikny kKAwikr tov TIE.ITA.I'N.H kafhg kot pe 8 kévipa vysiog oe aypoTikég
neproyés g Kpnme. Avta ta kévrpa vyelog elvar vrevBova v 225.000 katoikovg. Ou atpol twv
KEVIPOV VYElOG eviuep®ONKOY YPOTT®G Kol POV HEPOG GE EMUOPPMOTIKA TPOYPELUATO Y10 OVTEG TIC
vOGOLG Kol TNV TPAOUN O1dyvmoT| TOVG Tov £ytvay amd Tov Tadovevpordyo Emikovpo Kadnynt

Nevporoyiag Evayyehiov ABavdcio. Olot vroPaAirotov oe TANp 0@OaALOAOYIKS EXEYYO.

Kpvtipuwo €160y®ync etnv nerétn:

Mio Aloto pe 10 KOWOVIKOONUOYPOPIKO GTOLXEID. TOV GULUUETEXOVIOC KOt €101KEC TOOOAOYIKES
KOTOOTAOELS, CUUMTONOTA KOl KAWVIKE onueion  wov oyetiCovior pe ovtéc Tig mabNoelg oynuaTioTnKe
(ITivaxag 1).

[Tévte Tevikol wtpol tv Ké€vipwv vyeiag, Tpelg mondiatpor Kot Evag oPOuipiatpog cupHETELYOY
oV avalntnon kot cLAALOYN acBevedV e TOAVO VELPOUETAPOAIKS 1] VEVPOEKPLAIGTIKO Voo a. AcBevelg
vy Toug omoiovg téONKe M vmoyia N N PefordonTa petafolkod voonuatog omd TV 0POUALOAOYIKY|
e&étaon 010 Tad0POUALOLOYIKO Tpeio TPOOTEOMKAY GTN HEAETT.

Kotd ™ dudpxea g mepiddov ¢ pedétng ot coppetéyovreg wtpol (ko n oeBaipiatpog T.A.)
ELeyyav TNV TAPOoLGio TOVAYYIGTOV £VOG O TO KPLTHPLOL EICAYMOYNG OTNV UEAETN € KAOe Toudi 1) evidika
OV MTOV CLUTTOUOTIKOS amd TNV ToUdKY NAkio Kot 1 wdbnon tov dev oyxetiloTov pe GAAEG KOTAGTAGELS
OT™G © 1 wEPLYeVVNTIKN 0.o@vlla, N AoTuwdn , o Tpovuationos  oykos tov Kevipikod Nevpikod Zvatiuatog.

Av pio Této10 KATAoTUoT SMGTOVOTOV 0 0G0EVIC OmMOKAELOTAY amd TNV HEAET.



IHINAKAY 1
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A. KOINQNIKOAHMOI'PA®IKA XTOIXEIA XYMMETEXONTOX

Ovopatendvuuo:
Ovopa motpog:
Kmdudg pakélov :
Huepopunvia yévvnong:
Tomog yévvnong:
Tomog dapovig:
Exnaidevon:
Endyyeipo

B. KPITHPIA EIZATQI'HEX XTHN MEAETH

1. OIKOI'ENEIAKO IXTOPIKO NAI OXI
AveEdpnTol BvaTol VEOYVmOV GTNV OKOYEVELD LN
dvvapevol v’ amodoBovv 6 GUYKEKPILEVO aiTio L] []
AmofoAég un duvapeveg v’V arodobovv g GuYKEKPIUEVOL
aitwo (EAeyy0G TOV VEOYEVVITOV). [ ] L]
KAnpovopikomto. L] [
2. ATOMIKO ANAMNHEXTIKO
2.1 AwyveoBévta amod yuatpd vooruata NAI  OXI
- Kapdiopvorddeio mov dg dbvator v’ armodobei oe
GULYKEKPIUEVA OiTLO L1 [
- YroyAvkoyuko enelcddio mov dg dvvatar v’ amodobet
0€ GUYKEKPLULEVO, QiTLOL [] ]
- Agppotikég ekdnAmaoelg (m.y. €kCepa) mov gival avOeKTIKEG
ot cvpportiky Oepaneio L1 [
- Kopa mov dev amoddbnke oe cuykekpipévo aitio L] []
- [Teprpepixn vevpomabeia L] L]
- Enei06610 cmooumv L] L]
- AMlovonTiky kabvotépnon L1 [
- Inyouio 1 unviyyitida pe apyntikny KaAAEpyeLo L[] []
2.2 Yvumtopata - Enueloroyia NAI  OXI

o. Amo6 10 menTikd cVGTNUA



- ZOUMTOUOTOAOYIO TUADPIKNG GTEVAOGCTG

- Yrotpomdlovies £UETOL TV OMOIMV deV £)EL
Bpebei n autia Tovg

B. Ao o vevpiKd choTNHA
- Yrotovia/dvokoha oty Kotdmoon

- Avctovia
- Atagia
- [Mupopdikd onpueio

v. Ao TO OLPOTOMTIKO GVGTNLLOL
- X0opoKTNpLloTIKY| OGUY 6Ta 00pa.

]

]

]

]

L]

]
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IHINAKAY 2

OPOAAMOAOI'IKH EKTIMHXH

ONOMATEIIQNYMO: .........

ONOMA ITATPOZX:
HMEP. TENNHXEQX:
THA.:

AIEYOYNXH:

HMEP. ....."" EEETAXHX:

O0PO/KO IXTOPIKO

Owoyeveloko6 Ilotopiko:

ATOpKO AVOpvNoTIKG:

O®O/KH EZEETAXH:

Ontiki] O&vnTa: s.C.
c.c.

Avtiinyn Xpopdtov:  Epvfpd
IIpdowvo

Mnié-Kitpivo  N/O

éUpEGO
DOTOKIVITIKO 0vVT/KO
AUECO

Avtavokiootiko Kepatogidovg

[A.O.] [A.O.]
s.C.
c.C.
N/O N/O
N/O N/O
N/O
N/O N/O
N/O N/O
N/O N/O
N/O

AvtavakiaoTtiko Xoykhong Biepdpov N/O

Kwnrwémra: Xvlvyeig Kivnoeig Opd. N/O
YrepAertovpyio Mvog  N/O
ITapeon Mvog N/O

Yoykion:

Cover-test:

avendpkeor N/O IIpocappoyn N/O

45



Nvotaypodg: N/O TOTOG VUGTOYHOV

Xrpapiopog: Yvykiivav N/O  AmoxAivov N/O  Allo N/O
[A.O.] [A.O.]
Eleyyog a1 Xyiopogdn Avyvia:
BAépapa N/O N/O
Emnepukortog N/O N/O
Kepartoedng N/O N/O
Ipda N/O N/O
Kopn N/O N/O
Daxog N/O N/O
Ald0raon ko Xxkrookomia: N/O sph  cylx sph cyl x
QypoTTO N/O N/O
BvOBookomnon: OnTKé v. Atpoopia N/O N/O
Ayyeia N/O N/O
Nevpukéc Iveg N/O N/O
Qypa N/O N/O
Aoutdg Apg/ong N/O N/O
Ayyeio Apg/d0vg N/O N/O
Merayypovv EmOniio N/O N/O
Xoprogwdng Xitdvag N/O N/O
Ontiko Iledio: N/O N/O
Ayyewypogia: N/O N/O
PHOTO: N/O N/O

INAPATHPHXEIX
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XHMEIQXH 1

(EKTIMHXZH OIITIKHX OEYTHTAY)

H extiunon s omtikng olvtnrag yio kovra.:

o) Yo Toudtd 0-2eTdv Eyve Eppeca Kot Paciotnke o€ 0QOAALOAOYIKEG TOPATPOELS
piog Ko overTuypévng wypag Kot e KaAng o@Oaikng Tapakoiovdnong

B) oe maudd 3-6 €TV Kol G€ QVTA PE VONTIKN KOBLGTEPNON TTOV GLVEPYACTNKOV
petpnOnke pe ontdtumo Weiss

v) o€ Tod1d v amd 7 €TOV Kol ¥OPIg VONTIKY KaBuoTEPNON Kol GTOVG EVIAKEG
petpninke pe omtdtumo Jaeger. Xe madio TAve and 7 TGOV Pe VONTIKN KoBuoTéEpNon

OV cLVEPYAcONKAY peTpnOnKe e ontoTLO Weiss.

H extiunon s omtikng olvtnrag yio pokpia.:

o) o€ OOl 3-6 ETOV Kol GE QVTA e VONTIKN KOBLGTEPNON TTOV GLVEPYACTNKOV
petpnnke pe omtoétvmo pe 1o ypaupo “E” M pe omtdétvmo pe oyéoia(Topcon
ACP7EM, Japan).

B) og maud1d Thve and 7 1OV Kot yopic vonTiKny KoBLoGTEPNON KOl GTOVS EVIAIKES
petprnke pe omtdtumo Jaeger. Xe madio TAve and 7 TGOV Pe VONTIKN KoBuoTéEPNoN
oV cuvepyacOnkav petprnke pe ontdTLIO pe 1O Ypaupa “E” M pe omtdtumo pe

oyéola (Topcon ACP7EM, Japan).
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ALEPEVVN G TEPLGTUTLKMDV

To mEPIOTATIKA OVTA OTNV GUVEYELDL TOPUTEUTOVTOY OTNV TOUOTPIKN M
VELPOAOYIKT] KMVIKY] KOl GTI GULVEYEW GTO 0POBUANOAOYIKO eEmTepkd 10TpElo TOV
IHA.I'N.H  AxolovBovce pio wANPNG KOl OVOALTIKY KAiviky eCétoon, o
TPOGEKTIKY oplaiuoloyikn eétaon kabmdG ko pio pio AETTOPEPNS EpyooTHplOKn

oepevvnon (Ilivakag 2).

H xlivikn e&éraon yvotav oty Toudlotpikn 1 VELPOAOYIKY| kKAwvikn tov [1A.1.N.H.

H o@Baiuoioyikny odiepedvnon ywodtav o10 0@OaALOLOYIKO e£mTEPIKO 10TPEio
Omov
Kol oouminpwvoroy évroro and v OgBoipiatpo T.A., ce cvvepyasio pe TovG
yoveig
oV aoBevovg 1 KoL TOL 1810V TOoV aoBevoic, mov mepteAdpPave Ta aTotyElo TOVL
[Mivaka 1 (KOwoviKodnpoypo@Kd 6ToL eio. GUPUETEYOVTOG KO KPLTI|PLo.
EL6AYOYNG 6T peréT).
AxolovBovoe M kvpiwg oeBoiporoyikn €E€toon Kol 1 CUUTANPOON Omd TNV
opBaipiotpo T.A. tov eviomov tov Ilivake 2 (w6topiké ko o@Oaiporoyikd

gupNpaTa ToV 060gvoNc).

H ooBoAiuoroyikn extiunon wepeidupove :

1) Ay 16Top1Kov (OIKOYEVEIOKO KOt OTOUIKO OVOUVINGTIKO),

2) Aqyn ontikng o&utntoc. O Tpdmog ™G ANYNS TG ONTIKNAG 0ELTNTOS YIVOTAY GE
cuvéptnon pe v nMxia, v VmopEn N Oxt vontikng kabvotépnong kot tnv
ocvvepyacia tov achevois. (BA. Enueimon 1)

3) 'EAeyyoc avtiAnyng ypoudtov (ue woypopatikovg tivakeg Ishihara),

4) 'EAeyx0g @OTOKIVITIKOD OVTOVAKAQGTIKOV (£UUEGO KOl GUESO),

5) 'EAeyyog avtavaxAaotikob cOykAong PAepapav,

6) Cover-Test,

7) 'Ereyxog o@Boipokivmrikdmrag (cvluyeic Kwwnoels, vmepAettovpyio Hvog,
TAPEST UVOG),

8) Aoxipacio chykKMoNnG-Ttpocaproync,

9) EAeyyog v mBovn vmapén vostoyov,
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10) 'Eheyyog tov mpo6GOiov nupopiov tov o@OaAoD ot oyloposdr| Avyvio (Haag-
Streit BQ),

11) AwBraotikog Eheyyog pe xkokAomAnyia (col. Cyclogyl 1%) kot okiackomio (pe
oKklaokomo Welch-Allyn),

12) 'Eppeon pobookonnon (e opBaipookomio Heine Omega 180) ko

13) dotoypdenon (oTo TUNHO WOTPIKNS POTOYPOPINS TOV VOGOKOUEIOV).
Avaloyo pe To VPAUOTO OO TNV KAWIKN Kot TV 0pOoApoAoyIKY| E€Taom
etifeto n  vmoyio KAmowov  pETAPOAIKOV  VOONUATOS KOl akoAovBovoe 1

gpyaoTnplokn depehvnon.

To &ldog twv epyaotnplokmv eEetdoemv e&aptidtay ond 10 petafoikd voonua

0l
NV OHAd0 HETABOMK®Y Voo udtmv TV onoiwv £1ifeto n vroyia. H epyactnploxn
SlEPELYNON TOL TEPIGTATIKOL GLVNOWOG HEBOJEVOTOV g€ TPEIS KOKAOVGS eCeTdoEWV.
O mpdTOg KUKAOG eEeThoE®V  YIVOTOV 08 OAOVS TOLG OODEVEIG KOl PN CILEVE GOV
00MNYOG ©€ GLVOLOGHUO HE TO KAWIKE Kot 0QOOALOLOYIKE gvupruata Yo TV

TEPAUTEPM EPYOCTNPLUKT] SIEPEVVIOT TOV TEPIOTUTIKOV.

O1 TPEIC KUKAOL EPYUGTNPLOKNC OLEPEVVNIGNE

weEPLELAUBOVAY TO TOPUKATO:

a) O Tp®OTOC KVKAOC e€eTdoemV epriaupaver @

-H)extpoeykeparoypaenua (HET).

-Mayvntn topoypagio (MRI) eykepdiov.

-A&ovikn topoypagia (CT-scan) eyke@diov.

-E&etdoeig aipotoc:
I'evikn aipatog, @epprrivn, aépla oipaTog, MAEKTPOAVTEG, Broynpukog
éleyyoc (cakyapo, ovpia, kpeatTvivi, ovptkd 08D, kpeatwvivny kvdon (CK),
YOANGTEPOAN, TPLYAVKEPIOW, TPAVGAMVACES, aAkaAKkn (wcoeatacn (AP),
yohoktiky] a@uopoyovdon (LDH)), pvooeaipivn, yoroxtikd, mopovPikd,

akeTOEKO, B-vopoLuPovTupikd, appwvia, Kopvitivi).
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-Avéivon ovpwv:

I'evikn ovpov (xpopa , ooun) , FeCl3- test , avaymywés ovoieg .

B) AgvTEPOC KUKAOC £EETAGEMV:

Boaowlopevol ota supnpato yivovton ETAEKTIKA:
-Avéaivon opyavik®v o&€wv ovpwv (Gas Chromatography / Mass
Spectrometer GC/MS).

-IIpocdiopiopdg apvoEEmv TAAGLOTOG KOl OVP®V.
-IIpocdiopiopdg Mmapmdv 0EE®V TOAD pokpds oAvcov (very long
chain fatty acids, VLCFA).
-®option pe:  -yhokoln,

-@povkTol,

-POVOAOTPOTLOVIKO 0D

KOl -AELKOUATO.

v) TEPLGGOTEPO 0K test 6E EMAEYUEVO TEPLGTUTIKA, &

Metpnoeig eviOpmv g d10popovs Bloloytkovg 16tohg Ommg:
-KOTTOPO OUULATOC,
N petd and AMym Proyuodv oe:
-wvoPAdoTeg,
-poeg,
-NTATIKA KOTTOPO,
-EYKEPAAKA KOTTOPA KA.
ExydAon Kot Tpoodtoptopodg LETAALAEEDV GTO HITOYXOVOPLOKO 1] 6To TVUPTVIKO DNA.
-Aguka opooceaipto (cuvilwg).

-G,

Me Bdon 10 amotélecua TG KAWVIKNG, OQOOALOAOYIKNG KOl EPYOCTNPLOKNG
Otepedivnong etifeto n didyvoon, 6mov Mrav duvatdv, amd TOV TOINTPO 1 TOV

VEVPOADYO.
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AITIOTEAEXMATA:

APIOMOX AYOENQN:

Kotd ™ owdpkero meprodov 4 stov efetdodnkav 125 aoBeveic mov
TAnpovoav Ta Kprtipla elcaywyns otnv peAétn tov Iivaka 1.

