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[MepiAnwn
2Komo¢: H digpelivnon TNG CUOXETIONG METAEU TWV BACIKWY BIOXNMIKWY TTAPAUETPWY
TOU OOTIKOU METABOAIOMOU, 0Ot acbBeveic TOU  TTAOXOUV QTTO  TIG VOOOUG
QaIVUAKETOVOUpIa Kal yaAakTolaiyia.
Ao6eveic kal pé@odog: AUo ouddeg aoBevwv atToTeEAOUV ToV UTTO PEAETN TTANBUCOUO.
H opdda tou mdoxel atmd KATToIa Pop®r TNG @QAIVUAKETOVOUpIag (KAQOOIKH,
evlidueon, Atma utrep@aivulalavivaipia) kar arroteAeital amd100 aydpia kai Kopitoia
ME pE€oo Opo nAikiag 11,82+10,21 kai n opyada TToU TTACKEI ATTO KATTOIA HUOP®N
dlaTapaxng Tou PETABOAICHOU TNG YOAOGKTOCNG, TTOU aTtroTeEAEiTal ammd 22 aydpida Kal
KopiTola, Je H€oo 6po nAikiag 7,97+5,1 eTwv. OAol o1 acbeveig diayvwobnkav éykaipa
Méow Tou EBvikou [Mpoypdpparog MNpoAntmikou EA€yxou Neoyvwv (EMMEN) 1ng
EANGOOG Kal Gueca epapuOoTNKE N KATAAANAN BepatreuTikn aywyr. O1 deikTeG TTOU
METPABNKAV O€ 0pO AiPaTog TWV TTACXOVTWY ATAV: AOBECTIO, PWOPOPOG, HAYVAOIO,
KPeaTIvivn, aAKOAIKH ) puo@aTtdaon, aABoupivn, xoAnoTtepoAn, TpiyAukepidia, HDL, LDL,
Bitapivn D, aigoo@aipivn Kal QEPPITIVN, OTA TTAQICIA TOU TTPOYPAUMATIOMEVOU EAEYXOU
TTapakoAouBbnong Toug. ETriong, utroloyiotnkav Ta Z-scores Twv: A.M.2 (BMI),
BApoug cwuaTog Kal UYPOoUG, TTPOKEIMEVOU va agloAoynBei N cwuaTikr) TOUG avdaTrTugn.
AmoreAéouara: Na 1n yolaktolaiyia: o1 BioXnuIKOi O€iKTEG TTOU HETPBNKAV Ogv
€0€IEaV Kapia OTATIOTIKA ONPAVTIK dIa@opd HPETAEU TwV OPAdWY TwV aoBevwv
(ayopla/kopitola, TPeEIG TUTTOI TG VvOOOU: KIvaon, E€TTYEPAON Kal  KAQOOIKN
yoAakTtolaipia). H kpeaTivivn eu@avioe TIHEG OTa XauNAOGTEPA QUOIOAOYIKA ETTITTEDQ O€
avtieon pe TNV OAKOAIK) QWOQ@ATACH TIOU TIAPOUCIiacE TINEG OTA QAVWTEPA
QPUOIOAOYIKA €TTITTEDA. ZTATIOTIKA ONUAVTIKEG dIAPOPES TTapaTneEridnkav doov agopd
TIG TINEG TOU BMI, peTagu Twv TUTTWV TNG vOéoou Kal TnG PBiITauivng D wg Tpog tnv
NAIKia, T0 BAPOG¢ CWHATOS Kal TO VYOGS, OTa KopIiTola. ApvNTIKY YPAUMIKA CUOXETION
EM@avioTnke PETAEU TNG BiITapivng D pe Tnv kpeartivivn kal Tnv HDL kai Tou aoBeaTiou
ME TNV KpeaTivivn, o€ OAOUG TOUG 00BEVEIG.
Ooov agopd TNV QaIVUAKETOVOUPIA, TO ATTOTEAECHATA TWV UETPROEWV TwV Z-scores
yia BMI, B&pog¢ OWMPOTOSC Kal UWog, Oev eu@Avioav Kapia oTaTtioTIKA OnuavTikh
dlapopd o€ OAeG TIG ouadeg Twv acBevwyv: PKU/HPA, KOAN-KOKA CUPPOPPWON OTN
Oiaita. OAeg o1 PeTpACEIS TwV BIOXNMIKWV/QIMOTOAOYIKWY OEIKTWV ATAV PECA OTA
QUOIOAOYIKA Opla. ZTaTIOTIKA onuavTikh diagopd (p<0,05) eu@avioTnke OTIG TIUEG
@aivulaAavivng (Phe) oTig opadeg KaArn/kakr cuppopewon otn diaita. MeTagu Twv
oMadwv PKU kal HPA, oTaTtIoTIKA ONUAVTIKEG BIQPOPES EPPAVIOTNKAV WG TTPOG TIG
TIMEG TwV: TPIYAUKEPIDIWY, QWO@OpPoU Kal aAKOAIKAG Qwo@eatdong. H ouykpion
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opddwyv aocBevwyv oto oTadIo TG TTpoepnpeiag (<11 €Twv) Kal TG €pnPeiag (>11
ETWV), EUPAVIOE OTATIOTIKA ONPAVTIKA OTTOTEAECPATA YIO TOUG TTAPOKATW OEIKTES, OTO
ouvoAo Tou TTAnBuopou: Bitauivn D, aoBE0TIO, WOPOPOG, XOANOTEPOAN, KPEATIVIVN
Kal €TTiTreda @aivulaAavivng. ApvnTiK YPAPUIK CUOXETION, WG TTPOG TA ETTITTEDA
Phe, TTapatnpnibnke yia tn Birapivn D, Tov @uo@opo Kal TNV aAKaAIK @uo@aTtdon
Kal BETIKA yia TNV KpeaTivivn o€ OAOUG Toug aoBeveiG. ApvNnTIK YPAUUIKA CUOXETION
EMPAVIOTNKE YIa TO aoBEaTIO Kal BeTIKA yia To Z-BMI pdvo yia Toug aoBeveig e PKU.

Zuumépaoua. Ta Tapammdvw amoTeAéopara  dnpioupyolv  éva  Tredio  TTIo
ouoTNUATIKAG SIEPEUVNONG TWV BACIKWY BIOXNMIKWY OEIKTWVY TOU OOTIKOU TTPOPIA, UE
OKOTTO TNV £yKalpn avixveuon aAAaywv TTou TTIBavwg va oXeTiCovTal PJE TOV OOTIKO

METABOAIOHO Twv acBevwyv TTou TTAoyouv ato MaAakTolaipia kal PaivuAkeTovoupia.



Abstract

Aim: To investigate the relationship between different basic bone profile biochemical
parameters in Galactosaemia and Phenylketonuria patients.

Methods: Study participants included:22 galactosaemia patients, males-females,
with an average age 7,9715,1 years and 100 phenylketonuria patients, males and
females, with an average age 11,82110,21 years, early diagnosed by Newborn
Screening and dietary treated. Serum calcium, phosphate, magnesium, alkaline
phosphatase, creatinine, albumin, triglycerides, cholesterol, HDL, LDL, vitamin D,
hemoglobin and ferritin were determined for a routine biochemistry and total blood
count. Z-BMI, Z-Wt and Z-Ht were estimated for the assessment of normal or delayed
growth.

Results: In galactosaemia group: the mean values estimation of biochemical factors
demonstrate no significant differences among the groups such males-females as well
as all galactosaemia subtypes. Creatinine manifested values in the lower normal
reference ranges whereas ALP was higher. Significant differences were observed to
BMI patterns (Z-BMI, Z- Wt, Z-Ht) between the subtypes and between Vitamin D and
age, body weight and height, in females. Vitamin D was negatively correlated to
creatinine and HDL and calcium was negatively correlated to creatinine, in all
patients.

