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H Navaywwtou Mapia SnAwvw unevBuva otL:

1) E{pol 0 KATOXOC TWV TIVEUHOTIKWY SLKALWHATWY TNG MPWTOTUNNG QUTAG
epyaciag kaL and 6co yvwpilw n epyacia pou d& cukodaviel mpoocwna,
oUTE MPOCOPBAAEL TA MVEU HATIKA SlKaLwUATA TPITWV.

2) Anodéxopal otL n BKM pmopel, xwpic va aAAGEeL TO TMEPLEXOUEVO TNG
epyaciag pou, va tn SLabéoel o€ NAEKTPOVLIKN popdr pEoa amo tn PndLakn
BiBAloOAKkNn tng va tnv aviypayel oe omowodnmote péco n/Kal o€
omoLodNNMote PopPOTUTO KABWG KAl va KPATA TEPLOCOTEPA QMO £va
avtiypada yla Adyoug cuvtnpnong Kot aopAaAeLag.

METABOAIKA NOZHMATA XTHN MAIAIATPIKH KAl AIATPO®IKH ANTIMETQIIZH, MANATIQTOY MAPIA




EYXAPIZTIEZ

Oa nbeha va ekdppdow TIG EUXOPLOTIEG Pou otnv Emikoupn kaBnyntpla Kupia IkoupoAldkou Mapia yla
TNV SuVATOTNTA TTOU HOU £8WOE VA TIPOYHOTOTOLOW TNV TTUXLAKN Lo gpyacia. Oa besia va
EUXAPLOTAOW AKOUA, OAOUG TOoU KaBnyntég Tou Xapokomeiou Navemniotnuiov ABNVWY yLa TLG TOAUTIUES
YVWOELG TIOU HoU TIPpocEDEPOY OAQ QUTA TO XPOVLA € OAN TNV SLAPKELD TWV OTIOUS WV Hou. TEAog, BEAW
va ekppaow Eva TEPACTLO EUXAPLOTW OTNV OLKOYEVELD LOU, YL TNV OTAPLEN KL TNV EUMLOTOOUVN TIOU
pou €8elée OAa AUTA T XPOVLO TWV OTIOUSWVY Pou. Mépav OUWE amo TV MOAUTLUN AUTH oTAPLEN, LoU
£6woav oAa ta epoSLla WoTe va yivw €vag cwotog AvBpwItog Kal auto elval K&tL tou Sev pabaivetal,
OAAG petadidetal.
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NEPINHWH

Kata tn Oldpkela twv TeEAeuTaiwv €Twv, OAO KoL TEPLOCOTEPA METOBOAIKA
voonpata yivovtal yvwotd kot epdavifovral kata tn Bpedikn kat matdiki nALkia.
H emiotnuovikn kowotnta €xel otpEPel To evlladpEpov oTn MEAETN QAUTWV TWV
voonudatwyv kot blaitepa otnv avtlpgetwrion toug. H Swatpodny pmopet va
OMOTEAECEL PETPO TPOANYNG/AVIIUETWILONG METABOALKWY VOONUATWY OTNV
nialdlatpikn. H mapovoa mTuyLokn HEAETN EEKLVA HE pULa oUVTOUN TiEpLypadr) Tou
TL €lval petaBoAlopog, mwg opilovtal ta evdoyevr) HETABOALKA VOO LOTO, KOOWG
ETLONG KO TTOLAL ELvalL TA TILO CUXVA Voo aTa Ttou oxeTilovtat pe T Statpodn. Itn
OUVEXELQ, N TTUXLaKA €pyacia €0Tldlel ota KUPLOTEPA UETAPBOALKA VOO HOTO.
JUYKEKPLUEVO, OTO TPWTo Kedpahalo, avalvetat n  Doalvulketovoupia, n
naboduactoloyia TNG, N KALVIKN ELKOVA TWV VOOOUVTWV Kol TEAOC N OepameuTIkn
OVTLUETWILON, TOo0 otn Ppedikn) aAAd kot otn maldikn nAwkia. Xto deutepo
kedpalalo, yivetal Adyo¢ yla tnv Avemdpkela tng Blotwidaong, tTnv KAWLIKA TNG
ELKOVA, KABwWG Kal TN SLatpodLkr AVILUETWIILON. 2TO TPITo KePAAALO, AVAAVUETAL N
FaAaktolowdia kot otn ouvéxelwo akoAouBouv n Nooco¢ Oupwv pe Ooun
Ypevdapou, n Kuotikn Ivwon kat n Owkoyevng YmepxoAnotepolatpia. TEAOC,
yilvetat Adyog yla Kamotla akOpn HeTaBoAkd vooripata, onwg ivat n Mpormiovikn
Ofuatuia, n Eykeparonabeia ek Mukivng, n Noocog Sandhoff, n FayyAlocidwon
GM1, kaBwc kat n Kuotwvoupla, vooruata ota omnoia n dtatpodr dev amoteAel tnv

pwTN ypauun Bepaneiag.
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ABSTRACT

In recent years, more and more metabolic diseases which occur throughout
infancy and childhood had become known. The scientific community has turned
its attention to the study and especially the treatment of these diseases. In
pediatrics diet can be a measure of prevention/ treatment of metabolic diseases.
This dissertation report begins with a brief description of what metabolism is,
how endogenous metabolic diseases are defined, as well as what are the most
common diet related diseases .Next, the dissertation focuses on the main
metabolic diseases. Specifically, in the first chapter, phenylketonuria, its
pathophysiology, the clinical picture of the patients and finally the treatment
both infancy and childhood ,have been analyzed .In the second chapter, it’s
about biotinide deficiency ,its clinical picture and its nutrition treatment .In the
third chapter ,galactosaemia ,maple urine disease , cystic fibrosis and familiar
hypercholesteremia have been analyzed . Finally, there are some other metabolic
diseases, such as propionic oxyemia, glycine encephalopathy, sandhoff disease
,GM1 gangliosis , as well as cystinuria, diseases which diet is not the first line of
treatment .
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EIZATQIH

O MeTaPOALOUOC amoteAel TO OUVOAO OAWV TWV AVTIIOPACEWV TIOU ETUTEAOUVTOL OE E€vav
OpPYyOVIOUO, WOTE va Yivel TPOoAnYn evépyelag amo to TEPLBAANOV KAl OTn OUVEXELD va
XPNowomolnBel yla TG AELTOUPYLKEG OVAYKEG TOU Opyaviopou. Me autd Ttov Tpomo,
LETATPEMOVTOL TOL OPEMTIKA CUOTATIKA OTA aopaitnTa popLla yla tn {wn Kal T Aeltoupyia Tou

opyaviopou.

O UeTABOALOUOC TPAYUATOTOLETAL LECW OELPWV EVIU UKWV AVTIOPACEWYV, OL OTIOLEC amoTeAOUV
TIC petoPoAikéc mopeieg. O Sldpeoco¢ UeTaPOALOUOC pmopel va Slalpebel oe avtidpaoelg
avaBoAlopol  Kal KataBoAlopoU. Xtov  avaBOALOUO, TPOYUATONMOOUVTAL aVILOPACELS
LETATPOTNG UIKPWV Hoplwv og 1o moAumAoka popla. Eival pla Stadikaoio BloocuvBeong kat
amaltteitol mpoodopd €VEPYELOG KOL QVAYWYWKWVY LooSuvauwyv. AvtiBeta, o KatoBoAlopog
anoteAei pla dtadikaoia anooclvBeong, otnv omola HETATPEMOVTAL TA OPEMTIKA CUOTATIKA OF

AoV OTEPEC EVWOELG, EAEUBEPWVOVTOC EVEPYELQ KOL OVAYWYLKA LooSuvapa (1).

KATABOAIZMOZ
Kauon
BpeTTIKWYV QWTOOUVBEDN
VAWV

ADP XHMIKH ENEPTEIA ATP

uiki  evepyr KA
OUCTOAN peTa@opd
ANABOAIZMOZ

Ewkova 1: Ot mopeieg tou Siaueoou petaBolAiouou (1)
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INUOVTIKO €lvalL €TILONG TO YEYOVOC OTL UTIAPXEL Mot aAAnAe€dptnon HeTall avaBoAlopou Kal
KataBoAlopou. AmoteAel tnv evepyelakn oLleuén kot eival avaykaia mpolmobeon yla va

nipaypotomnolnOet o petafoAlopog. To ATP anotelel mapdyovia evepyelakig ouleuéng (1).

KATABOAIEMOE R s S

Kaoon oeidwong
OpeTTIKWY QWTOOUVBEDN

ADP XHMIKH ENEPFEIA ATP

ANT ofeidwpéveg
ok evepyry KA s i MpOdPOYES
OuoToAR} peTagopd BlociveEang EVWOEIS
ANABOAIZMOZ ANABOAIZMOZ

Ewdva 2: H evepyetakr oulevén tou evéiaueoou uetaBoAiouou (1)

OL petaPolikég mopeie¢ — obol amotedovv TOAEC ouleuypéveg OAANAOCUVEEOUEVES
avtIOpAOELG, OL OTIOLEG £XOUV QPKETA Kova poTifa, kaBwg kat Kolvr) puBbuion, onwe paivetal

Ko otnv Etkova 3.
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Ewkova 3: MetaBoAikéc mopeiec - Oboi

Av kamota avtidpaon 6ev mpaypatonolnBel cwotad, Snuloupyeital pia petaBoAlkn dtatapayn,
n omola puropei va odnynoet otn Snuioupyia petafoAikol voorpatog. Ta LeTaBOALKA voorpata
anotelovv mpwrtonabeic | deutepomnabeic SuoAeltoupyieg Tou HeTAPBOALOUOU, OL OTOLEG
TIPOKAAOUV KALWVLKA OCUUTITWHOTA. XTIG TIEPLOCOTEPEC TIEPUTTWOELS, odellovtal Oe YEVETIKA

KaBopLOUEVN AIOUGLA 1} TPOTIOTIOLNGN CUYKEKPLUEVWY TPWTEIVWV. EMmA€ov, mpokaAoluvtatl anod

METABOAIKA NOZHMATA ZTHN MAIAIATPIKH KAl AIATPO®OIKH ANTIMETQIIZH, MTANATIQTOY MAPIA

14




kamotlo AaBog 1 petalhaén oto DNA, to omoio Ba 0dnynoel o EAAeln i SucAeltoupyia £vog

evlupou (2).

Ta  evboyevl petofoAikd voonuata  eivat  Swaitepa  ocoPfapa kat  xpnlouv
npoAnync/avipetwniong otn Bpedikn kot matdikn nAKia, KaBwG UMopel va TPOKAAECOUV HLa
oclpa amno diatapaxec. Mmopel va epdaviotouv o onoladAmoTe nAKia, Pe LeyaAn molkdia ota
KALVIKA CUMMTWHATO KOL VOL EMNPEACOUV omtolodnmote Opyavo. Ita veoyévvnta Kat Bpédn, ta
KUPLOL CUUMTWHOTO OMOTEAOUV N dpvnon Tpodng, oL EUETOL, N uMOTovia, oL omaopol Kot Ta
NMATKA, veppoAoyika | kapdlohoyika mpoPAnuata. AvtiBeta, ta nawdia epdavilouvv emumAéov
CUMMTWHOTO OMWCG N TIVEUHOTIKR KoBuotépnon, ta Suouopdlkd XOPaKTNPLOTIKA KoL Ol
OKEAETIKEG avWUOALES (3). H éykatpn dtayvwon elval ISlaltepa onUAVTLK, TOCO yLo TNV EyKaLpn

Bepareia, 600 KoL yla T SuvaATOTNTO PO YEVETIKOU EAEYXOU OE EMOWEVN KUNO.

OL KUPLEG KOTNYOPLEG TWV VOooNnUATwVY eival ot €€N¢: SLOTAPOXEG TOU HETABOALCHOU TWV
vdatavOpdkwy, SLATOPAXEG TOU UETAPBOALOUOU TWV aAULVOEEWY, SlaTapaxEG TOU HETABOALOUOU
TWV TTOUPLVWV KOL TWV TUPLLS VWV, SlatapaxEC Tou LETOBOALOUOU TwV OTEPOELS WV, SLATAPAXEC
ToU petafoAlopol Twv mopduplvwy, dlatapaxeg Twy pitoxovdpiwy, StatapayxEg Tou KUKAOU TNG
ouplag, opyavikég ofuoupiec, Slatapaxeg tng ofeldwong Twv Autopwv 0EEWV, AUCOCWULKA

voonpata, SlatapaxEg TG AELTOUPYLAC TWV UTEPOEELCWHATIWV.

To 1o ouxva Katl KUpLa HeTaBoAkd voorpata, ou Ba avaAuBouv ota emopeva KepaAala, ivat:

x  QawuAkeTovoupia

x EAAewpn Brotwviddaong

x  TaAaktolatpio

x  Nooog OUpwv pe Ooun Zdevddauou
x  Kuotkn lvwon

x  Owoyevng YmepxoAnotepoAatpia

x  Mpormiovikn ouatuia

x  Eykedalomabela ek yAukivng

x  Noooc Sandhoff

x  Noococ GM1

x  Kuotwoupia
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KEDAAAIO 1: @awvulketovoupia

1.1 OpLopog ko Emidnuioloyia

H  d¢oawulketovoupiae (PKU) amoteAel KANpovoulkd voonua tng opadag Twv
unepdalvUAaAQVIVALULWY, HE XOPOKTNPLOTIKO TNV evdoyevr) aduvopia PeTaBOAlopOU TOU
apwo&eog pawvuladavivn mpog tupooivn. H awuladavivn eival éva amapaitnto apwvodu. Qg
anapaitnta apwvoééa opiloupe ta apwoleéa ta onoia dev pnopet va cuvBeoel o avBpwrivog
opyaviopog de novo , yla auTtov Tov Aoyo n povadikn mnyn e€aodaiilong autwy Twv apvogEwy

elvat n tpodn kabwg kat Ta cupmAnpwpata dtatpodnc (1).