Avtog 0 aplBudc acBevov aviotoyel oto 0,55%0 tov TANBLoPOV GTNV
TEPLOYN TNG MEAETNG.

e 76 acbBeveig vnpyav Tave amd 1 kpitnpla laymYNG otV HEAET. Xe 56
TEPLOTOTIKA LANPYAV 2 KPITNPO ELCAYMYNG OTNV UEAETN, o€ 15 vanpyav 3 kprmpla
Ko o€ 7 aocBeveic 4 kKprripla..

Ytov Mivaka 3 (ogh. xvi)  @aivoviol Ta kprTipla, o aplfuog aclevav kot To eOAo,
KoTé Kprtnpto.

Y10 owaypoppa 30 (ced. xvil) eaiveTon n oplOUNTIKY KOTOVOUN KATA KPLTHPL0

Y10 owaypoppo 3 (cel. xvil) @aiveTol 1) TOGOCTINNN KOTAVOU KOTA KPLTHPL0.

Ao 1o dudypappa 3P yiverar eppaves 0t 10 18% TV MOpaTpoE®V 0popodcav
T0 KANpovoukd 16topikd (Bdvator, amoforéc, kKAnpovoukodtnta) kot to 67% tov
TOPOTNPCE®V  APOPOVCAY GLUUETOYN] TOL Nevpikoh ocvotiuatog (KO,
TEPLPEPIKT VEVPOTADELD, OTACUOl, SLovonTIKN KaBLoTEPNoN Kot AAAT VEVPOAOYIKN

GUUTTOUOTOAOYIL).

DPYAO

Amd toug 125 acbeveig o1 75 Ntav dppeveg (60%) kot o1 50 OMAerg (40%).



IHINAKAX 3:

ApOpog TaPaTNPNCE®V KOTA KPLTHPLO KOl KATA VA0
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KPITHPIA APIOMOX AI'OPIA KOPITXIA
NEPIXTATIKQN

OGANATOI NEOI'NQN 10 (4%) 6 4
AIIOBOAEZX 10 (4%) 6 4
KAHPONOMIKOTHTA 23 (10%) 12 11
KAPAIOMYOITA®EIA - (0%) - -
YIIOI'AYKAIMIKEZX KPIZEIX 5 2%) 4 1
AEPMATIKEY EKAHAQXEIX 12 (5%) 8 4
KOMA 5 (%) 1 4
[NIEPI®EPIKH NEYPOITA®EIA 10 (4%) 5 5
2ITAZMOI 31 (14%) 20 11
AIANOHTIKH KA®YXTEPHXH 91 (40%) 54 37
HYAIMIA 'H MHNITTITIAA 5 2%) 3 2
YYMIL ITYAQPIKHY ZTENQXHX 3 (1%) 2 1
EMETOI YIIOTPOIIIAZONTEZ 4 (2%) 2 2
AAAA ZYMIITOMATA AIIO TO |21 (8%) 15 6

NEYPIKO XYXTHMA

XAPAKT. OXMH XTA OYPA

2 (1%)
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APIOMHTIKH KATANOMH KATA

KPITHPIO
P
a 100 91
> __
w 80
8 60
2, _
W . 31
g 40 23 21
| 12
o] 20 410 10 5 10 5 3 4 9
o 0 D‘D‘ : IZID‘I:ID : 0 = -
< 0,.\O\ \Su(” . «({" Q)q’\o \‘}\0 Qo Qo QO 00’\' \é\ 0<\ 00\ «@Q \SQG
Q)& ISy Q\@ O<;o 0{9\ K @ <°Q <\°0 ~l~Q &\9 & <X 0\@ /\oo
& &° 55 <\0‘Q\ & & o“v Q°<\. NN
{35& 010\ © © < °<\°/\ Qo‘0 o
&
KPITHPIA

ATATPAMMA 3a:ApiOpntikny Koatavop] kata kpiripro

NMOZOZTIAIA KATANOMH KATA

5 40
X 35 -
o 30 -
- i
8 20
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o 15 - 10 8
: 10 B 5
4 4 4
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0 D D . | D || . D . | — || . .|
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¢ & Q‘\o“ N & ¥ & O
9 < . )
*}(g" 6@\ & & <% @9‘ o‘éo«‘? <a°¥o“\ ooQ
+ O
&
KPITHPIO ?

ATATPAMMA 3p: lTocoostwoio Katavopun katd kprtiplo
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HAIKIEY

O nlkigg Tov acBevov Kopaivovtay and 1-25 etov, pe péon nlkio 6,34
£t Kot otabepn| andxion £5,75.
X1ov Ilivakoeg 4 (ce). xviil) @aivovror Katd opdoo NAKIOV 0 aptBpdc Kot To eOAO
TOV aclevov.
Y10 Awdypoppa 4o (ced. Xix) @aivetor 1m oplOUNTIK KOTOVOWUY KOTO OUAOES
nukiov. Xto Avdypappa 4f (oeh. XiX) TOGOOTIONN KOTAVOUT KOTA OUAOES NAIKIOV.
To 40% "rav modwd £oc kot 5 etdv, to 41% Mtav Ttoadwd 5-15 etdv Ko to 19% Nrav
15 et@v kot Gvo.
Y10 Avdypappa 4y (oeh. xX) goiveTon 1 aplOuUnTIKN KOTOVOU KOTd Opdoeg NAIKIOV
Kol UA0. X100 Aldypoppo 40 (ceA. XX) QOIVETOL 1 TOGOOTIOHN KOTOVOUN KT
opdoEG MAMKIOV Kot UAO. ZTIG OPAOEG NAMKI®OV VEOYVIKNG Kot Bpe@tkng nikiog o
aplOuog TOV TEPIOTATIKAOV &lval oyeddv 0 1010¢ Yo ta 000 QUAAM. XTIG OMAOES
nAKiov 2-4 ypovov kat 5-14 ypovadv o aptBpdc Tov ayopldv eivarl HeyaAdTEPOS EVHD

otoug acbeveig 15 etdv kot ave givar Alyo mepiocdtepot ot ONAELC.



IHINAKAX 4

Koata opaoo nikiodv apOpog acdevav kol @OA0 aclevaov:
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OMAAA APIOMOX (3\ 9
HAIKIQN AXOENQN

(ITocooTo (ITocoot6 [Tocooto (ITocootd  Ilocootod

oThMS) tiing)  Dpoppnig ridng) Tpoppn

0-30 nuepav (veoyva) 6 (5%) 3 (4%) 50,00% 3 (7%) 50,00%
1-23 pnvev (Bpéen) 13 (10%) 7  (9%) 53,84% 6 (14%) 46,16%
2- 4 etwv 31 (25%) 23 (28%) 74,19% 8 (18%) 25.81%
5-14 etov 51  (41%) 37 (45%) 72,54% 14 (31%) 27,46%
15et@v Ko ave 24 (19%) 11 (14%) 45,83% 13 (30%) 54.17%
XYNOAO 125 (100%) 75 (60%) 50 (40%)

ATATPAMMA 40: AprOpntikn kotavoun a.60evov Katd opadeg

NAKLQV
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APIOMHTIKH KATANOMH KATA OMAAEZ

HAIKIQN
601
50 54
APIOMOZ 40
AXOENQON 30 1
201
10
0 S1
Q = & & '
o? c > > 2
S £ ¥ § 3
®» N VY ©
N o)
HAIKIA
MOXOXTIAIA KATANOMH KATA OMAAEZ HAIKIQN
50
2 40+
(@)
= 30
S
o 20 :
C OZeipan
101
0 'S1
0-30 1- 2-4yrs 5.14yrs 15yrs -
23mnth
OMAAEZ HAIKIQN

ATATPAMMA 4f: Ilocootioio katavop) ac0evav kKatd

ORAOES NMMKLOV.
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ATATI'NQYEIY.:

Amo tovg 125 acbBeveig:
Xe 23 (18,4 %) téOnke n duyvoon evod
Ye 102 aocbBeveic (81,6%) oOev £ywve Ovvatd xotd TN OdpKew NG
OLYKEKPLUEVN G HEAETNG va Tebel 1) ddyvoon (Sidypappo 60 GEL. XXiV).
Y1ov Ilivaka 5 (ogh.xxi) @aivetatl o apBpdc dayvochivimv katd Katnyopio
HETAPOAKOD  VOONUOTOG Kol Ol Oloyvdoels. Xto Awdypoppe Sa  (ceh.xxii)

TOGOOTLOH0 KOTOVOLT OlyVACE®MY KOTA Katnyopio LeTaPOAIKOD VOO LLATOG).

Awyvoobnkav 4 acBeveig(14%) pe dwtapoyés petafoilopod apvos&émv
(Lowe’s ovvdpopo, vmepAvowoitio, 2 apwvoteonddeiec), 3 acbBeveic (8%) pe
dwtapayésg petafoiiopon voatavlpdkmv (1 yAvkoyoviaon 1B kot 2 yAvkoyoviaon
la), 3 oaoBevelig (25%) pe OJSwropayés petapfoiicpod  Avcocopotiov (1
pavvocidmon, 1 Niemman- Pick tomov C, 1 Metoypouatiky Aevkodvotpopia), 8
acBeveic (17%) pe opyavikn o&vovpia (2 avemdprela ProTviddons, 3 YAOLTAPIKES
o&vovpieg, 1 o&aro&ikn o&vovpia , 1 un mpocsdiopicbeica, 1 N-0KeTUAO-ACGTOPTIKY
o&vovpia), 3 acBeveig (25%) pe dwtopayés petofoicpod Mmav (1 vocog tov
Refsum, 2 X-linked adpevolevkodvotpopin), 2 ocBevels (8%) pe

royovoprontdOseia (1 Kearns-Sayre cuvopopo, 1 ptoyovdplondOeia).



ITINAKAX 5
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ApOpog ouyvemodévimv Kotd kKatnyopio peTafoikov voos|patog

KOl OL0YVOGELS

KATHI'OPIA METABOAIKOY APIOMOX AIATNQEXOENTEX
NOXZHMATOZX ATATNQ
OENTQN
4 Lowe’s syndrome
ATATAPAXEX METABOAIEMOY ,
YnepAvovorpio
AMINOZEQN 2 ApwvoceomdOereg
3 1 IMwkoyoviaon 1b
AIATAPAXEX METABOAIEMOY ,
2 I'hokoyoviaon 1a
YAATANOGPAKQON
3 1 Mavvocidmon
AIATAPAXEX METABOAIEMOY | Niemman-Pick C
AYZOZQOMATION
MeTtaypoHOTIKT AEVKOSVGTPOPT
8 2 Avemdpkelo frotiviodong
OPT'ANIKEX OEZYOYPIEX , ,
3 yhovTtopu) oSvovpia
1 o&aro&ukn) oSvovpia
1 pun Tpocooprodeica
1 N-0keTLA0-0OTUPTIKY] 0EVOL
(v. Canavan)
3 1 Refsum’s disease
AIATAPAXEEX METABOAIZEMOY AITIOQN .
2 X-linked
AdpevolevkodvoTpopio
ATATAPAXEX METABOAIEMOY
METAAAQN
2 1 Kearns-Sayre syndrome
MITOXONAPIOITA®EIEZ .
1 prroyovoprondOsia
ATATAPAXEX METABOAIEMOY
IMOYPINQN
23 23

XYNOAO
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NMOZOZTIAIA KATANOMH AIANQZEQN KATA KATHIOPIA
METABOAIKOY NOZHMATOZz

MITOXONAPIOT
AGEIEX
9%
METAANA
0%
AITMH
13%

OPIANIKEX
O=YOYPIEZ
35%

- MOYPINEX
0%

AMI

NO=EA
17%

YAATANOPAKEZ
13%

AYZOZQMATIA

13%

OAMINO=EA

O YAATANOPAKEZ

OAYZOZQMATIA

OOPIrANIKEZ
O=YOYPIEZ

OAINH

OMETAANA

OMITOXONAPIOINA

OEIEX
OMOYPINEX

ATATPAMMA 5 a:
Awyvmoévrec: IlocooTioio KATAVONT] OLOYVAOGEMY KOTA,

Kot yopio HeETafoMKOV VOGT|LOTOC,
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TO OPOAAMOAOI'IKO EYPHMA:

Ao tovg 125 g€etaoBévreg acbeveis:
01 66 (52,8%) mapovcsialav 0@Oaiporoyiké opnpa, VO
01 59 (47,2%) dgv epeaviiav o@OaALoA0YIKO VPN L.
To 18% (mocootd 6THANG Tv.6) TV achevav e 0@OaALLOAOYIKO
gvpnua dtyvoohnkav.To 81,81% (1060016 6THANG Tv.6) TOV 0cOEVOVY e

0pOaAporoyKd gvpNUa dEV doryvacOnKay.

Yrov Ilivaka 6 (oel.xxiil) @aivetor 0 apBudc tev dayvechiviov kot

00y VOOTOV UE KoL YOPIic 00Haipnorloyikd supnuo Kobmc Kol TO TOC0OTA GTNANG

Kot ypo
210 dwdypappa 6a gaivetal 1o 1060010 TV dyvemcsiviav (18%) oto chvoro tav
eEetocOévtov.

>10 udypappa 6B patvetor To 1060610 TOL OEHAALOAOYIKOD EVPNLOTOG TT0 TOVOLO

TV eletaoféviwv(53%) .

210 Sudypappa 6y eaivetol 10 T0606TO TOV 0PHUALOAOYIKOV EVPYUATOS 0TO GVVOAO

TV Jrayvaabéviwy (52%).

210 udypappa 68 gaiveton To T0G0GTO TOL OEHAAUOAOYIKOD EVPNLOTOG TT0 TVVOLO

TV ooayveatwv (53%).

>10 Avdypappa 6g @aivetor o opluoc Tov Syvemchiviav Kot Tov dtyveocdiviav

Ue Kot yopic 000aiuoroyikd sOpNU0 KaTd Katnyopio ustaffolikod voonuazoc.
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AIATNQZOENTEZ 18% NOZOZTO O®OAAMOAOTIIKOY
AAIAINQZTOI 82% EYPHMATOZX (53%) ZTO ZYNOAO
TQON EZEETAZOENTQN

18%

yD o
82% 53%
0

Awypoppa 60, owdypappa 6p

AIATNOZOENTEZ. ME 00OAAMOAGTIKO EYPHMA 53%
OPOANMOAOIKO EYPHMA 52%

48% o1 47% - D o1
52% m2 3% A2

owaypappa 6y owgypaupo 60
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ATATPAMMA 6¢:

Awyvocévres: aplOunTikny kKotavop] dyveocoOivtov pe Kot yopig
0000AporoyKé eopnpe Kot 10 yvOoOEVTOV KaTa Katnyopio petaforikod
VOO TOG

AIATNQZOENTEZ ME KAl
XQPIZ OPOAAMOAOINKO EYPHMA KAI ZYNOAO
AIATNQIOENTQN
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KATHIOPIA METABOAIKOY NOZHMATOZ
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A) Ov Avoyvoe0évtec:

Amd tovc 23 dwyvoeOévrec acOeveic:

ot 12 (52,17%) eiyov o@Baiporoyiké copnpa (raypoppa 6y
cel.xxiv kot Ilivakag 7 cel.xxvi).

Ot drayvawoOsvrec ue 09Boiu0i0VIKO EOPNUO. KOATA KATHYOPIO HETOLOAKOD

vooijuatog (waypappa 6g) NToav:

- 2 pe apvo&eondbera (1 6. Lowe, 1 vrepAvcvoruia),

- 1 dwrapayn peraforicpov vooatavOpakwv (1 pe yhvkoyoviaon 1p),

- 3 pe dwrapoyn petaforiopod Avcoscopatiov (1 Mavvosidmon, 1 Niemman-Pick

C, 1 Metaypopatikn Aevkodvuotpopia),

- 2 Opyavikég O&vovpieg (1 Averndpkera protividdong, 1 v.Canavan),

- 3 pe dwroapayn petofoMopoy TV AMmdv (2 pe adpevoievkodvotpodio , 1

v.Refsum),

- 1 proyovopromdéBera (o. Kearns-Sayre).

evo ot 11 (47,82 %) dev eppaviiav 0@Baiporoyikd eopnpa (Srdypappoe 6p wor
6¢).

