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NEPIAHWH:

O1 TrepioodTEPEG Q0BEVEIEG £XOUV KATTOIO YEVETIKN TTPOdIABeoN. AVaAUCEIG
EUPEWG PACUATOG TOU YOVIOIWHKOTOG QVAKAAUTITOUV YEVETIKEG TTOIKINOUOPQIES
TToU OUMBAAAoUV o€ TTOAUTTAOKEG acBéveieg. QOoTO00, N dIATPOPIKN TTANPOPO-
pia, n oTToia €ival ATTAPAITATN YIA TNV AVATITUEN TWV OIATPOPIKWY CUUBOUAWYV
yia Tnv TpoAnWwn Kai tn diaxeipion g véoou, Asitrel. H emoTtAun Tng Alatpo-
QOYEVETIKNG/AIATPOPOYOVIOIWMATIKAG TTAPEXEI OTOIXEIQ OXETIKA PE TOUG PNXO-
VIOPOUG TWV BPETTITIKWYV CUCTOTIKWYV Kal TWV AAANAETIOPACEWY TwV YoVISiwV,
oTnVv uyeia Kal TNV aoBéveia, TTou atraITouvTal yia TNV €€ATOMIKEUMEVN SIATPO-
on.

2TN OUYKEKPIUEVN PEAETN OTOXOG MOG gival va ava@epOoUV YEVETIKEG QOBDE-
VEIEG TTOU €KQPAlovTal HOVO WETA TNV KATAVAAWON OUYKEKPIUEVWY PAKPO-KAI
MIKPOBPETITIKWYV CUCTATIKWY. ZUYKEKPIUEVA UTTOPOUNE VA OUASOTTOINCOUNE TIG
YEVETIKEG dlaTapaxEg TTou BpEdnkav oTn BiIBAIoypagia o€ £€1 DIOPOPETIKEG KO-
TNyopieg avaAoya Pe TO BPETITIKO CUOTATIKO KAl TO YETABOAIKO POVOTTATI TTOU
EMUTTAEKETQI.

H 1Tpwtn Katnyopia TrepIypa@el YEVETIKEG dIATAPAXEG TTOU 0dNYoUV O€ JE-
TaBoAikd odaApata oxeTikd e udaravlpakes. H deuTtepn karnyopia TTeplypd-
Q€I TIG YEVETIKEG DIATAPAXES TTOU 0BNYOoUV O€ PHETABOAIKA OQPAAUATA OXETIKA PE
TpwrTeiveg. H TpiTn KaTnyopia TTepIypd@el YEVETIKEG dlaTapax€EG TTou odnyouv
o€ METABOAIKG O@AAPATA TTOU apopouv Ta AiTidla. H TéTapTtn katnyopia Trepl-
YPAQPEI YEVETIKEG DIOTAPAXEG TTOU 0ONYOUV O€ PETABOAIKA OQAAUATA TTOU AQO-

poUv TO YAUKOYOVOU Kal n TEAIKA KATNyopia TTEPIYPAPEl YEVETIKEG dIATAPAXES




TTOU 00NYyouUV O€ PETAROAIKO OQAAUATA TTOU apopouv Ta PETOAAA. TEAOG, TTe-
piypd@ovTal JE ouvTOMia Ta yovidla TTou EUTTAEKOVTAI OTNV TTAXUCAPKia. 2TO
TEAOG TNG KABE katnyopiag TrapéxovTal dIaTPOPIKEG OUOTACEIC UE OKOTTO TNV
ehayiototroinon 1 TNV TTAPN KATAPynon Twv CUPTITWHATWY TnG vooou Ta
OTTOIx TTEPIYPAPOVTAL.

MoTetoupe OTI OTO €yyUG MEANAOV N E€TTIOTAMN TNG AIATPOPOYEVETIKAG, Ba
TTapExel Ta atapaitnta dedopéva, yia TNV TITEUEN TOU PIAGBOEOU OTOXOU TNG

BeATIOTOTTOINONG TNG UYEIOG EVOG ATOPOU HECW TNG DIATPOPIKAG TTapEuBaong.

ABSTRACT:

Most diseases have a genetic predisposition. Genome-wide associa-
tion studies are discovering genetic variants that contribute to complex
diseases. However, nutrient information, which is essential for the de-
velopment of dietary advice for prevention and management of disease,
is missing. Nutrigenetics / nutrigenomics studies provide data on
mechanisms of nutrient and gene interactions in health and disease
needed for personalized nutrition.

In this particular study we aim to report genetic diseases that are ex-
pressed only after the consumption of particular macro and micronutri-
ents. In particular we group genetic disorders found in bibliography in
six different categories depending on the nutrient and the metabolic
pathway that is involved.

The first category describes genetic disorders that lead to metabolic
errors concerning carbohydrates. The second category describes ge-
netic disorders that lead to metabolic errors concerning proteins. The
third category describes genetic disorders that lead to metabolic errors
concerning lipids. The forth category describes genetic disorders that
lead to metabolic errors concerning glycogen and the final category de-
scribes genetic disorders that lead to metabolic errors concerning met-
als. Finally we briefly describe genes that are implicated in obesity. At
the end of each category diet plans are provided in order to minimize or

completely abolish the symptoms of the disease described.




We believe that in the near future nutrigenetics, will provide the nec-
essary stepping stones to achieve the ambitious goal of optimizing an

individual's health via nutritional intervention.

EIZAMQrH:

H ammokwdIKoTToinon Tou avBpwTTIivou YOVISIWKATOG AVOUEVETAI VO TTPOKA-
Aéoel emavdoTaon oTnV 1GTPIKN @POVTIda, dIaTPOPIKA Bepatreia, TTPOANTITIKN
1aTpIKA, dNUOoIa uyeia Kal dIaTPO®IKY) TTONITIKY. NEEC YOVIOIOKESG TEXVOAOYIES
MOg divouv Tnv duvaTtoTNTa VA £COKPIBWOOUNE TTEPICOOTEPA YIA TNV OXEON
diaItag Kal Xpoviwv TTabACEWY, PEAETWVTAG TIG AAANAETTIOPACEIS TWV TPOPWV
ME Ta yovidla o€ poplakd eTTITTEDO Kal ETTITTAEOV TOUG TPOTTOUG TTOU HEPIKA G-
TOMO  avVTOTTOKPivOvTal DIOPOPETIKA O OIOPOPETIKEG dIAITEG CUPPWVA PE TOV
TTPOOWTTIKO TOUG YOVOTUTTO. Mg Tnv aTToKWAIKOTTOINON TOU avOpWITTIVOU YOoVi-
OIWPATOG, Ol EPEUVNTEG EXOUV E0TIAOEI OTNV PEAETN Kal €EEPEUVNON TwV dla-
QOPOTIOINCEWV OTA YOVIdIO KOl OTO TTWG QUTA cuvdEovTal JE TV avBpwITIivh
uyeia, dlatpoery kal acBéveia. H avadAuon Tou avBpwITIivou YovISIWUATOG
(DNA) 10 2001 (Human Genome Project) kai n aApatwdng mpdodog otn Mo-
piakny BioAoyia, oe ocuvduaopo pe Tnv EmotAun tng Alatpo@rig ouvTtéAecav
oTn dnuioupyia piag véag €IMOTAPNG N OTToIA OTIG PEPEG UaG geNicoeTal O€
duo €gioou onUAvTIKOUG KAGdOUG: TN AIOTPOQOYEVETIKA Kal TN AlQTpOQOyoVi-
SlwpaTIKn. [1]

Me Tov 6po AlIaTPOPOYOVIDIWMPATIKI) EVVOOUWE TNV ETTICTAKN N OTToia €peUvA
TOV POAO TTOU dIadpAPATICOUV TA BPETTTIKA CUOTATIKA TWV TPOPWYV TTOU KATO-
VOAWVOUUE KAl TOV TPOTTO PE TOV OTToI0 eKPPACovVTal Ta yovidid uag, To Katd
TOco dnNAadrh n Acitoupyia Kai n €K@pacn (METaypa®n Kal PETAPPACN) TWV
yovIdiwv pag emnpeddeTal amo Ta BPETITIKA OUCTATIKA. ATTO TNV AAAn, PE TOV

O0p0 AIOTPOPOYEVETIKN VOEITAI N ETTIOTA YN TTOU €PEUVA TOV TPOTTO UE TOV OTTOIO




avTIOpA O OpPYavIoPOG Pag oTa dIA@opa BPETITIKA CUCTATIKA avaAoya HPE TO
yovidIlako uttoBabpo trou diabétel. MNa Tapddeiyua av o€ pia dedopévn ekdoxn
YOVIOIOU TTOU €XEI KATTOIOG, KATAVOAWOEI HEYAAEG TTOOOTNTEG KOPEOUEVWY Al-
TTOPWYV OgEWV, Ba aTTOKTAOEI AUENPEVES TIMEG XOANOTEPiIVNG. O aTTWTATOG KAl
ouoIaoTIKOG POAOG TNG YOVIBIOKNG dIaTPOPAG Oev gival GAAOG aTTO TNV PEATI-
waon TNG uyeiag Tou atduou Kal TV TTPOANWN acBevelwy TTou £XOUV oxEon ME
TNV dlatpo®n. [2]

2UPQWVA JE TA VEOTEPA ETTIOTNUOVIKA dEDOUEVA, Ol APXEG TTOU OIETTOUV TO

VEO ETTIOTANOVIKO TTEDIO TNG YOVIDIOKAG dIAaTPOPNAG gival o1 EAG:
e ¢ OPIOPEVA ATOMO KOl KATW OTTO OUYKEKPIPEVEG OUVONKES N diaiTa
MTTOPEi va atroTeAei Eva coBapd TTapdyovTa KivOUvVouU yia £vav apiB-

MO acBevelwy.

e 2uvnOiopéveg dIAITNTIKEG OUTieC UTTOPEI va dpdoouv OTO avBpWTTIVO
YOVIQIWMA, AUEDA I EUUECA PE QTTOTEAECHA TNV aAAayr €KQpaong A

O0OUNAG TWV YoVvIdiwv.

e O BaBudg 1ToU N diauTta £TTNPEALEI TNV 1I00PPOTTIO HETAEU UyEiag Kal

aoBEvelag gival duvatov va £EapTAaTal ATTO TOV ATOPIKO YOVOTUTTO.

o Mepikda yovidia TTou gAéyxovTal amd Tnv diauta gival Tavov va Trai-

Couv pbéAo oTnv évapen, €CENIEN Kal coBapoTNTA XPOVIWY TTABNCEWV.

e H diaitoAoyik TTapéupBacn Baciouévn oTn yvwon Twy dIaTPOPIKWY
QvVaYKWYV, TNG OIaTPOYIKNG KATAOTAONG KAl TOU YOVOTUTIOU, UTTOPEI
va XpnoiyotroinBei yia Tnv TpoAnwn, METPIAONO Kal BepaTreia xpovi-

WV TTaBNoewv.

H avAamtuén Twv €MOTAPOVIKWY AUTWV KAAOWV £YIVE HE OKOTTO OXI MOVO va
dlepeuvnBei N «aAANAeTTIOpaon» PETAEU yovidiwv Kal dlaTpoPng aAAd TauTo-
XPOva va BEATILOOEI TV uyEia Kal TN TToI0TNTA TNG WIS TOU avBpwTTou PECW
eCatopikeupévng diairag. O1 diaiteg Tou KovTIvou YéEAAovTOG Ba BaailovTal 0Tn
OX£ON METAEU BPETITIKWY POPIWV KAl YEVETIKWY TTOAUPOPPICHWV. [3]

Avap@ifoAa utrdpyxouv TTOANG 0@EAN aTTd TNV yovIdIoKr dIaTPOPr yia KABE
ATOPO LEXWPIOTA, VIO OPABES ATOMWY KAl YIA TNV KOIVWVIA YEVIKA. Ta o@éAn

mepIAauBavouv TNV BeATiwWon TNG ATOMIKNAG Uuyeiag, Tov augnuévo pOAo TnG




TTPOANYNG TNV dIaXEipIoN TNG UYEIQG Kal EE0IKovOuNon XPNHATWY 600 agopd
TNV @povTida uyeiag Eow TNG TTPOANWNGS Kai eTTRPaduvong Twv acBeveIwV.

O1 Tpéxouceg dlaTnTIKEG OUUPBOUAEG BaaifovTal 0 TTapaTNPNOEIG HEYAAWY
TTANBUOUIOKWY OPAdWYV. Opwg CUPPBOUAEG TTOU €ival WPENIPES yIa TNV TTAEIO-
vOTNTA TWV aVOPWTTWYV PTTOPEI va PNV €X0ouv Kapia agia i akoua va gival Kai
EMCAMIES VIA PIA PEIOVOTNTA YE DIOPOPETIKO YOVOTUTTO

2UMPBOUAEG Kal dIAITNTIKEG OUCTAOEIS BACIONEVEG OTOV ATOMIKO YOVOTUTTO
Ba divouv Tnv duvartdTnTa 0€ ATONA va TTPocapuolouv TNV diaTpoPn Toug yid
TNV BEATIWON TNG UYEIQG TOUG KAl VO UEIWOOUV TOV KivVOUVO £U@AVIONG OUYKE-
Kpipévwy voonudtwyv. Ouwg n diaita Baciopévn ota yovidia dev Ba TTPETTEI
va 606¢i oav pia ypriyopn Beparreia yia pia acBéveia. Eivar mo mlavov ot
€IOIKA "TPOTTOTTOINMEVEG” KAl OXEDIAOMEVEG DIAITEG YIA £va PEYAAO dldoTnua
Ba PEIWVOUV ATTOPACIOTIKA TOV KivOuvo €u@Aaviong evog apiBuou aoBeveIwvy.
Mo ouykekpiyéva ol OAOEVA KAl QUEAVOPEVES YVWOEIS TNG ETTIOTAKNG QUTAG,
Ba ptropéoouv va agiotroinbouv atrd AiaitoAdyoug Baci{OUEVOl OTO QTOMIKO
YEVETIKO TTPOQIA, TIG TTPOCWTTIKEG OIATPOPIKEG OUVABEIEG KAl TOV TTPOCWTTIKO
TpOTTO (WNG. 'ETO1, Ba cival og B€on va TTPOCPEPOUV ECATOUIKEUPEVES DIATPO-
QIKEG 0OnYieg ue OKOTTO va PEIWOET aTTOTEAECUATIKA O KivOUVOGS YIa QOBEVEIES
TToU o@eilovTal oTtn dIaTPoPr, XPNOIUOTTOIWVTAG TIGC KATAAANAEG dIAITNTIKEG
OUOTAOEIG KAl CUUPBAAAOVTAG TTAEOV OUCIOOTIKA OTnV TTPOANWN Kai mRpa-
duvon ep@aviong aoBevelwv. [4]

2KOTTOG TNG €PYAOiag €ival va TTAPOUCIOOTOUV AVOAUTIKA Ol KANPOVOUIKEG
METARBOAIKEG DlaTapaxES 1 aoBéveleg TTou ekdnAwvovTal ETTEITA aTTd TV KATA-
vaAwaon kammoiwyv Tpowyv. O1 diatapaxég auTtég diaxwpilovtal Bdon Twv Hao-
KPOBPETITIKWYV KOl CUYKEKPIPEVA BAon TNG EAAEIYNG ) HEIWPEVNG OPAOTIKOTN-

TAG TWV €VCUPWY TTOU 0dnyouV OTnV EKACTOTE a0BEvEIQ.

ZOAAMATA TO METABOAIZMO TQN YAATANOGPAKQN

O1 diatapaxég oTov JETABOAICHO Twyv udaTavOpdkwy, atroTeAolv éva oUvo-
A0 KANPOVOUIKWY PETAPBOAIKWYV dIOTAPAXWY OTIC OTTOIEC OEV UTTOPEI va TTpay-
gaTotroinBei n didotraon Twv udaTavlpdkwyv TnG ekAoToTE a0BEveEInG. AUTO

EXEl WG OTTOTEAECUA TNV CUCCWPEUCT] TOEIKWY OUCIWV OTOV OPYavIOUO EaiTi-




ag TNG EAAEIYPNG TWV aTTOPAITNTWY €VCUPWY TTOU TTai(ouvV KOBOoPIoTIKO POAO

oTtnv dIA0TTacT) TOUG.

1. Avoavedia otn AakToln (lactose intolerance) [5, 6]

H duoavegia otn AakToln epgavifetal oto 25% TOU YeEVIKOU TTANBUCOU
otnv EupwTrn [7] kai opifeTal w¢g n aduvayia didoTraocng TNG AAKTO(NG pEoa
OTOV YOOTPEVTEPIKO OwAnRva. lNMpokaAegiTal atToKAEIOTIKA aTTO AVETTAPKEIA N
duoAeiToupyia Tou ev{UUOU AAKTAON, TO OTT0I0 dIACTTA TN AAKTOCN o€ YAUKOCN
Kal YOAAKTOZN. AuTr N eVCUUIKN aveTTAPKEIQ PUTTOPEI va dnuioupynOei gite Adyw
KATTOIWV YEVETIKWYV METABOAIKWY dlaTtapaxwy, &te Adyw TnG QUOCIOAOYIKAG
MEiwoNG TNG dPaCTIKOTNTAG TNG AaKTAONG KATA 5-10% aT1ré TN OTIYUr) TTOU TO
ATopo atroyoAakTieTal Kal TO YAAQ yiveTal AlyOTEPO ONUAVTIKO 0T dIaTpoen
ToU. [8]

NAKTOZH: H AakTdln €ival o Kuplog udatavipakag Tou YAAakTog. H AakTo-
¢n, wg udaTavlpaKag, ATTOTEAEI TNy EVEPYEIAG yIa TOV opyavioud. Emodpad
BeTIKA 0T dpacTNEIOTNTA TOU TTETITIKOU CUCTAUATOG KAl CUPMBAAAEI OTNV KO-
AUTEPN aTTOPPOPNGCN TTOAAWY GAAWV BPETTTIKWV CUCTATIKWV.

NAKTAZH: H AakTtdon €ival JENOG TNG OIKOYEVEIAS TwV B-yOAGKTOCIBACWY,
gival pia yAukdéoidn udpoAdon (glycoside hydrolase) kai évag amd Toug po-
Aoug Tng €ival va BonBdael otnv udpOAucn TNG AAKTO(NG OTA TTAPAYywya TnG,
TNV YAUKOCN Kai TNV YOAAKTOZN. ZT1a uyif dtoua auTh n diaotracn- udpdAuon

YIiVETAI QUOIOAOYIKA CUPPWVA JE TO TTAPAKATW OXAHA.

cQ no OH
o ? o ?
o Lactase °
0 o o OH 4 HO
o o o ; o o o
[ (4]}
HO

Lactose Galactose Glucose
Eikéva 1: YSpoAuon Tng AakT6dng oTa Trapdywya Tng.




270 ATOMA PE MEIWMEVN OPACTIKOTNTA 1 AVETTAPKEIA AOKTAONG, N AGKTOCN
MN JMTTOPWVTAG va dlacTracTel apyidel va eTnpeddlel 1o Eviepo. H AakToln eivai
KaA TTNYR EVEPYEIAG VI TOUG PIKPOOPYAVIOUOUG OTO KOAov, oI oTroiol Tn Cu-
MWVOUV O€ YOAOQKTIKO O¢U, evw TTapayetal yebavio (CH4) kal aépio udpoydvo
(H2). [8]

Ta TTapayoueva aépia dnuioupyouv To aiocbnua duo@opiag Adyw didTaong
TOU EVTEPOU Kal TO EVOXANTIKO TTPOBANUA TOU POUCKWHATOS. TO YOAGKTIKO 0&U
TTOU TTAPAYETAI OTTO TOUG MIKPOOPYAVIOPOUG €ival WOPWTIKA evepyd Kal TTPO-
KaAei TNV €i00d0 vepoU PECQ OTO EVTEPO PE QTTOTEAECHA TN didppola. Edv n
KartaoTaon €ival TToAU coBapr Ta aépia Kal n didppola uTTodifouv TNV aTToP-
POPNCN GAAWV BPETITIKWYV CUCTATIKWY OTTWG Eival o1 TTPWTEIVES. Ta CUUTITW-
MaTa AoITTdv TNG AVETTAPKEIAG TNG AOKTAONG €ival O PNETEWPIOPOG, N didppola

Kal KoIAlokd GAyog. [9]

Lactose Intolerance

Normal laciose digestion Lactose intolerance
Lactase ' '
Lactose Smail Laciose
G| ucosa Intastine Water

Galactose

Bactaria
Irritation,
Large 7\ increased

Fermentation

intestine motility

{Normal
stools)
(gases,
organic acids,
olher osmatically
active molecules}

Eikéva 2: H @uoioAoyikn Kadi n gn @UoioAoyiki AgiIToupyia Tou evTépou Katd Tn SidoTracn Kai
amoppoé@non TnG AaKT6(NG.

Aiarpogiké¢ ouoraocis (Auocavedia orn Aakroln)
H owoTt avriyetwtmon Tng duoaveiag otn AakToln, amaitei dueoeg dia-
TPOQIKEG aAAayEG TTou Ba TTPETTEl va aTTOKTACEI TO dTouo Etmeita ammod 1 did-

yvwon TnG. Agv gival atrapaitnto va akoAouBeital pia diaita eAeuBepng AOKTO-




(NG, OTIG TTEPICCOTEPEG TTEPITITWOEIG APKEI N MEIWPEVN KATAVAAWGCT TPOPWV
TTAOUCIa 0 AOKTON yia va eAATTwWOOUV Ta CUPTITWHOTA TNG. MoAAG dToua pe
duoavegia otn AaKTOlN UTTOPOUV va KatavaAwvouv 6-12 yp. AakTtolng xwpig
Va EUQAVICOUV CUUTTTWHATA, €1I0IKA OTAV KATAVAAWVETAI JE T KUPIA YeUUATA 1
TTPOCAQUPBAVETAI ATTO YOAOKTOKOMIKA TTPOIOVTA TTOU €XOUV UTTOOTEI APKETEG
Cupwoelg, dnAadn n AakTdln €xel HeTATPATTEN O€ YOAOKTIKO OEU, TO OTTOIO eV
TpoKaAEi cuptTwpara. [10, 11]

ASyw TOU OTI N AAKTOLN €ival 0 KUpiwg udaTtavepaKkag Tou YAAAKTOG Kal TOV
TTPOIOVTWYV TOU €ival atmmapaitnto va dob¢i N atmaitoupevn TTPooox o€ autd Ta
TPOQIUA. [a ammoQuyh TwV CUUTITWPATWY TNG duoavegiac otn YAUKOLn TTpo-
TEIVETAI N KATAVAAWON YAAOGKTOG KOl YOAOKTOKOMIKWY TTPOIOVTWY PE XauNnAd
ANiTTapd (av dev uTTApYXouV coBapd CUPTITWHATA), KABWG Kal n KaravaAwon
TTPOIOVTWV HEIWPEVNG AAKTOCNG (YAAQTA TTOU €XOUV UTTOOTE ETTECEPYQTIa Kal
epIExouv 70% Aiyotepn AakToln) i Xwpic AakToln. AKOua cuvioTaTal N Xpn-
on TaPTTAETWY AaKTAONG, TTPIV TNV KATAVAAWGON TTPOIOVTWY YAAAKTOG, KaBwg
Kl TUPI KAl YIQOUPTI TTOU OTTWG TTPOavVa@EPETal OEV TTEPIEXOUV AAKTOCN. [12]

ATopa TTOU ATTOPEUYOUV OAOKANPWTIKA TNV KATAVAAWON YAAOKTOKOMIKWYV
TTPOIOGVTWY, YEYOVvOG TTOU CUVIOTATAI VO aTToQeUyeTal, Ba TTpETel va Aaupa-
VOUV CUUTTANpwUATa aoBeoTiou, KABWGS Ta OUYKEKPIYEVA TPO@IUA €ival N KU-
pia Ty acBeoTiou, KUPIO CUCTATIKO OTNV AVATITUEN TOU AvOPWITIVOU OKEAE-
TOU KaI TTaiel KOBOPIOTIKO POAO OTnNV TTPOANYN TNG 00TEOTTOPWONG. H AOKTO-
¢n €ival éva ouxvo TTPOCBETO TPOYIPNWYV TTOU TTPOCdIdEl YEUOT KAl TTEPIEXETAI
o€ TPOPIUA TTOU OEV aVIKOUV OTA YOAGKTOKOMIKA TTPOIOVTA Kal YIa auTd TO AO-
yo Ba Trpétrel va dideTal 1IdIaiTEPN TTPOCOXNA OTIC ETIKETEG TWV TPOQiPwyY. TEToIa
TPOQIYA €ival va BIOPNXAVOTTOINUEVA KPEATA OTTWG TA AOUKAVIKA Kal TA aAAQ-
VTIKQ, N papyapivn, Ta dnunTpIokd, Ta ammognpapéva gpouTa Kal Ta TTPOTTapa-

oKeuaopéva yeupara. [13]

FAIAOKTOKOMIKA TTPOidvVTa MepPIEKTIKOTNTA OE
AakTéln
MNaoupTl ye xapnAa Airrapd, 240 ml 5¢
FGAa pe xapnAa Airrapd, 240 ml 119
EABETIKO Tupi, 28 g 19




Maywtod, 120 ml 69
Tupi Cottage , 120 ml 2-3g

Mivakag 1

2. Auocavedia otn oakxapodln p ooukpoln (sucrose intolerance i Con-

genital Sucrase - Isomaltase Deficiency) [14, 15]

H duoavegia otn oakxapdln 1 TTI0 KOIVA N QVETTAPKEIA OOUKPAONG — 100-
MOATAONG KANPOVOUEITAl aTTO AUTOOWHMIKO YOVidIO Kal €ival EVTEPIKN dIATAPO-
XN. OpiCeTal wg TNV aduvapia dIAoTTaoNG TNG 0aKXapolng Kal TnG HAATolnG,
aT1TO TNV AVETTAPKEIA 1 TRV MEIWPEVN OPACTIKOTATA TwV EVCUPWY OoUKpAong A
ICOMAATAONG, BACIKWY CUCTATIKWY MPIAG YAUKOTTPWTEIVNG TTOU KAAEITAI OOU-
Kpdon- 1IcopaATaon (S1) , o€ PouKTOln Kai YAuKOZn.

