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ovyypaen g teptrappdvoviot ot BifAtoypapio.
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EYXAPIXTIEX

Eivar vroypéwon pag va evyapiotiooope v EmPrénovca Kabnyntpia, ko Evtépmn
[TowAidov, yia v avektipunt Pondetd g Katd T d1dpKeLR GLYYPAPNS TNG TTUYLOKNG LOG
epyaciog. EmmAéov, aplepdvoupe anti TV €pyacio GTOVG YOVEIG LaG TOV Hog oTPLENY O
T povio TG @oitnong pog oto Iavemotuio loavvivov ko frav dimia pag tO60 oTIC

YOPES OGO Kol GTIG SVGKOAES TOV OVTIUETOTICOLLE.



IHEPIAHYH

O oK0mOG NG TOPOVCAG TTVYLUKNG EPYACIG Eival Vo eEETAGEL TN GXEGM TOL AVTIGHOV UE TIG
petafolikég datapayés HEow ektevols PifAoypapikng avackomnong. ' v cvAloyn
dedopévav, mpayuatonombnke avaltnon oe dtdpopa PiAio Kot o EMGTNUOVIKEG BAGELS
dedopévav, ommg eivar To Google Scholar kot 1o PubMed, ypnoiponoidvtag cuyKekpiuéveg
AéEeic - Khewd. Méoa amd Vv avalnmon, evtomicTnkay Kot avaAvdnkov dpbpo mov
TEPIAAUPAVOVY KMVIKA TTEPIGTATIKE, TO OTOI0, TAGYOVV OO OVTIGUO KOl TAVTOYPOVA £YOVV
petoforkég  Swotapoyéc. Ot petafolkéc  datapayéc avadelkvoovior OAoEva Kot
TEPLGCOTEPO MG MOAVOS AUTIOAOYIKOG TOPAyovVTaS Tov TPpokaAel avtiond. H katavonon g
Gpeonc ohvoeonc TV 000 KATACTACEDV £XEL LEYAAN oNnUacio 6TV KAVIKY TPA&EN, Kabdg
amotelel £va 1oYLVPO OTAO GTO YEPLL TOV KAVIK®OV TOL TOLG Bonbd va Tpaypatortomcovy
EYKOPES SLOYVAGELG KOL VO EQAPLLOGOVY OGO TO OLVOTOV O OMOTEAEGLATIKEG BEPOUTEVTIKES
TPOCEYYIGEIS Y10 TOV QVTIGUO. ZUUTEPAGLATIKA, 1| Epyacio, LECW® TG TANODPOS KAVIKOV
TEPICTATIKMY TOV GLYKEVIPAOVEL, EMPEPAIDVEL TNV GLGYETIGN TOV OLTICHOV HE TIG
petafolikég dwatopayés. [apd v die&odikn avalnitnon mov tpaypoatomodnke, dev nTov
duvaTdg 0 EVIOTICUOG APBPOV TOV Vo GLYKEVIP®VEL LOLIKE TOCO KAVIKA TEPIOTATIKA [LE
avTiopd Kot petafolikég datapayés. Exovtog og yvopova v avéykn yio GuVEIGQOpE 6TO
KAMvikd medlo, m epyacio emyepel va gumiovticer v PipAoypapio yOpw amd T0

avaeepOIeVo BENA Kot Vo avoiEEL TOV OPOLO Y10 TEPOUITEP® UEAAOVTIKT] EPELVAL.

AgEelg - KAEWWE: OVTIGHOG, KANPOVOUKEG UETAPOMKES dratapayés, UETOPOAIGUOGC,

BAEVVOTOALGOKYOPLODGELS



ABSTRACT

The aim of this thesis is to examine the relationship between autism and metabolic disorders
through an extensive literature review. To collect data, a search of various books and
scientific databases, such as Google Scholar and PubMed, was conducted using specific
keywords. Through the search, articles were identified and analyzed that included clinical
cases who have both autism and metabolic disorders. Metabolic disorders are emerging more
and more as a possible causative factor causing autism. Understanding the direct link
between the two conditions is of great importance in clinical practice, as it is a powerful
weapon in the hands of clinicians to help them make early diagnoses and implement the most
effective treatment approaches for autism. In conclusion, the paper, through the plethora of
clinical cases collected, confirms the association between autism and metabolic disorders.
Despite the thorough search conducted, it was not possible to identify an article that
massively collected so many clinical cases with autism and metabolic disorders. Driven by
the need to contribute to the clinical field, this paper attempts to enrich the literature around

the reported topic and pave the way for further future research.

Keywords: autism, inherited metabolic disorders, metabolism, mucopolysaccharides
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EIZAT'QI'H

O oavtiopudg, 1N KoAdtepa  Atatapoyn Avtiotikod Ddopotoc (AAD), eivor o
vevpoavoamtuélokn  owtapoayny He ooPapéc ko ektevelc PAdPeg otV KOWVOVIKN
OAANAETIOpAOT KO EMKOWVOVIO, KOl TEPLOPIGUEVN, EMAVIAOUPAVOUEVT KOl GTEPEOTVUTN
ovuTEPLPOPAE, evilapépovta Kot dpaoctnpiotnteg (ASHA, n.d.). IlposPdidrer mepinov 1 ota
100 maudid ko givar cvyvotepog ota ayopla (Hodges et al., 2020 ; Zeidan et al., 2022).
Apyikd, o 6poc avTiopdg cuvoEdnke pe v oxloppévela. O yoyiatpog Leo Kanner ntav o
TPMOTOG TOL YOPUKTIPICE TOV OVTIGHO MG M EEY®PIOTN daTapoyn TEPLYPAPOVTAG T
HE «OOTIOTIKEG dtaTapayés ocvvarsOnuatikng emaeney. Tnv dw mepiodo £€dpace o
nadiatpog Hans Asperger, o omoiog mepiéypaye pio «ontiotikny yoyonddeioy (Mintz, 2017).
2nig mpmreg 0Vo ekdOoEl; Tov Diagnostic and Statistical Manual of Mental Disorders (DSM),
0 OVTICUOG EVIOCCOTAV GTA COUTTAOUATO THG TOKTG oyloppévelag (Boywvdpovkag .4.,
2023). Ot yoyoyeveic Bempleg mov elyav avomtuybel pe 0 TEPOAGUA TOV YPOVOL YOl TNV
avamTLEN TOV EVTICUOY KatappipOnkay Kot dpyroav vo kepdilovv £dapoc ot Bewpieg mepl
veupoPloloytKnig Tov Baconc. O aVTIGHOS TEAKA avaypaenKe ®¢ EEXOPLOTN dloTapay] GTO
DSM-III (Mintz, 2017). Mg to moAvto épyo g Lorna Wing, o avticpdc avayvopicmke
®¢ eacpo kot Kafepobnkav to Pacikd Tov cvunTOpote, dNANdN eAAsippoata otV
KOWMOVIKOTNTA, GTNV EXIKOWVOVIOL KOt ETAVOAAUPBAVOUEVES KOl GTEPEOTLTEG CLUTEPIPOPES
(Boywdpotkoag k.d., 2023). To DSM-IV tonofétnce tov avtiopd, v dwatapoyr] Asperger,
TV TOOIKY OOd0PYOVOTIKY dtaTapayn, TV dudyvtn ovortuélokn olatapoyn - Un
npocdoplopevn aAMdg kot To cuvopopo Rett oe pio opdoa, Tic «Atdyvteg Avortoéiokég
Awrapoayécy (AAA). Tehwkd, to DSM-V eionyaye tov 6po «Awatopayr] AvTIOTIKOD
ddaopotogy Omov evidoooviar OAeg ot mapamdve datapoyéc (Hodges & et al., 2020).
Xopupova pe 1o DSM-V, ta ocvuntopota mpéner va givor mopodvio amd TV TPOLUN
avamtuEloKn TEPiodo Kol Vo TEPIAAUPAVOVY SVGKOAIEG GTNV KOWMVIKY ETIKOWV@OVIOL Kol
aAAnAemidpaon, Kabhg kol meplopiopéveg kot emavarappovoueveg cvpmeprpopés (Lord &
Bishop, 2015). Zy£d6v 0 uoog tAnfuouds tov atopmvy pe AAD &gl TOLAA(IOTOV TECOEPLG
ovvvoonpotteg (Lundstrom et al., 2015). H cvykekpipévn epyacio eotidlel oty emtinyia,
TG oTopoayég VLmVoL, To. TPOoPANUaTO oitiong Kot TG dlatapoyés cvumepipopds. H
olokAnpouévn Bepameio tov modwwv pe AAD ompileton oty cvvepyacia TG
SLEMOTNLOVIKNG OUAS0S, OALA Kot otV GVUPOATN TG otkoyévelag (Zapepiov & Bapybun,
2021 ; Adams, 2022 ; Strunk et al., 2017). Eunepiotatopéve perétec mavm otn AAD €yovv
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KOTOOTNOEL EQIKTI] TNV OVOATTUEN OMOTEAEGUOATIKOTEP®Y OlOYyVAOOTIKOV HeBOO®V Kot
Oepanevtikov wpoypappdtov (Mintz, 2017). Tlapodro mov £xovv evoyomombei dibpopot
yeveTkol Kot mTePPUAAOVTIKOT TapdyovTES Yo TNV aVATTVEN TOL OVTIGHOY, dev Exel Ppedel
kanowo axpiPéc aitio (Yoon et al., 2020). H epyacia eppabddvel kot pixvel «@mo» o€ Evav
TOavO a1TIoAoYIKO Topdyovta, TIC HETAPOAKES daTapayss. Me aAla Adyua, e€etdlet TV
ovoyétion petalh avtdv kot Tov avTIopov. Ot petafoikég dtatopayés eivol amoTéAeoUa
avemdpkelag evoc eviOILOV, TO 0010 GUUUETEYEL GE 0L GEPA OO YNUKEG AVTIOPACELS TOV
ovopalovton petaforoudc (DeBerardinis & Thompson, 2012 ; Marcdante & Kliegman,
2020 ; Nielsen, 2017). H gpyacia eotidlel ot PAEVVOTOAVGAKYOPLODGELS, GTIS OLULTAPOYES
HETABOMGLOD TOV ApIVOEEDY, TOV DAOTAVOPAK®V, TNG EVEPYELNS KL TOV OPYOVIKOV 0EEMV.
O onuavtikdg poAog mov dtadpapatiovv ot petaforkég dotapayés otnV avamtuén Tov
aLTIGHOV amocaenvileton Kot TapdAinia evicybetor péca omd Ty mapabeon evog GLVOLOV
KAMVIKOV TTEPIOTATIKOV He ovTiopd kot petafolkés dwutapayés. Exovv mpaypotomomel
TOALEG €PEVVEG GYETIKA LLE TNV GLVOEGN TV dVO SATAPUYDV, MGTOCO JATIGTOONKE OTL
OPIoUEVES amO TIC LETAPOAKES dtatapayég dev £xovv peretnBel 1060 avorlvTIKd 660 GALEC
Kot YU outd Moy SUGKOAOG O EVTOMIGHOG TETOU®V KMVIK®OV TEPTOCE®MY. Mo tayeio
avacKOTNOoN TOV KeQohloimv ¢ epyaciog sivor n €&ng: oto 1° kepdrato avardeTor o
OVTIGHOC, 6TO 2° KEQPAANLO TOPOLSIALOVTAL O1 HETAROMKES OOTOPOYES TOV avaPEPON KOV
TPONYOLUEVMG KOl 6TO 3° KEPAAOLO YIVETOL AETTOUEPNC TTEPTYPAPT) KMVIKOV TEPIGTOTIKMDV

Le ouTIoUO Kot LETAPOAIKES draTaparyEs.
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Kepdiraro 1°: Avtiopog

1.1 Opwopog

Youpwvo pe v American Speech—Language—Hearing Association (ASHA) (n.d.), o
LTIOHOG, N KoAOTEPpO AAD, yopaxtnpileTon ¢ UL VELPOOVOTTLEIOKY SLOTOPOYT TOL
neplhapPavel coPapég kot ekteveig PAAPeEG 0N KOV®VIKT OAANAETIOpOOT KOl ETKOVOVIQ,
Kol TEPLOPIOUEVT, ETAVOAAUPAVOUEVT] KOl GTEPEOTUNN GULUTEPIPOPV, EVOLAPEPOVTO KOl

dpaCTNPLOTNTEG.

o «Ta eAlelppato KOWMVIKNG EMKOWV®OVING TOPOLGLALoVTaL e TOKIAOVG TPOTOLG Kot
umopovv  va  meptlopfdavouv  PAABeg otV KOWIN TPOCOYN] KOl KOWMVIKN
apolpardmra, kaBmOg Kol TPOKANGCELS OTN ¥PNON AEKTIKOV Kol U1 AEKTIKOV

EMKOWOVIOKOV CUUTEPLPOPDOV Y10, KOWVOVIKY aAAnAenidpacn» (ASHA, n.d.)

o «lepopiopéveg,  emavoropPovOopeveg — COUTEPLPOPES,  evOlo@épovTa M|
OpaCTNPLOTNTEG EKONADVOVTAL LE GTEPEOTLTY EnavaiapPavopevn opAio kivinon 1
YPNON  OVTIKEWWEVOV, OKOUTT TPOCKOAANGYN G©€ POVTIVEC, TEPLOPIOUEVA
EVOLOPEPOVTOL KO VTEP- KON VTTO- gvaictnoia og acOnmproko epébiopa» (ASHA,

n.d.)

1.3 Emmohoopnog

H avantuén dwayvootikdv epyoieimv, To HEYOAO €DPOG TOV QAGUOTOS, TO OVENUEVO
evolpépov yia v AAD amd Tovg £101KOVG Kot 1] KAAVTEPT) KOTOVONGN TNG £XOVV 00Ny |CEL

otV avénon g cvyvotntog g AAD (Zepetdmovrog K.4., 2020).

Bdoet g épevvog tov Global Burden of Disease 1o 2010, o aptBuog tov avlpdnwov mov
&yovv oyvwotel pe AAD oe moaykodopio emimedo ayyiler Ta 52 ekaroppvpla. Avtd

avtiotolyel og emmoiacud 1 ota 132 dropa. Qotdc0, vedTEp dedOUEVO KAVOLV AOYO Y10
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neplocotepa amd 70 exatoppdpla atopo pe AAD, e Tov emimolacpd va givar petaéoy 1,5 -
2% (Rahmadianto et al., 2024). Zoppwva pe tovg Zeidan et al. (2022), nepinov 1 ota 100
OO EXEL AVTIOCUO TOYKOGHIMOC. AVTOG 0 aplfuog cuvioTd Evav pEco 0po. Alapoporoteitol
o€ GALEG HEAETEC KOl LAAIOTO GE OPIGUEVEC, ElvOl KOTA TOAD LYNAOTEPOC. X& PEAETN TOL
2021, o péoog emmoroopog e AAD oe moaykdouo eminedo Ppébnie va 1codTon pe
65/10.000 moudid évavtt tov 62/10.000 oe perétn tov 2012. Emiong, pe v mdpodo tov
YPOVOL, T GTOLYEL Y10 TEPLOYEG OGS N APP1k ka1 ovatolkn Evpdnn tAnbuvvav (Zeidan
et al., 2022). O pécog emmorooudc e AAD, petd omd Epsvveg oty Evponn, oty Acia
kot ot Popela Apepikn, damotodnke 6Tt eTavel 0 1-3% og moudd Ko epnPovg. Xtnv
EXLGSa, pe dedopéva tov 2004, o emmolaopog vroroyiotnke 1 ota 42 ayopuo kot o€ 1 ota

189 xopitcia (Zepetdmovrog K.4., 2020).

O meprocdtepeg Epeuveg mov Exovv de&oydel yia v AAD angvBivoviot katd Khpro Adyo
o€ ool Kot Ayotepo oe evilikes. 2g ek TOOTOV, OV VITAPYOVY TOAAA GTOLXElD YO0 TOV
emmoAacpnd otovg eviiikes (Howlin & Moss, 2012). Xe oyetkn épgvva tov 2011,
avepydtav mepimov oto 1%. Ot evijdikes pe AAD® tav emiong mBavOTEPO va Unv EYouvv
GUVTPOPO, LOPP®ON Kot otkovoukt evyépeta (Brugha et al., 2011). Emnpocfétmc, paiveton
va €XovV HIKPOTEPO TPOGOOKIUO LONG, TEPIGGOTEPO LUTPIKA TPOPANUOTO KOl TO GUYVE

KkatdBlyn kot avtoktovikég Tdoelg (Robinson, 2019).

H AA® cvvavtatol oe OAeg TIG QLAETIKEG, BVOTIKEG KOl KOVMVIKOOTKOVOUKEG OUAOEG
(Hodges et al., 2020). Evtovtoic, tpoyomédn otnv mopoyn Oyveong HTopovv vo
AMOTEAEGOLV 1 YOPA, N €BvIKOTNTA, N VAN TOL OTOMOV, M dvvaTdTNTa TPOSPAcS OFE
vrnpeoieg kot 1 vapén drylwooiog (Lord & Bishop, 2015). H AA® givor cuyvotepn 6Tovg
dvtpeg mapd oTig yuvaikeg pe avoroyia 4:1. H espaipévn, kabootepnuévn i axoun Kot 1
amovcio. dldyvmong kKopurtoldv eved vrapxelt AAD pmopel vo eivorl amoTEAEGHO TOL
YOVOIKEIOV QOVOTLTTOL TOV AVTIGHOV. Ot Yuvaikeg cuvnBme 0ev TOPOVGLALOVY EUPOVT|
CUUMTAOUATO KOl HECH TOV «KOUOVPAALY, KatapEépvouy va kpOBovv To EAAEILIOTO GTNV
KOW®VIKOTNTO. AKOUT, apvnTiKd pOAO otV didyvmon Tailovy To GTEPEOTVTO GYETIKA LE
T 000 PUAN Kot 1) 6Ovoeon TG AAD pe pio dtotapoyn mov TPosParAiel Kupimg Tovg Avopeg

(Hodges et al., 2020).

Onwg poPrénetar and 1o DSM-IV, yia va dtayvootel pe avticpd éva moudl mpémetl va

EUQOVIGEL KATO10 GYETIKO cOUTTOMN ¢ TNV NAkia Tov 3 etdv. To DSM-V katappintet
2



aVTO TO KPLTHPLO Y10 TOVS TOPAKAT® AGYOLS Kot 0pilel TNV TpdUN avarTuEloKT TEPiodo mg
nhkio évapéng. Ilpotov, xdmowo maudid, mov OBo dwwyvwotovv opydtepa pe AAD,
Topovctdlovy Kabvatépnon o€ dLapopovg Toueic ota 2 £tn. Agbtepov, 1 Evapén umopel va
ovpPaivel Tpv amd v yEvvnor, ded0UEVOL OTL Ol dadIKAGIEG TTo® amd TOV AVTIGUO
VILAPYOVV KT TNV d1dpKeln avAmTLENG TOL EUPPVOV Kot TpiTov, N S1dyVmoT ToddY TPV
a6 v nhkio tov 15-18 unvav dev elvar €0KOAT. ZVUTEPACUATIKA, O TPOGIOPIGHOG Hiag

akpPovg nAkiog Evapéng kabiotatal cuyva addvarog (Lord & Bishop, 2015).

O péoog 0pog drayvmong g AAD givar ta 4 pe 5 €tn, av Kot 1 aviyvevon g pmopel vo
npaypatorombei to vopitepo ota 2 £n. H vopitepn nlikia o1dyvoong £xet Oetikn enidpaon
otV {on tov Tad1o00. Avépecsa o€ £va Toudl TOL dYVAOCTNKE oTa 2 €T Kot 6€ €voL Tondl
OV  OYVOOTNKE 0OpYOTEPE, T KOWMVIKH KOl TPOGOUPUOCTIKY) GULUTEPLPOPU, 1
KaONUeEPVOTNTA, M YADGGO KOl 01 YVOGTIKEG AEITOVPYIES TOV TPDOTOL GaP®S o VITEPTEPOVLV

(Elder et al., 2017).

1.2 Ietopiki avadpoun

O avtiopdg €xel EAANVIKN TPOEAELGT, ONAGON OO TO KOVTOCH) OV CNUOAVEL KEQVTOO»
(Golt & Kana, 2022). H otopia tov avtiopol Eekivnoe apketd npv 1o 1940, dniadn mpwv
aKOpa ovayvoploTel og pia dtakpitr otatapoyn. Exovv meprypagel mepintdoeilg avOpommv
Nnon amd tov 17° aidva, TV 0ToimV 01 CUUTEPPOPES AVTAVAKAOVY TOV OVTIGHO 0TS eivat
Yvootog onpepa (Boywvopovkag k.d., 2023). Apywkd, ypnoworomdnke to 1905 and tov
Sigmund Freud yia va avagepBel oe mopoarcOnceic mov ekdniwvay to Bpéen pe okomd vo
npeunocovy péva toug. Apydtepa to 1908, o yuyiatpog Eugen Bleuler otnyv tpoondfeid tov
Vo TEPLYPAVEL Eva COUTTOWO TOV YapoaKTNPilel Ta dropa pe oxlloppévela, vioBétnoe Tov
O0po «avTopo». O 1d10¢ anédmwoe 10 £Ng VOO GTOV QVTICUO: TO ATOUO ATOGHPOVTOL OO

10 e€mtepikd mePPArAov kot dev avtilapfavovtar v mpayuatikonto (Golt & Kana,
2022).

To 1930 - 1940, o yuyiatpoc Leo Kanner £é0ece ta Oepédia yio va avayvoplotel 0 avTioroc
g (o Eexmplot dtoTapoyn. Avtd emtedyOnke HEC® EVOG GLVOLOV TEPIGTATIKMV, TOL OO0

eKOOON KV emonums Yo Tpdtn eopd to 1943 (Golt & Kana, 2022). Edikotepa, perétnoe



oo Tov TaPoLGialay YOPUKTNPICTIKG TO OOl OVOUOGE «OVTIGTIKES OloTapoyEg
ocvvatsOnpoatikng eraency. Ta madid ovtd epeavilay omofévmon amd Tov KOW®VIKO
mePiyvpo, emipovn daTnpnon g povtivag, kabvotepnuévn nyoloiio Kol OlTOPAyIEVT

pviun (Mintz, 2017).

O Hans Asperger fjtav £€vog madiatpog, 0 0moiog £3pace TO 1010 YPOVIKO ST LE TOV
Kanner, aALd yopig va yvopilet o évag yuo To €pyo tov dArov. Ilepiéypaye pio «oVTIGTIKY
Yuyomdoelo», 0TS 0 1010¢ amokaAovoE, 1 omoia Tehkd ovoudotnke chvopouo Asperger
xopn o€ avtov (Mintz, 2017). Ta mepiotaticd tov Kanner kot tov Asperger giyav apketég
oHOLOTNTES, aALA Kot Otapopés. [To cuykekpéva, o Asperger pedétnoe mandd, to onoio
elyav SuoKOMO BTNV KOWMOVIKN ETOPY| KOl OAANAETIOPOAOT, AV TOL LEGOV OPOL UEV, AALY
dwtapaypéves YAmoowkég deSlotnteg, efapeTikég  YvooTikég deSidtreg, daitepa
evolapEPOVTA Kot T€A0G, mpoPAnuata oty kvntwkomta. O 1d10g enéhele otoryeio mov
avayvopilovtal ¢ TPoTEPNUATO GE VO QVTIOTIKO TToudl va amotelohv To EMIKEVTPO NG
épeuvdag tov. Amd v dAAn, o Kanner eotioce g eni 0 mAEloTOV GTIG SOTAPAYUEVES

KOW®VIKES de&10tTeC TV modldv pe avtiopd (Golt & Kana, 2022).

Kotd ) dexoetio Tov 1940, or yoylatpot kot ot yuyavaAvtég ioyvpiloviay 0Tt évag Tpdmog
EKONA®ONG TS TAUSIKTG OYLLOPPEVELNG MTOV TO AVTIOTIKA YOPAUKTNPIOTIKO GUUTEPLPOPAG.
[Mapdia avtd, o Kanner kot o Asperger mpdcegav va unv TonTicouy Tig 10TapayEs TV
TEPIGTATIKMOV TOV LEAETOVGOV e TNV Todkn oylloppévela kot Tig vontikég avommpies. H
AavBoGpUEVT SLdyveon NTaV £vo. GLYXVO EOIVOLEVO LLE TOVG KAWVIKOUG TOAAEG QOPES val
OyLyVAOOKOVV GTOUO LE OTICUO e VONTIKTY avammpio 1 kot To avtiotpogo (Mintz, 2017).
¥t0 DSM-I (1952) ko DSM-II (1968), 1 moudikn oyiloppévela mepleAdpupave ToV aVTIGHO
otV cvuntopatoroyia g (Boywdpovkag x.d., 2023).

Tig dexaetieg 1950 kar 1960, 1 6Ovoeon TOL AVTICUOD e TNV TOOIKN oyloPpEvELn Elye
ooV amoTéAEc TNV avadelEn evog Pabitepov artiov, dNANOY| TG SOTAPAYUEVING GYEONC
yovéa-mtoudlov, mov mpokaAel tov avtiopd (Mintz, 2017). O Bruno Bettelheim xateiye
oNUAVTIKO pOLO 6TO va Yivel yvoototepn 1 Bempio «untépa - yoyeion, Katd v omoia o
yovéag etvar TOGO WLYOAOYIKG OTOUOKPOG TOV ONUIOVPYEL OLTIGHO GTO TOdl TOV

(Boywdpovkag k.6., 2023).



Kot v didpkela tov dekaetiov 1960 kot 1970, ta emotuovikd dedopéva yivoviov
0AOEVOL KOl TTEPIOCOTEPO. OONYDVTOS OTNV EEAAEWYT TOV YUXOYEVAV Be®pltdv Yoo TOV
OULTICHO KOl VTOSEIKVOOVTOS TNV VELPOPLOAOYIK) Tov @VOom. Qo61000, 0 AVTIGUOG
avaypaenke og otakpttn Evvola, LoAg to 1980, oy tpitn éxdoon tov DSM (Mintz, 2017).
Elvan emtaxtikd va avagepbei n ovpfoin g Lorna Wing ot Ogpelioon tov c0yypovov
0pPIGHOD Y10 TOV OVTIGHO MG GACHE Kol TNV SLIKPIGT TOV amd TNV vontikny votépnon. H
Wing ovvetéhece oty Kab€pmon TOL TPITTLYOL CULUTTOUATOV (KOWVOVIKOTNTA,
EMKOWVOVIA, ETOVOLAUPOVOUEVEG KOl OTEPEOTLTIEG CLUTEPIPOPES) (Boywvdpoldkag .4,
2023). To 1981 Ntav N Tp®TN TOL, VOTEP OO HEAETN TV TEPLOTATIKGV ToL Kanner kot
Tov Asperger, damioctmoe 0Tl o1 ekdotote acbeveig avikay oto 1610 eacpa (Golt & Kana,

2022 ; Jackman & Zwaigenbaum, 2023).

To 1994, to DSM-IV avagépbnke 6Tov auTIGHO OC £VaV atd TOVG TEVTE VTOTOHTTOVG oG

opadag dtatapoaymv, Tov AAA. Ot vrdromol T€66EPIS VITOTLTTOL Elvat:

Awtapoyn Asperger
[Tondkr AmodiopyoveTikn Atatapoyn
Aldyo Avantvéloxn Atotapoyn - Mn [pocdiopilopevn AAAiwg

> woN e

Xvvopopo Rett

[TAéov, 10 DSM-V (2013) evtdooet Kot Tovg mévte vroTuTovg TV AAA o¢ pio katnyopia,
mv «Atatapoyn Avtiotikov Ddopatogy. ‘Exet Ppebel 611 10 oOvdpopo Rett givor pa
YEVETIKT dtortapayn Kot ovvendg £xet kKoTopyndel and to edopo (Hodges et al., 2020).

1.4 Avtwolroyia

[ToAAég peléteg éxovv mpaypatomomnBel yoo va egakpiPwbetl n ortoroyia g AAD.
[Twotedeton 0TL opeidetarl 6e évav GUVOVACUO TOGO YEVETIKOV OGO Kot TEPPOALOVIIKMV
napayoviov (Yoon et al, 2020). Q¢ mepiforroviikoi mapdyovieg opilovior ot

TPOYEVYNTIKOL, TEPLYEVVNTIKOL Kot petaryevvntikoi mapdyovteg (Hodges et al., 2020).

1.4.1 I'evetwkoi mapdyovreg



Ta 0dépeia v atopwv pe AAD £xovv mePIEGOTEPES TOAVOTNTES VO TAPOVV KL ALTE TNV
idw dtryvoon (Hodges et al., 2020). Otav mpdxettor yio povoluymtikd didvpa, n eLeavion
AAD avépyetar 610 92%, 10 onoio anéyet onuovtikd omd o 10% tov StluyoTikdv 0100 pmY
(Yoon et al., 2020). Yrdpyovv d16@opa YEVETIKA GUVOPOLLO TOV UITOPOVV VOl TPOKAAEGOVY
AA®D. Kdmowa and avtd ivor to suvopopo EvBpavotov X (Fragile X), mpokaiodpevo amd
petaAraéelc oto yovidto FMRI, pe to 60% tov acbevov va eppaviCet AAD. Eva axdpa
T€1010 GVVOpouo eivar to ovvopouo Rett, T0 omoio onuiovpyeiton amd petaAraéels oto

MECP2 kot acBeveig oto 61% cvvocovron pe v AAD (Boywdpovkog k.6., 2023).

Ot yevetwcég petadddéelg mov oyetiCovrar pe AAD® ta&vopovvror o€ 600 Katnyopies, Tig
de novo kot tig KAnpovopkés. O peyodldtepog apBuds petoArdéemv givor ot de novo, ot
omoleg TAPOTNPOVVTOL Y10 TPAOTN POPE GTO ATOUO OV YEVVIETOL Kot dev oyetilovtan Le
KAinpovopukotnra. Eivor onupoavtikd va Anebet vroyn n cvpfoin] tov KAnpovopuk®mv

petaAlaEewv oty avamtoén e AAD® (Boywdpovkag k.4., 2023).

1.4.2 T'ovikoi mapdyovreg

[Mopdyovta kwovvov yuo v AAD amoterel M peyddn niwia tov yovéwmv. 'Eyxet
nmapotnpnOel 01t 0tav N punTépa etvar PeTaEL 25 kot 29 etdv, To modi £xel TEPIOCOTEPES
mBovotnTeg va yevvnOel pe AAD® and 6,t1 av NTav Kot tov 20 etdv. Epguveg éyovv deiet
OTL TO TTOdl KIvOLVEDEL VAL €IVl GTO PAGLLO TOL AVTIGHOV OTaV 0 TTatépag eivar 30 eTOV Kot

wwaitepa petd ta 50 (Yoon et al., 2020).

1.4.3 IIpoyevvntikoi mapdayovreg

Ot Lodéeig and 100g cvpupdirovv oty onpovpyio avtiopov. Tapadelypota té€toiwv
Aoyméemv etvar 1 epuBpd Kot 0 KuTTAPOUEYOAOTOS. YThpYovV emiong GApLaKa, TO. OToio
Bétouv to éuPpvo oe kivovvo Yo AAD oe mepintwon wov AnEHodV amd v pnTépa.
Opopéva omd avtd elvar 10 aviiemAnmTkd Poimnpoikd ofH, m OoAdouidn Kot To
avtikatabimtued. H ypion N 1 xotdypnon oAkodAd pmopei vo odnyncet oto guPpuiko
OAKOOAMKSO cUVOPOWO, TO Omolo HE TN CEPA TOL Vo £YEL GOV GUVETELDL TNV EUQAVION

OVTICHOV. ZVUTANPOUATIKA, TIGTEVETOL OTL 1] avemdapkelo Prrapivng D kot guAiikov o&éog
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ocuvoéoviat aueca pe v AAD. Téhog, o vtoBvpeoeldicpdc, N mayvoopkio Kot 0 daPfNTNG
™G UNTEPOG GLVTEAODV apVNTIKA avEdvovtag TV Thavotnta yévvnong evog modoh 6To

eacpa (Boywopovkag x.a., 2023).