In phenylketonuria group: no significant differences were observed to BMI, weight
and height (Z-scores) in all subtypes of the disease (PKU-HPA), as well as in groups
with good or poor compliance to diet. All the biochemical/hematological
measurements were within normal ranges. Significant differences (p<0.05) were
presented with respect to phenylalanine levels (Phe) between the patients with good
and poor compliance and to triglycerides, phosphorus and alkaline phosphatase
between the subtypes of the disease. Interestingly, significant statistical differences
were observed, between different age groups, such as prepubertal <llyears and
pubertal>11 years, in the follow biochemical factors: calcium, phosphorus,
cholesterol, creatinine, phenylalanine levels and vitamin D. A negative correlation
was found between vitamin D, phosphorus and ALP with Phe levels and a positive
correlation between creatinine and Phe levels, in all patients. Finally, only in PKU
patients, calcium was negatively correlated and Z-BMI was positively correlated to
Phe levels. Conclusion: These findings suggest that a systematic and periodic

biochemical monitoring of basic bone profile may be useful in order to detect and

X



evaluate subtle changes in bone metabolism in Galactosaemic and Phenylketonuric

patients.
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[MpOAoyog

Ta Evdoyevy MetaBoAikd NooAuata (EMN) gival pia opdda otrdviwv voonuaTwy
TTOU OUVOAIKG Bewpoupeva atroTEAOUV €va OnUAvTIKO TIPORANUa NG Anudoiag
Yyeiag. EkdnAwvovtal amrd Tn VEOYVIKN €W TNV eviAIKo TTePiodo TNG (wrg TOou
avlpwTTou Kal N KAIVIKF) TOUG €K@paon eP@avifeTal 0To 0UVOAO TWV CUCTANATWY TOU
avBpWTTIVOU OpYyaVvIOHUOU, CUUTTEPIAAUBAVONEVOU KOl TOU OKEAETIKOU. 2Ta TTAQioIa TNG
EQPAPMOYNAG TOU TTPOCUPTITWHATIKOU-TTPOANTITIKOU EAEYXOU TWV VEOYVWYV O0TNV EAAGOQ
(Newborn screening, NBS), n 0lepelvnon O€IpAG HETABOAIKWY VOONUATWY,
TTpaypdaToTrolgital oto lvoTiTouTo Yyeiag Tou Maidiou (1.Y.I1.), oto Noookopeio Maidwv
‘H Ayia Zogia” (EOviké TMpdypaupa MpoAnTrmikou EAéyxou Neoyvwv-ENMMEN).
Téooepa €ival Ta VOONUATA yIO T OTToid €AEyXOvVTal TA VEOYEVVNTA TNG XWPOG
(TTooooTd KAAUWNG TTEPITTOU 98%) Kal auTd €ival: @aivUAKETOVoupia, yaAakTolaiyia,
uTTOBUPEOEIBIOUOG Kal EAAEIYn evlUpou G6PD.

H etmi 25 Xpovia OUUMETOX) MOU OTNV ETTIOTNUOVIKA OPAdA TWV EPYACTNPIOKWYV
AvOAUOEWV Kal OIEPEUVNONG TWV VOONUATWY QAIVUAKETOVOUPIAG Kal YOAAKTOCAIUiOG,
o€ OUVOUAO MO PE TNV TTapakoAouBnon Tou MetartrTuyiakou Mpoypduuatog 2TToudwv
NG latpikng ZxoAA¢ Tou [avermotnuiou ABnvwyv “MetafoAikd NooAuata Twv
OoTtwVv’, odriynoav oTnv eKTTOVNON TNG OUYKEKPIMEVNG OITTAWMATIKAG TTPWTOTUTING
Epyaciag Pe OKOTIO TNV dIEPEUVNON TNG ETTIOPACNG TWV VOONUATWY QUTWV OTN
OKEAETIKA UYEIQ TWV TTAOXOVTWV.

A6 Tn Béon autr] Ba NBeAd, TTPWTIOTWG, VO EUXOPIOTHOW TOV EUTIVEUOTH TOU
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otnv latpik) ZxoAi ABnvwyv, EKTA, k. l'ewpylio Aupitn, yia TNV €uKaipia TToU HoOuU
€0WOE VA CUPUETAOXW WG MPETATITUXIAKN QOITATPIA OTO TTpoypapua “MetaBoAikd
NooAuata Twv OoTwv”, KaBwg €1TioNg Kal 6AoUg Toug BIOACKOVTEG KAl CUVEPYATEG
TOU TTPOYPANMATOG.

TéNog, n  epyacia auth Ba nATav aduvaTo va TIPAYMATOTIOINBEI  XWwpPic Tnv
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Ayia.2o@ia”.
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MEPOZ I-EI2ZATQIMH



1. Elcaywyika 2X0AIa
H ®aivulkeTovoupia kal MaAaktolaiyia gival vVOOriuaTa TTOU AVAKOUV OTNV HEYAAN
olkoyévela Twv Evdoyevwv MetaBoAikwv Noonudtwyv (EMN). KAnpovououvrtal ye Tov
QUTOOWMIKO UTTOAEITTOPEVO TPOTTIO Kal n ouxvotnTta eu@daviong eivar 1:10-20.000
Yyevvnoeig otnv EupwTtrn kar AgepIkn, yia Tn @aivuAkeTovoupia kai 1:23-44.000, yia Tn
MaAakTolaiyia. H e@apuoyry Tou [lpoAnmmikou EAéyxou Neoyvwv (Newborn
Screening-NBS) 1n dekactia Tou '60 kal HETA, APXIKA yIA TN QAIVUAKETOVOUPIA, TTOU
EXEI KAl TN HEYOAUTEPN ouxvoTNTA EPPAviong avaueoa ota uttédoimma EMN, Bori@noe
TTOAU O0TnVv £yKaipn BIAyVwOon TwV a0BEVWV auTwyv Kal oTnv APECn Qapuoyn TNG
Bepatreiag. H BepatreuTiky) TTapéuBacn Kai yia Ta dUO TTAPATTIAVW VOO UATa €ival
JIaTPOPIKA KAl APECH, TTOU OTAV EQPAPPOCETAI CWOTA KOl PE OUVETTEIA, €XEI OQV
ATTOTEAECHUA TNV ATTOQPUYN TTOAAWV COBAPWY KAl PN avOoTPEWIHWY TTABOAOYIKWYV
KATOOTACEWY, €I0IKA OTIG IO BAPIEG HOPPES TWV VOOWV: KAAOTIKH @aIVUAKETOVOUpIa
(wuxokivnTiKA  KABuoTéEPNON, VEUPOAOYIKEG Olatapaxés K.4.) Kal  KAQOOIKN
yoAakTolaigia  (WUXOKIVNTIKA  KaBUoTEPNON, OQBAAUIKOG KOTAPPAKTNG, NTTATIKA
aveTtdpkela K.4.). lNa Tn PeEV @QAIVUAKETOVOUPIA OUVICTATAI WPEPIKI aTTAyOpPEUO
TTPOCANWNS QUOIKAG TTPWTEIVNG MECW TNG TPOPNAG Kal AVTIKATAOTAONG QUTAG aTtro
€I0IKA okeudopaTa (POPUOUAQ) YE UNOEVIKN TTEPIEKTIKOTNTA O QaIvVUAaAavivn, yia Tn
0¢ yaAaktolaiyia OIakoTr) TTPpocAnWNng OIATPOPIKWY TTPOIOVIWY TTOU  TTEPIEXOUV
AOKTOCN/YAANAKTOLN.
Map’ 6Aa Ta BeTikG atroTeAéopaTa TnNG BepaTtreiag Kal yia Ta U0 VOO UATA, KATTOIES
MOKPOTTPOBECUES ETTITTAOKEG OTOUG QOBEVEIC €XOUV ava@epBei atrd TOUG EPEUVNTEG,
TTOU Q@OopouVv 0€ OIAPOPa OCUCTAMOTA TOU avBPWTITIVOU OpPYavIOHOU: VEUPIKO,
AvooOoTTOINTIKO, VEQPPIKO, OKEAETIKO K.d.
H okeAeTIKA euBpauoTOTNTA TTOU XAPAKTNEICETAI ATTO TO EUPNUA TNG XAMNAAG OOTIKAG
TTUKVOTNTAG 1 YEVIKOTEPA N EUPAVION OOCTEOTTEVIAG, €XEI TTAPOUCIAOTEI O TTOAAEG
MEAETEC WG  pMia  amd  TIG  POKPOTTPOOeoueg  €MITTAOKEG O 00Beveig
(TTaud1d,£pnPBoug,eVAAIKEG), TTOU TTAOYXOUV ATTO QAIVUAKETOVOUpPIa Kal yaAakTolaipia,
XWPIG OpwG va €xel DIEUKPIVIOTEN N aimioAoyia TNG TTaBogpuaioloyiag TnG.
O1 aoBeveic tou TMpav PEPOG OTn MEAETN dlayvwodnkav péow Tou EBvikou
Mpoypdpuartog MpoAntTikoUu EAEyxou Neoyvwv Tng EAAGSag (EMMEN) i pe katroia
Mop®A @aivuAkeTovoupiag (KAAooikr, diaueon /utrep@aivulaAavivaipia) A pe KATTOI0
TUTTO dlatapaxng Tou MPeTaBoAiopolu TNG MaAaktoldng (yaAakTokivdon, emuepdon,
KAaooiky yohakTolaipia). Ze OAoug Toug aaBeveic epapudoTNKE APECa N KATAAANAN
BepatreuTikr} aywyr avadAoya Tou TUTTOU TNG VOOOU.
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Mpokelyévou va dlepeuvnBEi N CUCXETION TWV TTPOAVAPEPOUEVWV VOONMATWY WE TN
OKEAETIKA UyEiad Twv TTOOXOVTWY, OTNV €PYyacia aQuTr €TIXEIPEITAI MIa  KAIVIKO-
EPYAOCTNPIAKN TTPOCEYYIOT, MEAETWVTAG AVOPWITOUETPIKOUG Kal PIOXNMIKOUG OEIKTEG