H petdAAagn Tou yovidiou TTou gival utreUBUVO yia TNV TTapaywyn TG YAu-
KOTTPWTEIVNG OOUKPAONG-ICOMAATAONG €ival n aiTia autrig TngG diatapaxng. To
yovidio Sl divel evTOAEG yia TNV TTapaywyr Tou evCUUOU COUKPAON- ICOUOATA-
on. Auto gival €éva €vCupo TTou BpiokeTal oTo AETTTO EVTEPO Kal gival UTTEUBUVO
yia Tnv dIA0TTa0N TNG 0OUKPAZNG Kal TNG MAATOCNG o€ aTTAG 0AKXapa Ta oTToia
arroppo®ouvTtal a1rd To AeTITO £viepo. H pet@AAagn autr) peTaBAAAel Tn dopn,
dlatapdooel TNV TTapaywyn Kal eEaoBevei TNV AsIToupyia TNG cOuKpAonG- 100-
MoATAoNG. [16]

H ouykekpiyévn diatapayxry ouvABwg yiveTalr eueavig amo Tn OTIyuR TTou
éva BpEpog atroyaAakTifeTal Kal apyidel va KatavaAwvel pouTta, XUPOoUG Kal
onunTpIakd. Ta KAIVIKA CUUTTTWUATA €ival KOIANIOKO GAyog, @oucKwa, didp-
poIa Kal TTapaywyn agpiwv. Autd Ta CUPTITWPOTA JTTOPET va 0dnyrioouv oTov
UTTOCITIOMO HE aTTOTEAEOUA TNV atmwAegia Bapoug | akOua Kal kabuoTepnuévn
OWWATIKI QVATITUEN TOU BPEPOUG.

20YKPAZH: H ooukpdon cival évfuuo TToU KaTaAuel Tnv udpoAuon Tng
O0UKPOCNG o€ PPOUKTOCN Kal YAUKOLN.

IZOMAATAZH: H 1copaAtdon cival éva évquuo TTou OTTdel Toug OECUOUG
TWV OOKXAPITWYV, Ol OTT0i0I OEV YTTOPOUV VA dIACTTACTOUV ATTO TNV AUUAGON N

TNV YaATdon.




20OYKPAZH-IZOMANATAZH (SI): Tlpokeiral yia TTPWTEIVN TOU €VTEPIKOU
BAevvoyodvou, utreuBuvn yia 10 PETABOAIOUO TNG SIITNTIKAG OAKXaPOlNS Kai
TWV TEAIKWV TTPOIOVTWY TTEWPNGS auUAou. Otwpeital OTI PEPIKOI AvOPWTTOI ME
QUTAV TNV diatapaxr YTTOPOUV va KATAVAAWOOUV TO ANUAO XWwpig va yivouv
OUMNTITWHATIKOI KUPIWG €€auTiag TOU yeyovoToG OTI N €VCUMIKN dpaoTIKOTNTA
TNG I00UAATAONG TTOIKIAAEI avdAoya pe To €id0g TNG YETAAAQYAG TOu yovidiou
TNG I00MAATAONG TTOU PEPEI 0 KABE aaBevng. [17]

CH,0H CH,OH

HO
O CH,0OH
alpha 1-2
H OH glycosidic bond OH H
a-Glucose B-Fructose
Sucrose
Eikéva 3: AvatrapdoTaon Tng 0oukpoldng.

Mnyn: http://www.chm.bris.ac.uk/motm/glucose/glucosec.htm

Aiarpogikég ouoraocis (Auocavedia orn oakyapoln nn ocoukpoln)

O1 dIaTPOPIKEG OUVETTEIEG TNG VOOOU gival N ducatroppoPnaon Twv udaTtav-
Bpdakwyv, NAEKTPOAUTIKEG dlaTAPAXEG Kal TEAIKA AVveTTIOUUNTN aTTWAEIQ BAPOUG
MEXPI Kal UTTOOITIOPOG. O1 IaTtpo@IkéG CUOTACEIG TTOU divovTal O auTr Tn vO-
00, €ival N ATToPUY KATavAAWOoNG TPOYINWVY TTOU TTEPIEXOUV OaKXapodln. evi-
KA dev ouvioTatal n KaTavaAwon apuAoUxwV TPOPWV KATA TO TTPWTO £TOG TNG
(wnic. Emiong n xopAynon ocakpooiddong [Sacrosidaise (Sucraid)] augdvel
ONMAVTIKA TNV avoxr) TOU Opyaviouou 0Tn 0OUuKpoln. H cakpooiddon eival éva
uypo6 TTou TTapdyeTal atrd Saccharomyces cerevisiae Kal QaiveTal va TTEPIOPI-
el Ta CUPTTTWHPATA TNG dIAPPOIAG, TO KOIANIOKO AAYOG KAl OAQ TO CUPTITWHATA
TNV dIATAPAXAG QUTAG ME ATTOTEAECHO va ETITPETTETAI N AOYIKI KATAVAAWON

udatavBpdkwyv [18].

3. Aucaveia otn @poukToln (hereditary fructose intolerance) [19, 20]

H duoavedia otn @poukToln cival pia KAnpovouiky PeTaBoAikr diatapayn
TTOU KANPOVOUEITAI UE QUTOOWHMIKO ETTIKPATH XOPAKTAPA. Ta CUUTITWHATA TNG
TTapoucIdoTNKAV YIa TTPWTN opd To0 1956 Kai n cuxvotTnTa eu@aviong TnG Ei-

val 1 o1ig 20000 yevvnoeig. [21, 22]




AuTr) n dlaTapayrn o@eiAeTal oTnv aduvapia TTapaywyng evog evquuou, TnG
PWOoPOpPIKAG-1-ppouKTOlNG aldoAdong, (fructose 1-phosphate aldolase) oTo
EVTEPO, OTO NTTAP KAl OTOUG VEPPOUG, TTOU dIaoTTIA TN @POUKTOln. O ueTaBoAi-
OMOG TNG GPOUKTOCNG YiveTal 0TO ATTAP O€ YAUKOLN 1 TTI0 OUXVvA O€ KATTOIO
TTPOIOV Tou PETABOAIOUOU TNG YAUKOCNG KAl CUVTEAEI OTO oXNUATIONO TOU YAU-
KOYOVOU. 2TO ATTaP KE TNV TTapouaia Tou ev(UUOU QPPOUKTOKIVAON UETATPETTE-
TAl 0 QWOQOPIKA-1-QPOUKTOLN N OTToIa OTN CUVEXEID OIACTTATAlI O YAUKE-
POAdEUdN Kal BIUBPOEU-AKETOVN, AUTEG gival duvaTd va XpnoipotroinBouv atrd
TOUG I0TOUG oav TTNyn evépyeiag. [23]

2€ autn Tn dlaTapaxn N PWo@opIKN-1-@POUKTOLN euTTOdiCeTal ATTO TNV OA-
doAdon B pe atmotéAeoua va pnv PITOPEi va dIaOTTA0TE N YPOUKTOLCN OTA TTa-
PATTAVW TTAPAYWYA TNG. AUTO €X€l OV OTTOTEAECPA TNV QUENON TNG OUYKE-
VTPWONG TNG PPOUKTOCNG OTO aipa Kal TNV eAAXIOTn TTapaywyr yAukoyovou
MEOW auTou Tou MPETABOAIKOU povotraTiou. [24Z@dApal To apxeio rpoéAsu-
ong TnNG ava@opdg dev BpEBNKE.]

Ta TTaparrdvw odnyouv O€ UTTOYAUKAIUia, NTTATOMEYAAIQ KAl UTTEPOUPIKAI-
Mia pe TEAIKG oTAdIO TNV VEPPIKN aveTTapKEla. [25]

2TO OUYKEKPIUEVO PETABOAIKO HOVOTTATI N 1-QuOPOPIKN GPOUKTOLN TTAPOU-
oia TG aAdoAdong B petatpémeral o€ D-yAukepivaAdeudn Kal Quo@OAUAIW-
MEvN BIUdPOEUKETOVN. O1 duo auTEG TPIOZEG PTTOPOUV EiTE va €I0EABOUV QTTEU-
B¢eiag 01O YAUKOAUTIKO €iTE OTO YAUKOVEOYEVVNTIKO HOVOTTIATI EITE OTO YOVOTIATI
ouvBeong yAukoyovou.

®PPOYKTOZH: H @pouktdln civalr évag udatodiaAuTdg HOVOOOKXapiTng
TToU BpiokeTal o€ TTOANG TpO@Iua. H @poukTdln Bewpeital 0 YAUKUTEPOG HOVO-
oaKXapiTNG TToU BpioKeTal EAEUBEPOG TN QUON. MeTagépeTal atrd TOUG  YAU-
kopeTagopeic 2 (GLUT 2) oto n1Tap 610U €Kei yiveTal o HeTaBoAiopog Tng. O
METABOAIOUOG TNG YPOUKTOLNG eV £¢apTATal ATTO TNV IVOOUAIVN Kal €101 PTTO-

pEi va xpnoiuotroin®ei atrd aropa TTou gival euaicdnta otn YAuKodn. [26, 27]
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Eikova 4: MetaBoAiopdg yAukoyovou oTnyv tropeia Tng YAUKOZNG.

Mnyn: http://en.wikipedia.org/wiki/Fructolysis

Eivar apketd onuavtikd va avo@epBei pia akoun PETABOAIKA diatapaxn
oToV PETAROAIOUSO TNG QPOUKTOCNG. 2€ auTrh TNV dlaTapaxr TToU OVOUAZETal
duaatroppdPnaon TG poukTdlns (Fructose malabsorption) dev utrdpxel TTPO-
BANua pe KATTOIO £€VCUMO OAAG PE TNV AVETTAPKN IKAVOTNTA UPETAPOPAG TNG
PPOUKTOCNG. 2TA PUOIOAOYIKA ATOUA N QPOUKTOCN METAPEPETAI OTTO KATTOIOUG
€10Ikoug petagopeic (GLUT-5) mmou Bpiokovtal ota BAevvoydva KUTTApa TOU
AeTTTOU evTépou. MpoBAnua TTapoucidleTal OTav n AsIToupyia Tou PETaPOpPEQ
aQuToU €ival AVETTAPKAG PE ATTOTEAEOUA TNV AUENON TNG PPOUKTOLNG KATA Wr)-
KOG OAOKANPOU TOU €VTEPOU TTOU 0ONYEi O TTPORBANUATA TOU YOOTPIKOU OWAN-
va. [28]

Aiarpogikég ouoraosis (Auocavedia orn poukroln)

H TpdAnwn kai n Bepartreia TG TTApATTAVW a0BEvEIag aTTalTel Pia dlaTpoYn
EANITTT) O€ TPOQIPA TTOU TTEPIEXOUV PPOUKTOCN, 0opRITOAN Kal coukpoln. H
oopPITOAN eival QUOIKO GAKxapo TTou PBpiokeTal oe didgopa gpouTa. Xpnaol-
MOTTOIEITAI WG OTABEPOTTOINTIKO, YAUKQVTIK OUCia KOl cUOTATIKO dIOYKWONG O€

TTOAAG TTPOIGVTA apTOTTOlOG KAl (axapoTrAaoTIKAG. H copBITOAN atroppopdral




MEPIKWG Kal HETABOAIETAI WG PPOUKTOLN ATTO TO AvOPWTTIVO OpyavIouO yI' au-
10 Ba péTTel va divetal 1diaitepn TTpoooxn. [29, 30]

H ooukpdln uetaBolietal oe @PoukTdln Kai YAUKoln. Ta veoyévvnra Oev
EMPAVICOUV CUPTITWHOTA WG TN OTIYUA TTou Ba el0€ABouv Tpd@Iua TTAoUCIa O€
@POUKTOLN, oTn dlaTpo@r Toug. lMPETTEl va TTEPIOPIOTOUV KUpiwg ol udaTdv-
BpakeG KABWGS Kal Ta TPO@IUA TTOU TTEPIEXOUV ETTITTPOCOETA PPOUKTOLN. TpPo-
QIMJA TTOU TTPETTEI VA ATTOPEUYOVTAI YIATI TTEPIEXOUV UWNAQ TTOCOOTA PPOUKTO-
{NnG cival Ta @pouTa, Ta PUOIKA YAUKA TTPOIOVTA, Ta OOTIPIO KABWG Kal TO PEAIL.
AKOuQ, TTPOoIGVTa TTOU TTEPIEXOUV UWNAA TTooG oepPBITOANG €ival Ta PAAA, Ta
OoTa@UAIA, Ta axAddia, ol PPAoUAES, Ta Bepikoka, Ta poddkiva KaBWS Kal Aol
Ol XUMOI TTou TTpoépxovTal atrd Ta TTapatmavw @pouTa. 1diaitepn, OUWG, TTPOo-
O0XN TTPETTEI VA DIVETAI OTIG ETIKETEG TPOPIMWY KABWG N @POUKTOCN OTTWG KAl N
oopRITOAN €xouv dIAPOPES XPHOEIG OTA TTPOIOVTA APTOTTOIOG KAl {aXapOTTAQ-

OTIKNG. [31]




MapakdTw TTAPOUCIAZETAI £VOG TTIVOKOG PE TO TPOPIKNA TTOU YUTTOPOUV VA Ka-

TavaAwBouUV 1 TTou Bev ETTITPETTETAI N KATAVAAWON TOUG:

KATHIOPIA
TPO®EZ MNMOY ENITPEMONTAI TPO®EZ NMAMAITOPEYONTAI
TPO®IMOY
KOKKIVO KpEag, X0IpIVO, KOTOTTOUAO, YaAo-
Kpéag . OAa 1a TPO@IUA TTOU TTEPIEXOUV OAKXAPA
TTOUAQ
. ] . . . . AnpnTpiakd pe TpooBnkn ¢axapng, epou-
Anuntpiakd | OAa 6ca dev TTEpIEXOUV {axapn i ¢POUKTOLN
KTOCNG | 00pRITOANG
] ] OAa 1a @pouTa, o1 XUHoi @poUTwy Kal Ta
®pouta Kavéva N ) )
TTPOIOVTA TTOU TTEPIEXOUV PpOoUTa
Al BouTupo. Mapyapivn, AadI, OTITIKA Yaylové- Mayiovéla, pouoTdpda Kal VIPECIVYK UE
iTTo
° Ca, VIPECIVYK OOAATAG XWpic Caxapn TTpoaBnkn Caxapng
Auya OAa 1a €idn Kavéva
"GAaTa Kal YOAGKTOKOMIKA TTPOIOVTA e
FaAa OAa 1a €idn . )
TpooBnkn ¢axapng
KapaueAwpévol Enpoi KapTroi 1 Enpoi kap-
=npoi KapTroi OAa Ta €idn TT0i TTOU TTapackeuddovTal e Caxapn
@POUKTOCN ) copPITOAN
] ] ] ) OAa 1a €idn YAUKWV WPwpIwy 1| Ta €idn Tou
OAa 1a €idn Ywpiou 1Tou dev TTePIEXOUV (A~
Wi o ] | TapackeudadovTal e {axapn, PPOUKTOLN 1
Xapn, @POUKTOLN 1] copPITOAN wg CUCTATIKO
00opRITOAN
Matdreg N\EUKEG TTATATEG FAukoTTaTdTeg
Zupopikd kai | Makapévia, otrayyETi, pull Kol oouTreg Je Cu- ZUPapIKA TTOU TTEPIEXOUV AXQAVIKA TToU
OoUTTEG HOpIKa atrayopevovTal
Yapid OAa Ta ppéoka wdapia Wapia emegepyaopéva pe ¢axapn
] ] ] ] o OAa ta emdOPTTIO TTOU TTEPIEXOUV {axapn,
Emdoptia MNaoupT, KEIK Kal TTaywTd Xwpic ¢axapn
QPOUKTOCN ) cOPPITOAN
Tupi& OAa Ta €idn Kavéva
2TTapAyyYI, QyKIVApQ, TTITTEPIA, JapPOUAI, OTTa- ] ] ]
KapdTto, viopdra, KAAQUTTOKI, ETTEEEPYQ-
Aaxavika VAKI, 0€AIVOo, piCeg, BoABoi ue e€aipean To Ka- ) ) ) ]
) opéva Aaxavikd he TTpooBrkn Caxapng
poTO
Ka@ég, Todl Kal ooUTTeG attd Aaxavikéd TTou , , \ .
ETTITPETTOVTAI, AVOWUKTIKG dIaiTNG TTOU TTEPIE- Keroarr, 0GATOEG TTou TrepIEXouV axapn,
AN\ €idn P ' v ns P QVAWUKTIKA, PEAI, CeAaTivn, pappeAdda, ol-

XOUV TEXVNTEG YAUKQVTIKEG OUCIEG, KOKAO,
OAATI, TITTEPI KAl GAAQ UTTOXOPIKA

POTTIA, KOVOEPPBOTTOINUEVA

Mivakag 2
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OPOYTA
MnAAo 13,8 10,4 59 2,4 21 2,5 19,9
Bepikoko 11,1 9,2 0,9 2,5 59 0,7 63,5
MTtravdava 22,8 12,2 4,9 5,0 24 1,0 20,0
ZTa@UAI 18,1 15,5 8,1 7,2 0,2 1,1 1,0
Poddkivo 9,5 8,4 1,5 2,0 4,8 0,9 56,7
Avavag 13,1 9,9 2,1 1,7 6,0 1,2 60,8
AxAadI 15,5 9,8 6,2 2,8 0,8 21 8,0
AAXANIKA
MavtZapia 9,6 6,8 0,1 0,1 6,5 1,0 96,2
KapdTo 9,6 4,7 0,6 0,6 3,6 1,0 70,0
KaAau1Toki 19,0 3,2 0,5 0,5 2,1 1,0 64,0
KOKKIVO 6,0 4,2 2,3 1,9 0,0 1,2 0,0
MTepId yAukia 5,0
Kpeupudi 7,6 50 2,0 2,3 0,7 0,9 14,3
Mardra 20,1 4,2 0,7 1,0 2,5 0,9 60,3
27,9 0,5 Tr Tr tr Na Tr
2 OKXAPOKA-
13-18 | 0,2-1,0 | 0,2-1,0 | 11-16 1,0 100
Aapo
Zaxa-
] 17-18 | 0,1-0,5 | 0,1-0,5 | 16-17 1,0 100
pn TEUTAWV
MNivakag 3




4. Kuapiopdg ) avetrdpkela Tng apudpoyovdong TnG 6-owo@opikig YAUKO-

¢n¢ (favism or glucose-6-phosphate dehydrogenase deficiency)

O kuapIopog gival gia KAnpovouikr) ueTaBoAikr diatapaxr armod Tnv oTroia
@aivetal va TTaoxouv Tmavw ammd 400 ekatoppupia AvBpwITOl TTAYKOOHIWG.
Epgavietal Kupiwg oToug AVTPEG, EVW OI YUVAIKEG aTTOTEAOUV OUVRBWG UYIEIG
Qopeig [32].

KAnpovoueital ye 1o Xpwhoowua X Kal KUpiwg XapakTnpidetal atrd ogeieg
QIMOAUTIKEG KPIOEIG £TTEITA ATTO TNV AQWN KATTOIWV QAPUAKWY 1) KOTavaAwong
OUYKEKPINEVWY o0TTpiwy. O KUAUIONOGS €ival PIa Hop@r) JOKPOKUTTAPIKAG O-
VaIUiag, TTou OQEiAeETal OTAV KATACTPOPN TwV £pUBPWYV aluoocPalpiwy (aIudAu-
on). AutO TTPOKOAEITAl ATTO AVETTAPKEIQ TNG APuUOPOYOVACNS TNG 6- puoPopI-
KNG YAukdCng (G6PD). To G6PD eival éva évquuo TTou KATaAuel TO TTPWTO PBr-
Mo oToV OEEIBWTIKO KAGDO TNG TTOPEING TWV QWOPOPIKWY TTEVTOLWY, WOTE VA
mapaxBei NADPH, petatrpémoviag Ttnv  6-@wo@opikry yAukoln ot 6-
PWOPOYAUKOVO-O-AakTovn. H tTapaywyr) Tou NADPH gival onuavTikn yiari €-
¢autiag Tou n yAoutaBeidvn diatnpeital oTn avolyuévn NG popen (Hoper otnv
OTToia TTPETTEI VO BPIOKETAI yIA VO NV TTAPATNPEITAlI QINOAUCH TwV £pUBPWV
aioo@alpiwyv) Kai €Tl e€oudeTEPUWIVOVTAI EAEUBEPEC pileC oI OTToiEC O€ dla-
QOPETIKA TTEPITTTWON (av dNAadn n yAoutabeidvn ATav OTNV OLEIdDWHEVN TNG
Mop®r}) Ba TTpokaAoUcav ONUAVTIKEG KUTTAPIKES BAARES (BAETTE TTI0 KATW €iK.).

[33, ZpdaApa! To apxeio rpoéAeuong TNG avapopdg dev BpEOnKE.]
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Eikéva 5: peTafoAiké povoTtrdri Tng apudpoyovdong Tng 6- pwopopikng yAukolng (G6PD).