1.4.4 Ilepryevvntikoi mapdayovreg

H mpowpdmrta eivor évoc PBacikog moapdyovtog ekoniwong AAD. O toketdg pmopei va
elvan glte TOAD TPO®POC (MAKia KaTtw TV 32 gfdopddwv) gite eEapetikd Tpdmpog (MAkio
Kbto tov 27 1 28 efdopuddwv). Ot meptyevvnTikég 10YevelG Kot PoKTnNplokés AOUDEELS
pumopet va KataAnEovv e gykepaiikn PAAPN, n omolo amotedel Kivovuvo yior dnuovpyio
AAD. To evdgyouevo va oayvootel pe AAD 1o veoyvd avédvetar Katd moAd pe pio
veOYVIKT gykeparomadela (m.y. amd mepryevvntikn acevéin). KataAnyovrog, to tpadpa
TOKETOV, 1 Woyopia kot 1 vrro&ia eivor EMTAOKES TOL £Y0VV VYNAO TOGOGTO GLGYETIONG LE
v AA®. Opoing, av kot oyt 6€ T060 VYNAO TOGOGTO, CLGYETILETAL KOl 1] KOGOPIKT TOUN

(Boywopotkag x.d., 2023).

1.4.5 Metayevvntikoi mopayovreg

Ot petayevwnrikés Aowwméelg tov Kevipikov Nevpuwod Xvotiuatog (KNX) (m.y.
EYKEQPAAITION amd amAd €pANTO, KLTTAPOUEYOAOTO, TOEOTAOCUA), OTTMOC Kol 1 ETANYia

TPOWNG EvapEng cvvdcovtar pe v AAD (Boyvdpovkag k.4., 2023).

1.4.6 Alrow mapayovTeg

Ot datopayés Tov HETAPOAGHOD Kot TNG HTOYOVIPLOKNG AEITOLPYinG elval TapapeTpot
ov cvuPdArovv oe peydho PBabud oty npdxkinon AAD® (Zagpepiov & Bopyaun, 2021).
®a yivel exktevig avoeopd ota emdpevo ke@aiata. To modl dev datpéyel Kivovvo va
Bpioketon 6to Pdopo amd ta TodKd EUPOALN, TO KATVIGHO TNG UNTEPAS KATA TNV OLOPKELN
NG EYKLHOGUVIG Kol TiG TeXVIKEG voPonBoduevng avamoapaymyns (Boywdpodkag «.4.,
2023).



1.5 AwoyvooTtika kprripuo

H American Psychiatric Association (APA) dnpocievel v népmtn ékdoon tov DSM pe
YVOUOVO TNV SL0THPNON TNG Oy VOOTIKNG EVOICONGIG Kot TV Vioyvon TG Sy VOO TIKNG

edwottag (Wiggins et al., 2019).

Ot topeig otovg omoiovg eotidlel to DSM-IV givat: dtotapayuévn kotvovikng entkovovia,
OlOTAPAYUEVT]  KOWMVIKY  OAANAETIOPOON KOl TEPLOPICUEVES,  ETAVOAUUPOVOUEVES
ooumepLpopés. To avavewpévo DSM-V petatpénet Ty mopamdve tpidda o dudda, SnAaon
1) Jwtopaypévn KOWMVIKY ETKOWVOVIO Kol OAANAETIOpacY Kot 2) TEPLOPLGUEVES,

emavarapupavoueveg copmepipopés (Lord & Bishop, 2015).

[Mivaxag 1.5: Alyvootikd kprmpia DSM-V yia v AA® (299.00) (American Psychiatric
Association, 2013)

A. Eripoveg dtotapay£s g KOW®VIKNG EMKOWV®VING Kot OAANAETIOPAOTG TAPOVGES GE
ToAATAG TAOiG1O, OTTMC ekdNADVOVTOL PE T ETaKOAoVOa, €Nl TOV TAPOVIOC 1 €K TOL

16ToP1KOV (TO TOpadElyoTa €ivon EVOSIKTIKA):

1. Awropoyég omnv KOWmVIKN-GLUVOICONUATIKY apotBotdtta mov Kupaivovtal,
Y10 TOPASELY LA, OO OGLVIOIGT KOWMOVIKN TPOGEYYIOT Kol amoTuYic vor £XEL
L0 TUTTIKY] HE EVAALAYEG CUVOLUALDL £0G LEIOUEVO LOTPAGHLO EVOLAPEPOVTOV T
cuvalcOnuatowv €mo¢ amotvyio &vapéng 1M avtomdkplong O KOWMVIKEG

OAANAETIOPAGELS.

2. Awtapoyés o PN AEKTIKEG EMIKOWVOVIOKES GUUTEPLPOPEG TOV YPNOLUEVOVY
OTNV KOW®OVIKT OAANAETIOPOOT) TOL KVUOIVOVTOL, Y10 TOPAOELY LA, OO OTOYN
OAOKANPMOON AEKTIKNG KOl U1 AEKTIKNG EMKOWMOVIO £€mMG OVOUOAlEG oTnV
PAePHOTIKN ETOPT KOL TN YADCGO TOV GOUOTOG 1 EAAEILIATO OTNV KATOVOTOM
KO TN (PNOT| YEPOVOLLDV EMG TANPN EALEWYT) EKPPAGEDV TPOCHTOV KOl UT

AEKTIKNG EMKOWVOVIOG.

3. Awrtopoyés oty avdmtudn, STnpnon Kol KATOVONGN GYECEMV  TOV

Kopaivovtal, Yo Topaoetypa, amd OVGKOAMES TPOSUPLOYNG TNG CVUTEPIPOPAS




®ote v Toplalovy o€ dAPopa KOWMOVIKA TAaiclo £0¢ SVGKOAIEG GTO Va
popdletor 0 @ovtaoTikd moryvidt 1 va kdvel @ilovg €mg TV amovcia

EVOLUPEPOVTOG Y10 GUVOUNAIKOVG,.

KabBopiote v mapovoa Bapvnra:

H ocofapdémra Poociletow oto mPoPANUATO KOWOVIKNG EMIKOWVOVIOG KOl  OTO
mepopopéva,  emavarapPavopeva mpoétuma copmeprpopds. o kdbe kpuripro, 1
coPapdtra meprypdoetar oe 3 emimeda: Emimedo 3 — omoutel mOAD 0OLGLOGTIKN

vrootpi&n, Eminedo 2 — Amortel ovolaotikny vrootpién ko Eminedo 1 — amortel

vrooTNPEN.

B. [Ilegpopiopéva, emavoinmrikd wpdTLTOL  GUUTEPLPOPES,  EVOLIPEPOVTI®OV M
OpaCTNPOTATOV, OO EKONAMVOVTOL HE TOVAAYIGTOV 600 amd ta. akdAovba, €l TOv

TOPOVTOG 1 €K TOL 10TOPKOD (Ta TopadeiypatTa elvar EVOEIKTIKA):

1. Ztepedtumeg 1 emavaAapPavOorEVES KIVAGELS, YPNOT OVTIKEWEVOV 1| AOYOL
(., oMl KwnTIKQ GTEPEOTLTA, GEWPOBETNON TAVIOIDV 1 TEPLGTPOON

AVTIKELEVOV, NYOLOAia, 1010ppLOLES PPAGELS).

2. Empovn otnv opotdtnto, AKOUTT TPOGKOAANGN GE POVTIVEG 1| TEAETOVPYIK
TPOTLTOL AEKTIKNG 1] U1 AEKTIKNG GLUUTEPLPOPAS (TT.)., TOAD EvTovT dvcpopia o€
pKpes  aAlayéc, OvokoAeg pe petofdoelg, axoumto  potifa okéyng,
TEAETOVPYIES YAPETIOUOV, aVAYKN v aKolovBnoel v idwa dwdpoun 1 va

TPOEL TO 1010 PayNTO KAOE péEPQ).

3. ITdwitepo mePLOPIGUEVE, GTEPEOTVTIOL EVOLAPEPOVTO e TOOOAOYIKN évtacm 1
eotioon (1.y., EVTovN TPOSKOAANGN 1] EVOGYOANGN LE acLVIOoTO aVTIKEIHEVQ,

VtepPorikd TEPLOPIGUEVA 1] ETIHLOVA EVOLOQEPOVTOL).

4. Ymép/vmoomavintikdétnto o€ oicOnmplakd epebiopata 1 acvviBioto
eEVOLIPEPOV Yo aucOnTnplokég mruyés tov mepPaiiovtog (T.y., EUEOVNIG
adtopopia yio Tov TOVo/Beppokpacio, SVCUEVY] ATOKPION GE GLYKEKPILEVOLG
NYovg M veéc, vmepPolkn avalntnon ywow TV Hopwod 1N T0 Ayytypo

OVTIKEWEV@V, EVTOVO OTTIKO EVOLOPEPOV Y10 POTA 1 Kivnon).

Koabopiote v mapovoa Bapvta:




H ocoPapoémra Paciletor ota mpofAUOTO  KOWOVIKNG  EMKOW®VIOG KOl  OTO
meplopopéva,  emavarapPavopeva mpoétuma copmeprpopds. o kdbe kpuripro, 1
coPapotnta meptypagetonr oe 3 emimeda: Emimedo 3 — amortel mwoAD OVLGLOGTIKY

vroompiEn, Eminedo 2 — Amoutel ovowootiky vrmoot)pién kot Emimedo 1 — amoutel

VTOGTNPIEN.

I'. Ta cvuntoOpota gtvor Topdvio amd TV Tpdun ovartuéloky tepiodo (Umopel va unv
elvar TANP®G epeovny €mG OTOL Ol KOWMOVIKEG OMOLTNOELS EEMEPAGOLV TIG UELOUEVES

KOVOTNTESG, N LTOPEL VO KOADTTTOVTOL OO EKUOONUEVES GTPOTNYIKEG O petémetta (mn).

A. To ovuntoOpOTo TPOKOAOLV KAWIKA ONUOVTIKY) EKTTOON GTO KOW®MVIKO,

EMAYYEAUATIKO 1 AALO Pacikd TEDI0 TNG TPEXOVCOS AEITOVPYIKOTNTOG,

E. Ot dwrapayéc dev e&nyovvial emopKESTEPO ®C VONTIKY VOTEPNON  (VONTIKN
avamTLEIOKN dtaTapayn) N ¢ yevikevuévn avamrtuélokn dwotapayr. H vontikn vetépnon
Kot 1 STopay] AVTIGTIKOD AGUOTOS cLYVA cuvumdpyovv. [ va yivouv dloyvdoelg
GLVVOGTPOTNTAG SATOPOYNG AVTIGTIKOD PAGLOTOS KOl VONTIKTG VGTEPTONG, 1 KOWVMVIKT
emkovovia Ba mpémel vo elvar youmAOTeEP Oomd TNV AVAPEVOUEV] Y10 TO YEVIKO

avanrtu&laKo enimedo.

KaBopiote gdv:

Me 1 yopig cuvodd voNTIKY| ékTTOON

Me 1 yopic cuV0dd YAMGGIKN dataporyr|

Yyetileton pe YVOOTN 10TPIKY 1] YEVETIKT KOTAoTOo 1| TEPPAALOVTIKO TOpdyovTal
Yyetileton pe AN VELPOOVOTTUELOKTY], YUXLOTPIKT] 1] GUUTEPLPOPIKT] SLOTOPOYT

Me xortatovia

1.6 Khaviki] gikovo,

H AA® gumepiéyet pio oeipd SLGKOAMY GTNV KOWMOVIKY] ETIKOWVOVIO Kot 0AANAETIOpaoN
6€ oLVOVACUO e EMOVOLOUPOVOLEVES CUUTEPIPOPES KOl TEPLOPICLEVA EVILOPEPOVTA. Eval
eMIPOGHETO GOUTTOUA EIVOL 01 YADWGGIKES dATOPUYES, OL OTTOlES OUMG OeV YpetdlovTal Yo

™ Suyvoon (Chen et al., 2015). Ot dvokoriec avtég mokilovv og kébe dtopo, 1060 o€
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TOGOTNTA OGO Kol TOLOTNTO KOl EIVOL HEPIKMG AAANAOEEAPTAOUEVES LLE TNV AEITOVPYIKOTNTO

Ko TV nAkio Tov atoépov (Bohlander et al., 2012).

1.6.1 Kowovikni emkowvovia Kol aAAAeTiopacT)

Ta moudid 610 AU £PYOVTOL AVTIHETMTO PE TPOPALOTO GTNV KOONUEPVOTNTA TOVG
AOY® TOV EMMPEaSUEVOV KOWWOVIKGOV delottwv. Emnpedletor aicOntd n Prepportikn
EMOLPT], TO KOWVOVIKO YOUOYELOD, 1 KATAVONOT Kot 1 YPNOT EEMAEKTIKNG EMKOVOVING, OTMG
ol yewpovopieg kot ot ekppdoels tov mpoodnov (Bohlander et al., 2012). H ocdvayn
KOW®VIK®V GYEGEDV TTOV EVEYOLV apolfototnta dev Bewpeital duvatd onueio TV Todidv
pe AA®. I'a avtd T0 AOYO, ETAEYOLV VO ATOPEDYOLV TOVG LITOAOITOVS AvOpPOTOLS Kot
TPOTILOVY Vo, TEPVAVE XpOvo nova tovg (Roth & Worthington, 2016). Zvuninpopatikd, dev
Eextvohv Vo OAANAETOPOVV e AAAOVS KO OEV GUUUETEXOVV GE GUVOLIALEG LLE EVOALOYT
aKPOOTH KOt OANTY]. ¢ amoTEAEGLO, TAPEUTOSILOVTOL OO TO VO SNUIOVPYHGOLY KoL VO
dwtnpnoovy eulukég oxéoelg (Bohlander et al., 2012). Advvatodv va ddGoVV pia 7o
aenPNUEVN €vvola 6To Toyvidl Kot dgv KotophBmdVoOLV Vo KOTAKTNGOLV TN GUUBOAIKT] TOV
popon. Etvar agromapatipnro 01t epgavifovy avikavotta mpocsAmwong tov PAELUATOC GTO
1010 avtikeipevo pe £va GALO ATOpO (0T KOVOU TPOGOYT]) KOl OEV EKONAMVOVY EVILOPEPOV
va pdbovv yia tov koécpo. ‘Evag dAhog topéac, o omoiog emnpealetor givor avtdc TV
cuvocOnudtov. Avekorevovtot Oyt LOVo va ovTAnedovv ta cuvarcOf oo TV GAAOV Kot
VO, EKPPAGOLV TO. d1KG TOVG, oAAG Kol otepovvtal evovvaicOnong (Roth & Worthington,

2016).

1.6.2 ' oooa

Ta Aextikd modwd pe AAD ypnOHOTOOLY GLUYVO YAMGGH 7oL Ogv apUOlel otV
nepiotocn. Xovilwg 0 TPOoPoPKOg AOYOG €lval OVTOC TOV KTANTTETOY TPOEEVMOVTOG
dVOKOMEG otV KOTOVON oY KOl TNV €K@pact. H avtiotpoen aviovopidv kot 1 xpnon
OLGLOCTIKMV Y10 VO avapepBovv 6to dtopd toug givarl yvopicpata, To 0Toio GuVAVIMOVTOL
ovyvé oto moudwd pe AA®. Emiong, pmopel vo amotuyydvouv oTnv Kotavonomn Tng
avayveoons, OUMG M KOTOYPOEIKT LWVAUN TTov S1aBETOVY TOVG EMITPEMEL TNV UEYOAOPOVN

avayvmon KEWEVOV HEYAAOV UNKOVG. YTTAPYOLV pKETH Tadld 6To QAG pe vrepAesia,
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T oToia KaTaPEPVOLVY Vo dtoacovy pio AEEN Tapd TNV apyd aVETTUYUEVT 1] SLOTOPOYUEVT
YAoooa. O A0yoc tov modiwv pe AAD givolr opkeTd EKTETAPEVOS GE OLAPKELD KoL LE
TOVGELS, YEYOVOG TTOL KATUOEIKVOEL TV TAPOVGI O1UTOPUYNG OTNV TPOoM®Oin. AVaEEPOVTaL
KATOwL EMUTAEOV YOPUKTNPIOTIKA: 1] G®VI TOLS givar povotovn, TapepPariiovy Tpoyohota
OTNV OUIMO TOVG, KKOAAGVE» LE XOVG 1 akOoA0VOiEC MY ®V Kot Tovg emovalappdvouy. A&ilet
va onpetmdet 6tL n nyoraiio pwopel vo Exel OQELOS GTNV EMKOVOVIN Y10 TO TOLdT KOOMG
HEC® OVTNG EYEL TNV SVVOTOTNTO VO LETAOMGCEL TIG avaykeg Tov. Katd ovvémeia, givor
TPOTILOTEPO Vo unv Bempeiton yopakpiotikd mov ypniet dueong avipetoniong (Roth &

Worthington, 2016).

1.6.3 Eravalopfavopeves coumepLpopEic Kol TEPLOPLOREVO. EVOLOPEPOVTA

2 AA® givor cuyvég ot 110ppLOUEG KIVAGELS, OO TO YTUTNUO TOV YEPLUDY KOl TO
KOUVNLLO TOV CAOUOTOS UTPOG-TiG®, 01 0moieg amoskomovv atnv awtoppvbon. Ta mwodid
670 Pdcpa Eyovv TV Tdon va emtifevtal 1060 6ToV £0vTd TOVG OGO Kol 6ToLG dAAoVG (Roth
& Worthington, 2016). Eniong, £xovv v avaykn yw akolovdio povtiverv mov mhoavov
mmydaler omd Vv emipovn avtictaon otig aAkayég (Boywdpotkag k.d., 2023). H mpocoyn
Toug elvar dwatapoaypévn Kot Ogv petakwveitor €0KoAd, OGO UAAAOV Otav avTd givor
anopaitmto vo yiver taydtata. Eivor odvnbeg ta moudid pe AAD vo emKeVIpOVOLY TNV
TPOCOYN TOVG GE £V GLYKEKPLUEVO £pEBIGO ayn@dVTag TO VITOAOWTO TTEPPAALoV (Vrtep-
emiektikn tpocoyn)) (Roth & Worthington, 2016). Akéun, epeaviCovv vo/vrepevoncncio
G€ NYOLG, a1, YEVLGELS, LUPWIES, pOTA, Oepprokpacia 1 TOvo (Boywvdpovkog k.d., 2023).
Emiéyouv va tpépovtar pe meplopicuévo aptBpd Tpoedv TG apecKEing TOVg N 6€ LEPIKEG
TEPMTMGELS UE Un Ppdoyo avtikeipeva, kdtL To omoio gival yvootd ¢ dlatapoyn pica.
Advvartobv vo emeEepyactodv Tapoamdve and Eva ousOnnplokd epédicpa TapaAinia Kot
mopovctalovy TpoPAnpaTa 6Ty yevikevon oelot)tmv o 0Aa ta mepiPdirovta (Roth &

Worthington, 2016).

1.7 Zvvvoonpotnro

Yvvvoonpotnta ovopdletol n cuvouTapEn dVO N TEPIGGHTEPOV JATAPUYDV GTO GTOUO

(Matson & Nebel-Schwalm, 2007). To. GOUATOHOTO TG GLVOOTG SLUTOPOYNG ETOKOLOVOOHY
12



avTa TG KOprog Ko dtakpivovtor amd ovtr (Mannion & Leader, 2013). H kaOnpepwvn {on
TOV aTOpOV pe AAD eMOEVOVETOL 0O TIC GLVOOEVTIKES SLOTAPALYES TOV TPOCTIOEVTOL GTNV

Non vapyovca cvurtopatoroyia e (Khachadourian et al., 2023).

Ot Lundstrom et al. (2015) votepa amd Epguva KaTEANEQV GTO GUUTEPAGHLO OTL TEPITOL
10 50% tov atopmv pe AAD eiyav 1€00epig N TEPLocOTEPES cuvvoonpottes. H dromn
EKONA®OT TV cLVOODV cLUTTORATOV 0T AAD dvoyepaivel v tavtoroinon tovg. H
NAikia 6tV omoia yivovtol eoavepég 01 GLVVOSTPOTNTEG EIval 1 TPMOUN TOUOTKN NAMKIN TPV
akoun to Toudi evioyBel otnv oxolkn kowotnto (Casanova et al., 2020). Kdmroteg amod t1¢
10 KOWVEG €lvat 01 S1aTapoyEG VTTVOL KOl GUUTEPLPOPAG, TA TPOPAILOTA GITIONG, 1] ETANYIQ,
n Awrapoyn EMewpotwkng Ilpocoyng kot Ymepxkivntikdmmrog (AEITY), ot ayydmoeig
OlTOPAYES, TO TIK KOL O TPOVAMGUOC. XTH GUVEXELN, OVOAVOVTOL OPIGUEVEG OO OVTEG TIG
KOTOOTACELS, TOPEXOVTOAG LI TTLO GOPT| ELKOVO Y10 TO TTOS UTOPOVV VAL EXNPEACOVV TO ATOLLO

pe avtiopod (Boywdpovkag k.d., 2023).

1.7.1 Eminmyia

Mia vevporoyikt| katdoToon Tov pumopel va cuvomapéetl pe v AA® givar n eminyia.
‘Epevveg €de1&av 0T 1 emtinyia pmopel vo EEKIVIGEL GTNV TPOLUN TodIKN NAKio Ko TV
epnPeio, OAAL VTAPYOVV TEPITTOCELS OOV UTOPEL VOL KAVEL TNV ELOAVICT] TNG OTOV TO ATOUO
elvar mAéov eviiAiko. Ta m0cooTd TV atdp®V Tov gpeavifovy emAnyia elvar vynAdTEpL
Katd v epnPeia N v wpocyoikn nikia. Eivar cvvnbeg n emdnyio va mopopével otnv
eviiliikn Con tov atopev pe AAD avaykdlovtde to vo. aplepdvVoLY OPKETO YPOVO Kot

ypnpato oty Tepibolym tovg (Liu et al., 2022).

Av ko gppoavietor aveEaptTmg VONTIKNG KAvOTNTOG TOv oTtOHov, N emAnyio og
cuvdvacuo pe v AAD® oyetieton dueca pe v vontikn votépnon. 'Eva moudi pe vontikn
VOTEPNON OV €Yl SYVOOTEL GTO QAGHO KIVOLVEDEL VO VITOCTEL EMANTTIKES KPIGELS.
Avtictolymg, éva modi pe emANyio otnV TPpOUN TOdtk NAtkio Kot yio v axpifeia, pe

Bpepiconc oraouovg Kivduvevel va avarntoéet avtiopd (Tuchman, 2017).

Ot Turk et al. (2009) cuykpivovtog madid 6To Acua e Kot yopic eminyio, dStomictocoy
OTL 1 HEYOADTEPT NAIKIO SIAYVEOONS TOV OVTICHOD EVOEXOUEVMG OoPeideTol otV Vmapén
EMUNTTIKOV KPIGEMV, 01 0Toieg Kévouv Tov avTicpd un opatd. Iépav avtod, vrdpyet Ko
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TO EVOEYOUEVO O AVTICUOG Vo avamthyOnke oto Toudi petayevéotepa. H opdda pe AAD eiye

HeYOADTEPT) O1APKELD OTTTIKNG EMOPNG GE cVYKPLoN UE TNV opdoa g AAD kou emAnyiag.

H ocvvvoonpomra AAD kot emAnyiog umopel va TPoKLTTEL O KOWVOUG TaBOA0YIKOVG
TAPAYOVTEG, OUMG LITAPYEL Kol M TepinTmon 1N entinyio va wpokaiécel PAGPeg mov Ba
kotoAn&ovv oe AAD (Liu et al., 2022 ; Strasser et al, 2018). H tavtoypovn eppdvion AAD
Kol emAnyioc kobiotovv 10 dTopo avikavo va  avtamokpldsl oTIC avayKec NG
KaOnuepvoTNTOG, OGOV QQOPA OTIC (QULOIKEC AEITOVPYieC TOL  Opyaviouol, OTNnV

KINTIKOTNTA, KOWOVIKOTNTO Kot cvurepipopd (Mannion & Leader, 2013).

AAAEG VELPOAOYIKEG KATAGTAGELS TEPAV TNG EMANYING TOL GLVOEOVTOL UE TOV OVTIGUO
elvar M eykepoMkn moapdAvon, mn HOKPOKEPUAiD, O VOPOKEPUAOS, Ol TMUKPOVIES, Ol
TOVOKEPAAOL KO Ol GLYYEVELG avopalieg Tov vevpikod cvotiuatog (Al-Beltagi, 2021 ;

Kielinen et al., 2004).

1.7.2 Awtapayég vvov

H vuytepiv apimvion, ot Atydtepeg dpeg vvov Kot ) kaBvuotépnon petdfoong amd to
GTAO0 TNG £YPNYOPONS OTO GTAOIO TOV VIVOL AOTEAOVV KATOLEG amd TIS cLuVNBEsTEPES
dwtapayég Vvov TV oV pe AAD. Eniong, éxet mapoatnpndel 6t cuyva duckoiedovrol
vo amokolunfodv Kot avTIGTEKOVIOL GTOV VIIVO UE OMOTEAECUO VO VOOTALOVV KATA TN

dwapketa tng nuépoag (Chen et al., 2021).

Yrdpyet pia apgidpoun oyéon HeToEL TV CLUTTOUATOV TG AAD Kol TOV dUTOPOYDV
vmvov. Ewdwotepa, ot datapayés aVTES EXOVV OPVNTIKO OVTIKTUTO GTO CUUITTMUOTO, AL
Ko ta cvpmtdpato otov vmvo (Chen et al., 2021). H kabnpepiviy Aertovpykdnrta eivot Evag
Topéag mov emnpedletot ota modwd e AAD kot TpofAnpato VTvov, 1 omoia He TN oepPd
™G emmpedlel v GLUTEPLPOPE, TN WAONGM, TN UVAUN KOl TIG YVOOTIKEG AELTOLPYIES.
Axoun, uropodv va mpokAnfodv «ovotapoayéc» otn cuvalcOnuotiky otafepotnto, Onwg

embeTikoTTa, o&vbupia k.a. (Chen et al., 2021).

O emumoracuds TV datapay®dv vvov ota dtopo pe AAD kvpaiveton nepinov oto 80%

(Al-Beltagi, 2021). H mo ocvyvf aitic TV S00poy®Vv avT®V 0T0 TOdld, £iTe TUTIKNAG
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avartuéng gite oto Paopa, gival 1 ovumeppopikn avmvio (Chen et al., 2021). 'Eva facikd
aito epedviong Tov dtatapaymv HITVOVL glval 1 dSLGAEITOVPYia 6T PUOLGT TNG LEAATOVIVIG.
Me Vv opoAn mopaymyn Ttov vevpodwPifactdv peAlatoviviy, cepotovivy kot Y-
apvoPBoutupikd 0&H eacpaliletor £voc 0OAOKANP®UEVOS KOKAOC HTTVOL KOl OTTOLOONTOTE
nwapepuPoln oty dadkacio avty pmopel va tpocsPailel v Asttovpyio tov (Devnani &
Hegde, 2015). Kdamowot &Alot mapdyovieg &ival To YOOTPEVIEPIKO TPOPANLOTO, Ol
EMUNTTIKEG KPIOELS, TO U1 TOLOTIKO TEPIPAALOV DTVOL, 1) VIVIKNY ATVOL0L KOl O1 TAPEVEPYELES
QOPUAK®V TOV YOPNYOUVIOL Yoo TNV Olayeipton ¢ ovuntopatoroyioc g AAD (Al-
Beltagi, 2021).

H Ogpancia tov dSwrapaydv Vmvov eivor opywd pHn  QOPUOKEVLTIKY, ONAoT|
CLUTEPLPOPIKN Kot av Oev empépel Betikd amoteAéopata, tote pmopel va yopnynOel
QOPUOKEVTIKN AY®YT, OTWS GLUTANPOMOTE peAotovivng. TELOC, Ol TPOTOTOM|GEL GTO
nepPdArov dmov Kotpdtat To Tandi, OTmG 1 S1aTHPNOT Hog KOANS Oeprokpaciog dopatiov

N M e&dheryn BopvPwv, etvar amoivtmg avaykaieg (Devnani & Hegde, 2015).

1.7.3 lIpofMjpata citiong

Agv vogital olokAnpmpévn avarntuén evog Todlod dixmg v oot oition tov (Adams,
2022). Ot drotapayE GiTIoNG GLVLTAPYOLY GE LEYOAO TOGOGTO [LE TOV OVTIGHO, PEPVOVTOGC
0 Tondl avVTIHETOTO pe TANODPA SVCKOAIDV, T.Y. VTOGITIGHO, KaBvoTEPNON AVATTLENG,

TPOPALOTO OTIV KOWOVIKOTNTO Kot YaUNAES emddoelg oto oyoieio (Leader et al., 2020).

Ta Bacikd counTOHATO TOV TOOIHOV 6TO PAGHO Le doTapayEg oitiong ivol N Tpoeikn
EMAEKTIKOTNTA, 1 LELWUEVT) TKAVOTNTO TOL ATOUOV VO GLTILETOL QVTOVOLLAL, 1) LEYOAN XPOVIKT|
OlapKeELDL GITIONG KOt TO UIKPO €DPOG TPOPAOV OV OEV TOLG TPOCPEPEL TIG OMOPOITITEG
Prrapiveg wor pétodlo (Adams, 2022 ; Leader et al, 2020). Opiopévec omd TIg
npoavapepbeioeg datapayés cvveyiCoviar oe OAn v modiky nikio, dpmg pmopet vo

empetvouv kaBOoAN v ddpkela g Long (Adams, 2022).

‘Eva Eeyoptotd yvopiopo ToV Towdidy autov etval 0Tt emAEYouV 10 Goyntod mov o
KOTAVOADOGOLV pe Bdor To ypdpa, Ty yedon kot v ven tov. Elvar yapoaktmpiotikd ot
TOVG OPECEL VO TPOVE YAVKEC 1| VYNAEC o€ AMmOG TPOPEG K €TOl, £(OLV TACT TPOG
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nayvoopkio. Ta mpoPAnpate otV KOWwoVIKOTNTO 7TOL TPoEpyovior amd v AAD
QTOTPETOVV TOL TOUSLYL OO TO VO TPMVE TOTOYPOVA e GAL dtopa otov idto ymdpo (Leader

et al., 2020).

Ortav ot khvikol a&lohoyohv 1 dievepyohv mapépupacn o€ Eva Toudi TPOSYOAKNG NAKing
pe AAD, moAléc popéc mapaPrénovy ta mpoPfAnuata oty cition. H fonbeia tov yovémv
OTNV OVTILETMOTION TOV datapay®v oitong sivan kaboprotiky). Opilovtoc katdAAniovg
otoYovg pe TV Ponbela Tov KMVIKOV, KAVOLUV duvath pio KOADTEPT KOl ACQOAECTEPT

oition o to wondi tovg (Adams, 2022).

1.7.4 Awtapayés copmeprpopdg

Eivar adopeiopfinmmm n ovvdeon peta&h auTIcHOD Kot SloTapaydV GUUTEPIPOPAS. Mia
dlTapay] 6TV CLUTEPLUPOPE UTOPEL Vo LNV AP VEL TOV ALTIGUO Vo £pBgtL oty empdvela.
H dwtapayn vt prnopet vo ekdnimbel oe dha ta teptPdArlovia 6OV GLVOVACTPEPETAL TO
oudi Kot 6 OAEG TG eKQAVoeLg TG kKabnuepvotntdg Tov. H advvapio Ekppacng tov tévov
KOl TNG EVOYANGCNG TOV TPOKLITEL A TNV YEVIKOTEPT OATOPYY] CTNV EMKOIVOVIO UTOPEL
vo odnynoet o ool pe AAD va ek@pdcoovv to TPOPANUA TOVG HECH OVAPULOGTMOV

ovumeprpopav (Casanova et al., 2020).