TOU BaOCIKOU OCTIKOU TTPO@IA TOU CUYKEKPIPEVOU TTANBUCOU.

1.1 2ko1rog

MoAAéG peAéTeg oTn B1eBvry BiBAloypagia €xouv dnuooieloel  OToIXEia OTTOU
TTapoucIdfouv Toug aoBeveic (eVAAIKEG-TTaIdIA/EPnBol) TTou TTAoYXOUV aTTo TIG VOOOUG
QAIVUAKETOVOUpPIa Kal yoAakTolaiyia, 181aiTEpa OTNV KAAOOIK) TOUG HOop®r, va
eM@aviCouv XaunAn TIPR OCTIKNAG TTUKVOTNTAG O€ UETPNOEIG TTOU £YIVAV KUPIWG ME TN
MEBOBO avagpopds DXA (atroppo@naoioueTpia  dITTAOEVEPYEIAKAG OE0UNG aKTivwy X).
To OUYKEKPINEVO €UPNUA, WG YVWOTOV, ATTOTEAEI TTAPAYOVTA QUENONG KivOUvou
EMPAVIONG 0O0TEOTTOPWONG KAl  KATAypatog oTtnv  evAiAikn Cwh. 2KOTOG NG
OUYKEKPINEVNG MEAETNG €ival va ETTIXEIPNOEI va OIEPEUVACElI T CUOYXETION TNG
OKEAETIKNG UyeEiag Twv acBevwyv, TOU TTAOXOUV aTTd  QAIVUAKETOVOUPIa  Kal
yoAakTolaiyia, PE TIG KATAAANAEG BIOXNMIKEG TTAPAPETPOUG, TOU BACIKOU OCTIKOU

TTPOWIA.



2. MetaBoAika voorjuaTa

2.1 Opiouodg

Ta Evdoyeviy MeTtaBoAikd Noorjuata (EMN) gival oTravieg JovoyoviBIakEéS dIaTapaxES

TTOU KANPOVOuOoUVTal GUVRBWGS JE TOV UTTOAEITTOPEVO QUTOOWHUIKO TPpOTTO. O@EeilovTal

otnv éAAelwn 11 duoAeiroupyia KATTOIOU €VCUPOU ] OUVEVCUUOU I} METOQPOPEA, ME

ATTOTEAEOUA TNV AUENPEVN CUYKEVTPWON METABONITWY /UTTOCTPWHATWY ) TRV EAAEIYN

€VOG avaykaiou TTpoidvTog (Aldypappa 1).

Q¢ ouvoAo, atroTeAoUV €va ONUAVTIKO TTOOO0OTO YEVETIKWY VOONUATWY OTNV TTAIBIKI

NAIKia kal n €ykaipn OIAyvwaor Toug, TIPIV TNV €KONAWON KAIVIKWY CUUTITWHATWY,

atroTeAei Baoikr TTPoUTTOBEDN YIA TNV QVTIYETWTTION Toug. M

» Mpolwov

Fovidiakn MetalAagn
=)!
Metadopgac iy r2 3
YroSoyéag Eviupo + Zuvéviupo
YrdoTpwpr —=— YIooTpWH
' . v \
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ol \
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\
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MeuBpdavn AM\a BloXnpd povomario

Aidypappa 1. lMaBoguaioloyia Twv Evdoyevwv MetaBoAikwyv Noonudtwyv :

1) duoAeiroupyia

peTagopéa ) utrodoxéa, 2) duaAeitoupyia evfUpou, 3) EAAeIyn cuvev{uuou, 4) avaoToAf Asitoupyiag

BioxnuIKoU povoTraTioU até To UTTOOTPWHA (TTpocapuocpévo até Ezgu, F (2016)M).

2.2 KAvikég ekdnAwoelg Twv E.M.N.

H kAiviky katnyopiotroinon twv E.M.N. Trapoucidletal oTov TTAPOKATW TTivaKa

(Mivakag 1).



TYNOZ

OPIZMOZz

NMAPAAEIFMATA

Tutou “dnAnTnpiaong”
(intoxication)

MaBoAoyia o@eIAduevn oTnVv
OuUCOWPEUaN TOEIKOU
UTTOOTPWHATOG.

Auivoeotrabeleg:
daivuikeTovoupia, MSUD,
dlatapaxEg KUKAoU Tng oupiag,
TUPOGIVAIUIQ KATT.
OpYQavVIKEG 0guoupicg, dlaTapaxEég

TOU PETAROAIOHOU TwV
udartavOpdkwy (MaAakTolaiyia).

MiToxovdplakég diaTapaxEg,
dlatapaxég ogeidwaong Airmrapwv
0géwv.

TuTToU “evepyelakou
eMeipartog” (deficiency)

MaBoAoyia opeINduevn o€ EAAEIYN
TTPOIGVTOG.

[NaBoAoyia o@eIANduevn o€
ouoowpPEUON PETaBOAITWY, Adyw
eAMITTOUG (defective) kataBoAiouoU
TTOAUTTAOKWY HOPIWV 0€ KUTTOPIKA
opyavidia.