PAH
PHENYLALANINE —jl}—> TYROSINE
BH,
phenylpyruvic acid
v
phenyllactic acid phenylacetic acid o-hydroxyphenylacetic

acid
Ewkova 4: MNopeia patvudadavivnc (4)

Ma v epdavion tng PpavuAketovoupliag, MPEMeL va urtdplel EAAeldn tou nmatikol eviUpou
vdpotuddaon t™ng dawvuAaAavivng (5). Autd €xel oav amoTéAecpa Tt HN GUCLOAOYIKN
QIOUAKPUVON TOU OULVOEEDC aTtd TOV avOpwILVO OpyavIopo, UE TNV TAUTOXPOVN CUCCWPEUCN
™¢ dawvulalavivng oto aipa kot otov eykEpalo (6). Otav ta enineda tn¢ patvulaAavivng oto
aipa umepBaivouv tig puololoyikeg TIHEG (>20 mg/ dl), To dtopo pmopel va epdaviosl opKeTEG
ETIMAOKEC OTIWG BapLd vONTLKA 0TEPNON, OTIACHOUG, SLaTapaxEG CUUTIEPLDOPAG, XAPAKTNPLOTLKO
SepUATIKO E(EU, ATOXPWHOTIOUO TOU SE£PUATOC, KOABWG KOl OMOXPWHATIOUO TwV HAAALWY Kal

TWV potwwv (7).

H daiwvuAketovoupia KANPOVOUEITAL PE QUTOCWULKO UTIOAELTTOUEVO XAPOKTAPA. ALOYVWOTNKE

Kal peAetnOnke yla mpwtn dopd to 1934 anod tov NopBnyo latpo OEAALVYK, 0 omoilog avixveuoe
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dawvuloakeTovn ota oupa Twv TpooBeBAnuévwy atopwv. Apyotepa, to 1951, ot Woolf &
Vulliamy ntav ol mpwtot ou avakaAvPav nwe ta enineda tng dawvulalavivng pnmopoulv va
pElwOBolv, av Olokomel kaBoAwka n OSiatpodiky mpoocAndn tng. Apyotepa, to 1960
SnuLoupynBnkav To MPWTA MPOYPAMUATO VEOYVIKOU gAEyxou otTig HIMA kat akoAouBnaoav kat ot
AAAeC XwpeG (8). EmdnuioAoyikd, n péon ouxvotnta tng PKU otn Aeukn dpulni eival mepimou
1:10.000 o€ Eupwrn kat Aueptkn (9).

Ma vo umopéaoel va yivel mpooSloplopog twv emumedwy ¢atvulalavivng ota pwpad, xpetalovrat
anmo&nNPaUEVEG OTAYOVEG alpatog anod tnv ¢tépva Tou Bpédoug, mou Aappavovtal o€ L8IKO
amoppodnTikd xapti. 2tn ouvéxela, okoAoubBeital dPwrtouetpia, avooodBoplopodg 0
daopatopwropeTpion HAlAC. XTI TEPUITWOELS TIOU TO amoteAéopata eival Betikd, eival
anapaitntn n enpBefaiwon He MTOCOTIKO MPOCSLOPLOUO AUWVOEEWY alpatog, doption BHA kat

yoviSLako éleyyo (10).
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1.2 NaB®oduoioloyia

H dpatwvuAdadavivn, untd ¢pucloAoykEG CUVONKEG, EVOWUATWVETAL OE TPWTEIVEG | UOPOEUALWVETAL
TPOG OXNHUOTIONO Tupooivng pe tn Ponbela plag uvdpouAdong. H ubpofuldon NG
dawvuladavivng anattel w¢ cuumapdayovia yla va Spdcel tnv tetpauvdpoflontepivn BH4. Me
TNV Tautoxpovn napouacia ofuyodvou, n ¢awvuAalavivn kataBoAiletal o L-tupooivn kal péoa
oo Ml OElpd avtidpAacewv KataAnyel otnv adpevalivn. AKOUn, n tupooivn umopel va
HeTaBoAloTel MPoG POUPAPLKO Kol AKETOELKO 0&U. QG €k ToUTOU, N dawvulaAavivn pmopel va
BewpnBel wg €vag Tpomog mapaywyng Tupoaoivng, oAAd Kol w¢ EvVag UNXOVIOUOG TTOpaywynG

EVEPYELAG LEOW YAUKOvVeOyEveonG o Ttepiodog ooPapng ENewng mpwteivng (11).

Phenylpyruvate GOT1, GOT2, L-Phe > trans-cinnamate + NH,
TAT ... PAL
/ -
(Alternative pathway
Il 0,, BH,
Prienyiactate DDC / > in plants and yeast only)
Phenylethylamine PAH K)
/ " H,0, BH,
y
Phenylacetate L-Tyr
(Minor pathway:
production of phenylketones) d E K
L-DOPA A

DDC = dopa carboxylase

GOT1 = glutamic-oxaloacetic
transaminase 1, soluble

Dopamine GOT2 = glutamic-oxaloacetic
transaminase 2, mitochondrial

PAH = phenylalanine

/ hydroxylase

Noradrenaline PAL = phenylalanine ammonia lyase
TAT = tyrosine transaminase

BH, = tetrahydrobiobpterin

v

Adrenaline

Ewova 5: KataBoAtouos Qawvuradavivng (11)
H dawulketovoupia, omwc avadEépOnke, mpogpxetatl anod tnv EAAewdn tou eviuou ubpouAdon
™¢ dawvuAaiavivng. Arotédeopa T evlUULKAG BAABNG lval N av€non TNG CUYKEVTPWONG TNG
dawuAadavivng oto TAAopa, n omoia  amolkodopeital pE  Tpavoauivwon o€
dawuAonupootaduAikd, Tou amoPAMeTal o€ AufnUEVEC TOOOTNTEC ME T olpa. AKOWN,
UTTAPXEL EAOTTWHEVOC OXNUATIOMOC TNG TUPOOivng, Tou odnyel O HEWUEVN Tapaywyn

KaTeXoAaULVWY Kot pehavivng.
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H mnoboyévela twv &latapaxwv Tou KeviplkoU veuplkoU ouotnuatog (KNI) otn
dawvulketovoupla oxetiletal meplocotepo pe TNV Sla T dawvuAalavivn mapd PE TOUG
petapoliteg tng. H dawvuAaiavivn pumopel va avaoteilel Tn petadopd oudETEPWY AULVOEEWV
TOU alpatoeykedaAkol GpaypoU, UE ATIOTEAECO AVETIAPKELD APLVOEEWY OTO eykedpalovwTiaio
UYPO, YEYOVOC TO OTOL0 SNULOUPYEL KATIOLEG VEUPOAOYIKEC KATAOTACELS TNG VOGOU. YTIAPXOULV,
BéBala, kal mepuTTWoelg UTAPENG davuAkeTovoupiag, Aoyw dSlatapayng BroouvBeong N

petafoAlopou tng BH4 (12).

Liver Blood Brain
BBB o
<
& P (Roduoos: %) g
i = Glutamatergic synaptic 2
® B transmission 8 g
® . * Pyruvate kinase activity D=
o L \_» HMG-CoA activity , o O
- 3 . { ™ 3 g
ﬂ (T, T Damages: D5
» A AT 7R * Myelin (white-matter lesions) > 5
. - . . 7 ﬁu
® o] Inhibits: O™
BH4 PAH o 1 + Tyr and Trp hydroxylase =5 L
o : = / 2D
2] €9
w - » O
Tyr P . (S ; 2 £
®  mm— . = Protein synthesis u_".’ >
° I NAA | + Neurotransmitter synthesis o 8
p g?.lwh.-: & :Ttp-) :monn T 3
SRR h o
S (normal levels) ' Tyr < W dopamine g a
-—
o ’ g, =
D ! S
s # O

Ewova 6: Madopuatodoyia @atvulketovoupiag (12)
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1.3 KAwwkn Ewkova

H KAWIK €KOVO TwV OTOUWV PE dalvuAkeTovoupla TOKIAEL apkeTd. H vooog mpokaAel
QMOUUEAVWOELC KoL Epdavilovral SlatapayEg, Onwg onaopoi, ataéia, Stavontiki kabuotépnon
Kal poBAnuata cuunepldopdg (8). To eUpog kat N cofapotnta Twv GAVOTUNIWY TNG VOOOU
e€aptartal amnod tov Babuod tng avemdapkelag tov eviupou PAH, aAAG kal Tou cuvev{UUOU TNG,
tetpaildpoPflontepivn (BH4) mou puBuilouv tnv amodounon tng dawvuladavivng. ZUVETWC,

UTTAPXOULV TPELG SLadopeTikol TUTOL palvUAKETOVOUpLag, OwWG avaAUOVTAL 0T CUVEXEL.

Ewova 7: KAwvikn eikova Qauvulketovoupliog

TNV MPpWTIN Katnyopla, meptlapfavovral matdid mov nmopouactdlouv pia Kalonon kataotaon,
yvwotn w¢ umepdatvuladavivatpia. e autn tnv nepimtwon, dev sivat avaykaia n Bepaneia,
epooov 6ev umapyel kivbuvog eudaviong Stavontikng kabuotépnong. AmoteAel pla amAn
napodlkr Kataotacn, Tou amokabiotatal Tov mpwto MAva {wng Tou veoyvol Kal Oev

eudavifovral KAWVIKA CUUTTTWHATA.

21tn 6eUtepn katnyopia, mepthapBavovtal matdid pe pa amAn enipovn untepdatvulalavivatuia.
Yrapxel HKpr) avemapkela tou eviupou udpofulacn tng dawvulalavivng. OL TIHEC

dawuiaravivng aipatog eivatl 4-10 mg/dl kat n KAk eikéva eivat pucloloyikn.

H tpitn katnyopia ivat n kKAaoikn palvuAketovoupia, otnv omoia mapouactaleTol HETPLA WG
MEYAAN avemadpkela tng udpofuAdong tng dawvuAaAavivng. ZUYKEKPLUEVA, UTTAPXEL N eAadpld

dawvulketovoupia, pe TIHEG davulalavivng aipatog 11- 15 mg/dl, n pétplag Baputntog vocog
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UE TIHEC patvulalavivng aipatog 16-20 mg/dl kat téAog n Bapld @atvuAkeTovoupia, UE TUUEG
dawularavivng aipatog >20 mg/dl. e auty tov TUMO TNG VOOOU, N KAWIKN ELKOVA
nMePAaUBAVEL OTIAOUOUG, Hikpokedalia, aduvapia cuykEVTpwong, SUCAPECTN OO OUPWV Kal

Sdlavontikn kaBuaotépnon (9).
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1.4 OEPATMEVUTLKI AVTLLETWIILON

Mot TNV QVTLUETWTILON TG daLvUAKeTOVoUplag elvat amapaitntn n cwoth dlatpodr) Tou atopou,
N omoia MPEMEL val EEKLVAOEL AUECA LETA TN YEVVNON. Av N Slatpodn EeklvrioeL apyotepa amo To
SLACTNUA TWV TPLWV KNVWV, oL TIBavoTtNTEG GUCLOAOYLKNG VONOoUVNG Tou Ttaldlol eival oAU

HLKPEG.

JuyKkekpLléva, n Slatta evog atopou pe dalvulketovoupla eival Baclopévn otnv pelwon tng
NMPOcANYNG Tou apvotEwv TNg patvulaiavivng , n omola MOLKIAEL avaloya pe TNV cofapotnta
NG vOOOU TIoU OopieTal amod TNV avemapkela TNG udpofuldong t¢ datvulaAavivng kat Thv

Sdpaoctnplotnta tng (13).

INUAvVTIKO gival va avadepBet otL ektdg amnd tn Slatta xapunAn oe Gawuladavivn , anapaitntn
elval kal n emapkng MpocAnyPn tupooivng. Apxikd , éva matdi pe dalvulketovoupia , HEXPL Kal
Séka eTwv, Oa mpémet va AapBavel 200-500 mg/nuépa dpatvulaiavivne , kabwg kat 25-85 mg

/K6 cwpatikov Bapoug/Ruepa Tupoaoivn.

H ¢awulalavivn kataAlapPfdavel to 4-6% TG OUVOAIKNG MPWTIEIVNG TNG TPODNG. ZUVETWG,
TPOdLUA TO OoTola £XOUV PEYAAN TIEPLEKTIKOTNTA O€ MPWTEIVEC amayopevovTal otnv dlatta Tou

atouou (14).