Ot x0Op1oL TOPAYoVTES KIVOUVOL Y10 TNV dNUovpyio S1aTapaydV COUTEPIPOPAS €ivon M
NAIKia, T0 VA0, N YAOGCGO, Ol YVOOTIKEG AEITOVPYIES, Ol TPOCUPUOGTIKES CUUTEPUPOPES KL
N Bapdra tov copntopdtov g AAD (Boonen et al., 2014). Ocov agpopd tov mapdyovta
nAio, vIapYoLV aviikpovoueva amoteAéopato epevvayv. Ot Matson et al. (2010)
dwmioctwoav 6Tl 1 CLYVOTNTO TOV TPOPANUATOV GTNV CLUTEPIPOPE PAVIKE VO TTOPUUEVEL
APETAPANTN G€ TOdOLE TPOGYOMKNG, OYOAMKNG Ko epnPikng nAkiag. Aviifétmg, o Kanne
& Mazurek (2011) Bprikav vyniotepo TOCOGTA EMOETIKNG GLUTEPIPOPAG GE TOUdLH
pkpotepng nakiog pe AAD. Eniong, 1o @OA0 mailet onpoavtikd poAo GTIC S10TOPayES AVTES.
Ye obykplon He Ta KOpitow, TO Oyoplo eR@aviCouv TEePIocOTEPH £EMTEPIKEVUEVA
TPOPALLATO GUUTEPLPOPAS. Y TTAPYOVY YOPAKTNPIOTIKA TV OISOV GTO PACLO TOL UTOPET
VO «TPOOMGOLV» TNV EUPAVICT] SLTUPOYDY CLUUTEPLPOPES LEALOVTIKE KOl ovTd €ivart TO
YOUNAO YVOOTIKO SUVOUIKO, 1 EAALEWYT] TPOGOPUOGTIKMY CUUTEPLPOPAOV Kol T0. GOPapov
Babuod cvuntopata g AAD. AVTIKPOVOUEVO ATOTEAEGLOTO EPEVVMV VITAPYOLV Kol Y10l
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™V YAD®GG0 TV Toudidv e AAD. Evd €xet Bpebet 6ti M YAWGGIKN Topaymyr| Kot Katavonon
GLVOEOVTOL APVNTIKA e TNV Otatapaypévn copmepipopd (Boonen et al., 2014), o1 Kanne &
Mazurek (2011) e€axpifocav 6TL dgv vAPYOLVV KOVA onueio pHetalh TG TPOPANUATIKNAG

GUUTEPLPOPAG KOl TOV OVGYEPEIDV GTI YADGGA.

Axoun, a&iler va avagepOei n eTidpOcT TG CLUTEPLPOPAS TOV YOVEDV OTEVOVTL GTO TTOOL.
Ot yoveig pe tov tpomo mov evepyodv €ivorl 1Kavoi vo TPOKAAEGOVY TOGO ECGMTEPIKEVUEVQL
000 Ko emtepikevpéva TPOPAAUATO SLUTEPLPOPAS ©T0 modl Tovg. Ilapadeiyuata
GUUTEPIPOPDV TMOV YOVEDV TOV KAVOLV TO TTodl Vo oTpapel 6GTOV €0VTO TOL lval EAEYYOG
o€ vrepPoikd Babuo kKo amdToun evariayn and ctopyn 6€ amopdakpvven. O avotnpog
€leyxoc, M omOTOUN EVOALOYT OMO GTOPYN OE OMOUAKPLVOT, M ONUoLPYio EVOYIKOV
cuvatsOnudtov kot 1 eldyom Oetikr] oAAnAienmiopoon pe To modl TOLS UmOPEL va
TPOKAAEGOVV TPOPANLATO CLUTEPIPOPAS TTOL VO £XOVV APVNTIKO OVTIKTLITO GTOV TTEPTYLPO.
Oumg, vtdpyovv Kot TpOTLTTO, YOVEWDV, TV OTOIMV 01 VITOGTNPIKTIKES EVEPYEIEG CLUPAAALOLY

Beticd ot S1apdpP®SN TS GVUTEPLPOPAS TV TodldV (Boonen et al., 2014).

1.8 Avtipetomion

To ka0 dropo pe AAD givar S10popeTikd amd To LVIOAOUT [E TIS OIKEG TOV LOVOOIKEG
wKavotteg Kou advvapies. H avtipetdmon yio mv AAD €yel enikevipo Tig avaykeg Tov
acBev] Kl EMOIOKEL £V KAAVTEPO LEALOV Yo TOV 1810 Kot TNV o1koyéveld Tov. Emonuaiveton
OTL T0. ApLaKe deV Ypnoomolovvtol o¢ Bepaneion g AAD avtig Kabavtig, 0ALL TV

ovvvoonpottov g (Styles et al, 2020).

1.8.1 Hpown MopépPaon

H Ipoym Hopéppaon (IIII) Tpoceépet 0péAN 6TV AmOKATAGTOOT Kot LeTEMELTOL (1) TOV
modov pe AAD. H e€nynon og avto divetatl omd v VEPOTAAGTIKOTNTA, KOTA TNV OToio
OMUOVPYOVVTOL VEEG VELPOVIKES GLVAYELS MG omoTéAeopa pudbnone. H péyiotn onpovpyia
VELPOVIK®OV GLVAYE®DV cuvteleital ta mpdta tpia ypoévia g (one. H T pumopet va
aflomomoel ovtd 10 YPoviKd Sldotnue £TCL OOTE VO OLOHOPP®OOVV  KaTdAANAES

ouuUTEPLPOPEG TOV Bal ETNPETOVY TO TOdl oTNV KalBnuepvdtTad Tov. H nlikio tov 12-18
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unvav yopaxktnpiletar og apketd kpioiun, kabdg tote yivovtor cuvnbmg avTinmTd To
ocvpmtopato g AAD TapoTt eivon O vapPKTd. AapPavovtog VoY Ta TaPUTAVE, sivol
emroktiko 1 I va epappoletal 660 To duVATOV TO YPNYOPQ KOL TTLO KOVTE GTNV TEPI000
EUOAVIONG TV TPOIU®V copntopdtov AAD. H kabvotépnon oy mapéupacn avaroyet
oe dvopevi] amoTteEAéoUATO OGOV APOPd TO VEVPMOVIKO OIKTLO Kol TNV GULUTEPLPOPA.
Emopévog, kaOe ypovikn otiyun mov yavetal propei vo amoderyel KatoAvTikn yio 1o mondi

(Towle et al., 2020).

H Eogappocpévn Avédivon Zvumnepipopds (EAY), n omoia ypnowonoteitar oty I,
Baciletor otV mopoyn KIvNTPOL HE GKOTO Vo eKUAEDOEL BETIKEC GLUTEPIPOPES Ko VoL
ehattdoel Tig apvntikég (Boyvdpovkog K.d., 2023). Méow avtg, To mandl pabaivet va giva
AVTOVOLO MG TTPOG TNV KAOMUEPIV] AELTOVPYIKOTNTA KOl GUVALLO GTOYEVOVTOL TO EAAEILLOTAL
0TI KOWOVIKEG OELOTNTEC, OTNV KOWVOVIKY] ETIKOVOVIO Kol Ol SATOpOYEG CUUTEPIPOPAS

(Kodak & Bergmann, 2020).

1.8.2 Aremotnpoviki opdaoa

H diemompovikn opdda eivar €vo xproio «epyaieion mov He T 6ot 0E10moinoen Tov
umopei vo, PEATIOGEL 0VGLAGTIKG TV oot T (ONG TOL Tadov oto edcua (Strunk et al.,
2017). H ovvepyooio TOAAGV Kol OQPOPETIKOV KAMVIKOV &ival Pooikn yioo v
olokAnpouévn Bepameic tov madwv pe AAD. Avtol ov emoyyelpotieg eivar o
TodoYVYITPOG, O TOOOVEVPOADYOS, O TOLdOUVATTLEOADYOS, O Aoyobepamevtic, O
QLGIKOOEPATEVTNG, O £pY0BePATEVTIG OTAV VILAPYOVV SLUTAPAYUEVESG KIVITIKESG dEEIOTNTEG,
0 OTPOPOAGYOG OTAV VLIAPYOLV dATAPOYEG GITIONG, O WYLYXOADYOG KOl O KOWMVIKOG
Lertovpyog (Zagepiov & Bapydun, 2021 ; Adams, 2022 ; Strunk et al., 2017). Znpoavtikod
poLo dwdpopotiler Kor M owoyévela, n omoia wposPépel v Ponbeld g péow TV

YVOCEDV GYETIKA LE TO TOSL XApn 6TV cvveyn aAinienidpaocn pali tov (Adams, 2022).

1.9 Ilpoyvoon

H npdyvaon dweéper avaroya pe ™ Papvmta g AAD. Ta NTo GUUTTOUOTO KOl O

HETPLOG TTPOG VYNAOG SEIKTNG VONLLOGUVIG EUVOOUV TNV EVKOAOTEPT £VTOEN TOV OTOLOV GTHV
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Kowovia. 'Etol, dropa pe avtd to otoryeio eivar tkavd vo avtareEA0ovy oTIg amatTiGELS
TV TAGIOV pE Ta omoia Ba £EpBovv og emapr], OTMG TO GYOAKO TANIGLO Kol apydTEPQ G
Con tovg 10 gpyactakd. Ta GTOHO OVTA GLYVA EKUETOAAEVOVTOL TTPOG OPEAOC TOLG TO
010UTEPAL YOPOKTNPLOTIKA GTI) GLUTEPIPOPE TOVG, OTMG EVOLOPEPOV Y10 OVTIKEILEVO KO
EMIHOVN TPOGKOAAN O™ GE poLTivEG. YTTAPYOLV OUMS Kot GATOO TTOL TAPOVSIALovV GoPapng
Bapdtnrag cvuntopata AAD, to omoic AOY® TV SVCKOM®DY TOVG OEV EMTLYYAVOLV VO
avamTOEOVY TIG OTOTOVUEVEG KOWMVIKEG OEEIOTNTEG UE OMOTEAEGUO VO TOPAUEVOLV

AmOoTAGIOTONUEVA 0o ToV TTEPiyvpod Tovg (Styles et al, 2020).
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Kepdioro 2°: Metaforkéc Awotapayés

2.1 Opropdg peraforiopov

H AéEn petafoMopog mpoépyetor amd to. EAANVIKG Kot onuaivel «aAloyr (Englert &
Rogers, 2016). Mg tov 6po avtd, TEPLYPAPOVTAL Ol YNIKEG OVTIOPAGEIS TOV EKTEAOVV T
KoTTapa tev (oviavav opyovicuov (DeBerardinis & Thompson, 2012). H kaAr katdotoon
TOV EMTPENEL GTOV OPYAVICUO VO dotnpel TNV opoldotact, ONAadn TNV ECMTEPIKY TOL
ooppomia aveEapnra anod ta eEntepikd epedicpata (Englert & Rogers, 2016). Ta kdttapa
avTAOOV gvépyeln amd Vv TpLpwc@opikn adevosivn (ATP) v va mpayuat®oovv Tig
avtidpdoelg kot Ta EVEupIa GUVEIGEEPOVY otV dtadikacia kavovtag teg tayvtepes (Nielsen,
2017). Mg dAha Adyro, 0 petafoMopds ival 1 LETATPOTN TOV BPETTIKAOV GLGTAUTIKOV, TOV
omoiwv 1 TpdsAnyn yivetal HEG® NG TPOPNS, GE YNUKA GTolXElo TOV B GLUUETACYKOVY
apyotePO otV cvvbeon pakpopopiov. Avtd eivarl 1 TPOTEIVN, ot VIATAVOpOKES, TO Aimn

Kot ta voukAegikd o&€a (Nielsen, 2017).

O petaforikég 0ot elvar Tpetg, pia ek TV omoiwv givat o avaforopog 6mov cuviedeiton
1N ovvBeon twv poakpopopiov. O koataforlcopdg etvar pia AN 006 6mov AapfPdvel xopo n
Oldomacn Hopiwv pe okomd TNV EKAVOT eVEPYELNG. Y TAPYEL KO Lo TpiTn 000G, 1) omoia pEpEL
Vv €0BVHVN Yo TV amopdkpvven PAABEPOV OVGIHV TOL TOPBEYOVTOL KOTA TIC TPONYOVUEVEG

depyacieg (DeBerardinis & Thompson, 2012).

2.2 Opropdg peTafoMKk®V StaTapayOv

O petaforikég dratapayég mpokaAovvToL amd EAAEYN EVEDLOV, TMV GLUTOPAYOVIMV TOV
n Pomukov petagopéwv. Ta mopamdveo £xovv ¢ eninmtwon v omovcio &vog
amopaitnTov Yoo TIG YMUKES avTopdoelg petafoMtn kot v mopaywyn emProfaov
otoyeiov Y tov opyaviopd (Marcdante & Kliegman, 2020). Ot petafoiikég drotapoyég
&yovv yevetikd vtoPabpo. H epepdvion tovg dev e€aptdran amd v nhkio kot pmopet va
ocvuPel oe omowoonmote otddo ™G Cong tov atodpov. [Mapovoidlovror pe moukiieg

eKONAmoelg kol mpocParrovy mepioadtepo to KNX e oyéon pe 1o vtdAouto opyaviKa
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ocvotiuata. H Bapimta t1ov cupntopdtov kopaivetal and ToAd Nrio ¢ ToAd GoPapn

(T'oyov & T'oyov, 2019 ; Zagepiov & Bapyidun, 2021).

O petaforikég dratapayég (0VV apvITIKY ETIOPACT GTO dEPUA, TO PLATL, TV Kopdld, TO
Nmap, TOV GTANVO, TOVG VEQPOVLS Kat To. 00TA. [Ipokaiovv mowida TpofAnuata, Y. oy,
nratopeyaiio, SVoUOPPIES, IKTEPO, UEWOUEVO PAPOg Kot datpopikés dvokoiiec. Omwg
avaeépOnke vopitepa, 1o KNZ ennpedletor wwaitepa. Ot datapayég Tov £xouv T Lopen
OTOGU®V, voToviag, vreptoviag N dvotoviag, atadiog, HLIKAG advvapiog, dTapoy®V
emmédov cuveidnong, AAD, vonTikig voTEPNONG Kot YuYIKOV ekdNAmdcemv. EmmpocHétmg,
pia xpovia, pn eEelocopevn eykeparomddeia pmopel vo amoteAéoetl To onpeio exkivnong

Yo TNV avevpeon piog petafoikng datapayns (Zagepiov & Bapyuaun, 2021).

H xaBvotepnpévn duyvoon pmopel vo odnynoet ce coPfopéc Kol pn OVOUGTPEYLES
ocvvéneleg yia to dtopo (Marcdante & Kliegman, 2020). H avtipetdnion twv HETAPOAIK®OV
dTapaydv £YKEITaL 6T AMyn £vOg TANPOLS 16TOPLKoD, otV evdeheyn e€étacn OAwV TV
OPYOVIK®OV GLUOTNUATOV KOl OTNV OEKTEPUIMON EPYASTNPLOKADV KOl OTEIKOVIGTIKOV

eetdocwv (Zagepiov & Bapywaun, 2021).

O xatnyopiec otic omoieg Owakpivovror eivar molvdpiOues, ®wotdco avtég mov Oa
avaAvBovv ce avtd 10 KeEPAAo gival ot &Ng: dratapoyés petafolood TV apvosémy,
Swtapayés petafoiiopod TV voatavOpdkwv, dTopayES HETAPOAICHOD TV MOV,
datapoayEs HETAPOMGHOD EVEPYELNS, OLTAPAYXES LETOPOAIGLOD TOV OPYOVIKOV 0EEMV Kot

BAevVOTOALGOKYAPLODGELC.

2.3 Awtapayég petaforiopod apvosimv

2.3.1 ®oavorkeTovovpia

H gawvviketovovpia (PKU) givor po avtocopkny vroiewmopevn dwatapayr. To koplo
aitid g eivor 1 avendpkela Tov evEOUOL VOPOELAAGT TNG PAVLAOANVIVIG, TO OTTOl0 EYEL
MG OKOTO TNV UETUTPOTY TNG avvraiaviving oe Tupocivn. ‘Exet emimoracud 1 ota 10.000
dropa (Lissauer & Clayden, 2012 ; Marcdante & Kliegman, 2020).
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Av kot 0tav yevviouvtat, to toudid pe PKU dev dtapépovv amd to Tumikig ovamtuéng,
apovctalovy avortuélokn kabvoTépnon KaTtd TNV JEPKED TOL TPMTOV ETOVG YWPIg
gykoupn ko KatdAAnAn Bepaneio (Lissauer & Clayden, 2012 ; Marcdante & Kliegman,
2020). H PKU pmopet va givon cvyvotepn oto EavOd modd pe yoroava pdto. To
mpooPefAnuéva Toudid epeaviCovv Ek{eNa, CTOGUOVG KOl LK YOUPOKTIPLOTIKN LUP®OILY TOV
napoméunel o povyAa. ‘Eva mAeovéknuo TV Toddv autdv givar 0Tt givatl duvatdv vo
avyyvevtobv pECm Tov €Bvikoh veoyvikolh aviyvevtikov mpoypaupotog (test Guthrie).
Yuviotdtal vo akoAovOeitor pio dtotpoen HEIOUEVT G EMImEdA PUVVAXAOVIVIG TOGO OGO
VO TOPAPEVEL ETAPKNG £TCL OGTE Vo OlmAGOeTon ot OAOTAELPN avATTTLEN. AKOUN, elvan
amopoitnTo To EMIMESO OIVOAOAOVIVIIG TAACUOTOG VO, EAEYYOVTOL OV TOKTO YPOVIKE

dwotpota (Lissauer & Clayden, 2012).

Téhog, avapépeton 1 untpikn PKU mov givon emkivovvn yia to mondi, kabmg pmopel va
TpoKkaAécel eUPpuikég eykepalkés PAAPeg, ovyyevn kapdiomdbelon N pKpokePoiio

(Marcdante & Kliegman, 2020).

2.3.2 OpoxkveTivovpia

H opoxvotvovpia elvar pior ovtocopikny vmoAeuwoduevn owatapoyn. Oeeidetor o€
avemdpkeln g B-ovvOetdong g Kvotabsiovivng, | oroia eivar éva €viupo vevbuvvo Yo
TNV HETATPOTN TNG OHOKLOTEIVNG o€ Kuoteivn. H opokvoteivn eivon éva evotdpeco tpoiov
¢ pebetovivng mov katohryel oty onuovpyio kKvoteivng. H éddenyn g B-ocvvBetdong
Mg KLoTafEoVIivG £XEL GOV ATOTEAEGLO T GCLGGMPEVCT| OLOKVGTEIVIG GTO OipLeL TOL EYEL
¢ 01€E0d0 ta ovpa. Mo GAAN eminTmon g EAAElYNG VTG Elvat 1 LENUEVT] LETATPOTY
NG OHOKLOTEIVIG o€ pebelovivn, n onoia cucowpedeTal Kt aVTY| 6T0 aipa. Eyxel emmolacpo

1 ota 200.000 mouord (Marcdante & Kliegman, 2020).
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Methionine
(1)

S-Adenosylmethionine

(2 :
Methylene Betaine
tetrahydrofolate (7)
(6) S-Adenosylhomocysteine
(3)

Homocysteine
(4)

Cystathionine

(5)

Cysteine + serine

Ewova 2.3.2: Metofoliopog pebetovivng kot opokvoteivng (Marcdante & Kliegman,

2020)

» X710 (4) n B-ovvBetdon g KuoTabslovivng.

Evdeitikd copntopata g dtatapoyns ivor ta Aemtd Kot pokpld 06y tuAa, o Tpoeéymv
Oopakag, N okoriwon kot 1 paPoyovia, To omoio aviKOLY 6TO GKEAETIKO GGt M
dlaTtapoyn TOL OTMTIKOV GLOTHHOTOG £lvol M petaxivnon g Béong (extomio) TOv PEAKOV.
Kémow axoépn cvuntodpota eivor n avemopkng 0péyn, n avantvélokn kabvotépnon, M
TPOOJEVTIKT OVATTUEN LOONGLOKOV OLGKOAIDV, Ol YLXTPIKES VOGOl KOl Ol GTAGHOL.
Eniong, vrdpyet vynio mocootd kivovvou yia BpopPoepfoin (Lissauer & Clayden, 2012 ;
Marcdante & Kliegman, 2020). Iepimov t0 50% oV acbevov emweeleitor and v
TPOSANYN ToL GLVEVLDLOL TVLPOEIVNG. AV 1) TVPLOOETIVN dev €xet TV emBounty dpdon, ot
acOeveic akolovBovv diaita yaunAn o mocdTnTo LEBEIOVIVIG, [LE GUUTANPOUATO KVGTEIVNG
Kol pe mpocOnkn tov mapdayovta emavuebviioong Petaivn (Lissauer & Clayden, 2012).
Opiopévol omd avtovg Toug acbeveic Bonbovvtoat amd tnv yoprynon Bi2 kot puAAikov 0&€og

(Marcdante & Kliegman, 2020).

2.3.3 Tvpocivarpia
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H tvpocwvopio tomov I givarl pior omévia avtoc®UATIKY VTOAEWOUEVT dloTapay] TOL
TPOKOAELTAL OTO OVETAPKELX TG LOPOLASTG TOL aKETOEIKOD PovPLAIoL. H cucompevon
To&IK®V petafoMTmv 0dnyel o Nratikn avendpkela kot fAdPec ota veppikd coinvapio. H
Bepaneio mov ypnopomoteiton eivon n vitiowvovn (NTBC), pia ovsio mov mapepumodilel tnv
Aettovpyia evog evOOOL amapaitnTov Yo Tov Kataoicud g tupocivng. Extog and avtd,
umopet va. eavet yproyun 1 dlouta pe YoOUNAN TOGOTNTO TVPOGIVIG Kot GOVOAOANVIVIG

(Lissauer & Clayden, 2012).

H topoowarpia I givarl o anedntik) koatdotaon yo v {on tov modod (Lissauer &
Clayden, 2012). Ot tvpoocwvarpieg tomov I kat 111 givor emiong ovTocmUIKES VTOAETONEVES
dwTapayég He v opopd 0Tt dev €yovv Vv avtiotoyn embetikn mopeia. H tomov 11
opeileton o avemdpkela Tov viOIOL apvoTpavePepdon Tupocivie. H cvuntopoatoroyio
™G meplopPdvel moAopoio Kol TEALOTION0 VTEPKEPATOON, KEPATITION KAl OVOTTLEIOKY|
kabvotépnon (Marcdante & Kliegman, 2020 ; Russo et al., 2001). O tomog 111 amodideton
o€ ovemapkel g 4-vopoLLEAIVLAOTVPOVPIKTG dlo&VuyevaonS. YTApYOLV VELPOAOYIK(L
CUUTMTAOUATO KOl VONTIKY OVETAPKELN, YOPIc OUmg va. vdpyel oTafepr] KAVIKY €KOVA

(Rietschi et al., 2000).

2.3.4 N6oog oopi)g 00p®V dikNV G1POTLOV GPEVOANOV

H vbécog ooung ovpov olknv oipomiod cepevoauov (MSUD) eivor pior ovtoocopuxn
VTOAEWTOUEVT] dlaTapOyn TOV OPEIAETAL GE avemdpkeLd TG amokapPoSvAdong, | omoia eivan
vevBuvn yoo Tov petafoilopd tov apvoéémv Agvkivn, tsolevkivn kot Poaiivn. ‘Exet

cvyvomrta 1/250.000 otov yevikd mAnBuoud (Marcdante & Kliegman, 2020).

H ovuntopatoroyio kével v eueavion g HEGO GTOV TPAOTO Hva apov yevvnOel 1o
nodi. To mpwtedov yapaktnprotikd eivar n coPapn kotactoAr] tov KNX mapdAinia e
evaALayég HETaED vmotoviag Kot vrepToviag, omcfdTovo Kot GmOCHOVS, VO KAmoo
devtepevovta givor n eAMmng Opéyn, ot Epetot ko 1 toyeio avamvon. Eivatl mbovo to ovpa

va popilovv oipdmt opevoduov (Marcdante & Kliegman, 2020).

Ot gpyaotnplokés eEETACELG QOVEPMVOLVY TNV VTOPEN VIOYAVKOUIOG Kot PETOPOAMKNG
o&émong pe avénuévo yaopo avioviov. H mapoatipnon vyniov mococt®v TG AEVKIvIG
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TAACUOTOS e YOUNAOTEPO TOGOoTA avénong g wwoPaiivng kot tng Paiivng kot M
aVEVPEST TEPLOCEVOVUEVNG OAAOTGOAEVKIVIG 6TO TAGG LA KaBopilovy TNV TEMKT d1dyvmon).
H dwtpogn mhovoia og Oeppideg kot mpmTeiveg e eAaTTOUEVN TOGOTNTA AgvKivng eivat
peilovog onupacioc. H petapdoyevon nMmatog omotedel emiong pio Adon yuoo v

avtipetonion g MSUD (Marcdante & Kliegman, 2020).

2.3.5 Awrapayés amofoic appoviag

H mpwteivn mov vdpyel otov opyaviopd pog Saomdtol o apivoséa Kol 6T GUVEXELD,
and avtd to apvoséa umopel va oynuatiotel Eové mpwteivn (Schutz, 2011). And ™
OlIoTAoN TOV TPOTEIVOV TTapdyetol mocdTTe appmviag tov vrepPaivel 1o Kavovikd. H
appovie omofdAietor amd T0 cOUA HEGH TOV KOKAOL NG ovpiag, KOTG TOV Omoio
petatpénetol oe ovpio oto Hmop (Matsumoto et al., 2019). Tov kOKAO GLYKPOTOLV, HETAED
AoV mpoteivov, mévie évivpa: KapPapobropwopopikn cuvBetdon (CPS) I, apywvaon
(ARQG), apywvivocovkivikn cuvBetdon (ASS), apywivocovkivikn Avdon (ASL) kot opviBivn
g TpavokapPBapvrdong (OTC) (Morris Jr, 2002). Ot avendpkeleg ota teEAgLTAIN 5V0, TOV
omoiwv kot Oa yivel | meprypan, Bempodvtot amd TIG O KOWEG OTIV AUEPIKT Kot £XOVV

ovvh0og kaxn Tpdyvoon (Marcdante & Kliegman, 2020).

Arginine

5
>— Arginosuccinate

Fumarate

SPAN J-

Ewova 2.3.5: O kdxrog ¢ ovpiog (Marcdante & Kliegman, 2020)
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Ortav datopdocsetot 0vTOG 0 KUKAOG, TO GTOUO OMOKTH VITEPOUUMVIOLIO. ZOUTTOUATO
0TS TNG KATAGTAONG ivar 1| TaBOAOYIKT GTACT COUATOC AOY® VELPOLOYIKAOV OUTIMDV, TO
Kopo, M euedvion Anboapyov, oavopefiog, epetod, VREPOEPIGUOV (] VTOOEPIGLOV),
VIOOEPLOG, ETANTTIKOV KPIGEWV Kot 1) dnpovpyio eyke@aiikov owdnuatog (Matsumoto et
al., 2019). IMapoéio mov éxer mapatnpnbel 611 0 KOKAOG NG ovplog oyetileTon e
KAnpovopkéc avendpkeleg eviouwyv, 1o screening test 6to omoio vrofdiiovial To VEOYVA

dev gvdeikvoutal yia TNV avevpeot Tov dtotapaymv e (Marcdante & Kliegman, 2020).

H avendpkeio g OTC ocvvdéetar pe puiocHvoetn KAnpovokdtnta Kot dnpovpyeitol
Ao oA OVIIKATAGTOGT] TOV VOUKAEOTIOOV £mG Kot OAOKAN PN amarotpn Tov yovidiov. Ot
dppevec amdyovol £xovv meplocdtepeg mBavoTNTEG VoL TPOosPANBoHV amd Tt dratapayn Adym
ToV YovoTLTTOV TOVG (XY). Me dALa AdOYLa, EPOGOV 1 UNTEPQ PEPEL TO VITOAEUTOLEVO YOVID10,
avtd Ba KAnpovounbei 610 aydpl. XTov QOIVOTLTTO TOV AYOPIDV TOPATNPEITAL TAVTEANG
aopavelr Tov gviopov OTC. Ot yevvnoelg ayopudv Tov £X0VV KANPOVOUNGEL QVTOV TOV
nwapdyovta Oa katoAnEovv cuvinlwg oe Bdvato katd ™ veoyvikn mepiodo amd KMUo M
eykepaiomdOela. X1ig ONAelg amoydvoug N dwatapoyn eReoviCeTon pe d1POopETIKO TPOTO.
Xapn otov yovotumo tovg (XX) kot oty adpavoroinon tov X, ta kopitsia Ba givor amAng
@opeig Tov TaBoroykov yovidiov. Ta meptocoTEpO KOpiTGLa TEIVOLV VO £XOVV PLGLOALOYIKO
QOVOTLTIO. XTIG TEPIMTMOGELS TOL ALTO deV oYVEL, To Evlupo OTC dev adpavomoteitat, aALd
vroAettovpyel. H gppdvion tov copntopdtov propel va tpayuatonombel oe orotadnmote
otiyun g Long toug. Avtd mepthapfdavovv guetovg, ANbapyo, omacpovs, avarTLEIKN
KaBLGTEPN O, YUYDGELS 1) EXELGOJO GVYYVOTNG KO LEWOUEVT TPOSANYT TpwTeivav. Eivoal
TOPOdIKA Kot £yovv TNV Tdon vo emavepeaviCovtal. Ta epyaotnplokd gvprjuata otnv
avendpkelo OTC vrodevoouy YounAEg TIES KITPOLAIVIG Kot apyvivng pe avefacuévn tnv

aAavivn, To YAOLTOUVIKO Kot To 0poTikd 0&0 (Marcdante & Kliegman, 2020).

H avendpkeio ASL éxer avtocopikd vroiemdpevo yopaxtipa. Ipaypotonouwvrag to
veoyviko screening test, yivovtor @ovepd to ovénuévo emimedo KITPOLAIvING, oAAL M
emPePaioon Epyxetor pe po eE€taon ovpwv, N omoio Bo deifel VYMAEG GUYKEVTPADGELS

apywivosoukivikov o&€og (Marcdante & Kliegman, 2020).

Alorto yopnAn o€ TpoTEIveg KPIVETOL AIOPOITNTN Y10 TNV OVTILETAOTIOT TOV OOTAPOYDV

Tov KOKAOL NG ovpiag. TIpocoyn mpémel va divetan o6TIC TOCOTNTES, £TCL MOTE VO UNV
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VOTEPOVV KOl TEAIKA TOPEUTOSIGOVV TNV GVUVOEST TPOTEIVOV. XTO ATOLO YiveTan EVvOoQAEPLa
xopnynomn YAukoing e GKOmoO VO GTOUATHCOVV VO SOCTAOVTIOL Ol EVOOYEVELG TPMOTEIVEG.
Otav n opupovie Ppioketor o€ PEYOAN OCLYKEVIP®ON, €VOEIKVLTOL dlUOddAvo N
apodmOnon yua v amoPoir . To 1010 epappdletor kot 6TV TEPITTOOTN TOV OEV LILAPYEL
avtandkpion otn Oepaneio. Otav n apywvivn dev cvvtifetal cmotd dnovpyel TpOPAN L
otov KOKAO TG ovpiag. 'Etot, yopnyeitoaw apywvivn 1 KitpovAivn pe v mpodmoddeon va
vhpyer apywaon. H ovveyne Ayn  eoawvvrofovtuptkod 0EE0G KOTOGTEAAEL TNV
GLOOMPELGT appOViag. Mia eATd0POpa EkPaoT, Kupimg Yia Ta Appeva Todld pe cofapn

averapkelon OTC, eivar ) petapdoyevon Nratog (Marcdante & Kliegman, 2020).

2.4 Awotapayés petafoiropov voatavlpikwy

2.4.1 T'ohaxtolopia,

H yoloktoloyior eivor pio avtocoUK] VROAEWmOUEVT dtoTopoyy TOv OPeileTol og
avendpkelo Tov VOOV TpavopePAcN NG 1-eoc@opikng ovptdvro Yorlaktolng, Tov omoiov

0 porog stvan va petaforilet v yolaktoln (Lissauer & Clayden, 2012).

O éuetot, n oition o€ pun wovoromtikd Pabuo, o iktepog, N NTATOUEYOATN KoL 1 NTOTIKN
AVETAPKELN ETAKOAOVOOVV TNG KATAVAA®ONS TPoPdV pe Aaktdln. EEattiag avtol, tétoteg
TPOPES, OMMG TO UNTPIKO YAAL 1 1 BPEPIKN POPLOVAN, CLVICTAOVTIOL VO ooPevyovtal. H
otourta eAevBepng AakTdlng Kot yolaktolng ivor 100VIKNY Y10 TNV CLYKEKPILEVT O1ATOPOLYT].
EmBdrietor va toviotel n avoykoadtnto g Oepomeiog, E0GAAMG 0 KaTappaKTNg, N ¥POVIa
nratonmddeia Kot 1 avantuélakn kabvotépnon eavialovy éva BEPato cevaplo Yo To Todi.
2uv 101G GALOLG, aVOUEVOVTOL VO ELGAVIGTOVY coPapéc pabnotakés duokoisg (Lissauer &

Clayden, 2012).