MnyA: http://web?2.airmail.net/uthman/hemolytic anemia/hemolytic anemia.html




Ortav artrouaidlel amd Tov opyavioud n G6PD utropei va TapouciacTei i-
KTEPOG, JaupIoPEVA oUpa, PEIWOTN TWV TTOOOTATWY TWV QINOC@AIPIWY OTO ai-
MO KOBWG KAl OEieC AIUOAUTIKEG KPIOEIG TTOU UTTOPEI va 0dNyrnoouUV PEXPI Kal
o€ Bavato. BEBaia autd yiveTal petd ammd €kBean oTn yupn OPICHEVWY PUTWV
N TNV KATavAAWGON CUYKEKPIMEVWY OCTIPIWV 1 TNV AQWn OpPICUEVWY Qapua-

KWV, OTTWG aVTIEAOVOOIAKA KOl COUAQOUIOEGS. [34]

The Pentose Phosphate Pathway and Glutathione production

Glucose

J Hexokinase (HK)
Glucose-6-phosphate

R-0-0H 2GSH HADP
GFlucose—é-phosphate
debydrogenase (G6FD)
B-0H + HO GSSG HADPH 6

—phosphoglucono -6-lactone
é—phosphogluco—

I lactonase (&IGL)

—phosphogluconate

6
B-0-0H 2G5H HADP
d—phosphogluconate
dehydrogenase (6RGD)
B-0H + HO GSSH HADPH

Ribulose-5-phosphate
Ribulose—i-phosphate
isomerase (RusPI)
GSH & G55G: glutathione Rihose-3-phosphate

Adapted from Mehta 4 et al. Bailliere's Best Pract Res Clin Hematol 2000;13:21-35.

Eik6va 6: To HOVOTTATI TWV QWO @OPIKWYV TTEVTOJWV Kai N Trapaywyn YAoutaBeidovng

Mnyn: http://july.fixedreference.org/en/20040724/wikipedia/Glucose-6-phosphate dehydrogenase deficiency

Aiarpogiké¢ ouoraosic (Kuauiouog)

O KUOUIOPOG emITPETTEI MIa QualoAoyikr) {wr, apKei va atro@elyovTal ol é-
VOXEG OUTieG. To TTI0 ONUAVTIKO PETPO €ival N ATTOPUYH QAPHAKWY KAl TPOPWV
TTOU TTPOKOAOUV aipoAucn. TéTola Tpo@IPa €ival Ta KouKid. H TTapouacia Tng
BIkivng (un evQUMIKOG 0ZEIDWTIKOG TTapAyovTag) TTou gival £vag yAukoditng TTu-
PIMIBIVNG TWV KOUKIWY, odnyEi oTnV TTapaywyn utrepogeidiwy, avTidpaoTIKWV
EVWOEWV 0EUYOVOU, TTOU PJTTOPOUV VA KATAOTPEWOUV PEPBPAVES TwV EPUBPWV
aloo@alpiwv KaBwg Kal aAAa Bioudpia [35].

Emiong emBAaAAeTal n peydAn katavaAwaon Tpo@ipwv TTAoUCIa 0 QOAIKO

0&u yiaTi BonBdel oTnv TTapaywyn €pUBPOKUTTAPWV. [36]




5. NaAakrolaipia

H yaAakToCaiyia gival éva oXeTIK& oTTdvio KAnpovouikd PeTaBoAikd voonua
KANPOVOUOUUEVO HPE TOV AUTOOWHMIKO UTTOAEITTOPEVO XAPOKTAPA. ZUVAVTATAI
o€ TTOAU PIKPO TTO000TO agou gugavifetal katd 1 oTig 30 - 60.000 yevvnoelg.
[37]

Eival ammoTéAeopa aveTTapKeIag evog atro Tpia Tava év{uua TTou OXETICo-
VTQl JE TOV PETABOAIOPO TNG YAAAKTOLNG KAl VIO AUuTO eV TTPETTEI VO CUYXEETAI
pe TNV duoavedia otnv AakToln. Ta mBavda autd éviupa gival n yoAakToln-1-
Qewao@ato-oupIdIA-Tpavopepdon galactose-1-phosphate uridyl transferase
(classic galactosemia), n yaAakTtokivaon (galactokinase deficiency) ka1 n UDP
galactose epimerase (galactose epimerase deficiency). [38]

H kAaoikry yaAdaktolaiyia o@eileTal o€ pia avwpaAia oTov JETABOAICUO TNG
YOAQKTOCNG o€ YAUKOLN e€autiag TG EAAEIWNG EvOG, ATTO Ta ATTAPAITATA YIA QU-
TEG TIG EVEPYEIEG, EvCUPO, TNV ouplduAoTpavoPepdon TNG 1- PWOPOPIKAG YO-
AOKTOCNG. H evQUMIKN QVETTAPKEIQ £XEI WG CUVETTEIA TNV CUCCWPEEUON TNG YO-
AakTOlNG A TNG 1 @WOoPOoPIKAG YaAakTdlnG galactose-1-phosphatase oToug
I0TOUG. H ouoowpeuon TnG galactose-1-phosphatase o1o evdokuTTOPIKO UYPO
Bewpeital utTaiTia yiIa TNV KAAOIKA yoAakTolaigia. Ta CUPTITWHPATA TNG €ival n
utToYAUKQIWia, €PETOUG, BIAPPOIa, NTTOTOOTTANVOPEYaAiQ, KATapPAKTNG, ANf-
Bapyos. Oool KaTtagEpouv va eTIRIWOOUV XwWpig diaita gugavifouv diavonTiKA
KaBuoTépnon, UTTOyAuKaIuia, NTTATIKA Kippwar), UTTEPTACN Kal aokitn. [39]

FTANAKTOZH: Mg 1o 6vopa yaAaktoln, (galactose), kaAeital €vag udatav-
BpaKag, JOVOOUKXOPITNG TTOU OTTAVIA aTTavTATal EAEUBEPOG 0T UON, KAl TTOU
EVWVETAI PE TN YAUKOLN TTPOKEINEVOU va oxnuaTioel Tn AakTéln. H yoAakTdln

TTapAyeTal atro TN dIACTTAoN TNG AAKTOCNG ATTO TTETITIKA £viuua. [40]




GALACTOSEMIA

Mormal Galactosemia
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Eikéva 7: EEEMEN TG YOAOKTOING O€ ATOUA PUOIOAOYIKA 1) TTOU TTACXOUV atrd yaAakTodaipia

MnyA: hitp://www.newbornscreening.info/Parents/otherdisorders/Galactosemia.html

Aiarpogikég ouoraosis (TaAakrolaiuia)

MNa TNV avTigeTwImion NG yaAaktolaipiag atraiteital aAAayr) dlaTpo@IKNAG
OUNTTEPIPOPAC. loxuouv ol idieg dlIaTPoPIKEG 0dnyieg OTTWGS Kal oTnv ducavesia
oTn AaKTOCn agou otav auth peTaBoAileTal divel pOpla YAUKOLNG Kal YOAOKTO-
(NG. ATTauTEITAI KO O€ AUTH TNV TTEPITITWON N ATTOQUYH KATAVAAWONG YAAAKTOG
KAl YOAGKTOKOMIKWY TTPOIOVTWY KABWG Kal TPOPWYV TTou TTEPIEXOUV AaKTOCN i
EVAANQKTIKG KATavAAwaon TTPOIOVTWY PEIWMEVNG 1 EAeUBEPNG AaKTOCNG. [38]

270 OUUTTTWHOTIKG BpEPn divovTal UTTOKATACTATA YAAQKTOG uE BAon Tn 06-
yla eTT€10n TTEPIEXOUV AAAOUG aTTAOUG udaTAVOpPOKEG OTTWG PAATOCN. poooxn
TTPETTEl va diveTal oTa @PoUTa Kal oTa Aaxavikd, Ta oTroia TTeEpIEXOUV agidAoya
o0& yaAaKTOlNG Kal TTPETTEl va AapBdvovTal o€ TTEPIOPICPEVES TTOOOTNTEG.

Mo ouykekpigéva TIPETTEI va ATTOPEUYOVTAl TA KAPTTOU(Ia, O VTOUATEG, Ol




XOUPUADEG KAl OI KAUTEPEG TTITTEPIES YIATI TTEPIEXOUV TTOAU UWNAr] CUYKEVTPW-

ong YaAakTolng. [41]

"evikd Ta GTOPA PE AQUTOU TOU €idOUG TIG METAROAIKEG dlaTapaxES Ba TTPETTE

va divouv TTPOCOXH TTAVTA OTIG ETIKETEG TWV TPOPIMWV.

Tpo@Ipa TTOU TTEPIEXOUV TTOOOTNTES YOAAKTOING Kal dev emITPETTOVTAI

BouTupo BouTtupdoyaha
AoBEaTio Kadeivikou Kadeivn
ATtraxo yaAa Kpéua

2KOVN YOAQKTOG/ TTPWTEIVN YOAAKTOG

Garbanzo @acoAia

Y3poAupévn TpwTEivn atrd Kadgivn [ opod YAAAKTOG

raAakTaABoupivn NakTolN
"dAa ka1 YaAGKTIKG oTEPEQ 20KOAATOUXO YAAQ
ATtraxn okévn ydAakTog & oTeped Tupi
Eviéo0ia kpéaTtog ZEPUTTETI
Kadeivikd varpio Sour cream
ZIvoyoha lMaoupT

MaywTtd

H mepiekTIKOTNTA O€ YOAAKTOLN OPIOPEVWY ATTO AUTA

TA TPOPIPA TTAPEXETAI WG AVAPOPAS YIa E0AG

Item Mg NaAakt6¢n/100 mi
AyeAadivé yaAa 227
MnTpIKO y&Aa 350
Infant formula:

ATTopovVWEVN TTPWTEIVN 0OYIOG 1.5
YdpoAupa kadgivng 6-7.5
OAokAnpwpévn Kadegivn 184
Tupi cheddar 38-48
PpouTta Kal Aayxavikd <0.5-35
Legumes, cooked:

Garbanzo 444




Baby lima 175
Neppo 153
dakég 116
20yIa 44
®aocodhia Pinto 43
Mivokag 4

ZOAAMATA ZTON METABOAIZMO TQN MNMPQTEINQN

O1 dlaTapaxéc oTov YETABOAIOUO TV APIVOEEWY, TV BACIKWY CUCTATIKWY
TWV TTPWTEIVWY, atToTEAOUV £va UVOAO KANPOVOUIKWY WETABOAIKWY dlaTapa-
XWV OTIG OTTOIEG KATTOIO ATTO T BACIKA APIVOEEQ TNG EKAOTOTE A0BEvVEIG, dEV
MTTOPEl va dla0TTaoTEl. AUTO €XEl WG ATTOTEAECOUA TNV OUCCWPEEUCH TOSIKWV
MOopiwv aToV Opyaviouo e¢aiTiag TNG EAAEIYNG TwV ATTapaiTNTWV VUPWY TTOU

TTaiouv KaBopIoTIKG poAo oTnv dIACTTOCT TOUG.

1. Avoavedia otn yAoutévn 1 KolAlokdkn (glouten intolerance, celiac
disease) [42, 43]

H KoIANIOKAKN (€TTiONG yVWwOoTH WG evTEPOTTABEIa uaioBnTn oTn yAouTévn n
duoavegia yAoutévng) eival pia TTaBoAoyIKA KaTAoTaon Tou AETTTOU €VTEPOU,
TTPOEPXOPEVN ATTO HIa CUVOETN avoooAoyIKr aTtrdvTnon TTOU TTPOKOAEITal aTTd
TN YAOUTEVN. ZUYKEKPIPEVA N KOINIOKAKN €ival €va oUuvOpouo ducatroppoden-
ong, TTou TTPOKAOAEiTal atrd Tnv yAladivr, n OTToia aTTOTEAEI £va TTPWTEIVIKO
TMAMA TNG YAouTévng. [44Z@dApal To apxeio TpoéAeuong TnG avag@opdg
Oev BpéOnke.]

O1 apxIKEG EKTIUAOEIG IO TNV ouxvoTnNTa £UPAVIONG TNG VOOOU NTav TTEPI-
1Tou 1 ota 5000 ATOMA, OPWG VEEG HEAETEG ATTODEIKVUOUV OTI TTEPITTOU 1 OTOUG
2 avBpwTtroug oTI¢ Hvwpéveg MoAiTeieg Taoxel ammd Tnv aoBéveia dixwg va é-
XEI OIayVWOTEi. [45]

Ta oupTrITwPaTa €ival TTOIKIAQ KOl UTTOPEI va OXETICOVTAl JE YAOTPEVTEPIKA
eupnuata, 6tTwg diIdppola, UePEBIOTOTNTA KAl EVOXANOEIG TOU EVTEPOU, AVOPE-

¢ia, duoavegia atn AakTdln N Aiyétepo TTBavo gival va oxeTiCovTal e PN ya-




OTPEVTEPIKA EUPANATA OTTWG NUIKPAVIEG, avalpia, KATABAIWn, o0TEOTTOPWON
K.d., Kavovtag OUOKOAN Tnv didyvwon Tng aoBéveiag. [46]

FAOYTENH: H yAoutévn gival pia amrobnkeuTIKr TTPWTEIvVN Kal €18IKOTEPA
MiyMa TTPWTEIVWV TTOU BPICKETAI OTO OITAPI KAl 0 GAA dNUNTPIOKA, OTTWG N
oikaAn, To KpIBAp! kai n Bpwpn. [14]

2TNV KOIAIOKAKN, N YAouTévn OTa TPOQINA OONYEi 0€ KATAOTPOYr TOU BAEv-
VOYOVOU TOU EVTEPOU, N OTTOIA PE TN O€IPA TNG EUTTOBICEI TN CWOTH TTEWYN Kal
aTToPPOPNON TWV OPETITIKWY CUCTATIKWY OTOV OPYaVIONO. To aTTOTEAECUA
gival ouo1aoTIKA XPOVIOG UTTOOITIOMOG ME AVETTAPKEID BepUidwy Kal aTTapaitn-
TWV BPETITIKWY OUCIWYV, OTTWG TTPWTEIVES, PBITANIVEG Kal avopyava OToIXEid.
[47]

I'AIAAINH: H yhiadivn atroTeAei Eva TTPWTEIVIKO TUAUA TNG YAouTévNnG. AuTh
atravtaTal oxeddv oe OAa Ta dNUNTPIOKA, EKTOG aTTO TO PUCI KAl TO KOAQUTTOKI.

H kolhiokakn &gv atroteAei aAAepyia. Mia aAAepyiki avTidpaon eupavieTal
OTaV TO AVOCOTIOINTIKO CUCTNHUA TOU CWHATOG TTAPAYEl AVTICWHATA ATTEVAVTI
o€ JIa ualoAoyikd aBAaBn oucia atrd Ta TPO@IPa 1) To TTEPIBAAAOV, TNV OTToIa
QVTIMETWTTICEl oav va ATav Taboyovog. Ta KAAOIKA CUUTITWHPATA TNG KOIAIOKA-
KNG, n otroia dgv £xel akOua avTINETWTTIOOE], oxeTiCovral e Tn ducatmoppdPn-
on TNG TPOYNG, TToU 0dnyei o€ dIAPPOIA, KPAUTTEG TOU EVTEPOU KAl POUCKWUA,
KAl JE UTTOOITIOMO O OTT0I0G TTPOKAAE(, METAgU AAAwYV, atTwAela Bapoug aToug
evAAIKEG, TTPoBAANATA avATITUENG OTA TTAIdIA, QVAIYIa KOl OOBEVEIEG TwV O-
oTwV. [48, 49]
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Eikéva 8: ZxnuaTtiki avatrapdoTaon Tng mado@uaoioloyiag Twv avTidpdoewyv utrepeuaiodnoiag
(TotToU 1 aAAgpyia) oTO EvTEPO




MnyA: http://www.glutensensitivity.net/VojdaniDiagrams.htm

Aiarpogikég ouoraosis (Auoavedia orn yAourévn)

Ortav o1 dvBpwTtrol pe KOINIOKAKN akoAouBouv pia diaita eAeUBepn yYAOUTE-
vng, 0 BAevvoyovog Tou eviépou BaBuiaia emdIOPBWVETAI KAl ETTAVEPXETAI N
@uaoloAoyikn Acitoupyia. [47]

Ta ammoteAéopaTta pummopouv va aAAd&ouv Tn wr} TTOAAWV avBpwTttwy, O¢-
OoUEVOU OTI O OPYAVIOPOG BEPATTEVETAI KAI TO CUPTITWHOTA e¢agavidovtal. H
yAoutévn BpiokeTal oTo OITAPI, OTN CiKAAN, 0To KPIBAP! Kal oTn BPwn, ouoTa-
TIK& TTOU XPNOIYOTTOIOUVTAl VIO TNV TTAPACKEUN TTOAWY KABNUEPIVWY TPOYI-
MWV, OTTWG TO WwHi, Ta dNUNTPIOKA TTPWIVOU, Ta (UPAPIKA, N TTiTod, oI dIAQo-
PEG CUMEG, TO KEIK KAI T PTTIOKOTA. AgV TTPOKEITAI, OUWG, YIa TOOO aTTAG BEua,
KaBwg Ta OITNEA TTOoU TTEPIEXOUV YAOUTEVN XPNOIMOTTOIOUVTAl £TTIONG WG OU-
oTaTik& oTa aAgUpla Kal TIG OAATOEG Kal BpioKovTal O€ PEPIKA TTPOIOVTA KPEa-
TOG, OTTWG Ta AOUKAVIKA KOl TA PTTIPTEKIA. To pUCI, 01 TTATATES KAl TO KAAAUTTO-
KI Oev TTEPIEXOUV YAOUTEVN Kal UTTAPXOUV TTOAAG €10IKA eAeUBepa yAouTévng
TTPoIéVTA TTOU €ival Twpa dIOBECIYA YIa TOUG avBpwTToug JE KOIANIOKAKN. To va
akoAouBnoeig pia diaita eAeUBepn yAouTévng PTTOPEI va gival XpovoBopo Kai
eVOXANTIKO, aAAG utTapyouv TTOAAOI BIaBEaIPol TPOTTOI AVTIKMETWTTIONG VIO TOUG
avBpwTToUG TToU £XEl dlayvwaTEl 0TI €xouv KOIAIOKAKN. ‘Evag emoTtriuovag oi-
aitoAéyog 6a Bonbroel va TTpoodIopIoTOUV Ta KATAAANAQ Tpd@Iua Kal va on-
MIoupynBei pia elyeuoTn, 1I00pPOTTAPEVN diaITa, N OTToId va OuvAdEl PE TOV
TPOTTO (WG TOU aTOUOU. YTTAPXOUYV, £TTIONG, KATAAOYOI TTOU TTEPIEXOUV EVNE-
PWHMEVEC TTANPOPOPIEC yIa Ta TTPOIOVTA TOU EUTTOPIOU TTOU €ival €AeUBepa
yAouTévng Kal uTropouv va TTePIAN@BouV akivibuva oTo dIAITOAOYIO €VOG TTA-
oxovta. Aegv gival akOua yvwoTo yia TTol10 AOYyo OopIopévol AvBpwTTol avao-
TITUOOO0UV KOIAIOKAKN, OAAG @aiveTal OTI UTTAPXEI KATTOIO OIKOYEVEIAKS UTTORO-
B8po. AuTA Tn OTIyuR, N MOVN CUVICTWWHEVN TTPOANTITIKA dpdon €ival va arro-
@eUYETAI N €1I0aYyWYN TPOPINWY TTOU TTEPIEXOUV OITAPI O0TN didITa €VOG HWPOU
TOUAGXIOTOV YIa TOUG £EI TTpWTOUG URveES Cwig. [50, 51]

2uuTTEPAOUATIKA n diaita TTou akoAouBeital yia Tnv Bepartreia NG vooou,
atrokAgiel 6Aa Ta dnunTpiakd TTou TTEPIEXOUV YAouTévn (OITépl, Bpwun, KPIOA-
pl, oikaAn). AvTIBETWG PTTOPEi va XpnotyoTroinBei aAeupl atrd KaAapTTOKI, pudl,

TTOTATEG, OOYIA ] OITAAEUPO TWV OTTOIWV EXEI APAIPEDBEI N YAOUTEVN. ZUVETTWG




KUpIOG OTOXOG TNG diaiTag Kal povadikr Bepatreia Tou TTPoRAANATOG €ival n
MOvIuN atropdkpuvon TNG yAouTévng. [51]

TNV TTEPITITWON AUTA, N W KAl 0 TPOTTOG BIATPOPNG TTPETTEI va AANGEE! pi-
(Ik&. To Ywyi, Ta pakapdvia, Ta PITIOKOTA ] T KOPV-QAEIKG TTOU £vag HEOOG
AvOpWTTOG Ta KATAVAAWVEI APOoRa aTTopakpuvovTal atrd TO dIAITOASYIO I TOU-
AaxioTov avTikaBioTavTal ge GAAa eTITPETTOUEVA. [45]

O1 TadoxovTeg Ba TTPETTEN va gival IBIAITEPA TTPOCEKTIKOI Kal va diaBdadouv TIg
ETIKETEG TPOQPIPWY, KOBWG Ta TTPOIOVTA TWV OTTAYOPEUNEVWY dNUNTPIAKWY Ei-
val 101aiTepa dladedopéva, aAAd Kal N TTPOCOAKN TOUG OE TTPOTTOPACKEUQOUE-
va TpO@Iua, TTOAU cuyvh. [52]

TENOG o1 TTAOXOVTEG OAAG KOl Ol OIKOYEVEIEG TOUG XPEIACOVTAl OUVEXH €V-
Bdppuvaon Kal Puxikh evOuvauwan. Oa TTPETTEl OAN OTNV OIKOYEVEIQ va Eival
TTOAU TTPOCEKTIKOI KAl OXOAAOTIKOI KATA TNV ayopd TwV TPOQiNwy, KAaBwg Kal
oTnVv €AoYy Twv KATAAANAWY YEUUATWY 0€ EEWTEPIKOUG XWPOUG, OTTWGS €O0TI-

atépia K.a.