Ot drayvarcOévrec ywpic 0pOaiuoloyino copnua KoTd KoTnyopio uETOLBoAK0D

YOGHUATOS |TAV Ol TOPUKATO:

2 Apwvo&eomdBeteg ,

2 pe datopayés petafoAilcpov voatavlpakov (2 'ivkoyoviaon la),

6 opyavikég O&uovpiec (3 yAovtapikny o&vovpio,l ofaro&ikn ofvovpia, 1 un
npocdloptobeica opyavikn oEvovpia,l Avendpketla frotividdong),

1 wroyovopromdOeia.



IHNINAKAY 7:

HMkio, dtdyvoon, koAdtepn dwopbouévn

OTtTIKN 0EVTNTO Kol 0QOaALOAOYIKO EVPNLLOL

TOV OL0YVOGOEVTOV 060svaV ne 0000l LOAOYIKA EVPNNOTO:
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Api@ués Hhkio  Awgyvoon c.c. 0.0 yo parpod oplaiuoloyiko evpnua
AcOsvarv A&Ei pati — apiotepo pati
1 3unvov  Lowe’s Syndrome  vvotaypoc**  TMupnvikdg katapplkTng
pe mmeic
MnrPRIMO
1 6 etov  Niemman-Pick Type-C  AdOvarn IIdpeomn tov kabétov KAI
1 ovvepyacia BAEppaTOg
Doll’s eye movements
MMAGOI'NQ-
KoL LEAQLYYPOOTIKN
apeiAnctposidonddeia
MONIKO
1 9 etov  Metachromatic
ODPOAAMO-
leucodystrophy 10/10  10/10 apy. atpoeic TOV ONTIKOD
vevpov (pommior)
AOI'IKO
1 8 etov Canavan’s Disease Adbvorn 0TPOPia TOL OTTIKOD VELPOL
1 cvvepyacio amokAMvev otpafiopdc
1 10 etov  Kearns-Sayre 5/10 5/10 eEmtepikn o@OoApominyio
Syndrome TTOoN PAeQapov —
- LEAOYYPOOTIKN
apeBAnoTposdmadeio
(Yrneppetrpomnio, aoTryLOTIGHOC)
1 RE0)Y v.Refsum Advvarn HEAQYXPOOTIKY
N GLVVEPYACi apuePAnotposidonddeio
2 3 1/2 etdpv Adpevorevko-  AdHvorn aTpo@ia Tov OmTIKOD VEHPOL
OYIMO
dveTpoio. 1 cvvepyosio apyo O/A KAI
AmnokAivov cpafiopdg
MAGOI'NQ-
MONIKO
1 2 gtV Mannosidosis Advvatn KATOPPAKTNG €V €101 GTEQAVTG
ODOAA- n ovvepyacioc.  AmokAlvov oTpofiopog
MOAOTI'IKO
@YPOTNTO OTTTIKOV SiGKOL
EYPHMA

1 51/2 etddv

EIAIKO

Avemapkeia 10/10 10/10 Ztpafiopog MH
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Brotividdong
OPOAAMOAOTI'IKO
EYPHMA

1 5 Ynaeploowapio 5/10  5/10 Neavikd INavkopo

1 26 gToVv I'\okoyoviaon 1 10/10 10/10  ueydieg mpooupifiin-

EYPHMA
ATATNQXOENTEX ME O®POAAMOAOT'IKO EYPHMA AIATNQXOENTEX
XQPIX
ITOZOXTO % XTO XYNOAO ODPOAAMOAOI'IKO
EYPHMA
(TON AIATNQIOENTQON) TON EEETAXOENTON
IPQIMO KAI 6 (26,9%) 4.8%
IMAGOI'NQMONIKO
OYIMO KAI 3 (13,04%) 2,4%
IMAGOI'NQMONIKO
MH EIAIKO 2 (8,69%) 1,6%
IIPQTH ®OPA 1 (4,35%) 0,8%
TYNOAO 12 (52,17%) 9,6% 11 (47,83%) 8,8%
orpocidikéc cpaipikee T'IA IIPQTH
evanolioeic Kovrd oty DdOPA
ora serrata, KpOTAPIKA
IMAPATHPHOEN
ITNINAKAY 8:

[TocooTtiaia avdivon aclevodv dtoyvwcdEvtomv pe opBaALoLoYKO
g0pMH0L
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To 0000An0)0YIKO EVPNUA GTOVS OLXYVMGOEvTEC a60eveic:

Ao tovg 125 acbBeveig dwayvoodnkav 23 acBeveic (18.4%).
Amo toug 23 dwyvomobévieg acBeveig ov 12 giyav o@Oaiporoyikod evpnuo

(52,17%) (mivokoc 7 & 8) ka1 ek tv omoiwv ot 9 elyav €101kd 0QOAALOAOYIKO

gupnuo g oyvocfeicag vocov, onladn to 39,13%  tov dwyvocHiéviaov pe
0pOaAporoykd eupnua giyov €100 0POAALOAOYIKO VPO TOV dyvmoHEvtog
VOGN LOLTOG,

Ytov Ilivaka 7 (o€l xxvi) goaivovtalr ot dyvaoels , N nlkio Kotd
oldyvoon, 1 ontikn o&Htnto Kot To 0POOALOA0YIKO EVPTLAL.

Ytov Ilivake 8 (cek. xxvii) Qaivetol 1 TOGOoTIO 0 AVAALGT TOV TTivaKa 7.

g 6 acOgveic 1o supnuUo NTOV TPDINO KUl TOO0YVOROVIKO (26.9%):

1 6. Lowe’s (xatapdxtng, yravkopa), 1 Niemman-Pick tomov C (mdpeon
KkaBETov PAEUUOTOC, LEAOYYPOOTIKY app/Oeta) ,

1 Metaypopatiki Aevkodvetpo@ia (atpo@io onTikoh VELPOVL),

1 v. Canavan (atpo@io 0nTikol veLPOL, OmOoKMVOV 6TPaPIoHAC),

1 o. Kearns-Sayre (e€otepikny oeBoipominyia, mwtdon PAepdpov,
HEAOYXPOCTIKY| apg/Osia), 1 v. Refsum (HeroyxpOTIKY|
apeBAnocTposidonddeia).

¢ 3 acOsgveic Ntov oywo kot wofoyvopoviko (13.04%):

2 0.0peVOLEVKOOVOTPOPIES (OTPOPin OTTTIKOD VELPOV),
1 Mavvooidomon(katapdktng, amokAivov otpafiopdc,aypdtnta ON).

g 2 acOgveic Ntov pun £0wko opbaiuoroykd svpnua (8,69%):

1 avemapkera frotividdong (otpafiopdc),
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1  vaegphooworpio (veovikd  yAoOK®UO swpadthy  @opd  Biffli0ypagikd

AVAPEPOUEVO) KOL

cc 1 aoOsvi (4.35%) Ntav vy wpaTy @eopo. oty Pifiioypooio avopepouEyo

opbBaiuoloyiko ebpnuo:

1 yAvkoyoviaon 1P peydreg mpoop@BANcTpoEldikéS capikés EVATODEcELS KOVTA
oTNV ora serrata KpOTOPIKA TOOVOV ATOTEAOVUEVEG OO TPLYyAvKEPidLa 1) YAVKOYHVO.
To omévio avtd eOpnua dev avapépeton PiprAoypaeikd am’ 6co yvopilovpe €wg

GTLEPQL.

[Mopatpovrtag tov [ivoka 5 kot 7 kot 10 Aldypoappo 6€ To amoteAécHOT
Yo T0 0PHUALOAOYIKO VPN GTOVG dlayvwcBévteg Bo pmopovcav va cuvoyichohv

o6 eéfg:

21ic apwvoleondBeleg and tovg 4 dayvwchivies ot 2 giyov o@OaALoA0YIKO

hpnua otov 1 frav mpdipo kot taboyvopovikd (e6.Lowe: katoppdktng , YAoOK®LO)
Kol otov GAAO un  €WIKO TmpdTN eopd oty  Piploypapia  avaeepOUEVO
(vmepluovarpia: veaviko YAWOK®LL).

21c  dwropayéc Tov  petafolopod  tev  vdatavOpdkwv oamd Tovg 3

owyvwcBévieg o 1 elye o@Boiporoyikd mpdT™N @opd oty Piploypapin
avaeepopevo gopnua  (YAvkoyoviaon 1B: mpoop@BANCTPOEOIKES COUPIKES
evamobEcelg).

2T1C J10TopayEC  TOL  UETABOMOUOD TV AVCOCOUATIOV  amd Tovg 3

SwyvecBévteg acBevelg kot ot 3 elyav opBaiporoywkd dpnua, 6€ 2 NTOV TPOIUO
kot moboyvopovikdé (Niemman-Pick tomov C: ndpeon xabétov PAéppoaroc,

HEAQYYPOOTIKY]  AUQPIPANCTPOEWOOTADEL,  METAYPOUATIKY]  AEVKOOVOTPOPiQ:
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oypOTTO. OTTIKOL VeEVPOL) kot  otov 1 Nrav Syyo Kot waboyvouoviko
(Mavvocidomon: katappdrktng, 00Amon Kepatoedovs, ®yPOTNTU OTTIKOD VEDPOV).

2 opyovikéc ofvovpieg amd tovg 8 dyvwcHBévieg ot 2 elyav

0PBoALOAOYIKO g0pnuo. oToV €va NTav TPOIpo Kot toboyvopovikd (v.Canavan:
atpoPio. OMTIKOV VEVPOL) Kol GTov GALO un eWwd (avemdapkero ProTiviodong:
oTpaPiopdc).

21ic Satapoyés Tov petafoMopol Tov Mrdv Kot ot 3 dtayvemcbévreg elyav

opBodporoyikd evpnuo oe 1 mpdipo kot mwaboyvouovikd (v. Refsum:
HEAQYYPWOTIKY  apePAnotposidondfela) kot oe 2 Oyo kot Tafoyvepovikd
(aOPEVOLEVKOOVGTPOPin: ATPOPIO. OTTIKOV VEVPOL, OMOKAIVOV otpafiopds, apyd
QPOTOKIVNTIKO OVTAVOKAUGTIKO).

211c royovoplondfeleg and toug 2 dwyvwcsBévieg o 1 gie mpdipo ko

naboyvopovikd  gopnuo  (o.Kearns-Sayre:  efwotepikry opBaApominyia,

HEAQYXPOOTIKN ape/0gta, Ttdon PAe@dpov).

210 €0KO PEPOG MOPOLGLALOVTOAL Ol EVOLUPEPOVOES PMOTOYPAPIES OO TO

0PHUALOAOYIKA EVPNLLOTA TOV SLYVOSOEVTOV.

H mapovsio Tov 0@BaApoloyikod suprpotog 6toug doyvechévieg acheveic
NTOV GNUOVTIKY Yo TNV vIoyio g vOcou katl v teAkn dwyvoon. To 52,17%
TOV JyvocBiviov eiyov o@BaALoA0YIKO VPO TOGOGTO OV OVIIGTOUKEL LE TO

9,6% tov eEetachiviav acbevav.
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B) Mn owyvoe0évrec acOsveic

Ao tovg 102 pun dwyveoeBévreg acheveic:
Ot 54 (52,94 %) mapovoialav diapopa opBarporoyikd evprjuata (Ilivakag 9 oel.
Xxviil & xxix ko [Mivakag 10 oel. Xxxii).

Kot o1 48 (47,06 %) dev ep@avilav opOaiporoykd evpnua. (dbypaptpa 63).

To 52,94% tov un dwyvochéviov acbevov elyav o@OBaAMOAOYIKA gvprjLaTaL.

To mopamdve TOcOTIKO amoTéAEsHO emMPePordvEL €V UEPEL TOVG OTOYOLS LOG,

onAaon ota voonuata mov e€etdlovpe 0 0POOAUOS GUUUETEXEL CNUAVTIKA.

To 0000AN0L0YIKO EVPNUA GTOVS 0OLAYVMOGTOVC 060EVEIC :

Xtov mivoke 9 (oel. xxvili & XxxiX) @oivovtor to VELPOPOUAPOAOYIKE KOt
0QOUALOLOYIKA EVPAUATO GTOVS ASIAYVMOGTOVS Kol 0 aplBudc Tov achevov Kot

goupnua .

210 owaypoupnd 90 (cel. xxx) Qaivetor 1 oplOUNTIKN KOTOVOUN KOTA TEPLOYN TOL

0pOaA0D TOL TAOKEL.

210 owaypoupe 9B (ceh. XXx1) | TOGOCTIONN KOTOVOUY KATA TEPLOYN TOL 0PHAALLOD

OV TTACYEL GTOVG AOIAYVMOOTOVG AoHEVEIC.

X210 _Awaypappo 9y (cel.xxxii).llocootd acBevav % katd meployn Tov ONTIKOV

GUOTNLOTOG TTOV TTAGYEL GTO GUVOAO TMV OOAYVOCTMV.
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IHIINAKAXY 9:

Negvpo@0oinoroylkd Kol 000ainoloyikd vpNUATO GTOVC
aoLaYvVM6TOVG acdseveic:

O@0aiporoykn opOpog EUPNNOTA KOl GVVOOE gvprpaTo.

E&éraon 000evav

DoTOKIVNTIKO 5 aoBevelg - 2 glyoav vromhooio TG oxpdg

AVTOVOKLOGTIKO - 2 apyd GOTOKIVITIKO OVTOVOKAAGTIKO KOl OVETAPKELL

GTO OVTAVOKANGTIKO TNG £YYVG 0PAGE®MG

- 1 etepdmievpa PKpOEOOALLO LE VTOTANGIO TOV OTTIKOD

VEVPOL KoL TNG WYPEG

Xoykhon 11 acBeveig - 2 mpng averdpkela oOykAong ( kot ot 300 pe
vromAacio TG wypdc)
- 2 glyov eEmpopia
- 1 giye vootoypo.
- 3 giyav amoxiivovta otpafiopo.
-3 woudid ywpig Ak evppaTa and TNV 0POAAKY
KvNTkOTNTO TNV S1OA0GTIKY KOTAGTAGT TOV 090aAp®Y (To dVo amd Ta omoia giyov Bpadl OTOKIVNTIKO

OVTAVOKAOGTIKO KOl OVETAPKELD GTO OVTAVAKAOGTIKO TNG £YYVS 0PACEWC).

Xoluyeig -1 pe Duane’s syndrome type 1 appotepomievpa.
O@Barpmkég 4 0o0eveig - 2 vomhacio wypag AUEOTEPOTAELPA..
Kwnosig - 1 ovyyevn cuykAivovta oTpafiopd pe
vrephettovpyio
KATm A0EOD AUOO.
Cover- Test and 10 acBeveig -1 pe ecopopia
Cover-Uncover Test -2 pe e&mpopia

- 3 ovykiivovta otpafiopd (o évag pe
- vrepAertovpyio KAT® AoEOV AUO®)

- 1 gixe Duane’s syndrome type I ap@otepdmievpa.

- 3 amokAivav otpafiopdg

Nvotaypdg 2 acBeveig -1 elikoon apEPANGTPOEWIKOVY 0yYEiDV, @YPOTNTA
OTTIKOD VEVPOV KOl TOTTOV HEAQYYPDOTIKNG
apeipAnotposidonddeia)

- 1 pe vromhacio g OYPAC.
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Aaxpoiki 1 acbeviig - 1 ovuyyevic amdepaén pvodakpuikol TOPOL
Tvokev
Emumepukotag 3 aoleveig - 2 gapvi| ETTEPLKITION.
- 1 augotepdmievpa mrepvylo oty 3" ka1 9" dpa.
Kepatocidng 1 acBevnc - 1 pkpokepaToedng
Tpa 2 acbeveig - 1 pe vmoleipato PL1KoD 16GTOV GTO KEPOUTOELIKO
gvoobmto.
- 1 apgotepdmievpn pwvikn atpopio 1pdag.
Daxog 1 acBevng - 1 omicOiec vmokaykég evamoféoelg.
Ontké vévpo 5 acbeveig - 1 etepdmhevpn atpopio Tov omTIKoV VeVLTOL ( LE
ppOeOaApLo kot vromhasio TG ®YPES)
- 2 KPOTAPIKA @YPOTNTO TOV OTTIKOV VEVPOU.
- 1 vromhooio Tov ontikod vedpo (ve glikwon
AUEPANCTPOEIKGV ayyeiwV Kol TOTOL
UEAAYXPOOTIKNG CUPPANCTPOESOTADELD )
- 1 Mo&n Béon OnAng etepdmAgLpO.
Qypac: 3 ao0eveic - 2 apeotepdmievpn vomAacio TG ®YPAC.
Yronhaoia - 1 etepodmAevpn vroTAocio TG WYPES (Le aTpoPio
TOV OTTIKOD VEVPOL KOl LIKPOKEPOTOELON).
Apginotposdikd 4 ac0seveig - 1 pe appotepOTAELPY PVIKN ATPOPID TNG IPLOAC.
Avyyegia pe ehikoon Tov - 1 ovyKkAivov otpafiopodg

Ayyeimv Tov

- 1 dwtapoyég Tov pelayypdov embniiov.