2.4.2 Noonpato gvané0eong YAvKoyovou

O dwrtapoayés evamdbeong yAvKoyovov 1 OAAIDG YAVKOYOVIAGELS GLVOEOVTOL GTNV

TAEWOVOTNTA TOLG HE OVTOCMUIKT LTOAEWOUEVN KANpovopkotnta. Baocwn oitio tov
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dwTapaydv awtdv givor PAaPeg oe Evlupa mov cuvlEtovy YAukoln and to yAvkoyovo. Qg
€K TOVTOL, VIAPYEL GLGCMOPEVCT] TOL YALKOYOVOVL GTO Nmap Kot tovg pug (Lissauer &
Clayden, 2012). To fmap xoatéyel KEVIPIKO pOAO oIV PpUOGT TOV EMITEIOL TG YALVKOLNG
oto oipo, kobdc 10 YAvkoyovo mov Ppioketon ekel €lval M amobnkevpévn popen g
YAvkOINng. Akoun, ot pieg S1ELKOAVVOVTOL OO TNV TAPOLGIO TOV YAVKOYOVOL OGOV apopd
010 avaepoplo £pyo toug. H tvoovrivn mupodotel Ty GuGcOPELOT TOL YAVKOYOVOL, EVA M)

emvePpivn 1 N YAvkaydvn v amodounot tov o€ YAvkoln (Marcdante & Kliegman, 2020).

O1 Marcdante & Kliegman (2020) katnyoptomotodv Tig YAVKOYOVIAGELS ™G 0KOAOLO®C:

1. Noonpata mov PAanToLV KLpiwg To Hmap Kot exnpedlovv aueca T YAvkOLn Tov
aipatog (tomor I, VI ko VII)

2. Noonpata mov PAATTOVY KLPins TOLg PG Kot ennpedlovv tnv avaepdfia Asttovpyio
(tomot V kan VII)

3. Noonpata mov gival cuvoVAGHOS TV TPOTYOLUEV®V dV0 Katnyopldv (tumog I1T)

4. Noonpato mov PAdmTovv SAPOPOLS 10TOVS, OALL dev emnpedlovv Aueco v

yYAvkoln aipotog 1 v avaepoPia Aettovpyia (tomor I ko IV)

[Mopakdto avarvovtor ot tpelg tpwtot Tomot. O tomog I 1 ) vocog von Gierke dtakpivetan
o¢g 6o votumovg (Ia kot IP). O Ta dnpovpyeiton and avendpreia yYAvkolnc-6-pwceatdong
kot o If omd avemdpkelwn otov petagopéa S YAvkoInc-6-pwoeopiknig. Kowd
YOPOKTNPIOTIKG Kol TOV 000 VIOTLIOV AmOTEAOVV 1 avamtuélokn Kabvotépnon, 1
vroyAvkoupio, M nrotopeyoAio, 1 OWOYK®OON TGOV VEQPAOV, 1 VIEPAITIOOA, T
vrepovpyopio kot n yoraktikny oévaipia (Chou et al., 2002). Kdmroleg axopa emmAokég
oV avoaeépovtal €ival 1 avATTLEN NTOTIKOV OOEVOUAT®OV Kol KOPOLOYYEWKNS VOGOV
(Lissauer & Clayden, 2012). H didyvmon emPefoidveror Tapatnpovtag ovENUEVES TYLESG
TPLYAVKEPISI®V, OVPIKOD Kot YOAAKTIKOV 0E£0G 010 aipa (Marcdante & Kliegman, 2020). H
dwmpnon g YAukolng tov aipatog oe €va KOAO €minedo GLUVIGTA TOV GTOYO Yo TNV
Bepaneio TV datapoydv amobnkevong yAvkoyovov. Xtov tomo I, autd emtvyydveton pe
GLYVI ANYN TPOPNS 1 XOPNYNON LOATAVOPAK®V HEG® PIVOYOUCSTPIKOD COANVO GTO TPMOTO
éva, pe 000 ypovia Long Tov mTadov. Xe modld peyalvTepNG NAMKiog tpoteiveTon 1 ANym
apOAoV, OGTOGO e KAMOEG MEPWTMOELS cuveyileTal M ¥PNOTM PLVOYOSTPIKOD GMOANVA

(Lissauer & Clayden, 2012 ; Marcdante & Kliegman, 2020).

28



O 1omoc I } n voocog Pompe o@eihetan 6e avemdpkeld TG AVGOCOUIKNG 0-YAVKOGLOAoNG
(Lissauer & Clayden, 2012). H vocog Pompe pe évapén oty Bpeeikn niio (tptv and tnv
nAikio Tov 12 unvav pe pookapdlonddeia) cuvibme eKONADVETAL GTOVE TECCEPLS UVES
Conc pe vmotovia, YEVIKELUEVT] HLIKN advvapio, dLoKOAMeG oitiong, eAMmn avdamtuln,
dvokoAio otV avamvon Kot vreptpo@ikn pvokapdonddeia (Leslie & Bailey, 2017). H
Oepamneia eviupukng vrokatdotaong evosikvotot yio v avtipetonion (Lissauer & Clayden,
2012). O 8davatog emépyetal To apyodTEPO GTNV NAKIO TV 2 ETOV OTAV OEV TPALYLATOTOLEITOL
evluopukn Oepameia. H dyyn évapén mg vocov cuvodedeton amd puikn advvopio Kot

OVOTTVEVOTIKY QVETAPKELN Y®Pig va TpocPdAletar ) kopdid (Leslie & Bailey, 2017).

O tonog III M m vocog Cori mpokvmtel and avemdpkel Tov eviopov opro-1,6-
vhvkooddon (Lissauer & Clayden, 2012). O tomog Illa ennpedletl kuping To Nmap Kot Tovg
pug, evo o P xuping to Nrap (Kishnani et al., 2010). H copntopatoroyio meptiapfavet
nratopeyoio, vwoyAvkaipio, kabvotépnon g avantuéng kot pvorddeia. Ilpoteivetat va
akolovBeitar daTpoPr] VYNAN € TPWTEIVES, N Omoie. ATOCKOTEL TNV ATOPLY TV 6VO

tehevtaiov cvpntopdtov (Lissauer & Clayden, 2012).

EAattwpatikéd ‘Opyavo nou Mukoybvo oto 6pyavo Khvika
Tomog évlupo npoofalierat nou npoofalietat XapaktnploTika
| Dwoparaon g ‘Hnap kat AuEnuévn moodrnra, Aloykwuévo fnap: aduvapla avantuéng:
NOXOX VON GIERKE 6-QPWOPOPIKNAG vegppol kavovikn dour NoAL ooBapr unoyAukaipla, KETwon,
YAuk6Ing unepoupikaipia, unephimdapia
] a-1,4-Nvukolitdon OAata MoAb avénuévn O1 aoBeveig neBalvouv ouvriBwg mpiv
NOXOY POMPE (Auooowpatikr) 6pyava TOOATNTA, KAVOVIKY KAeloouv 800 £t {wrig, and
Sopry KapSIoavanveuoTIKY| aveNdpkela.
1] 1,6-TAuko{itéon Moeg kat Auénuévn moodtnTa, ‘Onwc n tomou |, pe nméTepn GpwWe
NOZOZ CORI (évlupo nnap HIKPEG EEWTEPIKEC eEENEN
anodiakhadwong) Slakhadwoelg
" ‘Evlupo Sakhadwong ‘Hnap kat Kavovikr noootnra, Zradiakn kippwon Touv Anatog: n npokv-
NOXOX ANDERSEN (a-1,4 —> «-1,6) on\fvag TIOAU EMPNKEIG TToVoa NATIK avendpkeia npokalel
eEWTEPIKES Tov Bavaro ouvrBwe npiv ané v
Slakhadwoelg nAia Twv 800 1wy
Vv Dwopopuldon Muogg EAappu avénpévn MNeplopiopévn Suvardtnta yia évrovn
NOZOX McARDLE TOU YAUKOYOVOU TOoOTNTA, KAVOVIKN Aaoknon, Adyw ENWOLVWV LUIKWV
Soun ouondoewv. Kata ta d\ha, ot aoBevelg
givat puolohoyikoi kat n avamruér Toug
KavoviKr.
Vi DwopopuAaon ‘Hnap Auvgnuévn moootnta Onwe Kat n TOnou |, UE NMOTEPN OUWS
NOXOX HERS TOU YAUKOYSVOU nopéela
vil Quwogogppouktokivon  Mieg Auv€nuévn noodrnta, ‘Onwg kat n tonov V
kavovikn doun
Vil Kivaon tng Hnap Auv€npévn noodtnra, Mikpri¢ éktaong Sidykwon tov Anarog:
PWOPOPULAAONG Kavovikr) Sour fima vnoyAukaipia

Inusiwon: Ot tonot | £we VIl kAnpovopouvtal we avtoowpatikol unoemopsvor. O tomog VIl ivat pulooivbetog.

Ewova 2.4.2: Tomor ylvkoyovidoewv amod [ éog VIII (Berg et al., 2017)
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Yndpyer o tomog IX otov omoio Ba yiver avagopd oto 3° kepdioto. Oesideton og
QVETAPKEL TNG KIVAONG TS POCOOPLAGCNG TTOL OMOTEAEITAL OO TEGGEPLS VITOUOVADES: 0,
B, v ko 8. Ta yovidore PHKA2, PHKB ka1t PHKG2 k®wdikonolovv T1g vropovadeg a, B kot y
avtiototya. Ot vrotumol [Xa ko IXy emnpedlovv to nmap, o IXP kat o frap Kot Toug pog,
evd 0 IXd pévo toug poc. O [Xa eivar 0 mo ko1vdg VIOTVTTOG, GVVOLETAL PUE PLAOGVVIETN
KAnpovopukotto Ko €xel v nmdtepn mopeic. To copmtdpatd tov mepthapfdvovy
avantuélokn Kabvotépnor, nratoueyoiio, vwoyAvKopio, KET®OT, ovENUEVE MTOTIKA
évlvpa. Emiong, pumopet va vdpyetr vmeptprylvkepdoio Ko vrepyoinoteporopio. To
ocvuntopato tov IXP eivor mapdpota, aArd KAnpovopeitol Pe AVTOCOUIKO VTOAETOUEVO
tpomo. O [Xy Kinpovopeitar Onmg o IXP ko epeaviCel ta wo cofapd countdpata (NTaTikn
tvoon kot kippwon tov Nratog). H petapdoyevon fmotog propel va kataotel cotiplo yio
10 dtopo. O evlocvvdetog IX6 efvar oAV omdviog Kot mpokael pvikd npofinqpato. H
QVTILETOMION TEPAApPaveL dlouta TAoVG1I0 08 TPMTEIVESG Kot aOVOeTOVG VOUTAVOpPaKeES. [0
TNV OTOPLYT VITOYAVKOUIOS, CLVICTOVTOL UIKPA KOl GLYVE YELLATO GE GLVOVAGUO LE ANYN
dymrov apdiov KohapmoktoV. H mapatetapévn vnoteia kot 1 évrovn doknon mpémet vo

armoegvyovtor (National Organization for Rare Disorders, 2017).

‘Evag €éheyyoc DNA pupmopel va e&okpipooet edv voiotator dwatapoyn evamdbeong
YALKOYOVOUL Kot £TG1 TO ATOMO va. Unv xpetoctel va vroPAndel oe Proyio podg Kot ratod.
Otav avtd dev etvar duvato, N dSidyveoon yivetar HEco eVEDUIKOV HETPNCEMY GTOV 1GTO TOV

opyavov mov £yt vwootel PAAPN (Marcdante & Kliegman, 2020).

2.5 Awtapayés petafoiropodv Mmov

2.5.1 Awurapayés oeidmong TOV MTapOV 0EEMV

H vdporvon tov tprydvkepidiov kot 0 katafoAlopdg Tov Altovg 0dnyoldv ot onpovpyio
tov Mmopdv o&éwv (Marcdante & Kliegman, 2020). H B-o&eidwon tov AMmapdv o&éwv
TPOPOOOTEL TNV YEVEST KETOV(MV, Ol OTMOIEC AELTOVPYOVV ¢ TNy €VépPYeEwg OTOV TO
yAvkoyovo eEoviAnbel amd pla mopatetapévn vnoteio 1 mepiodo Omov  amorteiton
peyorvtepn evépyeto (Merritt 2nd & Chang, 2019). Ot dwatapayés f-o&eidmong tov Mmopndv

0&EmV KANPOVOLOVVTAL LE OVTOGMOUIKO LIToAETOpEVO TpdTo (Vishwanath, 2016).
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O katafoMopog TV Mmopdv o&émv yivetot pécm g B- 0&eidmong 6oL amopaKpHLVOVTOL
000 GvOpokeg kdbe @opd. Avtd MOV TPOKVATEL OO TNV OVTIIOPACT €lval TO OKETLAO-
ouvévlopo A (CoA). Ot katadbteg g avtidopaong givol ta mapakdtom Evioua: aKETLAO-
CoA agudopoyovaon Bpayeiag orvoidag (SCAD), aketvio-CoA agudpoyovdon péomng
arvcidag (MCAD), vopo&vakvro-CoA aguopoyovaon poxkpds aivcidag (LCHAD) kot
aketvAo-CoA apudpoyovacn moAd pakpdg aiveidoc (VLCAD) (Marcdante & Kliegman,
2020).

H xdwvun ewova g avendpreiag SCAD oyetileton pe avamtvélokn kabvotépnon,
vrotovia, eminyia, dtotapayss cvumeprpopds Kot vroyAvkoio. To wodl Bo avartdéet
VT TO CLUTTOUATO OO TOAD Vopic oty (o1 Tov. Meydho TOGOGTO TOV TOUOIOV TOV

£YOVV S10yVOOTEL [LE TNV avOQEPOLEVT OVETAPKELD £ivatl acvurtopotikd (van Maldegem et
al., 2010).

H avendpxeia ng MCAD givon 1 o ouyvr| petafoiikn dwatapoyn g B-o&eidmong tov
Mroapov o&€wv. [Tapatnpeitor VTOKETMTIKY LITOYAVKOIO KO Ul VOGOG TOPOLOLNL LLE TO
ouvdpopo Reye pe vmoyAvkoypuio kot avénuévo nmotwkd éviopa. Topatnpeitor emiong
MT®OMG dONoN TOL NTOTOG KOl EXAVEUPAVICT) T®V cvuntopdtov. H avemdpkeio tov
MCAD o¢ Bpéon éxet ovuvdebel pe 1o chvopopo tov arpvidlov Ppepikov Bavdtov mov
mhavov opeiletor oe vroyAvkopio. H Oepameion mepthapfdaver amoguyn vnoteiog ko
KOTOVAA®GON YELHATOV DYNAOTEP®V GE Beppideg OTaV TO TOdl £XEL TLPETO 1) KATOLO AALO
petaforikd otpeg. Avaykaio eKTiLdTon 1 eVOoPAEPLa Tapoyn 0e&Tpding dtav To mondi Khvet
gpetovg. Xty avendpkeioe MCAD, n Aqyn tpryAvkepdiov péong aAvcidag avtevoeixvotol
(Marcdante & Kliegman, 2020).

H avendpxeia LCHAD mopoatnpeiton kotd ) Bpe@ikn nMkio (e VTOYAVKAIUIKO KOO,
NTATIKY OTEATOON Kot OavemdpKew Kopvitivng. EmmAéov, vmapyer pookapdionddeta,
papoopvorvon, eprpepikn vevpomdbeia kot opeipinotposidonddeia (Tyni & Pihko, 1999).
H xopdoopvonddeia 1660 g avendpkerong LCHAD 6co ko g VLCAD pmopodv va
aVOCTPOPOVY HE TNV KATOAANAN Olouto. XTic peTafoMKEC datapayss Mmapdv 0EEMV
pokpds aAvcidag to Auapd offa péong oALGIdNG £YOVV EVEPYETIKN OpPAGCT GTOV

petafoiopd tov puav (Marcdante & Kliegman, 2020).
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H averdpreio VLCAD dwaipeiton o€ Tpelg Lopeég: TV cofapr| Todikn, Le Tpdiun Evapén
KOL GLYVN] LLOKOPIOTADELD, TV NTLOTEPT TOOIKY|, L PETAYEVESTEPT Evopén Kot Bacikd
YVOPIGHE cLVHO®E TNV VTOKETMOTIKN VTOYALKOUiO Kol omdvia TV pvokapdlondoeia.
TéNog, vdpyel KO por EVAALKT LOPPT), LE LELOVOUEVT] GUUUETOYT TOV OKEAETIKOV HLMV,

papoopvorvon kot poocseatptvovpio (Andresen et al., 1999).

H dudyvoon tov dtotapaydv autdv yivetal LEGH TapaTHPNoNS TG KAVIKTG EIKOVAS Kot
aviyveuoNng TG LIOKETMTIKNG LITOYAVKapiag. Ot epyactnplokés e£ETAGELS AMOKOADTTOVY
naforoywd opyovikd o&éa, aKLAYALKIV) oVp®V, KOOGS Kol €KOVO aKLAKAPVITIVIG Kot
elebBepov Mmapov oéwv midopatos. o vo kobopiotel n ddyvoon dev yiveton va
amovotalovy ot eviupkég petproelc kavmq n e&étaon DNA. Edv ot vélouteg te)vVIKES
amOTVYOVV GTO Vo doovv Eekdbapa amoteAéouata, TOTE TPOAYLOTOTOLEITOL KOAALEPYELD
KLTTAPOV OEPUATIKAOV VOPAAGTAOV OV BonBd 61T S1dyvmon ETTPETOVTIOS TNV TOPATHPNON

tov akviokapvitivaov (Marcdante & Kliegman, 2020).

2.5.2 T'hovtapwki o&vovpia tomov 11

H yAovtapikn o&uovpia tomov I givar pia avtocmpiky vroAieuropevn datapayr. Exet og
aitio Vv petopopd nmiektpoviov omd vovkAeotidw adevivng @Aapiving ommv GAvco
HETAPOPAS MAekTpoviov pe oamotédecpo TNV EAAEwyn  moAlamA®v  axeTvlo-CoA

aPLOpoyovac®V Mrapav o&éwv (Marcdante & Kliegman, 2020).

Kamoteg ex yeverhg avopaiieg mov epeaviCouv to maidid pe YAouTaptkt) oEvovpio TOmTOV
IT givan or veppikég kHOTEG, Ol AVOUOAIEG TOL TPOGMITOV, TNG KOWAOMOdING KOl TOV
vroonadia. Baowkég o avt) v o&vovpio Bewpodviol ot GKEAETIKEG avOUOAiEG Kot 1)
Kapolak pvomdBewa. H petayevéotepn évapén e ot (on tov modlov pmopel va
ocuvdéeton pe vrotpomidlovta enelcdola vroyAvkopiog kot pvorndOeiag (Marcdante &

Kliegman, 2020).

Ta Bpéen mov gpeaviCovv oe NmidTEPO Pabd TV datapayn Uropel va £xovv ETEICOdN
mov mopopotalovrol pe to cvHvopopo Reye. AvtiBétwg, ta Bpépn mov €xovv yevvnOel pe
cofapov Babuov dwatapoyn Tapovctdlovy PN KETOTIKA LTOYAVvKOior Kot HeETABOAKN
ofémon. A&lomepiepyo givar To YeEYOvOG OTL T TOJOL TOVG £XOVV OGUN WPOTA Alyo PETd ™)

32



vévvnon. Avtd ta Bpéen cvvnbmg mebaivouv katd ™ veoyvikny mepiodo (Marcdante &

Kliegman, 2020).

Ta moboloywd epyaocnplokd esvpnuote meptiapfdvouv to opyavikd o&a, v
aKVAKaPVITIVI Kat TV 0&gidmon Mmapdv o&€wv. H telikn| didyvmon yivetor pe tov €deyyo
tov DNA. Xg mipn éldewyn tov evlopov, n Bepomeion dev Bewpeiton 6Tl umopet va
TPocPEPEL KAmolo Oetikd amotédecua. Arydtepo cofapoi tOmor avtipetomilovior pe
amoQLYN VNOTElOG Kol Katavdilmon meplocotepwv Oepuidov oe petaforkd otpeg. H
pografivn mpoteivetal wg €vag akOHo TPOTOC GVTILETOMIONG Yo KATOOVS acheveic

(Marcdante & Kliegman, 2020).

2.5.3 Avemapkero, Kapvitivng

H xapvitivn aviker oty opdda tov tetaptotaymv apwvev (Gunjal et al., 2024) kot
GUUUETEYEL OTN UETAPOPA TOV ATOPAOV 0EEMV HOKPAG 0ALGIONG KATO UNKOG NG £6M
prtoyovoplokng pepppdvng (Marcdante & Kliegman, 2020). Ot Auopoi €0T1€peg TOL
axeTVA0-CoA poakpds aAvcidag Hmopoldv vo S1ElcdVcovV oty pepPpdvn ndévo vmd v

napovcio s (Kendler, 1986).

H xopvitivn mopdyetor amd ta apivoééa Avcivn kot pebeovivny pe ) Porbeia tov
Brropvov ackopPucod o&d, viacivn, mopidosivn kot Tov owdnpov. H kapvitivn cuvavtdron
GTO MNMOP KOl GTOLG VEPPOVLS, OmOL Kupiwg cvvtiBeton, 0AAG kot 6e pEPM Omov Oev
ocuvtifeTat. ZUYKEKPIUEVQ, EUTEPLEYETOL GTOVS GKEAETIKOVS KOt KOPO1oKoVS LG Kot LAALGTOL
0 VYN GLYKEVTIP®OT. XTOVG Hug peTapépetal péocw tov midopatoc (Kendler, 1986).
Yrapyel o peyoddtepn mocOTNTO 0TO0 KOKKIVO KpEag, Opm¢ pmopel va Ppebel kot ota

YOAOKTOKOUIKA TpOidvTa, 610 Kotdmovdo kot oto yapt (Pekala et al., 2011).

H A ewcova mepthapfdvel vTokeTtoTiky vroyAvkaipio, ABapyo, xaAapdtnta, Huikn
advvapio, pookapdonadeio kol owevidlo OBdvato (Marcdante & Kliegman, 2020). H
AVETAPKELN KapviTivg pumopel va elvarl mpotomadng, 1 omoio KANPOVOUEITAL LE OVTOCMOUIKO
vroAewmopevo tpomo (Flanagan et al.,, 2010). Q¢ aito avayvopiletor 1 avemapkng
TPOGANYT, GOVOEGN 1] HETAPOPA TNG KOPVITIVIIG. ZNUaVTIKY Yoo T Oepameio kpivetor 1

YOPNYNo ovumAnpopoatog kopvitivng. Extéc amd v mpoTtomabn, vmipyer Kot 1
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OELTEPOTTOONG LOPPT| TTOL OPEIAETOL GE AMEKKPLON UEYOA®Y TOGOTNTMOV KAPVITIVNG LE TNV
HOpPON KAPVITUAESTEPWV. TNV CLYKEKPIUEVN HLOPPT aVOTTOCCOVV 0cOEVELG Kol e GAAES
UETOPOAKES OlatapayEg AdYm YopNyNons QopuUaKmyV, 0Tme 1o PaArpoikod o&H mov avidpa
apVNTIKE pe TV Koapvitivn, N ©¢ omotélecpo Oepameiog VTOKATAGTOONG TG VEQPIKNG
Aertovpyioc. H devtepomadng averdpkeia kopvitivig Tapatnpeitan 6 opyavikés oEvovpieg
HE TPOEEAPYOVGES TIC JATAPOYEG TPOTOLOVIKNG 000V Ko Tig dtatapoyés B- o&eidmwong twv

Mrapdv o&Emv péong kot pokpdg aivoidag (Marcdante & Kliegman, 2020).

2.6 Awutapayés petaforiopod gvépyerog

O opyaviopog ypetdletar va mapdystl EVEPYELDL e GKOTO VO DAOTOLOVVTOL Ol AELTOVPYIES
TOV KUTTAP®V Tov. H dtapopd petald tov Oeppuidmv mov KoTtovaldveL 0 0pYaVIGUOS KOl TOV
Oeppidov mov ypnouomotel meprypdoetal wg evepyelokd 1oolvylo. Otav 1 Oepuidikn
TpocAnyn eivor peyodvtepn amd TNV EvEPYEWKY] domdvn, avtd ovopdletor Oetikd
evepyelakod 1oolvylo (Dingezweni, 2023). Q¢ amotélecpa £yel va avEAvovTol To KIAGL TOL
aTopoL Kol M ovveyng avénon tov Papovg pmopel va odnynoel otnv moyvcopkio. H
EVEPYEWONKT] 1COPPOTIO AVAPEPETOL OTNV KOTAGTOON KOotd Tnv omoio ot Oeppideg mov
Aoppéver to dtopo codvion pe ovtég mov Eodevel. Avti M katdotoaon Bewpeiton
YOPOUKTNPIOTIKO TNG OUOLOGTAGNG KOl GUVTEAEL GTO VO Ot povVTaL 6TafEPA TO KIAL TOV
atopov (Goran, 2000). Apvntikd 1ooldylo veiotatar OTav Ol EVEPYEWNKEG OVOYKEG
EemepvoLv TNV TpOcAny Beppidmv, Katt to omoio svpPaivel Kupimg oe TePOOOVE VIOTEILNG.
Avto odmyel otov petafoAiopd tov yAVKOYOVOL, TNG TPOTEIVNG Kot TOV ALTOvg oV

EMPOKELTO Y10, TO, EVEPYELOKA amoBépata Tov opyavicpov (Dingezweni, 2023).

H xapvitivn eivan éva suotatikd, 1o omoio dtadpapatilel onpaviikd poOAo oty mopaywyn
evépyelog, oAAG Kot otov HETOPOAMOUO Tov AMmapmdv o&émv Om®g avaeépdnke otnv
Tponyovevn vroevoTNTa (PA. 2.5.3). AlOpHEGOV TG LETAPOPAS TV CAVGIO®V TOV ATOPOV
o&Emv 6T0 PTOYOVOPLO, TOV AVUAAUPAVEL 1] KAPVLTIVY), TO KOTTOPO KATOPOMVEL vVaL S10CTAGEL
TO Amog Ko TeEAKA va, Tapael evépyeta, Tpoepyduevn and ta amodnkevuéva Ainn (Pekala
etal., 2011).
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Avemopkng kapvitivn cuvavtdtol otov dafnTn, ot oNnyn, ot pokapdlonddeia, otov
VTOCITIGHO, OTNV Kippmon, oTiG evOOKPIVIKEG dtatapayés kot otn ynpaven. Evpriuoata
UEAETAOV VTOoTNPilovV OTL M Kopvitiv) UTOPEl VO GUVEICQEPEL OTNV OVTILETOTION TOV
VEQPPIKMOV, NTATIKOV Kol KOPOOyYEWIKOV TOONCEDV, TOV VELPOEKPLAIGTIKMVY OL0TOPOYDV,
OV Kopkivov, Tov PN, ¢ kayeSiog, TG moyLoaPKiag, TNG KOTAOAyNG Kot TG
emAnyiog. EmmAéov, £xetl avtipAeypovadn kot avtio&edwtikn dpdon (Gunjal et al., 2024).
Y& OAAEC KATOOTACELS, OM®G M KOT®on 1 N PeAtioon ™ amddoong otV AoKN o™, 08V
Qaivetol vo emopd o€ peyario PBabud ympic opmg va kabiotoaton emkivouvn. Amorteiton
TEPAUTEP® £PELVOL TPV OKOUN M Kopvitivy va mpoteivetan g Oepameia yuo TIg
npoavapepbeiceg datapayéc. 'Epevva amatteitonr oxeTikd Kot pe TIG TOUPUUETPOVS TOL
cuufdriovy oty avtomdkpion oty kapvitivr. Axoun, mpémer vo amavindel to av
VILAPYOVY OQEAT] Y10 T ATOLLO TTOV OEV £XOVV OATAPOYES OEEIOMONG TOV AMTaPdV 0EEDV Kot

av vat, ot givon avtd (Pekala et al., 2011).

2.7 Awotapayés peTafoiopov opyavik®@v 0EE®V

Otav vy kémoo Adyo otapatd o KotafoAMoUog TV apvoEémy, TOTE TapTNPOVVTIL
dltapoyes oTov UETOPOAGUO TOV OPYOVIKOV 0&EMV 0dNYMVTIOS GTNV GUCCMPELOT)

OLYKEKPIUEVMV 0pYaviK®V 0&Emv oo aipa kot oto ovpa (Marcdante & Kliegman, 2020).

2.7.1 TIpommovikn o&varpio kot pedviparoviki oSvarpia

Awtopayéc g TPOMOVIKNG 0000 KATOANYOVV O©E TPOTIOVIKN o&voupior Kot
pebvAipaiovikn ovarpia. Ot dtatopayés oVTEG 001 YOUV GE KETMOT Ko vrrepyAvkivopio. H
KMVIKT] €1KOvVa, Kol Tov 000 oTnv veoyvikn mepiodo meptlopPdvel taydmvola, €UETOVG,
MBapyo, Koo, OlAEimovTo €MEIGOS0 KETOEEMONG, LIEPYALKIVOLUID, OVLOETEPOTEVIM,
Opoppomevia, vrepappovicipio kot vroylvkoyio. AkOun, mepAApPAveEL TNV OVETAPKY|
Bpéym ko TV draTapoayn TG YuyokvnTikng avantuéng. H aviyvevon toug yivetan pécm tov
VEOYVIKOD screening. e mePInTmaon OU®S oL dgV aviyvevdovv, mapatnpovvtal dSlaAeimovta
ENEGO010 peTAPOAKNG 0EEMONG KOTA TNV O1APKELN GTPECOYOVMV KATOGTACEMY OTMC Eivol

0 TVPETOG, Ot £UETOL Kot 1) ddppota. Katd ) dibpkela tov meptddwv ovdeteponeviag, ot
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acbeveig eivon emppeneic oe coPfopéc pkpofrakés Aodéelg (Marcdante & Kliegman,
2020).

H mpomiovikn o&uoupion kKANpovouEitan e LTOCOUIKO VTOAEUTOUEVO TPOTO Kol OPEIAETL
og avemdpkeln g Tpomiovoro-CoA kapPolvrdaons. H pebBuiporovikny oSvapio opeidetan
o€ avemdpkeln TG HEBVALOAOVIKNG HOVTAONG, 1) GVETAPKELD TNG Omoiag Onpovpyeitol
e€atiag maBoyoveov TapaAlaydv TOL YOVIOioL TOL KOOIKOTOLEL TNV 1010 TNV TPMTEIVY TNG
povtdong N evog otadiov ot ovvieon TV cuumapoyovimv Kofoaiapivng (Bi2) tov eviduov.
Ocov agopd otv pebBviparoviky oévaipio, 1 Oepameia yia opiopévovg acBeveig
wepthapPdvel v yopnynomn vynmiaov 66cewv vdposvkoPaiapiving (n evepyodc popen g
Brrapivng Biz). ['a toug acBeveig otovg omoiovg 1 Bz dev elvan amoteleopatikn, oA Kot
Yo Tovg acbeveig pe mpomoviky o&vaipia, cuvictdTon 1 dlonta YOUNAN 6€ TPMTEIVES Kot M
TPOCONKY PUPUOKEVTIKOV TPOP®OV, Ol OTOIEC OEV TEPLEYOLV GULYKEKPIUEVO TPOSPOLLOL
apwvo&éa tov mpomovuAo-CoA (1soievkivn, Baiivn, pebetovivn ko Opeovivn). Avaykaio
KPIvovTOl T0 GUUTANPOUOTO KOPVITIVIG, KOOMG VILAPYEL ATMAELN TG CLYKEKPLULEVIC OVGTOG
péco tov ovpwv. H mapaywyn mpomiovikod o&Eoc amd ta eviepwkd Paxthpo givol
(QLGLOAOYIKT], 0AAG GTNV TTpomioviky oSvouio Kot otnv peBuvipaiovikny oSvopio wov dev
avtarokpiveror oty Prrapivn Bz, epappoletor aviifoktnpiotaxn Bepaneia pe oxond tnv

ueiowon tovg (Marcdante & Kliegman, 2020).