Eikéva 9: 'Evrepo aTtOpOU O€ KOIAIOKAKN

MnynA: http://pumachaussures.net/wfs/symptoms%200f%20celiac%20disease%20in%20babies.html

ENITPEMOMENES TPO®DES:




MGAa Kal YOAOKTOKOMIKA TTPOIOVTA XWPIG TTPOCHIEEIS, @PEOKO, ERATTOPE, O€
OKOVN, OUUTTUKVWHEVO, TTANPES ] aTTOPBOUTUPWHEVO, KPEUES aTTd YAAd, KaAa-
MTTOKAAEUPO 1} PICAAEUPO, YIOOUPTI, AOTTPA TUPIA, KPEPPWON cottage cheese.
OAwv Twv €1dWV QPECKA I KATEWYUYHEVA KPEATA, TTOUAEPIKA, Wwdapia, Kal O€
Kovoéppa, auyd. Wwyi, puyaviég, KPAKEPG KTA. TTAPACKEUOOUEVA aTTO EAEU-
Bepa yAoutévng dAeupa (KOAQUTTOKAAEUPO, PULAGAEUPO, TTATATAAEUPO, AAEUPI
atré ooyia). Mardreg, YAUKOTTOTATEG, PUCI, KAOAQUTTOKI, XUAOG aTTO KOAQUTTOKI.
[45]

OAa Ta @péoka, KaTEWUYHEVA 1) 0 KOVOEPPRa Aaxavika (Xwpi¢ 0AAToq), Ka-
Bwg kal 6Aa Ta 6oTrpia. OAa Ta PpEoKa QPoUTA, KATEWUYUEVA 1) OE KOVOEPRa
Kal o1 Xupoi Toug. Addi, BouTtupo, papyapivn, QUOTIKOBOUTUPO, UTTEIKOV, EAIEG.
Kagég, T0d1, avaWuKTIKA, KOKAO, agou avayvwpPIOoTE N ETIKETA TOUG. ZEAE, pé-
Al, JapueAGda, Caxapn, OOKOAATA, TTAYWTA (TTPOCOXNA OTNV ETIKETA TWV TPOWI-
MWV yia TRV ouvBeon Toug) MouTtiyka pudlou, TTOUTIYKO KOAAPTIOKIOU 1 KEIK
TTOPACKEUAOPEVA OTTO TA ETMITPETTOPEVA OAEUPIA. 2AATOEG TTAPAOCKEUAOUEVEG
a1rd KPEPA YAAOKTOG, OAEUPI KOAQUTTOKIOU | GAAQ ETTITPETTOPEVA EIDIKA OAEU-
pIa Xwpig yAouTévn. ATTooTaypéva aAKooAouxa TToTé Kal Kpaoi. 'vioia ptra-
XOPIKA Kal apwpata, aAdTl, gouoTtapda atrd okévn, ¢udl, TTITTEPI, TTITTEPIEG.
[49, 52]

ANATOPEYMENES TPO®EZ

Kpéueg TTou TTEPIEXOUV OAEUPI, KOPV-

@Adoup, pogruata cokoAdTag. Opioué-
Va TUPIA TTOU TTEPIEXOUV PaOTiXa Bpwung
w¢ ouoTaTikd Toug. Karepyaopéva Kpéa-
TQ TTOU TTEPIEXOUV OITAPI, KPIBAPI, Bpwun
N oikaAn. AAMavTIKG AayvwoTtng ouoTa-

ong. Kavovikdé ywui atré oItapl r oika-

An, KaBwg Kal oTIOATTOTE TTEPIEXEI AAEUPO
aTro Ta ATTAYOPEUPEVA TTX KOUAOUPAKIQ, (ppuya\-;lég, K-éIK, cdvfdung, TOO'T Ma-
Kapovia, oTrayyETl, QIOEG, XUAOTTITEG, KPIBAPAKI Kal AANEG TTAOTEG CUPAPIKWV.
AnunTpIOKA gUTTOPiOU TTOU TTEPIEXOUV YAOUTEVN. AAXAVIKA O€ KOVOEPPa ME
OGATOoQ, @aocOAia o KOVoEPPa, £ToIuEG OOAATEG. KaTepyaouéva @pouTta HE

TTpoIdvTa TTou TTEPIEXOUV YAouTEVn. OAa Ta €idn gutropiou TUTTOU snack (yapi-
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ddkia K.T.A.). MtTUpa, 1iv, ouiokl, BOTKA, Acukd EUBI (TTAVTO TTPETTEI VA EAEYXE-
TE TNV ETIKETA). ZOUTTEG EUTTOPIOU, ETTIOOPTTIA KAl YAUKA EUTTOPIOU (KAPAUEAEQ)
TTOU oUVNBWG TTEPIEXOUV O0av ouoTaTIKO TOUG YAouTévn. Opiopéva ptraxapikd
KOl KOPUKEUPOTA KATEPYOOUEVA, ETOINEG OAATOEG, OI OAATOEG TWV KOVOEPBWV.
[49, 52]

2. OpokuoTeivoupia (homocystinuria)

H opokuaoTeivoupia gival pia KANPovouikr) JETABOAIKR diaTtapaxry OTOV PETA-
BoAIoPO TNG pEBEIOVIVNG TTOU PETAPEPETAI HE QUTOCOWHMIKO UTTOAEITTOUEVO Xa-
paktipa. O emMTTOAACHOG TNG VOOOU OTOV YEVIKO TTANBUOUO KupaiveTal TTEPI-
TTou o€ 1:200000 pe 1:335000 drtopa. MeyaAuTtepn ouxvoTnNTa EJPAVIONS TNG
vOOOU TTapoUCIAdeTal O€ KATTOIEG XWpPES TNG B. Eupwting pe emmmoAacuo
1:30000 katd péoo 6po. [53]

H KUpla aitia eg@Aaviong TG CUYKEKPIPEVNG VOOOU Eival N QVETTAPKEIA TOU
evCupou ouvBaon B Tng kuoTaBelovivng [cystathionine B-synthase (CBS)]. Au-
1O €€l WG ATTOTEAEOUQ TNV TTAPEPTTOBION TNG OAOKARPWONG TOU PETABOAIKOU
MovoTTaTioU TnNG pEBEIovivNG O€ KUOTEIVN PE aTTOTEAECUA TNV aUEnon TNG OUO-
KUOTEIVNG Kal ueBeiovivng oTov 0pd TOU QipaTtog Kal oTa oupa. [54]

Ta kUpIa KAIVIKG XApOKTNPIOTIKA €ival n TTpwiun adbnpookAApwon Kabwg
Kal n ote@aviaia vooog, ol diatapaxés oto KN, oto ouvdeTikd 10TO Kal n
TIVEUUaTIKN KaBuoTépnon. H didyvwaon Tng yivetal atmd Tnv augnon Twv TINWY
TNG OPOKUOTEIVNG 0TO TTAGOPa i oTa oUpa. O KUPIOG OTOXOG YIO TNV AVTIUE-
TWTTION TNG €ival n PEiWON TNG CUYKEVTPWONG TNG OPOKUCTEIVNG OTO CWHA.
[59]

OMOKYZTEINH: H ouokuaoTeivn gival éva B€io0xo apivou, axnuaTti{Ouevo
Katé Tov JeETABOAIONO TNG pEBEIovivng TNG TTpOoCAauBavOuEvVnG PE TIG TTPWTEI-
VEG TNG TPOPNG. [56]

O petaBoAiouog TG opokuoTEivNG, akoAouBei dUo 0dOUG: auTr TNG £TTAvVA-
MEBUAiwoNG, oTnv otToia dpouv Ta éviuua ouvBeTaon TNG peBelovivng (MS) kai
MTHFR kai cuppetéxouv 10 @oAIKS 0&U kai n Birapivn B12, kai ekegivn TG d1a-
Beiwong, ye TNV dpdon Twv evUuwy CBS kal Tn ouppeToxA TNG Birapivng BE.




Aiarpogiké¢ ouordaosic (Ouokuoresivoupia)

H avTIJETWITTION TNG OJOKUOTEIVOUPIOG OTOXEUEI OTNV UEIWON TWV ETTITTEOWV
TNG OMOKUOTEIVNG. APXIKA TTPOKEIUEVOU VO ETTITEUXOEI 0 OTOXOG, KaBIEpwONKE
Mia diauta @TwxA ot PeBeIovivn, yeyovog €CAIPETIKA OUOKOAO va UAOTTOINOEI.
Me emITTAéOV €PEUVEG ETTIKPATNOE €vAG ATTOTEAEOUATIKOTEPOG KAl TTIO EQIKTOG
TPOTTOC YIa TNV QVTIMETWTTION TNG 0BEVEIQG, EVIOXUOVTAG per 0S TOUG a0BEVEIC
ME TA ATTAITOUPEVA UIKPOBPETTITIKG cuoTaTiKA. [54, 57, 58]

AUTOG 0 TPOTTOC avTIETWTTIONG dlaBaBuifeTal avaAoya ye TNV BapuTtnta TNG
Q0BEVEING KAl TV AVTATTOKPION TOU TTAOXOVTOG ATOUOU O€ Tpia Bacikd oTddia:
TV augnuévn TTPOCANWN TPOPWV TTAOUCIWY € POAIKO 0&U, TOV EUTTAOUTIONO
TWV TPOPWV PE BITAPIVEG KOBWG KAl UE TNV ETTITTAEOV ECWTEPIKN XOopriynon ¢o-
AIKOU 0&€og, B, Bs pepovwuéva rp ouvduaoTikd. [58, 59]

Tpoéc mAouoieg o€ Bitauivn B12: auth n Birayivn amavidral Kupiwg ota
CWIKAG TTPOEAEUONG TTPOIOVTA OTTWG OTO YAAA, OUKWTI, Quyd, JOOXApl, KOTO-
TTOUAO, Yapia.

Tpogéc mAouaoiec o€ Bitauivn B6: yooxapl, CUKWTI, auyd, dnunTpIakd Kal
ooTIpIa.

Tpoéc mAouaiec o€ POAIKO 0&U: PooXApl, OCUKWTI, auyd, dnunTPIaKA Kal

ooTIpIq.
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MnyA: hitp://www.ncbi.nim.nih.gov/books/NBK1524/

3. AAkatrrovoupia (alkaptonuria) [59, 60]

H ouxvotnta gu@Aaviong NG vOOOU OTOV YEVIKO TTANBUCWPO gival TTEPITTOU
1:100000 ka1 1:250000 aTopa. ZuxvoTtepn eu@avion NG vooou TTapouaiadeTal
otnv ZAoBakia mou £xel etmitrtwon 1:19000 aToua. [61]

H aAkatrTovoupia €ival pia KANPOVOUIKY avwuaAia Tou PETABOAIOHOU Twv
QMUIVOGEWV Kal METORIBACETAI WG VA QUTOOWHMIKO UTTOAEITTOPEVO XAPOKTNPIOTI-
KO. H avwpuaAia auth mTpokaAeital ammd tnv EAAEIYn TNG ogeiddong Tou OuoyE-
VTIOIKOU, éva évquuo To oTToio BonBdel OTNV UETATPOTT) TOU OUOYEVTIOIKOU O-
¢€oc (homogentisic acid (HGA)) katd Tnv atmmoikodounon TG @aivuAaAavivng
Kl TNG TUPOOivNG. [62]

AUTO €x€l WG ATTOTEAEOUA TN CUCCWPEEUOCH KOl OTTEKKPIOT TOU OUOYEVTIOI-
KOU 0&£0¢ oTa oupa o€ pia €vwaon n otroia poidlel e Tnv yeAavivn (Ta oupa
Maupifouv AOyw TngG o&eidwong Tou). Katrola akdua xapaktnpeIioTIKA TNG aA-
KATITOVOUPIaG €ival N wxpovwaor, £Vag JaUPOo-PTTAE XPWHOATIONOG TOU OUVOE-
TIKOU 10TOU TToU TTPpOoKaAgiTal amd tnv cucowpeuon Tou HGA kal Twv TTPoIo-
VTWV 0&EidWONAG Tou, KaBWG Kal n apBpiTida. [63]

Ta CUPTTITWHPATA O ATOPA TTOU TTACXOUV OTTO TNV CUYKEKPIUEVN VOOO Eival
MOUPOG XPWHATIONOG TWV oUPWYV, OEPPATIKOI KOl OKEAETIKOI XPWMOTIONOI KO-

Bwg kal TTévol oTIC apBpwoElS. [64]

Phenylalanine

Phenylalanine
hydroxylase

Tyrosine Tyrosine

aminotransferase l l

4-Hydroxyphenylpyruvic acid
4-hydroxyphenylpyruvic
acld dioxygenase l

Homogentisic acid

Homogentisate :
1,2-dioxygenase i Alkaptonuria
Maleylacetoacetic acid

l I \ Succinylacetoacetic

acid
Fumarylacetoacetic acid / l

acid hydrolase l

Fumarylacetoacelic

Succinylacetone
Fumaric acid + acetoacetic acid

Eikéva 11: MetaBoAiké povotrdri TnG @aivulaAavivng

Mnyn: http://www.ncbi.nim.nih.gov/books/NBK 1454/




MapatnpwvTtag 1o TTapatmmdvw ox\pa @aivovtal 6Aa Ta Eviupa Kai ol dlogu-
yovdoeg TTou Aaupdavouv Xwpa oTnv atroikodounaon tng @aivuAaAavivng Kai
TNG TUPOOIVNG KAl TTwG N EAAEIYPN TOu evCUPOU TTOU KATaAUel T d1IA0TTO0N TOU

OMOYECIVTIKOU 0&E0G €TTNPEACEI QUTEG TIG AVTIOPAOCEIG.

Aiarpo@ikég ouataosic (AAkamrrovoupia)

Aev uttdpyel Bepatreia TTOU va €xel ATTOdEIXOEI yia TNV TTPOANYN ) avTIUE-
TWTTION TNG aAkatrTovoupiag. Or yevikég ouoTdoelg TTou divovTal BAcel TnG
TTaBoguaioAoyiag TNG aoBévelag yia peiwon TG Tapaywyng HGA, cival diaita
QPTWYXN 0€ @aivuAaAavivn Kal Tupoaivn aAAd Xwpig auoTnpo TTEPIOPICHO TOUG
OI10TI PTTOPEI va TTPOKOAECOUV QVETTIOUUNTA ATTOTEAEOUOTA TTOAANEG POPEG KPi-
OIJa YIa TOV OpyavIiouo. [62]

EmmAéov, o1 upnAég doong Bitauivng C PEIWVOUV TO OKOUPO XPWHO OTO
oupa Xwpic 6w va AapBdvel Yépog aTov PETAROAIKO POVOTTIATI TG TUPOGI-

vng-@aivulaAavivng. [62]

4. ®aivulkeTovoupia (phenylketonuria) [65, 66]

H emitrrwon Tng @aivulokeTovoupiag eivar 1 trepittou ota 20000 veoyva.
[67]

H @aivuAkeTovoupia (PKU) ptropei va opioBei wg pia JetaBoAikn diatapaxn
TTOU KANPOVOUEITAI ATTO QUTOOWHIKG UTTOAEITTOMEVO Yyovidlo. O@eileTal oTnv
avikavoTnTa TOUu ATTATOG va TTapdyel éva €vCUPo, TNV UdPOLUAGCN TNG QaIvu-
AaAavivng, TTou peTaBoAilel Tn @aivuAaAavivn o€ Tupoaivn. ZTa QUOIOAOYIKA
aropa Ta TPIa TETAPTA TNG QAIVUAQAQVIVNG UETATPETTOVTAI OE€ TUPOTIVN KAl TO
éva TETAPTO EVOWMPOTWVETAI OTIG TTPWTEIVEG. XTA ATOUA TTOU TTAOXOUV ATTO
TNV OUYKEKPIYEVN aoBEvela n EAAEIYn Tou evCUPoU udPOoEUAGONG TNG YAIVUAQ-
Aavivng, €xel wg atTroTéAeoua TNV UWNAR CuyKEVTPWON TNG @aivuAaAavivng
OTO Aipa KAl OTOV YKEPAAO DIOTI N KUPIA TTOPEIQ EKPONG TNG TTAPEPTTODICETAI.
[68, 69]

Ortav 1a emmiTeda TG @aivuAaAavivng augnbouv TTavw aTrd Ta QUOIOAOYIKA,
TOTE QUTA YiveTal TOEIKA YIO TOV OPYAVIOPO a@OU UETATPETTETAI ATTO TO CUKWTI

o€ MiIa o€Ipd (TOEIKWV) EVWOEWV TTOU €ival YVWOTEG WG QAIVUAOKETOVEG Kal Ol




OTTOIEG EKKpivovTal oTa oUpa. ‘Eva atrd Ta KUPIOTEPA CUPTITWHOTA €ival N TTa-
PEUTTOBION TNG QUOIOAOYIKAG AVATITUENG Kal AEITOUPYIOG TwV KUTTAPWY TOU
EYKEQAAOU, ue ouvétteia Tn diavonTik kKaBuoTtépnon. H @aivulkeTovoupia
MTTOPEI va avIXVEUBEI NE TEOT AiPATOG KATA TN YEVVNON TOU VEOYVOU, TO OTTOIO
gival TeoT pouTivag. [70]

PAINYNAANANINH: H @aivuhahavivn gival éva atmd 1a 20 apivogéa Tou av-
BpWTTIVOU OpyavIOPOU, TTOU XPNOIKOTTOIEITaI BIOXNMIKA aTTO TIG TTPWTEIVES yIa
TNV ouvBeon Tou DNA. O1 avBpwTrol dev PuTTOpOoUV va ouvBEoOUV TN PAIVUAQ-
Aavivn, kal €101 €ival ammapaitnTo ocuoTaTIKO TNG KABNUEPIVAG dIATPOYNG Pag,

XWPIG TNV OTToia TO CWHa dev PTTOPE va AsiIToupynoel. [71]

PHENYLEKETONURIA (PEU)
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Mnyn: http://www.newbornscreening.info/Parents/aminoaciddisorders/PKU.html

Aiarpog@ikég ouoraosis (PaivuAkerovoupia)

H 1m0 KOV} Jop@r Bepartreiag yia Ta dtoua TTou TTAOXOUV OTTO PAIVUAKETO-
voupia gival n cwoTth diatpo®r). Ta droua autd atmd TN BPePIkA nAIKia dgv
TIPETTEl VA TTPOCAQUBAVOUV HE TNV TPOPH TOUG WEYAAES TTOOOTNTEG PAIVUAOAQ-

vivng. O1 TUuTTIKEG dIITEG TWV ATOPWYV TTOU TTAOXOUV OTTO PaIVUAKETOVOUPIa




TTPETTEl va TTEPIAAPBAVOUV TTOAU JIKPEG TTOOOTNTEG PaIVUAaAQvivNG Kal UYnAEg
TTOOOTNTEG TWV AAAWY aUIVOEEWV Kal KUPiIWG TNG Tupoaivng. O1 TToodTNTES TNG
EMTPETTOPEVNG QaIVUAaAQvivNG O€ autd Ta ATOPA PTTOPOUV va augdvovTal
oTadiokd, KaBwg To TTaIdi peyaAwvel. To TTaidi oTnv TPWTN OEKAETIA TNG (WG
Tou TIpémel va AauBdver 200-500 mgr/day @aivuAaAavivng kar  25-85
mgr/kg/day Tupoaivng. [72]

Emopévwg, otn dicita autwyv TwWV OTOPWY ETTITPETTOVTAI BPETTTIKA CUOTATIKA
OTTWG udATAVOPAKEG, AITTN, BITAUIVES KAl avopyava cucoTaTikd. Etriong 1po@I-
MO PE METPIEG TTOOOTNTEG TTPWTEIVWV, OTTWG Ol TTATATES, KABWG Kal TPOPIPNA JE
XOUNAEG TTOOOTNTEG TTPWTEIVWY, OTTWG Ta GPOUTA, Ta AAXAVIKA I KOTNYOPIEg
WYWHIWV JE XaUNAR TTOOOTNTA TTPWTEIVWYV. AVTIBETA aTTQITEITAI TTEPIOPICHOG A
atroxr atrd TPOPINA PE UWNAG TTOOO0OTA TTPWTEIVWYV, OTTWG €ival TO KPEAG, TO
WAapl, TO KOTOTTOUAO, Ta auyd, Ta Kapudia, Ta KOUKIA, Ta acoAia, TO yaAa Kai
GAAa yoAhakTokouiké TTpoidvTa. ETTiong Tpd@iua Tou TTepIEXOUV WG TTPOCBETO
TNV QaIvUAaAQvivn €iTe QUECA €iTE EUPECA PEOW AOTTAPTAPNG. OAAG TTPOIO-
vTa XWwpig ¢axapn n light rpoidvra TrepIEXOUV TNV ACTTAPTAPN WG YAUKQVTIK
oucia. H aotraptdun €ival dITTETTTIOI0, ATTOTEAEITAI ATTO TA APIVOEEQ ACTTAPTIKO
0&u kal @aivuhaAavivn o€ TTooooTd TTEpiTTou 40%. Ta TTpoidvTa pe aoTTapTa-
pNn B€Touv €101 0¢€ Kivduvo Toug aoBeveic ue PKU . OAa oTa trpoidvta TTou TTE-
PIEXOUV QOTTOPTAMN TTPETTEI VA avaypa@eTal OTI "TTEPIEXEI TTNYR @aIVUAaAavi-
vng". Aedopévou 0TI ol aoBeveig pe PKU E€pouv yevIKa TTola TTPOIOVTA TTEPIE-
XOUV TN OUYKEKPIUEVN TTPWTEIVN, N arjpavon &gv gival amrapaitnTo yia autd Ta
TTpoiévTa. Movo oTa TTPOIGVTA OTTWG N TOIXAEG, TTOU KAVOVIKG BEV TTEPIEXOUV
Kapia TpwTeivn aAAd TTepiExouv aoTTapTaun TTPETTEI va avaypd@eTal oTn Ou-

okeuaoia. [68, 72]

5. Zuvdpopo Lowe (lowe’s syndrome) [73, 74]

To ouvdpouo Lowe gival pia otravia, UAOCUVOETa KAnpovopouuevn diaTa-
paxn, TTOU XaPOKTNEICETAl ATTO OUYYEVI KATAPPAKTN, VEPPIKI OUCAEITOUPYIQ
Kal BAGBEG TOU KEVTPIKOU VEUPIKOU OUOTHUATOG. EgpavifeTal oTov YeVIKO TTAN-
Buoud oe ouxvotnta ion pe 1:500000 droua. [75Z¢@aApal To apxeio Tpoé-
Aguong Tng avagopdg dev BpEOnKe.]




H aoBéveia opeileTal og EANEIYN YIOG QUOPATACNG KAl KATA CUVETTEIQ OTN
MN atméewo@opuAiwon NG ewo@aTidUAOCITOANG .ETTopéVWG TO POPIO CUO-
OWPEUETAI KOl CUCOWPEUON aUTOU 0dnyEi 0 KATAOTPO®I TOU KUTTAPOOKEAE-
TOU TwV KUTTApwV. MBavov autd va egnyei TNV KAIVIKR EIKOVA TWV ATOUWYV TTOU
YEVVIOUVTQI JE auTr) TV acBévela. [75,76]

Ta CUUTITWMPOTA TNG VOOOU €ival TTOIKIAEG dIATAPAXEC OTO QPOKO TOU O@P-
BaApou Kal oTNV AEIToupyia TWV VEQPWYV Kal TOU EYKEQPAAOU. H ouuueTOX TOU
KEVTPIKOU veupikou cuoTApaTog (KNX) eivar ékdnAn ammd tnv yévvnon. Emi-
TTAOV N KIVNTIKA, CWPATIKA KAl VONTIKI avaTrTuén kabuoTepei. H uttoTovia tTou
dnuioupyeital e€aiTiag TNG pelwpévng Asitoupyiag Tou KNZ utropei va odnynioel
og OUOKOAIEG OTN CiTION, YOOTPOOICO@AYIKN TTAAIVOPOUNON KAl KATA CUVETTEIN

o€ QTWYXN CWHATIKA avarTugn. [77]

Aiarpogiké¢ ouoraosig (Zuvdpouo Lowe)

EidIkA Bepatreia yia 1o cuvdpouo Lowe dev uttdpyel. H avTiyeTwmion Twv
a0BevWV €ival UTTOOTNPIKTIKI KAl EEATOMIKEUNEVN, OUVNBWGS atmd éva oUVoAo
€CEIDIKEUPEVWV 1OTPWV VIO TIG €TTI HEPOUG aoBEveleg. To KATAAANAO uTTEPBEP-
MIBIKG BlaIToAGyIo BAon TWV avaykwyv Tou aoBevh Ba ouvelIoQEPEl OTNV augn-

on Tou TTPoodOKIPoU (WAG.