Ta pn emurpentd 1podua otn Statpodr evog matdlol pe dalvuAkeTovouplia ival To KpEAG, To
KOTomouAo, ta Papld, Ta aAAQVTIKA, Ta TUPLA, TO YLaoUPTL, Ta OoTpla, oL Enpol Kaprmotl Kat n
ooyla. AKOun, TpodLUa TTOU TIEPLEXOUV WG TTPOCOETN UAN TNV aoTaptapn, onwe sival ta light
avauktikd, 6ev umopoLv va katavalwBouUv amod Toug VOoOUVTEG yLaTi N aoTapTdun Staomatal
o€ amaptiko oL, patvudaAavivn Kal PLKPEG TOGOTNTEC HEBAVOANC. QG ETITPENMOUEVA TPODLUO
Bewpouvtal to puTL, Ta dpolTa KoL AaXAVIKA UE XaUnArn TEpLEKTIKOTNTA O dalvuAaAavivn, To
BouUTtupo, To AASL, Ta AvaPUKTIKA XWPLG AoTIAPTALN, TO MEAL N pappeAdada, kabwg Kal to ppEoko

YOAd Kol Ta KpEUWAN TUPLA OE UIKPEC KAl TIEPLOPLOPEVEG TTOOOTNTEC (15).

A&ileL va avadepBOel OTL elval LSLOLTEPA ONUAVTIKI N TIPOKTIKI UTTOAOYLOHUOU TNC ETIUTPETOUEVNG
noootntag ¢atwvuAaAavivng. Itov akolouBo mivaka, mopouctalovtol OL QVAYKEG Of

dawuAaiavivn ota matdld €wg 8 eTwv.
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Mivakacg 1: Ataitnoeic eatvuadavivne otn Bpepikn nAwkia (16)

HAwia Nocotnta
dawuvlaravivng/nuépa
0-3 50-60 mg/kg Z.B.
Hnvwv
4-6 40-50 mg/kg z.B.
HAVWV
7-12 30-40 mg/kg %.B.
HAVWV
1-2 sTwv 25-30 mg/kg 2.B.
2-3 eTwvV 20-25 mg/kg z.B.
4-6 eTwv 15-25 mg/kg 2.B.
7-8 eTwv 15 mg/kg .B.

MNna va PBpebel n kat@AAnAn moodtnta Tpodipwyv TOU Umopel va kKatavaAwoesl éva maldi,
xpnotdormoleital éva ocvotnua aviaAlayng tpodipwv—oluotnua LooduvAapwy, KoTtd To omoio
avaypddovrtal moocotnteg dadopwv tpodipwv mou  woduvapouv oe 15,25 B 50 mg
dawuAaiavivng. Ot acBeveic péoa amo to cuoTNUA LoOSUVAUWY PtopoLV va avtalldalouy Eva
TPOdLUO PE Eva AAAO, £TOL WOTE va PNV untepBaivouv ta emitpenodpeva opla dpatvulaAavivng
NUEPNOLWE. ZNUAVTIKO €Miong elval va yivetal katavopr tng ¢patvuAaAavivng Héoa otnv nUéEpa

(17).

Mivakag 2: MepLEKTIKOTNTA PPOUTWV KoL AYaVIKwV o€ patvulaiavivn kot mpwteivn (16)

DPOYTA & DAINYAANANINH MPQTEINH

NAXANIKA (mg/100gr) (gr/100gr)

ABokavto 71 1.9 55 gr/ tooduvapo
Mukonatata 97 1.7 60 gr/avtallayn

Kouvoumnidt 89 2.9 EAelBepn

Katavalwaon
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Aoyavakio 92 2.9 35 gr/ .ooduvauo
Bpu§eA\wv
Mavitapla 65 1.8 EAelBepn
KaTavaAwon
Mnavaveg 53 1.2 100 gr/wcobuvapo
MnpdkoAo 76 3.1 30 gr/ \ooduvapo
Npdoa 53 0.7 EAeVBepn
Katavalwaon
Itadideg 51 2.1 EAeVBepn
Katavalwaon
ZouAtaviveg 58 2.7 EAelBepn
KaTavaAwon
Inapayyt 84 3.4 1 pepida/nuépa
Mivaxag 3: Tpdgwa mou meptéyouv 50mg @atvulaavivie (16)
TPO®IMO NOZOTHTA
FTAAAKTOKOMIKA
FaAo Anpeg 30 ml
Kpépa yaAaktog 30% 40ml
Tupl kpépa 12 g
Mnaovpt 3.5% 13 g
AMYANO
Natdteg wHEG 55g
Noatateg BpooTEg 75¢g
Notdteg Pntég 40g
Natateg chips 30g
KpokEteg matatag 10g
dDacoAa povpvou 20g
KoAapmokt 55g
POTL wpo 15¢g
POQL payelpepévo 45¢g
Wwpi oAa ta €ién 10g
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Kellogg ‘s Corn flakes 15¢g

OPOYTA
Mnavava 111g
MniAa 1250¢g
MNoptokdAia 333g
ItadpuAla 150 g
ABokavto 55g
AxAada 55g
NAXANIKA
Ntopdrta 223 g
MnpokoAo 45¢g
dacoAdakia 100 g
Inavakt 25¢g

TéNog, Ta atopa pe PpavuAkeTovoupia XPELAZETAL VA KATAVAAWVOUV CUUTANPWHATA TIPWTELVNG,
Ta omola &ev mepléxouv kaBoAou datvulalavivn. AVTIBETWG, TEPLEXOUV TUPOOCLVN Kol
TAUTOXPOVA KAAUTITOUV TLG TPWTEIVIKEG AVAYKEG TOU ATOOU. Ta cupmAnpwuata dtatpodng
SladpEpouv amod nAikia og nAkio o€ OTL adopd TNV EVEPYELAKH TOUC TTUKVOTNTA ,TIC AVOAOYIEG
oAAG Kkal tnv docoloyia. H xopriynon toug apxilel amod tnv Sldyvwon Kal TG TPWTEG NUEPEG
{wnc tou maldov kal ocuveyiletal dia Blou. OAa ta SLATPODIKA CUMMANPWHOTA TIEPLEXOUV
HElyHOTO amapaitnTwy Kal pn anapoitntwy apvoééwy, evw mapdAAnAa eival eUMAOUTIOUEVA
pe Brtapiveg, pétaAla, yvootolxeia kabBwg kat duTIKEG iveg. Elval amapaitnto ta umokatdotata
MPWTEIVNG va xpnolgomolovvtol ocav GAPUOKO, O CUYKEKPLUEVO XPOVO KoL VO UTIAPXEL
ouvenela. EmutAéov, undpyouv oe Sladopeg LopPEC yLa var UITOPOUV VO KATAVOAWVOVTOL KAl va

elval «eAkuoTika» o kaBe nAklakn opada (12).

1.4.1 ®@awulAketovoupia kot Bpedpikn HAkia

H avtipetwriion tng pavulketovoupiag otn Bpedikn nAkia eivat uiotng onuoaociac. O UNTPLKOG
BnAaouog anoteAel v «davikn» tpodn yla ta Ppédn pe dawvuAkeTtovoupla, KoL OXL HLOVO,
KaBwg elval xapunAoé os patvulaAavivn. ITIC TEPUTTWOELS, OUWE, TToU To Ppedoc Se BnAalel,
Sivetal popuouAa, n omola polpdletal os 6-7 yeLaTa NUEPNOLWC. 2T CUVEXELA, oTa Bpedn 4-
6 uNVwv, EeKWVAEL N sloaywyn otepedg TPodne. Tuvnbwe ta Ppedn fekwvave pe €va rp dvo

KOUTOAAKLA TOU YAUKOU daynTtwv XaunAd oe ¢awvuladavivn omwg moAtonownueva ppouta n
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Aayavika (Atyotepo amo 50 mg ¢pawvulalavivng/100 g). Apyotepa, mpootiBevtal payntd Omwc

TOOT e Ttupl Kat BoUtupo xapunAd os patwvulalavivn Kol Uriokota.

1.4.2 ®@awvulketovoupia kot Moadikn HAkia

‘Ooov adopad ta pikpa ratdida pe PKU, epdavitouv dtadopa mpofAriuata mouv oxetilovral
pe ™ Statpodn. Ta madld €xouv PeElwUEVN Opefn, amexBavovtal ta yYAuKa ¢daynta Kat
ennpealetal n Statpodr) Toug Adyw NG UELWUEVNE TIOKIALOG daynTwV TIOU Urtopouv va
eMAEEOLV. Zuyva, apvouvtal va pave TpodLua eAelBepa patvulalavivng r Tpwve Kpuda
TPOdLUa TTIoU Sev eTLTPEMOVTAL. A TOUG TTapamAavw AOYOUG, ELVOL ONUAVTLKO N OLKOYEVELDL
va evBappUvel to matdi, va emikpatel BeTiko KAlpa, kabwg eniong va mpoonabolv va

UTTAPXEL TIOLKIA LD TPOD LWV KOl YEUOTIKEC ETULAOYEC.

ErmutAéov, eival onpavtiko va avadepBel ot and tnv matdikn nAikia, avédavovrtat ot
rTuBavotnteg epdaviong avenapkelag o Brrapivn B12. Akoun, daivetal mwg ta motdid pe
dawvuAketovoupia €xouv aufnuéveg miBavotnteg va eudavioouv ooTeomevia Kol

00TEOMOPWON 0TNV UETEMELTA {wh Toug (18).
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KedpaAaio 2: Avenapkela Biotividaong
2.1 Oplopudg Kat Emdnuioloyia

H avendpkela Botvidaong amoteAel pa PeTaBoAlkn datapayn koatd tnv omola n Blotivn,
yvwotn Kal w¢ Brtapivn B7, dev ameleubepwvetal amod TG MPWTEives. Mo OUyKeEKPLUEVQ,
TIPOYLLOTOTIOLE(TAL AVETIAPKELA BLOTIVNG ELTE KATA TNV AMEAEVOBEPWONG TNG MPWTEIVNG UETA TNV
KatavaAwon tpodnc, €LTE KATA TNV Tapaywyn MPWTIEIVNG 0TO KUTTAPO. ZuvnBwC, N AVEMAPKELA
auTr eudaviletol TOUG MPWTOUG MAVEC TNG (WG TOU ATOUOU, XWPIG OLWE OUTO VA OMOPPLITTEL TO

YEYOVOC va epudavioTel kal apyotepa (19).

Transferase Activity Hydrolase Activity
Histones Pt
Biotinylated R Free
Og‘fer Biotinidase Biotin Apocarboxylases
proteins? Lysine Lysine
pH>7 pH <7 PU——
Biocytin | “%m‘:a"::se
"
Biotinylated Protease ™
Protein Degradation Qe
or Histones
Functions? Amino Acid Catabolism
Fatty Acid Synthesis
Gluconeogenisis

Ewkova 8: KukAog Blotivnc (20)

H Blotwvidaon amoteAel to £vIUPO TIOU OMOUAKPUVEL TN Blotivn, otav eival dsopeupévn. H
Blotivn pmopei va mpooAndBel eite eAelBepn, eite Seopevpévn e MPWTELVN, €lTE WC UIKPA
BlotvuAdlwpéva memtibia ouvéedepéva pe mpwteivn. H Blotivn xpnolpomnoleital and TEcoepLg
KapBoEUAACEG yLO VO LETATPATIOUV OE EVEPYEC LopdEC, Ttou Ttailouv poAo oTn YAUKOVEOYEVED,

KT BOALOUO apvofEwy StakAadlopévng aluoidag katl ouvBeong Autapwy ofEwv (19,21).

H avendpkela Blotvidbaong KANPOVOUEITOL UE OQUTOCWHULKO UTIOAEUTOUEVO XOPOKTAPA.
MpokaAeital Aoyw petaAAdéewv oto yovidio BTD (3p25) pe amotéAeopa tn UELWMEVN R Kol
kaBoAou Spaotikdotnta BTD. Exouv peAetnBel mavw amd 150 petaAAdfelc mou Umopel va
TIPOKAAECOUV TN OUYKEKPLUEVN VOCOo. Amo to 1982 Kkal HETA, €XOUV EEKIVAOEL va Talvououv
TIEPLOTATIKA UE TN CUYKEKPLUEVN VOOO, TIPOCHETOVTAG KAl KATIOLO TIEPLOTOTIKA TIOU UIMOPEL va

€Xouv Kamola avemdpkela kapBofuAdaong. Akoun, €xel mpayuatonolnBetl tafvounon yla tn



vooo. Q¢ Babia avenadapkela Bewpouvtol To ATOUA HE eVIUMKI SpOOTIKOTNTA UIKPOTEPN ATl

10%, evw atopa pe Spaoctikotnta 10-30% Taflvopouvtol wG ATOUN LE LETPLA AVETIAPKELD (21).

ErmuSnuioAoyika, n péEon ouxvotnta tng vooou eivat 1/40.000 €wg 1/60.000 dtopa o€ TAYKOOHLAL
KALLOKO. € OPLOMEVEG XWPEG OUWG, OTIWG lval n Toupkia, o eMUMOAACUOG elval peyaAUTEPOC,
Aoyw oupBatotntag, evw oe AAAEC XWPEC OTwG oL HIMA, 0 emumoAaoOG lval apKETA ULKPOTEPOG

KalL N ouxvoTnTa TNG vooou pmnopei va ¢ptavel to 1/80.000 atoua (21).