2.7.2 IooParepkn oSvarpia,

H 1cofoiepicny ofvoipio eivor pio OVTOCOUIKY) LTOAEWTOUEVN dlOTOPAY] TOV
petafolopod ¢ Agvkivng mov o@eidetar o€ ovemdpkewr MG woPaiepvA-CoA
agudpoyovaong (Kilic et al., 2014). Ta cvuntduatd g givar ToPOUOD. UE QVTO TNG
dlatapayng g TPomovikng 00ov. Otav éva Bpépoc dev AauPdverl Bepaneia, To TOSO TOL
popiCovv cav va givar Bpopka Adym tov toofaiepcod o&éoc. H 1ooParepikn o&varpio
avTIHETOTICETAN Le TEPLOPIOUO TNG TPOCANYNG AEVKIVIG Kot Tapoyn YAvKivig ¢ Bepameio
EVOAAOKTIKTG 000V, 1) 01oia EVOVeETAL LE TO 160BAAEPTKO 0ED TTOV BTN GLVEYELN AMEKKPIVETOL

ota ovpo (Marcdante & Kliegman, 2020).
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2.7.3 T'hovtapikn o&vorpio Tomwov I

H yAovtapikn o&uaio tomov I givot avtocmpiky vroAeuropevn dlatapoyn Kot TPOKVTTEL
Ao AVETAPKELD 6TO TEAEVTOIO OTASIN TNG KATAPOAKNG 0000 TG AVGIVIG KOl AVOALTIKOTEPO
and ovendpkela g yAoutapvA-CoA agudpoyovione. H cvuntopatoroyio meptiapfdvet
HoKpoKePaAia, oV Kot KATOLES POPEG 1 TEPIUETPOG TS KEPAANG givar puotoroyikn. TIpotod
TO Veoyvikd screening yivel pépog g Odyvmong, peydrog apluog moudiov epedviiov
petafolikd enelc0d1a Tov EHOlAlaV e AyYEINKA EYKEPUAKE ETEIGOOIN GE GLVOVAGUO LE
éuppakta oto factkd yayyAla Kot duotovia, 1 omoia elvarl cuyvn peTd amd £vo EnEGOd10
oelog vooov. H Bepameior cuvovalet do1atpopn| pe eAAyIoTeg TPMTEIVES KOl QAPUOKEVTIKES
TPOQEG Ywpic Avcivn, aAdd kol avtipetomion kdbe cvvvmdpyovcos o&elag vocov.
Inuewwveton 6tin Oepameio dev £xeL TAVTO EVEPYETIKA amoTeEAéouaTa, apoD TEPimov 10 33%

TOV TOSIHOV OVATTOGGOVY VEVPOAOYIKG cuprntdpata (Marcdante & Kliegman, 2020).

2.7.4 Avemapkewa rotividdong ko avendpkera olokapposvridong

H avendpkelo Protviddong eivor po 0VTOCOUIKY] LTOAEWTOUEV OlOTAPOYT TOV
petaforispov oty omoia to Evlvpo, N frotviddon, eival erattopaTiko kot 1 Prrapivn, n
Brotivn, dev avaxvkioveton (Wolf, 2011). Katd cvvémela, 1 KANPOVOUIKY OVETAPKELQ
Brotividdong kabiotd amapaitnn v dlorta vynAn oe Protivn. H exdnimon g datapoyng
yiveton 1 katd TV veoyvikn N kotd v PBpeepikn niwio kot €aptdtor omd tov Pabud
averapkewng. Ta coumtopatd g eivor ol omacpoi, n vmotovia, 1n vevpoosOnTpLOL
Bapnkoia, N oAorekia, To depprotiKd eEavOnua, 1 peTaforikn 0&EMOT Kot TO. VOGOAOYIKA
eMeippata. EpgaviCouv peydn mowidio avdAoya Le TO 0101 16TOL £X0VV TNV HEYOADTEPT
EMewym oe Protivn (Marcdante & Kliegman, 2020). H averdpkeio g cvvBetdong tng
olokopPouridong etvar o avTocOUKY vroAewwopevn olatapoyn. H ocvvBetdon g
olokapPolvAdong eivor éva Eviupo mov Asrtovpyel MG KATAADTNG OTNV EVOOUATOGN TNG
Brotivng o kapPoévidoec (Suzuki et al., 2005). Kot oti¢ 600 mepmtdoelg ot VYNAEC SOGELS
Brotivng empépovv Betikd anoteréopata. H mocotikn pérpnon g opacstnptotnTos Tne

Brotviddong emBefardver v dmapén tov datapaymv (Marcdante & Kliegman, 2020).
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2.8 BALeEVVOTTOAVGOKYOPLODGELS

O yAvkolapvoyAvkdves (GAGS) oviKovv G6TOVG TOAVGAKYOPITES, TMV OTOi®mV 1 doun
amoteleitan amd moALlovg dcakyapites. Ot GAGS avevpiokovtal oty eEOKLTTAPLO UTPO
Kot 1 Agrtovpyio TOVG Apopd GTNV GUVIEST] TPOTEIVAOV OV, HECH TMV GLUVOETIKMOV 1GTAV,

dtoKvovv to vepd kot Ta Opentikd cvotatikd (Lukas, 2008).

Ievetikég oratopayés oyetilopeveg pe v ovendpkelo eviOpmy mov dtaonovv 11 GAGs
ovopdlovioar  PArevvomorvcakyapdmoel (MPS). Otav or GAGs dgv  dwomdvial,
GLGOMPEVOVTAL GTO, AVCOCAOUATA OLPOPMOV CLGTNUATOV OTMG TO KEVIPIKO VELPIKO, TO
OKEAETIKO, TO 0QOOALIKD, TO VELPIKD, TO OVOTVEVGTIKO, TO KOPILOKO KOl TO YUGTPEVTEPIKO.
H vk ewcdva pmopel var etvor i, pe GOUTTOUOTO OO 0QOUAUIKES aVOUAAIES e
QLGOA0YIKT dtapkela CmNg, £0G coPapn Kot pumopel vor 00NYNGEL G€ BAVOTO TOVG TPADTOVG
unveg g Comg. H dwatapayn ota pdtior mov tpokoieiton amd BOA®oN Tov KEPATOEISOVG,
apePAnoTpocidonddeio Kot EUTAOKN TOL OTTIKOD VEVPOL EMPAPVVEL TIG CMOUATIKES Ko
YVOOTIKES Aettovpyies. Adym tov 6Tt ot MPS emnpedlovv moALd cuotiaTa opydvav, ival
Kkaipto 1 GLUPOAT] KAMVIKOV 0md SopOopETIKOVG KAGOOVS Yoo TNV £yKOIpN Kol GOOTN
oldyvoon . Ocgpameiec OmmG M UETAUOGKEVOT HVEAOD TV 00TMOV Kol 1 Oepameia
eVILKNG VTTOKATAGTACTG TAPOTEIVOLVY TN S1pKELD Kot BEATIOVOLY TNV To1OTNTA {ONG TOV
actevav. e mepintmon OOA®ONG TOV KEPUTOEWDOVS, 1 KEPATOMANCTIKY £xel amoderyDel

amoterespatikny (Nagpal et al., 2022).

[MoAardtepa, o poAog Tov GAGS TGTELOTAV OTL NTAV OTOKAEIGTIKA 1) EVUOATOGT Kot 1
dounon tov Kuttdpov. Neodtepa otoryeio dsiyvouv 6tt oo GAGs eumiékovtor otnv
KUTTOPIKT ONUOTOd0TNOT, 1 omoia cLUPAAAEL o o TANOdPA PLoyMUKOV dEPYACIOV.
Avapeca og aVTEG TIC dlepyaoieg GLYKOTAAEYOVTOL 1] pOOLIOT TG KLTTOPIKNG AVATTUENG KO
TOV TOAAOTANGLOGHOD, 1 KUTTOPIKY TPOCKOAANGT), 1 VIUTNKTIKOTNTO Kol 1] ETOVAWMON
minyov. Ot GAGs odwywpilovtalr ce téooeplc KOPlEG KoTNyopieg OVAAOYO HE TOLG
doakyopiteg mov T amaptiovv. Avtég ol Katnyopiec sivon m Oeuxn mmapivn/Beukn
nrapdvn, n Beukn yovopoitivn/Beukn depuatdvn, N Beuky] KEPATAVI KOl TO VOAOVPOVIKO

o0&V (Casale & Crane, 2019).
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O1 MPS gvtdocovial 0TI 0VTOCOUIKES VTOAEMOUEVES dlaTapoyég TEpaV Tov Tvmov 11, to

YVootd og cvvopopo Hunter, to omoio givar puAocsvvoeto (Hopwood & Morris, 1990).

1. MPS I: Hurler-Scheie

H MPS tomov I dwxpivetar ot cofopn popern, dnAiadn to cdvopopo Hurler, omnv
evolgueon, oniladn 1o ovvdpopo Hurler-Scheie ko otnv fma, 10 obvopopo Scheie
(Lamichhane et al., 2023). H cupntopotoAoyio Kopoivetal amd cofopr] VONTIKN votépnon,
OKEAETIKEC TOPALOPPDOCELS, OVOKAUTTEG opOpmdcel, BOA0VC KePATOEWEIS KOl EVIOVEG
copotikég olayég (Hurler) £mc fmieg oxeletikég aAlayég ympic vontikn votépnon (Scheie)

(Hopwood & Morris, 1990).

2. MPS II: Hunter

Ta ocvuntopota Kopaivovtar and cofapr] vontiky votépnon, dvokaumntes apfpadoels,
OKEAETIKES TTAPOUOPOAOCELS (0AAG Oyt BOA®ON KePATOEWOVG) £mG Mo GYETIKE o Nl

e&&Mén (Hopwood & Morris, 1990).

3. MPS IlI: Sanfilippo

Awokpivetor otovg tomovg A, B, C xoau D avdioya pe to yovidlo mov enmpedletal. Ta
GUUTTMOUATO OTOTEAOVVTOL amtd NI G coPopr] VONTIKY VOTEPNOT), NTIEG CKEAETIKES
aAlayég ko amovoio Boropévov kepatoewdovg (Hopwood & Morris, 1990). Xe apketég

TEPMTMGELS O10yLyVOSKETOL AovOaopuéva g AAD.

4. MPS IV: Morquio

Ynrdpyovv dvo tomot, A ko B, avtig g fAevvoroivcakyapidowons avaloya Le To Yovidlo
ov emnpedletar. Ot acBeveig epeaviovv YOPOKTNPIOTIKESG CKEAETIKES TOPOLUOPPDCELS,
yohapéc apBpmoelg, Bohovc Kepatoeldel kol (ucololoyikny vonuoovvn. H PBapvmnta

dpépet amd dropo oe atopo (Hopwood & Morris, 1990).

5. MPS VI: Maroteaux- Lamy
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Ot okeheTiKéG oAAAYEC, Ol BOAOT KEPATOELDELS, KOl 01 SVOKAUTTES apBpDCELS TOIKIALOLY GE

Bapvtnra. Ot acbeveig Exovv cuvnbmg pucstoroykn vonuoovvn (Hopwood & Morris, 1990).

6. MPS VII: Sly

Ta ocvuntdpoto kvpaivovior amd cofapn €mG MO VONTIKA VOTEPNGON, OVOKOUTTES

apOpOGEIC, GKEAETIKEG TAPAUOPPDOGELS Kt BOAOVG KepaToedeig Em¢ pia nmidtepn eEEMEN

(Hopwood & Morris, 1990).

7. MPS IX: Natowicz

AVTOG 0 €EAPETIKG GTAVIOG TUTTOG PAEVVOTOALGUKYOPIOMONG EKONAMVETOL LE CKEAETIKES

Kot Kpaviorpooonikés avouaiieg (Nagpal et al., 2022).

Hurler

Scheie
Hurler/Scheie

Hunter

Sanfilippo Type A

Sanfilippo Type B

Sanfilippo Type C

Sanfilippo Type D

Morquio A

Morquio B

Maroteaux-
Lamy

Shy

H

Vi

il

IX

Autosomal
recessive

Autosomal
recessive

Autosomal
recessive

X-linked

recessive

Autosomal
recessive

Autosomal
recessive

Autosomal
recessive

Autosomal
recessive

Autosomal
recessive

Autosomal
recessive

Autosomal
recessive

Autosomal
recessive

Autosomal
recessive

+

+

Coarse facial features,
cardiac disease, motor
weakness, hernia

Coarse features, stiff
Joints

Phenotype intermediate

Coarse features,
weakness, aggressive
behavior

Mild somatic features,
contrast with severity of
cerebral disease

Mild somatic features,
contrast with severity of
cerebral disease

Mild somatic features,
contrast with severity of
cerebral disease

Mild somatic features,
contrast with severity of
cerebral disease

Distinctive bone
deformities, hypoplastic
odontoid, thin ename!
Mild bone changes,
hypoplastic odontoid

Severe bony deformities,
valvular cardiac disease

Coarse features

Periarticular soft tissue
masses; short stature

Dermatan sulfate
heparan sulfate

Dermatan sulfate

heparan sulfate

Dermatan sulfate
heparan sulfate

Dermatan sulfate
heparan sulfate

Heparan sulfate

Heparan sulfate

Heparan sulfate

Heparan sulfate

Keratan sulfate

Keratan sulfate

Dermatan sulfate

Dermatan sulfate
heparan sulfate,
chondroitin-4-6-
sulfates

Hyaluronan

a-L-iduronidase

a-L-iduronidase
a-L-iduronidase

|duronate sulfatase

Heparan N-sulfatase
(sulfamidase)

o-N-Acetylglucos-
aminidase

AcetylCoA: e-D-
glucosaminide-N-
acetyl transferase
N-Acetyl-a-D-Type
D glucosaminide-6-
sulfatase

Galactose-6-
sulfatase

(3-Galactosidase

Acetylgalactosamine
4-sulfatase

(arylsulfatase )

B-Glucuronidase

Hyaluronidase

Types ¥ and VIl have become obsolete,

Ewova 2.8: Tomor Prevvorolvcakyapidncemyv (Nyhan et al., 2011)
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Kepdioro 3°: Tleprypagn Ieprotatik@v pe Avtiopnod og 'Edagog
Awrtapay®ov Metafoilopov

H «npovopkomra mc AAD mopovctdlel peydAn €TepoyEveEln. KOL 1) TOLTOXPOVN
noapovoio g AAD pe opiopéveg KANPOVOUIKES HETAPOAIKES daTapayEg eival cuvnong.
Avti 1 cuvvoonpotTa glvar kpioun kabmg 1 pio dtotapay Uropel vo amokpOTTETOL Ao
v 6AAn. EmmAéov, ival ovoiddovg onpaciog yo ) dtayeipion Kot v e£EMEN Kol TV
oo dwtapoaymv. Ot petaforikég datapayéc umopel vo mPokaAéGovy €vo. GOVOAO omd
napekkAivovoeg emdpdoelc oto KNX kot va odnynoovv ce 0149opeg VELPOUVOTTLELNKES
dwtapayéc. Otav modid pe kKAnpovoukés Hetafoikég dtatapoyés dlayvootovv pe AAD,
UmopoHV Vo EPAPHOGTOVV KOWVOVIKES, CUUTEPIPOPIKES Kol YVOOTIKEG Oepamneiec, emmAéov
¢ Bepaneiog otV TV peTofolMkmdv dtatapaydv. Opoimg, ot KANpovoukés LetaBoAkég
dwtapayés Oa mpémel va Aapfavovror vroyn oe modwd pe cvuntopoto AAD. Av Kot ot
petaforikég oratapayes eivor suvnOmS avayvopicULES amd To KAVIKA TOVS OPOKTPLOTIKAL,

0pIoUEVEG amd aTEG umopet va tapovstdlovv copntopato AAD (Yoldas et al., 2021).

[Ipwv amd v TePypa@iKn OVOALOT TV KMVIKOV TEPICTATIKOV HE OVTIGUO Kot
petaforikés dwatapayéc, mopatifetor €vag mivakag mov cvvoyiler TG METOPOAKEG

datapayés mov Tpokaiovy AAD.

Metafoikn Avenapkera eviopov Emmolaopog Klwvikn gikéva

owatapayn
®arvorkeTovovpia Ydpo&uraon g 1/10.000 dropa "ExCepa, omaopot,
QovVAOAOVIVIG HUP®ILE LoV AG

Aemtd Ko poxpld
ddyToAa, TpoeEEymv
Ompakag, ckolmon,

potpoyovia, avemapkng
Opoxkvotivovpia B-ovvBetdon g 1/200.000 moudié Opéym, avantuélokn
Kvotadelovivng kabvotépnon,
padnookéc SuoKOAEG,

YoyaTpikég vooot,

OTAGOTL,

Opoppoeppoin

41



Nooog oopi)g 00p@V

Kataotoi oo KNZ
pe evaldayég Leta&oy

VTOTOVING KOl

dtknv cipomov Amokappo&oidon 1/250.000 ctov yevikd | vaeproviag, omcboTovo
GPEVOAUOV Tnbvoud KOl GTLOGUOVG, EAMTNG
Opéym, éuetot, Toyeia
avamvor, ovpa e
HopmdLd GLpomL
GOEVIGIOV
"Evlupa kdkhov ovpiag: [MaBoroywn otdon
sKopPopobAOPOCPOPIKN oOLATOG AOY®
ovvbetdon I VEVPOAOYIKDV OLTIADV,
*apyIvaon Kopa, Anbapyoc,
*0PYIVIVOGOVKIVIKT]| _ avope&ia, EpeTog,
Awrapayés amofoiig ocuvhetdon VIEPOEPIOUAGC (1]
OUPROVIaG *0PYIVIVOGOVKLVIK VIOAEPIGHOG),
Avdon vroBeppio, eMANTTIKES
*0pviBivn g KploeLs, EYKEPAALKO
TPAVEKAPPULAGCNG oidnua

Tvpocivarpia (THToV

D

YdpoArdon tov

OKETOEIKOD POVLAPVAIOD

Hratwn avendpketo,
BAGPeg oTO VEPPIKA

cOANVAapL

TMohopaio kot

meApatioio
Tvpocivarpio (TVmov Apwvotpavopepion _ VREPKEPATOON,
1) TVPOGIVIG Kepatitida,
avomTuELoKn
KkaBvotépnon
4- Nevporoywd

Tvposivarpia (THToOV

VOpoEVPaTVLAOTLPOV PIKT

GUUTTAOUATO, VONTIKN

1I11) Sro&vyevaon aveETapKELDL
Tpavoeepdon g 1- "Eperot, avemopkng
Toloxtoloapia OOGPOPIKNG OVPLOVAO _ olton, iktepog,
yoroktolng NroToOpEYOAin, NTOTIKY

OLVETOLPKELOL
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Noonpata
Evom60gong

I'\okoydovov

"Evlopo mov cuvBétovv

yAvKOn amd to

YAvKOYOVO

BA. Ewova 2.4.2:
ToHmot yAvkoyovidoemv
and I émg

VIII (Berg et al., 2017)

Avemapkeln

Kapwvitivng

Avemopkfg TpOGANYM,
obvheomn 1 petapopd
Kapvitivng
1
OTEKKPLOT LEYAA®V

TOGOTHTOV KUPVITIVIG

Ynoketmtikn
VIOYAVKOLiL,
ABapyog, xorhopdtnTa,
poikn
advvaypio,
pookapdronddeta,

a1pvidlog Bavarog

pomoviki)

O&vapia

[Ipomovuro-CoA
KapPo&vidon

Taybmvoua, éuetot,
AMBopyog, kdua,
doAgimovia enelcod10L
keToEEmong,
VIEPYAVKIVALUD,
ovdeteponevia,
OpopPomnevia,
vIEPOLLOVIoia,
VROYAVKOLUOL,
avemapkng Opéym,
dwaTapoyn g
YOYOKIVITIKNG

avanTuéng

MeOviparoviki)
O&varpia

Mebuiporoviky

pLovtdon

BA. [Ipomoviky
O&vapia

Ioopaiepucny
O&varpia

IooBaiepvr-CoA

aQLdpoyovaon

IMapdpota pe v

IIpomovikn ko

Mebvipodovikn
O&varpia

hovtapui)

O&vapia Tomov I

IMovtapoAi-CoA

aQLOPOYOVAST)

Moxpokepahia,
HeTABOAKA
EMEGOdIAL TOV polalovv
LE aryyetod
EYKEPAAIKE ETEICOOLOL
o€ GLVOLAGLO
HE EQOPOAKTO GTOL
Baowkd yayyAo Kot

dvotovia
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Ymacpoi, vrotovia,

Buotwviddon mov odnyet vevpoarsOnpa fapnkoio,
Avendapkera Brotividdong OTN U1 AVOKOKA®OT)| _ oA@nekio, depUATIKO
™mg eEavomua, petafoiikn
Brotivng o&éwon,

OVOGOAOYIKO EAAEILLLOTOL

IIpofAfnoto 6To KEVIPIKO

VELPIKO, CKEAETIKO,

0pBaipuco,
"Evlopa mov dracmovv VELPIKO, OVATVEVOTIKO,
Blevvomoivcakyapld®dceig TG _ Kopdoko
yAvkoloptvoylvkdveg KOl YOO TPEVTEPIKO GVGTNLLOL

BA. Ewova 2.8: Tomot
BAevvomoAvoakyapdHoEmY
(Nyhan et al., 2011)

Ewova 3: Metafolkég dratapayés mov tpokarohv AAD

3.1 [eproTaTIKG PE AVTIGUO KOl QUIVUAKETOVOLPILO.

‘Epeuva  mpaypatomominke omd to Tpqua ITlodotpucod MetafoAiiopod ko
Avanto&okng  [oawdwrpwkng tov  Tpquotog Tloadwtpikng g latpwng  ZyxoAng
[Mavemomuiov Hacettepe otv Aykvpa. Aumjpknoe and tov Mdptio tov 2015 émg tov
Ampimo tov 2018. Xmmv épevva ocvumepinednkav 22 acbevelg pe KAnpovouikeg
petaforikég dratapayés, ol omoiot 6TV cuvExELn dtayvaotnKay pe AAD. AkolovBovv Tpelg

TEPTOOELS e povurkeTovovpio (Yoldas et al., 2021).

‘Eva ayopt dwayvaootnke pe PKU og nlikio 6 etdv eneldn oev vmoPAndnke oe veoyvikd
screening kol {ovce 6g WOPLUATIKY EPOVTIdA. AOY® TOL HIKPOD OVAGTAUATOS KOl TWV
panclok®v dVoKOAM®Y, £YVE 1 TOPATOUTH] TOV oT0 eE@TEPIKO tatpeio [TodroTpikov
Metapoiopov. H patvoraravivny oto aipa tov Bpédnke 6t ftav 1740 pumol/L (29 mg/dl),
mocoTTO 1 omoia cvpewvel pe v KAaoikr] PKU. TMapovciale eAdeippota un AEKTIKNG
EMKOWVOVING KOl TEPLOPICTIKESG, EMAVOAAUPAVOUEVEG CUUTEPLPOPES KOl GOPaPT] VONTIKN
votépnon. Eixe dwyvootel pe AAD og nhkia mepimov 8 etmv. Xtn @uoikn e&€taomn &iye

KOVTO OVACTNUO AOY® OVETAPKEWS avENTIKNG opuovne. Tlapd v yoprynon olattog
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TEPLOPIOUEVNG O PAVLAOAOVIVI ®¢ Bepameio, 01 SVGKOAES GLUTEPLPOPES TOV TAPEUEVOY

Yopic va Tapovoidcovy kdmota tpdodo (Yoldas et al., 2021).

Koatd v oepedvnon e avamtuélokng Tov Kabuotépnong, &va ayoptl SloyVOOTNKE LE
PKU o¢ nlkia 20 pnvov. H pétpnon g eatvviaiavivng oto aipa tov Ppédnke 2419,2
umol/L (40,32 mg/dl). O mpocvuntopatikdg EAEYY0G VEOYVAOV Ogv NTov dafEcIog v
ypovoroyia yévvnong tov acBevi]. To néco emimedo parvvAalavivng otV TapakoAovOnon
tov ac0evovg ehattobnke og 307,2 umol/L (5,12 mg/dl) ybpn otnv dwutntikn Oepomeio
TEPLOPICUEVIG  GOVVAOAOVIVIIG Tov  akolovOnoe. Ta eAldeippota otV KOW®OVIKN
EMKOVOVIKL KOl TO TEPLOPIOUEVO, TPOTLTO. GCUUTEPIPOPES odNynoov oto vo. AGPel
owryvaon m™mg AA® oe nixkia 42 pnvov. Emiong, o endueveg emokéyelg Tov
TopoTNPNONKAV VONTIKY VoTEPNON, EMANTTIKEG Kpioelg Kot vepkivnTikotnta (Yoldas et

al., 2021).

H awrtia mopamounmng evdg xoprtoov ota eotepikd watpein tov  [Hodworpikov
MetafoMcpod NTav 1 vroyio ennmTk®Vv Kpicewv kot avartuélokng kabvotépnone. Ev
téhel, Syvootnke pe PKU og nlikia 4 unvav. Ta eninedo porvvoialovivng oto aipo nTov
780 umol/L (13 mg/dl). H acBevnic dev akohlovbnoce pe emituyio T dwontntiky Oepomeio.
AOY® TPoPANUATOV CUUTEPLPOPAS KOl SVGKOAIDV KOWVMOVIKNG EMKOWVOVING, O10lyVMOGTNKE
pe AA® oe nikia 48 pnvov. Ot duokorieg couTePLPOPAg NG Oev PeATidbNKAY peTd amd
Oepaneio dlortag ko €WwknNg ayoyns. Katd mmv mapaxorlovOnon g, dev eupavice
EMUNTTIKEG KPIoelS Kot emmALoV, EAafe TV SLAYVMOOT] TOL GLGTNUOTIKOV EPLONUATM®OOVS

Aokov (Yoldas et al., 2021).

Edv dev avtipetomotel, 1 PKU cvvodedetar and S14popa GCUUTTOUOTO, UETAED TOV
omoimv givon kot o avtiopog. o mapddetypa, ot Baieli et al. (2003) swomictooay dt1 kavéva
ondi pe kKhaown PKU mov avayvopiomke wg veoyvd dev minpovoe ta kprtipla yioo AAD,
eved 10 6% avtav pe khaown PKU mov diayvdotnke kabvotepnuéva tavtomomnonke pe

AAD.

3.2 IlgproTaTIKG PE QVTIGUO KOl OLOKVGTIVOLPLO
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"‘Epevva a&lomoince 179 acbeveic pe didyvoon AAD mov TapovstdoTnKay 610 eEMTEPIKO
watpeio [Modrarpikov Metafoiicpov Tov I'evikoh Nocokopeiov Kadnynt Cemil Tascioglu
peta&y ZemtepPpiov Tov 2018 ko efpovapiov Tov 2020. Ao awTovg Tovg 0ebeveis, ol €6
glyav KANpovoulkég ototapoyés HETOPoMoHov. AkohovBovv OV0 TEPMTMOOELS UE

opokvotvovpio (Cakar & Yilmazbas, 2021).

‘Eva aydpt 6 etov, mov tpoegpyotav amd aipousio tov yovémy, ixe kabvotépnon opuAiog,
amovcio. PAEUUOTIKNG EMOENG Kol VIEPKIVNTIKOTNTA. Telkd Stoyvdotnke pe avTicuo.
Yotepa and Ereyyo Tov apvoémv Tov TAASHOTOG, 1 pebetovivn ftav 686 umol/L (7-47
umol/L), n opoxvotivn frav 20 umol/L (0-1 pmol/L) kot n opokvoteiv Tov aipotog oy
265 umol/L (3,3-8,3 pmol/L). O acBevig elxe PUGIOAOYIKT] AVAAVGT) OPYAVIKOL 0EE0G 0VpV
Kot Sl0yVAOOTNKE [LE OLOKLGTIVOUPI0 AOY® avemdpkelag B-cuvhetdong g Kuotabelovivg.
Hekivnoe Oepameio pe cvopmapdyovteg (@Oo@opikn TuptdodAn, eoikd o) kot dlowta
pelopévn o pebetovivn. Me to mépag g Oepameiog,  vepKvnTIKOTNTO Kot 1] OptAial TOV

BeAtiowOnkav (Cakar & Yilmazbas, 2021).

‘Eva 15ypovo aydpt, tov omoiov ot yoveic eiyav ovyyévelwn €€ aipatog, epeiavile
VREPKIVNTIKOTNTA, VONTIKY] VOTEPNGCN Kol OVOKOMO KOW@VIKOTOINoNG He Omovcia
PAreppotikng emagng. v avdivon apvolémv tov mAAopoToc, N pebeovivn nTav 549
umol/L (7-47 pmol/L), n opoxvotivn frav 17 pumol/L (0-1 pmol/L) kot n opoxvoteivn
aipotog Nrav 229 umol/L (3,3-8,3 umol / L). O acBevic, £éxoviag uololoyikn aviivon
opyaviKoL 0£E0G 00pmV, d10YVAOGTNKE LLE OLOKLGTIVOVPia AdY® avemdpkelag B-cuvBeTdong
¢ Kvotabetovivng. H Bepaneia mov copdg kot Oa oy TpoGaprOGUEVT) GTIS OVAYKES TOV
acBevn (Bepameia pe copmapdyovta Kot 101KN Sl Tpo@ikt) Oepamneia) 6ev EQapUOGTNKE TOTE

670 0yopt, O10TL ot yoveig Tov Mtav avtifetrol (Cakar & Yilmazbas, 2021).

Ot Kiykim et al. (2016) mpaypotonoincav perém pe okond va ektiundei o enmoAacroc
TOV KANPOVOUKAOV peTafoMK®OV dtatapaydv avipecso oe acbevelg pe AAD. Ta ctovyeio
v 778 acBeveic pe avtiopd mov gionydnoav otnv Khvikn Hodiatpikng Atatpoeng Ko
Metapolikov Aatapaydv g latpikng Xyoing Cerrahpasa petalld Iavovapiov 2009 ko
DePpovapiov 2014 cuiréybnkav ovodpopkd. Xtnv épevva telkd ovppeteiyav 300
acbeveic, €K TV 0moimV Ot EVvEN S0y VAGTNKOV LE KANPOVOLIKEG HETOPOMKES SLOTAPOLYES.

21N GUVEYELD, TEPLYPAPETAL TO TEPIOTATIKO TOL SLYVAOCTNKE LE OLOKVGTIVOLPIL.
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'Evag acBevig 4 etdv, Adym kabBvotepnuévng opidiog, EAAEWYNG EVOLOOEPOVTOG Y10 TO
nepPdALov Tov Kot kKakng dtayeipiong Bupov, dtayvaotnke pe AAD. Eiye vontiky votépnon
Ko Tapovsiale toco anpocseéio 660 kot vrepkvnTikéTnTa. H mocotikn avaivon apvolémy
oV TAGoMOTOG €0€1Ee 1O emimedo pebelovivng avénuévo ota 496 mmol/L (pucioloykd
gbpog: 11-30 mmol/L) ko to eminedo kvotivng petopévo ota 6,5 mmol/L (pucloroyikd
gbpog: 17-90 mmol/L). To eminedo opokvoteiviig oto mAdopa tov Nrov 307 mmol/L
(pvororoyikd evpog: 3,3-8,3 mmol/L). H omewkdvion tov £yKeAAov OV OTOKAALYE
GUUUETOYN TNG AEVKNG OLGIOG Kot 1 OLEVEPYELN YEVETIKOD EAEYYOL OV NTAV dLVATH AOY®
wpofAnudtov ypnuoatoddmons. O achevig SloyvodoTnKe e KAUGIKY OLOKVOTIVOLPia Kot
Eexivnoe Bepameio pe kKoParapivn, mopdo&ivn kot Betaivn. Tavtoypova Eekivnoe dlowta
nepopopévn oe pebetovivn. H katdotaon tov dev Bedtindnke mapd v QOPUOKEVTIKY

Oepameia kot v Tpomomomnpévn diota (Kiykim et al., 2016).