Apoipinctpoerdoc - 1 vootaypd pe dwrapayég tov pedayypdov
emOniiov Kot VOTANGin TG ®YPES
Melrayypoov 10 acOeveig - Xg 7 ac0gveig v pye aAekog fubdg
Emonio - Xg 3 acBeveig vanpye pio TOTOV PEAAYYPOCTIKNG
ap@pinotposidonddeia.
Apgipinotposcidn)g 5 acBeveig 1 PVo10L0YIKI] G6TiIAPOVGA AVTOVAKLAGT TOV

ape/d0vg

nTav ahlotwpévny ko 0o Eporale vo vapyst
nayvvon TG 6T AOUS TMV VEVPLKAV VAV

-1 dwtapayég Tov perayypoov emdniiov.
-1 pe apeotepdmAevpn pvikn atpoia g ipdag.
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ODOAAMOAOIIKA EYPHMATA ITOYZ
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NOZOZTO AZOENQN % KATA MEPIOXH TOY OMNTIKOY ZYZTHMATOZ MNOY NAZXEI ZTO
ZYNOAO TQN AAIAFNQZTQN
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NEPIOXH ONTIKOY ZYZTHMATOZ

Awaypouna 9y:
[Tocootd acbevdv % 610 GHVOLO TV AdIAYVOOTOV KATA TEPLOYY| TOL
OTTIKOU GUGTIUOTOC TOV TACYEL.
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Ye Saofeveig (4,9% mocooTd 010 OCUHVOAO TOV AdAYVOOT®V) VLINPYE
dwtapayn tov O/A, oe 11 acBeveig (10,8%) avemdpkela cuykMong, o€ 4 acbeveic
(3,9%) dwrapayn otig ovluyeic oeBaAipikéc kivnoewg, oe 10 acBeveic (9,8)
naforoywkd cover test & cover uncover test, oe 2 acBeveic (1,9%) vootayuds, oe 1
acBevn (0,98%) cvyyevig andepaén pivodakpuikov mdépov, oe 3 acbeveic (2,9%)
gupnuata omd tov emmepukota, o€ 1 acbevn (0,98%) pkpokepatosdng, oe 2
acBeveig (1,9%) svpnuoata amd v ipda, oe 1 acBevn (0,98%) evprua amd tov
Qoko, og 5 acBeveig (4,9%) evpnpata and to onTiKd vevpo, oe 3 acbeveic (2,9%)
vromlacio wypds, oc 4 acbeveis (3,9%) elikwon ayysiov ape/dobc, oe 10 acbeveig
(9,8%) Swatapayés Tov pelayypoov emBniiov, o€ 5 acbeveig (4,9%) evprjuata and

tov aue/on. (Ilivakag 9 cel. Xxviii & xXix).

210 &b péPog mapovotdloviar eotoypapiec oamd  0@OaALOAOYIKA

ELPNLLOTA GTOVS AL YVOGTOVG.

Ytov Iliveka 10 (ogh. xxxiil) @oiveror 1 HETO omd OKIOCKOTIO OOMIGTOON TOV
SWOAACTIKOV TPORANUATOV AVTOV TOV 0GHEVOV.

Ot 86 (84,3%) amd tovg 102 adibdyvewotovg mapovosiolav dbrlacTikd
npoPAnpa. Ot 16 (15,7%) and tovg 102 adidyvaotoug dev mapovsialov dtabrlactikd
TPOPAN L.

Ye 13 opBaipovg (7,5%) vanpye poomia, o 23 o@Baipoig (13,4%) pvoria
KOl pPUOTKOG aoTiypoTicpds, oe 14 opBorpovg (8,1%) poomikég aotiypatiopoc,
oe 50 opBarpovg (29,1%) vrepperponio, e 21 o@Baipois (12,2%) vaegpperponio

KO VTEPUETPOTIKOG aoTIYROTIONOS, o€ 39 0pBurpo0c (22,7%) veppeTpomikiog



77

aoTIYROTIOROS, o€ 12 opBaipots (7%) pmktdég aotiypatiopnds (Mivakag 10 cel.
XXXil).

e 52 (50,98%) amd tovg 102 acBeveig dev Mtav duvat N Ayn OTTIKNG
o&vmrag Aoyn PKK 1 nliag.

Ye 13 (12,7%) omd tovg 102 ad1dyveoTtovg SomoTOONKE AUUETPOTIKY
apprvonio Kot avIHETOTICOMKE .

e 61 (59,8%) cvothOnke 1 xpnom VAA®V 0PAGEWC.



IHHINAKAY 10:
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AO AO
D 1 1-3 4- 1 1-3 4- p2
MYQIIIA 2 3 - - 5 3 13
(1,16%) | (1,74%) (2,9%) | (1,74%) | (7
MYQIIIA & 2 5 5 2 5 4 23
MYQIIKOZ 1,16%) | (2,9% 2.9% 1,16% 2.9% 2.32% 13
AZTITMATIEMOZ ( 5 0) ( 5 0) ( 5 0) ( 5 0) ( 5 0) ( 5 0) (
MYQOIKOX 8 , ; 6 ; } 14
AXTITMATIEMOZE | (4,65%) (3,48%) (8,1
YIHEPMETPQIIIA 13 12 ; 13 12 ; 50
(7,55%) | (6,97%) (7,55%) | (6,97%) (29
YINEPMETPQIIIA & | 3 8 - - 10 - 21
;HEPMETPQHIKO (1,74%) | (4,65%) (5,81%) (12
AYXTITMATIEMOX
YIHEPMETPQIIIKO | 12 7 (4,07%) | - 15 5 - 39
22 (6,97%) (8,72) (2,9%) (22
AXTITMATIZEMOX
MIKTOX - 6 - - 6 - 12
AXTITMATIZEMOX (3,48%) (3,48%)
ZYNOAO 40 41 5 36 43 7 172
(23.25% | (23.83%) | (2,9%) | (20,93%) (25%) | (4,07%)

)
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XYZHTHXH:

H Kpnty  eivan plo oxetikd amopovouévn vioog, pe KAEoTod mAnfuoud
OTIG OMOUOKPUGUEVES OYPOTOKTNVOTPOPIKEG mePloyes S . O peydiog apBuodg
acBevov pe  vevporoywkd mpoPAnpoata, mov dev  Eyovv  depegvvnbel oty
o1ToA0Yiol TOVG, QMOTEAEGE TPOGPOPO £O0POG YO TNV HEAETN QLTY.

O o0pBoApnoc amoterel €vo GYETIKA E€VKOAO TPOGTEAAGIUO OPYOVO GTNV

eEétaon Tov, TOL TPOGEPEPEL Aueomn BEaom TOL VELPIKOV 16TOD KOU OPKETMOV
and TG vroéAoutes dopég Tov. Eivar yvootd Ott moAAd omd tor vELPOUETOPOAIKA
KOl VEDPOEKPVAMOTIKG VOCTLOTO £YOVLV TOIKIAEG EKONAMGELS amd TO. UATLO.
H etepoyéveia oty euPpvoroywkny  mpoéhevon kot otn  UETOPOAKN
OpacTNPOTNTA TOV OPOPOV 1O0TOV TOL O0QHUALOD, VTOOEKVVEL KOl TNV
TOUKIAOLOPON  POIVOTUTIKY €KQPOCT) 7oL umopel vor €xel MOV G' ovTd TO
opyavo mn vmokeipevn vocog. Emiong n etk M Oyl €yKOTAGTOOT TMV
gupnuatev otov oeBaAud, ovyvd oyetifetor pe TNV TPOOSEVLTIKN 1 OYL
gyKatdotaon tng vocov.

[Mopd to OTL  VRAPYOVV weAéTeg Y TNV CLYVOTNTO OVIXVELONG TOV
VEVPOUETAROMKAOV VOONUATOV amd O1POpovs €PELYNTEG, LIAPYOLV EAGYIOTEG
avTIoTOUEG UEAETEG TTOV VO OPOPOVV T GLYVOTNTO CLUUUETOYNG TOL OPOUALOV. X
pepovVOUEVEG ToBNoEl LEhpyovy  apkeTEG PPAOYPUQIKEG  avOPOPES YloL TO
0POOALOAOYIKO €0pnua KOODS Kot TNV 16TOMAB0AOYIKY €KOVO. X& OPKETEG MO
avTéc, eEontiog TG omavidTTdg Tovg, OV el Yivel SuvaTdg 0 TPOGIIOPIoUOS TNG
oLyvoTNTaG ERLPEVIoNg TS ThBnong otov TAnBucud (.. v.Kearns-Sayre, Oldfors et
al 1990). EEdlAov onpepa n €EEMEN ™G Prolatpikng texvoroyiog Kot EpEuvag Kot
g [evetikng odnyel oty cvveyn avénon tov dwyvocewv NI'N (). ot opyovikég

o&vovpieg to 1979 ftav 1/100.000 yevvnoelg evad o 1994 1/2.500 yevwioelc).
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I'vopilovtog koAvtepo TOV KLTTOPIKO UETAPOAICUO KOl TIC YOVIOLOKES
oLoYETioELS VEEG TaONoELS dlaytyvdoKovTat ,0mmg .y 1o ©. Jacken (Jaeken J. 1993)
kot 1 LCHAD (Tyni T. 1998), kot TabMoelg yvoOTEG EMAVAKOTIYOPLOTOIOVVTOL LLE
véa Kprnpia, OTmg .. otn véco Niemman-Pick (Vanier et al 1991) .

Eniong vrdpyovv apketéc opBolikég mabnoelg Tov onoimv 1 attioAoyio ogv
elvar dtevkpwviopévn kot mBavoloyeitor va  oxetiCovior pe  dTOpOyES TOV
KLTTOPKOD peTafoAiopol avtiotolyeg pe owtég v NI'N onwg m.y. cupPaivet pe tig
dvotpopieg tov kepatoedovg (Klintworth GK 2003). H dwepevvnon kar
QOGP VIOT] TOV KVTTOPIKOV HUETAPOAICUOD OTIC SLAPOPES IOTOAOYIKEG OOUEG TOL
0POOALOD KAOMG KOl 1 YOVIOINKEG GUGYETIOELS HE TO VTAPYOVTO EvPNUaTe Oa
Tpocpépovy oto pEAAOV véeg Bepoaneiec (Bhat 2003, Poll-The et al 1992, Ehinger
2000, Grand Berson 2003). Eivan afionueioto eniong 611 oe kdmoleg mabnoeig ot
onuepa epapuolopeveg Bepomeieg TG GLOTNUATIKAG VOGOV OEV GLVOOELOVTOL OO
Tautdypovn Peitioon Kot TV 0QPOOALOAOYIK®OV €UPNUAT®V OT®OG T.X. OTIG
BAEVOTOAVGOKYOPIOMCES OO TOV  KEPATOEWN KoL  TOV  apPPBANCTPOEdN
(Gullingsrud et al 1998, Summers et al 1989).

H o@pBoAporoyikr] depedhvnon ToV TEPICTATIKOV LE LITOYIN HETOPOALKOD
Voo Uatog €ivor eE0peTIKO ONUOVTIKY Yot Umopel vor TPOCOEPEL oIV EyKaipn
Suyveon ,mn YeveTikn GVUPoLAY| kaBmg Kot v Bepameio avTOV TOV Voo UATOV Kot

TOV 0QOUALK®OV TOVG ETMTAOKDOV.

To. kp1TnpPI1o. ELCAYWYNC OTNY UEAETH

[Tapd t0 yeyovog 61t o NI'N  mpocsBdAiovv tov vevupikd 1610 Kdmolo amod
avth £yovv eKOMAMGES amd GAAC cuoTiuate kot Opyava (6mmg M Kopdld, TOo

nentikd, ot opBoaApol k.0.) ywo to omoion pumopel va odnynbel o acBevig oto
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VOGOKOUEID. L& OTATIOTIKEG EPEVVNTIKMOV KEVIPOV TOV £EMTEPIKOV AVAPEPETOL OTL TO
56% twv uToxovoplomafeldV TPOGEPYOVTIOL HE OGAAN OO TN VEVPOAOYIKN
ocountopatoroyic (Munnich et al 1996). Ta NI'N zwpooPdailovv kvpimg tnv
TOUOIKN MAKIOL LE EUPAVEILS EMTTMOGES GTNV VONTIKN KOl KWWNTIKY OvVATTLEN TOV
ooV, Kdmowo amd avtd To Voo ato, LTopel va EXouv Oyiun eLeaviorn 6mwg m.y.
N 00PEVOLELKOOLOTPOPio. Kot ovTd pmopel va oyetileton pe mepPorAovTikodg
TAPAYOVTEG TTOL ELVOOVV TNV EMKPATNON TOL TaBoA0Y1KOD YOVIdiov.

Ymv Bopeta Apepikn ko oty Evpdnn vdpyovv edkd k€vipa Kot Exovv
Beomotel KplTnpla Yo 1o screening TV acevov yio mhovo petafoAikd voonua Kot
VILAPYOVV OPKETEG AVOPOPES LE TO ATOTEAECUATO TOV EpELVAV Tovg (Applegarth
1996, Chaves-Carballo 1992, Widhalm K 1992, Duran 1994, Hoffmann 1994,
Evageliou et al 1997).

Amd oV TVOKO TOV OTOTEAECUATOV MG TPOS TN oLuXvOTNTA OvVEDPESNC
KOO0V Ao TO. KPUTPLO. CLUUUETOYNG OTNV UEAETN] SOMIGTOVOLUE GTNV Topovsa
perétn ot n vontikn kabvotépnon (40%), ot omacpol (14%) kot n vevporoyikn
ocvpntopatoroyio (13%) elvor amd to cvyvdtepa aite Ko amoteAovv to peilova
kpunpe mov o odnynoovv oty Olepediviion tov meplotaTikov yio NI'N (
Awaypappa 3p).

H onupaocioa g éykaipng odyvomong eivor mpogavig dote, va 000el 1
KATOAANAN Bepameio TG VOGOV Kol TOV GUGTNUATIKAOV Kot OPOUAKOV EMTTOCEDV
NG KaOMG KOl Yo TN YEVETIKY] GUUPBOVAT GE OKOYEVELEG OV OVTIUETOTILOVY TETOL0
TPOPAN UL

Agv mpénetl va mapofAEneTon 1| vo TopopeAeiTon 1 oNUAciK Y10 TO KOWOVIKO

GUVOAO €VOG LYLOUG ooV Kot piog VY00 OWKOYEVELNGS, KOOMG KOl 1 KOW®VIKY,
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Yuyoroyikn kot 1 ot)pién and v moAlteio. aTOU®V oL avTipeTOnilovy TEToln

VOO LLATO, KOOMG KO TOV OIKOYEVELDY TOVG,.