6. N6éoog Lesch-Nyhan (lesch-nyhan syndrome) [78, 79]

To ouvdpopo Lesch-Nyhan givai yeveTikd petaoAikd voonua otov petao-
ANIOPO TwV TTOUPIVWV OPEINOUEVO OE PHETAAAAEEIG TOU yovIBiou TNG utTogaveIvo-
youavivo-ewao@opiBocultpavo@epdons (Hypoxanthine-guanine phosphoribo-
syltransferase (HPRT)) o1o xpwudéowpua X. [80, 81]

H emimrrwon tou ouvdpopou Lesch-Nyhan avépyetar og 1/380.000. lMNapa-
TNPEITAI O€ ioN TTEPITTOU CUXVOTNTA OTIG TTEPICOOTEPEG EOVIKEG OUAdEG Kal O-
TTavTaTal oXedOV ATTOKAEIOTIKA OTOUG AVOPES Kal OTTAVIA OTIG YUVAIKEGS. [81]

Ogpeiletal o averrdpkela TnG HPRT, n otroia kartaAugl TNV PETATPOTTA TNG
uTTogaVvBivng 0€ JOVOPWOPOPIKA Ivoaivn (Ivooiviko ogu, IMP) kai TG youavi-
VNG, 0€ JOVOPWOPOPIKN youavivn (youaviAiké ogu, GMP). [80, 82]

H HPRT T1raiel onuavtiké poAo oTnv avakUukKAwon Twv BACEwWV Twv TToupl-

VWV, TNG utrogavBivng kai Tng youavivng, oTIG OeEAPEVES TWV VOUKAEOTIDIWV




TNG TToupivng. & aoBeveic pe avetrdpkela Tng HPRT, o1 TToupivikég auTég Ba-
o€Ig Oev avakukAWwvovTal, dAAG avTiBeTa atrodopouvTal KAl aTTEKKPIVOVTaI TE-
Aik& oav oupikd ogU. H atmwAegia Twv TToupiviov avTioTaBuideTal ye augnon Tou
pUBPOU TNG oUVBEONG TWV TTOUPIVWV. [81]

H aduvapia avakUKAWOoNG Twv TTOUPIVWV O CUVOUAOUO PE TNV augnuévn
oUvBeOr) Toug 0dnyei o€ UTTEPTTAPAYWYH OupIKOoU 0&€og. H augnuévn tTapa-
YWy TOU OUpIKOU 0EE0C 0dNYEl O€ ETTIHOVN UTTEPOUPIXAIUIQ, TTPOKAAWVTAG O-
¢eia oupikr) apBpiTida kai veppoAiBiaon [82, 83].

O1 veppoi atravTolv OTNV UTTEPOUPIXAIYIO QUEAVOVTAG TNV ATTEKKPION TOU
OUPIKOU 0&€0¢ atrd Ta oUpa n OTToia cuVOdEUETAI ATTO AUENUEVO KivOuvo oxn-
MaTIoOpoU oupoAiBwyv, o1 otroiol TTapepTTodi(ouv TNV aTTOROA Twv OUPWV Kal

QuUEAvVoUV TOV KivOUVO aIaToupiag Kal OUPOAOINWEEwWV. [83, 84]
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Aiarpogikég ouaraocsic (N6oog Lesch-Nyhan)

Mpétrel va atropeuyovTal Ta TPOPIKNA TTOU TTEPIEXOUV TTOUPIVEG.

Aura utropei va givai:

AuyoTdpaxo péyyag, TapaPoCaAdTa, KPEAS MIKPWY {WWV (KATOIKAKI, apva-
KI, JoOXapdki), eviooBia (wwv (TTAYKPEQS, VEQPA, CUKWTI), uTTupa (uayid),
eEKXUNIOPa (O0GATOQ) KPEQTOG, CAPOEAEG, MapPidEG, KapdIG TTPORATOU, PEYYEG,
MUBIa, KATTVIOTA KpéaTa, BaAaooivd JaAdkia (COUTTIEG, XTATTOdIA, KAAQUAPA-
KIQ, KATT), MUTTOKOAIGPOG, KOAIOG, OOAOPOG, OKOUUTIPI, TTECTPOQQ, TA TIPO-
idvta kuvnyiou (xfva, TEPDIKA, QACIaVOS, TTEPIOTEPI, YAAOTTOUAQ). [85]

Etriong BAGTTITOUV TO £ENG TPOPIUA KAl EVEPYEIEG:

e H maxuoapkia kar n mmoAugayia. Xpeiddetalr diaita aduvaTtiopatog o€
TTaxuoapkoug. H traxuoapkia atmoTteAei TpodiaBeaikd TTapdyovTa yia
UTTOTPOTTEG KPIoNG OUPIKNG apBpiTidag.

e H aguddatwon. Xpeialovtal TTOAAG vepd. lNepittou 4-5 Aitpa vepou Tnv
nuEPQ.

e H katamévnon. Xpeidletal amopuyr BadiopaTtog étav uTTdpXouv Kpi-
O€IG OUPIKAG apBpiTIdac.

e H katavdAwaon aAKOOAIKWY TTOTWYV KOl JTTAXAPIKWV.

e To a1TOTOMO ABUVATIONA XWPIG AAYN ETTAPKOUG TTOCOTNTAG UYPWV.

EmrpémTovTal Ta €€N1G TPOQIUA:
O Ka@£G, Ta AVOWUKTIKA, TO TOAI, TO XAUOMAAI, KaKAdo, @pouTa, XUUOoi @pouU-
TWV, Aaxavikd, VTopdTa, 60TTpIa, JavITaplia, JeyaAa wapia, KOTOTTOUAo, TTATTIA,

atroouTupwpéva YoAakTePd, Enpoi KapTroi, auyd, Ta TTOAAG vepd. [85]




7. Néoog pe oopn oUpwv cav olIpdTTI o@evdduou (maple syrup urine
disease) [86]

H véoog auth yia TTpwTn @opd TTEpIypAPTNKE TO0 1957 Kal n ouxvoTnTa TToU
epavietal d1ebvwg givar 1:185.000 yevvrioeig. [87]

Eival yia apketd otravia PeTaBoAIKr diatapaxr Kal KANPOVOWEITal UE auTo-
OWWIKG UTTOAEITTOPEVO XapaKTApa. H vOOOG heE oour oupwv oav CIpOTT OQEV-
dduou gival pia atmmo TIG dIOTAPAXEG TOU PETARBOAIOUOU TwV OIAKAQBIOUEVWV
QUIVOEEWV Agukivn, 100AEUKiV Kal BaAivn Kal OQEIAETal OTNV UEIWUEVN A€l
TOUPYIKOTATA TOU €VCUMIKOU CUCTHAPOTOC TNG O- KETOOEIKAG agudpoyovdaong
(branched-chain alpha-keto acid dehydrogenase complex (BCKDH), odnyw-
VTOG O€ aUgNon TNG CUYKEVTPWONG TWV TPIWV BIAKAABIOUEVWY APIVOEEWY Kal
TWV KETOZEWV TOUG OTOV OpyavIouo. [88]

To TpwTo Bripa Tou HETABOAICUOU TOUG , N TPAVOAivwaon YivovTal Kavovi-
KA. To TTpoBANpa TTapoucialetal 0To deUTEPO Briua, oTNV OLEIdWTIKA ATTOKApP-
Bo&uAiwon TTou dev TTPAYUATOTIOIEITAI ETTAPKWG. Bpépn TTOU yevviouvTal pe
TNV OUYKEKPIPEVN aoBEveia dgixvouv uyif yia autd Tov AOdyo av Oev yivel é-
ykaipa n didyvwaon Tng, Xwpic Bepartreia 1o atopo Ba uTTooTEl OOPBAPES EYKE-
@aAIKEG BAGBEG kal TIBavOV va KAaTtaAAgel pEoa OTIG TTPWTES 20 HEPES TNG YEV-
vnong Tou. O1 eykKePaAIkEG BAABEG TIOAVOV va TTPOKAAOUVTAI ATTO Tr OUYKE-
VTPWON TWV TPIWV AUIVOEEWVY KAl TWV KETOEEWV TOUG O€ TOEIKA ETTITTEDQ OTO
TTAQOPA Kal TO eyKEQaAovwTiaio uypo. [89]

KUpio XapakTnpIoTIKO yia TNV avayvwpion Tng vooou oTta Bpéen cival n I-
dlaiTepn YAUKIG OOWN Twv OUPWV KAl T CUUTITWHPOTA TNG €ival EueTog, ABap-

YOG, UTTOTOVia, TTAYKPEATITION KOl VEUPOAOYIKA TTPOBANHaTA.
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Aiarpogiké¢ ouordaosic (N6oo¢ us ooun oupwv oav oOIpoOTI oPevoa-
pou)

Eteidn n véoog ue oouf oupwv cav olpoTr o@evdduou odnyei ouvhBwg o€
VONTIKI] KOl QUOIKN KaBuoTépnaon TTPETTEI 0 a0BeVAC va TeBEI o€ éva owaTo OI-

aItoAdy10 xapnAd o€ BaAivn, 1I00Asukivn kai Aeukivn). [90]

AIATAPAXEZ 2TON METABOAIZMO TQN AIMIAIQN

O1 diatapaxég otnv ogeidwon Twv AiTTapwyv ogéwv [fatty acid oxidation
disorders (FAOD)] atroteAoUv £va oUVOAO dIATAPAXWY OTIC OTTOIEG OEV UTTOPEI
va TTPAyUATOTTOINBEI N d1A0TTAoN TWV AITTAPWY OLEWV £TO1 WOTE VA TTAPEXOUV
OTOV OpyavIoMO evépyelda. Ta AITTapd o&€a atroteAouvTal atrod aAucideg avOpa-
Kwv o€ didgopa uAkn. Tutmkd, dlakpivovTal o€ JoKpIAg aAuoou 12-18 daTopa
avBpaka, péTpiag ahuoou 6-10 droua avbpaka kai PIKpA&s aAucou AirTtapd o-
¢éa 2-4 aropa avBpaka. H didotraon Twv AITTAPWY OGEWV TTPAYUATOTTOIEITAI

OTO MITOXOVOpIO (MIToxovOplakh o&cidwon). Ta Aimapd ogfa cival n Baciki




TNV EVEPYEIOG TG KAPOIAG KAl TWV PJUWV KATA TNV dIAPKEIQ vNOTEIag 1) HETO-

BoAIKOU 0TpeGg, KABWG Kal Katd Tn SIAPKEIA KATTOIAG A0BEVEIQG.

1. AdpevoAeukoduoTpopia (adrenoleukodystrophy) [91, 92]

H @uloouvdetn adpevoleukoduoTtpopia (X-linked ALD) eivalr pia omravia
KANPOVOUIKN acBévela Kal avAKel OTNV eUPUTEPN OPAdA YEVETIKWYV OIATAPAXWV
TTou ovopddovTal AeUuKoduoTpoieg. KAnpovoueiTal ue T0 QUAOCUVOETO UTTO-
AEITTOPEVO XAPOKTAPA Kal n ouxvotntd Tng avépyetar o€ 1/20.000-1/50.000
ATOPO OTO YEVIKO TTANBUCO. [93]

H adpevoAeukoduaTpoia KANPOVOUEITAI ATTO TOUG YOVEIG NEOW €vOG X YO-
Vvidlo, yI auTdv TO AOYO £TTNPEAGCOVTAI KUPIWG ayopla.

ATTO Bloxnuikr amroyn, n vOoog XapakTnpEifeTal amd uwnAd eTTiTreda Twv
AITTapwV oéwv OTO TTAGCUA. ZTNV TTEPITITWON AUTH UTTAPXEl METAAAQEN OTO
yovidlo TTou ePTTAEKETAI OTNV BIACTIOCN TWV NITTAPWYV 0&EWV TTOAU JOKPAG O-
Aooou (Very Long-Chain Fatty Acids - VLCFAS), Ta otroia, Adyw diatapaxnig
oTn B-o&eidwon Toug €VTOC TWV UTTEPOEEIBOCWHATWY, CUYKEVTPWVOVTAI OF
d1&@popoug 10TOUG (EYKEPAAOG, VWTIAIOS MUEADG, PAOIOS eTTIVEQPISiWY, OPXEIC,
ntap). [94]

Ta pépia Aitroug cucowpevovTal, PPACOOUV KUTTaPA Kal BAATTITOUV KUTTO-
PO TOU EYKEPAAOU Kal TOU VWTIAioU JUeEAOU. ZIyd Olyd KATaoTPEPEI TN MUEAIvN,
éva TTOAUTTAOKO 10TO aTTd VEUPWVIKA AITTAPA TTOU POVWVEL TTOAAG veupa OTO
KEVTPIKO KOl TTEPIPEPIKO VEUPIKO OUOTNUA. XWPEiG AEITOUPYIKN MUEAivN, O aoBe-
VAG 0dnyeiTal oTadlakd o€ TTapAAuon PE ATTOTEAECUA TNV TTPOKANCT KAIVIKWV
eKONAWOEWY, OTTWG, TTPOOBOEUTIK KATAOTPOPH TNG AEUKAG EYKEQAAIKAG ouaiag

Kal Tou @AoIOU TwV ETTIVEQPISiWV 0dnywvTag Tov acBevr) o€ Bavaro. [95]
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Eikéva 15: Tpétmog kAnpovéunong tng ALD

Mnyn: http://www.x-ald.nl/francais/faits-francais/

Aiarpogikég ouoraosis (AdpevoAsukoduarpogia) [106, 107, 108]

AuoTuxwg akéua dev utTdpxel OAoKANpwEVn BepaTreia. ZTIGC HEPES pag do-
KihaZovTal hepIKES HEBODOI TTOU @aiveTal va KaBuoTepoUuv Tnv £mMdEivwon TNG
aoBéveiag. Mia pébodog cival n xprion Tou «Aadiol Tou AopEVTZo» PTIAYUEVO
atro eAaidAado kal kpapBEAaio, oe ouvduaoud pe diaita pe XapnAd Airapd.
[93]

Av 10 AGdI xpnoigoTtroindei vwpig atrd ayopia TTou TTacxouv atrd ALD aAAG
Oev TTaPOUCIAlouV CUUTITWHAOTA, UTTAPXEI OPEAOG yia TV TTPOANYwn 1ng ALD.
O1 gpeuvnTtég akOPN TTPOCTTIABOUV va KAtaAdBouv Tnv TTEPITTAOKOTATA TWV

OoX€oEwV avdapeoa oTta AiTTn Tou ow-
Eikéva 16:H ALD kaTaoTpé@el eyKEPAAIKE KAl VEQPI-

MaTOG Kal TTWG To AGdI Tou Aopévto ké KUTTOpQ
”Tropa' va Xpno—ujo-n-o'nea' ﬂgpSTaipw MnyA: http:/findmeacure.com/2011/02/03/adrenoleukodystrophy/
[94, 96].

Mia &eUTepn BepaTreia gival n peTaudoxeuon HUEAOU Twy ooTwyv. H 16€a €i-
val va avTiIKataoTaBouv Ta KUTTapa

TTOU €XOUV éva EAQTTWHPATIKO yoVvidlo
Adrenoleukodystrophy
_ damages the

| T white matter of the
brain and impairs the
adrenal glands

ALD pe Tta KUTTApa TTOU €XOUV €va
@uoloAoyIkG yovidio ALD kai 6a &i-
aoTraocouv Ta Aittn. Autd PTTopEi va
emTeUXOei kal e TN xpron PBAacTto-

KUTTAPWV.

FADAM.




[IA THN IZTOPIA...

O NopévtCo Atav éva traidi TTou o€ nAikia 6 €Twv
dlayvwobnke va tradoxel amd ALD. Or yiatpoi eixav
TTPoBAEwel TO BdvaTd Tou péoa oTa €TTOMEVA 2 XPO-
via. Opwg o1 yoveig Tou, apvoupevol va dexBouv Ot
Oev uttdpxel Bepatreia, peAéETnoav TV acBéveia Kai
TTpooTTdbnoav va avakaAUyouv ol idlol  KATToIo
PAPPOKO, XWPIG va €XOUV IDIAITEPES IATPIKESG YVWOEIG.

To Ceuydpl avak@GAuwe éva AGdI TTou TTPOEPXETAI ATTO

NG kal KpAuBn kal TTap” OTI Oev QVECTPEWE TNV
KATtaoTaon Tng Uyeiag Tou yiou Tou, Bornbnoe OTo va TTEPIOPICTOUV T OU-
pTrTwuata. O Aopévr¢o Tehikd TTEBave pia pépa TTpIv KAcioel Ta 30 Tou Xpdvia,
aTTO MIO HOP@H TTVEUNOVIOG a@OTOU KOANNCE TPOQr) OTOUG TIVEUUOVEG TOU.

To A&dI gival évag ouvduaouog atmod €va ueiyua 4 - 1 o€ €poukiKO ofU Kal

eAdikd o&u, TTou TTpoépxovTal atro To KpapBEAaIo kal EAaIGAadO, avTioToIxa.

2. 'EMNAaiyn 1nG agudpoyovdaong tou 3-udpoduakeTuhoouveviuuou A
Makpdg oaAvoou (Long chain 3-hydroxyacyl-coenzyme A
dehydrogenase deficiency - LCHADD) [97]

H LCHADD eivai pia otravia petaBoAikn diatapaxr otnv oeidwon Twv Al-
TTOPWYV 0EEWV TTOU KANPOVOUEITAI JE QUTOCOWHMIKO UTTOAEITTOUEVO XAPOKTAPA.
[97]

H ouyvéTtnta gu@dviong tng vooou eival 1:240 otnv ®iAavdia og avtibeon
ME TIC Hvwpéveg MoAiTeieg TTou gival pia dyvwaoTn vooog. [98]

H ag@udpoyovaon Ttou 3-udpofuakeTuhoouvev{Uuou A pakpdg aAuoou
(LCHAD) e€ivar éva ammo Ta Tpia PITOXOVOPIOKA €vCUPA TTOU OUVBETOUV TNV
trifunctional Tpwrteivn TNG PITOXOVOPIOKAG MEMPBPAVNG Kal KATAAUEI TO TPITO
oTadI0 TNG 0&EidWONG TwV ANITTAPWV 0&EWV PHAKPAS aOAUCOU yia TV TTapaywyn

evépyelag. H TFP €ival pia piroxovopiakn Tpwreivn atmoteAouuevn atmo 3 dia-




QOPETIKG Evquua, aTTapaiTnTa yIa TNV dIACTTOoN AITTAPWY OZEWV yIa TNV TTapa-
ywyn evépyelag pe didpopes PETABOAIKES AsiToupyieg. Ta éviupa autda gival
Long-chain 3-hydroxy acyl-coenzyme A dehydrogenase (LCHAD), 2-enoyl
coenzyme A (CoA) hydratase (LCEH) and long-chain 3-ketoacyl CoA thiolase
(LCKT). [99]

H LCHAD diaommd Aimmapd o&éa pAkoug 12-18 atéuwv avBpaka. H ave-
mapkela TnG LCHAD (LCHADD) ogeihetal otnv PeTAAAQEN €vOC PEPOUG TOU
yovidiou Tng tri-functional protein (TFP) pe ammotéAeopa tnv ENAeIwn | TNV JEI-
wévn dpacTnpEIdTNTa Tou evCUuou. AuTh n METAAAAEN odnyei 0€ AVETTAPKA
etrireda Tou evfupou LCHAD pe ammotéAeopa Ta AITTapd o&éa pakpdag aAUoou
TTOU €I0AYOVTAI OTOV OPYAVIOUO aTTO TIG TPOPES, AAAG KAl TO OWHATIKO AITTOg
VA PNV PTTOPOUV va PeTaBoAioTouv. Q¢ ek TOUTOU auTd Ta AITTapd ogéa OV Je-
TATPETTOVTAI O€ €VEPYEID OONYWVTAG O XOPAKTNPIOTIKA CUPTITWUATA QUTAG
NG diatapaxng 6Tmws o ABapyog kai n uttoyAukaiyia. ETiTAéov e€aiTiag TnG
avetrapkn Aeiroupyiag Tou evfuuou LCHAD mbavh €ival n ouoowpeuon Twy
NTTapWV 0&Ewv OTOUG 10TOUG TTPOKAAWVTAG COPBAPEG PBAAPBEG Kal ETTITTAOKEG

OTO ATTAP, TNV KOPAIA, KAl TOUG JUEG. [99]
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Aiarpogikéc ovuoraoeis (EAAsiwn 1™m¢ aeudpoyovaong rtou 3-
udpoéuakeruAoouvev{uuou A uakpdg aAuoou)

H Baoiki diatpo@iki odnyia mTepIAapBavel diatpo® XaUNANG TTEPIEKTIKOTN-
Ta¢ o€ NirTapd, TTAoucia o€ udaTAvOPAKES Kal TTEPIOPIOPEVN TTPOCANWN AITTO-
pwV o&Ewv Pakpdas ahuoou (10% TnNG ouvoAknG evépyeiag). [98]

EmmpdoBeta n xprion QuTIKWwV eAaiwv wg nEPOg Tou 10% ouvoAikh TTpOo-
Anwn AITTapwv o&éwv PJakpAg aAUoou, TTAPEXEI OTOV Opyavioud Ta aTTapaitn-
Ta AITTapd o&€a (TT.X., TO AiveAdikd o&u, AIVOAEVIKO o¢U) kal TTpoAauBavel aoBé-
VEIEG TOU QuU@IBANCTPOEIBOUC, TTEPIPEPIKA VEUPOTTABEIQ, TOV TTEPIOPICHO TNG
avaTrTugng, kar deppatitida. Etiong ival arrapaitntn n cuptrAnpwon Tng dia-
TPOPNG ME TTOAUBITAUIVES KAl avopyava dAaTa TTou va TTEPIAAPBAvVoUV OAEG TIG
AiTTodI0AUTEG BiTapiveg. [98, 100]

2uvioTaTal N KaravaAwon ayntwy KAAAPTTOKIWY KAl KAAQPTTOKAAEUPOU KO-

TA TNV KATAKAION YIO TNV aTTOQUYI TTPWIVAG UTTOYAUKQIMiag £TTEITa a1rd OAOVU-




KTIa vnoTeia. TEAOG €TTEId N ouxvOTNTA EPJPAVIONG TNG TTAXUCAPKIOG KAl TOU
uttEPBOAIKOU BdApoug augdvetal ota TTaidid auth) Tnv diatapayxn, pia diata
UYNASTEPNG TTEPIEKTIKOTNTA O€ TTPWTEIVEG Kal XapNAOTEPN O UBATAVOPAKES
MTTOPEI va BonBroel oTnv PEiwon TNG OUVOAIKNG EVEPYEIAKNG TTPOCANYNG Kal
TNG dIaTPENONG TNG KAARG cwpatikAg uyeiag. [100, 101]

Acyl-CoA
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\ dehydrogenase
3-Ketoacyl-CoA P
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Eikéva 18: Bioxnuiké povotrdari Tng LCHAD

Mnyn: http://en.wikipedia.org/wiki/File:LCHAD _deficiency.jpg

3. 'TENA&iygn TnG agudpoyovdong tou 3-udpoduakeTuhoouveviUpou A
Méong aAvoou (Medium-chain acyl-coenzyme A dehydrogenase defi-
ciency-MCADD) [102]

H MCADD civar n 1o ouxva diaylyvwoKOPEVN KANPOVOMIKR OlaTapax)
oTov METABOAIOUO TwV NITTapwyV 0wy, he emimmoAacud 1:15000 dropa oTig
Hvwpéveg MNoAiTeieg. [103]

KAnpovoueital JeE QUTOOWMIKO UTTOAEITTOUEVO XOPOKTAPO Kal MHia €yKaipn
didyvwaon Tmlavov va TTpoAdpel Tov ai@vidlo BavaTto dedopévou OTI eppavile-
Tal OUVABWG KATA TO TTPWTO £T0G TNG CWNG. [104]