3.3 Ladvio TePITTOON GVTIGHOD PUE TUPOCIVOLNIN,

Agv vtépyovv TOAAEG AVOPOPEG GYETIKA HE TNV CLVOECT TNG TLPOCIVOLUIONG KOl TOV
avticpov. Ot Tahiroglu et al. (2008) mepiéypayav Evav acBevi pe tvposwvartio tomov 111
OV £XEL TOVTOYPOVA OVTIGHO KoL VONTIKY VOTEPNGN. Xopnynonke diatta teplopiopévn o€
Tupoaciv, n oroia Bondnoe 6to va Pertiwbdel  opudio Tov Ko var LElwOOVV TOL GLUTTAOOTOL
TOL VTIGHOV. 6TOCO, 1 VONTIKY VoTEPNON TTapEpeve iota. A&ilel va onuelmBel 0Tt avt
elvar n TpdTN dnpocievpévn Epguva mov meptypdeet acbevn pe Tuvpootvarpio tomov I ko
aLTIGHO, KATL T0 omoio delyvel 10 OG0 eAlmelg eivar o1 ONUOGIELGEIS GYETIKGL PE TNV

tupoovorio Tomov I11.

3.4 NOGog ooung 0VpOV HIKNV GLPOTLOV GPEVOANOV KUl GVTIGHOG

AcBevi|g, mov ocvppetelye oty mpoovaeepbeica épegvva tov Yoldas et al. (2021),
dwyvoomke pe MSUD kot avtiopd. Ilapovcioce vontikny votépnon Kot GUUTTOUOTO

QVTIGLOV Y®PIG avmUaAleg 6T PLGIKT TOL e€ETao.

Ot Bindu et al. (2007) paypatomoincav pio perétn o6mov neptropfdvoviot tpio moudid pe

pa evotapeon poper) MSUD, n omoia eivat o omdvia og ohyKkpiomn pe TNV KAUGIKT. Avth
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n popery MSUD cuvodevetar amd vontikny avornpio, ETANTTIKEG KPIGELS, OVTICUO KOl

KIVNTIKY Stotaporyn).

Ewova 3.4.1: Eyxépoteg dwatopéc MRI acBevn| pe evordueon popen MSUD (Bindu et al.,
2007)

» Imv moapamdveo poyvntikny  topoypoaeio (MRI)  oamewovietor m o Sudyvtn,
QLLPOTEPOTAEVPY], CLUUETPIKN LILEPEVTACT] TG AELKNG ovaiag, Tov globus pallidus
Kot Tov BoAdpov. Emonuoaivetor 61t 10 omichio dkpo Tng 0mTEPIKNG KOWYOLANS

(B€An) dev eivon emnpeacuévo kat epEaviCel UOIOA0YIKY puEAi®oN o€ avtibeon pe

TNV KAOGIKY| LOPOPT| TG VOGOU.

Ewodva 3.4.2: Eyxéapoteg dSwatopés MRI drapopetucod acBevn pe evordpeon popen MSUD
(Bindu, et al. 2007)

»  Amewoviletor 1 GuUUETOYN OAOKANPTG TS ECOTEPIKNG KAWOVAOC.
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H yvdon oxetikd pe to VELPOOUTEIKOVIGTIKA EVPNUOTO OVTAG TNG Omaviag vosov Ba

GUVEIGQEPEL GTOV TTEPLOPICUO TNG SLAPOPIKNG SIAYVOOTG.

3.5 llegproTaTikG pe avTIGRO Ko S10TUPOyES amofoins appoviag

‘Eva ayopt un ocvyyevav yovéwv mopovciace maivopouncn otov Adyo o€ niikia 3 eTdv.
To mepryevvntikd 1610p1Kd mov Afednke, 1 MRI kot to niektpoeykeparoypaenua (HED)
dev £det&av 1aitepa evpnpata. H maparoun tov oto [odwotpikd Nocokopeio Sant Joan
de Déu mpaypatomomnie 6tov to moudi nTav 4,5 1oV, agov eiye Aapel Sidyvoon AAD kat
K. O gpyaomplokdg €heyyog €0€1&e QUOIOAOYIKO CUU®OVIO, LYNAY yAovTopivn kot
avendpkelon CPS. AxodovOnoce Oepameio pe apywivn, kitpovAivn kou kapvitivn kot po
dtota mepropropévng tpwteivne. H amotehespoticotta g Oepomneiog @dvnke petd ond 6
UVES OTOV 01 YAWGGIKEG 0eE10TNTES TOV TTALd100 glyav emavELDEL Kot KatopOmve va mapdyet
peyodldtepeg oe pnkog mpotdoels. Emiong, nNtov oAo@dvepo OTL M KOWOVIKY TOV

aAAnAenidpacn NTov Bertiopévn (Serrano et al., 2010).

‘Eva xopitor 4 e1dyv, pe yoveig mov glyav cuyyévela, mopaméuednke oto eE@TEPIKA 10TpEia
tov Tpnpatog Houdwrg ko EenPurg Poyratpung g latpikng Zxoing Iavemompiov
KovotavtivodmoAng Adym pelowpévng oAANAERIOPAONS HE TOVG GLVOUNAIKOLSG TG,
EMOETIKNG CLUTEPLPOPAS, EAAELYTG TPOGOYNS KOl OpeEENS, AdVVALING GYNUATIGLOV LEYAA®Y
npotdoewv, tong va Palel avtikeipeva 610 6TOUA Kol TEPIGTAGIOKNG VIEPKIVITIKOTNTOG.
H xoatdotaon tg acBevoic dayvootnke og Adyvtn Avomtvélokn Awatapoyn - Mn
[Tpocdioplopevn AAAidg, cdpemva pe ta kprmpla tov DSM-IV. H vevporoyikn| e&€taon
kot to HEI ota omoia voPAnOnke ftav yopig taboroyucd svprjparta. EAafe pappokevtikn
ayoyn (Beopdalivn), €01k oamadaydynon Kot AoyoBepomeio. Apydtepa, dpyloe va
cépvel 1o 0e&l TG OO OTAY TEPTATOVGE KO 1] EMOETIKT CLUTEPLPOPAL, 1] EAAEWYT) TPOGOYNG,
N Helopévn PAELUATIKY ETOPT KOL O 0PVNTICUOS 00N YOOV GTO VO GTALOTHGEL TOV TOLOIKO
otafud eketvn v mepiodo. Akoun, dpyioe vo PAGEL Yo TOV €0vTd NG 6€ TPITO TPOCHOTO
Kol gpedvice olatopayég Vmvov Kot TpavAlopd. H guown e€étaon ota moudiatpikd
eEOTEPIKA 10TPEID. OTOKAALYE OEVTEPOYEVY] UIKPOKEPOALD, EVD 1 VELPOAOYIKN eE€TOoN
onacTiKoatoEky Bdoton ota kdto dkpa. H MRI arokdAvye atpoeio Tov @AO100 GTIG

Bpeynatoiviakég Topég 6T HECT YPOUUN Kol aTpO@io. 6Te GUAAL TOV TOPEYKEPUAIIIKOV
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otehéyovc. Xto emavorapfovopevo HED Samotdbnkoy mwoALESTIOKEG EMANTTIKEG
ekQoptioel kat fpadeia SpacTnPOTNTA Kot 6€ GLVOVAGUO LE TOL VYNAG EMITEDD ApUOVING
OTO OQipo KOl OpYyovVIK®V 0EEmV 6TV 24mpn GLAAOYY 0VP®V, 1| 0GOEVIG SLYVOOTNKE LE
dlatapoayn otov KOKAO NG ovpiog kot €0koTepa, pe avemdpkeln OTC kot apywvdonc.
AxoAiovOnoe dilaita yapnAn oe mpoteiveg kot Eekivnoe Oepaneio pe Pevioikd vaTplo kot
apywivn. H epoppoyn QopUoKELTIKNG ay®YNS, EKTAOEVTIKNG Oepameiog, Todaywykng
ovuPovAevTikng Kol AoyoBepomeiog €£AAEYE TO GUUTTOUOTO TOV OVTIGUOV KoL TNV
vrepkvnTikoTa. O tpavMoundg g ovveyiommke pe dtakvpdvoels. H ocvvepyaoio g
Bedtiwbnke kat dathpnoe koAéG oxéoelg pe tovg cvvouniikovg g (Gorker & Tiiziin,

2005).

3.6 IleprotaTikd pe avTIoGNO Kol yoloaktoloipio

[TpofAnpota oty KOvmvikn AEtovpykodTnTo, OTMG SVGKOAMES 6T OMovpYia EIA®Y Kot
ot Jwnpnon wog otabfepng oxéong, KabdE Kol ECMOTEPIKELUEVA TPOPANpaTO
GLUTEPLPOPAG avapEpovTal cLYVE o acBeveic pe kKAaowkn yaraktolopia. Exet kotaypoapet
O0tL ot acBeveic pe KAaown yoraktolopio mwoPOLGIAlOVY OVTICTIKA YOPUKTNPIGTIKA,
®oTHG0 aTd dev €xetl pehetnBel cvotnuatikd Kot Ba Tpémnel vo diepeuvnBel 6e GLVILAGHO

LLE TNV KOW®VIKN ArtovpyikoTtnTa. Kot cupmepipopd (Welsink-Karssies et al., 2020).

e épevva e 48 acBeveic, nhikiog 4 £wc 47 et@v pe Khoown yoraktoloio, dStomotmOnke
OTL glyav KOWMVIKY avtomdkpion N O0ev €iyav YOPOKTNPIGTIKA TOL VO VITOONADVOLY
QUTICHO. ATTO ALTA TOL ELPNUOLTO TTPOKVTTEL OTL 1] ELPAVICT] OVTICTIKAOV YOPUKTNPIOTIKDOV
oto atoua pe KAaotkn yohaktolotpio dev eivon dedopévn (Welsink-Karssies et al., 2020).
Mio oyetikd kowvovpylo épevvo KatédelEe Ot 11 OuoKOAlo TV acBevdv pe KAOGIKN
yoroktolouio. omnv  enefepyocios  OMTIKOV TANPOPOPIOV KOl OTHV  OVOYVOPLOT
GUVOLCOMUATOV EVOEXOUEVMG VO EMNPEALEL OPVNTIKA TIG KOWVOVIKES AAANAETIOPAGELS TOVG

(Korner et al., 2019).
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Ewova 3.6.1: Tayeia enelepyacio ontikmv ninpopopidv (RVP) ce acbeveig pe kKhookn

yoraktoloupio (Korner et al., 2019)

» Ot cuppetéyovteg EmpEne Vo, avayvmpicovy akolovdieg oToOX®mV POV Yyneimv and

appovg mov gpeaviCovtay oe o yevdotvyoaio akolovdio pe pvOud 100 yneiov
ava Aemtd. Ot acBeveic pe yoloaktoloio eiyov AMyoTepes emMITVYiEC GE GUYKPIOT| LUE

T LYW ATOHO, EVA M TOAVOTNTA YELODV «GLVAYEPUMV» NTAV 1010 Kot Y Tig S0

OuadEC.
NS NS * * - -
100 T
757
L]
X 50° ®
L]
L]
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O_ ' ' ' 1 1 1
happiness sadness surprise anger disgust fear
= =

Control Galactosaemia
Ewova 3.6.2: Aokipacio avoyvdpiong cuvaicOnuatov oe acheveig pe kKAaoikn

yoroktoloupio (Korner et al., 2019)
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» Ot ovppetéyoveg Enpene vo avayvopicovy €51 S10QOPETIKA cuvacOnuaTo amd TIc
EKPPACELS TOV TPOCSAOTOV Tov Tapovsidotnkay yo 200 ms. H avayvopion tov
Bacik®dv cuvasOnudtomv, OTme N Yopd Kot 1 AV, 0ev OEPEPE ONUAVTIKG HeTAED
acBevdv Kot atopumv EAEYYOV, EVE TO. GuVALcONLaTa Tov BempovvTay mo cuvieTa,
ommwg M éxkmAnén, o Bvudg, n andio kot o EO6Pog, dvokOAEWaV TOVS acOeVEig

TEPLGGOTEPO OO O,TL T AITOLLA TOV JEV EMAGK OV OO TN SLOTAPAYN.

Mia o mopaAdayn e KAaokng yoioktolonpiag etvon 1 yoloaktoloupio Duarte. Mg
OKOTO TNV 0EWAOYNON NG KOW®OVIKO-CLUVOLGONUOTIKNG avATTUENG KOl GLUTEPLPOPAS
acOevav pe yodaktolopio Duarte, mpoypatoromdnke épevva mov mepteddpufove 15 madid
niwiag 6 émg 11 et@v, and ta omoia ta 10 énacyav amd v v AOY® yaraktolapio kot to
vrohoma 5 Moy vy 0dEPElL TOvG. Zntinke omd TOvS YOVEIS VO GUUTANPOGOLV
GLVEVTEVEELS Kol KMUOKES OEIOAOYNONG GYETIKA LE T CLUTEPLPOPE, TN YEVIKN avAmTLEN
KoL TIG KOWOVIKES 0eE10TNTEG TOV TS0V TOVG. TNV KApaka a&loAdyNoNG TOL ZVGTHIATOG
Beltioong Kowvovikaov Ag&rottov (SSIS) kot cuykekpipévo otnv vrtokAipako dopatog
Avtiopo?, éva amd to TEVTe modtd EAEYXOL Kot Tpio omd T nTd Tondld pe yohaktolopio
Duarte onueimcav Pabuporoyio oto €0pog «avnovyiogy. Ta cvpntopoto avnovyiog
nepteAdpPoavay avEnUévo dyyxog, KOvmvika TpoPANUaTa Kot KOWOVIKY amopudéveoon. Onwng
onuelmdnkKe mopamdve, ovTd To 1010 101 GLUTEPLPOPOV EGMTEPIKEVONG £YOVV avapepDel

oe acbeveic pe khaown yohaktolopia (Lynch et al., 2015).

3.7 Noonjpata evamrd0eons YAVKOYOvVOL Kol QUTIGHOG

H mapovoa perétn e&érace to pakpompoBesa YVOOTIKE Kol akodNUOTKE OTOTEAEGLOTO
11 atopwv nhxiog 5,6 £og 17 etdv pe vooo Pompe Bpepikng évapEng mov éaafav Oepaneia
evlL KNG vToKaTdoTaoNG amd pukpn nAkio. Xtovg acbeveic mov cuppeteiyay yopnynOnkav
000 TEGT VONUOGVVNG, €VO TECT OKAONUOIKAOV OeE0TTOV Kol €va TECT IKAVOTNTOG
OTTIKOKIVNTIKNG OAoKANpwong. Ot acBeveic onueiocav youniés Pabuoioyieg oe Ola ta
T€0T. ADO SLOKPLTEG VTOOUAOES TPOEKLY AV Le Bdom T péon N KAT® ToL HEGOV OPOL EMidOCN
GTNV TAEOVOTNTO TV 0KOOULATK®OV VTodokipactomv. Ot acbeveic mov giyov KdTm TOV HEGOL
opov Paduoroyio oTig akadNUATKEG 0eE1OTNTEC TAPOLGIACAY HETPLES UN) AEKTIKES YVMOOTIKEG
KOVOTNTEG O€ €vo. Ao To V0 TEGT VONUOoLVNG Kot Yoy dOLoKOAIEG 0TIg de10TNTEG AdYOV

Kot opuAiog. ‘Eva moudi 8,3 etddv mov aviKe Gg auTr] TNV VITOOLASN SIOYVAOGTNKE GTO PAGLLOL.
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[Moapora avtd, dev NTav cagég av 1 ddyvoon AAD oyetilotav pe ) voco Pompe, kabng

elvar ouyvn otov yeviko mAnbucoud (Spiridigliozzi et al., 2017).

Tov Iavovapto tov 2002 £wg Tov Noéuppio tov 2022 mpaypotomodnke Epgvva e 6ToOY0
Vv a&loAdynon ToV KAMVIKOV YOPOKTNPIOTIKOV, TOV YEVETIKOV OVOADCEOV KOl TOV
pakpompdfeopwv amotelecudtov aclevav pe v yAvkoyoviaon tomov VI Xto E6viko
[Tavemomuokd Nocokopeio tng XeovA, £ywve ypNoTn €VOC YOVIOLOKOD TAVEA Yo TNV
de&aymyn g €pevvag, oty onoia cuumepAnenkav tévte acbeveic niikiag 3,7 €wg 17
etwv. Olot ot acbeveic eppdvicav nratopeyaiio, VIEPTPIYALKEPIOOLiO Kot ovENUEVN
dpacTNPOTNTA NTATIKOV Tpavoapvac®y. Evag and ovtodc mapovsioce avamtu&iok

Kabvotépnomn kot TeAkd doyvdotke pe avtiopo (Hahn et al., 2023).

‘Eva ayopt 17 pnvav pe 1otoptkd nrotopeyoriag, avorntuélokng kabvotépnons, Kakol
LUiKOD EAEYYOL KO TPAVCOUVITIONS TOPATEUPONKE GTIV TOLSIATPIKY YOO TPEVIEPOAOYIKY|
KAV €vOg KOowvoTikoy vocokopeiov. Metd amd yevetikd €heyyo, Ppédnke 0tL 10 ool
napovcioale o oAdayn oto yovioro PHKA2 kot o yevetiotig vmoyidotnke Ot €xet
yAvkoyoviaon tomov IX. O acBevig vmoPfAndnke o ypoUOCOKY avdilvon e
HKpoovoTotyieg v tnv avamtuélokn tov Kabvotépnon kol oamotomdnke Ot elye 10
oOvdpopo daypagng 16p11.2 ko To cvuvdpopo dumhaciacpov 1921 (Khan et al., 2020). To
cuvopopo dmAactacpod 1021 €xet avapepBel otL oyetileTton pe un evooAoywkd péyedog
KEPAANG, OVOTTTVELOKT] KABLGTEPN OGN, AVTIGUO 1] AVTICTIKES CLUTEPLPOPES, KOOMDS Ko [Le Eva
€Upy  EACUN  OVOUOAIDV Om®G ovYyyevels KopOKEG ovouoles, eoOTpOTion Kot
vreptovikOTTa Kato dkpwv (Brunetti-Pierri et al., 2008). To cbvdpopo dwypaeng 16p11.2
&xel avapepOel 6TL cUVVTTAPYEL GE LYNAL TOGOGTA UE QVTICUO, YEVIKEDUEVT avVOTTLELOKT
kabvotépnon, poadnolokég kot yYhwoowkég dvokolieg (Hanson et al., 2010). O acOevig
té0nke og dlouta TAoVG10 6E TPMTEIVES Kot UVOETOVG LOATAVOPOKES KOl GLPOVAEDTNKE VO
KOTOVOADVEL OYNTO AUVAO KOAUUTOKIOD OVOUEUELYLUEVO 6TO Bpadtvo Tov eAMtidvi yéAa. H
UNTEPOL TOL EMPETE VO, LETPAEL KOO UEPIVA TaL EMimEd YALKOLNG GTO QoL TOL LE TN XPNoN
YAUKOUETPOV, VO GTOPEVYEL TNV TOPATETAUEVN VNOTElDL Kol vo Tov Eumviel Katd Tnv
olapkKeln Tov Ppadvov VTVOL Yo VO GVOK, OCTE VO, OMOPEVYETOL | OAOVUKTIO, VIGTELOL.
A&iler va onuelwbel 611 n pntépa evBappHvinke vo KAvel YEVETIKO EAEYXO YuoL val
dwmiotmOel gdv Kot To GAAL Todd ¢ Ppickovral og kivduvo Ady® Tov 0Tt 0 TVTog IX

ouvvdéetar pe puiooHvoetn kinpovopukotta (Khan et al., 2020).
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2V TopoKato £pevva cupmePIAPOnkav 237 acbeveic mov emovaSioAoynOnkav yio
KAnpovopkég petaforikég dwutoapoyés oty lotpikn XyoAn tov IMavemotuiov Gazi g
Avyxvpog peta&y Iovviov 2017 kon ZemtepuPpiov 2019. O nAikieg Toug Kvpaivovtay amd 22
€wg 204 pnveg yia ta Kopitowa ko and 18 émc 180 unveg vy ta ayopo. 'Eva kopitol 5 etov
pe un ovyyevelg yovelg ewonydn ota eEotepikd wotpeion pe kabvotepnuévn opAio Ko
LELOUEVT KOWVMOVIKOTOINOT), 0ALG KOTd T GAAL KOTAAANAQ avorTuélokd opooM e Yo TV
niikia ™e. H puown g e€étaon €de1iée nratopeyario. Ot yoveig dev glyav mopatnpnoet
GUUTTMOWOTO VITOYAVKOpoG Kot peTafoAtkng o&émong. H epyaoctnplokn a&lordynon £deiée
avénpéva  emimeda  TPLYALKEPIOI®V, CAAVIVIKNG OULVOTPOVOPEPAONG KOl OGTOPTIKNG
apwvotpoavopepaonc. Eixe younid emimedo apoceapivng ALC mov cvvdéovtav pe v
YOUNAN YAukoln aipatog toug terevtaiovg unves. YmoPAnonke og poplokn avaivon, oty
omoia eavnke petdAloin oto yovioro PHKA2 kot dtryvdotnke pe yAvkoyoviaon tHmov
IXa. Eekivnoe dlonto TAoVGL0 G€ VOATAVOPAKES LE TPOTOTOMUEVO GUVAO KOAOUTOKION KOt
petd and fepomeia Katd TOV TPDOTO ¥POHVO OO TN O1dYyVAOGT), 1| KOW®VIKOTOINGCT TS NTOV

og kalOTEPO eminedo ko ftav og Odom va mapdyet Tpotdoelg Tpidv AéEemv (Inci etal., 2021).

3.8 Awutapayés 0Eeidmong TOV MTapOV 0SEMV Kol AVTIGROG

‘Eva 14ypovo aydpt dwyvoomnke pe AAD otav Nrav 2 TV AOY® COUTTOUATOV OTmG
kaBvotepnuévn optMa, expnéelg Bopod Ko otepeotumikég Kivnoels. Metd and 4 €1,
EUPAVICE EMANTTIKES KPIGELS, Ol omoieg NTaV AVOEKTIKEG OTO OVTIEMANTTIKA QApLOKAL.
Katd t puowm tov e€étaon mapatnpndnke moyvoapkio, EAAelyn PAEUUOTIKAG ETAPNG,
KoKk olayeipton Bvpod kol otepeotvmikég Kivnoels. Ocov agopd ot PeTaforkég Tov
e€etdoelg, 10 yohaktikd o&H oto aipa frav 42,5 mg/dl. H avdlvon tov opyovikdv o&émv
ot 00pa Tov £de1Ee avénuéva emineda otBviopaiovikol Kot LeBLAOGOVKIVIKOV 0EE0C, EVMD
T0 TPOQIA axviokapvitiviig avénuévo eminedo C4 woapvitivig. Awomotobnke o1l €xet
petdAdlaén oe ocvykekpiuévo yovidlo, to omoio odnynce ot odyvoon tov pe SCAD

(Kiykim et al., 2016).

g peAétn mov mpaypoTtonomOnke evroniomnke 1 tawtdypovn mapovcsioc AAD kot MCAD.
2KOTOC TNG HEAETNG NTOV 1 AEOAOYNON TV KANPOVOLUK®OV LETAPOMK®OV SLOTOPUYDV Kol
UETOPOAKDOV OVGAEITOVPYLOV, KAODG Kol PLOSEIKTOV TNG SUTPOPIKNG KATAGTOONG GE TOdLA

pe AA®. A&iodoynnkav ot avaAvcelg Proynuikod Kot petafortkot eréyyov 239 modimv
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pe owdyvoon AA®, ta omoio eonydncav oto Efwtepikd latpeio TMaudiarpikodv
Metapoikmv [Tabnoewv oto Bakirkdy Dr. Sadi Konuk Training and Research Hospital
peta&y OktoPpiov 2014 ko NogpPpiov 2017. H nlkia tov toadidv kopovotay and 19
€mg 168 punvec. Ot kKAnpovopukéc petafolkéc dratapayés NTav TopoveES GE OKTM TALdLH Ol
omoieg Ntav, peta&d Aoy, kot MCAD. T'a va tpocdiopiotei ) oxéon peta&h MCAD kat
AA®, Oo tpémet va yivouv perétec o€ peyaAvtepo minbovoud (Ersoy et al., 2020).

H npdt tekpunpropévn nepintoon avendpkelong LCHAD iowg givon 1 mepintwon evog
Tad100 e avuTicpd Tov glye evoeigelc avopoiiog g B-o&eidmong TV aKOpESTOV MTapDV
o&éwv, N omolo dpmg dev cLVEMITE pe Kapio yvoot dtatapayn o&eidmong tov Mmopmv
o&éwv. To yevikd petafoikd mpopil avtod TOoL TAO0V NTAV AVIUTPOCOTEVTIKO GAAW®V
OOV e OVTIGHO Kot dtotuvdbnke n vwodbeon 0Tt N avendpkeww LCHAD pmopel va
arotedel aitioa tov avticpov. O acBevig NTav éva ayopt 8 etav pe AAD, éxlepa ko
TOAMATAES TPOPIKEG aAAepyies. Elxe @uotodoykn poikn palo kot 1oyd, aAld glye vwotovia
Kot emiong xpovia dvokotmdtnta. H untépa tov avéntuée dafntn oty €ykvupocHvn, Vo
VIPYE KoL 16TOPIKO dafnTn otV owoyévela yevikdtepa. H avoamtuélokn moivopounon
mopatnpiOnNKe v TpOT eOopd amd Tovg Yovelg mepimov otovg 18 pnves. O acBevnig
TOPOVCIOcE AVOUOAN 0TO TPOPIA TNG AKLAOKOPVITIVIG, OVAOUOAN OmoTOoSIKOTOINom NG
appovicg Kot oAAOwUEVY Topaymyn evépyelag oamd ta  proyovopla. To mpogii
aKvAoKapVITIVIIG 68 0TOV ToV acbevn| £€d€1Ee o avopaiio Tov apopd Kuplwg akdpesTa
glon, wiog C14:2 a1 C1l4:1. Av kot ot GAAEG OKVAO-OPLIPOYOVAGES KLPLOPYOVV GTOV
UETOPOAG O TV KOPEGUEVAOV, TPOCPOTEG EPEVVES VITOYPAULLGAY TOV TPMOTUPYLIKO POLO TNG
LCHAD otov ptoyovoplokd petofoMopid TV akdpesT®V HETOPOMTOV MITOP®OV 0EEWMV LE
ta C14:1, C14:2 kou C14:3 va amoteloOv mpotipndpeva vrootpopata ywo. v LCHAD.
Agdopévov ot ta C14:2 ko Cl4:1 Rrav ta kateEoynv avénpéva £10m o€ avtdv ToV 0chevn,
n averdapkea e LCHAD BsmpnOnke mbavn, av kot 1 avendpkeld tng dev £yl tekunplmbet
moté otov avOpomo. H avopoin amotoéikomoinon tng oppoviog kot 1 oAAOI®UET
TOPOYWYN EVEPYELNS TPOEKVYAV EVTEPOYEVAS amd TNV dlatapayn o&eidmaong Tmv Mmapdv
o&émv. Amonteitol TEPAITEP® EPELVO Y10l VO TPOGOOPIGTEL EAV TPOPIA aKLAOKAPVITIVIG LE
OVOUOAIEG TOV OKOPESTOV AMTTAP®OV 0EEMV OTAVIOVTOL GE GAAN TOOLE PE QVTIGUO KOl €0V
éva tétolo mpoil pmopei va opeileton og dvoiertovpyio e LCHAD (Clark-Taylor &
Clark-Taylor, 2004).
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‘Eva. ayopt 6 etov Swyvoomnke pe avemdpkeiw VLCAD petd amd emavellnuuévo
EMEICOO10 VITOKETMTIKNG LITOYAVKaLpiag o€ nAkia 3 et@v. O peyoddtepog adeppdc tov, 8
€TMV, 0 0MOio¢ mopovcioce avamTLEIK KOOVGTEPNON Kol OUTICTIKG YOPOKTNPIOTIKA
GLUTEPLPOPAG, dtayvdotnke Kot owtog pe avendpkela VLCAD oe nhikia 5 €10V, pécw
YEVETIKNG ovilvong mov denydn petd and ™ ddyvoon tov adeleov tov. H yevetwkn
av@Avon amokdAvye Ot iyov v dwo petdAhaln. Kavéva and ta dvo adéreia dev elyxe

vroPAnOei og exteTopévo veoyvikd édeyyo (Watanabe et al., 2018).

Mia olokAnpopévn vevpoyuvyoroyikn a&toddynon tov 1Q, g yAdooag, g Tpocoyng,
™G UVAUNG, TNG CLUTEPLPOPAS, TMV EKTEAECTIKOV AEITOLPYIOV, TOV KIVNTIKOV Kol
KOWOVIK®V deE10TNTOV EQapLOcTNKE 6€ Todld nikiog 4 émg 10 etdv mov dayvodoTnKay
pe avenapkelo, VLCAD péow veoyvikob edéyyov. H a&loldynon éhape yopa oto Royal
Children's Hospital ot MeAiBoOpvn. Tnv olokifipwoav entd modid kot évo ayopt
ovppeteiye HOVo o€ £vo LEPOG avTNg, O10TL Bprokdtay vtd a&toldynon v AAD. Ot yoveig
CUUTAMPOGOV EPOTNIATOAOYIR TOV SSIS oyetiKd pe T CLUTEPIPOPA, TIG EKTEAECTIKEG
Aertovpyieg Kot TIC KOWMVIKEG 0eE10TNTES TV TTodldV TovS. 'Eva aydpt onueiwce vynin
Babporoyia oty vrokAipoaka Oacpatog AVTIGHOD Kot TO 0yOPL TOV OEV OAOKANPMCE TNV

a&loroynon dwoyvootnke telka ue AA® (Brown et al., 2014).

3.9 llepintmon pe avticpnd ko yrovtapiki oSvovpia Tomov |1

‘Eva ayopt 14 etdv pe cofopd avticpud mopovcidotnke oto Tunuo IHowdworpikng
Nevporoyiag kot Nevpoavamnpiog tov Nocoxopeiov Dewsbury oto T'ovéikeilvt tov
Hvopévov Baoctleiov pe 1otopikd mpoodevtikng advvapiog, avopeéiog kot cofapng
papdopvorvong. 'evvnOnke amd un cvyyeveic yovelg yopic Oetikd 01koyeveloKd 16TOPIKO
pvomddeiog 1 omolucdnmote poikng datapayns. H advvapio tov, n anmdieio fapovg kot 1
petopévn 6peén etyav apyicet €vav ypdvo mpv and v mopamounn tov. Ot yoveic Tov
TpooTdOncav vo avENcovy To BAPOS TOV HEG® dlatTag VYNANG TEPIEKTIKOTNTOG GE AMTOPd.
H xatdotaon tov glye emdevmbel 1660 ToVg TEAELTAIOVG TPELG UNVES TTOV KOTEANEE VOl Elvar
KaONAOUEVOG GE aVOTNPIKO KOPOTGAKL KOl KOTO TI GTUYUN TNG TOPOVGIOGTC TOV EVIEANDG
KatakekKMUEVOG €xovtag ydoet onuovtikd Papoc. Katd v a&oldynon, domotddnke

vevikeopévn e€acBévnon tov podv Tov Kot TOVOG otV KApWTN Tov woyiov tov. Ta
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OVTOVOKAQGTIKA TOL OgV NTaV €0KOAO Vo TPOKANBOHV Kot TO TEALOTION0 CVTOVAKAOGTIKA
nTav ko o 6vo apeinievpa kaurtikd. Eiye eniong éva apudpod eavonuo yopo arnd tao pdtio
TOV KOl £YYVON EMIEPVKOTO. AEGOUEVOV TOV VYNADV ETTMEI®V KIVAONG TNG KPEOTIVIG, M
eE€taom ylo Loooseatpivn ovpwv NTov BETIKN KOt 11 LLOGPALPIVY) 0pOL TOV NTAV ALENUEVN
ota 4.848 mg/L. Eekivnoe vrepevuddTmOoT Kot YOp1ynon POvPOCEUIONG Yo TV TPOANYM
devtepoyevoig veppikng PAAPNc. H veppikn tov Aettovpyia mapépeve aOutn. H MRI pocv
NTAV PLGLOAOYIKT EKTOC OTO TO LYNAO YOAOKTIKO 0ED TAAGLLOTOG. OempriOnke 6Tl TO LYNAO
YOAOKTIKO TAGOUOTOC B0 UTopovGE Vo OPEILETOL GE OEVTEPOYEVT OLACTACT] TOV HVIK®V
Kuttdpov. Eniong, mpaypatonomOnke eE€tacn akvAokapviTiviig TAAGHOTOS KOl OVP®V Y10
opyavikd o&€a. Ta opyovikd o&€a TV 0Vp®V TOL £de1Eay PETPLOL KETOVOLPTa e avENUEVA
dwapPoluikd o&éa kot avénpévo 2-vopoLuylovtapikd, 4-vOPoELEAIVVAOALUKTIKO KoL Lo
ONUAVTIKY] KOPOO®OT] 0pOTIKOV 0&E€0G oL VILOdEiKVVE TV YAovTaptkn o&vovpia tomov 1.
[Teportépm avAALGON TOV OKLVAOKOPVITIVOV TOV TAAGHOTOG £5€1Ee avénon evog aptBpov
aKvAOKOPVITIVGOV, emiefaidvovtag ) S1dyvmon e cuykekpipévng o&vovpiag. ApEomc
petd amd tm odyvoon, t€0nke n Bepaneia mov mepeddpPove 100mg proprafivng dvo
QopEg TNV NUéPa, KoBMG kot diatta vynAn og voatdvOpakes. Katd v mopakoiovdnon
HETA oo TEGEPIC EOOUAOES, ElxE avaKTNGEL TO BAPOg TOL Ko 1) dvvaur Tov eiye PelTiwbel,
av ko e&axorlovBovoe va ypetdleTatl avamnpiKod KopoToaKt yio TV KvnTikotntd Tov. Metd
amod TE€6oEPLG UNVES, NTAV o€ BE0M Vo Kivntomoteital 6To omitt Kot XpelaloTav avamnpiko
KApOTGAKL LOVO Yo TO GYoAeio, pe cuveyr Pertioon tov Bépovg Tov. H xivntikdtTd TOU
KOl 1] GYOMKN TOL €MIG0CT, CLUTEPIAAUPOVOUEVNG TNG CLUTEPLPOPAS TOV, GLVEYLGOV VO
00€VDOVV TTPOG TO KOAVTEPO UE PEYOAN UEIMOTN TNG KPEATIVIKNG KIVAONG LE TNV TAPOOO TOL
xPOVOL. Lg ot EVOS £TOVG, 0 AcHeVIS £lye PLGIOAOYIKT] KIVITIKOTNTO KOl AVOYT GTNV

doxnon (Prasad & Hussain, 2015).