Hiixiec
A6 TOVG TVOKES TV NMKLOV YIVETOL ELPAVES OTL:
- 10 40% TtV acbevodv mov eEetdotnkav (50 acBeveig) siyav nlkia 0-5 etdv,
onAadn Pprokdtav otnv TPosyoAk nikio. Ot VELPOLOYIKEG Ol GUOTNUATIKEG
Kot ot 0POOAHOAOYIKES eKONA®OoElS apyilovv vopic (o Kamoww amd avtd
dwmot@vovior amd T yévvnon) kot exnpedlovv TV yoyokivntiky e&€Mén
tov  modov. Onwg etvar yvomotd 1 €yKoupn ddyveoon Kot OVIILETOTION TOV
0PHOALKOV EMTTOGEWV OV GVYVE cuvodevovy NI'N, 601G 0 KatappaKTNng, TO
yAaOkopa, 1 80Awon Tov kepatoeldovg ot PAAPeg Tov apg/dobg kat tov ON,
glvol oUOVTIKY Yo TNV Opoo.
-10 41% tov acbevav (51 acbeveic) mov eEetdodnkav elyav niwio 5-14 eT@v
kot to 19% twv acBevav elyav nikio peyorvtepn Tov 15 etov (24 acbeveic).
H mpocéievon avtdv tov acBevdv e peyodldtepec nAkieg opeidetal kot 11
yvoun pog oe 4 Adyovc:
o) OTNV OWIun EUPAVIOH TMOV CUUTTOUATOV GE KATOWLS omd To0g 0oHEVEIS,
B) omv amortovpevn evaucBnromoinon  Tov  1aTPIKOD  KOouov  (Kupimg TV
TOOATPOV KOL TOV 10TPAOV OV OGYOAOVVTOL LE TNV TPOANTTIKY LOTPIKY)).
Y) OTIS OTEVES KOIVOVIKEG OVTIARWEIS YW TIG TOONCELS OULTEG OTIC KAEIOTEG
Kowmvieg, ®ote vo. kaBuotepovy var {NTNooLV 1aTpIkn GLUPBOVAN Kot
d) oto 60Tt kdmowolt amd Tovg acbBeveic Mrav dayvwouévor 1 PPLoKOTOV VIO

mapokolovdnon, enoaveEetdodnkav Kot lonyOnoay otnv perén.
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To opBaAporoyikd ebpnpa emiong Bo LTopovGe va Exel OYIUN EUEAVIOT 1 VO
aKoAovOel TPOIPUOTEP®V EVPNUATOV OO TOV MAEKTPOPLGIOAOYIKO EAEYXO TNG
OpooNG. L& KAMOLEG MEPUTTMGELS O OCOEVIG TPOCEPYETOL Y10 VO OVTIUETOTIGEL TNV
opBodukn  ovumtopatorloyio kot tiBetow 1 vmoyio NI'N  voornpartog.
Xopokmplotikd Oo  pmopovoape  va  OVOQEPOLUE TO  KOPITGAKL HE TNV
VIEPAVGIVOLUIO TTOV JlamoTAONKE N TdONoY| Tov o NAkia 5 1/2 ypovdv peETd amd

ELeyyo Yo TOUVO VEOVIKO YAOVK®LLOL

O1 dioyvaoelc

Onoc avagépetal kot oty ewoaywyn mepimov 1o 60% twv NI'N oy
I'epuavia mapapévouv adidyvowoto. (Hoffmann 1994). Xty dwkn pog peAétn 1o
18,4% twv acBevav dwyvocsOnkov. To younid mocootd dwyvocewv (18,4%)
oyetietar pe v €10l KL 0AM®G OVGKOAN SIyV®ON TOV VOSNUATOV oUTAOV,
mv  éAMewyn oto TTATNH xot v EAAGOa  tov  amapaitmrov  Proiotpikov
eEomMopoh yioo v dtepediviion Kol TNV TEKUNPIOOT TG O1dyvmOong Toug, Kabdg
Kol oto  OTL M OKPIPNG CLUTTOUATOAOYIO TOV VOONUATOV aLTOV Ogv givol
YOPOKTNPIOTIKY KOl TO PAGULO TOV KAVIKOV COUTTOUATOV £ivol TOAD £TEPOYEVES.
[Mopdra avtd n cuyvoTTo AVELPESNG OTNV JIKN HOG UEAETT TOV JLPOP®YV OUAS®OV
NI'N (ITrvaxkag 5 kou owaypappa S5a) coppovel kot copPadiCer pe avtiotoryeg
peAéteg ALV peydAwv epeuvntikov kévipov (Haworth JC et al. 1991, Chaves-
Carballo E. 1992, Duran M et al 1994) pe mpoe&dpyovces TIG OUAOEG TMV

opyavik®v o&vovptdv (35%) kot tov apvoéeonabeidv (17%).
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To opBoiuotoyixo edpnuo.

Onwg sivonr yvootd o opboiudg eivar 1o 4° mo ovyvd ocvdoTNUO TOV
TPOGPAAAETOL A0 YEVETIKO VOOT|UOTO, OLEKOIKMVTOG TNV EUTAOKN TOV 610 25%
and touvg 3000 yvootovg  katayeypappévous @awvotvmovs ( Mc Kusick’s:
Mendelian Inheritance in Man,1985 ). Eniong nédve amd 200 yovidia yia yeveTikég
nadnoelg Tov oeBaipod Exovv yoptoypapndei (Costa et al 1985). Avtd amodeikviet
TNV TOAVTAOKOTNTA TOV 0POAALOD KOl TOV AEITOLPYIDV TOV.

Onmg non £xet avapepbel 6to YeVIKO PEPOG 0 0POAAIOG CLYVA EUTAEKETOL
ota NI'N (Toussaint D 1969, Goux JP& Kallay O 1971, Iwata F. et al 1994, Poll-
The BT et al 2003).

- AALotTe 0 00DEVIG TPOGEPYETAL LLE VEVPOAOYIKT| 1] CUGTILOTIKN CUUTTMOUATOAOYIN
Kol GAAOTE LLE TPMOTO GUUTTMOLO 0VTO OO TOVS 0POAALOVG.
- OpBoiporoyikd Screening oe GePEG 0GOEVMOV TOV JEPELVAOVTAL Y10l LETAPOAKA

voonpata dev £ytve duvatd va domioTmBel and v avalntnorn oty oiebvn

Broypaepia..

AT TNV 0VOADOT TOV OTOTEAECUATOV HOG OOmGTOONKE OTL:
Tehkd dayvoomke to 18,4% tov acBevav g perémg, evd oto 52,8 % tov
acBevav g puehétng vanpye oeBoiporoyo evpnua (Ilivekag 6) kot oo 9,6%
vmpxe Olyvoon Kot o@Baiporoywd eopnuo. To vynid mocooTO TNG
ovppetoyng tov opBaipov (Ilivakag 6) 1000 oToLG dryvewcOévieg (52,1%)
0G0 Kot 6ToVG ad1dyvmotovg acbevels (52,9%) kabiotd vroypewmtiky o kdbe
nepintoon TV 0QBOALOLOYIKY OlepeblvNon KoL TNV OTEVH] OPOOALOAOYIKN

TapoKolovonon.
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O 01 yvoe0évtec acOeveic Kol 7o 0000AN0A0YIKO SOpPNUA

H moapovoio tov opBoiporoywod svprpatog kabopiletor amd didpopovg
TOPAYOVTEG TOV £XOVV GYECT LE TNV VILAPYOVGA LETOPOAIKY| dtaTapoyn Kot T oyéon
™G HE TOV KLTTOPIKO UETOPOAGUO TV O0QBOAKOV 10TOV KOODG Kol TNg
Aertovpyiog Tng OpAoNG G VEVPOAOYIKO EMITEDO.

E&attiog g e&opetikng omavidtTog TV dlyveooHEVI®mV Voo UAT®V Kot TG
avTioTOUYNG 0POUALIKNG CUUTTOUATOAOYI0G TOVS KABMG Kot AOY® NG S1dyvmong
300 voonuatov pe TpdT opd ot PAoypagic avapepduevo o@OaALOAOYIKO
evpnua, yivetar mopokdto pio cOVIOUN avapopd 6’ oVTd Kot 6TO 0POUALLKA TOVG

VPN LOTOL.
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XYNTOMH BIBAIOT'PA®IKH ANA®OPA XTA
ATATNQYXOENTA NOXHMATA KAI XTA OPOAAMOAOI'TKA
TOYX EYPHMATA.

A) [TAOGHXEIZ [TOY EXOYN ITPQIMA KAI [TAGOI'NQMONIKA
ODPOAAMOAOI'TKA EYPHMATA (Z. Lowe's, Niemann-Pick type C,
LETOYPOULATIKT) AevKOOLGTPOPia, v. Canavan, o. Kearns-Sayre, v.

Refsum).

To 26,9 % rtov odwyvocsbéviov elyav mpoipo kot moboyvoUoViKO
opBaiporoyikd evpnua mov avtiotoyel 6to 4,8%twv efetacOéviov (IIw.8). Edd
10 0QBOALOLOYIKO gVpNUa. OmOTEAEl HEPOC TNG KAMVIKNG €OVag TOL acBevoig
kot emPePardvel ™ vOGO G€ TPOUO OTAO TNG EKONAMONG TNG.

Avtictoyn perétn a&orldynong g mTPOILOTNTOS TOL 0PHUALOAOYIKOD
ELPNULOTOG KOl TNG CLUPOANG TOL GTNV JAYVOCT GE GEPES acBevav e mBavotnTo

VEVPOYEVETIKOD VOGT|LOTOG OEV LITAPYEL.

2. LOWE (THE OCULOCEREBRORENAL DROME )

To 6. Lowe ( the oculocerebrorenal syndrome ) amotelel pia apvo&eondOeia
OV KANPOVOUEITOL UE TOV QUVAOGHVOETO VTOAEUTOUEVO TUTO KANPOVOUIKOTNTOG
(X-linked) xor yopokINPOTIKA 0OQPOOALOALOYIKA EVPIUATO TOV OTOTEAOVV UEPOG
MG KAMVIKNG CUUMTOUATOAOYIOG Kot LIpYay oTov acBevi pag gival o cuyyevig
KatoppaKTng Kot o cvyyevég Yhavkopa (Terrey et al 1980, Taylor D.1985). Eva
and to mAéov otabepd evprjpoto oto 100% tov vocodviwv (Juszko et al 1990,

Endres et al 1990) sivaw | mapovsio katappdaktn (Discoid or ring shaped) (Tripathi


Tsagaraki Daria
Κειμενο  σ.lowe's

(a)GOLDBERG'S  :Genetic  and  metabolic  eye  diseases.Congenital  cataracts  as  part  of  a  syndrome  or  systemic  eye  diseases (p.371-372).   

Η  πλέον  γνωστή  πάθηση  που  συνδέει  τον  καταρράκτη  με  την νεφρική  νόσο  προέρχεται  από  έναν  Χ-linked  υπολειπόμενο  γονίδιο. Ο  ασθενής  παρουσιάζει  όλα  ή  μερικά από  τα  ακόλουθα  ευρήματα: νοητική  καθυστέρηση,  αμινοξυουρία, υπεραμμωνιαιμία, σωληναριακή  οξέωση, νανισμό  με  ραχίτιδα,  συγγενή  καταρράκτη  και  συγγενές  γλαύκωμα. Ιστολογικές  μελέτες  έχουν  δείξει  ότι  ο  φακός  είναι  μικρός  και  λεπτός,  χωρίς  διαφοροποίηση  σε  φλοιό  και  πυρήνα. Το  πρόσθιο  περιφάκιο  είναι  υπερπλαστικό  και  το  οπίσθιο  προσκολάται  στο  υαλοειδές.  Η  γωνία  του  προσθίου  θαλάμου  δείχνει  ατελή  διαχωρισμό.
Οι  ακτινοειδείς  προβολές  πρός  τα  εμπρός  από  την  Ζίννειο  του  φακού  και  ο  αμφιβληστροειδής  εκτείνεται  περισσότερο  προς τα  πρόσω  από  το  συνηθισμένο.  Υπάρχει  μερική  υποπλασία  του  διαστολέα  της  κόρης  που  προκαλεί  μύση.  Οι  θήλεις  φορείς  της  νόσου  μπορούν  συχνά  να  αναγνωριστούν  από  εν  είδη  τροχού  ή   σαν  νιφάδες  (flake  like)  θολερότητες  του  οπισθίου περιφακίου.   

2. [The Lyon effect of the lens: findings in the carriers of X chromosome-linked cataract and in Lowe syndrome]. In the lens, the random mosaic pattern of equatorial epithelial cells and their proliferation oriented toward the posterior pole induce a radial or segmental distribution pattern of clonal cell populations
Pathological features of the eye in the oculocerebrorenal (Lowe) syndrome. These are interpreted as a mesoectodermal dysgenesis involving the anterior and posterior segment. The eye exhibits a greater variety of morphologic change than any other organ in Lowe syndrome. The microscopic findings, particularly in the lens, abnormalities are probably determined in the first two months of gestation and there is no apparent embryologic relation to extraocular abnormalities
Pathogenesis of cataracts in patients with Lowe's syndrome. This defect manifests early in embryogenesis, and the progression of the lens opacities is related to both the inherent genetic abnormality and the prevailing extralenticular environment. The defective formation and subsequent degeneration of the primary posterior lens fibers account for their loss and for the flattened, discoid, or ring-shaped cataract. The other findings, such as anterior polar cataract, subcapsular fibrous plaque, capsular excrescences, bladder cells, and posterior lenticonus are not necessarily specific for Lowe's syndrome. We believe that the pathogenesis of Lowe's cataract can be explained by Lyon's hypothesis,
6.  [Metabolic cataract among the children from the Children's Health Center]. opacification of the lens appeared in in Lowe's syndrome in 100 p.c. of cases. 
 9.     σ. Lowe
small, discoid, cataractous lens, peculiar capsular and epithelial changes with aberrant formation of collagenous fibrous tissue, polar lenticular changes with anterior vitreous condensation, embryonic anterior chamber angle with anterior displacement of rudimentary ciliary processes, segmental hypoplasia of iris dilator muscle, and Lange's folds with peripheral retinal cystoid changes.
bilateral corneal keloids, vitreous organization, hyalinized retinal vessels, and mild gliosis inherited enzymatic and/or biochemical defect, and that they progress further because of an abnormal aqueous humour environment.
10.  Clinicopathological studies of oculo cerebrorenal syndrome of Lowe, Terrey and
(3) eye changes of buphthalmos, congenital cataracts and thickening of Descemet's membrane;
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Gibis 1986). Ot Onieig popeic TG VOoOL OTMOC Kot 1 UNTEPA TOV LKPOV 06BevoDg
pog avayvopilovtal and Bolepdtnteg Tov omsbiov mepipakiov gv €idn Tpoyov N
oav VIPAdeg), Tpdypa mov amotedel GAAN pio emPefaimon tng vwodBeong g Lyon

(Koniszewski, Rott 1985).

.

DOortoypogia 1: pikpoceapopokio kot eufpvovikdc Kotappdktng (omd Tov

Athavta [odoopBaiporoyiag tov kabnyntov I1. [Tawkov.

AMG cvvourmdpyovta o@BaALoA0YIKd TOL acBevols pog Ommg M pbom, M
néyvvon tov omcbiov meprpakiov Kot 1 mapovsio yAavkopatog ( xopnynonke B-
avaoToAéag) oyetilovtar pe ™V EKOVA NG UEC0ELMOEPUIKNS ODGYEVETHS KO
dgv  elvar eWdwd g Vvocov, eppavifoviar 6To TPMOTO diunvo Tng KONoNG Kot
eEelMocovial mpoPavag AGY® YEVETIKOV mapayoviov kobmg kot  eotiag evog
naforoykol eE@eakikov mePPaAlovtog (avénon apvo&émv vdaToedovg VYPoD)
(Ginsberget al 1981, Endres et al 1977, Tripathi Gibis 1980).

H ewdva g pecoeEmodepikng duayéveong yo Tov o@OBaApd yopaxtmpileton
ano: ITdyvvon tov mpoohiov mepipaxiov. Onicbio mepipdKio moOv TPOGKOAAGTOL
o010 varogwés. H yovia tov mpooBiov BaAdpov odeiyver atedn owoywpiopd. Ot
aKTIVOEWElG TTPOoPoAEG ekTeivovTow TPpog To TPOo® amd v Zivvelo {dvn Tov

QOKOD Kol O aUQIPANCTPOEONG EKTEIVETAL TTEPIGGATEPO TPOC TO. TPOG® 0Omd TO
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ocuvnoiopévo. Ymdhpyer pepkn vmomAacics TOL  SGTOAED TG KOPNG TOL

TPoKaAEl poon kot mhyvvon tng Aeckepeteiov pepPpdvng) (goldberg et al 1986)

NIEMMAN-PICK TYIIOY C

Amotedel pila yevikevpuévn yoayyhooidwon (lipid lysosmal storage disease) 1
omoia kKAnpovopeitor pe tov avtocopotikd vroismodpevo yopaktipa (Elleder M
et al 1985, Nakashima M et al 1986).

Zoyvotepn NAkia Evopéng TOV CLUTTOUATOV ivorn mMAKioa Tov 2-4 €10V Kot
TPoeEAPYOVV T VEVPOAOYIKA CLUTTOUOTAE.. Exdnimvetor pe omoacpols , oYeTkd

NTAOTEPY] NTATOCTANVOUEYOAMO KOl KEPATOYPDN WYPA.