AucowaoouIaKkd vooruaTa,
UTTEPOEUCWUIAKA VOCTHaTA.

TUtrou “amroBrikeuong”
(storage)

Mivakag 1. KAivikr) katata&n Twv Evdoyevwov MetafoAikwv Noonudtwy (Trpocapuocuévo atmé Ezgu,
F 2016)M).

2.3 2UOXETIONOG E.M.N. pe TN OKEAETIKNA vyeEia

Avahoya pe Tov TUTTO TOU METARBOAIKOU VOO UATOG, TA KAIVIKA CUUTITWHATO YTTOPEI va
EMPAVIOTOUV €iTE VWPIG, dNAAdR 0T vEOYVIKH TTEPIOdO TOU avBpwTToU, EiTE apyoTEPA
otn didpkeia NG (wng Tou (TTaIdIKA NAIKia, e@npeia R akdpa Kai oTnv evnAikiwon).
2Tn OeUTEPN TTEPITITWON, EVOEXETAI VO TTPOCRBANBOUV Ta TTEPICCOTEPA CUCTHUATA TOU
avOpPWTTIVOU OpPYaVIOHUOU: VEUPOAOYIKO, avOOOAOYIKO, WUIKO, KAPOIOAOYIKO K.d. 2TO
OKEAETIKO OUOTNPA, aoBéveleC OTTWG Tupoaivalyia TUTTou |, opgoKuoTIvoupia, vOoog

Gaucher kai véoog Fabry, amodedeiyyéva em@épouv aAoIwoeig oTa 0oTd. M

2.4 Aidyvwon (Newborn Screening-NBS)

O MpoAnTmikdg ‘EAeyxog Neoyvwv (MEN) —6TTwg atmmodidetar ota EAANVIKG To NBS-
gival TTOAU onuavTikoG yia Tnv €ykaipn didyvwon Twv Evdoyevwv MeTaBoAikwv
Noonudtwyv Kal TNV duecn BePATTEUTIKA TTaPEUBACN TTPOKEINEVOU va TTPOANPOOUV [N
avaoTpEWINeS BAAGBeS, voonpdtnTa akdpa kal o Bdvarog. H tmpwTtn mpootrddeia
epappoyng Tou MEN éyive 1o 1959, yia Tn véoo @aivulkeTovoupia, atrd Tov Robert
Guthrie.

A6 TIC dlaTapaxEG TTOU  O@EiAOVTAl  O€ OUCOWPEEUCN  UTTOOTPWHATWY, N
@aivuAkeTovoupia (PKU), 1ou avrikel oTiC auivogeotrdBeieg kal n aAakTolaipia
givai

(Glatapaxry Tou METABOAICHOU  UdATAVOPAKWYV), amdé Ta TAéOV  OUXVA
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ATTOVTWHEVA PETABOAIKA vooruata kal o NEN Ttrpaypartotroigital diebvudg yI' auTd.
2tnv EANGOa 10 EBVIKG TMpdypappa MpoAntrmikou EAE€yxou Neoyvwv (EMTEN),
TepIANapBavel Tn dlEpeUvNOn TECOAPWY VOO UATWV.

e  daivulketovoupia (1973)

e [alakTolaiyia (2° e€dunvo 2006)

e YTT0BupeoeIdIouog (1979)

e 'EMeyn evfupou G6PD (1979)

Kal dievepyeital oto IvoTitouto Yyeiag tou lMNaidiou, oto Noookopeio MNaidwv «H Ayia
200ia». Méow Tou veoyvikoU screening, 0 EVIOTTIIONOG KATTOIOU UTTOTITOU VEOYVOU YIO

@aIvUAKeTOvVoupia A yaAdakTolaipia yivetal Eykaipa, Tnv 71 €éwg 10" nuépa Cwng.



3. ®aivuAketovoupia (OMIM 261600)
3.1 MetaBoAioudg 1ng ParvuAaAavivng

H vboog @aivuAkeTovoupia €ivalr n 1o yvwoTh €vdoyevrig dlarapaxr Tou
peTaBoAiopoU (1:10.000 veoyva os Eupwrn kai Apepikn)i2: 3l kal KAnpovoueital Ye Tov
UTTOAEITTOPEVO AUTOOWWIKG TPOTTO. [pokaAeiTal Adyw TNG aveTtdpkelag i EAAEIYNG Tou
NTTaTikou evCupou, udpoguAdon Tng @aivuAaiavivng (PAH), TTou gival ammapaitnTo yia
TV METATPOTTA TNG @aivuhaAavivng oe Tupoaivn (Alaypappa 2). ATToTéAeoPa TNG
TTOPATTAVW QVETTAPKEIOG €ival N augnon TG CUYKEVIPWONG TNG @aivuAaAavivng oTo
aiya  kar o€  OIAPOPOUG I0TOUG, OCUMPTTEPINAUBAVOUEVOU KOl TOU  €YKEPAAOU,
TTPOKAAWVTAG QTTOPUEAIVIOOEIG PE OUVETTEID TTPOOOEUTIKA OORAPEG VEUPOAOYIKEG
dlatapaxég, OTwG OTracuoi, atagia, OiavonTiky kabuoTépnon Kal TTPORARUATA
oupTTEPIPOPAc.* 8 To e0pog Kal n coBapdTNTA TWV PAIVOTUTIWY TNG VOOOU £€apTATAN
atmo Tov BaBud TNG aveTrdpkelag Tou eviupou PAH, aAAd kal Tou ouvev{UPou Tng,
TeETPaUdpOPIoTITEPIVN (BH4) 1TOU puBuidouv Tnv ammodounon g @aivulaAavivng.
Eidikétepa yia TNV TETpaUdpoPloTtTepivn, dlaTapaxéc oTtn PioouvBeon 1 TNV
ETTAVOKUKAWOT], TNG odnyouv €TTioNG OTIC TTEPICCOTEPESG TTEPITITWOEIC O€ aAUENON
@aivuhaAavivng kar dlatapaxég oTtnv  Tmapaywyn Twv  veupodiaifacTwy. Ol
dlaTAPAXEG AUTEG (ATUTTEG MOPQPES PAIVUAKETOVOUPIAG) €ival TTOAU TTIO OTTAVIEG ATTO
TNV KAQOIK popery PKU kal oTnv TTAsloyn@ia Toug avixveuovTal oTa TTAQioIa Tou
MEN.2]

To yovidio TOU ¢€ival umelBuvo vyia Tn  Aeitoupyia TG udpofuAdong Tng
@aivuhaAavivng (PAH), €dpaletal o1o Xpwudowpa 12. '‘Ewg oAuepa €xouv Ppedei

mrepiTrou 800 peTaAAdgels. (www.pahdb.mcqill.ca).

3.2 loTopikd-Aldyvwon

H ®aivulketovoupia (PKU) avagépBnke Tpwtn @opd 10 1934 amd Tov NopPnyod
viatpd Acgumropv ®éAIvyk.18l Apyotepa, To 1951, o Woolf & Vulliamy (1951) rtav ol
TTPWTOI TTOU avaKAAUWaV TTwG Ta ETTITTESA TN QAIVUAQAQVIVNG UTTOPOUV VA PEIWBOUY,
av diakoTrei KaBoAikd n diarpo@ikn TpdoAnyn tTe.l! Mepaitépw peAéteg £dsiCav oI
veoyévvnta he uwnAd Kivduvo eu@dviong Tng vooou, av akoAouBouoav £yKaipa Tn
OUYKeKpPIPEVN SiaiTa, atré@euyav TNV ep@dvion diavonTikig kabuotépnong.