Ma va UropEcel va yivel mpooSloplopog, XpeLaleTal va poyUaTonolnBel veoyvikog €Aeyxog,
otav elval 51000, ALAPOPETIKA, O TEPUTTWOELG TTOU €davilovial CUUMTWHATA TG VOCOU,
uropet va pavel kal HEow TNG LELWHEVNGS SpaoTnpLotnTag TG Blotividdong otov opo, MAACUA
otoug voBAdoteg. TEAOG, ival MAEov Suvath Kal N HopLakr avaluon Twv HETAAAAEEWY TOU

yoviiou (19,21).
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2.2 KAwikn Elkova

H Blotivn, onwg eival yvwoto, Bonbd oto PeTAPBOALOUO TOCO TWV MPWTIEIVWY, 00O KAl TwV
vdatavBpdkwyv Kol Twv Awy. Zuvenwc, n €Aewpn tng pmopel va ouvdebel pe pa ospa

OUUTTTWHATWY KAl KAVIKWV ELKOVWY, KUPLWG VEUPOSEPUATLKA.

Ta MO E€MIKPATH CUUMTWHOTA €lval n unotovia, n puikn aduvapia, n atafia kat n €éAAewpn
ouvtoviopoU. EmutAéov, umopel va eudaviotel EAAewdn akong Kal omtiki atpodia. Akoun,
Umopel va mopouaolactel adwrekiaon kat Seppatikad e¢avOnuata. TEAOG, UTIAPXOUV TIEPUTTWOELG
nou epdaviovral mpoPAnuata cupnepldopas, Habnolakes SUoKoAleg, aAAd Kal eriAnmTikol
napofuopol. OL LUKNTLOKEG N Loyeveilg AoluwéeLg eival e€ioou ouvnBlopéves. H ouvnOng nAia
eudaviong sivat petatl twv nAkwwv 1 eBdouadacg kat 10 eTwy, pe pé€co 0po nAkiag Toug 3,5

urveg (19).

ErnutAéov, ta meplooodtepa Atopa Tou dev €xouv AdPel Bepaneia, peTaBoAkd pmopel va
endaviocouv KeToAakTik 0€€wan, opyavikn ofuoupla Kol AL UTtepapwyviepia (19). Akoun,
UTOpEL va epdavicouv VOOOUG TOU VWwTLaiou HUEAOU Kal TIPEMEL v ONUELWBEL OTL oplopéva
OUUTTTWHOTA Mopel va pnv emthuBolv/BeAtiwBolv av Sev yivel dpeon BOepameutiki
avTiuetwrion. TéAog, umapyouv TepuTtwoel otn BiBAloypadia mou avadépouv gudavion

CUMMTWHATWV o€ Tadla kat eprifouc, oe meplodoug ayxoug n E€vtovng misong.

TNV MOPAKATW ELKOVA, UTIAPXEL N KAWVIKA eldavion evog veoyévvntou pe EANAeldn Blotwvidaong,

Tou epdavios depuatika e€avonuara.

Ewova 9: KAwvikn Etkova atopou pe éAAetn Botvidaonc
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2.3 OepanevuTiK) AVTLHETWILON

H Beparmeia TNG CUYKEKPLUEVN VOOOU TIPETIEL val €lval Apean, KaBwg pmopel va odnynoeL oe
avarnnpila, Kwpa Kol Enetta oe Bavarto. H kUpla odnyia yla Tn BEPAMEVTIKI) QVTIUETWTITLON £lval
n xopnynon Blotivng oe kaBnuepvny Baon, pe do6on mou umoloyiletal petaty 5 kat 10mg. H
Beparmneia eival (6o ave€aptnta to yovotumo Kat tnv eVIUULKN €VEPYOTNTA TNG BloTviddonc.
Qoto00, Onwc avadEpOnKe, OPLOUEVO CUUMTWHATA OTIWE Elval otk atpodia, n kabBuotépnon

oTNV avamtuén Kat n anwAela akong, elvat un avactpéPipa av epdaviotouyv (19).

Avadoplkd pe tn datpodr), mpEneL va amodevyovtal Ta wpa afyad, kabwg neplExouv apidivn,
n omnola deopevel T Blotivn. Avtiotolyo mpoPAnpa dev SnULoupyeLTaL Le Ta HayelpeUéva afya,
kaBwg n emopkng B€pupavon amevepyomolel tnv afidivn. H xopriynon Blotivng eivat
UTIOXPEWTLKN, AAAQ KL TOL TPOd LA UTTOPOUV VA AITOTEAECOUV TINYEG BLOTivNG. MO0 CUYKEKPLUEVQ,
KaAO eival va katavaAwvovtal oompla, afyad, capdéAeg, kamolol Enpol kapmoi, kabwg kat
npolovta oAlkAG aAeong. AkoAouBel €évag mivakag Pe TNV aviiotolyn moocotnta Blotivng oe

Kamola TpodLua (22).

Mivakac 4: Meplektikotnta Blotivnc oe dtapopa TpoELUa

AByo 50 10
Mavitapla 120 2,6
Mukonatata 80 1,2
DpAaouAeg 110 1,7
Apvydaia 30 1,3
Quotikia 28 4,9
ZuKwTL 74 30,8
ZoAWMOG 63 3,7
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Téhog, atilel va avodepBel otL otn BLBAoypadia UTIAPXOUV TIEPUTTWOELC TTOU UMOPEL va punv
kplBel amatpaitntn n Bepaneia pe xoprynon BLotivng. TG YeVIKEG CUOTAOELS, TPETIEL VAL UTIAPXEL
napakoAouBnon kat ot anodaocelg va Bacilovratl otnv evIUUKN SpaotnploTnTA.AKOUN, TIPETEL
Vo UTIAPXEL €Tola TtapakoAouBnon pe e€etdoelg n/kat afloAoynon, ywa va Kplvetal n

anoteAeopatikotnta tng Bepaneiag (19,21).
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Kedalaio 3: NlaAaktolatpio

3.1 Oploudg Kat EmdnuioAoya

H yalaktolotpio amoteAel €va OmaAvio KANPOVOWULKO vOonua, To Omoilo KAnpovoueital pe
QUTOOWMLKO UTIOAELOUEVO TPOMO. H eudavion tng kupaivetat oto 1 otg 30.000-60.000
vewnoelc. H ouxvotnta sudaviong tng daivetal va TMOLKIAEL, VW UTIAPXOUV TEPLOCOTEPA
TEPLOTATIKA O€ IpAavdoug, AOyw cuyyevelag € aipatog. H mpwtn meptypadn TG voOoou €YLVeE TO
1908 Kkal and TOTe PEAETWVTOL Ol HOPLAKEC KOl KUTTOPLKEG TTTUXEG. Mapod’ autd, EKATO Xpovia

HETA, N maboducioloyia tng Sev EXEL AKOUN SLEUKPLVIOTEL TANPWG.

Odeiletal o avemnadpkela KAMolwv eviUMwY Tou oxetilovtal pe tn yaAaktoln. H yalaktoln
amoteAel £va LOVOOAKXOPLTN, OVAKEL OTNV OLKOYEVELX TWV LSATAVOPAKWY KOl EVWVETOL HE TN

YAUKOUN, TIPOKELUEVOU va oxnUatLoTel N Aaktoln. As cuvnBiletal va kukAodopel eAeUBepn otn

duon (23).

Reductive  gajactitol Galactonate Oidative
. pathway pathway
S Aldose Galactose
Reductase \ ._ Dehydrogenase
“ a-D-Galactose
GALK Leloir pathway
UTP +% Gall-P + UDP-Glc
UGP l GALT e
. Glc-1-P  + UDP-Gal
PPi + UDP-Gal e e ————
Pyrophosphorylase
I GALE pathway :
UGP

UDP-Glc + PPi ———y UTP + Glc-1-P |

Ewkova 10: MetaBoAiouocg yaraktolng (23)

Ot Stadopgg mou evromilovtal o0To HETABOALOUO TNC YOAAKTOINC 08 GUGLOAOYLKH KATAOTOON
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Kol o€ voonpn (yaAaktolalpia) paivetal oto mapakatw oxnua (24).

GALACTOSEMIA
Normal Galactosemia
&5 & 0
4 4 T
Dairy Products Dé:ry Products
Lactose (milk sugar) from dairy products Lactose (milk sugar) from dairy products
Glucose + Galactose Glucose + Galaclose

N\ N\
T

Glucose Build up of Glactose
Energy
Energy For Body Health Problems

For Body

Ewova 11: Ot btapopég tou petaBoAiouou tne yaraktolng (24)

YIapxouv TPELG KATNYOPLES TNG CUYKEKPLUEVNG VOOOU, N KAAGLKN yaAaktolatuia mou amoteAel pia cofapn
KoL aIELANTLKA VOO0 yia T {wn, N OVETTAPKELA YOAAOKTOKLVAGNC, TIOU OMOTEAEL piol omavia ArLa popdrn kat
TENOG N QVEMAPKELD TNG ETLUEPAONC TNG YAUKOING, TTou amoteAel omdvia Kal e molkiAn Bapltnta voco. H
kAaotkr yaAaktolatpia, onws avadépbnke, opeiletatoe pioavwpaiio otov petafoAlopotng yahaktolncoe
yAukoln efautiag tng EANAeWPng €vog, amod TA QMAPAITNTO ylo OU- TEC TIC EVEPYELEC, €VIUMO, TNV
ouptdulotpavodepaon e 1- pwodopikng ya- Aaktolnc. H evlupikn QVEMAPKELD EXEL WC OUVETELQ TNV
OoUOOWPELON TNC ya- Aaktolng i e 1 pwaodopikng yaraktolng galactose-1-phosphatase atoug Lotouc. Ot
Slapopetikol tumot yohaktolauiag opeilovtal o petaAAaéelg ota yovidia GALT, GALK1 kat
GALE (9p13, 17924, 1p36), mou kwdlkomolouv Ta TPl €viupa Tou eival amapoitnta otov
METAPBOALOUO TNG YaAAKTOING, HUE amotéAecpa tnv SuoAeltoupyla tng HeTAPBOALKAG 0dou

anodopunong tn¢ yalaktolng Leloir (23).
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3.2 KAwikn Elkova

Ta oupntwpata tngyahaktolauiog yia ta Bpédn epdavilouv otnv apy duckolieg otn aition, xaunAn
auénon Tou cwpatikol BAPOUC KaL 0T CUVEXELD UTIOYAUKALULD, EPETOUC, SLAappoLa, NMATOOTIANVOUEYaALa
kal téhog AnBapyo. Ocot katadépouv va emplwoouy xwpig Siatta epdavilouv dtavontikn kabuotépnon,
UToyAUKOLULO, NTTOTLKA KIPPWaT, UEPTAON KAL 0OK(TN. ITOL ATOMA ME TN Mo AT popdn yaAaktolatpiog

eudaviletal KatappAKTNG, VW 0TN TILO OTtAvVLA Lopdr), UTLAPXOUV TTOLKIAQ CUUTTWHATA.

Ma tn Sdyvwon ¢ vooou xpelaletal el6IKn e€€taon amo tnv mtépva tou Bpédouc n pia e€€taon ovpwv
TIOU EAEYXEL TNV TTAPOUGLA TWV EVIUUWY TIOU AMALTOUVTOL YLa TO LETABOALOUO TNC YAAAKTOING. INUOVTIKOG

elvat kot o €heyxog tou Bpédouc oTo map Kat oTov OIMARVa yLa TuXov loykwan (25).

If a galactosemic
infant 1 given milk,
unmetabolized mitk
sugars bulld up and
damage the liver, eyes,
kidneys and brain

Ewkova 12: KAwvikn Ewkova lNaAaktolatuiac
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3.3 OepanevuTIKA AVTLHETWILON

Mo TNV QVTILETWTILON TNG yohaktolaluiag UmapXouV KAMOLEG CUOTACELS Tou Bupilouv TIG SLOTPOdLKES
obnylec oe buoavelia otn Aaktoln. H yeviky ovotoon emBaAlAel tnv amoduyn KotavaAwaong
YOAQKTOKOMIKWY TIPOLOVIWY KaBWE KAl TpOdLUa tou mepléxouv Aaktoln. Av kamolo Bpédog epdavioet
OUUMTWHOTO, TPEMEL va. 600l umokatdotato yahaktog pe Baon tn ooyla. Afilel va avadpepbel otL to
ayehadwvo yala mepléxet 227mg yahoktolng/100mL kat to untptkd yala 350mg yalaktolng/100mL, evw
T0 yaAa ooylag meptéxel 1,5mg yahaktolne/100mL. EmumAéov mpoooyn mpémnet va §oBel o ppouta Kat
Aayavikd, wote va afloAoynBel n MEPLEKTIKOTNTA TOUG O€ YOAAKTOLN Kal va Slvovtal 68 GUYKEKPLUEVN
noootnta. YPnAn ouykévipwon oe yolaktoln €xouv ta KoprmoUTla, oL VIOUATEC, oL XOUPUASES Kal oL
KOLUTEPEC TILTEPLEC.