H ozepropnvikny dwotopoyn twv kdbetwv Pleppotikdv kivioewy pe O10THPNON

g opBaipoaBovoaiog dokipaciog (doll's eyes), mov vanpye otV piKpn acbevy
pog, omotehel éva oyeddv otabepd kol TPOWO evpnuo. ¢’ avt) TV TAONom
(Sanders Lake et al 1978, Yan Go et al 1984, Vanier et al 1991, Turpin et al
1991, Libert J et al 1975,1986).

IotortaBoroyikés peréteg  TOL  eykEPAAOL  delikvoovv  gupela  eEdmAimon
AcocoUATIKOV evamobécemy otovg &v T Pdbel vevpmves kol O101TEP®G GTNV
VTOOOAOLIKY] TEPLOYN KOl OTOV SIKTLVOTO OYNUATIOHO. AVTEC Ol evOmoBEcelg
TPOQOVDOG TAPUPAUTTOVY TN (PLGLOAOYIKY] 000 TMOV KATEPYOUEVOV WOV  Amd
petomioio kot wiokd @Aold, mov oyetilovror pe TN pvOHIoN TOV EKOLGIMV
Kivoemv kat v ontikn mpooniwon (Libert, Kenyon 1986).

Eniong mopatnpeiton zomov pcloyypwotikne ougipinoposidonabeia (196) (Libert

J et al 1975) mov vanpye KoL oTNV H6YpOVN ACHEVT HOG.
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METAXPQMATIKH AEYKOAYXTPO®DIA

[Ipoxertar yoo o omavia oeryyoMmidowon (GovAeatidmon) mov oeeiletal
OTNV QVETAPKELD TNG TPAOTEIVNG (opryyoMmdoakTifacn-1, SAP-1) mov mpoctatevet
t0 ¢évluopo apvAcovdeataon-A. Ot 0@BOALOAOYIKES €KINADGES TNG VOGOV
yopaxtnpilovior amd KepacOHYp®n P, oTpoeic.  OnTIKOD  VELPOL  (TMOV

dwmiotmOnke otov acbevn pag) kot vootaypd (Bateman JB.1984).

H NOXOX TOY CANAVAN

H vbécoc tov Canavan: (omoyy®dng ek@OAION 1TNg AEVKNG OLGIOG TOV
€YKePAAOL) eival OmAVIOL OKOYEVNG EKQVMOTIKY] VOGOG TNG AEVKNG OLGIOG TOV
€YKePAAOL (AevkodvoTpopio) TOL  KANPOVOUEITOL HE TOV  OWTOCMUATIKO
VTOAEIMOUEVO  YOPOKTPO KOl OQEIAeTOl O  pHEIOUEVT  SPACTNPLOTNTO  TOL
evlbpov N-acetyl-L-aspartate amidohydrolase (aspartoacylase) (Mattalon 1993 &
1995, Bartalini 1992). H akping petaforikn 0d6g eivar vmd oepedhvnon . Ztov
EYKEPAAO  €YEL OOV  OMOTEAEGUO TNV GUOCMPELOT, KOl TOV  GYNUOTICHO
Bakovorwv oto €Alvtpo puediving kot mbavov ot eEmtepeg oTOPAdEC TOV UE
amoTéAECUO TNV Omoyy®mon Aevkoeykepoionmdbeio (Knapp 1996, Rushton 1981,
Brismar 1990)

Ta ocvuntopota epeaviovior cuvifog peta&d 20v kot 4ov pvo g

Cong ko meptrapupdvovv kaBvotépnon otnv SvonTiKy avantuén, azpogic tov

omukod _ vevpov ( mov dmoT®ONKE Ko oTovV HKPO aoBevi) HOg HE GLVOJSO

avéntuén amokAMvovta otpafiopov) Kot vroTovio TOL APYOTEP okoAoLOEiTAL OO

avénon Tov pVIKoL TOVOL, GTOGHOVG Kot peyoiokepoiio (Garcia 1988, Traeger
1998). H atpogio. Tov omtikoh velpov Kol O OMOKAMVOV GTPUPIoHOS OmOTEAODV

TPAOLO Kot TOOOYVOLOVIKA EDPIHOTA Y1 TV VOGO.
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NOXOX TOY REFSUM

Amotelel pio omhvior VIEPOELCO KT VOGO TOV LETAOIOETOL [LE TOV OVTOCOUATIKO
VTOAEITOUEVO YOPOKTNPO KOl OQEIAETAL GE daTapayr] TOL HETABOMGLOD TOV
QLTOVIKOV 0££0G. ATO TOV 0POUALS VITGPYEL TPOGPOAT TOL AUP/GOVG KOt
UEAQYYPOOTIKN (/010 aTPOPiot TOL OTTIKOD VELPOL TOL SOTICTOONKAV Kol GTOV
actevn| pog kabag kot kotappaktnc,(Bernstein 1992, Toussaint D 1972, Claridge

KG 1992)

Dortoypagia 2: ac0evig pe voso tov Refsum aptopio tov ontikod vedpov kot
dlatapayEg Tov pedayypoov emdniiov.
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YXYNAPOMO KEARNS-SAYRE

To obOvdpopo Kearns-Sayre mpocdopiletor amd po Tpddo  Toboroyikdv
Katootacewv  mov  glvan M elwtepikyy  opBaiuominyio,  ueloyypwotikn
oupifinorpociooncBeio. xar kapooxo umiox (Gross-Jendroska M et al 1992 ,
Bordarier C et al 1990, Mullie MA et al 1985, McKechnie et al 1985 ) svpfjpata
oL VINPYOV otV acbevi pog Yo To omoio mopakoiovBeitar. o v wTMOON
PAepapov £xet xeypovpynOei.
Amotelel pio omdvio, LLIToyovOplaKt| dlatopayr TS omoiag 1 akpirg cuyxvotnta dev
etvan yvootn. H avendprelo tov eviOpmv TS avamveLsTikng oAvcidag eEattiog
anoierog mtDNA givor maboyeveTikng onuaciog yo v avanTuéEn Tov

TpoavapepBEVTOV datapaydv avtod Tov cuvdpopov (Oldfors A et al 1990).

dotoypopio 4 : 6e10¢ 0QOAALOC dortoypagia 5 : aplotepdC
0pOaALOG
QOIvVETAL M OPYOUEVT] UEAUYYPWOOTIKY OUEIPANCTPOEIdOTAOEI. TOV TPOGPAAAEL

KUPlG TNV KEVTPIKT TEPLOYN.
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B) ITAGHZEIX IIOY EXOYN OYIMA KAI ITAGOI'NQMONIKA
ODPOAAMOAOTI'IKA EYPHMATA (Mavvocidmon,

AdpevolevkoduoTponio)

H Mavvocidmon kor 1 AJpPEVOLEVKOOVOTPOPio. amoTEAOVLV Tabnoelg e
0POOALOAOYIKA gupApaTe TTOL €ival Oyuo Kot Tafoyvopovikd yioo v mdonon
mov  agopovy. To eupnua emPefoardvel v vOGo 6€ OYUOTEPO OTASIO Omd TNV
évapén mge. To 13% tov dyvocHiviov elyav dyio kot taboyvouovikd gopnua,

TO0GOGTO TTOL OvTIoTOLKEL pE 10 2,4 % TV eEeTacBévimy.

MANNOZXIAQXH

dotoypoio 6:
BolepdTNTO KEPATOEDOVS GE HOVVOGTIOMON (0 KATappAKTNG €V €101 TPOYXOV Kol 1M
@YPOHTNTO TOL OTTIKOV VEVPOL TOV GLVLTPYAY AOY® TG SVCKOANG GLVEPYUGING TOV
OO0V 0V POTOYPUPNOINKAY KAADS Y10 VO TAPOVCIUGTOVV ).

H povvooidwon amotedel Avcocopokn dwtapayn (lipid lysosmal
storage disease) MOV KANPOVOUEITOL HE TOV OUTOCOUOTIKO VTOAEWOUEVO

YOPOKTNPA KOl OQEIAETAL OTNV  OVETAPKELL TNG Hovvooddong A kot B petd v

TPOCANYN NG OO TO ALGOCOUATIO, KOTOANYEL O OTNV EVOOKLTTAPLOL
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OLYKEVIPMOOT  TAOVCIOV  G€  HOvvOlN  YALKOTENTIOI®MV, YAVKOTPOTEWVOV Kot
oAMyocakyaprtdv (Menke's J 1985, Goldberg's 1986)

g KMvikég  ekOnAdoelg ¢ vooov meptypdoovtal  0@OaALOAOYIKA
EUPNUOTA TOL TopaTPNONKaV Kol oty acBevy pog kot meptlopBdvouv
emopoveloxés  Bolepotnteg 00 KepoTogldovs,  Bolepdtntes  tov  omiaBiov
TEPIPOKIOD €V €101 TPOYOD , WYPOTNTO. 1 YKPILOPIoUO TOD ORTIKOD OIOKOD UE
ooapeio.  tv  opiwv 100 ko ecowtporio (Goldberg's 1986). v MRI
(Dietemann JL 1990) Jwmiotd®vovior oatopoyés TNG AELKNG OLGIOG TOV
EYKEPAAOVL, Ovopaiieg mov mpoosfdiovv TV PpeypoToiviakn AEVKN ovcio Kot
TPoQOvVMG oyetilovtor  pe TNV amopvEAivoon Kot TNV ovvodd YyAoimorn Tov
TEPLYPAPETAL OO SLAPOPOVG GLYYPUPELS.

Bifhoypagikd ovoeépetor  aviyvevon €AATTOUEVNG OPOCTNPOTNTOS TNG O-
HOVVOGIOAoNG OTIC  YOPOVIKEG  AdYveG OTO TPMOTO TPiUNvo g KONONG
(Petushkova NA. 1991) .

XNV unTépa £Y1ve SLoKOTY| ENOUEVNG KONOTG LETE ad TPOYEVYNTIKO EAEYYO.

AAPENOAEYKOAYXTPO®IA

H adpevorevkodvotpopio kKANpovoueiTol e TOV QUAOGVVOETO YOPOUKTNPO
(X-linked) (Menke's J 1985, Simpson RH, 1987).
Kol amotehel pio vrepouompokn dwtapoyn TG OmodOUNoNS TOV APV
oféwv mOAD pokpdg aivcov (C12-C22) mov odnyel TEMKO OTNV GLGGMOPELON
TOVG GTOVG JAPOPOLS 10TOVG KOl OTO COUATIKA LYpd. Xapaktnpiletor and
ekeObMon 1ov KNX (evpeio amopveiivoon kot YAoiwon g AEVKNG ovciog Tov
EYKEPAAOV) OV GULVOOEVETOL OMO OVEMAPKELDL TOV QAOOD TOV EMVEQPOI®V

(Norton WT 1984)
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H oawotvomikny ékepacn tg vocov oaivetar Ot emmpedletal omd eEwyeveig
napdyovteg (Korenke GC, 1996).

Otv ekdnlwoeg g vocov apyilovv cuvnbog ommv Nikia tov 5-8 gtdv. Ot
0POOALOAOYIKEG EKONADOEIS NG VOoov &ivar apyikd omdviec. H ampogia zov

OTTIKOD __ VEDPOL, TOL OlOMOTOONKE ©TOLG VO acBevélc pog  axoAovdel ta

TPOTUDTEPO EVPNUATO OO TOV TNAEKTPOPUGIOAOYIKO Eleyyo TV I[LA.LA. xou
ov H.A.I" (Poggi-Travert F, 1995) nov katd mdco mBoavotnto cvpPadilovv pe
TNV  TPOOSELTIKY]  AMOJOPYAVOGT) TOV  OUEIPANGTPOEBOVS , TOV  YOYYAOK®OV
KUTTOpOV kot TG  otolfadoag Tov  vevpwkadv wvav (Glasgow BJ, 1987).

Amotélecpa TG aTpoiag Tov vevpov eivar M avantuén amokAivovta otpofiopov

OV LINPYE 6TOVG 2 acBeveic Hog.



95

') TAGHZEIZ [TOY EXOYN MH EIAIKA OPOAAMOAOI'TKA
EYPHMATA Avendpketa Brotviddonc(otpafiopnoc), YraepAvotvorpio
(veavikd yAavkouo, Tpmtn eopd ot PpAoypagio avagepOuevo).

ANEIIAPKEIA TINIAAZHZ (Averdpxero. OhoxapPolvAidong

ocvvBetdong )

H avendpreia g frotviddong sivor pio kKAnpovopoOuevn dtatapoyn He SEPUATIKES
KOl VEDPOAOYIKES EKONAMCELG TOV UTOPEL Vo BepamenTovV e cupmAnpoua Blotivng
(Hymes J. Wolf B. 1996, Schurmann M 1997 , Lott IT, 1993, Bousounis DP
1993, Suchy SF 1985). H Buotviddon anoterel 1o vrevBovo €vlopo yo v
avakvkioon g Prrapivng Protivng (Vit  H), mailer onupoviikd polo ctov
petoforopd g Protivng otovg TUPNVEG KLPIMG TOV  VELPIKAOV KLTTAP®V.

Avoeépetar 0tt t0 51% TOV CLUTTOUOTIKGOV TV, £xovv oplatuoloyika

evpnuozo. (Salbert et al BA 1993). Avtd mepihapfdvovov AopmEels, omtikn
vevporabeto (30%) ko ontikég Srotapayés (13%), datopayés g KvnTiKOTNTOG
(13%) otov acBevi pag vanpye cLYKAMvVOV oTpafiopds. datapayes Tov perayypdov
emnAiov (4%) ko gvprpota amd 10 Koptkd avtavakiaotikd (1%). Ot mo cvyvd
avoQPEPOUEVES OPBOALOLOYIKES EKONAMDGCELS €lvan 1 aTpoPio. TOL OTTIKOV VEDPOL
(Brab et al 1992, Ramaekers VT et al 1992, Campana G et al 1987) kot 1
kepatocmmepukitic (Salbert BA 1993). H éykaipn dwdyvoon ko Oepameion g
vooov givor  onuaviiky AOY® TOL  KWWOOVOL  UOVIUNG  €YKOTACTOOMG  TNG
vevpoopBaioroykng PAALNG.

H =mpoyevwntikny oudyvoon eivor dvvar kot umopet  vo yopmynOel

Bepamevtikd copmAnpoua Protivng oty untépa (Suormala T,1998).

[Tpo™ eopd ot PipAoypapio avapepopevn YIIEPAYZINAIMIA
ME EM®ANIXH NEANIKOY T'AAYKQMATOZX.
(Eva Tep1oTaTIiKO To1d1KoU YAGVKONATOS ToV TpoPfinpatilel):

Movo 12 mepiotatikd avagépovior oty Piploypagia. aivetar va
KAnpovoueitalr  HE  TOV  OUTOCOUOTIKO  DTOAEWTOUEVO  YOPOKTNPO KO
yopaxtnpiletar and xobvotépnon otnv avimtuln, acbevelc poc Kol TEVOVTEG

Javaipio ,omacpos kol N mvevpatikn  kabvotépnon. Ta opbaluixd svpruato



Tsagaraki Daria
Holocarboxylase  synthetase  deficiency
Biotinidase is the enzyme responsible for the recycling of the vitamin biotin  (Vit  H). 
Biotinidase  plays  a  critical  role  in  the  metabolism  of  biotin  in  nuclei,  particulary  of  neuronal  cells. Biotinidase acts as a hydrolase by cleaving biocytin and biotinyl-peptides, thereby liberating biotin for reutilization. Biotinidase is also important for making biotin bioavailable from bound dietary sources. The interest in this enzyme has been increased by the discovery of biotinidase deficiency, an inherited biotin-responsive disorder that can result in neurological and cutaneous abnormalities, but can be treated effectively with biotin supplementation.  (55,56,57,58,59)
 Prenatal  diagnosis is  possible  and  can  be  treated  by  biotin  supplementation  to  the  mother.(60)
This  disorder  presents  in  infancy  or  early  childhood  with  intractable  seizures,  hypotonia (61),  ataxia,  hearing  loss(62,63),  dermatitis  and  alopecia (64). 
MRI  shows  brain  atrophy  and  C/T- scan  shows periventricular  hypodensities.
The most commonly reported ophthalmologic  abnormalities are optic atrophy (65,66,67) and  keratoconjunctivities.(68).
In bibliography (68)  is  refered  that  in symptomatic children the 51% had ophthalmologic abnormalities. These include: infections (30%), optic neuropathies and visual disturbances (13%), motility disturbances (13%), retinal pigment changes (4%) and pupillary findings (1%). The  early  diagnosis  and  treatment  of  the  disease  is  critical  because  of  the  risk  of  developing  permanent  neurophthalmologic  damage.
 The  noted  ophthalmic  abnormality  to our  patient  was  convergent  strabismus.  
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(Lovo 4 aocbeveic avaeépovtar omnv  PipAoypagio pe o@BoApkd evpnua),
neplhappdvouy apeotepdmievpo vreapfpnua Tov Eakod kot mwhpeon Tov EEM
0pBov pog oTov éva katl ceapopakio 6tovg dAlovs. (GOLDBERG’S p.52, Smith
TH et al 1971).