‘ETOl n avixveuon Tng vOOOU @AIVUAKETOVOUPIAG eviaxOnke oOTa TTpoypAaupaTa

veoyVvikoU eAéyxou (Newborn screening) Twv H.IN.A ota péoa tng dekaetiag To 1960


http://www.pahdb.mcgill.ca/

Kal apyotepa, apxéc Tng oekactiag tou 1970, &ekivnoe oTadiakd o€ OAeC TIG

QVATITUYMEVEG XWPEG.[9 10

O 1TpoodIopPIoPOG TwV ETITTEdWYV QaIvUAaAavivng oTa veoyEvvnta, péow Tou M.E.N.,

yivetal o€ amo¢npauéveg oTayoveg aigatog, Tou AapBdvovial oe  €10IKO

ammoppo@nTikG xapTti (Guthrie card)™ kai n epyaoctnpiakn péBOdOC PTTOPE va gival

TTOOOTIKI) QWTOUETPIKA, avooo@BOoPICUOU | QACUATOPWTONETPIO padag (Tandem-

Ms). Ta Bemkd atroteAéopara amrd 1O veoyvikO screening (NBS) Trpémrel va

emBeBaiwBoUV amapaITATwg pe:it2

1) T1000TIKG TTPOCBIOPICHO TWV AUIVOEEWV QiATOG

2) TO0O0TIKO TTPOCdIOPIONO TOU OUVEVCUUOU TnG PEOOUKTACNG OE  ATTOLNPONEVES
OTayOVEG QiaTog

3) @option TETPaUdPORIoTTTEPIVNG (BH4), yia diagpopikry didyvwon Tng vooou (ATuTn-
KAQOOIKA Jop®n)

4) Kal TEANOG YOVIBIOKO EAEYXO

GTP

®AINYAANANINH TYPOZINH
1
TYPOZINH — 1 }—>» L-DOPA ————_» HVA
4
TPynTodaNH ——— ——> 9-OHTryp ————» 5-HIAA
L] Serotonin

Aldypappa 2. ZnpatodoTikd JOVOTIATI JETATPOTTAG TNG @aivulaAavivng ae Tupoaivn.1.udpofuiacn Tng
@aivuhadavivng,2.20vBeon TeTpaudpofiomtepivng(BH4),3.avakikAwaon BH4,4.udpoguldon Tupoaivng
Kal Tputrto@avng. HVA:opoBaviAAIké ofU,5-HIAA:5-udpdEu-IvOoAoEIkd ou.

3.3 Alatapaxég Tou evUpou udpoguldong TnG aivulaAdavivng (PAH)
To kKAAOOIKO OXAMO KaTnyoplotroinong vyia TiIC Popeés Tou PKU Baciletar ota
emmimeda @aivuhaAavivng Tpiv. TNV €évapén Tng Beparreiag, OTTWS ATTOTUTTWVETAI

TTapakaTw:1el



3.3.1 Avetmdpkela TeTpaudpopiotrepivng (BH4-Deficiency):
Quoiohoyikad €wg augnuéva emmieda  @aivulahavivng (2-35mg/dl). H Beparreia

eCaptdral atrd Tov TUTTO.

3.3.2 PAH avemdpkela pe Evoeign BepaTtreiag
e Classical PKU >20 mg/dI
e Mild PKU: 10-15mg/dl
e Moderate PKU:15-20 mg/dl
e Mild HPA-gray zone: 6-10mg/dl
PAH avetrdpkeia xwpic évoeitn BepaTreiag:
e Mild HPA (utrepgaivulaAavivaiuia): 2-6mg/dl
MNa KGBe KEVTPO TTapakoAouBbnong (screening) OUWGS —TTOANEC QPOPEC AKOPA Kal OThV
idla xwpa- evOEXETAl va AKOAOUBEITAI dIAQOPOTTOINUEVN TTONITIK) WG TTPOG TIG TIMEG
évapéng Tng Oepatreiog kal TR OIAPKEIA AUTAG avAAoya ME TA  OTATIOTIKA-

€MONUIOAOYIKA CTOIXEIO TTOU TTPOKUTITOUV VIO TOV QVTIOTOIXO TTANOUGCUO.

3.4 AmioAoyia-lNaBoguaoioAoyia

To évfupo NG udpoguldong TnG @aivulaAavivng (PAH) trapdyetal oto ATTAP Kal N
OpacTIKOTNTA Tou eAfyxeTal atrd Ta eTTiTreda @aivuAahavivng oto aipa. Otav T1a
ETTTEdA AUTA AUEAVOVTQI, EVEPYOTTOIEITAI N YEVETIKA METAYPOPry TOU €VCUPOU  UE
ATTOTEAEOUA TNV EAATTWON TG CUYKEVTPWONG TNG @alvUAaAavivng.

2TOUG a0Beveic e QaivulkeTovoupia, n TTARPNG 1 MEPIKN EAAEIYn Tou evCUPOU TNG
udpouAdong (PAH), odnyei oe aufnuéva emitreda @aivuAaAavivng oTo aiya Kal oTov
EYKEQOAO, MEOW TNG OITIoNG-TTIPOCANWNG QUOIKWY TTPWTEIVWV i OE TTEPITITWON
KataBoAlopoU Twv TTpwTeivwv (vnoTeia).l?!

[EVIKWG TTAVIWG O PNXAVIOPOG HECW TOU OTToiou dlEvePyoUuvTal Ol TTAPATTAVW

Oladikaaieg, dev gival TTARPWS yvwoToG(Aldypappa 2).

3.5 KAwvikn €ikéva

H vooog gaivulkeTovoupia TTpoKaAei coBapéc OOMIKEG Kal AEITOUPYIKEG DIATAPAXES
TOU eyKEPAAOU, OTTWG yIa TTAPAdEIYUA OTTACOPOUG, ooBapr) dlavonTiKA Kal KIVATIKN
KabuoTépnon, TTPORAAMATA CUMPTTEPIPOPAS Kal GAAa. H coBapdTtnta TwV KAIVIKWY
ekdnAwoewv e€apTdral amd Tov BaBud averrdpkeiag Tou eviuuou udpofuAdon Tng
@aivulaAavivng (PAH) (Mivakag 2).12]



TYNOZ PKU KNNIKH EIKONA OEPAMNEIA
(Traudik nAikia/evnAikiwon)

2TTA0Oi, HIKPOKEPAAIQ, OTTACTIKOTNTA,
dlavonTikh kaBuoTépnaon, aduvayia
OUYKEVTPWONG, dUCAPEDTN OGN oUpwWV
(mousy odor).

KAagikn (classic): PHE
>20mg/dl ($.T.: 0.4-1.7 oTn
VEOQYVIKI| TTEPI0OO0)

E¢’ 6pou Cwng.

1810 €Ikdva Pe Tov TUTTO 1, €Av Ogv UTTAPEE!

— TouAdxioTov Ewg TNV

Aidueon (intermediate): PHE , , . evnAikiwaon.
HmoTepn dIaTpo@IKn aTTaydpeucn , y .
10-20mg/dl . . Ta kopitola ¢’ 6pou
TTPOCANWNGS QalvuAaAavivng yia TRV Cwhic

eTTiTeugn peTaBoAikoU eAéyxou.

Mn PKU-HPA/mild HPA: TouhaxioTov éwg Ty

(Non PKU-HPA/m-HPA) p . @ op
qwng.
BH4: PHE 2-35mg/d| E€aprdral amd Tov T0TIO. E€aptdtai armé Tov T0TTO.

Mivakag 2. KAvIKr eikéva NG PaivulkeTovoupiag Kal BEPATTEUTIKA AVTIMETWTTION avAaAoya e Tov TUTTO
™G véoou, Omwg e@apuoletar oto ENMMEN. AvaktBnke kai TpoTromroi®nke amod: Pediatric
Endocrinology and Inborn Errors of Metabolism, Phenylketonuria; Chapter 13, p:163-168, P. Burgard,
Xiaoping Luo, G.F. Hoffman.