Mivakog 5: Tpdpuua mou Sev enttpenovral o€ Madaktolatuio

BoUtupo
FaAa Ko yoaAOKTIKA OTEPEQ

ZKkOvn yaAaktog/ mpwrteivn

YaAaKtog

BoutupoyaAa

Kpéua

Garbanzo ¢pacoAia

Amayn okovn yaAaKtog & oteped
Evtoo0ia kpéatog

Tupl

ZEPUMETL

EkTO¢ amo ta mapandavw teodua, afilel va onpelwBel OTL UTTAPXOUV apKETA dpouTa Kol
AQXQVIKA, TIOU TEPLEXOUV XaUnAd Tood yoAoKtolng Kal (ow¢ of HEYAAn ToootnTa Vo
ennpealouv TNV vyeia Twv atopwyv pe yaAaktolauia. 2tn BBAloypadia, untdpyxouv avadopeg

mou Selyvouv OtL pa Slouta xwpic Aaktoln eUmAOUTIOUEVN o dpouTa Kal Aaxovika Sev
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ennpealel ta enimeda yoAaktolng oto aipa, oAAA OUTE Kal TNV UYELD TWV ATOUWV ME

yaAaktolatpia (26).
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KedaAairo 4: N6oog Oupwv pe Oopn Zdevéapov

4.1 Oplopog kat Eménuiodoyia

Elvat pia amo TG 9 KAnpovouIKES SLatapaxEG TOU UETABOALOUOU TWV SLAKAQASIOUEVWY AULVOEEWY
- Aeukivn, LooAeukivn, BaAivn - Tnv onola meptéypadav yia mpwtn ¢opad ot Westall, Dancis kot
Miller to 1957. Eival yvwotn kot w¢ Ketovoupia Atakhadiopévng AAUoou. Xapaktnpiletal anod
QUENUEVN CUYKEVTPWON TWV TPLWV SLOKAASIOUEVWY OLVOEEWY KOL TWV KETOELEWV TOUG OTOV
opyaviouo, cuxva oe eninmeda 50mAdoia twv ductoloykwyv. O KUpLo¢ Adyog mapouasiag Tng
vooou elval n HELWHEVN AELTOUPYLKOTNTA TOU EVIUMIKOU OUOTAUOTOC TNG QA-KETOOELKNG
adubpoyovaong (BCKHD). H vooog MSUD. KAnpovopeital HE QUTOCOWHOTLIKO UTIOAELTTOUEVO
xopaktipa kot n ouyxvotnta &tebvwg eivat 1:185.000 yevvroelg, evw otov MANBUOUSO Twv

Mevvovitwv tn¢ NevouABaviag (HMA) n cuxvotnta avépxetal o 1:176 yevvroeLG.

Mo va YrmopE€aoel va yivel Slayvwon tng vOoou, TIPETEL VA EVTOTILOTOUV Ta auénuéva eninmeda
Aeukivng, LooAeukivng kat BaAlvng oto mMAAGopa Kal ota ovupa. ldlaitepa onuAvTikO €ival To
YEYOVOC OTL UTIAPXEL TIPOYEVVNTIKOG EAEYXOC. 2TNV TIAPAKATW EIKOVA, GALVETOL TO TIPWTOKOAAO

€AN€yYXO0U ylaL TOV EVIOTILOUO 1) OXL TG vOoou (27).

Newborn screening

Tier 2 screening

Plasma amino acids '
‘_ Urine organic acids ' _.

Dinitrophenylhydrazine
(DNPH) test '

and alloisoleucine

XLE-OHPro: valine, leucine, isoleucine,
alloisoleucine, hydroxyproline

Ewkova 13: MpwtokoAAo eAgyyou yia evrormioud MSUD (27)
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4.2 NaBoduoiodoyia

To MSUD eilvat pa petaBoAikny Statapaxr mou TMPoKaAsital anmd UELwUEVN AElToupyia Tou
oUMMAéypatog eviUpuwv BCKAD. H peltwpévn Spaotnplotnta toug avéavel ta emnineda BCAA kot
TPOKOAEL TOELKOTNTA OTOUG OKEAETIKOUG LUEG KAl 0TOV EYKEDAALKO LoTO. O KataBoAlopdg BCAA
elval amnapaitntog yla tn Uetatpomnn Agukivng, L0oAgukivng, kot BaAilvng ota aviictolxo a-
KETOEEQ TOUC He apwotpavodepaon StakAadlopévng aluoidag evtog Twv ptoxovdpiwv. H
Sladlkaoia auTr MPAYUATOTOLEITOL O0TO OKEAETIKO WU. Ta BCAAs sival amapaitnta yla tv
avBpwrivn {wn, mailovtog onuavtlko poAo otn cUVBOeon Kal tn AELToupyla TwV MPWIEIVWY, OTNV

KUTTAPLKI) ONUOTO80TNCN KoL OTOV UETABOALOUO TNG YAUKOING.

21tn ouvéxela, To cLUMAeypa BCKAD Egkva tnv ofeldwtikn anokapBofuliwon Twv a-KETOEEWY,
€10l WOTE va SnuoupynBolV Ta a-KETOEEQ, TO AKETOELKO, TO aKETUALO-COA Kal nAekTplko-CoA,
onwc ¢aivetal oto akoAouBo oxrua. Ta avénuéva enineda BCAA oto cwua Adyw nmaboyovwy
EAATTWHATWY OE QUTA TA OUCTATIKA TpokaAlouv MSUD, oénywviag o€ pa TolkiAia
CUUMTWHATWY, cuprnepthapBavouévng tng SuoAeltoupylag Tou 0VOCOTIOLNTIKOU GUOTAHOTOC,
TOU OKEAETIKOU HUOC KOL TOU KEVTPLKOU VEUPLKOU CUCTHUATOC. Mo CUYKEKPLUEVA, OL SLOTOPAXEC
Tou petafoAlopol BCAA umopouv va mpokaAéoouv avwHaAieg otn cuvBeon yAouTtaptvikol ou
odnyouv oe dladopa veupoloyika mpoPAnpata os acBeveic. O EAeyX0C TWV CUYKEVIPWOEWY OTO
mAdopa twv emumedwv BCAA eival to KAeWdl yia TNV mpoAndn autwv TWV CUMUMTWUATWV.
ErutAéov, n cuocowpeuon Aeukivng eivat e€alpetikd veupotolikr). Ta auvénuéva enimeda Agukivng
UTIOpoUV VA EMNPEACOUV TNV OUOLOCTACN TOU VEPOU, TipokaAwvtag mpnélpo otov eykédalo,
oAlolwon ¢ opolootacng alwTtou HELWVOVTAC TIEPALTEPW Ta emimeda yAOUTAULVIKOU Kol

auvéavovtag to ofeldWTLKO oTpeG (28).

/’ Branched-chain aminotransferase n
a-Ketoglutarate l l l Glu
KIC KMV KIV

;T v

E1B
o v

Isovaleryl-CoA a-Methylbutyryl-CoA Isobutyryl-CoA

Acetyl-CoA Acetyl-CoA Succinyl-CoA
> +

acetoacetate succinyl-CoA

Ewova 14: NMadopuatodoyikoi Mnyaviouol MSUD (27)
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4.3 KAwikni Ewkova

H KAWLKA €lKOVA TWV OTOUWV HE TN OUYKEKPLUEVN VOOO TepAaUBAVEL Pl OEpd amod
XOPOAKTNPLOTIKA. ApXLKQA, epdavilovtal eykepoAikeg BAAPeC, BAABEG KoL oTASLAKOG EKPUALOUOG
TOU KEVTPLKOU VEUPLKOU CUOTAHATOC. ETUIMAE0V, XApAKTNPLOTLKO CUUMTWHA TNG VOOOoU, TIou Sivel
KOlL TO OVOUQ, €lval To oUPa TTOU €XOUV TN XOPAKTNPLOTLKI) O TOU OLPOTIlol 0hEVOAOU PETA

oo MOANEC NUEPEC CUCCWPEVUONCE TWV AULVOEEWY Ta omoia dev €xouv PeToBOALOTEL.

AKkOun, mpémnel va avadepBel mwg umapyxel mBavotnta n voéoog va epdavioTel eite oe eAadpla
elte oe o ocoPapn popdn. H coBapn popdn tng vooou ekdnAwvetal oe ddotnua 3 €wg 5
NUEPWV HETA TN yévvnon He ARBapyo, eudavilovtal duokoAieg oitiong, umvnAla, HULKA
okapia, Kwpo, KABwWC KoL TN XAPAKTNPLOTIKI) oour olporiol odpevéapou ota ovpa. H pétpla
popdng vooou epdaviletal oe madld peyaAltepng nNAKiaG TpokaAwviag €EEAKTIKA

VEUPOAOYLKN Slatapayr mou xapaktnpiletal kupiwg amo Puxokvntikr kabuotépnon (29,30).

Ewova 15: Bpgpn ue MSUD
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4.4 OepanevTIK AVTLHETWTLON

H Oepameutikn QvVTIUETWILON €lval amapaitntn va yivel apeoca. Avaloya HE TNV KAWLKA
KOTAOTOON TOU VEOYVOU, N oition Ba yivel evtepikd f mapevteptkd. O KUPLOC OTOXOG Elval N TLo

ypnyopn enavadopd Tou VEOYVou oTn o(TLoN amo To OTOUA.

ApXLkO otddlo yla tn SlatpodIkr AVILLETWTILON €lval N amoudkpuvon tng Asukivng Kol Twv
TOEIKWV UETAPBOALITWY ATIO TOV OPYOAVIOUO TOU VEOYVOU. ITn CUVEXELQ, TIPEMEL va SlopBwOel n
HeTaBoAk of€won Kol va amokatactabel n NAekTPOAUTIK Loopporia. EmutAéov, mpémel va
YIVEL pUBULON TwV eTUMES WY TWV SLAKAASIOUEVWVY apvoéEwy oTo aipa Kal va yivel datripnon
Tou ooluylou alwtou. TENOG, PEMEL va S0Bel emapKg eVEPYEL, WOTE va TIPoANdOEel 0 LOTIKOG

UETABOALOUOG.

Adou enavéNBeL n katdotaon Tou veoyvou o pucloloyika emineda, Ba mpemnel va undapfouv
OUVKEKPLUEVEG Slatpodikég odnyieg ed’ opou TwNG. ZUYKEKPLUEVA, TOL VEOYVA TIPETEL va
akoAouBrjoouv pla ocuvBeTikn Slatta dptwyn ota tpia StakAadlopéva apvotea n onoia £xeL oav
oTOX0 KT apxnV TNV eniBilwon Tou acBevolg Kal 0T CUVEXELO TN VONTLKN TOU avamntuén, 600 To
Suvatodv mo kovtd ota enineda Tou ¢puactoAoyilkol. Ol AVAYKEG O TMPWTEIVEG KAAUTITOVTAL E
eAelBepo ota SlakAadlopéva piypa apvofEwv, TTou TAPEXEL TOUTOXPOVA TLG QMAPAITNTEC
Bitapiveg, yyvootolxeia kat pétalha kat arnoteAel to OgpéAlo Aibo tn¢ diattag tou MSUD aoBevi
yla To umdhouto tou Biou tou. Ol €VEPYELOKEG QTIALTAOELG KAAUTITOVTIAL UE TIOAUMEPN TNG
YAukolng, Laxapn Kat dputika Airn. Apxikd xopnyouvtal MCT kal ot cuvexela eAaloAado. Itov

akoAouBo mivaka, daivovral oL KaBnUePLVES SLATPOPLKEG CUOTAOELS yLa Ta Bpedn (27,31).

Mivakag 6: Suotaoelg yia Bpepn ue MSUD

Neukivn (mg/kg) 40-100
looAgukivn (mg/kg) 30-90
BaAivn (mg/kg) 40-95
Npwrteivn (g/kg) 2,5-3,5
Evépyeia (Kcal/g) 95-145
Yypd (ml/kg) 125-160
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Kedalaro 5: Kuotiki lvwon

5.1 Oploudg Kat Emdnuioloyia

H kuotikn ivwon i aAAlwg LVOKUGOTIKI) VOOOG Elval La YEVETIKN acBévela n omola emnpealet
OUCTAHATA OTIWGE TO OVATIVEUOTLKO, TO TETTIKO KL TO avarmapaywylkod. H Kuotikn ivwon anoteAel
N 1o ouxvn Bavatndopo yevetiky aoBEvela, pe Tov eMUTOAacpd va GTavel To 1 MeEPLOTATIKO

otoug 3000 Aeukoug(32).

H KuoTIKN lvwon glvat Plo aUTOCOWLKI UTIOAELTTOEVN SlaTtapayr) TIoU OXET(ETAL LUE UETOAAAEELG.
MpooBAAAEL TOUG TVEUPOVEG, TO TIAYKPENG, TO €EVIEPO, TNV NmatoxoAndopo 086 Kkal To

QVATOPAYWYLKO CUOTNUA, KUPLWE TwV appevwy (33).

H Stdyvwon TNG KUOTLKAG (vwaong YIVETAL OTAV UTIAPXEL BETIKOC VEOYVIKOG EAEYXOG I} TOUAQXLOTOV
€val onpeio/cUpMTWHO TTOU UTIOSNAWVEL UTIAPEN KUOTIKAG LVWONG 1} OLKOYEVELAKO LOTOPLKO, UE

yovLo 1 kamolo arno ta adépdla va vooouv (34).