2tnv MCADD o opyaviopog aduvartei va Petatpéyel Ta AITTapd o&éa o€ -

vépyela, 10iwg o€ TTeEPIGOOUC VNOTEIOG PE ATTOTEAECHA ENPAVIONG TTOIKIAWY OU-




MTTTWHATWY OTTWwG ABapyog, UTTOYAUKQIMIa KAl 0oBapEG ETTITTAOKEG OTO ATTAP,
OTOUG TTVEUMOVEG Kal 0ToV eyKEQPaAo. [105]

H agudpoyovaong Ttou 3-udpofuakeTuhoouvev{Uuou A péong aAuoou
(MCAD) cival éva atro 1a évquua 1Tou AauBAavouv Xwpa KAta T0 JOVOTTATI TNG
B-o&eidwong Twv AITTapwv 0&Ewv. To JOVOTTATI AuTO ATTOTEAEITAI ATTO TEOOE-
pEIG DIOBOXIKES AVTIOPACEIG KaTaAUOVTAG TToIKIAQ €v{upa, TTapAyovTag OTo Té-
AoG KGBe KUKAou éva popio acetyl-CoA kai éva poplo acyl-CoA e duo AlyoTe-
poug avBpakeg. H petdAAagn oto yovidlo Tng MCAD odnyei oe €AAeiyn TOU
evCUPOU OTO KUTTOPO ME OTTOTEAECUA TNV PN OAOKANpwuévn dIdoTTacn Twv
AiTTapwyv o&éwv. H cucowpeuon Tou evCUPOU TTPOKAAEI Ta TTpoavVAPEPOUEVA

ouuTrTwuara. [104, 105]
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Aiarpogikéc ovuoraoesic (EAAsiyn 1™m¢ aeudpoyovaong rtou 3-
udpoéuakeruAoouvevlupou A uéong aAuocou)

H Bepatreia Baoietar atnv diatpo@ry ATTOTPETTOVTAG TOV a0BEvVR va TTapa-
pével oe TTaparteTapévn vnoTeia. Eivar atrapaitnta pikpd Kar ouxva yeupaTta
XaunAa o€ Aimrapd. H xopriynon kapvitivng fonBael otnv TTANen f HEPIKA £€A-

A&lyn Twv eTTEI00diwy TNG vooou. [106]
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Eikéva 20: Mitoxov3plakn ogeidwaon

Mnyn: http://dels-old.nas.edul/ilar_n/ilarjournal/43 2/Fatty.shtml

4. 'EAAeiyn TG agudpoyovdong Tou akeTuAoouveviupou A PIKPAG a-
AOoou (Short-chain acyl-coenzyme A dehydrogenase deficiency -
SCAD) [107]

H 'EAAeIpn NG agudpoyovaong Tou akeTUAOouveVCUPoU A HIKprig aAUoou
gival pia oTravia KANPOVvoIkr) diarapaxr otov HETABONIOUO Twv AITTapWV O&E-
wv. KAnpovoueitTal ye auToOWPIKO UTTOAEITTOPEVO XAPAKTAPA KOl O ETTITTOAQ-
OMOG TNG vooou cival 1:40000 droua. Ta KAIVIKG xapakTnpIioTIKA gival uTtoTo-
via, avaTtrtugiokh kabuoTépnon, OTTACPOI, JIKpoKe@aAia, AfBapyog, okoAiwan,
Kal, TEAOG, €vag ouvOUAOMOG UTTOYAUKAIUIOG, €UETO, MEIWMEVN OITION, OTTOU
onuioupyouv avatrTuglaka TTpoBAnuara. H SCADD ogeiletal otnv PeTAAAAEN
€vOG yovidiou TTou odnyei 0 aveTTapkn €TTiTreda Tou eviUuou agudpoyovdon
TOU akeTUAOOUVEVCUPOU A UIKPG aAuoou. Ta peiwpEva eTTITTEdA TOU €vCUOU

eUTTOdICOUV TNV TTEPAITEPW OIACTIACN KAl ETTECEPYOTIA TWV AITTAPWY OEWV




OTO MITOXOVOPIO PE ATTOTEAECHO T CUPTITWHOTA TTOU XAPAKTNPICOUV TNV KAI-
VIKNA €Ikéva TnG vooou. [108]

To SCAD civar éva €vfuugo Tou eival utreuBuvo yia Tnv  ogidw-
on(d1aoTTacn) Twv AITTAPWY 0EWV JIKPAG AAUCOU Kal KATAAUEI TO TTPWTO Br)-
MO OTOV KUKAO TwV - 0&€1dwoswyv dIaoTTwvTag AITTapd ogéa urikoug aAuoidag
ato 4-8 avbpakeg. [108, 109]

E€aitiag Tng éAAeiyng Tou €vCUPOU OTNV CUYKEKPIPEVN QOBEVEIQ, ETTOPEVWIG
Kal TNG aduvapiag ogeidwong Twv AITTapWV 0LEWV TTAPATNPEITAI CUCCWPEUON

QUTWV OTOUG IOTOUG TOU ATTATOG KAI TWV HUWV.

Long-chain fatty acids

Ethylmalonic acid

excreted
6 X Acetyl-CoA
- Butiryl-C oA g Acetyl-CoA
p-oxidation spiral 0 1
Butyric acid
accumulated /G

Gluconeogenesis ATP

Eikéva 21: Mitoxovdpiokn B-ogcidwon Twv AITTapwv ogéwv

Mnyn: http://colombiamedica.univalle.edu.co/Vol41No3/html/v41n3a5.html

Aiarpogikéc ouoraoeic (EAAsiyn tng apudpoyovaong Tou AKETUAO-
ouvev{uuou A HIKpAS aAuoou)

H Bepatreia Baoietal atnv diaTpoPry ATTOTPETTOVTAG TOV A0BEvr va TTapa-
MEVEl O€ TTapaTETANEVN vNoTEia. Eival atmapaitnTa Ta MIKPA KAl uXvda YEUPOTO
XOuNAG og AirTrapd kal auénuéva oe udatavOpakes. Mia TTPOOEKTIKA dIOTPO®N
MTTOPEI va 0dNyNoEl 0€ UQPEDT TWV CUPTITWHATWY KAl TTAyIoTToinon TNG KATa-
oTa0NG OAAG €PEUVEG €XOUV BEigel OTI gival avecdpTnTa atrd TNV daTpoPr| U-

TTApxel TOavoTNTa va unv uttapxel BeAtiwon. [109]




5. Avemrdpkela Tng TpavoAokdong Tng Kapvitivng (Carnitine-

acylcarnitine translocase deficiency) [110]

H avemdpkeia 1nG TpavoAokdong TnNG KApVITIVNG TTAPOUCIAZETal oav Hid
atrd TIG OTTAVIOTEPEG dlaTapaxEG OTOV METAROAIOUS Twv AITTISIWV HIOG Kal Ol
QAVOQPOPEG TTOU UTTAPXOUV gival eEAaxIoTeg, Trepittou 30 trepioTaTikda. [111]

KAnpovoueital e QUTOOWHMIKO UTTOAEITTOMEVO XOAPOKTHPO aveeapTnTa atrd
TO QUAO.

H mAsiopngia tTwv atépwyv pe CACT mapoucidlouv KaAta Tnv yévvnon Tre-
p16dou¢ utToyAuKaipiag, uwnAd etTitreda auuwviag ,uuiki atovia kaBwg, nTra-
TIKG& Kal Kapdlokd TTpoBARuaTa. AUTd TO CUUTITWHATA PTTOPOUV va eEeAXBouv
ME TETOIO TPOTTO, WOTE VA TTPOKAAECOUV KAPDIAKK AVETTAPKEIQ, KWHA, EYKEPQ-
AiKEG BAGBEG, puéExp! kal BAvaTo.

H TpavoAokdon TnNG KapVITiVNG ATTOTEAEI HEPOG TOU CUCTHUATOG PNETAPOPAG
NITTapWV 0&€wv TTOU BpiokovTal aTnVv PITOXovOopIakr peuBpdavn. Eivar atrapai-
TNTN YIOQ TNV JETAPOPA TOU AKETOAOOUVEVINO PE TNV KAPVITIVI GTNV KUNTPA TOU
MITOXOVOPIOU E£TCI WWOTE VA 0&EIOWOEI Kal va OOCEI EVEPYEIQ.

H kapwvitivn €ival €va QuOIKO ouoTaTIKO TOU KUTTAPOU TO OTTOIO €XEl évav
Kupiapyxo pOAo o€ O,TI apopd TN XPNOIUOTIoiNON TOU UTTOOTPWHATOG TWV AITTI-
diwv. OewpeiTal TTOAU ATTOTEAECUATIKA YIO TV KIvNTOTTOiNON TOU AiTroug (TTai-
el TOV TTPWTAPXIKO POAO OTN PETAPOPA TOU ATTO TIG AITTOOTTOONKES OTA WITO-
XOvopIa, oTn PETAPOPA Twv OloKAAdWHEVNG aAUCIOOC auIvogéwy OTa MUIKG
KUTTOPA Kal oTIg d1adIkaoieg YUIKAG attokatdoTaong. [113]

H avetrdpkela TG TpavoAokdong NG KapvITivnG o@eiAeTal oTnv PHETAAAOEN
€vog yovidiou. Autd To yovidio gival uTTEUBUVO yIa TNV TTapaywyrn TNG TTPWTEI-
VNG TPAVOAOKAONG TNG KAPVITIVAG, TTOU €ival atmrapaitntn yia Tnv ofeidwaon Twv
NITTAPWV 0CEWYVY, TTOU TTPAYHATOTTOIEITAI OTO MITOXOVOPIO TOU KUTTAPOU. AUTH N
TTPWTEIVN YETOPEPEI TA AITTAPA 0&Ea JECT OTA PITOXOVOPIA, aPOoU TTPWTA AUTd,
evwBouv ue Tnv KapviTivn. ‘ETeira atmd TIg aTTaITOUPEVES OEEIDWOEIG TTOU Ad-
Bavouv xwpa péoca oTo KUTTOPO, TTapdyeTal evépyeia. ‘EAAewn | aveTtdpKela
TNG CUYKEKPIPEVNG TTPWTEIVNG 0dnyei e EAAEIYN TOou PETAPOPED, Apa OE PEIW-
MEVN TTapaywyr €VEPYEIOG, TTPOKAAWVTAG OTOV OPYAVIOUO TA CUUTITWUATA

TTOU TTpoavagépovTal. [111]
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Eikova 22: H ropeia Tng TpavoAokdong TG KAPVITIVNG O€ UYIR KAl Jn Uyl dTopa

Mnyn: http://www.newbornscreening.info/Parents/fattyaciddisorders/Carnitine.html

Aiarpogikéc ouoraoeis (AveEmrapkeia NG TPAVOAOKAoNS TNg KApViITi-
vng)

210X0G TNG BepaTtreiag ival N AvTIMETWITION TNG UTTOYAUKQIYIAg Kal n Tpo-
Anwn ™G AimtéAuong. H Beparreia armmoTteAcital ammd pia diatpo®r TAouoia o€
udaTAVOPAKESG, XOUNAR TTEPIEKTIKOTNTA O AITTapd (Ta TTEPICOOTEPA ATTO T
oTroia Ba TTPETTEl va gival Aimapd y€ong aAuoou), Kal Kapvitivng. Autr n Be-
patreia BeATiLvEl TO TTPOQIA TNG aoBEvelag Kal TTpoAauBaveral n ekdAwaon
TWV CUUTTTWHATWY TNG UTTOYAUKAIUiag Kal TnNG appubuiag. [112]

H upnAOTEPN OUYKEVTPWON KOPVITIVAG BPIOKETAI OTO KOKKIVO KPEAG KAl OTA
YOAQKTOKOUIKA TTPOIOVTA. AAAEG QUOIKEG TTNYEG KAPVITIVNG Eival o1 Enpoi Kap-
TT0i Kal o1 o1mépol (T1.X. KOAoKUBSOoTTOPOG, NAIGCTTOPOG, Couadl), Ta GOTTIPIa
(pacohia, pmléNa, QAKES, @IOTIKIA), Ta Aaxavikd (aykivapeg, omrapdyyia,
MTTPOKOAO, Aaxavakia BpuieAwv, tmpdoiva Adxavwyv, T0 OKOpdo, XOpTa,
MTTApIES, paivTavog, katoapd Adxavo), Ta gpouTta (BEpikoka, PTTavAveS), dn-

MNTPIOKA ( KOAQPTTOKI, aAeUp! BPWHNG, TO TTiITOUPO pullou, CikaAng, OAIKNAG a-




AéOEWG, TTITOUPO OITAPIOU, GUTPO OITAPIOU) Kal GAAAA EVOAAOKTIKA Kal TTOAU u-

YIEIVA TPOQIUA OTTWG N yupn HEAICCWV Kal payid ptrupag. [113]
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Eikova 23: Mopeia Tou akeTuAhoouveviipou A

Mnyn: http://www.thefullwiki.org/Carnitine

Mpoiév MoodéTtnTa Kapvitivn
MTTIQTEKI 100 g 95 mg
Bodivo kpéag 100 g 94 mg
Xolpivo 100 g 27.7 mg
MrTréikov 100 g 23.3 mg
Tempeh 100 g 19.5 mg
MrrakaAiGpog 100 g 5.6 mg
200G KOTOTTOUAO 100 g 3.9 mg
AuepIKAVIKO Tupi 100 g 3.7 mg
MaywTtd 100 ml 3.7mg
MANpeg yaha 100 ml 3.3 mg
ABokavTo 1 yéTpio 2 mg
Tupi cottage 100 g 1.1 mg
Ywyi oAIkAg 100 g 0.36 mg
2Trapdyyi 100 g 0.195 mg




Neukd Ywyi 100 g 0.147 mg

Zupapika 100 g 0.126 mg

duoTikopBouTupOo 100 g 0.083 mg

PUd1 (payeipepévo) 100 g 0.0449 mg

Auyad 100 g 0.0121 mg

XUNOG TTOPTOKAAI 100 ml 0.0019 mg
Mivakag 5

METAAAA — IXNOZTOIXEIA

1. Néoog Wilson (wilson’s disease) [114, 115]

H vooog Wilson cival pia otravia KAnpovouiky vooog, JE QUTOOWHMATIKO
UTTOAEITTOPEVO TTPOTUTTIO KANPOVOMIKOTNTAG KAl ETTITTOAAOUO TTAYKOOMIWG 1
0a00¢eveic/30.000 TTANBucpoU. Mapouoidlel NTTATIKES, VEUPOAOYIKES, WuXIOTPI-
KEG ekdNAWOEIS Kal uwnAf BvnTéTnTa. [116]

Mpwrtotrepiypdonke 10 1912 armd tov Kinnear Wilson, 10 6vopa Kai Tou o-
TToiou €AQBE, WG OIKOYEVHG Bavatn@opog VEUPOAOYIKH VOOOG, GUVODEUOUEVN
atroé Xpovia nTratoTrddela Tou egeAicoeTal o€ Kippwon . ApyoTtepa BpEdnke o
POAOG TNG cUCOWPEUONG XOAKOU oTnV TTaboyévela Tng vooou. [117]

XANKQOZ: O xaAk6g cival €va onPavTIKO IXVOOTOIXEIO, TTOU TTEPIEXETAI OF
TTARBOG TPOPWV KAl CUPMPETEXEI OTN OUVOEON TTOAAWYV CNUAVTIKWY EVCUPWY
Kal gival ammapaitnto yia 1 doun Kal Th AEIToupyia Twv 00TWY, ToU dEPUATOG,
TNG TPIXOG, TOU QiNATOG KAl TOU VEUPIKOU ouoThuatog. Me tn ouviABn diatpo-
@n, Aappavoupe 2 - 5 mg TNV NUEPQ, EVW N CUVIOTWHPEVN NUEPATIA TTPOCAA-
Bavouevn roooTnTa gival 0,9 mg.

To 100QUyI0 TOU OPYQaVIOUOU YIa TO XOAKO €ival BETIKG, atroppopdTtal atrd Ta
EVTEPOKUTTOPA OTO DWOEKADAKTUAO KAl OTO £yYyUG AETTTO EVTEPO, HEOW TNG TTU-
Aaiag @Bdvel oTo NTTAP, TO OTTOI0 XENOIMOTIOIEI XOAKO YIia UETABOAIKEG QVAYKES
KAl OUVTIOETAI KAl EKKPIVETAI OEPOUAOTTAQCIVN, MIO TTPWTEIVN TTOU TTEPIEXEI
XOAKO, Kal n TTepiooela XaAkoU atroBAAAeTal ge TN XOAr). ZTn vooo Tou Wilson,
0 TTAeovACwV XOAKOG Oev atmoBAAAeTal, aAAG CuCOWPEUETAI OTO NTTAP, APXI-
KA, KOl OTn OUVEXEID Kal 0€ AAAOUG 10TOUG (KEVTPIKO VEUPIKO oUOTNUQ,

VEQPOI, KEPATOEIONG). [117, 118]




OgeileTal otn HETAAAOEN TOU yovIdioU TTOU OdNyEi O€ PEIWPEVN TTAPAYWYN
TNG KWAIKOTTOINUEVNG DIGUEUPBPAVIKNAG TTPWTEIVNG HETAPOPAS XOAKOU OTA NTTO-
ToKUTTOPAO . H diatapaxr) auth TTpokaAgi atroppuBbuion TNG PMETAPOPAS Kal O-
TTOd00NG XAAKOU, PE QTTOTEAEOUA EAQTTWHEVN QTTEKKPION XAAKOU OTn XOAn-
@Op0o 006. H 10&IKAOTNTA TOU XAAKOU OTA KUTTAPA OQEIAETAI: OTN YEVEDN EAEU-
Bépwv PICWV-0EEIdWTIKG stress piToxovopiwy, utrepoeidwon Twv AImdiwy
Twv pepPBpavwy Kai Tou DNA kail o€ avaoToAr TnG TTpwTteivoouvBeang. Or KAI-
VIKEG EKONAWOEIG TNG VOOOU E€ival CUVETTEIEG TNG OCUCOWPEUONG XOAKOU OTO
NTTap, oTa Paoikd yayyAid, 0TOUG VEQPOUG KOl TOV KEPATOEIDN XITwva. [119,
120]
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Eikéva 24: H ropeia Tou XaAkoU

MnyA: http://www.nature.com/nrneurol/journal/v2/n9/fig_tab/ncpneuro0291 F1.html

Aiarpogikég ouoraocsic (N6oog Wilson)

H Bepatreia TnG vooou dev €XEl OKOPO OUYKEKPIPEVOTTOINOEI. OEPATTEUTIKES
oTPATNYIKES TTEPIAAUPBAvouV diaita xaunAn o€ Aitapd, yia TTpoAnwn Kai avTi-
METWTTION TWV KAIVIKWV XAPAKTNPIOTIKWY TNG vOOoU, KaBWG Kal 101aiTEPN TTPOo-

ooxA oTNV KaTavaAworn xaAkou. [121]




H TTEPIEKTIKOTNTA O XOAKO OTA TPOQPINA UTTOPEI va TTOIKIAEl avaAoya gap-
TwHeEVa atmo d1aPopous TTapdyovTeg. H TTEPIEKTIKOTATA 0€ XaAKO Kal n Béon,
TOU XWHATOG OTO OTT0i0 Ta TPOPIUa peydAwaoav 1) n nEBodOG TTou XpNOIKOTTOI-
NONKE yia TNV €TTECEPYATIA TWV TPOPIMWY, TT.X ITTOPOUV VA £XOUV ETTITITWOEIG
OTO TTOO0G XaAKOG Ba utTdpxel oTa TPO@IUA OTav TpwyovTal. [eVIKA, n xapunAi
dIaTPoP XAAKOU TTPOOpICETaI VA TTEPIOPICEI Ta TPOPIMA TTOU Eival ouvhBwg
uwnAd oT1o XaAKo, €IBIKA KpEéaTa opydvwy, 00TPAKOdEPUA, ENpd @acoAia, UTTI-
CENIa, OAOKANPOG TiTOG KAl COKOAAQTA.

To mooIPo vepd TTPETTEI VA aVOAUOBEI, €TTEION WTTOPEI va TTEPIEXEI TTAPA TTOAU
XOAKO. Edv 10 vepld TTepIExEl TTEpIoadTEPA aTTd 100 ugr/L, T6TE KAAUTEPQ VA
XPNOIMOTTOINOEI EUPIOAWHEVO XWPIC HETAANIKG GAaTa.

To owvétrveupa ptropei va gival eTBAABEG OTO CUKWTI OTTOU PTTOPEi dN va
éxel BAGBeg atmd Tnv aoBéveia Wilson.

IS1aiTepn TTPOCOXN XPEIGZETAI VA BivOUV O ACBEVEIG OTIG ETIKETEG TWV TPOYI-
MWV, MEPIKEG ETOINEG TPOYPES AVAYPAPOUV TNV TTEPIEKTIKOTATA O€ XAAKO. [122]

lNa Tov KOAUTEPO €AEYXO TNG €10AYWYNG XAAKOU, cuvioTartal n €AoYy Pe-
OQiwV PEPIdWV N HEYEBWYV CEPPIPICUATOS TWV TPOPIUWV.

EmmAéov yia Tnv avTigeTwtmon Tng voéoou ouvnBiletar n  xopriynon

dimercaprol, penicillamine, potassium sulfide, and zinc. [121]

Eikéva 25: EkdAwon aocBéveiag oToug o@BaApolg

Mnyn: http://www.healthline.com/galeimage?contentld=gend 02 00381&id=gend 02 img0110




2. N6éoog Tou Menkes (Menkes disease) [123]

To ouvdpopo Menkes eival éva oTTAvio KANPOVOUIKO HETOROAIKO véonua
KANPOVOUOUWNEVO PE QUAOCUVOETO XOPAKTHPA TTOU EUPAVICETAI OTOUG AVTPEG.
MpwTn @opd TePIyPAPTNKE TO 1962 atrd Tov Menkes kal 0 €mMTTOAAOUOS TNV
vooou onuepa gival 1:100.000 yevvAoelg. [124, 125]

H vooog Menkes (MD) ival pia vEUPOEKQUAIOTIKI dlaTapaxr TTou OQEiAETal
oTnNV avermapkela piag ATPaong utreuBuvn yia TNV PJETAPOPA TOU XOAKOU KOl
odnyei o€ cuocowpeuon XaAkoUu oTa emBNAIOKA KUTTApa Tou eviépou. E¢aiTiag
TNG AdUVANIAG METAPOPAG TOU XOAKOU n vOOOG XAPOKTNEICETAlI aTTO QVETTAP-
KEIO XAAKOU OTOV EYKEQPAAO Kal o€ OAOKANPO TO owpa. [125, 126, 130]

AUTO KaTA KUPIo AOYyOo UTTOPEI va TTPOKOAECEI VEUPOAOYIKEG DUOAEITOUPYIES
KAl avwPaAieg Tou OUVOETIKOU 10TOU, AOYyw TNnG QVETTAPKOUG AEIToupyiag Twv
EVCUMIKWY OUCTAMOTWY OTTOU 0 XOAKOG aTTOTEAEI KUPIO OUOTATIKO AgITOupyiag
OTTWG N vroTrayivn. [127, 131]

XANKOZ: O yxaAkdg cival €va onPavTiKO IXVOOTOIXEIO, TTOU TTEPIEXETAI OF
TTARBOG TPOPWV KOl CUMPMPETEXEI OTN OUVOEON TTOAAWYV CNUAVTIKWY EVCUPWY
Kal €ival atrapaitnTo yia TN 00PN Kal TN AEITOUpYia TwV 00TWYV, TOU OEPUATOG,
TNG TPIXOAG, TOU QiNATOG KAl TOU VEUPIKOU ouoTtiuatog. Me tn ouviBn diarpo-
@, Aappavoupe 2 - 5 mg TNV NPEPQ, EVW N CUVIOTWPEVN NUEPATIA TTIPOCAA-
Bavouevn roooTnTa €ival 0,9 mg.