211 TREKOAATALUIN AVAPEPETOL LEAXYXPOOTIKT ope/Oeta, knAideg ipdag, emikavOo
Kol KAMVIKEG  ekdnAmoelg €yovv Non  mapoatmpnel oto  opbaluonmaroveppiko
abvopouo (etvor yvootd O6tt dropa  pe ovvopopo Zellweger’s  ekkkpivovv
mnekohko o&V) (JOHN MENKE’S p.26). v acfevi| pog S1omotddnke veaviko
YAoLKOUO Kot vToPANOnke og EAeyY0 LETAPBOAMK®OV VOC|LATOV.

O pbéhog tov peTaPoAiopod TG Avcivng otovg €£oeOAaApIONG PoES, TNV Zivvelo
Covn, kot tov vevpwkd 1otd Oev elvar mAnpng. Q¢ ek tovtov M maboyéveon
TOV  GLVOOV  OVOUOMOV otV vregpAvcivarpio  givar  dyvootrn. ZTovg
TePLocOTEPOVS aobeveic mpémer va amodeyBel O6TL TO 0POUALOAOYIKO vpMUL
pumopel va. amotedel TO0 AmOTEAEGUO TOVL 1010V TAGYKOVTOG YOVOL TOL TPOKOAEL
™V vIEPALGIVOLUIQL.

H vrepivowarpio amotedel éva odvBeto kuttapikd petafoAiikd mpdfinpa. ‘Evag
euphc opBudg Oatapoy®dv Tov  UETAPOMGHOL NG Avciviig €xel meptypagel.
(Satapoyn TOL wiToyoviplakod katofoliouod S TG 000V TNG GUKYXULPOTIVNIG,
avouaAieg otov katafoliono twv vreEpolvomuaticov o TG 000V TOV TIMEKOAIKOD
0&éog kabmg kot dvoavesio g Avoivng pe mePLodIKY| VIEPAPpOVIOLioKOl TOEIKMOT)

mov oyetileTon pe v 000 t0v KdKAov ¢ ovpiag. (Divry P et al 1991).
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YIIEPAYZXZINAIMIA-Neaviko I'ovkopa

DPotoypooio 7 : Acgiog opBaipdg Patoypooia 8 : As&loc o@OaAUOC puKkpn
KOIAOLVOT| TOV OTTIKOV VEVPOU. Bedtioon Tov cup petd amd v Evapén
OVTIYAQUK®UATIKNG 0y®YNG

DPortoypaia 9 : Apiotepds 0POBUAUOC Dortoypaoia 10 : Apiotepdg

0POOALAOC KOTAOVE 1] TOL OTTTIKOL VELPOL wkpn| Bertioon tov cup petd amd
™V €vopén avTryAOVK®OLOTIKNG
ayoYNg.
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A) TAYKOTI'ONIAYH 1B npdth ©0opd otnv BiAloypaoio
avaQep0sy 000aloroyikd sOpn ua:E

doroypagio 11 : Mapatnpovvron sopeyé0eig GOUIPIKEG
TPOUPPIPANGTPOEIOIKES EVaT00EGEIS KPOTUPIKA APP® KOVTA GTNV ora serrata
mOavov amd yornotePivy, TPLYAVKEPIOLM 1] YAVKOYOVO.

H ylvkoyoviaon 1B ogeiletor otnv eviLUIKY QVETAPKELD TG POOPOTACNG
g 6-P-yAukd{ng mov evepyomotlel v ovvOETAGN TOV YAVKOYOVOL TIOL EYEL GOV
amotédecpo v avénon g amobnkevong tov yilvkoydvov (Narisawa K et al
1987). Méypt ofjuepa Hovo Alyeg 0@BOALOAOYIKES KAVIKES TOPATNPTOELS VITAPYOLV
oV vaL. aPopovV Tig YAvkoyovidoelg Tomov 1 (Hayasaka S. et al 1989, Abe T.Tamai
M. 1995 ). Andé v o@Boiporoyikn e&étaocn OomoTOONKE VYNAY pvOTio Kot
OCTUYUOTIOHOG ot PuBocKOTNoN SamGTOONKAY UEYOAES TPOAUPPANCTPOEIOKES

evamobéoelg kovtd otnv ora serrata. AVTEG Ol €VOTOOEGEIG MTAV YOPUKTNPIOTIKA


Tsagaraki Daria
   ΓΛΥΚΟΓΟΝΊΑΣΗ 1β   
 COMMENT:

Glycogen storage diseases (GSD) type 1b is the first example of a genetic disorder involving the transport system of an intracellular membrane. 
It was revealed that the primary defect in GSD type 1b was a deficiency in the microsomal glucose-6-phosphate (G6P) translocase.
Narisawa K, Igarashi Y, Tada K. Glycogen storage disease type 1b: genetic disorder involving the transport system of intracellular membrane. Enzyme 1987;38(1-4):177-83 
       Department of Pediatrics, Tohoku University School of Medicine, Sendai, Japan. 
Hypoglycemia, hypoglycemic seizures, seizures, hypotonia, recurrent bacterial infections are the main clinical symptoms of this disease.






Eur J Pediatr 1993;152 Suppl 1:S7-13 
Glucose-6-phosphatase and type 1 glycogen storage disease: some critical considerations.
Arion WJ, Canfield WK
Division of Nutritional Sciences, Cornell University, Ithaca, New York 14853. 

There now is compelling evidence that hydrolysis of glucose-6-phosphate (Glc-6-P) in intact hepatic endoplasmic reticulum (ER) membrane preparations involves four integral components of the membrane: a Glc-6-P specific transporter (T1), a nonspecific enzyme (E) with its active site facing the lumen, and two other transport systems to mediate rapid and reversible fluxes of the hydrolytic products, inorganic phosphate (Pi) and glucose, i.e. (T2) and (T3), respectively. T2 also mediates transport of inorganic pyrophosphate (PPi) and carbamylphosphate. This concept readily and completely reconciles all known characteristics of the glucose-6-phosphatase (Glc-6-P'ase) system provided appropriate considerations are given to: (1) the quantitative contribution of E residing in membranes lacking a permeability barrier; (2) the kinetic restrictions imposed by T1 and T2; and (3) the influences of the endocrine, developmental and nutritional state on the kinetic relationship between the capacities to transport and hydrolyze. A broader-based understanding and application of these principles in the study of Glc-6-P'ase is needed to ensure accurate diagnosis of type 1 glycogen storage disease (GSD) and minimize unnecessary controversy. The view that the enzyme in native ER membranes is conformationally constrained is not supported by direct measurements of the catalytic turnover number. Finally, we describe the marked deficiencies of rapid filtration assays of Glc-6-P and PPi "uptake" as a direct method of diagnosis of types 1b and 1c GSD. 



J Clin Invest 1990 Jul;86(1):196-202 
Impaired metabolic function and signaling defects in phagocytic cells in glycogen storage disease type 1b.

Kilpatrick L, Garty BZ, Lundquist KF, Hunter K, Stanley CA, Baker L, Douglas SD, Korchak HM
Department of Pediatrics, University of Pennsylvania Medical School, Children's Hospital of Philadelphia 19104. 

Patients with glycogen storage disease (GSD) type 1b (1b), in contrast to patients with GSD type 1a (1a), are susceptible to recurrent bacterial infections suggesting an impairment in their immune system. In this study, phagocytic cell (neutrophil and monocyte) respiratory burst activity, as measured by superoxide anion generation, oxygen consumption, and hexose monophosphate shunt activity, was markedly reduced in both neutrophils and monocytes from GSD 1b patients as compared with either GSD 1a patients or healthy adult control cells. Degranulation, unlike respiratory burst activity, was not significantly different in neutrophils from GSD 1b patients as compared with controls. Both neutrophils and monocytes from GSD 1b patients showed decreased ability to elevate cytosolic calcium in response to the chemotactic peptide f-Met-Leu-Phe. In addition, calcium mobilization in response to ionomycin was also attenuated suggesting decreased calcium stores. Thus, reduced phagocytic cell function in GSD 1b is associated with diminished calcium mobilization and defective calcium stores. Defective calcium signaling is associated with a selective defect in respiratory burst activity but not degranulation. 







Atherosclerosis 1994 Sep 30;110(1):95-100 
Hyperlipidaemia does not impair vascular endothelial function in glycogen storage disease type 1a.
Lee PJ, Celermajer DS, Robinson J, McCarthy SN, Betteridge DJ, Leonard JV
Medical Unit, Institute of Child Health, London, UK. 

Patients with glycogen storage disease type 1 (GSD-1) often have marked hyperlipidaemia with abnormal lipoprotein profiles. This metabolic abnormality improves, but is not fully corrected, with dietary therapy and therefore these patients may be at high risk for the development of atherosclerosis. Endothelial dysfunction is an early event in atherogenesis and can be detected in children and young adults at high risk. We studied endothelial function, using a non-invasive ultrasonographic method, in the brachial arteries of 6 adult GSD-1a patients (aged 23-33 years) with mean cholesterol of 7.9 mmol/l (range 4.7 to 14.6) and mean triglycerides of 9.1 mmol/l (range 4.1 to 21.3), and 12 age- and sex-matched normolipidaemic controls. Flow-mediated (endothelium-dependent) dilation was similar in patients and controls (8.2% vs. 10.5%; P = 0.20). Although the patient numbers are small, these results are consistent with the surprising lack of clinically evident atherosclerosis in GSD-1. 
The reasons these patients appear less susceptible to the damaging arterial effects of hyperlipidaemia are unknown. These results may have implications for others with secondary hyperlipidaemias. 


Enzyme 1987;38(1-4):177-83 
Glycogen storage disease type 1b: genetic disorder involving the transport system of intracellular membrane.
Narisawa K, Igarashi Y, Tada K
Department of Pediatrics, Tohoku University School of Medicine, Sendai, Japan. 

Glycogen storage diseases (GSD) type 1b is the first example of a genetic disorder involving the transport system of an intracellular membrane. 
It was revealed that the primary defect in GSD type 1b was a deficiency in the microsomal glucose-6-phosphate (G6P) translocase, based on the findings that the glucose-6-phosphatase activity was highly latent in the fresh liver homogenates. Further evidence of this defect in GSD type 1b has been provided by a membrane filter method which measures the uptake of 14C-G6P by microsomes. The clinical symptoms and enzymatic studies in our patients suggest that there is genetic heterogeneity in GSD 1b and the clinical severity depends on the level of residual activities of G6P translocase. 


Graefes Arch Clin Exp Ophthalmol 1989;227(3):209-11 
Inverted eyelashes in patients with type 1a glycogen storage disease.
Hayasaka S, Noda S, Fujii M, Setogawa T, Sato T, Furuya H
Department of Ophthalmology, Shimane Medical University, Japan. 

We examined three adult Japanese patients who had a history of decreased hepatic glucose-6-phosphatase activity. All three patients had increased bilateral subcutaneous (SC) fat in the lower eyelids and inverted eyelashes. One patient additionally showed retinal hemorrhages and microaneurysms in both fundi. The inverted eyelashes may have been related to type 1a glycogen storage disease. 

Abe T, Tamai M.Ocular changes of glycogen storage disease type I. Ophthalmologica 1995;209(2):92-5 

Department of Ophthalmology, Tohoku University School of Medicine, Sendai, Japan. 

The glucose-6-phosphatase system comprises at least five different polypeptides and plays a key role in the metabolism of glucose. A defect in these proteins may cause glycogen storage disease type I (GSD I). We examined the ocular changes of two patients with GSD Ia and b. The patient with GSD Ib showed a delayed appearance of the choroidal flush on fluorescein angiography, a subnormal Arden ratio by electrooculography and atrophy of the retinal pigment epithelium and choriocapillaris. 
The patient with GSD type Ia showed a gradual attenuation of the b-wave by electroretinography. 
These findings appeared similar to those observed with enzyme distribution among ocular tissue reported previously. To our knowledge, the findings described herein represent the first report of ocular changes associated with GSD I. 

Luciano L, Spitznas M, Reale E.Albrecht. 
Electron-microscopic histochemistry of the most peripheral retinal vessels.  
Von Graefes Arch Klin Exp Ophthalmol 1977 Sep 28;203(3-4):231-6.

 The reaction of Thiery (periodic acid-thiocarbohydrazide-silver proteinate) has been applied for histochemical analysis of the structures composing the halo of the most peripheral human retinal vessels. It is suggested that glycoproteins lie in the ground substance of the halo as well as well as in the basement membranes of endothelial cells, pericytes, and Muller cells. Glycogen particles were found in endothelial cells, in pericytes and especially in Muller cells.
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peydies kot oeopikés. To vAKd tov evamobBécemv dev Mtav dvvatov va
yopakmpioBel. IhBavdg Ouwg yVOoTNg Oviag TG VIEPTPLYALKEPOUUIOG NG
ac0evoug va TpOKELTOL Yo EVOTOBESELS TPLYAVKEPIDI®V N Kot YAvkoyovov. Qotdc0
Kol OTNV TPOYWPNUEVN MAKIOL TOL UINKE 1 SyVOGoN HE YOPNYNOoN TapAyovTda,
KoADTEPN OlotTo KOU CUUMTOUATIKY aymyr, vmnpée Peitioon kot emiong

e€apavioTnKav ot TPOUUPPANCTPOEISIKES EVATODETELS.
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O 0013YyvV®G6Tol 0.60sveic KoL T 0Q0UALOAOYIKA TOVC EVPNUATA. :

To 47% tov adldyvootov ocbevov oev mapovciolov o@Oaioroyikd
goupnuo .

Ot acBeveig otic poToypapies (oeh. 74-76) dev mapovcialav o@haiporoykd
ELPNUOTO VLA THV TEPI0O0 TOV APOPE 1 LEAETT.

To vynAd mocootd (52,94%) mapovsiog oEHAALOAOYIKOD EVPNATOG GE UN
dyvwc0évteg acBeveic eival evoekTikd OTL TO HLATL GUUUETEYXEL OVCLACTIKA G QVTA
ta voonpota. Kdmowo amd avtd ta opBoiporoyikd svpnipato pumopel vo oyetilovral
pe éva PeETaoAKO VOoTLO 1] TOPOLGIN TOL 0Toiov dgv Exel akoOUN TeKUMPLwOel Kot

07O UEALOV evdEYETAL VAL OTOdEOOVY 1310iTEPAL YPTOLLLOL.
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dortoypagia 12: pio pikpn acBevig pe okoMmon kot GAla mpoPfAnpaTe amd To

EPEIOTIKO GVOTNUA YOPIG 0POAALOAOYIKO EVPTLLL
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Ddortoypogia 13 : évag pkpdc acbevic TpofAuato amd 10 EPEICTIKO GVOTNO Kot

TNV £€KQLGN TOV 03OVI®V YOPIg 0QOAALOAOYIKO EDPTLLOL
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DOortoypoia 13: évag pikpodg acbevig pe epeavi] TPoPANUATO OO TO EPEICTIKO
cvotnua YoPig oEBaALOAOYIKO eVupnua. TNV SldpKeEW NG TAPoVGOS HEAETNG

TAPEUEVE AOIAYVAOOTOS , ApYOTEPQ SLYVASTNKE PAEVVOTOAVGAKYAPIO®OOT).
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And 10 SNdypappa 9y SomotdveTOl OTL €VOg ONUOVTIKOG OplOUoOg TmV
TOPOTNPNOE®Y GTOVG UN dyvewcBévieg acBeveic apopovv vevpoopBaioloyucd
evpnuata (55%), egortiag g kat’ €Eoynv ovppetoyng tov KNX otig mabnoeig

AVTES, OVTO OMOTEAEL £VOL AVOUEVOUEVO OTTOTEAEGLLAL.