O VEOYVLKOG €AeYXOC YIveTaL 5 WG 14 NUEPEC LETA TN YEVVNON, ATOTEAEL Evav TPOTIO EVTOTILOUOU
TWV VEOYVWV TIOU €ival mBavo va MAcYXouv oo KUOTIKA (vwon. AKOUN, TPOYHOTOTOLETal
Sdoklpaoia 16pwta, OMOU PETPLETOL N CUYKEVIPWON LOVIWV XAwpiou otov 1bpwta Tou acBevoug

(33).
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5.2 KAwikn Etkova

Ta cupmTwHATa TNG KUOTIKAG ivwong mpwtogudavilovtal HECH OTOV PWTO XPOvo TG Iwng,
oAAG pmopel va epdaviotolv Kol apyotepa otnv maldiky nAwkia. H ocofapotnta twv
OUUTTTWHATWYV TOWKIAEL. KUPLO XapaKTNPLOTIKO TNG KUOTIKNG ivwong eival n epdavion wbiaitepa
TIaXUPPEVOTWY Kal apudatwUEVWY ekkploswv amo diadopa dpyava Kal adEVEG TOU CWUATOC,
LE OUMOTEAECA TN OTASLAKI KATAOTPOGN TOU LOTOU TTOAAWV 0PYAVWV KL TNV AVETIAPKELO AUTWV.
2TIC TEPLOCOTEPEC MEPLUTTWOELG, TTANTTOVTAL OL TIVEUUOVEC HE TEALKI) KOTAANEN TNV AVATIVEUOTLIKN
QVETIAPKELA KAl TO BAvato. Ta CUUMTWHATA TOU OVATIVEUOTIKOU CUOTAUATOC €lval 0 EMIMOVOG
Brnxog, o ocuplynog, n Suomvola KaBwe Kal ot emavaAapBavopeveg AoLUWEELS Tou Bwpaka TTou

nipokaAoLV BAABN oToug MVEULOVEG.

ErutAéov, epdaviletal MayKPEATLKI) AVEMAPKELD AOYW TNG LELWHEVNG 1 KNSV TTOPOYWYNG
ev{UUWV TIOU amaltouvTal yla TNV MEYn Twv Tpodwv, yeYovog mou odnyet o€ kakn Bpédn kot o

QTTAEG Kol KABNUEPLVEG AOLUWEELG.

‘Ocov adopd OTA YAOTPEVIEPIKA CUMMTWHATA, UTIAPXEL UTTOCLTIOUOC TIOU 08nyel o€ HKpn
OWHATIKA avamtuén kat XapunAn avénon tou Bapoug, dloykwpévn Kowld, SuoKoAOTNTO Kot

peyaAa og péyeBog Autapd KOTpaVA E €VTOVN KAKOOUia.

Akoun, Onuloupyeital kippwon Ttou nAmatog kot koapdlakr avemdpkela. Eudaviletal
PEVHATOELSNC apBpitida, 00TEOTOPWON KoL OCTEOTEVIO ard TMOAU HIKPH NAKLO, AOYyw KAKAG

anoppodnong oplopévwy Brrapvwy kot iwg tng Brtauivng D (33).

Cystic fibrosis and your child's body
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Ewova 16: Kuotikn lvwon o€ matdia
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5.3 O€pAMEVTIKA AVTLLETWILON

H Statpodikn mapéufacn ota matdld e KUOTLKN (Vwaon amooKomel oTnv KAAUYN TwV avoyKwy
TOUG OE EVEPYELD KOl Opemtikd ocuotatikd, wote va efaodaliletal emapkng avamtuén. O
UTIOOLTIONOG Kal N aduvapia avénong tou cwuatikol Bapoug eivat cofapd mpoPAnuata otnv

KUOTIKN (vwon, Tapad Tig mpoondbeleg anoduyng Toug Kal tn cuxvh mapakoAoudnon (35).

To auénuévo épyo avamvorng AOyw TNG KOKAG TIVEUMOVIKNAG A€ltoupylag Kol Ol XPOVLIEG
QVATIVEUOTLKEG AOLUWEELG TTOU TTpowBoUV Tov KATABOALOUO 08nyoUV O UEYANEG EVEPYELOKEG
Samaveg. AUENUEVEG EVEPYELOKEC OVAYKEC TIPOKUTITOUV KAl OE ATOMO HE SLafnTn TNG KUOTIKAG
lvwong, AOyw amwAELaG OPEMTIKWY CUCTATIKWY oo TNV UTapén MPWTEIVIKOU KATABOALOHOU Kal
vAukoloupiag. Akoun, pmopel va umdpéel kat avopetia Aoyw tN¢ vooou. MNa moapadsiyua, n
yaotpoolcodaylkn mMaAlvépoulky vooog mou epdaviletal oe kamolou¢ acBeveilg pmopel va
EMNPEACEL TNV Opefn N va odnynoel ot emMelocOdla €UETOU KOL APA OMWAELD BPETTIKWY
ouoTatikwy. AKoun, Stadopol PuxoAoykol mapayovieg emnpealouV TNV EVEPYELOKN TPOCSANYN.
H emapkng mpooAndn evépyelag, €0ka Kata tn Bpedikn kat vamoakn nAkia, Bonba otnv

amoduyn KOG OmOTOUNG HELWONG TNG MIVEL HOVIKNC Asttoupyiag (35,36).

OL UTIAPXOUOEC KATELBUVTNPLEG YPAUUEG YLa TN SLaTpodr) 0TNV KUOTLKA (vwon €0TLalouv KUpLwg
otnv evépyela kat ta Autidia, mou mpémel va ¢tavouv to 40% TNG OUVOALKNG evépyelag. OL
000eVElG UE KUOTLKN (VWOT, CUYKPLUEVA EKEIVOL UE TIOYKPENTIKA QVETIAPKELQ, £lval TBavo va
eudavilouv HEWUEVN amoppodnon Twv TPWTEIVWY TNG TPOodng Aoyw tnGg EAAEWNG
TIAYKPEATIKWY eVIUUWV TIoU TG Slaomolv. AeSopévwy, AOUTOV, TWV QUENUEVWV OTMWAELWV
MPpwTeIVwV Adyw Sducamoppodnong Kal Twv auENUEVWY avayKwy Katd Tig mepLodoug £€apaong
NG vooou n KaAudn tou 20% TwvV NUEPHOLWV EVEPYELAKWY QVAYKWY TIPETEL VAl YIVETAL ATO

npwteiveg (36).

Ot vdatdavOpakeg KOAUTITOUV TO UTOAOUTO TNG amapaitntng nUepnolag svépyelag, adou
UTTOAOYLOTOUV OL aVAYKEG o€ Allmog Kal mpwTteivn. Tuotivetal dnAadr, to 40-45% tng NUEPNOLOG
EVEPYELOG VA TIPOEPXETAL ATIO UOATAVOPAKEG. IXETIKA E TIG SLALTNTIKEC (VEG, N KATOVAAWOT] TOUG
oo To odLA e KUOTLKN (vwaon gival PKpOTeEPN amod aUTAV TWV UYLWV GUVOUNRALKWY Toug. Ooov
adopd oTo OXETWOUEVO HUE TNV KUOTIKA (vwon ocakyapwdn Slafntn, €lval onUavtikog o

YAUKOULULKOG EAEYXOC KOL N ETAPKELA EVEPYELAC (36).

H ducamoppodnon tou Alrmoug mou opelAETOL TNV TTAYKPEATLKA OVEMAPKELX TIOU Epdavilouyv ol
0a0Beveig Le KuoTIKA (vwon pnopet va odnynoet o avemapkelo AUToSLaAUTWY BLTapvwy, onote
OUGTNVETOLXOPHYNON OUUTMANPWHATWYV. EAAeWP N AUTOSLAAUTWV BLTOULVWV UTTOPEL VOL EMNPEACEL
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NV KaAn avamtuén Tou oKeAETOU, TN AETOUpPylol TWV KUTTAPWY Tou emiBnAtakol LOToU, TO
QVOCOTIOLNTIKO oUOTNHA TWV A.0OeVWY KoL KOT EMEKTOON TNV LKAVOTNTA TOUG VA AVTLUETWII{ouV
XPOVLEC 1| ofelec AoluwEELG TOU avamveuoTikoU. H avenadpkela vdatodlaAutwy BLTapwvwy oe
aoBevelg pe KuoTKN vwaon 8ev gival cuyvh. H cUUMANPWUATIKA XOPAYNON TOUG GUOTHVETAL

LOVO O€ TIEPUTTWOELG KATAYEYPAUUEVNG OVETIAPKELAG (36,37).

OL aoBevei¢ He KUOTIKN lvwon ouxva €Xouv UEYAAUTEPEG OVAYKEC OE CUYKEKPLUEVA avopyaval
otolxela, Oonwg vatplo, acPéotio, oibnpo kat Peuddpyupo. OL AUENUEVEC QUTEG QVAYKEG
TPOKUTITOUV AOYyw auénuévng edibpwong, eviepikng Suoamnoppodnong Kat xpoviog GAEYLOVAG
(37).

Y€ YEVIKEG YPAUUEG, LOAVLKOC TPOTIOG GLTLoNG yLla TNV TAELOVOTNTA TWV BpedwV Ue KUOTIKN vwaon
OUOTHNVETOL O UNTPLKOG ONAQCUOC. MeEPUTTWOELG OTIOU 0 UNTPLKOC ONAaoUOC lowg dev pmopel va
npotaBel eival ekeiveg Twv Ppedwv Mou £XOUV UMOOTEL EKTETAUEVN eMEUPaOn TOU AemToU
EVTEPOU AOYW EAEOU TOU pNKwviou. 2ta Bpédn autd mpenel va xopnynBel ddpuouAa yaAaktog
pe uSpoAupévn Mpwteivn. Me tnv oAokApwaon Tou TPpWTou xpovou Iwng, otav ta Ppédn
OTAUATOUV TNV KOTOVAAWON UNTPLKOU yaAakTtoc 1 Bpedikng popuouliag, Ba nmpémnel va apyilouv
TNV KATavAaAwaon mANPouG YAAAKTOC Kal OxL XapunAoU o€ Autapd. H elocaywyn otepewv Tpodwy
COUOTNVETOL VA YiVEL, OTIwG KaL ota vyl Bpédn, avaueoa otov 40 Kal 60 punva. Ze mepimtwon un
KOAUPNG TWV EVEPYELOKWV QVOYKWV Tou PBpédoug, ite autd €xel amoyalakTloTeL eite OxL,
UTTOPEL VA YIVEL EUMTAOUTIOMOG TOU UNTPLKOU YAAQKTOC 1} TWV OTEPEWV TPOPWV. TNV VNTILOKI KL
™V TPooXoAlkr) nAkkia to maldl Ba mpemel va €xel pa dtatpodn uPnAn o ALMOC Kal PE
EVEPYELOKA TIUKVA TPOdLUA. O EUMAOUTIONOC TWV TpodipwyY He PuTikd EAata, BoUTupo, TUPL KL
Kpépa yaAaktoc Bonba otnv avénon tng evepyelakng mpooAnPng twv acBevwv. EmutAfov,
yilveTal xprion cUUMANpwWUATWYV SLatpodig and To oTopa. H eVviepLKN OLTLON CUCTAVETAL, OTAV N

Qo Tou otopatog mapepBaon eivat avemtuxng (37).
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Kedalaio 6: Owkoyevig YrnepxoAnotepoAatpio

6.1 Oploudg Kat Emdnuioloyia

H olkoyevr g UTEPXOANOTEPOAQULLIO OITOTEAEL TNV TILO OUXVH VEVETIKN dlatapayrn Tou
peTaBoAlopou. H mabnon autr) KANPOVOUELTAL [LE TOV AUTOCWLKO ETLKPATOUVTO XAPAKTHPA KoL
odeiletal oe petala&n tou yovidiou mou kwdikomolel tov LDL umodoxéa oto xpwpoowpa 19.
ATOTEAEOUO QUTAG TNG METAAAAENG €ival n Statapoaxn twv LDL umodoxéwv Kal GUVENWG N
avénon tnNg ouykévipwon¢ twv LDL Autompwrteivwvy, n omoia odnyel o ocucowpeuaon

XOAnoTteEPOANG otnV KukAodopia.

H ouxvotnta eudaviong tng OLKOYEVAG UTIEPXOANOTEPOAALUIaE OTOUG opoluywTtes Eelval
1:10000000 dtopa. Tou¢ OpolUYWTEC KANPOVOUELTAL KAl oo Toug SU0 YOVE(C To peTaAAayUEVO
yovidlo mou kwdikomolel Tov LDL umodoxéa e QMOTEAECHA VO NV €XEL KAVEVA PUGCLOAOYLKO
yoviSLlo Kal va pnv prmopouv ol LDL Autonpwteiveg va cuvdeBolv pe tov kKatdAAnAo urtodoxEa.

JUVETELX TWV TIAPATIAVW Elval va SLaTApACOETAL EVIEAWG O LETABOALOUOC TOUG.