3.10 AcOgveic pe aVTIONO KOl OVETAPKELD KOPVITIVIG

‘Eva entéypovo Kopitotl yevvnnke omd un ocvyyeveic yoveic e Koioapikn Toun A0y
TPO®PNG OMOKOAANOMG TOL TAaKkoVVTO Kot elye fadporoyia Apgar 8. Apyioe vo mapovctilet
oLYVA €MELGOOW EQIOPOONG, EUETOV, KOMMONG, YEVIKELUEVNG MVIKNG advvopiog Kot
YOUNADV emMTESWV YALKOING omd TNV NAKia TV 3 etov. Ta eneicodo ovtd epeavioviay
OLO KO GUYVOTEPQ, LLE UIKPOTEPA YPOVIKA OlacTHHOTA HETAED TG TapoLGiaoTg Toug. To

Kopitol elye avamtuéloky Kot YAOootkn Kabvotépnor, kabdg kot AAD kot o VONTIK)
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VOTEPNON, OOTE TOPATEUPONKE o€ TodoveVpordyo. H puoikn kot 1 vevporoyikn e€étaon
ntav uctoroyikéc. [lapovoiale Nmio vrotovia, HEWUEVT LVIKT dVVOUN TOGO GTa XEPLa OGO
KOl 6T TOO10, KOl LELWUEVA OGTEOTEVOVTLOL AVTOVOKAQGTIKA. O1 YA®oo1KEG 0e&10TNTEG TNG
acBevodg NTav ETOYES Yoo TNV MAKIo g, €lye METPLOL VONTIKN VOTEPNON KOl MTOV
anpdoeKTn Kot Topopuntiky|. Eiye kaxn PAeppotikn emoen kot tapovsiole 6TEPEOTLTEG Kol
enovorappavopeveg kivnoels. H telikn didyvoon ftav Adyvtn Avortoéiokn Atatopoyn -
Mn IIpocdioptlopevn AAMM®OG kol pétpia vontikny votépnon. To niektpokapdioypdonua,
TO MYOKOPIYPAPNLa, N akTvoypagio Bopoka, tTo HEL, 1 axtwvoypagpio 0dpaxa, to
NAEKTPOUVOYPAPNUO KOl Ol OVOAVGELS TNG TOXLTNTOG OY®YNG TOV TEPOVIONIOVL KOl TOL

Kvnueiov veupov Nrav OA0 GUGIOAOYIKA.

Ewova 3.10.1: Hiektpoxapdioypdonuo e aclevoic pe avendpkela Kopvitivng

(Guevara-Campos et al., 2019)

Ewova 3.10.2: MRI ¢ acbevoig pe avendpkeia kapvitivig (Guevara-Campos et al.,
2019)

e (A,B) Ot gykdpoieg d1aTOUEG OELYVOLV SLOKPITH AGLUUETPIN TOV TAAYI®OV KOUMODV.

H de&1a mievpa etvar peyardtepn (PA. Ta povpa BEAN).
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e (C) H oPehaio drotoun deiyvel daKpltd HETOTIOL0 VTOGKANPId0 Vypoua (PA. ta
Aevkd BEAN).

H tun g eAetBepnc kapvitiving oto mAdopa ntav petopévn. H poplokn avaivon £deiée
o TapoAlayn o€ yoviolo mov €xer avapepOel o acbevelg pe mpwtomadn avemdprelo
kapvitivne. H Bepaneio g acBevoig mepredapfave 200 mg/kg xapvitivng v nuépa poli
pe évo cvumieypo Prrapvaov B, yopiopévo oe 000 npepnoteg 00celS, NN dgv £Tpmye
@POVTO. TN GLVEKELD, 1] €V AOY® aGBEVIC GpyLoEe VA, POLTA GE £101KO GYOAEL0 OOV ElYE KOAN
npocapuoyn. H poikn advvopio kor ot YAwooiwkég e 0egidotreg Pertidbnioy, aAid
nopépeve anpocektr. EEakoAovBovoe va £xel aLTIGTIKE YOpaKTNPIOTIKE, OV KO 1] VONTIKY
voTépNon g PEATIOONKE Ge GYEoN HE TN YVOOTIKY TNG Asttovpyio TP amd TN dSdyveoon
g avendpkelog kapvitivng Kot ™ Bepameio pe kopvitiv). Axopa kol pe 1 Oepamneia,
ovvéyloe va Topovoldlel oplopévo emelcdda voylvkapiog (Guevara-Campos et al.,

2019).

AxolovbBel ) meprypaen| evog acBevn 4 etwv. Ot yoveic tov oty nAkia tov 12-18 unvaov
dpyloav vo mopatnpodV LIEPKIVNTIKOTNTO, KOKN PAEUUOTIKY €ma@n, EAAEWYT KOWNG
TPOCOYNG Kot EVOPEPOV Yo avTikeipeva avti Yoo avBpomovs. Evag cuyyevig and v
TAEVPA TOV TTaTEPQ ElYE 10TOPIKO KaBvoTEPMomg opidag mov Eekivnoe o nAkia 1 étovg. O
acBeviic apyikd eiye AdaPer odyvoon Augyvng Avamtvélokng Awatopoyng - Mn
[Tpoodioplopevng AAMmg og nhkia 2,5 etmdv. e nhkia 2 etdv Kot 9 unvav, Tapovcioce
éva ENEGOO10 aVOTTLELNKNG TAAVOPOUN GG TOV YOPAKTNPIGTNKE apyKA atd JEYEPOT| Kol
embeticoONTa, M omoio eEeMiyOnke oe ANBapyo, Kokn OEYEPCT KOU OTAOAED TOV
TPONYOLUEVOS  OmOKTNOEVTOV  avamTLELOKOV  0pOCTU®V, GLUTEPIAOUPAVOUEVOY T®V
KIVNTIKOV deE10TNTOV, TNG KOWMVIKNG OAANAETidpaog Kot kupiwg ¢ optdiac. [Tepimov
Vo gfdopddeg mpv amd 10 MOAVOIpPOHKO €MEICOO10, TOVL €iyxe yopnynOel Oepameio pe
avTilotikd Yo Aoipmén tov Aapod. Katd v évapén avtov tov engicodiov, ot Yoveic Tov
avépepav 0Tl Emacye Tawtdypova and mbovn oyevy yaotpeviepitoa. H avamrvéioxn
TOAMVOPOUNON TpaypaTonTomOnke o€ mePimov 000 EBOOUAOES KOl OPKESE TEGGEPLG VES
TPOTOL aPYIGEL VO OVaKTA GLYd-G1yd TIS Yapéves oeotres. Katd tn didpkela avtdv tov
TEGGAPOV UNVAV, 0t Yovelg Tov Eekivnoav pia dlorta xwpig yAoutévn kot Kaletvn (emedn
elye aAlepyia) oe avalntnon mbavig Oepameiog kot avépepay OTL dpyioe va BeATidvETOL
péoa oe 000 MUEPES HeTd TV Evapsén avTng TG OAANYNG OTNV SOITPOPY| TOV. XTOSL0KA

avEKTNoE OAEG TIG TPON YOV pEVES 0e&l0TNTEG O€ dtbotna mepinov 1,5 £tovg kot dtutipnoe
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v dlouta yopic yAoutévn ko kalgivn. v nlkia tov 3 etdv agloAoyndnke pe ™ xpnon
tov [Ipoypappatog Arayvootikng [Hopatipnong tov Avtispod (ADOS) mov yopnyndnke
amd ToV KAWVIKO YuyoAOYO TOV GYOAEIOL TOV GTO TAAICLO TNG CLVOALKNG a&loAdYNoNG Kot
minpovoe to kpunple yuoo AAD. Emmiéov, mapotmpnbnkoav xdamoi oacvvhfiota
alsOnTpLokd evolopEPOVTA Kot ETAVOAAUPAVOUEVEG CUUTEPIPOPES. Xe NAkia 4 ETOV KoL 6
unvav, otayvootke pe AA® ond avamtvuéloldyo madiatpo pe Paon 1o 16TOpKd, TNV
g&€taom, v wponyovpevn Betikn aloAdynon ADOS kat T GUVOAIKT KAMVIKY EVTUT®OT).
H xatdotaom g vyeiog Tov mapéueve puotoloytkn Héypt v nikio tov 4 etov kot 11
UNvVaVv, 0Tov Tapovcioce Kot TAAL Eva ETEICO0010 GOPapNG AVATTLEINKNG TOAVOPOUNOT|G,
omote kot tpoonAbe oto Koléylo latpikng Baylor 6to X1ovotov tov Hvopévev IoAteimv.
To devtepo emelcdO10 NTOV TOAD TOPOUO0 LE TO TPAOTO, KOOMG Eekivinoe kol avtd Le
Oéyepon kot emBeTikdTNTO, AKOAOVOOVUEVO ard ANBaPYO, KOKT) OLEYEPTT KOl ATMAELL TOV
TponyoupéVeg amoktnBéviov de&lotntev. Ot yovelg dev aveéQepay YOOTPEVIEPITION TNV
dgvtepn @opd kot dtutnpovoav v dlouta ywpig yAovtévn kot kalelvn amd 10 TPMTO
ene100010. H puoikn e€étaon dev giye Kamoto gvpnpa. tn veuporoyikn tov e€étaon edvnke
pa yevikeopévn vrrotovia. H MRI gykepdlov mov mpaypatomodnke oe eEmtepikd idpopa
TPEG UNVES TPV amd TNV mopovcioon dev Ntav afloonueiot. Eixe kdvelr o cepd
petaforikdv efetdoewv emiong oe e£mtepkd 1Opvpo, Ol omoieg NTOV OAES €VTOG
QULGIOAOYIKMV 0pleV EKTOC AO TNV KETWGT TOV 0VPWV, TN YOUNAY KPEATiv 6Ta 0Vpa Ko
™ YouUnAr oMkn opokvoteivn mAdopatog. Ot dvo televtaieg Ppébnke otTL givon
QLGLOAOYIKEG VoTEP OMd EMAVOANTTIKO €Aeyyo. AlamiotodOnke OTL €xel peTdAAAEN o€
yovidlo mov oyetiletar pe t ProcHvOeon g Koapvitivng, Kot TOVTOYPOVY OVETAPKELL
kapvitivng. Metd and oktd Muépeg amd TV TPAOTN TOPOVGIACT] TOV GTNV KAWVIKY| Yol TO
OgVTEPO  LIOTPOTLALOV  EMEIGOO10, TOL YOPMNYNONKE GULUTANPOUOATIKY KOPVITIVI] GE
docoroyia 200 mg/kg avda nuépa. Amd v owkoyévela avagépnke 0Tl 1 Bepaneio eiye
BeTuco avtiktumo oto Todil. Mécsa otov mpdTo punva Tapatnprdnke Pertioon ot YAOGGa,
OT1 UN AEKTIKT) £KQPAOT) KOl GTT) GYEGT TOL LE TOLG AALOLG avOpdTovg. ['evikdTEpa pavNKE
va avaktd T Pacikés YAMoowES, aopéc kot Aemtég 0eglotnteg. Tpewg punveg a@otov
Eexivnoe 1 Bepameia, KATAPEPE VO AVOKTNGEL TANPOS TO. OPOCTLLOL TOVL ElYE YACEL KOL VO
oNUEWSEL TEPAUTEP® €EEMEN. AvTd TEpLeAdpPave TO Vo KOITALEL TOLG YOVELG TOV Kot VL
YOLOYEAAEL, VO EXEL KOWT| TPOGOYT, KOOMG Kot EXTYyV®ON Kot EVOLPEPOV Y10 TOVS AAAOVLG
avOporovg. EnummAéov, ta enineda kapvitivng oto mAdoua tov Bpickovtay TAEOV EVTOS TOV
@LGOA0YIKOD gVpovs. Evdlapépov mpokadel to yeyovog OtL 0 acBevig elye kaAdTepn

KOWMOVIKT 0AANAETIOpaoT Kol YA®OOIKES deE10TNTEG OGO AdpPave dOGEIS Kapvitivig TV
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200 mg/kg v nuépa kot dvm, v ot 0e&LOTNTEG EMKOVOVIOG TOV ETLOEWVMOVOVTIOY OTAV M
doom Mrav younAotepn and avtd. Qot1dc0, d00elg Tov Eemepvodoay TNV TPOTEWVOUEVT

ToGOTNTO, dONUIoVPYyovoaY YOoTpEVIEPIKE TpofAruata (Ziats et al., 2015).

3.11 AoOeveic pe ovTIopO6 Kot TpoToviKn oSvaipio.

Avadpoutkn pehétn mepleAduPave okt® oocbeveig pe mpomiovikny oSvopio. o vo
GUUUETAGYOLV OTNV UEAETT, 1| TPOTOVIKY] o&vaipia Tov achevav énpene vo eniPePormbel
o€ woPAdoteg, og 600 kévrpa, petagd 1995 kot 2015. H nlkia tov acbevov kopoivotay
peta&vy 3 ko 20 etdv. Kot ot oktd ac0eveig eppdvicay xopaktnploTiKé ToV TopETEUTOY GE
OVTICHO, CLUTEPIAAUPAVOUEVOV ETOVOAAUBAVOUEVOV KIVIIGEDV 1| YTUTNUOTOS TOV YEPLDV,
TEAETOVPYIKNG KOl OTEPEOTLMIKNG CULUTEPLPOPAS (TPl 0oBevels), UN QUVGLOAOYIKNG
KOW®VIKNG aAAnieniopaong (entd acBeveic), duokolmv emkovmviag (0ot ot acbeveic)
Kot axopyiog otov Tpoypoupatiopd (6Aot ot acbeveig). Ot mévte elyav emionun didyvoon
AAD, gk TV OTOIOV 01 TEGGEPLS d1ayVOSTNKAV LETAED 2 Kot 5 €TV, Kol £VOC SL0yVAOTNKE
aKOUT| KOt TPV amd TN O1dyvmon TG TPOomovikng osvapioc. Apketol acBeveic siyav Nma
€¢ PETplaL KvnTiky Kabvotépnon, aAhd pHovo 000 giyov TANPOS PLGIOAOYIKY KIVITIKN
avantuén. Ot tepiocotepot acbeveig iyov Nma Eog pétpla vontikn avamnpio pe eEaipeon
évav mov glye euooloyikr] vonuoovvn. Kavévag amd tovg acBeveig dev mapovoioce
TOAVOpOUNGN. AALO VELPOAOYIKGL YOPOKTINPIOTIKE TepleAdpPoavay anovoio opAiog ot
TPELS, VITOTOViR GE 000, AVOUOAT BAdIoT 0 dVO Kol GTACTIKOTNTO GTNV LOVAOIKT Yuvaiko
acBev). Ze dvo acbeveig vanpye cvppeToyn TV Pacikdv yayyAiov oty MRI, aAld dev
Ntav avtoi mov elyav Vv enionun dbdyvoon AA®. H Bgpancia amotelodvtov and diatta
YOUNAY o€ TpwTEiveg, 0AAd VYNAN o€ Beppidec. Ta copmAnpodpota Kapvitiving kot frotivng
NTOV amopaitnTa Yo OA0VG. X OAOVLS TOVg acbeveic KOG amd Evav yopnynonke edppovia
pe Baon ta apvo&éa, eAehBepn amd ta Tpodpopa apvo&éa Tov TpomiovuAo-CoA, nali pe
QOpLOVAN Ympic TpmTEIVES UE emmAéov Beppideg omd vootavOpakeg kot Ainn (Witters et al.,
2016).

"Eva xopitol pe ovyyevelg yoveig diayvdomnke pe mpomoviky obvaipio amd t yévvnon
TOV. AgVv LANPYE OIKOYEVEINKO 10TOPIKO VELPOAVATTLEIOK®OY dtoTapoy®dy. e nAkio 6

epoondowv, mopovcioce vrepappuoviopio yopic petafolkn offéwomn. XN ovvEéyeld,
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TAPOLGIOGE CLYVA ENEIGO1N PETAPOMKNG 0EEMONGC, VITEPA®VALpio Kot vToTporidlovca
naykpeatitido. Xopnynonke Oeponeio pe kapvitivn kot Bevloixd vatplo, n onoio apydtepa
dAAace oe KapyAovutkd o&H AOY® emavoloUPOVOUEVOV VITEPUUUOVOUKOV ETEIGOOIMV.
Méow g avartuéiaxkng a&loddynong mov £ytve otav 1 achevic ntav 8 eTmv, edvnke OTL o1
YVOOTIKES, YAOWOOIKES KOl adpEC KIvNTIKEG TG 0e&l0tnTeg Tapopotdloviay e auTég evOg
o100 21-24 unvav, eved ot Aemtég pe avTég evoc madol 24 unvav. Ot KOWoOVIKES TG
de&lotnreg Ppiokovtov 610 eninedo tv 24-30 unvav. H e€€taon tov KNX amokdAvye nmio
vrotovia. To HEI' kot n a&ovikr| topoypagioc Tov €yKe@AAOL dev amOKAAVYE KATOL0
gvpnua. H MRI dev dievepynonie Loy dpynong tov yovéwv. H mpomiovolokapvitivi g
ntav 106-114 - apketd avénuévn and 10 puoloroyikd mov givor <10 umol/l. H ghevbepn
kapvitivn Ntav emiong avénuévn ota 100-287, tun mov Eemepvd 10 pLGLOAOYKO (6-72
umol/l). H acBevng giye mpofAnpotikn coumepipopd, 0nms duckoiio. aAANAETIOpaoNS e
SLUVOUNAK TTOdL, QTOYEG YAMGOIKEG deE10TNTEC KOl dpvnorn akoAovdiog evioldv, To
omoia £Kovov avaykaio TNV exiokeyn og Toudoyuyiotpo. Avtég ol GUUTEPIPOPES Eekivioay
TPW amd TV NAKI Tov 3 €TdV Kol apyKd amodddnkay 6T VONTIKY TG LOTEPNON.
[TopakorovBohoe kvodueva oxéde OpKETEC MPeg pEGH oV MuUEpa Ko ERAEmE Tig
ayamnUEVES TNG oKNVEG Eova Kot Eavd, evd BOpmve av kdmolog tnv diékonte. Tng dpece va
TEPIOTPEPEL YPOUATIOTO GTLUAD, VO TO KPOTAEL LLE GVYKEKPLUEVO TPOTO KOl VO, TOL Y TLTTAEL
enoavelnupéva. Ilepratovoe oe kKOKAOLG, ¥TVTOVGE TAL YEPLAL TNG, EWOKA OTAV YoupOTAY,
dvaPe ko EoPnve emavelAnuUéEVO To EOTO KOl TEPIGTOCIAKA LOPILE TO LOAALL TNG UNTEPOC
™mG. To moayvidl g otepeito pavtaciag. Aev emdimKe TV 6TEVH EMOET Kot OAANAETIOpaon
pe tovg cvvouniikovg ™e. H opdia g mepieddpPave Alyeg AéEeic, Opwg emavoldpPove
atiKes amd To. ayamnuéva TG Kivovpeva oyédta. Aev giye PAEUUATIKY] ETAPN LE TOVG
GUVOLANTEG TNG 0VTE £dgtyve avTiKeipeva and andotact. Ot EKPPAGELS TOV TPOGMITOL TNG
ntav meplopopéves. Katd m dudpkela g cuvEVTELENG, NTOV TEPUTOMUEVT] Kot OV NTOV
embBetikn M Plom. Qot6c0, dev PaVOTOV VO EYEL EMYVMOOT TOV TPOSOTIK®V opimv. [a
Topadetypa, eviote dmAwve To ¥EPL ™G TEPA 0md TO YpaPeio Kot tpoomabdodce va apmdEet
T0 6TLAG Ao TO XEPL TOL €EETACTN YWPIG Kav va Tov KortdEet. Ot yoveic TG CUUTAPOGOV
10 Epomuoatordyro Kowwviking Enkowveviag (SCQ) kot n fabporoyia mov éhafe otov
TOopEN TNG CLUTEPIPOPAS NTav 19,  omoia elvan Téve amd 10 dpto Yo avticpd. Baocel tov
16TOP1KOV, TNG KMVIKNG e€étaong, kot g Pabuporoyiag oto SCQ, €hafe amd Tov YuyioTpo

™ S1yvmon TG aUTIeTIKNG dtatapoyns, cvpeova pe to DSM-1V (Al-Owain et al., 2013).
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O Griinert et al. (2013) gpebvnoav 55 acbeveic pe mpomovikn o&vatpio amd cuvorkd 16
petaforwd kévrpa otn I'eppavia, v Avotpia kot v EABetia. Olot tovg eEetdotnkay
610 avtiotoyo peTaPorkd ké€vipo peta&y Xemtepfpiov 2007 ko Maptiov 2008. v
£€peuva cVUTEPIAN PO KOV LOVo acBevelc Kato Tov 20 etdv, nAkiog and 5 nuepov £mg 18,6
etwv. Ileptocodtepol amd TOVG UICOVE TOPOVGINCHV OVOUOMES TOV GLVOVIOVIOL GTOV
AVTIGUO, OTIMG YLYOKIVNTIKY KaBvoTtépnon kot kabvotépnon oty avdmtuén tov Adyov. H

7o ovyvn avopaiio g MRI tapatnpndnke ota factkd yayyAta.

3.12 AoO¢eveic pe avtiopd Kot pedviparoviky oSvarpio

"Eva ayopt pe pebuiporovikny o&voarpio tomov koaiapiving A mov avtamokpivetar ot Bi2
elye éva povadikd coPapd emelcddlo 0&EmoNg, aALL 1| GLUTEPLPOPH TOV NTOV GE TETOLO
Babuod acvvnBiom mov giye yapaktprotel og avtiotikd. H MRI anokdAvye avouoiio oto

Baowd yayyio (Nyhan et al., 2020).

Ewova 3.12: MRI tov acBevoig pe peboviuaiovikn o&vapio (Nyhan et al., 2020)

Aocbeveilc pe pebvipaiovikn obvaion mov dayvoomkay omd Tig apyés tov 1970 oto
Hopital Necker Enfants Malades tov ITapio1o0 cuppeteiyay og perémn. Tehikd emAsyOnkay
26 acbBeveig mov dev avroamokpivovtav ot Prropivn Biz in vivo kot in vitro. Ot 16 giyov
veoyvikn - mpoun évapén kot ot vmoérowror 10 eiyav oyun évapén. Ta ocvvnon
YOPOKTNPIOTIKA TOV OTOU®V He TPOUN Evapén OGOV apopd TNV GUUTEPIPOPA TOVG NTOV 1)
eMOETIKOTNTA, 1) SLOTAPOYN EMAELUOTIKNG TPOGOYNG KO 1] QVTIGTIKY svumeprpopd (Van der

Meer et al., 1994).
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Amd 1o 1970 éw¢ 10 1996 610 Great Ormond Street Hospital for Children oto Aovdivo
eetdotnkav 35 acOeveic pe pebvipoiovikn ovaio, ot omoiot amoTéAesov Opada LEAETNG.
Ta kprmplo S10KPIoNG TOLG G€ OUAOES NTAV 1 avToTOKpLon 1 Oyl 6TV KoPaiapivn Kot 1
niikia Evapéng g owtapoyns. Ta dtopa mov glyav KOA avTomdKpion oty KoPaiapivn
elyav nmidtepeg Kot Arydtepeg emmAokéc and toug dAlovg acbeveis. 'Evag acbevig and tnv
opdda mwov avtamokpidnke omnv koPoiapivn elxe Hmo avartvlakn koabvotépnon,
dvompalio, OVTIOTIKO YOPUKTNPIOTIKG Kol YOUNAT TUKVOTNTO GTN AELKN OLGIO OTNV

gykepaiikn answkovion (Nicolaides et al., 1998).

[Ma v viomoinon g axdiovdng épevvag, emotpatevTnkay 23 dropa nAkiog Kupimg
amo 19 éwc 35 etov pe avendpkelo Kofaiapivng A mov tapokorovBovviav otn Metafolikn
Movada Charles Dent tov [Hovemotuakod Nocokopeiov Aovdivov kot amd péAn g
oAl g Etanpeiag yio ) Merét Eyyevav Zeoipdtov tov Metafoiopon (SFEIM). Ztnv
mAelovoTNTa TOV 0cfevav, 1 dwutapayn Eexivnoe otnv mondkn nAkio pe o&gio vELPOAOYIKT

emdeivwon. Avo amd awtolg eiyav avtioTikd yapaktnpiotikd (Marelli et al., 2022).

3.13 MepinTtmon pe avTIGNO Kol 1oofarepikn} oSvorpio

And tov Iovvio tov 2017 €mg tov IodAo Tov 2019 cvunepnednkav cuvorkd 51 dropa
and 10 Me€ikd, nlkiog and 6 £oc 15 etdv, wg cvppetéyovieg ot perétn «The Intellectual
Developmental Disorders Mexico Study» twv Lazcano-Ponce et al. (2016). Ou
GUUUETEYOVTEG GUYKEVIPOONKOV GE L0 TOOOWYVYLATPIKT KAVIKY 6TV TOAN Tov Me&ucoD.
Ot 33 anod toug 51 giyov AAD, gite ®¢ povadikn dwatapoyn eite TAVTOYPOVO LLE VONTIKT
votépnon n/xar AEITY. AwevepynOnke petafoiikdg éleyyog, katd tov omoio &va Kopitot

Olyvdotnke pe 1ooPareptk] oSvonpia.

H acBevig ntav 11 e1dv pe khvikn 816yveor Tov cuvopopov Asperger Kot EPEVVITIKY
duyvaon g AAD. 'Htov 1 TpdTn KOPN UN CLYYEVAV, DYIOV YOVE®MV Y®pic emPBapvpévo
01KOYEVELNKO 10TOPIKO. H eykvpocivn eixe opoAn mopeio pe xoucopikn toun otg 39
gPoopdoeg khmong (AOY® Tpdwpng pNENS HeUPpavdv) ympig SIUGTOAN TOV TPAXNAOL TNG
untpog, pe Pabuoioyion Apgar 9-9, kou n acBevig mpe €E1Nplo and T0 VOGOKOUEID
QLG1OA0YIKO Veoyvl. Katd tovg mpdTovg puves g (ong g, NTav £vo avijouy o VEOYVO.
Y1tovg 18 unveg oTOUATNOE VO ETIKOWVOVEL AEKTIKA. 2TV NAKio Tov 3 €T®V, Topovcioce
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evepebloTOTNTO. TOL €VOAAOGGOTOV HE LTVNAIL, OVOCTOA TOV VELPOOVATTLELOK®DY
opoOoNU®V, YA®OOIKN Kobvotépnon, emavaiapPoavopevo moryvidt Kot dvokoAieg otnv
Kowwvikoroinon. EmumAéov, apvovtov va @del TAOVGIEC 0 TPMTEIVEG TPOPEC Kol
TPOTILOVGE TO ACYOVIKA KOl TOL POVTO. ZTNV 1010 NAKia, dloyvdoTnke amd todoyuyiotpo
pe ovvopopo Asperger, 1o onoio glye vTonTELOEl TPDOTOG 0 TASIATPOG TNG. XE NAIKiN 6 ETAOV,
N acbevig Topovoince €vo €NEGOJ0 EUETOV, OPLOATMONG Kol KOIAMOKOD GAYOLG OV
SOy VAOOTNKE MG CKMANKOEWITION KOl Y10 TO 07010 YEpovpynOnke. Xnv nAikia tov 11 etov,
élaPe ) d1dyveoon g wooParepikng ovaipiag. H aviyvevon petafoMtdv GYETIKOV 1e TNV
oofoiepikny obvaupio otic e€etdoelc aiparog kot ovpwv emiPePainvoayv v Sdyvoon.
Hekivnoe dloto mePLOPIGUEVT) G AEVKIVY, GUUTANPOUEVT] LE 10TPIKH QOPLOVAL YWOPIg
Aevkivn, 100 mg/kg kapvitiving kot yAvkivng nuepnoing. Metd 1 Ogpaneio, mopovcioce
Bektioon omv Kowmvikn emkowvmvia kot aAinieniopacn. Eni tov mapodvtog, n acOevig
YOUOYEAAEL, €xEL KOAN PAEUUATIKY ETOEN Kol KoTavoel yeipovopies. 'Eyxel evoapépov ya
TOVG GVVOUNAiKOLG Kot daTnpel Kowvavikn aAlnAienidopacn. H acBevig eppavilel pepikég
QOPES EMOVOAAUPAVOLEVT) GUUTEPIPOPA GYETIKA e Mo Touvio, dAAG eitvon o gvéhktn
vevika. Ilepiotaciakd mopamoviétar 6Tt dAla modid tn yAevdlovv. EmmAéov, ta nnyaivel
KOAQ 010 oyoAglo Kol £xel KaAN woldtnta {ong diyme va aviipetonilel Kdmoto TpoRAinua

vyeiag (Marquez-Caraveo et al., 2021).

3.14 MlegproToTikd pe avTiopd Kot yAovtapiki) oSvaipio Tomov I

"Evag mevtéypovog acBevig omd v perétn tov Kiykim et al. (2016) swayvootmnke pe AAD
e€antiog kaBvotepnuévng OATNG, LELOUEVTG KOTVOVIKOTOINGNG Kol VTEPKIVITIKOTITOS TOL
dpyoav petd v nikio tov 2,5 etov. 'Eog kat v évopén Tov COUTTORATOV, &ixe
KOTOKTOEL TO AVOUEVOUEVO avamTTUEIKA opdon e Yo TV nAkio Tov. Katd t puoikn tov
e€étaon dwmotdbnke paxpokepaiio. Elye dvokoiio oty apoifaio Kotvovikomoinon,
aAAG Oyt ot dayeipton Bvpov. To mpoeik axviokapvitivig kol To emimedo eAeVOepG
Kapvitivig NTav Younid, evad to exineda YAOLTAPLAOKAPVITIVIG TV aVENUEVE, OTTMOC Kot
oV YAovtaptkov 0&Eog katl tov 3-OH-yAovtapukod o&éog amd v avdAvorn opyoviKdv
oféwv ota ovpa. H ameikdvion 1ov £yke@dAov amoKIALYE OUPOTEPOTAEVPT] GUUUETPIKT
GUUUETOYN TNG VITOPAOIDOOVG AEVKNG OVGIOG GTOVG UETMMLOI0VG A0PoV¢ Katl atpopia TwV

opOaipmv. Atyvootnke 0etikdg yo yAovtapikn oSvatpio tomov I votepa amd poplokn
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avaALGN OOV AVIYVEDTNKE GYETIKN HETOAAAEN Yovidiov. Eexivnoe Oepoameio pe 100 mg/kg
Kapvitivng v nuépa, 100 mg poerafivng mv nuépa kot yopnynorn 100 mg cuvéviopov
Q10 v nuépa and to otopa. Eekivnoe emiong dlotta TEPLOPIGUEVT GE TPLITOPAVT KoL
Aocivn. O acbBevig emoeeAndnke amd v Oepomeia, Kabdg m Oetikn oAdayn o1

GLUTEPLPOPE TOV MTaY ousONTY).