Ye 10600t0 8% (5 acheveic) vITPYOY EVLPAUOTO OO TO OTTIKO VEVPO. ATd

aVTOVG TOVG acbeveic ot dVO Tapovsialav cuyyevh dapaptio oty ddmiaon (1 pe
ovyyevn kpoeOaipo ,1 pe Ao&n BEom BNANG) Kot ot Tpelg datapayés Tov ThAvdS
oyetilovtar meptocoTeEPo pe petafolikry voco (2 xpotagiky oypoétnta ON, 1
vromlacio. pe eAKoon Tov ayyelov Kol TOTOL UEANYYPOOTIKNG  Oope/Oeia).
dortoypagisgl6, 19 & 20

H xporagpixn wypotnra oo ON Bo, umopohoe va gival VOEIKTIKY opyOUEVNS
atpogiag tov ON amd amopveEAVOTIK VOG0 (). VIEPOELOMUINKT VOGOS -
Aevkodvotpoeieg ) (Folz Trobe 1991, Claridge et al 1992, Cohen et al 1983,
Glasgow et al 1987) 1 and mpwTONOON KOTOGTPOPT TV VELPOV®V (AVGOCMUOKES
nadnoeg: Hayasaka 1983, Brady 1978).

H kowvn moapovoio eAikwons twv oyyeimv tov oup/000¢ kai 1 UeEloypmOTIKN
oup/Beia (cav  opBaipookomikd evpnuata) yopakmmpilovv dwtapayés ToOv
HETAROAMGLOD T®V AVGOCOUATIOV Kol TV Mtdv 6nwg 1 YoyyMocidmon tomov I, n
Prevvolmidmon I kat n vésog Niemman-Pick (Fei et al 1994, Palmer et al 1985,
Gibis et al 1984)

e 10ocootd 8% (5 acBeveic) vapyav dwrapayic ®/A. Xtov 1 and avtovg

VIPYE OLYYEVNG HKkpOeOaApog. Xe 2 vrmomlacio ™G wypds. e 2 apyd O/A ko

AVETAPKELN GTO OAVIOVOKAAGTIKO TNG €YYV 0pAGEMG.
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e mocootd  16% (11 ocBeveic) vminpyov  dSwrapayic ocOYKAGNG-

TPOGOPUOYNS - 2 TANPNG avemdpkeld cOykAong ( Kot ot dV0 e LTOTANGIN TNG

oypds), 2 siyov eEweopia, 1 &lye vvotayud., 3 eiyav amokAiivovta otpaficud, 3
Todd yopic Ao svppota amd TV oPOoAKY KivnTikoéT T 1 TV O100A0CTIKY
Katdotoon Tov opBoiumv (T 6vo omd To omoio eiyov Ppadd EMOTOKVNTIKO

OVTOVOKAOGTIKO KOl OVETAPKELD GTO OVTOVOKAAGTIKO TNG £YYVG OPACEMG).

Ye mocootd 6% (4 acBeveic) vanpyav dwrapoyfs cvivydv 000aAmK®V

Kwinoemv (ot dvo pe vromAacio tg wypds, 1 pe Duane’s syndrome type 1
apgotepomAevpa. 1 ovyyevi] ovykAivovta oTpoaficpd pe vrepAertovpyio KT

Ao&00 o). Ze mocootd 14% (10 acBeveic) vmpyav @opiss- 1 pe ecogopio - 2

pe eEmpopia - 3 ovykiivovia otpafiopd (o évag pe vrepAettovpyion KAt AoEoD
duow) - 1 eiye Duane’s syndrome type I  appotepdémievpa.- 3 omokAivov
oTPaPIopog

[Mopd 10 0T 0 OTPAPIOCUOG CLUVLTAPYEL GE OPKETOL VEVPOYEVETIKA VOOT|LLOTOL
onovioTepo amoterel €101KO e0pnua Kol Umopel vor KatevBivel dayvootikd Omwmg
ovpPaivel oto c.Jacken (Voegtle R et al 2002, Casteels et al 1996, Jaensen et all
2003) kou otnv avendpkela Potviddaong (Mrugacz et al 2002, Salbert et al 1993,
Wolf et al 1998) (6mov ocvvodevetar kol amd opuEPANcTPoedKd gupnua). H
opBodpomAnyla kor mn vmepmnpnvikn mhpeon tov oplovtiov 1 Tov KOBETOVL
PAéupatog amotelobv €101k gvprpaTa Tov YapokTnpilovv Kdmoleg TabNoES OTMG
ot puroyovoprondBetec (Ishashiki 1994, Johns 1995, Kao 1994, Moraes 1989), n
v.Gaucher, n v.Niemman-Pick C & D, n apnrolmonpoteivopio kot givor

dwyvootikd (Starck 1983, Elleder et al 1986, Cogan et al 1981, Brady et al 1993,
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Turpin et al 1991). Ztug eotoypagisg 14 &15 @aivoviar dVo adidyvmotol

acBevelg pe otpafioud.

dotoypogio 14:
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Appotepdémievpo ovvopopo Duane tomov I og moudl 18 unvaov  pe mboavo

petafolikd voomnua.

/ oo ' . J

2uyyevig cuyKAIvev otpafiopog pe vepAeltovpyio AOEOV PGV AUE® GE KOPITGAKL

dotoypoeio 15:

3 g1V pe mBavod petafoikd voonua.
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2e 1060010 3% (2 acBeveic) vooTaypds: 1 pe elikwon apuEPANGTPOEOIK®V

ayyelov,  oxpdéMTe  ONTIKOL  VELPOL  KOL  TOTOL  UEAOYYPOOCTIKNG

apgipAnotposidonddeta, 1 pe vroniacio TG wypds.

Ané 10 TPOGOO MUIPoPLo TOL 0BAANOV eiyape gvprjpata oto 7% TV
TAPOTNPNOE®V: 0 KePATOEWNS (2%), 1 ipda (3%) kot 0 eaxog (2%). Ta svpiuata

aVTA dev IOV E01KA KATOL0G TAON oG,

A6 tov omicO0 oo TOV 0POaANODL O apeiPAnctpocdng (8%), n wypd
(5%) , T ayyela (6%) kot T0 peddyypovv embnAo (14%) avevpiokovtal emiong va
ndoyovv e oNUAvVTIKO T0c0otd (32%). Xt pmToypagics and 16-21 gaivovron
Kémoww omd tTo gvpnuota omd Tov omicbio mOAO mov Eywve dvvatd  va
QOTOYPOENOOLV.

Evdwpépov mapovsialel o yeyovdg e SOmIGTOONG TV SOTOPOY DY TOL
peAayypoov emBniiov TOmOL LEAAYXPMOOTIKNG AUPPANCTPOEBOTAOEING KOl KUPimG
™mg epedviong ewdvag oleikov Pubov, ot acBeveic Ouwc avtol mapapévovv
adldyvootol Ko £€1ot 0gv gival duvatdv va yivouv cvoyeticels. X’ avtéC TIg
TEPMTOGELS TO 0POUALOAOYIKO e0pnua pmopel var cuuPdAlel otnv KotevBuvon tov
eréyyov yioo NI'N pe avrtiototyeg datapoyés Kot 6To mBovO KUTTOPIKO OOLUEPICLLOL

nov ndoyel (Francois 1974).
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DOortoypogioa 16: AcOevic 5 €TdV pe apyOUEVN OTPOPio. OTTIKOL VEVPOL
Gue® Kot dlatopoyn Tov HeEAoyxpOov emONAiov pe KOKK®OON eueavion (TOmov

UEAQYYPWOTIKNG OUOIPANCTpOEdOTADELL).

DOortoypoagia 17: Acbevig pe mbBovo petafolikd voonpo kol TOTOL

UEAQYYPOOTIKNG AUPIPANGTPOEIOTADEL.
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DOortoypoia 18: Ahpikdc PuBdg oe achev| pun daryvoouévo.
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dotoypogio 19:

Qypdtnta onTIKoD vevpoL € achevn pe mhavo petafoiikd voonua.

dotoypagio 20:

Ao&n Béom OnAng 0edld ko QypdtnrTa onTikoD veEHPOL GUP® GE acOev He

mOovo peTafoAlko voonua.
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DOortoypagia 21: Xoproedikd éueppaxta oe acbevr 16 etdv pe kpiceg «E» ko

mBovoTnTO LETAPOAIKOD VOGTILOTOG.
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DOortoypogia 22: 'Hmo O61dtacn kot eAikwon apueiPANcTposdik®dv ayyeiov Kot
dloTapayEg Tov pelayypoov emOnAiov oy péom mEPLPEPELR GE aoBeVT 7 £TOV LE
domoTmOeic VIEPAUU®VIOLIOL.

H dwOrootiki gEétaon Tov acBevav pe NI'N eivor onpovtikn. Xe kabe

nepintoon Oa mpémel va cvlnrteitor 1 dwbAacTik S16pBwon Yy ™V amopLyy
avantuéng auprlvoniog  ®cte vo unv mpootifetar dAAOG €vog emPapuvTiKOC
Tapdyovtag oty vrdpyovcso maboroyia. H cwot) dwwbiactikn d10pbmorn avtdv
TOV 0cbevodv Kuplog oty Tpdiun moudikn nikio £yel peydin onpoacio yw tnv
AVATTUEN TNG TPOOCHAMONG, TG AOPNG KOt AETTNG KIVITIKOTNTOAG, TNV AVATTUENG TG
KOVOTNTOG TNG YPAPNG KOl avAyVmONS Kabmg Kot TG Kotvavikomoinong. Ot oaAAay£g
avTtég otV Peitioon ¢ avdmuéng 6e&l0TNTOV YivovTol TEPIGGOTEPO EUPAVEIC O
pkpotepeg nhkieg (Bader D. Woodruff M 1980). XZe éva onpoviikd mocootd
(40%) dropo pe yoyokivnTiky kobvotépnon 6 unveg HETd TN YOpPNYNom TG
dopBmaong dev popovv mAgov ta yvaAld tovg (Haugen OH et all 1995). Xvyvd
dropo  pe  yuyxokvnTiky  KoBvotépnorn  dev  TLUYYOVOLV  TNG  OTOPOATNTNG
napokolovOnong vy ta SbrocTikd TOLg TPOPANUATO EVE Eival YVOGTH 1
PNOUOTNTA TOV VO, XPNGLOTOOVV TNV KoAvTtep dvvatn opacn tovg (Levy B.
1984).
To 7% tov opBainudv mopovcialov LVREPUETPOTIKO aoTypaTiopd kot 7% pKto
aoTIYHATIGHO Tave amd 1 Babud kot ypetdodnioy d10pbwon pe yvord. H avedpeon
™G vreppetpomniog (29,06%) vreptepet oe oyéon pe ™ poomria (7,5%).

Am6 1o anoteAécpatd pog oty oed 61 eaiveton Ot

oe 52 (50,98%) amd tovg 102 acbeveig dev ftav dvvaty n Ayn omTiKng

o&vmrag Aoyo YKK 1 niwiag,
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oe 13 (12,74%) am6 tovg 102 addyvmoTous SUMGTOONKE OUUETPOTIKNA
apprvonio petd and Anyn onTikng 0EHTNTAG Kot OVTILETOTIGONKE ,

o€ 61 (59,8%) cvotOnke N xpNoN LAA®V 0pAGEMG.
AveEdpmra amd Vv dvvatdtTa ANyng ontiknig o&vtntag N Oyt Ba mpémer va
YOPNYOoOVTOL YVOALd Kot Vo ovTipeToniletol ) apfivonio. e Ka0e acbev) Tpénel va
Aoppdavetar vw’éywy M vrokeipevn dwTapayn, M TAPovcio kot o Pobuog g

YLYOKIVNTIKNG KaBuoTEPNONG Kot 1) TOAvADS GuvuTTdpyovsa oBadk Tddnon.

Extoég amd tov o@BaAipiotpo, moudiatpog, vELPOADYOG, YEVETIOTNG, KEVIPA
EWIKAOV  EPYUCTNPOKAOV  OVOAVCE®V, madoyvylatpog, epyobepamevtng, N
OlKOYEVELN, TO GYOAEl0, N TOMTElD KOAODVTAL VO GUVEPYAGTOVV  OTEVE Yl TNV
WTPIKN TopakoAoVONoN, TNV VIOoTNPIEN, TNV EKMOIOELON, TNV KOW®MVIKOTOINOT)
TOV ATOP®OV LE VELPOYEVETIKO voonua N kot TpdPANUe Opacng. ZnUaviikn sivol
N Kowovikny svacOnromoinon n evnuépmon  KoOMOG Kol 1 AOKNGT TOMTIKNG
TPOANYNC-OVTILETOTIONG-OMOKATAGTACNS TOV 00Bevols Kol LTOGTHPIENG NG

OLKOYEVELXG.
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HEPIAHYH - XYMIIEPAYXMATA:

Ta vevpopetaforkd voonuata (Inborn Errors of Metabolism-IEM)

amOTEAODV KANPOVOLOLUEVO Kol OVOKOAO OTN Sldyv®dON TOVS VOO UOTO, 7OV
TPOSPAAALOLY KVPIWE TOV VEVPIKO 16TO AAAE Ko GALD CLGTHHATO KOt Opyava Kabmg
Kot ToV 0QO0A._EXKOTOC TG HEAETNG aVTNG tval 1 0QOAALOAOYIKT dlEpELVNON KO
N Jwmioct®won TG SVUPOANG TOV OQEOOALOAOYIKOD ELPNUATOG OTNV E£yKaipn
Odyvmon Tov mpog HeAETN TANOLGLOV Yo TETO0 VOGT|LLOTOL.

Xmv odpkewn g perétg 125 acBeveic ,75appeveg (60%) kar 50 OMAvg
(40%), mov mTANPOLGAV TOL OPOVS ElGAYOYNG 0TV peAETn eEetdobnkav. And Tovg
125 acBeveig o 23 (18,4 %) téOnke mn Odyvoon. Amo toug 125 efetacBévieg
acbBeveic o1 66 (52,8%) mapovsialav o@Oaipoloykd gvpnua, eved ot 59 (47,2%) dev
eppdviav opBaiporoykd evpnua. To 18% twv acBevav pe o@Baiporoykd gvpnpa
dwyvocnkav. Xe 6 acbeveig to evpnua NTav Tp®ipo kot taboyvouoviko (26,9%),
oe 3 aobeveic Ntav oyuo kot maboyvopovikd (13,04%), oe 2 acbeveig ftav un
€101K0 opBaiporoywd svpnua (8,69%), oe 1 acBevn (4,35%) ftav ywo mpaoty popd
oty Piprioypagpio. ovopepouevo opbaluoioyiko evopnua (1 yAvkoyoviaon 1p peydieg
TPOAUPIPANGTPOEOKEG CPUIPIKESG EVATODEGES KOVTA GTNV ora serrata KpoToeikd ).
21c drtopayés Tov petafolopod tov Mm@V Kol ot 3 dayveobévieg eiyav
0POOALOAOYIKO gVupN . XTIG d1aTapoyEG TOV HETOPOAIGHOD TOV AVCOCMOUATIOV OO
toug 3 dwyvmobévieg acBeveic kat ot 3 elyav opBoaiporoywod vpnua. H mapovoio
TOV 0POUALOAOYIKOD EVPNLATOG GTOVG JyvmoBEvTeg achevelg NTov oNUOVTIKY Yo
v vroyia g vocov Kot v teMkT| odyvaon. To 52,17% tov dwryvocHéviov
elyav o@BoAporoyikd edpnuo mOG0oTO MOL aviotowel pe 10 9,6% TV
eEetacOévtov acBevov. To 81,81% tov acBevav pe opBaiporoyikd edpnua dev
dwyvacsOnkav. Amd tovg 102 pun dwyvecOévieg acBeveic ov 54 (52,94 %)
napovcialav ddpopa opOaiporoykd evpipata mov uropel va oyetiCovron pe NI'N
Kot 6to péEAAOV umopet va amoderyfovv aitepa yprioa. Ot 86 (84,3%) and tovg
102 adibyvootovg mapovsialav dwwbractikd mpopinua. Xe 13 (12,7%) amd tovg
102 ad1édyvmoToug S1omioTOONKE AUUETPOTIKY AUPAVOTIO KOl AVTILETOTICONKE.

H opBoiporoyikn depegbvnon acbevadv pe mBave vevpoyeveTikd vOon Lo
umopel vo oupPaiel onuovTikd oty Oldyvmorn, va mpocbécel véa otolyeio otV
KMVIKT] €kévo TETolwv voonuatov kot vo PBonfnoet omv katavonon g

nafoyévelag Kamolwv 0O uK®Y Tadncemv
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