H dlayvwon tibetal pe KatdAAnAo gpyaotnplako EAeyxo yla TNV amokAlon Twv dsuteponadwy
attiwv untepxoAnotepolatpiag. Mpayuatomnoleital aviyveuon Twy emMESwV TwV TPLYAUKEPLSIwY
ota €TepOlUya ATOUA, TNG OALKAG Kal LDL xoAnotepoAng oto aipa, moapoucia favOwudtwy,
€A\EYXOC OLKOYEVELAKOU LOTOPLKOU OXETIKA e Ta emimeda Twv Autdiwv Kat tnv nAkia epdavionc.
H dtayvwon pmnopet va emiBefalwbel oe epyaoctripla ta onoia xpnoLlonolouv tnv texviki PCR
UE TNV omola aviyvevetal n petaAlaén tou LDL umodoxéa evw mapdAnAa pmopel va yivel

UETPNON Tou aplBpou Twv LDL urtodoxéwv (38).
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1. LDL-C level of 140 mg/dL
2. Family history of those closer than the two parents (FH or early CAD)

|

Criteria 1 and 2

Diagnosed as FH | €——0wnu-— > b
; Distinguish heterozygote l , ‘
and homozygote 1 only 2 only
Blood relative with LDL-C> | v /!
Yes 180 mg/dL o —
| based on detailed family survey LDL-C <100 LDL-C = 100-140
FH suspected l mg/dL mg/dL
No
Other diseases that cause hyper-LDL l 1
cholesterolemia (Table 2)
' Low possibility of FH 'H suspec
l Vi l No po y FH suspected
Disease * Clinical Follow-up approximately
treatment observation once a year
Yy
Consult a specialist if diagnosis is difficult * :1f LDL-C level of > 180 mg/dL persists,
(consider genetic tests) _ consult a specialist.

Ewova 17: Atayvwon YrnepyoAnotepodatuiog (39)

METABOAIKA NOZHMATA STHN TMAIAIATPIKH KAl AIATPO®IKH ANTIMETQIIZH, MANATIQTOY MAPIA

46




6.2 KAwikn Ewkova

ITa VEOYVA UE OLKOYEVI UTEpXOAnotepolatpio n XoAnotepoAn slvatl €L €wg oxtw $OpPEC TILO
auvénuévn. Kabwe peyalwvouv ta matdld amoktolv otedaviaia voco amnd tnv nAkkia twv 10
etwv. Exel emiong kataypadel n eudpavion oféog epudpdypatog Tou puokapdiov oe Bpédog
nAkiag 18 pnvwv. Maboyvwuikd yvwplopata anoteAouv n epdavion TEVOVTIWVY avBwudTwy,
TIOU TtapaTnpouvtal otnv moatdikn nAkia, kat urmtodeppatikwy emninedwv  olwdwv avbopudtwy.
Ta televtaia spdavilovtal ota yovata, OTOUG OYKWVECG, OTOUG YAOUTOUG, ota SAKTUAQL TOU
XEPLOU KAl QMOTEAOUV KITPWVWITEG TAAKEG. TA CUMMTWHATO OTEVWONG TNG aopTLkNG BaABidag
eudavidovral Adyw tng cucowpeuong Audiwv o autrv. EmutAéov ol aoBeveic epdavilouv
apBpitideg Kal cucowpeuon KPUOTAAAWV XOANOTEPOANG oto apbplkd uypo Tou UTopel va
OUCOWPEVETAL OTA YOVATA, OTOUG OYKWVEC, OTOUC KOPTIOUG KAl OTLG EYYUC HECOPAAAAYYIKEG
opBpwoelc. Ta atopa e owkoyevr) unepxoAnotepolatpia {ouv péxpt TNV nAkkia twv 30 eTwv

Tieplmou kat o BAavatog mpokaAeltaL amo eMUTAOKEG TNG oTedaviaiog vooou(38).

Ewova 18: KAwikn Eikova Bpepoug ue Owkoyevn YrepyoAnatepoAaiuia (39)
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6.3 OepAMEVTIKA AVTLHETWILON
H QVTLETWILON TNG CUYKEKPLUEVN VOOOU aKOAOUBel éva MPpwtokoAAo, Onwg daivetal otnv

TIOPAKATW €LKOVA(39).

More than 10 years old - : Less than 10 years old
l FH diagnosis 1

LDL-C = 180 mg/dL at diagnosis Lifestyle guidance )

Ves l No at follow-up
Lifestyle guidance . No l
Lifestyle guidance ) <— at follow-up LDL-C > 200 mg/dL
! ) L occurs more than twice
: : in a row
LDL-C > 180 mg/dL LDL-C > 180 mg/dL
No more than twice No l Yes
during course
Yes e
l . Consult a specialist
Yes :
(consider a drug
Initiate drug therapy ). Continue lifestyle guidance therapy)

(1) Evaluate the LDL-C level after instruction of approximately a month. If the levels is <180 mg/dL, follow-up
regularly.

(2) Continue lifestyle guidances and evaluate LDL-C levels thrice a year.

(3) First-choice drug should be statin. Start with a minimum dose. If there is complication of early CAD in the
family history or diabetes, management target level of <140 mg/dL should be maintained.

Ewova 19: Ospansutikn Avtiuetwrion Owkoyevouc YrnepyoAnotepodaiuiog (39)

ApxKO Kal onuavtikd BrAua amoteAel n kabodnynon ywa tov tpomo {wng Kat To €i60¢ NG
Slatpodng mou mpEmel va akoAouBnBesl. H dapuakeuTik aywyr €lval Kal outh CNUAVTLKA,
edpooov xpelaotel. H dtatpodn mpémel va eival éva StatoAoylo pe xapnAn mpdéoAnyn Atmoug
(20-25% tNnNC OUVOALKAG evepyelaknG TPooAndng) Kal Ta KOpeoHEva Aumapd oféa vo pnv
Eemepvolv 10 7% TNG OUVOAKNG evepyelag. H mpdoAndn tng xoAnotepoAng dev mpéEmel va
Eemepva ta 200mg nuepnoiwg. ZnUavTko, emiong, eival n datrpnon €vog uyloUg CWUATIKOU
Bapoug. H maxuooapkia Kol CUYKEKPLUEVA N evamtoBeon omAayvikoU Almoug pmopet va odnynoet
0€ OVWHOAN €KKpLON AUTOKUTTAPOKIVWY o€ TtaldLd, n omnoia punmopel va 06nynoeL o€ PETABOALKEG
SlatapaxEc kal aBnpookAnpuveon. TEAOG, elval amapaitntn N kabodrynon ylo cwUATIK AoKNoN

Kat n armoduyr Tou Kamviopatog kat Tou mabntikol kamnvicpatog (39).
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Kedalaio 7: Mpomioviky Ouapia

7.1 Oplopudg Kat Emdnuioloyia

H mpomioviki ofuatpia eival pia petafolikr) Statapayn otnv onola Pl EAATTWHATIKA Lopdn
Tou gv{UoU COA €XeL WG ATOTEAECHA TN CUCCWPEUGH TOU TPOTILOVLKOU 0£€0G. To £VIUHO aUTO
EUMAEKETAL OTOV KOTOPBOALOUO TNG LooAeukivng, tTn¢ BaAivng, tng pebelovivng, Twv Autapwv
of€wv, TNG XOANOTEPOANG Kol TwvV VOUKAeoTSiwv. Kabwg o opyaviopog Sev umopsl va
petaPolioel Stadopeg ouaieg mapatnpeital Sltatapaxn oTnV mopaywyn EVEPYELAC KL TO ATOUA

auta €xouv éva eidog Suoaveiag oTig mpwtelved.

H vooo¢ kAnpovopeital amd Toug¢ YOVEIC UE QUTOOWULKO UTIOAELUTOUEVO XOAPAKTPO KAl O
ETUWMOAAOUOC Kupaivetal oe 1 meplotatikd ava 100.000 yevvroelg. MNa tn didyvwon, gival
armapaitntn n  Swadikacia  eviomiopol auénuévwv  emumédwv  yAukivng, aAavivng,

pHeBUApaAoOVIKOU Kat porovikol of€og ota ovpa (40).

Enzyme Defect in Propionic Acidemia

0Odd chain fatty acids

Isoleucine, threonine, methionine, valine
Precursors to <
Side chain of cholesterol

propionyl-CoA

Propionic acid
3-Hydroxypropionate
Propionyl-CoA Methylcitrate
Propionylglycine
Tiglylglycine

X

Enzyme defect: deficient
propionyl-CoA-carboxylase
achivity
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7.2 KAwvikn Elkova

OL aobBeveig pmopel va mapoucialouvv €ueto, aduddtwon, AnBapyo kal eykepoaAomabdela.
KAWIKA KOl OTELKOVIOTIKA otolxeia deiyvouv OTL n mpormiovikn ofualuia mpodlabétel oe

EYKEPAALKO EMELOOSL0.

OL aoBeveig pe mpormiovikn ofualpia Staxwpilovtal oe 2 KATNyopleg. ITNV MPWTN Katnyopla
avhAKouv ta atopa mou gpdavidouv ) vooo katd tnv mpwtn eBdopdda tng {wng. Ta atoua
eudaviZouv Slavontikn kaBuotépnon Kal Tpowpous Bavatoug, pe péon nepiodo emPBiwong ta
3 xpovia. Itn deutepn Katnyopia, n vooog epdaviletol HeTd TNV NAKIa Twv 6 eBdouddwyv Kal Ta
oupmTwpotTa epAapuBavouv coPapEG KVNTIKEG Slatapaxeg Kal duotovies. OL aoBeveig pe
opun évapén tng vooou ouvnBwc €xouv HOVIUN veupoloyikn BAABn kot kaBuotépnon TG

dualohoyikng avamntuéng (41).

7.3 OpAMEUTIKN AVTLUETWITLON

Ta dtopo e TPOTIOVLIKN ofualuia mpémel va akoAouBoUv €va CUYKEKPLUEVO TPOYPAUUC
Slatpodng pe Alyeg mpwteiveg. H petapooyxeuon Nmatog evoeikvutal o aoBeVelG UE OUXVEG
HETABOALKEG SLaTapaxEG, AVEEEAEYKTN UTIEPAUUWVLOLLLA KaL TtpoBARaTA avantuéng. EmutAgoy,
elval amapaitntn n xopriynon UTIOKATAOTATWY TPWTELVNG yLa Vo UmopEcel va SltaodaAloTel n

kaBnuepvn mpocAnn npwteivwyv (41).
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Kedalaio 8: Eykeparomabdeia ek yAukivng

8.1 OpLopog kat EménuioAoyia

H eykepohomabela ek yAukivng amoteAel plo evboyevy Statapoyxn Tou UETABOACLUOU TNG
YAuKilvNG. Xapaktnpiletal and cucowpeuon YAUKIVNG OTA CWHOTLKA UYPA KAl OTOUG LOTOU ME

QUEON CUVETELA TNV EUPAVION VEUPOUETABOALKWY CUUMTWHATWV.

H epudavion twv neplotatikwy ival petafy 1 meplotatikov otig 55.000 £wg 65.000 yevvhoeLG.
MNa t dtayvwon xpetaletal va umtoAoylotouv ta uPnAd entimeda yAukivng oto eykedpalovwrtiaio
uypo, n ducloloyikn yAukivn mMAacpatog, n vPnAn avaloyia eykepalovwtiaiov uypou TPoG

TIAAOHA YAUKIVNG. AKOUIN, LTTOPOUV VAL YIVOUV KOlL YEVETIKEC SOKLUEC yLot LETOAAGEELG SLCOA9 (42).
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8.2 KAwvikn Ewkova

H ouykekpluévn vooog epdaviletal cuvnBwG TI TPWTEG MEPEC TNG {WNG EVOG VEOYVOU, Qv Kall
UTTAPXOUV TIEPUTTWOELG TIEPLOTATLKWY KAL 0TN HETEMELTA {wr). To CUMMTWOTO TTou epdavilovral
elvaL motkiAa kot cuvnBwg MePAAUBAVOUV OVATIVEUOTLKI) QVETIAPKELD TIOU QTTALTOUCE UNXOAVLKO
aEepLOpO, coBapr umotovia Katd Tn yévvnon mou e€eAixBnke o€ unteptovia ota akpa. EmutAgoy,
eudavidovral duopopdPkad XapoKTNPLOTIKA, OTwG SoAyokedaAia i tnv TPlywvokedaAia, Tto
€UPU HETWTIO, TIC LEYAAEC LUOTIOONTIKEG OYELG, TO OTOMA O OXNUA OKNVAG, TNV KATABAUTTLKN
PWIKA YEPupa KoL Ta YaUNAd. AKOUN, UTTAPXOUV HUOOKEAETIKEG AVWHOALEG, Un GUCLOAOYIKA
TIPOYEVVNTLKA EUPAUATA, KN DUCLOAOYLKI QTIEKOVLON HOYVNTLKOU OUVTIOVIOHOU gykedAAou
(MRI), unA€g ouykevtpwoeLS YAUKIVNG OTO gykepaAovwTlaio uypo Kol auénuévn avaloyia
eykepalovwtiaiov vypol mpo¢ MAdopa yAukivng, odlyuéveg ypoBLég, mpoetéxovta SAxTUAQ,

UTIEPEKTAON TWV YOVATWY, CUCTOAEC OTIC apBpwaoeLg Kal apBpoypinwon.