3.6 OePATTEUTIKN AVTIMETWTTION

MapoAo 1Tou uttdpyouv dlagwvieg atn dIEBVR ETTIOTNUOVIKI KOIVOTNTA OXETIKA PE TA
emmimeda @aivulaAavivng yia tnv évapén tng Bepatreiag otoug acBeveic (Hvwuévo
BaoiAeio 6,6mg/dl, H.N.A 5,9-6,6mg/dl, TaAAia-I'eppavia 9,9mg/dl), uttdpxel
OMOQWVIO OXETIKA HE TOV XPOVO €vapgng Kal autog Oev TIPETTEI VA UTTEPRAIVEL TIG
TE00€EPIG (4) EBOOGdEC (WNG TOU veoyévvnTou.

H Beparreutikry TTpooéyyion NG @aivulketovoupiagit® 181 mrepidapBdver Tn peiwon
TTPOCANWNS OAWV TWV TIPWTEIVOUXWY TPOPWV a@oU Ol TIPWTEIVEG TTEPIEXOUV
@aivuhaAavivn. Q¢ avTikataoTaon TTPOTEIVETAI MIA CUVBOETIK «@dppoula» (Amino
Acid-Medical Food/AA-MF), TTou Trepiéxel OAa Ta apIvogéa eKTOC TNG aivuAaAavivng
Kal €ival EUTTAOUTIONEVN O€ BITAPIVES KOl IXVOOTOIXEIQ. TNV TTEPITITWON TNG KAACTIKAG
QaIvuAKeTovoupiag, n diaita Ba TTPETTel va e@apudleTal o€ OAn TN dIdpPKeEIa TG (WNAG.
O1 avaykeg Tou opyaviopou o€ @aivuAaAavivn Kal n avoxry Tou OTO OUYKEKPIUEVO
apivo&u, aAAalouv avaAloya Pe TN CWHPATIKA avatrTugn Kai Tnv nAikia. ETropévwg, ivai
aTrapaiTnTN N ouxvl TTapakoAoubnon Twv emTTEOWV TNG OTOUG acBeveic auToug,
TTPOKEIJEVOU va dIOTTIOTWOEI N oWOTH 1 YN CUPPOPPWON Toug e Tn diaita. Ol
MEYIOTEG ETTITPETTOUEVEG TIMEG OUYKEVTPWONG QaivulaAavivng oTo aipa avd nAikia, yia

OAOUG TOUG TUTTOUG QAIVUAKETOVOUPIAG, OTTOTUTTWVOVTAlI OTOV TTOPAKATW TTivakd
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(Mivakag 3). H kAvikr, dIaTpo@IKA Kal BIOXNKIKN TTapakoAoubnon Twv acBevwy givai

arrapaiTnTn, avecapTnTa atro Tn Bepartreia.

HAikia (€Tn) Phe (ouykévrpwon o€ mgr/dl)
0-3 3,0
3-5 5,0
6-12 7,0
13-18 <10
>18 <10

Mivakag 3. MéyioTeg TINEG GUYKEVTPWONG @alvUAaAavivng aTo aipa avda nAikia, yia 6Aoug Toug TUTTOUG
PAIVUAKETOVOUPIAg, CUUPWVA PE TO TTIPWTOKOAAO TTapakoAouBnong Tou EMMEN.

Etiong, cival 101aiTepa  onuavTikGO va ava@epBei  PIo CUYKEKPIPEVN  KaTnyopia
YUVAIKWVY TTOU TTAoXouv atrd Tn vOoo Kal TTpoTiBevral va Bpebouv o€ KatdoTaon
EyYKUpoouvng, yvwoTh wg maternal PKU (MPKU). Z& auTA Tnv TTEQITITLWON Ba TTPETTE
va TnpouvTal Ta Opla @aivUAaAavivng oTo aipa TG PNTEPAG auoTnpd ot XAaunAd
etrireda: peragu 2,0-4,0 mg/dl kar apkeTd Xpovikd dIdoTnua TIpIv TN CUAANYN. Z€
OIOQOPETIKA TTEQITITWON, OTTOIAdNTIOTE QUENON TWV ETITTEOWV EUTTEPIEXEI UYWNAO

Kivduvo yia 1o £uBpuo 18]

(Mivakag 4).

Zuyyeveig avwpalieg MPKU
AlavonTiki KaBuoTépnon 92,00%
MikpokepaAia 73,00%
KaBuoTépnon evoounTpia avaTrTuéng 40,00%
2uyyeveic KapdIoKEG AVWUAAIEG 12,00%

Nivakag 4. Zuyyeveig avwpahieg otn untpik PKU (MPKU) (MnynA:Lenke & Levy (1980)171).

3.7 ®aivulkeTovoupia Kal OOTIKN UyEia

2TOUG aoBeveic Pe @aIVUAKETOvVoupia Kal 1ID1aiTepa oTa TTAIdIA, UTTAPXOUV EIBIKEG
TTOPAPETPOI OTIC OTToieC TIPETTEI va O0Bei n atrapaitnTn TTPOCOXN Kal IATPIKA
TTapakoAouBnon. ‘Eva atrd autd €ivail n eKTipnon TNG UyEiag Twv 0CTWV.

Ta okeAeTIKA TTPOBAAMATA gival Yia ETTITTAOKA TG QAIVUAKETOVOUPIAG, XWPIG va gival
IDI0ITEPA KATAVONTA KAl EPUNVEUCIKN OTTO TOUG EPEUVNTEG TOU OUYKEKPIPEVOU TTEDIOU.
AIGQOopPEG OXETIKEG HEAETEC AVAPEPOUV:

1) XapnA&g TIMEG OOTIKNG TTUKVOTNTAG OE AOBEVEIC UE QAIVUAKETOVOUPIA OE OXEON ME UYIN

TTANBUC O iBI0G NAIKIAG, YEYOVOGS TTOU EVOEXOUEVWG QUEAVEI TOV KiVOUVO €P@AVIONG
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KaTdyuaTog ato PéAAov. 118 19

2) YWnAGTEPO TTOOOOTO EPPAVIONG KATAYUATOG O a0BEeVEIC, 1IdIaiTepa PETA Ta 8 Xpovia
(wng, o€ oUYKPION ME OPAda eAéyxou. TO OUYKEKPIUEVO ATTOTEAEOUA TTIBAVWG VO
OUVOEETAI KAl ME UWNAEG TINEG paivuAaAavivng, AOyw un KOAAG CUPPOPQWONG OTn
BepaTTeia OTIC CUYKEKPIPEVES NAIKiEC. 20

3) Mn emiteugn Kopuaiag ooTIKNG PAdas (KOM) xwpig va SIEUKPIVICETal OPWG av gival
amoTéAeoua TG idlag TG vooou fy/kal TG diaimnTikng Bgparreiag. 2!