KAaoikd KAIVIKA xapakTnpIoTIKA TNG aoBéveiag Menkes gival n diavonTikn
KAl owpatikr kabuoTtEpnon (EANEIYN KUTOXPWHMIKNG 0&eIdAong) Kal dIAPOPES
EVKEQOAIKEG avwaAies. [128]

AcBeveic pe MD eival uTTOpEAQYXPWOTIKOI, UTTOBEPUIKOI, €XOuv OIAPOPES
QVWHOAIEG TWV 00TWYV, acBevr) ayyelokd TOIXWHATA (TTAPAPOPPWUEVES APTN-
PiEG), ATEAEIEG OTOUG CUVOETIKOUG I0TOUG Kal TTEBaivouv ouvriBwg atmod eykepa-
AiKEG avwpalies. H voonpoTtnta Tng vooou Menkes eival 1 TrepiTiTwon o€ Tre-
pitrou 50-250 xIANIGdEG yevvAoEIG. AUTO OQEIAETAI OTO YEYOVOGS OTI N avAaTTTUgn
TOU €yKEPAAOU gival TTOAU ypriyopn OTO TTPWTO £T0G TNG CWNG Kal XPEIAgeTal
TEPICOOTEPO XAAKO aTtTo Ta dlaBEiua TTooooTd 0Tn vooo Menkes. [129, 130]

Aiarpogikéc ouoraocsic (Menkes disease)

H Bepatréia Tou ouvioTtaTtal o€ auTrh) TRV vOoo gival n TTpooTrddeia yia au-

&non Twv emMTTEdWYV XAAKOU OTO CWHA. AUTO PTTOPE va €TTITEUXOEI uE XOpPAYN-




on XaAKOU aTtré yaoTpooTodia €701 WOTE va augnBei n Bepuidikr TpodoAnyn
dpa Kkai n TpocAapBavousvn TToo0TNTA ToUu XOAKoU. ETITTAéov 0TOXOG €ival va
diatnpenBei N ouykéEvipwon XAAKoU OTov 0pO €VTOG TWV QUOIOAOYIKWY OpPiwV
(70-150 pg / dL), n rpoteivopevn ddon Tou XaAkou eivai:
e [la Taudid kK&Tw atod Tnv nAikia evog €touc: 250 ug (xopnyeital utro-
00pIa- BUO YOPES TNV NUEPQ)
e [1a Taudid peyaAuTtepa atmd Tnv nAikia evog é€toug: 250 ug xopnyeitai

UTTO00PIWG Hia @opd TNV NUéEPQ. [124]

Mia akoun Bepartreia TTou £xel TTEPIYPAPE €ival n Xprion copper histidine I-
omidivn XaAkoU TTou pTtropei va dlopBwaoel KATTola aTrd Ta VEUPOAOYIKA Ou-

MTTTWHaTa. [129, 132]

Eikova 26: Avwpalieg eyKeEQAAIKWV KUTTAPWYV o€ dTopa Je vooo Tou Menkes

Mnyn: http://www.ncbi.nim.nih.gov/books/NBK22216/

FAYKOIONQZEIZ

O1 véoor amoBbrikeuong Tou YyAukoyovou 1 yAukoyovwoelg [Glycogen
storage diseases (GSD)] civalr KANpOVOUIKEG METABOAIKEG DlIATAPAXEG OTO JE-
TaBoAIoPO Tou YAUKoydvou. AIaQOopPETIKEG OPUOVEG CUUTTEPIAAUPBavoPéVOU TNG
IVOOUAIVNG, TNG YAuKayovng Kal TNG KOPTICOANG, eUTTAEKOVTAl OTN YAUKOAUON,
OTn YAUKOVEOYEVVEQDT Kal OTn ouvBeon Tou yAukoyovou. O emiTToAaouog yia
TO OUVOAO TwV vOOowv ekTIyatal ot gival 1 dropo kaBe 20.000-43.000 yevvr)-
o€lg. Yrapxouv mavw atrd 12 tutrol kai dlakpivovtal BAaon Tng EAAEIYNnG evu-
Mou Kal Tou erTnpealépevou 10Tou. O1 diatapaxEég Tou YAUKOYOVOU UTTOPED va

odnynoouv o€ ekQUAIOUS Tou ATTATOC ) Twv puwv. O TUTTOC | €TTNPEGCEl TO




NTTap, Ta VEQPAQ Kal TTPOKAAEI evTepIkESG dlaTtapaxEs. O TutTog Il eTTnpeddel Ku-
Piwg TOoug PUEG, o TuTToG Il TO ATTap Kal Toug pueg kai ol TuTrol IV,V 10 ATTOp

Kal TOUG PUEG avTioTolxa. [133]

1. N6oog Von Gierke 101106 | (VOn gierke’s disease) [134]

H 1TpwTtn vdéoog atmmobrikeuong Tou yAukoyovou 1 Néoog Von Gierke TUTTOG
| (von gierke’s disease) (GSD ) Ttepiypdetnke 10 1929 ammoé tov Edgar von
Gierke. [135]

H (GSD 1) gival éva ek yeveTriG UETABOAIKO O@QAAPQ OTO PETABOAIOUO TwV
udaTaVOPAKWY Kal KANPOVOMEITAI JE AUTOOWHMIKO UTTOAEITTOMEVO XAPOKTAPQ,
evw n emmirrwon ekTiydrar 1 omig 100.000 yevvioeig. [136]

OgeileTal oTnVv €EAAEIYN 1 aveTTdpKeIa TNG PWo@aTdong TG 6- WO POPIKNG
yAukélng (G6Pase) atrd 10 Amap e€aitiag METAAAAENG Tou yovidiou TTou TNV
KwoIkoTrolgl. H aoBévela auTr, UTTopEi €1TiONG va TTPOKANBEI pe pia peTAAAagn
OTO YOVidIO TTOU KWOIKOTIOIEI TOV PETAPOPEA TNG 6- QuOPOPIKAG YAUKOLNG.
[137, 138]

dwaoearaong NS 6- pwoeopikns yAukolns: H ewoeardon g 6- puwogo-
PIKNG YAUKOCNG cival éva €vCupo KAEIDi, TNV OpoldoTacn TNG YAUKOLNG OTO
aipa TTou KataAuel Tnv udpoAucn TnG 6- WOPOPIKNG YAUKOLNG o€ YAUKOCN
o710 TEAIKO OTABIO TNG YAUKOVEOYEVVEDNG KAl TNG YAUKoyevoAuong. [139, 140]

H atmoucia Tng ewoeataong NG 6- puo@opIikAg YAUKOLNG TTPOKAAEI 00-
Bapd KAIVIKG CUPTITWHATA OTTWG UTTOYAUKAIUIQ, NTTATOUEYAAIQ, VEQPOUEYQAIQ,
UTTEPAITTIdAIYIQ, UTTEPOUPIKAIMIO Kal uTTEpAakTaoidaipdia. H KAIvikr €ikova a-
0B0evwv TToU dev €Xouv AGBel TNV KATAAANAN aywyr TTapoucidlel diIoyKwuévn
KOINIOKA xwpa eEaiTiag TNG NTTATOUEYOAIQG, OTPOYYUAS TTPOCWTTO, KOVTO avda-
oTnua Kail moavr aigoppayia o@eIAdpevVn aTn dlaTapaxr TNG AsIToupyiag Twv

aipgoTreTaNiwy. [141]
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Eikéva 27: H mropeia Tng pwo@ardon Tng 6- pwo@opikig YAuKodng

Aiarpogikég ovuaraoeis (Nooog Von Gierke rurrog |)

H Bepatreia yia TNV avTIMETWTTION TWV CUUTITWPATWY TNG acBéveiag eival
EVTATIKA dIAITNTIKA aywyr], M€ 0TOXO T dIaTHPENON TNG YAUKAIYIag Kal TV Ka-
TAOTOAN TWV GAAWV CUUTITWHATWYV. [141]

H diatpo@n yia Tnv diatripnon TS YAUKOZNG O0€ QUOIOAOYIKA ETTITTEDN OUVi-
otaral va TepINapBAavel ouxva Kal JIKPA yeupata, KabBwg Kal ovak, TTAoucia
oe udaTavOpakeg KATA Tn OIAPKEID TNG NUEPAG Kal ETTITTAEOV CiTIoN TTPO U-
mvou. Katd 1n dIdpKeEla TNG vUXTAG OuvioTaTtal ouvexXr evOOyaoTpIKh £yxuon

YAUKOING HEow evOG pivoyaoTpikoU cwArnva i yaoTpooTouiag. H rpocAaupa-




vopevn YAUKOZn Ba trpétrel va gival 8-10 mg / kg / min yAUKONG o€ £va vATTIO
Kal 6-8 mg / kg / min yAukélng o€ €va peyaAuTepo TTaidi. AVOAUTIKOTEPA Ta G-
TOMO TTOU TTACXOUV aTTO QUTH TNV acBévela n nuepnola TTPOCANYnN Toug O€
MAKPO Kal MIKPOBPEeTITIKA Ba trpétrel va eival: 60-70% udaravbpakeg, 10-15%
TpwTeiveg PioAoyikAg agiag kal 10-15% Aitrog. Etriong Ba mrpétrel n diatpoen
TOUG va euTTAouTIoTEl e aoBEaTio, Birauivn D kal gidnpo yia Tnv KaAuTepn o-
vaTTuén Tou opyaviopou. To poadokiyo (wng Twv aoBevwv pye GSD éxel
BeATIWOEI onuavTikd, av Kal PTTOPE va GUPPBOUV BIAPOPES ETTITTAOKEG WE TNV
augnon TnG nAIkiag. [142]

2. N6éoog Pompe Tutrog Il (pompe’s disease) [143]

H deutepn vooog atmobrkeuong yAukoyévou rp Néocog Pompe tUTtTOG I
(pompe’s disease) (GSDII) Tepiypd@TNKE yia TTpwTn @opd 10 1932 ammd Tov
veppavéd Johannes Cassianus Pompe. Eival pyia otravia petaBoAikr) diatapa-
XN Kol KANPOVOUEITAI JE AUTOCWHMIKO UTTOAEITTOMEVO XapaKTAPa. [144]

O emmoAaopog TNG vooou &ekivael atmmd 1:14.000 dropa otnv AQpPIKH Kal
TNV Apepikn €éwg 1:100.000 dropa otnv EupwTn. [143]

H (GSDII) ogeihetal otnv €EAAEIYN €vOG AUCOCWHIKOU UBPOAUTIKOU €vCUUOU
TTou ovopddetal yAukoditaon a-1,4. H éAAeiyn autou Tou ev{Upou odnyei o€
ouUoOWPEUON TOU YAUKOYOVOU OTO AUCOOWHATA, TTPOKAAWVTAS AUCOCWHIKA
OI0YKwaon o€ TTOAAG dpyava Kal 1I0TOUG, TTAPOAO TTOU N TTAEIOWPN@Ia TWV KAIVI-
KWV XOPOKTNPIOTIKWY TTAPOUCIAZETAI OTOUG KOPOIOKOUG KAl OKEAETIKOUG UUEG.
[145, 146]

H yAuko(itéon a-1,4 [acid alpha-glucosidase (GAA)]: ival T0 AucoowuIKS
udPOAUTIKO €vCUuOo TTOU gival UTTEUBUVO yia Tnv TTapaywyr] YAUKOZNG atmd yAu-
KOYOvo OTO 6&IVO E0WTEPIKO TTEPIBAAAOV TOU AucCOOWATOG. [145, 147]

KAIVIKG n €vapgn Tng vOOoou, OTIG TTI0 OOPBAPES TTEPITITWOEIG, YIVETAI OE EU-
Bpuakd oTddio kal N KapdIakA Kal avaTTveEUOTIKA aveTTdpkela odnyei oe Bavaro
pMéoa oTa duo TpwTa £€Tn CWNAG TOu. ZTNV NTTIOTEPN HOP®A N TTPOCROAR Tou
KapdIaKO U, BERaiwg Kal JUIKN aduvaia gival To KUPIO CUPTITwHA. [145]

TéNOG n vOoog Pompe evidooeTal Kal OTIC AUCOOWHIKEG dIATAPAXES EEQITI-

0G TwV aAAANOIWOEWY TTOU TTPOKAAOUVTAI OTO AUCOCWHATA. [146]
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Eikéva 28: AvatrapdoTaon KUTTdpwyv oTtn vooo Pompe

MnyA: http://quest.mda.org/article/pompe-disease-killer-yields-modern-medicine

Aiarpogikég ouoraocsic (N6oo¢ Pompe rumrog )

"evikd n Bepatreia TNG vOOOU €ival N QVTIUETWTTION TWV CUUTITWHATWY TNG
yia éva KaAuTepo BIOTIKO eTTiTredo. Méxpl TTpdo@aTa dev €xel UTTAPEEI KATTOIA
OUYKEKPIPEVN Bepartreia yia Tn vOoO, €KTOG ATTO UTTOOTNPIKTIKA TTEPIBaAWN.
[148]

Mo ouykekpiyéva, N aywyr TTou cuviotartal gival €18Ikr) diatpo@ry Kal a6An-
on [Nutrition and exercise therapy (NET)]. H NET ¢ivai évag cuvduaoudég diai-
TAG UWNAAG TTEPIEKTIKOTNTAG OE TTPWTEIVN, XAMNAAG TTEPIEKTIKOTNTAG OE UdA-
TAvOpakeg Kal Kabnuepivr) agpofia doknon. Autr n BepaTtreia oToxEUEl OTNV
MEIWON TNG OUCOWPEUONG TOU YAUKOYOVOU OTOUG 1I0TOUG, 0TV aug¢non Tng
TTPWTEIVOOUVOEONG Kal TNV augnon Twv JUIKWV IVwV. 'Epeguveg €xouv Beigel OTI
aoBeveic TTou e@Apuocav TTANPWG Tn OUYKEKPIYEVN Bepartreia, TTapouaiacav
BeATiwon kai BpaduTtepo pubud ekpUAIoNG TwV HUWV. [145, 149]

EmmAéov pia akdpa Bepartreia Tou TTAEoV cuvnBileTal sival n Bepartreia ev-
Cupikng atrokatdotaong [Enzyme replacement therapy (ERT)] pe a- aAyAou-
Koo10daon 1Tou BonBdgl otnv Asitoupyia Tou KAPSIaKOU PU KAl TTAPATEIVEI TO

TTPOOOOKIPO (WAG.
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MnynA: http://cornellbiochem.wikispaces.com/Pompe+Disease

3. Néoog Cori T0trog lll (cori’s disease) [150]

H Tpitn véoog ammoBbrikeuong yAukoyovou (Néoog Cori Tutrog Il (cori’s
disease)) ival pia akéun diatapayr otov HETABOAIOUO Tou YAUKOoyovou. KAn-
POVOUEITAI JE QUTOOWMIKO UTTOAEITTOUEVO XOPAKTPA KAl O ETTITTOAAOHUOG TNG
vooou ekTigaTal va gival 1:100.000 aropa. [151]

H vooog Cori o@eileTal otTnv PETAANQEN KATTOIOU YoOVIBioU, TTOU TTPOKOAEI
TNV éAAEIYn evqUpou, TO OTToIO €ival UTTEUBUVO yia TNV OAoKARpwaon NG dId-
oTTaong Tou YAukoyovou. [138]

AuTO TO évCUpo KaAgital duulo-1,6-yAukoditaon. 21n vooo Cori KUpIo Xapa-
KTNPIOTIKO €ival N aug¢nuévn TToooTnTa YAUKOYOVOU TTOU ATTOBNKEUETAI OTOUG
KapdIAKOUG KAl OKEAETIKOUG PUEG, OTTWG Kal oTo AtTap. ETTITTAéov xapaktnpl-
OTIKO TNG vOOOoU, gival N dour Tou YAUKOyOvou TTou TTapoudsiadel hia avwuaAia.
[152,153]

Auulo-1,6-yAukoditaon: gival éva €vCUPO TTOU £XEI WG KUPIA AEIToupyia Tnv
Katdpynon Twv OlakAadwoewv Tou YAukoyovou. [153Z@daApa!l To apxeio
TPOEAEUONG TNG AvaPOpPAg dev BpEONKE.]

Ta onUAvTIKOTEPA KAIVIKA CUUTITWHATA TNG VOOOU TTOU UTTOPEI va eKONAW-

Bouv katd Tnv TTaIdIK nAIKia TTEpIAAPBAvVOUV TNV UTTOYAUKAIUia ( TTOU EVOEXO-




MEVWG va BEATIWOEI pe TNV TTAPODO TWV ETWV), NTTATOUEYONIQ PE AUENUEVES
TPAVOANIVAOEG, TNV NTTATIKI dUCAEITOUpYia, UTTEPAITTIOAIUIQ, UTTEPIPIXAIMIa KO-

BW¢ Kal OKEAETIKN Kal Kapdiakn puoTtrdbeia. [152, 154]

Aiarpogikég ouoraocsic (N6oog Cori rurrocg lll)

Aev €xel ava@epBEi KATTOIO CUYKEKPIYEVN BepaTTeia yia Tn vooo auTtr). Katd
KUpIo AOYO n Bepartreia gival N QVTIMETWTTION TWV 1T EPOUG dIATAPAXWV. ZU-
vioTatal diaudéppwaon Twv dIATPOPIKWY CuvnBEIWY YE OKOTTO va pUBUIOTEN N
YAUKaigia Kal va TTEPIOPIOTEL N NTTaTouEyoAia. AuTO ETTITUYXAVETAI JE CUXVA
yeupaTa TTAoucia o€ udatavOpakes (65-70%) katd n SIAPKEIA TG NUEPAGS Kal
OiTIoN PE PIVOYOOTPIKO CWANVA TIG VUXTEPIVEG WPEG, KABWGS KAl PME CUMPTTAN-
pwpaTta cornstrach. [157]

EmmAéov, yia Toug acBeveic pe puoTTddela, ekTOG atrd TNV diaxeipion g

uTToyAUKQIWiag, pia diaita uwnAng TTpwrteivng ouoTrvetal. [155, 156]

4. N6oog Andersen TUmrog IV (Andersen’s disease) [158Z¢pdAual! To ap-

XEio TTPOEAEUONG TNG aVaPOPAGs dev PPEONKE.]

H véoog Andersen tuttog IV (Andersen’s disease) (GSD-1V) gival pia o1ra-
vIa KAnpovouikf diatapaxf Katd Tnv ammobrikeuon Tou yAukoyovou. Eival pia
aoBévela TTOU KANPOVOUEITAI JE AUTOOWHMIKGO UTTOAEITTONEVO XapakTripa. po-
KaAgiTal ammd TNV aveTTapKeIa Tou eVCUPOU OXNUOTIOPOU OIaKAAOWOEWY TOU
YAUKOYOVO, TTOU €XEI WG ATTOTEAECUA TNV OCUCCWPEUCT TTOAUCAKXAPITWY, O-
TTWG N AUUAOTTNKTIVN, 0dNYyWVTAG O OCPWTIKG 0idnua Kal KUTTAPIKO Bdavarto.
[159Z@aApa! To apxeio rpoéAeuong TNG avapopdg dev BpEOnKE.]

Ta KAIVIK& XapakTnpIoTIKA TTou TTapoucidlouv ouvhBws ol acBeveic Tng
vOOOU KATA TOUG TTPWTOUG MNAVES (WG, €ival NTTATOOTTIANVOPEYaAia KaBwg Kal
TTpoBAAPATa avatrTugng. EITpooBeTa, TTPOOdEUTIKY Kippwaon Tou ATTATOG

odnyei oTov BAvato cuvABwg TTPIV TNV NAIKIa Twv TTEVTE Xpovwy. [160]

Aiarpogikég ovoraoeisc (Nooog Andersen rurrog 1V)
Aev €xel avagepBei KATTOIO CUYKEKPIUEVN BepaTTeia yia Tn vooo auTth. Katd

KUpIo AGYO n Bepartreia €ival N QVTIMETWTTION TWV £TTi JEPOUG dIATAPAXWV. ZU-




vioTaTal diauéppwaon Twv dIATPOPIKWY CuvNBEIWY PE OKOTTO VA TTAPEUTTODI-
OTEI 0 EKPUAIOCHOG TOU ATTATOG. [161]

evika droua TTOU €x0Uv TNV TTPOdIABeon f €xouv uttooTel nTTaTIKA BAGRN
Ba TTPETTEl va KATAVAAWVOUV TTAVTA EUTTETTTA TPOPIUA.

AAKOOA Kal TpO@IPa TTAoUCIa o€ NITTapd, TTPETTEI VA ATTOPEUYOVTAl AuaTnEA.
Etiong, Tpo@ipa aApupd kal TTAoUCIa o€ VATPIO TTPETTEI VA ATTOQPEUYETAI TTAR-
pPWG. ZuvNOwe T0 CUKWTI dIaoTTd Ta AITTapd of€a Kal Ta TPOQPIUG PE XOAN. Ag-
dopEvou Ot To ATTap dev eival o BEon va TTapdyel XoAn €ival KOAUTEPO va
atro@eUyovTal autd Ta €idn Tpoiywyv. EmmAéov, Ba TTpéTTel va akoAouBouv Ta
TTPOTUTTA JIOG XOpPTOQayIKNG diaiTag, aAA& Kal n kKatavdAwon KpEartog gival
ATTAPAITNTN. ZUVIiOTATAl N KATAOVAAWON YapIWwV TTOU £XOUV TTEPICTOTEPO OPEAN
yla TO OUKWTI. [eVIKWG N dlatpo®r] Ba TTPETTEl va gival TTAOUCIA O€ QUTIKEG iVEG
Kal xaunAr og Aittog. MAQpn atroQuyr €TTECEPYAOUEVWV TPOPIUWY TTOU TEI-
vouv va gival upnAd og varpio. ETriong karavdAwaon @poutwyv OTTws KapTrou-
1, TTOPTOKAAIA, OTAPUAIQ VIO va BIAXEIPIOTOUV KAAUTEPA TNV KATAOTAON. AKO-
MO WG PEPOG TNG dIATPOPH, ouvioTaTal N KATAvAAwon PJEYAANG TToo0TNTAG VE-
pou. [157]

5. Néoog McArdle 101T06 V (mcardle’s disease) [162]

H véoog McArdle t0tmog V (mcardle’s disease) (GSD V) ival n €Ut Ka-
T& og1Ipd vOoog atmoBrikeuong YAUKOYOVOU Kal TTpWTN Qopd TTEPIYPAPTNKE TO
1951 amdé Tov Dr. Brian McArdle. KAnpovoueital 0€ auTOOWMPIKO UTTOAEITTOUE-
VO XOPOKTAPA Kol N ouxvotnTta €P@AvVIoONG TNG VOOOU EKTINATAI TTEPITTOU
1:100000 aTopa. [163, 164]

H véoog ogeiletal o€ pia BAGRN oTov JETABOAICHO TOU YAUKOYOVOU OXETIKA
ME TOUG pUEG. H aitia TTou TTpoKaAEi TN BAGRN auTth gival n avetrapkig dpaacTi-
KOTRTO  TNG  Qwo@opuAdong Twv  Puwv  (MUOPWO®OpPUAdon -
myophosphorylase). [138, ZedApa! To apxeio TTpoéAguong TG avapopdg
Oev BpéOnke.]