Ewkova 20: Eikova natdtov ue Eykepaionadsia ek yAukivng (42)
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8.3 OepaneuTiki AVTLHETWTILON

H Swaxeiplon ™G eykedaAomABELOG QmMALTEL MLa SLETILOTNUOVIK OUASIKN) TPOCEyyLon ToU
neplAappavel maldiatpol, VEUPOAOYOUG, YEVETIOTEG, YEVETIKOUCG oupfouAoug, dlattoAdyouc,
¢duoloBepaneutég, emayyeApatieg Oepaneutég kal opBomedikol XelpoupyolG. Ta madld pe
eykepalonabela SlatpExouv Kivbuvo yaotpooloodpaylkol GUVTOVIOUOU Kol SUCKOALWV oTnv
KOTATIOCT, TIOU UIMOoPEL va. 06nyroouv o avappodnaon, UTTOCLTIOUO Kal amotu)ia avamntuéng. 2
nMoAAoUG acBeveig, évag owAnvag Tpododoaoiag, ONwG 0 cwANvVag yaotpootouiag, 6a nTav pa

amoteAeopatiki Avon yla va Stacdaliotel 6tL o aoBevic AapPavel apkeTég Oepuideg (43).
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Kedalaiwo 9: Nooog Sandhoff

9.1 OpLopo¢ Kat EménuioAoyia

H vooog Sandhoff amote)el éva voonua tng owoyévelag Twv GM2 yayyhooldwoewy, n omnola
nipokaAel ekpuAion tou KNI. Zuykekpluéva, Snuloupyeital avendpkela Twv e¢olopwidacwy A
Kat B, n omola 06nyel og pn ¢puactoloyikr amoBrikeuon tou yayyAlooldiou O0TOUG VEUPWVEC Kal
oTouG TEPLPEPLKOUC LOTOUC. Me auTO TOV TPOTO, CUCCWPEUOVTOL OpLopéva Autibia otov
eykédalo kal oe AAAa 6pyava Tou cwuatog. O emutoAacpog otnv Evpwrnn eival 1 meplotatikod

otig 130.000 yevvnoeLg.

H vooog petaBiBaletol He AUTOCWHLKO UTIOAEUTOMEVO XOPOKTPA Kol SUCTUXWG N TPOYVWOn

elvat SUoKoOAN Kat yL auTo To AOYO 0 HECOC XPOVOG {wN¢ elvaL ta 4 €tn (44).

9.2 KAwikn) Ewkova

H KAWIKA €lkOvVa TwWV VOooUVTWV glval n mpwipn tdAwan, n évtovn aviibpaon otov Eadpvikod
NXo, N HakpokedaAia Kal n MPOoSEUTIKN KIVNTIKA Kol vontiki emdeivwaon. AKoun, ol acBeveicg
uropel va epdavicouv Mpocwmno ocav KoUKAAG, NMATOCTIANVOMEYOALd Kol AOLUWEELS TOU
OVATIVEUOTIKOU cuoTnuatoG. H ouvABng Xpovikn oTlypn €UPAVIONC TWV CUUTTWHATWY TNG

vOOOoU elval TPELG Ke €L LAVEG LETA TN Yévvnon (44).

9.3 OepaneuTiki AVTLHETWTLON

Aev umapyet €18k Bepameia yla TN OUYKEKPLUEVN VOOO. H umootnplktikn BOeparmeia
neplAappavel cwotr datpodn kol evudatwon. EmumAéov, xpelaletal o agpaywyos va eivat
avoLXToc. TéAog, umopouv va 60000V pApuaKa YL VO AVTLLETWTILOTOUV Ol EMANTITIKEC KPLOELG.

O Bavatog €pxetal AOyw avamveuoTikng Aolpwéng (44).
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Kedalaio 10: NlayyAlocicwon GM1

10.1 OpLopog ko EmuénuioAoyia

H yayyAlooidwaon GM1 ivat €va 0UTOOWULKO UTIOAELTOEVO VOON LA, TO OTIOLO TIPOKAAELTAL ATO
avemapkela 0&wng B-yalaktooldaong, n omola odnyel O YEVIKEUUEVN GCUCGCWPEUON
vayyAlocidbng GM1, oAyooakyopldwv Kat Beukng Kepatavng. ATOTeAEL Lo OTIAVLIO AUCOCW LK
aBpoloTikr vooo, n onola odeiletal oe LeTAAAAEELG TOU yovidiou GLB1, mou kwdikomolel tn B-

vaAaktooldaon (45).

@ (Ceramide|  GM, ganglioside
s

l

‘[ B-galactosidase

(oo Coramide]  GM, ganglioside

&

O maykooulog emumoAacpog dev eival Wdlaitepa yvwotog. YmoAoyiletal ot epdaviletal eva
TEPLOTATIKO 0TI 100.000 pe 200.000 yevvnoelc. Mo cuxva MEPLOTATIKA £XOUV eUdAVIOTEL OTN

MdAta, otn Bpalia kat otnv Kompo.

H Sdwayvwon eival apketd SUokoAn, Aoyw Tou eupéwg dAopatog tng aobévelag. Zuvnbweg,
xpnowloroleitat kAwik umopia kot e€étaon emplopoatog mepPLPEPIKOU  ALUATOC Kol
OUYKEKPLUEVAL EAEYXOC KEVOTOTLWY oTa Aepdokittapa. AKOUN, oL OAlyoocakxapite¢ oto aipa
urmopouv va kateuBuvouv tn Slayvwon. TéAog, n Stayvwon emiBefatwvetal pe Bloxnukn
Sladkaoia dpactikotntag tng B-yodaktooldaong. AKOUN, UITOPEL val YIVEL KOL TIPOYEVVNTIKOG

€Aeyxog pe Vv da Bloxnuikn avaluon, av oL LeTAAAAEELS Exouv evtomiloBel otov maoyovta (45).
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10.2 KAwiwkn Ewkova

H vooog pmnopel va epdaviotel og Tpelg daocelg tng {wng eVog atopou, ite To MPwWTo EAUNVO,
elte ota SU0 Mpwta €T, elte petd TNV atdikn nAwkia. Xtn Bpedikn nAwkia, Ta dtopa epdpavilouvv
nnoatoonAnvopeyaAia, moAanAn ducootworn, kepaoEpubpeg oPpOAAUKEG KNALSEG, Tpdxuvaon
TWV  XOPAKTNPLOTIKWY TOU TPOOWNOU Kol Kabuotépnon/avactoAry tng avamtuéng,
akoAouBoUpevn amno MPooSeuTIKN VEUPOAOYLKH embeivwaon péoa otov 10 xpovo T {wng. AAEG
ekbnAwoelg mephapfavouy pn advooo USpwra Kal poyyoloeldeic knAideg. O Bavatog emépxeTat
ouvnBwg otn SLAPKELA TOU 20U £TOUG TNE NALKLOG CUVETTE LD AOLUWEE WV KoL KAPSLOOVATIVEUOTLKNA G

avemapkelag (45).

10.3 OpamneuTikn AVILLETWIILON

Mpog To MaPOV eV UTIAPXOUV EYKEKPLUEVEG Beparmeleg IOV AVTLOTPEDOUV TIG ETUMTTWOELG TNG
FrayyAlooidbwong GM1. Ot tpéxoucec pooeyyloelg mep\apfAavouv SLEMOTNOVLIKY Cuvepyaaia
yla TNV TOpOoXN OTOXEUMEVNG OLOXELPLONG Yl CUYKEKPLUEVA cupmtwpota. Ou Siadopeg
OTPOTNYLKEG Yyl Bepamneio mepAapuBavouv TN HETAPMOCOXEUCN HUEAOU TWV OOTWV, YOVISLOKN

Bepamneia kot Oeparneia peiwong Tou UTOOTPWHATOG (45).
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Kedalaio 11: Kuotwvoupia

11.1 Oplopog ko EmuénpuioAoyia

H kuotwoupia €lval Pl QUTOCWMOTLKI) UTIOAELTTOMEVN SloTapoy TOU Xapaktnpiletal and
amotuxlo ota €yyug eomMElpApEVA CwAnvapla va amoppodnoouv fava tnv kuotivn. O
EANQATTWHATIKOG HETAdOPEAG KUOTIVNG OTO €yyUC owAnvaplo odnyet emiong oe aocuvrhBilota
uPnAn €kkplon olpwv SLBacikwv apwvoEwv opviBivn, apywivn kat Aucivn. Qotéco, Hévo n
amwAela KuoTivnG ota oupa, €va eAaxlota SLAAUTO ouLWVofU, €XEL KALVLIKEG OUVETIELEC,
SnuLoUpywvTag PEYAAEG IETPEG OTA VEPPA TIOU UITOPOUV VA 08NyroouV HEXPL KAl O aMWAELQ
Aewtoupyiog twv veppwv. O €MMOAACHOC TNG OUYKEKPLUEVNCG vooou eivat 1 ota 7000
TEPLOTATIKA, ME Taykooula Stadopormoinon avaloya tov mAnBuopd. Mo mopddeypa, Ta
TIEPLOTATIKA E(vVaL ApKETA TILO cuxva oto lopanA, evw otig HMA kat otn Zoundia, n epdavion g

VOOOU ELvall TILO OTIAVLAL.

Mo va UmopECEL va YiveL SLlayvwoaor, éva apxLlkd oTadlo elval n LETPNON TNG KUGTIVNG TwV oUPWV,
n omoia 6w amoteAel pia avakplpn néBodo. Na avto to Aoyo, €xel Bpebel pa o akpLpng
avaAuon mou mep\apBAVEL Plat AVAAUGCH TIOU PETPA TNV LKAVOTNTA TWV 0UPWV EVOG 0.oBgvolg
va StaAutornolouv 1y va kaBllavouv KuoTivn. Mpokeltal yla pa « SoKooia otepedg dacnc» otnv
orola nmpootiBetal mpokaboplopévn MOCOTNTA KPUOTAAAWY KUOTIVNG oTa oUpa VOGS aoBevoUC.
Meta amno enwaon yo 48 wpec, Ta oUPO TEPLOTPEPOVTAL KOL TO UTIEPKEIUEVO OTTOUAKPUVETOL

€TOL WOTE va Umopel va HeTpnBel n moooTNTA TNG OTEPEAC KUOTIVNG (46).
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11.2 KAwikn Ewkova

Ta Bpédn dev epdavilouv KATIOLO CUYKEKPLUEVO CUUMTWHA AOYw TNG vooou. H mpwtn métpa mou
odeiletal oto voonua pmopel va gpdaviotel tnv mpwtn dekaetia tng {wng Tou maldlov. e
nepintwon mou dev unapéel Bepaneia, kaOs xpovo epdaviletal kal anod Lo Kavoupla ETPA
Kol 0 a.oBevig mpémel va urtoPAnBet oe xelpoupyeio. EmumAéov, epdavidovral dAAa tpofAnRpata

vyelag, 6nwg eivat n oupoABiaon.

Ol aoBeveig e kuotwvoupia taflvopouvtal os TPELG BACLKEG Katnyopleg. Ol etepoluywTeg TUTIOU
| €6elav €va ¢uaololoylkd potifo amékkplong Kuotivng ota oupa (<0-100 pumol kuotivng / g
Kpeatwvivng), ot etepoluywteg TUToU |l gixav onuavtiki avénon tng anékkpong (> 900 pmol
Kuotivng / g kpeatwvivng) kat ot etepoluywteg Tumou Il €detav pétpla avgnon (100-900 pumol
kuotivng / g kpeatwvivng). Ta tehevtaia xpovia BEPRala, UTIAPXEL Eva VEO GUCTNUO TAELVOUNONG
pe Baon ta yevetika gupnuata. H kuoteoupia tUTou A ival To anmotéAeopa HETAANAEEWY KoL
ota Suo yovidia SCL3A1 kal ta amoteAéopata TUMou B amd petaAAdgelg kat ota dUo yovidia
SCL7A9. Atopa pe €va petaldaypévo aAAnAopopdo kabe yovidiou (uia petaAlaén oto SCL3A1
Kal éva oto SLC7A9) bev €xouv METPeC, eMeldr) xpeldlovtal TouAdylotov SU0 peTaAlayuéva

avtiypada evog aAAnAopopdou (46,47).

11.3 OgpamneuTiKn AVILLETWIILON

H Oepameia pe vypd eival évag amd tou¢ Paocilkol¢ dfoveg Tng Bepameiag ylo ATopa e
KuoTwvoupia. Me Baon ta enineda tng KUoTivng ota oupa, oL acBeVelC He KuoTvoupia cuxva
TIPEMEL va Tivouv 3-4 uypd TNV NUEPQ VLA VO LELWOOUV OTTOTEAECHOTLKA TN CUYKEVTPWON TNG
OUPLKAG KUOTIVNG KATW armo to eninedo kopeopoL. EmutA£oy, ylvetal xprion evog avtoywvioth
avtibloupnTtikng opuovng (ADH), mou aufdvel toug puBuoUg pong olpwv ce aoBeveic ue

KuoTwoupla.

ErmutAéov, n kuotivn ival éva apwvoll mou undpxel o {WIKEG TMPWTEIVEG. ZUVETIWG, TIPETEL N
Slatpodn tou acBevoug va eival xapunAn os kpéag, MouAepikd, afya, Ppapla kot Baiacolva.
AKOUN, Ta YOAOKTOKOULKA TIPOLOVTO TIPETEL va Tteplopilovtal og 2 pepideg nuepnoiwg Kal va

KOTOVAAWVOVTAL TIPWTEIVEC GUTIKAG TPOEAELONG, OTIWG Elval Ta 6ompLa Kat oL Enpol kaprmotl (46).
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