4) Epo@dvion ooTteotreviag  f/kal  00TEOTIOPWONG O€  €VNANKEG 0oBeveic  pe
@aivulkeTovoupial?t 22 yeyovdg Trou uTTopei va o@eiletal: aTnv EAAEIWPN QUOIKAG
pwreivng, BIrapivng D ry/kar GAAwV 1xvooToixeiwvi? Adyw tng dia Biou amrayopeucng
AMWNG QUOIKWYV TTPWTEIVWV PJECW TNG DIATPOPNG I VA gival Eva ATTOTEAECUA KATTOIOG
dlarapaxns TG OOTIKAG QVOKATAOKEUNG TTOU VA OUVOEETAl QUECT ME TNV idIa TN
voool24

H ooTeotrevia/ooTeomOpwon xapaktnpifovial amd HEIWPEVN O0TIKA pada Kol avroxn,

YEYOVOG TTOU PTTOPEI VA augAael ToV KivOUVO EUQAvVIoNG KaTayuaTog. O1 TIUEG TNG OOTIKAG

TTukvoTNTaG (BMD) KaBopilovral atrd tnv ettiteuén NG KOM kai 1o pé€yebog TG O0TIKNAG

aTTWAEIOG TTPoioUoNG TNG NAIKIaG Tou avBpwtrou. ATTO TNV GAAN TTAEUpd, N OCTIKN

TTOIOTNTA OXETICETAI PE TN JAKPO KAl JIKPOOPXITEKTOVIKY] TV 00TWYV, TO PEYEBOS TOUG, TOV

PUBUOG OOTIKNG EVOANAYAG, TN QUOIOAOYIKN ETTIMETAAAWGT TOUG KAl TIG UIKPOKATATTOVAOEIG

TTou Séxovral.?®l H raBoguaioAoyia TNG 00TEOTTEVIAG/OOTEOTIOPWAONG XAPAKTNPIZETAI ATTO

TOUG TTOPOKATW TTapdyovTeg. 2!

1) eAatTwpévn ooTIKN Pada: 80%Twv TTEPITITWOEWV £XOUV YEVETIKY TTPOdIABEDT), EVW TO
uttéhoiro 20% o@eileTal o€ e§wyeveic TTapayovTeg (TITwyxr TTPOoANWn aocPeoTiou,
KaBIoTIKA {wn K.a.).

2) amoouleugn TNG OOTIKNG AVOKOTOOKEUNG: dNAAdH N OO0TIKA ATTWAEIQ va UTTEPEXEI TNG
OOTIKNG TTAPAYWYNG, ME ATTOTEAEOUO TNV aAAoiwon TNG MIKPOAPXITEKTOVIKIG TOU
0oTOU.

ZUh@wva pe Tov MNaykoéouio Opyaviopd Yyeiag (WHO), n BMD ekmiyaral ye faon 1o

T-score, dnAadn TIC oTaBepéC atrokAioelg/SD atrd TIG oTroieg diapépel n BMD Tou

e€eTafOuevou aoBevoug atro Tn BMD uyiwyv veapwy atOPwyY avag@opdag.

H péBodog DXA Bewpeital n péBOdOG e€KAOYAG yia Tn METPNON TNG OOTIKAG

TTUKVOTNTAG, €XOVTAG TNV HEYOAUTEPN OIABECIPOTATA TTAYKOOMIWG OaAA& Kai TIG

EKTEVEOTEPEC ETTIONUIOAOYIKEC KAl KAIVIKEC HEAETECT.

1Ta 6pia Tou T-score yia AvOPES Kal PETEUUNVOTIOUCIOKEG yuvaikeg >50 eTwv eivar: TIHéG <-2.5 utrodeIkvUouv
00TEOTTOPWON Kal TIPEG -2.5<T-score<-1.0 utrodeIKvUOUV OCTEOTTEVIA.
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2€ TTPOEUMUNVOTTAUCIOKEG YUVAIKEG Kal AvOpeG NAIKIOG HIKPOTEPNS Twv 50 €TWv N
KaraTagn yivetalr Baon Tou Z-score TTOU XPNOIMOTIOIEITAI YO TOV KABOopPIoPd TG
NAIKIOEGAPTWHEVNG OTABEPNG atmOKAIoNg (SD) TnNg ooTIKNAG TTUkvoTnTag (BMD) piag
OUYKEKPIPEVNG TTEPIOXNAG TOU OKEAETOU ATTO TOV PECO OPO TNG TIMAG TNG OOTIKAG
TTUKVOTNTAG ATOPWY TOU idlou @UAOU Kal NAIKIag To QTTOTEAECHO TWV HETPHOEWV
BewpeiTal «PEoa OTO AVAPEVOUEVO YIa TNV NAIKIO» av O €EETACOUEVOG EXEI TINEG Z-
score PEYOAUTEPEG TOU -2 KAl «KATWTEPO TOU QVAPEVOUEVOU Yia TNV NAIKia» av EXEl
TIMEG Z-Score PIKPOTEPEG TOU -2.

210 TTaIdId  XPNOIKOTTOIEITAl  ATTOKAEIOTIKA TTaIdIaTPIKO 1 BPePIKO  TTPOYpPaUua
(avaAOywes TNG NAIKIAG) Kal n KataTtagn yiveral Baon Tou Z-score. To atroTéAEOua TWV
METPNOEWYV BewpEiTal « JECA OTO AVAUEVOUEVO YIa TNV NAIKia» av To TTaidi £xel TINA Z-
score PeYAAUTEPN TOU -2 KOl «KATWTEPO TOU AVAPEVOPEVOU YIa TNV NAIKIa» av €XEl
TIUA  Z-score  MIKPOTEPN Tou -2  Kal  Ogv  XpnoidoTrolouvTal ol Opol
«OOTEOTTOPWON/OCTEOTTEVIOY.

MapdAa autd 10 BACIKO EPUWTNUA TTOU TTAPAMEVEI €ival, AV N OKEAETIKA EuBpauoTOTNTA
TTOU eP@avieTal o€ aoBeveic JE QaIVUAKETOVOUpPIa OXETICETAI UE TOV YOVOTUTTO TNG
vooou N gival atmoTéAeopa TNG BepaTtreiag. H TpdANWN Twv VEUPOAOYIKWY diaTapaxwV
(S1avonTikr) KaBuoTEPNON) Kal GAAWV TUTTIKWY, YIa TNV a0BEvEIQ, ETTITTAOKWY PECW
NG atrayopeucng TPOANWNS QUOIKNAG TTPWTEIVNG, PTTOpEl va odnyrnoel o€ AGAAEG
EMTAOKEGC  Kal  eAdTTwon ¢ TmoiétnTag  C(wnAg  (quality of  life-QOL),
oupTrepIAauBavouévng Kai TNG EPAvIONGS KATTOIAG OOTIKNG ETTITTAOKNAG.

2' auto TO onueio agicel va yivel ava@opd o dUO0 PeAETEG: H TTpwTn avagépel 0TI o€
KATTOIOUG  00BeveEiC  HPE  QAIVUAKETOVOUPIQ, EVTOTTIOTNKE aAu&nuévog  apliBuoOg
TTPOOPOUWY OCTEOKAAOTWY, PE QATTOTEAEOUA TNV aUENOn TNG OCTIKAG ATTOPPOPNONG
Kal TNG MOavotnTag €uPAviong ooTiKAG diatapaxngi?®l kai n dedtepn sival pia
TTEIPAMATIKA EPYOCia O€ TTOVTIKIA, OTTOU Ol EPEUVNTEG TTPOCTTIABNCAV va aTTavTHooUV
OTO KPIOIJO EPWTNUA, AV N OKEAETIKI EUBPAUOTOTNTA TTOU EPPAVICETAI OTOUG AOBEVEIG
ME @AIVUAKETOVOUPIQ, E€ival OTTOTEAECPA TOU YOVOTUTTOU TnG VvOoou 1 NG
epapuolopevns Bepatreiog 4 kal Twv OUO0, dlgpeuvwvtag Tnv emidpacn Twv

TTAPATIAVW OTNV £UBIOUNXAVIKH TOU 00TOU.[27]