Yy mopaxkdto perétn ocvppeteiyov 320 modd pe AAD kot oto OKT® Amd oT
gvromiotnkoy kKAnpovopkég petafortkes owatapayés. To 13,12% tov moadidv exkdAwoce
dwrapayés oto HED kot 10 8,43% dwtapayés oty MRI. AkorovBel to mepiotatikd mov
dwyvaotnke pe yrovtaptkn o&varpio tomov 1. 'Eva ayopt 8 e1dv amd yoveig ywpic cuyyevikn
oyéon owyvootnke pe AAD elotiog kKabvotépnong oty opdio Kot SVOKOAING GTNV
kowovikonoinorn. Eiye vontun votépnomn, moapovoiale EAAenyn evOldPEPOVTOS Yo, TO
nepPdArov kot otepedtuneg kivioels. H puotkn tov e€étaon ftav pucstoroywr. To HED
Ntav euooroyikd, oumg n MRI eykepdhov amokGAvYE OUPOTEPOTAELPT) GUUUETPIKT
GUUUETOYN TNG LITOPAOIDOOVG AEVKNG 0VGI0G 6TOVG peTmmaiovg Aofovg. H appwmvia kot to
YOAOKTIKO 0ED 0pov NTaV PUGIOAOYIKE, VD 1 E€taomn agpiov aptnplakol aipatog £0e1ée
avtiotafuopévn petaforikn o&émon. H avdivon yyvootoryeiov kot apvoéémv TAdcpatog
NTAV PLGIOAOYIKEC. ZNUOVTIKY] KpiONKE 1 avdALGT 0pYOVIK®OV 0EE®V GTA OVPO TOV, 1) OTTOT0L
£oe1&e avénuéva emineda yhoutoapikod o&éog kat 3-OH-yAlovtapikov o&éog. H Bepamentikn
ay®y" Tov acBevovg cuvdvale TV ol Tov oTopaTog yoprynon 100 mg prpoerafivng kot
100 mg tov cuvéviupov Q10 v nuépa, v yoprynon 100 mg/kg kapvitivng mv nuépa

Ko TNV dlonta meplopiopévn o€ tpumtoeavn kat Avoivn (El Fotoh et al., 2019).

Entd modid pe yrovtapwkn oSvopio tomov I dwwyvoommkav ommyv latpikn XyoAn tov
[Tavemotuiov Hacettepe. H nAwcio tov mtoudidv Katd t oTryun g VELPOPUGLOAOYIKNG
a&lohdynong nrav peta&d 11 kot 36 unvov. 'Eva ayopt 36 unvav giye COUTTOUOTO QVTIGHLOV
ov yopoktnpiloviav amd EAAEWYT YAOOOIK®V Kol KOWOVIKOV O0e&loTNTOV, KoK
PAeppoTiKny €maQEn KOl OTEPEOTLTIKN ocvumeplpopd. EmmpocHitwe, eixe yevikevpévn
kaBvotépnon oty avdmtuén kot pétprag Papvunrag vontikn votépnon. H MRI tov £de1ée
EYKEPOAMKT Kot TopeyKePaAdkn atpoeia kot oo HED kataypdenke puotiodoyikdg vvog

(Yalnizoglu et al., 2005).
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3.15 TleproTaTIKG PE GVTIOCRO KO OVETAPKELD PLoTIVIOdoNg

H npdtn mepintmon acbevn pe peptkn avemdpkelo flotividdong Kot ouTIGHO ovVapEPETOL
a6 tovg Zaffanello et al. (2003). H avendpkelo frotividdong dtayvdotnke 0t T0 Toudi
ntav 4 etov. Apyioe va AopBavel Oepaneia pe 10 mg frotivng nuepnoing, OU®S To 0VTIGTIKG
YOPAKTNPIOTIKA OV eE0AeipONKay. O HKpOTEPOS OOEAPOS TOV OO0V OLYVAGTNKE EMIONG
Ue HePIKn ovemdprela Plotividdong péow veoyvikol ehéyyov. Tov yopnynonke Protivn (10
mg NUePNoimg) Kot deV mTOpovsiace Kovéva TpOPANUa 6Ty ovATTLén 1 T GLUTEPLPOPA
Tov. Alotvmdbnke n vrdbeon 611 M kabvotépnon ot Sdyvoon kot Oepameio Tng
avemdpKelog PloTviddong Tov TPMOTOL Tandlov Umopet va odNynoe og avendpkela lotivng
GTOV EYKEQPOAO e ATOTELECLO GOPOPE VEVPOLOYIKA TPOPANUOTU OIS GTEPEOTVTIKES KOl
OVTICTIKEG GLUTEPLPOPEG OV dgv umopovcav vo dopbwbodv mapd Tn petayevéstepn
yopnynon Puotivng. Emopévmg, M €yxoipn ddyvoon kor Oepomeion Tng ovemapKeLng
Blotviddong etvatr oNUOVTIKY Yot TNV OTOQLYN U1 OVOSTPEYILOV VELPOLOYIK®V PAafdv

(Zaffanello et al., 2003).

Mia acbevig 3,5 etdv amd v perétn tov Kiykim et al. (2016) eiye peiopévn apotPoio
emKovovia Kot EMeYN BAEPHOTIKNG ETa@ng oL Eekivnoe and v nlkio tov 15 unvav.
Katd ™ dwbpketa g e€€taonc, NTov LIEPKIVNTIKY Kot TopotnpnOnKe nrotopeyaiio kot
otpafiopdc. Ot yoveic g dev avEéQepay TPYOTTOON 1 OEPUATIKEG EKONADCELS. To eminedo
¢ Protviddong Nrav oto 1,6 IU/L (puoioroywkod evpog: >3,5 IU/L). H avdAivon opyovik®dv
o&éwv ota ovpa TG NtV ELGLOAOYIKT. H ameikdvion tov eyke@dAov omokdAvyE Mo
vromAacioc Tov KepKoeOpov copotoc. H acBevig Eexkivnoe v oand tov oT1OUATOG
vrokatdortaot g Protivng og 66on 5 mg nuepnoing. Ot Beticég emdpacelg g Oepamneiog
aPOPOVCAY GTNV EVIGYLOT TNG KOWVOVIKOTNTOS, TNG PAEUUOATIKNG ETAPNC KO GTNV EAATTOON

NG VIEPKIVNTIKOTNTOG. AVGTUYMDG 0V EMTEVYONKE TANPNG AVTOTOKPLOT).

Avo acBevelg pe pepikn avemdpkela flotviddong evtomicmkay otnv épgvuva tov Yoldas
et al. (2021). O npdTog Tapaméupnke ota eEmtepkd wtpeio [Houdrotpikov MetafoAiopon
HETA TO VEOYVIKO screening test OOV OlyVAGTNKE UE LEPIKN AVETAPKELN PloTviddong o€
nukia 1 unvog. H dpactnprotta g Protviddong tov acbevodc frav yaunin (1.77 U/L
kot 1.60 U/L), yeyovdg mov cuvddel pe pepkn ovemdpkeln, kol Ppédnke yovidokn
petdAdaén. Ot yoveic Tov dev avépepay depUaTIKEG EKONADOELS ) TpydTT™mon. H Bepaneio

epleEAauPave TV amd ToL GTOUATOG LITOKATAGTACN TNG Protivng oe 66oM 5 mg nuepnoing.
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Otav Ntav 18 punvov, o acBevig dloyvdoTNKE GTO QACHO AOY® EAAEWWUATOV OTNV
KOW®VIKO-cuvaucsOnpatikyy apolpoidtmra, Om®mG M OTOY AEKTIK Kol Un  AEKTIKN

EMKOWVOVIA. XTIG EMOKEYELS TOV AKOAOVONGOV EUPAVICE ETANTTIKEG KPIOELG.

O 0ebtepoc aohevnc dloyvdoTnKe 4 NUEPDOV UE HEPIKN AVETAPKELN PLOTIVIOAGN S VOTEPO
amd o veoyvikd screening test. H dpactmpiotra g Protividdong tov frov younin —
apywd 3,07U/L ko énerra 2,00 U/L. Erniong, Bpédnke petddraén yovidiov. Ot yoveic Tov
Oev avéQePaV OEPUATIKEG EKONAMOELS 1 TPYOTTOOY. EeKIvnoe TNV omd TOL GTOUATOC
vrokatdotaon Protivng oe doon 5 mg nuepnoing. Otav Ntav 30 unvdav, n pelopévn
apotBaio ETKOVEOVIK TOV KOl Ol GTEPEOTLTIKEG KIVIGELS £ytvay 1 ot vor SlyveoTel pe
AAO®. TTaporo mov Aappave cuvexllopevn Bepamneio pe Protivn kot Bepameio 101KNG aywync,

0 acBevng dev Katdoepe va amokatactadel TAnpwg (Yoldas et al., 2021).

3.16 BAeVVOTOAMGUKYOPLOMOELS KUl QUTIOUHOG

Ye épevva pe mandld amd v AyyAia pe duyvoon MPS I-H (ocOvopopo Hurler), ot
BaBuoroyieg otnv KAipaxa Kowwvikng Avtandkpiong (SRS) tov 23% (5/22) Atav oto
coPapod €VPOS TOLV ATIGHOV Kot Tov 36% (8/22) oto Mo mpog puétpro vpog (Lehtonen et

al., 2018).

Av10 10 TEPIOTOTIKG amoTELEl TNV TPAOTN ovapopd Yoo AAD oe mandi pe MPS 11 (cuvopopo
Hunter). Zvpntdpota mov oyetiCovtat pe Tov autiopd dev £xovv avagepbei Tponyovpévmg
€ OOl pe avTO TO GUVOPOUO KOt 1) €V AOY® TEPIMTMOON UTOPEL VO KATOOEIKVVEL TNV
ovvvoonpotta AAD kot cuvopopov Hunter. Otav ot kKAvikol Tapatnpodyv COUTTOUOTO
ov potdlouvv pe Tov auTiopd, Ba Tpénel va dlepeuvovy TV TVYOV VTTapEn TOV GLVIPAOLLOV
Hunter. To mepiotatico elvar éva ayopt 2,5 etodv pe KabBuotépnon Adyov eionydn oto Tunua
Yoyarpung Towdwwv kar Eenpov tov Toavemomuiov Adnan Menderes oto Aidivio g
Tovpkiag. v nlkio tov 1,5 £€10VG, 01 BEEIOTNTEG KOWMVIKNG EMKOVOVIOG TOV NTOV
avemapKeig ko 0ev Nrav mpoddopo va maiEel pe cvvounAikovg. Iapovoiale emiong £viovo
KAapa ko Eeomdopato Bopov oe Kowvovikég meptotdoeic. H untépa tov dniwoe 0Tt elye
oLVNOWC TEPLOPIGUEVT PAEUUATIKY ETAPT, OEV OVTATOKPIVOTAV GTO OVOLLHL TOV Kot ERPAVICE
OPIGUEVO TTEPLOPIOTIKA TPOTLTTA. GUUTEPIPOPES TOL EKONADVOVTAY UE EXAVALAUPOVOLEVT,
emipovn ko vrepfoikn xpnon woAvpuov. EmmAéov, avtidopodoe 0Tav KATOL0G ETLYEPOVCE

va 1oV hpet 10 poAvPl. Katd v apykn yoylatpikn agloddynon, o Adyog Tov dgv oV
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Aertovpykdg Kot meplopifoviov poévo oe PEPIKEG CLAAOPES KOl OKATAAANAEG YELPOVOLIEG.
Advvatodoe vo kvel PAEUIOTIKN ETAPT, VO, EKTEAEGEL EVTOAEG KOl TO EVOLOPEPOV TOV Y10,
moyviol NTav avoyuko. Emmiéov, mapatnprinke EAAElyn KOWNG TPOCOYNG KOl GLYVE
povtlovpmve To EUALO KOTA TN SLAPKELN TNG GLVEVTEVENC. AEV KaTAYPAPNKAV TPOGOETEG
oTeEPEOTVMIKEG Kivnoelg Kotd tv e&étaon. H Pobporoyia tov ot Alota EAéyyov
Soumeprpopdg Avtiopov (ABC) frav 91. H puoikn tov e€€taocr amokdivye 0Tt elye 00TIKEG
TOPOLOPPAOCELS, GLUTEPIAAUPAVOUEVIC TG PpaydTNTOS TOV TEPIPEPIKOV apOBpDOGEMV,
10lo¢ ota ¥éplo, VA LINPYAV EMIONG OVGHOPPIKA YOPOUKTNPIOTIKA TOL TPOGMTOV E
OLOYK®UEVO KEQAAL, TTpoeLEyovoa YADGGO Kot Kovio Aad. Emmdéov, elye poyyolkn pumie
KnAida oty Al Tov. Me Bdon dAha Ta mopandve, téinie 1 dSidyvoon AAD kat o acBevig
TOPOTEULPONKE O TAOOVELPOLOYIKY) KAWVIKY HE mBovY Olyveorn VELPOUETAPOAKNG
Swrapayns. H MRI tov eykepdlov tov €0eiEe OTL vnpye (o TEPPPEYUATIKY] KVOTT,
OLELPLUEVT] TTEPLAYYELOKY] OTOGTOOT] Kot OldTacn TG OmpoKikng KOoTNTag cuppotn pe
atpopio. Tov EAowY. H axovotikn €£étoon oamokdivye Mmool OTOAEL 0KONG. AVTA TO
duopopeKd yopaktnplotikd Kot to gvpipate s MRI frav copPatd pe mibov didyvoon
MPS ko £to1 0 acBevic dwryvaootnke pe cuvopopo Hunter. 'EE urvec apodtov Eekivnoe ™
Bepameio evOLUKNC VTOKOTAGTOONG KOL TV £101KY| EKTOLOELOT, KATOPOWGE VOl ETIKOIV®VEL

pe Alyeg pepovopéveg AéEelg ko vo axorovdel aniéc odnyieg (Ozbay et al., 2020).

Ewoéva 3.16.1: Topatikn ordmiaon tov acbevi pe MPS 11 kot AAD (Ozbay et al., 2020)
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O\a ta meprotatikd pe MPS TII-A avikovv oty épevva Tov Yoldas et al. (2021). 'Eva
Kopitol dwyvoomke pe AA® oe nikioa 48 unvov Adym kabvotépnong g adpng
KWW TIKOTNTOG KOl OVGKOAL®MY OTN AEKTIKN KOl U1 AEKTIKN ETKOWOVIO, OAAL KOl 0N
ovumeprpopd. Koatd m euowkn g e&étaon mapoatnpnonke Kovio avactnuo, Tpoessywv
Bopaxog Kot nrotootAnvopueyoiio. Ot fAevvomolvoaxkyopiteg ota obpa ¢ Nrov 15,23
mg/dl kot 1 dpacTnpPOTYTO COVAPAdGoNS ota AsvkokvtTapa NTav 0,13 nmol/mg/17 hr
(puororoyikd evpoc: 3,2-20,4). 'Ehafe o1dyvooon MPS III-A oe nlikion 60 unvav. 'EAafe
VTOGTNPIKTIKY Ogpomeion amd SEMOTNUOVIK OHAdH Kot €01KT EKTOIOELOT, WOTOGO M

mopeia g acBevovg dev giye Betikn éxPaon.

‘Eva. ayopt dwayvootnke pe AAD® Aoyo kobBvotepnpévng optdiog, OSvokoMog otnv
KOW®VIKOTOINGT| KOl TEPLOPIGUEVOV EVILOPEPOVTOGS Y10 TO TEPPAAAOV TOV GE NAKia 5 ETAOV.
Ta oxeletikd tov mpoPAnquata tov odfynoav ota e€mtepkd tatpeion Tov [Hodrorpikov
MetaBoiicopov. Ot frevvomorvcakyapiteg ota ovpa tov fTav 18,12 mg/dl kot dStayvootnke
pue MPS III-A oe nlia 7 etodv. 'EAafe Oeponeio e SIEMGTNUOVIKT DTOGTAPIEN KOl EIOTKT|

aymy"], OGS 00TE G€ AVTO TO TEPLOTATIKO LINPye Kamowo Pedtioon (Yoldas et al., 2021).

Ta neprotatikd pe MPS III-B mov Oa axorlovBncovv avikovv oty épevva tov Yoldas et
al. (2021). ‘Eva ayopt mapaméuednke yio emAnmtikég kpioelg, koboAkn avomtvéiokn
KaBuoTéPNon Kol U TUMIKNG £EMTEPIKNG EUEAVIONG. XtV NAkia tov 18 pnvov eixe
owyvootel pe MPS 1II-B, evd oe nhkio 48 punvov élofe ddyvoon AAD petd amd
dwmictwon TV Yovémv g HelwpEVNS apolpaiog emkowvoviog Kor TG EAAEWYMC
PAreppotikng emaeng kot g Nyoroiias. ‘Erape Oepameio amd demotnpovikn opddo Kot

€101KN eKTAidELOT).

‘Eva ayopt 5 etodv dtoyvootnke pe AAD Bacel Tov COUTTOUATOV TOV, dSNAOdN HELOUEVT
apolfaio emkowvovior kot EAAewyn PAeppotikng emoens, kabmg kot myoioiia. Eixe
avantuélokn  Kabvuotépnon Kol adpd  YOPOKTNPIOTIKO TPOCMOTOL Kol Yo, ovTd
naponépednke ota eEmtepikd wtpeia Tov [adrarpicod Metaforcpov. H didyvewoon MPS
NTav Eva Thavo eVEEXOEVO KAt 1] dpaSTNPLOTNTA TOL VIOV aKETVAO-0-YAVKO o pviddon
TV Aevkokvttapov Bpednke va eivar 0 nmol/hour/mg. H vroyia yio MPS III-B Bynke

anbwn AapPdavovrag v emPeforwtikn Odyvoon oe nmAkia 6 etdv. O acBevig
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akolovOnoe v ido Oepameio e TOV TPONYOOUEVO, TAPOLX AVTA KAVEVOS OO TOVS dVO dEV

napovciace kamowo Pedtioon (Yoldas et al., 2021).

‘Eva kopitotl 7,6 etov dwayvodotnke pe AAD AOY® TPoPANUATOV KOIVOVIKOTOINGNG Kot
ENAeYNG EVOLIPEPOVTOC YIoL TO TEPPAAAOV TNG, KOOMG KOl GTEPEOTLTIKMY KIVICEMV.
Ewonybn ota eémtepcd wotpeio moudiatpikold petafolopod AOY® GTLVTOV TPOTOHTWOV
GUUTEPLPOPAS, OOPDOV YUPUKTNPICTIKOV TOV TPOCMTOV, OOEVOEWMV EKPAACTNCE®V,
VIEPTPOPIOG ApLYOUA®Y Kol vONTIKNG votépnong. 'Eywve didyvowon MPS III-B og nhikia 8,1
1OV pHéow evOUIKOV avaridoewv. Tapd m Pondeia and demompovikny opdda Oepamneiog,

dev onuelmdnke kamoo KAvikn tpoodog (Yoldas et al., 2021).

H Ymapén ocvuntopdtov mov powdlovv pe autiopd gival cuyvd eowvopevo oty MPS
tomov III pe amotéleoua peydrog apOpdc madidv va Aapfdvel AavBacpévn didyvoon
OLTICHOV. 211 cuvéyeln Tapatifetal pa tétota mepintwon. 'Evag acOevig 14 etdv eppdvice
ToAvOpoOUN o otV oAl Tov, M omoia dpyoe HETE TNV NMAKIN TV 2 £TOV, £VO
TPONYOVUEVMOG AVOTTUGCOTAV LE PACT) TAL TUTTIKA OVOTTUEIKA OPOGTLLOL Yol TNV NALKIA TOV.
Telkd otapdnoe va piddet eviedmdg oe nAkio 3 etdv Kot 6 unvav. Katd m dibpreia avtg
™G TEPLOOOL oNUEIDONKOY GLUYVEG TTTOCEIS Kol 1 emdeivowon TG 1osoppomiog MrTav
TPOOJEVTIKT). TN GLUVEXEL, O AGHEVIS TOPOVGINGE YLXOKIVNTIKNY S1€YEPOT, EMBETIKOTNTO,
VREPKIVNTIKOTNTA, ODTVIO Kol OTOAELL TOV EAEYYOL TOL OLPOTONTIKOV KOl TPMOKTIKOV
ocoplyktpa. Emdeikvoe otepedTumeg Kivioelg, OT®MG T0 KOYIHO YOPTIOV Kol TO YTOTNLO
KovTidv Eavd kot Eavd. Atayvaotnke pe AAD oe nhikia 6 etdv. Xe nlkia 7 eTov, ETpoye
KOTPOVA KoL TOL ATA®VE GTO 1010 TOV TO GOMA. Xe nhkio 8 TV, dpyloe va Topakoiovdeitat
oe €0kd oyoAelo dmov cvppetelye oe cuvedpieg Aoyobepamneiog Kot epyobepaneiog ywpig
Kkdmola Betikn oAAayn. Emiong, tov yopnynonke @oppokevTiky aymyr, 1 omoio dev &iye
arotédeoua. Kabmhg 1 katdotaon tov e£eAMocoTav, 01 GUUTEPLUPOPES VITEPKIVITIKOTNTOG KO
eMOETIKOTNTAG HEW®ON KOV, LE OTOOLOKT KO TPOOSEVTIKT LETAPAOT GTNV VIVNALL o TV
nAia Twv 9 €TV, evd 1 €viovn vavnAia gpeaviotnke yopm ota 12 €. Apykd, av Kot
EMeQte, UMOPOVCE VO MEPTATNOEL LUE TOTEPITOES, AAAG o€ NAkia 12 etdv ko 11 pnvov
otapdnoe evtedmg vo tepratdel. H ikovotnta kotdmoonc tov eAattdOnKe e amoTéAEGHA
va glvat ovoyKaiog 0 ptvoyasTpikdg GOANVOG Y10l T GITIGT TOL Kot 6TV NAtkia tov 13 €10V,
tomofetnOnke yaotpootopio. Katd t puoikn eEétaon, o Bépog Tov nTav 25 Kidd, To Hyog
tov 1,25 pétpa ko m mepipetpog kepoAng 53 exotootd. Eiyxe adpd yopaxtnpiotikd

TPOGAOTOV, HUOTN GEANC, TOYLA XEIAN, LOVOPPLOO, KOVTO Add, LOKPOYA®MOGia, TPoeEE oV
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pétwmo, ENpa kot apatd HoAALL, 0GTEOTEVOVTLO aVTAVAKAAGTIKA (31/4+), yoyodaktuiio
YEPLUDV, CTOCTIKOTNTO OTO KAT® OKpo Kot dvokapyia tov apbpodcewv. H MRI tov
EYKePAAOL £0e1Ee EAOPPA S1ATACT) TOV TAAYIWV KOIM®V Kot TG Tpitng koioc. H MRI g
OTMOVOVAIKNG OTNANG £0€1EE  avVOOTPOPY] TNG (QUGLOAOYIKNG OLYEVIKNG KOUTLAOTNTOC,
OALOI®ON TOV OWOVOLAIK®V OCOUITOV Kol CLumieon Tov TAOKOV Ttovg. To
VIEPNYOKAPIOYPAPTLLOL éoeile VIEPTPOPIKT pvokKapdtomddeLo Ko 10
NAEKTPOKAPIOYPAPT LA VTTEPPOPTMOT TNG APLoTEPNG KOAag. To vrepnyoypdonuo Kotiog
arokdAvye nratopeyario. O acbevng elye avEnuévn amékkpion YAvkoloptvoyAukavoy ota
oOpa, pe amoPforn g Osukng mmapdvng. O gpyactnpuokés eEetdoelg €d€&av TIg
yhvkolapvoyAvkaves ota 127 pg/mg (euooroywkn tun: 44-106). H dibdyvoon tg MPS
I11-B emPePordOnke omd avemdpkeio tov evidpov a-N-aketvloyivkolapviddon (Irigonhé

et al., 2020).

To kdtwb meprotatid eivar and v Epgvuva towv Kiykim et al. (2016). Mo acbevnic 4,5
eTOV dtryvaotnke pe AAD Aoym EAAetymc AOYoV, LELOUEVNG KOVMVIKOTOINONG KOl GLYVOV
exkpnéemv Bopov mov Gpywcav petd v nikio teov 2 gt@v. Méypt v évapén tov
CUUTTOUATOV NG, €lXe KATOKTNOEL TO, OVOTTLELOKG OPOCTLLOL TTOV OVOUEVOVTAY Y10 TNV
niikia ™g. And v euoikn e&€taom mpoékvye 2/6 GLGTOMKO PVOTLO. GTNV TEPLOYN TNG
ptpogdots. To vepnyokapdloypdenua £0€1Ee TPOTTMOT NG MMTPOEWOVS PaAPidag Kot
AVETAPKELN TOGO TNG LLTPOEWOVS OGO KOl TG TPLYADYvoS BaAPidag. Atdpopa otkoyevelokd
wpofAnpato  dev  emétpeyav TNV Olevépyslo.  yevetikov  gAéyyov. H  avdivon
yAvkoLopvoyAukdvng ota ovpa £3€1Ee avénuévn cvykévipwon Beuxng nrapivne. And v
evlopikny avaivon, odamotddnke n un evlopukn dpactmpotnto S akeTvAo-CoA
yhvkolapivng N-akviotpavopepdons (@uotoloyikd evpog: 335-651 pmol/mg/h). O
acBevng oayvootnke pe MPS TII-C.

To kdtwbh mepiotatikd elvar and v €pevva tov Cakar & Yilmazbas (2021). ‘Eva
ENTAYPOVO KOPIToL Pe cuyyevelg Yovels elxe padnolakés SVoKOMES, LIEPKIVNTIKOTNTA KOl
adpa YOPOKTNPIOTIKA TPOGHOTOV. To VIEPNYOKAPIOYPAPNUA Kol 1] OQOOALOAOYIKY TNG
eE€Taom NTOV PUGLOAOYIKE, OALAL OTIG AKTIVOYPOPIEG TOV GKEAETOV EVTOTIGTIKOV EVPTLLOTOL
TOAMATANG OVGOCTOONG Kot {nTMONKe avaivon evOOU®OV Yo TN SLOPOPTKY] SIAYV®OCN TNG
PArevvomoAivcakyapidwone. Ta emineda Tov  evlvpov  N-axetvioyiviolopivn-6-
covApatdon g acBevoig Ppédnikov va eivor 0,6 nmol/mg/24hr (puooioywd: >1,2

nmol/mg/24hr) kot dwyvootnke pe MPS III-D. Aegdopévov 6t dev vmdpyer Bepomeia
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evQupikng vrokatdotacng oto cuvopopo Sanfilippo, akoAovOnce Bepaneieg oyetikd e TV

dloyelplon T@V GCLUTTOUATOV.

Kopitot 6 etdv pe 1o odvdpopo Sanfilippo tomov D &iye mpoodevtikn vontikn Ekntoon,
dgv AOVGE Kol EMOEIKVLE OV TIGTIKT GUUTEPLPOPEL, AALA TO YOPAKTPIGTIKA TOV TPOGHTOV
g Nrav Tumikd. To éviupo N-axetvloylvkolapivn-6-covipatdon Asttovpyodoe Ldvo 6To

5% tov puotoroykob Tov emmédov (Nyhan et al., 2011).

Eucova 3.16.2: AcOeviic pe MPS 111-D (Nyhan et al., 2011)

To tehevtaio mepiotatikd avapépetar otoug Yoldas et al. (2021). Eva kopitot gilonydn
oT0 YevViKd modlotpikd e€MTEPIKA 1OTPElDL PE TO YOPOKTNPLOTIKO NG ovEavoueEvng
mpoeCoyng tov Odpako. Metd 1T oKeAeTKn €EETOOT, TO OKTWVOYPOUPIKO ELPIUATO
arokdAvyav onueio PAevvomorlvcokyapidowons kot mapanéuednke oto Tunua Todikon
MetafoMopon. Zmyv acbevi tpoypotomo|dnke puoikn £E£TOON, AKTIVOYPOPiEG OKEAETOV,
avéivon ota GAGs ovpwv (ota omoio Bpédnke Beukn kepatdvn) kot evupikn ovéivon
(6mov Ppébnke un evlvpkn dSpactmpdtra g N-aketvAoyoioktolopivng-6 Beukmg
covApataong). Aaufdvoviac vroyn OAa ta Topandvm, TEOnke 1 didyvoon MPS IV
(ovvopopo Morquio A) oe nikia 32 unvov kot Eexivnoe evlupukn Oepamneia. Tavtdypova,
elxe kaBolun avantvaxn kabvotépnon. 'Elafe ) didyvmon g AAD oe nlikia 5,8 etdv

AOY® EALEWPUATOV KOWMVIKNAG EMIKOWMOVING Kol TEPLOPICUEVNG KOWNG TPOGOYNG KOt
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PAEUUOTIKNG €MAPNG, NYOAOAING KOl GTEPEOTLTIKMY KIVICEWMV TOL kePoAov. H Oepameio

E0IKNG ay®mYNG oLVERaAE EAGIOTO GTNV PBEATIOON TNG GLUTEPLPOPAS TNG.
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XYMIIEPAXMATA

H mapodoa mruylaxn epyacio Siepedvioe TNV GLGYETION HETAED aVTICUOD Kot LETOUPOAKOV
datapoay®v PECH amd TNV avacoKOTNon NG VITAPYoLGas PiPAtoypapiag Kot TV avaivon
KAMVIKOV eptotatik®v. O auTiopog eivar pio vevpoovamtuéloky dtotapayf He dtdpopovg
mapdyovteg va €xovv gvoyomombel yio v avdmtuén tov. H €psuva katéAnée oto
CLUTEPAG O, OTL £VOG OO TOVS TAPAYOVTESG TTOL EVOVVOVTAL YLl TNV AVATTLEN TOV AVTIGUOV
evdgyopévag va givar ot petaforkég owatapayés. H Oewpila 6TL o1 petaforéc drotapoyég
pumopel vo GUVIEAOVLV OTNV EUQEAVICT] TOV 0OLTICUOV vrootnpiletor omd to KAVIKA
TEPLOTOTIKA TTOL TOPaTEOMKAY, TO OMOiot OOTEAOVVTIOV OO ATOUO. LE OLTICHO KOt
petaforkég Satapoyés. H diepevvnon tov opyavikod vmofdabpov tov petafoikmdv
dTapaydv mov oyetifoviat pe Tov oauTiopo eivar wwaitepa oNUAVTIKY, KAODS 1) Kotavonon
TOV TOHOPVGIOAOYIKAOV UNYOVICUOV TOL TIG TPOKAAOVV Uopel vo 00Ny oEL o€ To akpiPeig
SYVAGELS KOl, KLPIOS, oTOV oXeSIOGUO OTOYELUEVDY BepamenTik®Vv mpoceyyicemv. H
omopén pag tétotag otoyevpévng Bepameiog umopel va Pektiwoel og peydio Pabud v
moldtnta {ong Tov atopwv pe avTicpnd. H evdedeyng épeuva tov petafolkdv dtatapaydv
mov oyxetiCovronr pe tov ovtiopd pmopel va copPdrer oyt poévo ot Bepamevtikn
OVTILETAOTION, OAAG Kol GTNV TPOANYN TNG ELPAVICNG OWTICTIKOV YOPOKTNPIOTIKOV. Mo
EVOLPEPOLGO 100 Y10 LEALOVTIKT £pEvVa €ivar 1 dlepehvNoN TOL OVTIGUOV GE GLVAPTNON
pe Tig dwtapayés evamdfeong YALKOYOvou Kot TG PAEVVOTOALCAKYOPLODCELS, KAODS

SmIoTO®ONKE OTL HEV LN PYOV ELPNUATO Y10 GAOVS TOVS TVTOVS GTOLS OTO10VG dlaKpivovTaL.
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