H puopwo@opuAdon eival o TUTTOG TG PWOPOPUAAoNG Tou yAukoydvou
TTOU BPIOKETAI OTOUG PUEG. ZUMMPETEXEI OTN OIACTTACON TOU YAUKOYOVOU O€ YAU-

KON yia xpAon Twv pJuwy. [165]




Ta KUpIO CUUTITWHPOTA  TTEPIAAUBAVOUV TNV AVIKAVOTNTA TOu aoBevoug va
eKTEAEI OUOKOAEG, PUaAyia, TTPOwWPN KOUPAOT, ETTWOUVEG KPAUTTEG, aduvapia
AoKNoNG MUWV Kal yuoogaipivoupia. [163]

H puoogaipivoupia (Myoglobinuria) gival n katdoTtaon O1Tou n yuoo@aipivn
gival TTapouca OTa oUupa Kal PTTopEi va €ival atmmoTéAeopa cofBapng BAGRBNS
TWV Juwy, A papdouudAucng (rhabdomyolysis), 61Tou Ta KUTTAPA TWV HUWV
dlaoTrouvTal, OTEAVOVTAG TO TTEPIEXOUEVO TOUG OTNV KUKAOQOPIQ TOU QihaTOG.
[166]
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Aiarpogikég ouaraoeisc (N6oog McArdle ramrog V)

Agv uTTApxouv aTTOOEIKTIKA OTOIXEIA YIO ONUAVTIKO OQEAOG av yivouv dla-
TPOQIKEG OAAQYEG O€ €va ATOPO TTOU TTACXEl ATTO TN OUYKEKPIPEVN vOOO. [Evi-
KWG ouvioTaTal va aTTOQEUYETAI N €VTOVN ICOUETPIKI) AOKNON Kal N YEYIOTN ag-
poBIa doknon, n oTroia TTPOKAAEI KPAUTTEG KA, EVOEXOUEVWG, JUOOCQAIPIVOU-

pia. Etriong va atro@elyeTal Kal pia KaBioTikr {wr. ZuvioTtaTal, AoITTov, YETpIa




agpoPIkr) Aoknon yia TNV BeATIwWON TOU KUKAOQOPIKOU CUCTHPATOS. AlOTPOo®I-
K& n Birapivn Be @aivetal va mmpocdidel ueyaAUlTepn avtoxry oTnv KOTTwaon,
OTTWG KAl N KATavaAwaon oakxapodng Tpiv atrd Tnv AoKnon PEIWVEI TOUG Kap-

OIaKOUG TTAAPOUG Kal BEATILOVEI TNV AVTOXK OTNV Aoknon. [163]

6. N6éoog Hers 10mmog VI (hers’s disease) [167]

To ouvdpopo Hers tUtT0G VI (hers’s disease) (GSD VI) €ival n €ktn kara
o€lpd vOoOG aTToBNKEUONG YAUKOYOVOU Kal TTPWTN QOopda TTEPIYPAPTNKE OTTd
Tov Hers. KAnpovoueital 0€ auTOOWWUIKO UTTOAEITTOMEVO XAPOKTAPO KAl N Ou-
XvOoTnTa EMPAVIONG TNG vOoou ekTIudTal Trepitrou 1:100000 Gropa. [168]

H véoog ogeileTal o€ pia BAGBN oTov PETABOAICUO TOU YAUKOYOVOU OXETIKA
Me To AtTap. H autia 1Tou TTpokalei Tn BAGRN auTr gival n avetrapkig dpacTIKO-
TNTA TNG PO POPUAACNS ToUu YAUKOYOvou. [169]

PwoopuAdong Tou YAuKoydvou KataAuel Tn diIdoTracn Tou YAUKOYyOvVou O€
1-pwoopikf YAUKSZN. H wo@opuldon eival (WTIKAG onPaciag yia TV aglo-
TT0iNON TOU YAUKOYOVOU WG ATTOBNKEUTIKA MOP®r TNG YAUKOLNG OTO GUVOAO
OXeOOV TWV CWIKWYV KUTTApwV. [170]

Ta KAIVIKG XOpakKTNPIOTIKA TNG vOOOU Egival NTTatoueyalia, kabBuoTtépnon
OWWATIKAG KAl VONTIKAG aVATITUENG, UTTOYAUKQAIUIO PJETA aTTO OAOVUKTIA VNOTEI-
a, Kal Ao uTToyAuKaidia hJeTd atrd TTapaTteTapévn vnoTeia katd tn didpkeia

NG NUEPAG. [168]

Aiarpogikég ouoraocsisc (N6oog Hers rumrog Vi)

Agv utTdp)xoUV aTTOdEIKTIKA OTOIXEIO YIO ONUAVTIKO O0@eAOG av yivouv dla-
TPOPIKEG AANQYEC O€ éva ATONO TTOU TTACXEl aTTO T OUYKEKPIYEVN vooo. H Be-
partreia TNG vooou TTePIAAUBAVEI TNV QVTIMETWTTION TWV ETTINEPOUG QOBEVEIWV
TTOU TTPOKOAOUVTAI OTTO QUTHV, PE OKOTTO TNV ETTINAKUVON TOU TTPOCOOKIUOU
(wnig Twv aoBevwyv. MNMpoooxn TTPETTEI va d0BEi 0Ta UTTOYAUKQIMIKG ETTEICOdIA
KATAVAAWVOVTAG PIKPA KAl OUXVA YEUPATA KAl WHO KOAQUTTOKI Hia €WG TPEIG
QOopEG TNV nuUEPA. Me autdv Tov TPOTTO UTTOPEI va PUBNIOTEI N CUyKEVTPWON
NG YAUKOZNG OTO aipa Kal va atmo@euxdei n kétwon . Na gkeivoug TTou dev a-
VTIMETWTTICOUV UTTOYAUKQIMIKA ETTEICO0IA, PIa OO0N KAAAUTTOKIOU TTPIV aTTd TOV

UTTVO PTTOPEI Va BEATIWOEI TNV eVEPYEIQ Kal €Ueia. [168]




FONIAIAKEZ METAAAAZEIZ NMOY EYOYNONTAI INA THN EM®ANIZH
THZ NAXYZAPKIAZ

1. N6oog Cohen (cohen’s syndrome) [171]

H vooog Cohen (cohen’s syndrome) yia 1TpwTtn @opd TTEPIYPAPTNKE TO
1973 amd Tov Cohen kai gival yia atmd TIG OTTAVIEG WETAPBOAIKEG DIATAPAXES
TTOU KANPOVOUEITAI HE AUTOCWHMIKO UTTOAEITTOPEVO XAPOKTAPA. ZUVOAIKA £XOUV
yivel Tavw atrd 100 ava@opég TNG VOOOU KUPIWG OTIC ZKAVOIVARIKEG XWPES
Kal 1Id1aitepa otn PiAavdia. [172]

H ep@dvion tng vOoou TTPOKUTITEI ATTO TNV PETAAAAEN €vOg yovidiou TTou
eTTNPEACEl TNV VONTIKA KAl CWHATIKA avaTTTuén.

Ta KAIVIKG XOPAKTNPIOTIKA TTOU TTAPOUCIAlel n vooog €ival Traxuoapkia,
UTTOTOVIQ, WUXOKIVATIKI] KABUOoTEPNON, MIKPOKEPOAIa Kal OUOUOPPIEG OTO

TTPOOWTTO, coBapr MUWTTIO 0€ APKETA TTPWIMO NAIKIGKS oTddI0. [173, 174]

Eikéva 31

Aiarpogikég ouoraocsisc (N6oog Cohen)

H Bepatreia TG véoou TTepIANaUBAVEI TNV QVTIMETWTTION TWV ETTIMEPOUG a-
oBevelwv TTou TTPOoKaAoUVTal ATTO QUTAV, JE OKOTTO TNV ETTIMAKUVON TOU TTPOO-
00KIuou CwNG Twv aoBevwyv. Agv UTTAPXEI KATTOIO OUYKEKPIUEVN BIATPOPIKA

aywyn TTou va Bepartrevel Tn vooo. ECaitiag, Opwg, TNG TTaXUoapKiag CUOTHVE-




Tal hiIa OAIlyoBepuIdIKn dialita oTtoxeuovtag otn dlaTApnon Tou BApoug os Qu-

oloAoyIKa eTTiTreda. ETTiong ouvioTaTtal YuxXoKoIvwVIKr uttooTthpign. [175]

2. N6éoog Prader- Willi (prader-willi syndrome) [176]

To ouvdpopo Prader Willi (PWS) atroTteAei Tn ouxvOTEPN YEVETIKN QITia TTA-
xuoapkiag. H TpwTn avagopd £yive To 1956 atod tov Prader kai gival pia KAn-
POVOUIKI dlaTtapaxr TTou OQEiAeTal OTNV JETAAAAEN VOGS yovidiou. [177]

To PWS eu@aviCetal ye ouxvornta 1:10-15000 yevvAoelg, xapakTnpideTal
QTTO VEOYVIKI) UTTOTOVIQ TTOU TTPOKAAEI dIATAPAXEG TN CiTION KAl TNV TTPOCAN-
wn Bdapoug evw petd 1o 30-50 £T0G, ePpaviCeTal BouAiyia, utTEpPaAyia Kal TTa-
xuoapkia. MNapdA\nAa oe aoBeveic pe PWS trapartnpouvTal uttoyovadiopog,
MIKPG AKpQ, XApaKTNPIOTIKO TTPOCWTTEIO PE HEYAAA APUYOOAWTA PATIa HEYAAO
QIATPO Kal PIKPO OTOPA Kal WUXOKIVATIKY) KaBuaTEPNON ME ouxXva TTpoBAAuaTa

AEKTIKA aAAG kal oupTTepIpOoPAc. [178, 179]
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Eikéva 32: Tpétrog kAnpovéunong tng voocou

Mnyn: http://herkules.oulu.fiisbn9514270274/html|/x838.html

Aiarpogikég ouaraocsic (Nooog Prader- Willi)

H 1TepIocdTEPO ETTITUXNMEVN QVTIMETWTTION TWV TTPORANUATWY TTOU OXETICO-
vTal Ye 10 ouvdpopo Prader-Willi eival Baciopévn ota TTPOTUTTA TNG AAAAYAG
TNG dIATPOPIKAG CUUTTEPIPOPAG KAl QVTIMETWITION TWV ETTI HEPOUG QOBEVEIWV.
2.€ YEVIKEG YPOAUMEG, N @APUAKEUTIKNA aywyn Ogv @aiveTal va ival 1IdlaiTepa €1TI-

Tuxnuévn Beparreia pe Ta droua auTd.




Opliopéveg PeAETEG Bewpouv OTI N xopriynon augnTikAg opudvng BEATIWVEI
TN MOPQOAOYiIa TOU CWPATOG KAl TOU TTPOCWTTIOU OTNV TTAIBIKI) GAAG Kal TV
evijAiko wn, 6TTwG TTioNG Kal TNV KIVNTIKA avatrTu¢n ota Bpéen. H utrepgayia
Kal N BouAiyia @aivetal 0TI oQeiAeTal 0 EAAEIYPN TNG AioBNoNngG kopeouou. Map'
OAa auTd, Pe TNV KATAAANAN dIQITATIKI AVTIMETWTTION, dNAadr pia dicita Xaun-

A\G BepUIBIKNAG TTPOCANWNG, N TTaxuoapKia uTTopei va eAeyxBei. [180, 181]

3. Néoog Simpson- Golabi- Behmel (simpson-gobali-behmel syn-
drome) [182]

To ouvdpopo Simpson- Golabi- Behmel (simpson-gobali-behmel syn-
drome) TTePIYPAPTNKE YIa TTPWTN @opd 10 1975. Eival éva otrdvio KAnpovoul-
KO METABOAIKO voonua TTou KAnpovouEiTal ue QUAOOUVOETO xapakThpa. Ogei-
AeTal TNV JETAAAAEN €vOG yovidiou TTou gival UTTEUBUVO, EPPEDQ, VIO TOV EAEY-
X0 TNG avATITUENG TOU KUTTAPOU Kal TNV KUTTAPIKN diaipeon. H KAIVIKA €IKova
XOPAKTNPICETAI ATTO TTPO—KAI METAYEVVNTIKA UTTEPAVATITUEN  (YIYAVTIONOG),
XOVOPOEIdN EMPAVION TOU TTPOCWTTOU, peyaAo oTouQ,
TpodidBeon veotrAaciag o€ EuBpua Kal o TTOIKIANG atmd  OTTAAXVIKEG
KOl  OKEAETIKEG  QVWUAAIEG. Emiong n  wuxokivnTiIKip  avarrtugn
OTO OUVOPOUO Eival ECAIPETIKA WETABANTH, TTOU KUPAIVETAI OTTO TNV KAVOVIKA

vonpoouvn, Tn péTpia duoAsiToupyia, €wg Tn cofapny vonTikr duoAsiIToupyia

TToU ep@avideTal atrd mn yévvnon. [183, 184]

SIMPSON-GOLABI-BEHMEL
SYNDROME, TYPE 1

Eikéva 33: MeTaBoAiké povoTtrari Tng vooou Simpson- Golabi- Behmel

Mnyn: http://biograph.be/concept/graph/C1415193/C0796154

Aiarpogikég ouaraocsic (Nooog Simpson- Golabi- Behmel)
H 1TepiocdtepOo emITUXNMEVN QVTIMETWTTION TwV TTPORANUATWY TTOU OXETICO-

vTal JE TO oUvOpopo Simpson- Golabi- Behmel cival Baciopévn ota TpoTUTTIa




NG AAAAYNG TNG dIATPOPIKAG CUNTTEPIPOPAG VIO QVTIMETWITION TWV ETTI HEPOUG

aoBeveiwv Pe €1dIKa dlatpoPikd TTpoTUTTIA. [185]

4. N6oog Berdet- Biedl (berdet- biedl syndrome) [186]

H vbéoog Berdet- Biedl (berdet- biedl syndrome) treplypd@tnke yia mmpwTn
@opd 10 1920 amd Toug Bardet kai Biedl. Eival pia KAnpovouikf JeTaBoAIKA
dlaTapaxrf TTOU METAPEPETAI E AUTOCWHMIKO UTTOAEITTOUEVO XAPOKTAPO Kal O-
@eileTal oTN PETAANAEN €vOg yovidiou. [187]

H ouxvoTtnta gpeavions Tng vooou kupaiveral atmo 1:14.000 €wg 1:16.000
yevvAoeig otnv Eupwtn. [188]

H vooog KAIVIKA xapakTnpidetal ammd TTaxuoapkia, TToAudakTUAia, diavonTi-
KAl duoAeitoupyia, uttoyovadiopd Kal veppikfy duoAeiToupyia, TTou gival dia
onpavTikn aitia BvnoiudétnTag. Ta deutepevovta KAIVIKA XOPAKTNPIOTIKA TNG
vooou TrepIhapdavouv diatapaxry TG OMIAIAG Kal TNG Opaong, ZakXapwon

d1aBNATN, KapdiayyelakES dlaTapaxés KaBwg Kal NTTATIKA TTpoBARuata. [189]
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Eikova 34: AvatrapdoTtacon peTaBoAikoU povotraTiol Tng vooou Berdet- Biedl

Mnyn: http://www.jci.org/articles/view/37041/figure/2

Aiarpogikég ouoraocsic (N6oogc Berdet- Biedl)




H 1TepiocdTEPO ETTITUXNMEVN QVTIUE-
TWTTION TWV TTPORBANUATWY TTOU OXETi-
Covtal pye 10 ouvdpopo Berdet- Biedl
givar Baociouyévn ota TTPOTUTTA TNG AA-
AayAG TNG dIATPOPIKAG CUUTTEPIPOPAS
YIO QVTIMETWTTION TNG TTAXUCOPKIAG Kal
QVTIUETWTTION TWV E£TTi PEPOUG aoBe-
VEIWV ME €IOIKA dIaTPOPIKA TTPOTUTTA.
[189]

Eikéva 35: KAIVIKG XapaKTnPIGTIKA TG VOoOU

Mnyn: http://dermatology.cdlib.org/141/case presentations/bardet/karaman.html




NAPAPTHMA:

[ovidio: To yovidlo €ival n BaciKr) QUOIKr JOVAda KANPOVOUIKOTATAS OTOUG
(wvTavoug opyaviopoug n otroia kal PeTaBIBAadel TTAnpo@opieg amd 10 €va
KUTTapO o€ AANO Kal KAT €TTEKTAON OTTO Tn MIa yevid otnv AAAn. Ta yovidia
OuVvBETOUV TO YovIdiwpa evog opyaviopou, TTou atroteAsital ammd 1o DNA kai 1o
RNA, kal KateuBuvouv Tn QUOIKN avAaTITUEN KAl CUPTTEPIPOPE TOU OPYaAVIGHOU.

Movidiwpa: xapaktnpifetal TO OUVOAO TOU YEVETIKOU UAIKOU (yovIdiwv) TTou
BpiokeTal o€ éva KUTTapPO | @épeTal o€ Eva aTopo. AtroTteAsital atd To DNA Kai
170 RNA.

['ovoTuTTog: KAAEITal TO OUVOAO TwV YoVvIdiwv VOGS opyaviopou, dnAadn To
oUvoAo Twv aAAnAopopewv TTou atrapTiouv To DNA Tou.

®daivorurrog: gival OAa Ta PHOPPOAOYIKA, TTapaywyikd, nBoAoyik& KATT. xa-
POKTNEIOTIKA TTOU EKONAWVEI £vVAG OPYAVIOUOG o€ pia dedouEvn OTIYN, dnAa-
Or To JEPOG TOU YOVOTUTTOU TOU OPYQVIOUOU TO OTTOI0 PTTOPOUUE (Gueoa A Eu-
MECQA) VO TTAPATNPIOOULE.

Mopiakn BioAoyia: gival o KAGd0g NG PioAoyiag TTou PEAETA TNV dOJN Kal
TNV €KQPAOCN TNG YEVETIKAG TTANPOPOpPIag o PopIako eTTiTTedo (Tn AsiToupyia
onAadr Twv BIOAOYIKWY PJOKPOUOPIWY TWV KUTTAPWY KAl TNV €KQPACT TOUG),
TN YEVETIKA JNXAVIKI KAl TN JOPIOKK dIQYVWOTIKN.

lNovidiakn ékppaon: xapaktnpietal n dladIKaoia eKEivn TTOU TTPOKAAEI TN
METAPOPA KWOIKOTTOINUEVWY TTANPOQPOPIWY (TOU YOoVIdioU) OTO AEITOUPYIKO
TTpoidVv Tou yovidiou (TTpwrTeivn i) RNA). Mevikd n €k@paon yovidiwyv eEI0WVETal
ME TN d1adIKaoia TNG METAYPAPNS KAl TG METAPPAONG.

Meraypagn: ovoudadeTal TO TTPWTO OTAdIO TNG YOVIDIOKAG EKPPAONG KAl TTE-
piypdeel Tn diadikacia Katd Tnv otroia dnuioupyeital éva puopio RNA, pe xpni-
on piag aAucidag Tou DNA wg TTpdTuTTOU, TNG OTTOIAG £iVal CUUTTANPWHATIKO.

Merappaon: ovouddovtal T0 OTAdIO TNG £KPPACNSG TNG YEVVNTIKAG TTANPO-
QOopiag KATA TO OTToi0 dnuIoupyEiTal N TTOAUTTETTITIONKY aAucida pe BAon TO
MRNA. H petd@paon £TeTal TNG ETAYPAPNG KAl TTpONYEiTAlI TNG AvadiTTAwong
TNG TTOAUTTETTTIOIKNAG aAuaidag. OTTwG Kal TO TTPONYOUNEVO OTABIO, N METAPPO-
on oTnpEifeTal 0T CUUTTANPWHUATIKOTNTA TWV VOUKAEIKWY OZEwv Kal aTn dnul-
oupyia Kal dIA0TTaoN TwV dECPWYV UdPOYOVOU Kal TN dnuioupyida Twv TTETTTION-

KWV OECUWV.




NoukAeoridia: gival opyavikéG eVWOEIG, OUVOETa opyavikd podplia, TTou oxXn-
MaTiCouv Tn BaoIKr Hovada Twv VOUKAEIKWY o&éwv (DNA kal RNA).

KAnpovouikornra: gival n 1810TNTa Twv (WVTAVWVY OPYAVICHWY va PeTapIRA-
Couv OAa Ta BIOAOYIKA XOPAKTNPIOTIKA TOUG YVWpPIoPaTa (QUOIOAOYIKA, BIOXN-
MIK&, HOP@POAOYIKA, BOUIKA, CUUTTEPIPOPAG K.A.) OTOUG ATTOYOVOUG TOUG.

H @uAoouvdern kAnpovouikornta (n aAAiwg X-ouvoedeuévn KANPovouIkoTn-
Ta): ava@EéPETAl O€ yvwpioyata TTou kKAnpovououvtal pévo aTrd Tov €-
VA YOVEQ KOl OUYKEKPIMEVA OTa BNAAoTIKG atrd TNV pntépa. Ta yovidia TTou
EAEYXOUV TA OUYKEKPIPEVA yVwpiouata Aéyovtal QUAOCUVOETA Kal BpiokovTal
OTO QUAETIKO Xpwpoowua "X". H aitia TNG QUAOCUVOETNG KANPOVOUIKOTATOG
givar Om dev uTTdpyxel avrtioToixn opoAoyn Trepioxn Tou "X" XPWHOOWUATOG
o100 "Y" xpwpoowpua (To Y xpwuoowua e€ival PIKPOTEPO), ME OUVETTEIA
10 "X" Xpwubowpa va KaBopilel atmoKAEIOTIKA TNV KANPOVOMIKOTNTA QUTWV
Twv emTAéov yovidiwv. AnAadr Ta yovidia autd dev Bpiokovtal o€ (euyn O€
évav  opyaviopud (6mmwg OAa  Ta  umtéAoita yovidia  TTOU  ovopadlo-
VTQl QUTOOWMIKA) aAAG atravtouv pova Toug. YTTApXEl Kal n avTiBeTn Trepi-
TTwon, 61Tou Katrola yovidia Tou "Y" xpwuoowpartog dev uttdpxouv oTo "X".
Autd Aéyovtal oAavopikd yovidia Kal KANPOVOUOoUVTal JOVO OTTO TOV TTATEPQ.
MNa Tta yovidia TTOU KAnpPovopouvTal OTTOKAEIOTIKGA aTmd Tov €va  yovéa
(Ta @uAoouvdeTa A Ta OAavOpPIKA) Aéue OTI BpiokovTal o€ nuUICuywTia, Evw Ta
yovidia TTou KAnpovopouvTal Kal atmd Toug dUO YOVEIG (Ta QUTOOWHIKA) AEPE
OTI BpiokovTal o€ ogoluywTia (av €xouv PETAEU TOUG TOV id0I0 AAANAGUOPPO)
Kal o€ €TepOfUywWTia (av €Xouv PETALU TOUG BIAPOPETIKO aAAnAGuop@o). MN'vw-
OTEG TTEPITITWOEIC  QUAOCUVOETWY YVWPIOUATWY OoTov  AvBpwTro  €ivail

n axpwpartoyia, n aigo@iAia kair GAAa.

Mnyn:

KawaAdkng, ABavaoiog; lwavvng-Eudyyehog MTtrouputrouxakng, BaoiAikn
Mepdkn, ZTépylog ZahaupaoTtpakng (17-7-2007). "Mopiakn eveTikA". BioAoyia
Ievikng MNaideiag Taéng Mevikou Aukeiou (2007 ékdoon). ABrva: Opyaviopog

Exkdbéoewv AidakTikwy BipAiwy, Maidaywyikod lvoTiTouTo.
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