3.8 TlMapdyovteg Kivouvou eugpavions XaunAng OoTikA¢ MNMukvoTnTag o€
aoBeveic pe PKU

MapdayovTeg KIVOUVOU eU@AvIonS XapnAng ooTIKAG TTUKVOTNTAC O aoBeveic pe PKU

atroTeAOUV:
13



1)

2)

3)

4)

5)

6)

H Atmrayépeuon mpdoANWNS QUOIKAG TTPWTEIVNG, N OTToia EUVOEI TNV €KKPION TOU
IvOOUAIvoeIdr) augntikou Trapdayovta (IGF-1), pe amotréAeopa Tnv augnon Tng
00TEOBAACTIKAG dPACTNPIOTNTAG KAI ETTOPEVWG KAI TNG OOTIKAG MAZAG, aAAd kal TNG
aTroppdPNoNg BACIKWY BPETITIKWY OUCIWY, IBIaiTEPa TNV TTAIBIKA NAIKia. 28]

Mn cupuopewaon otn Bepatreia e aTroTEAEOUA Ta UPNAG eTTiTTeda gaivulaAavivng
oTo aipa.=

"EMeipn @uoikig dpaoTtnpidtnrag. i€l

‘EAeIpn Twv TToAUaKOPeOTWY AITTapwyV o&éwv pakpds aAuoou (LCPUFA), TTou ev
Ouvapel euttAékovtal 0T OlI0dIKACIA TOU OOCTIKOU OXNMOTIOPOU KAl TNG OOTIKAG
QVOKOTOOKEUNG. 127!

[EVETIKOI TTAPAYOVTEG TIOU OXETICOVTAI GUECO ME TN VOOO KAl EVOEXOMEVWG Va
EMTTAEKOVTAI OTNV €UPAVION OCTIKNAG dlaTAPAXG OTOUG OUYKEKPIPMEVOUG QODBEVEIG,
TIPOKAAWVTAG KATToIa dlatapayr] oTn diadikaaia TN 0CTIKNAG avVOKATAGKEUNG. 10
Meiwpévn BIoouvBeon Twv TTPWTEIVWV TNG BEPENIAG ouaiag, AOyw EANEIYNS OPIVOEEWV
ATTAPAITNTWY YIa TN oUVOEON Tou KOAayovou (Auaivn, YAuKivn, TTPOAIVN). 2€ auTr) TNV
TTEPITITWON EVOEXETAI VA TPOTTOTTOIEITAI N ONUIOUPYIA TWV BIGCTAUPOUNEVWY OECUWV
TOU KOAAQYOVOU, JE QTTOTEAECUA TN MEIWMEVN EAACTIKA AEITOUpYIKOTNTA TNG BePEAIOG

ouaiag.B

Etriong, n ouykekpipévn dlaTpo@r] TToU €ival UWPNAR OE TTEPIEKTIKOTNTA CUVOETIKWV

AMIVOEEWYV, EVOEXETAI VO TTPOKAAETEL:

e MeTaBoAikn ogéwan).l22

e Autnuévn OOTIKA ammoppoOPnon Kal auénuévn VEPPIKA OTTEKKPION aoBeaTiou
(uttepaocBeoTioupia), AOyw UWNANRG ouykéEvipwong 16viwv udpoyovou (HY) pe
ammoTéAECPa TNV aU¢non TnG OOTIKAG atroppdPnong Kal TN XAunAfj OOTIKN
TrukvéTnTa. e

e Avemmapkela VeQPIKAG Asimoupyiag, eAdTTwong Tou GFR (puBuog oTTeEipauaTikig
oInénong), Adyw TPAOCANYWNSG UWNAWV TIOCOTATWV TEXVNTAG Trpwrteivng. H
MEIWMEVN VEPPIKN AsIToupyia gival yvwaTo OTI TTpoKaAei EAGTTWoN oTn oUVOeon TNG
1,25 Vit-D oToug veppoug, Heiwaon eviePIKNG atroppo@nong Ca, auénon ooTIKAG
omroppdPnoNG e aTroTéAeapa TN Yeiwon Tng BMD. 34

H aug¢non twv 16viwv H* Kal n €KTTTwon TG VEQPPIKNAG AEITOUpYiag €xouv TTOIKIAA

apVNTIKA atroTeAéopaTa yia TNV okeAeTIKA uyeia.3* 351 Karaotdoeig ogeiag i xpoviag

ogEwang dnuioupyolv auénan Tou pubuoU OO0TIKAG EvaAAQYAC, TTPOG TNV TTAEUPd TNG

OOTIKAG ammoppd®nong Kal augnuévn acBeoTioupia. ETTiong kal 0 PETABOAICHOG TNG

Birauivng D ptropei va etnpeacTei av 1o PH gival xapnAod.
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4. 'aAakTolaiyia

4.1 MeTtaBoAIoPOG TNG YOAAKTOLNG

H AakT1oln €ival €vag d10aKXapiTNG TToU aTToTEAEITAl aTTO YAUKOLN Kal YOAQKTOLN.

Kupia Ttnyn meOcANWNS TG E€ivalr n dIatpo@ry Kal Kupiwg To YyAAa Kal T

YOAQKTOKOMIKG  TTpOIGvTa.  2TOoV  AvBpwTto N TTPocAauBavouevn  yoAakToln

petatpéteral o GLUC-1-P péow TG evepyoTtroinang TpIwvV evZuuwv:Bel

1) 1Nn¢ yoAakTokivaong (GALK-galactokinase)

2) TngyahakTdlng-1-oupidultpavopepdong(GALT-galactose-1-
phosphateuridyltransferase kai

3) 1n¢ empepdong (GALE-galactose 4’epimerase)

4.2 Alatapax€cg Tou getaBoAiopou TnG MaAakTtdlng

MoAakTolaipia €ival diatapaxf METABOAICUOU TNG YOAOKTOLNG, N OTToia TAgIVOUEITal
TepaITépw o€ TPeEIG (3) TUTTOUG, PAcel Tou pnxaviopou eugdvions. Koivo
XOPAKTNPIOTIKO OAWV TWV HOPPWYV TNG vOOoOou gival Ta augnuéva emmimeda yaAakTolNng
o710 qipa, Adyw KAtrolag METOBOANG OTO PIOXNUIKO HOVOTTATI HETATPOTING TNG

yaAakTtoldng og yAukoln (Leloir pathway) (Aldypappa 3).36]

s NAKTOZH
rAI\AKTITOI\H"——\. .,——-’Galﬂclon.‘ne
R iierne E E METABOAIKO MONOMATI ®Q3®OMNENTOZON
FANAKTOZH TAYKOZH
_L 1
GALK 6-OO3MOPIKH TAYKOZH
& = & “
1-Qwaodpopikn Mehakroln 1-OQIM®OPIKH TAYKOZH
UDP-TAYKOZH }
GALT 3
N1 DOSDOPIKH TA
UDP-TANAKTOZH < — UDP-TAYKOZH
GF =

Aidypappa 3. ZnuatodoTikd povotrdT Leloir: GALK=yaAakTokivaon (OMIM230200), GALE=emipepdon
(OMIM230350), GALT=oupiduAtpaveepdaan (OMIM230400).
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Ortav kdtrolo atd Ta mapatmdvw v uua —Ta OTToia OUVOETOUV TO BIOXNMIKO HJOVOTTATI

Leloir-, Bpioketal o avemmapkela rp EAAeIwn, Adyw kdtroiag heTAAAa&Ng oTo yovidio

TTOU Ta KWOIKOTTOIEN, p@avifovTal Ol €EAG MOPPES TNG VOOOU:

1)

2)

3)

FaAhakTolaipia Adyw €ANeiwng yoAakTokivdong (GALK): n yaAaktokivaon e€ival 1o
UTTEUBUVO €VCUNO VIO TN QWOPOPUAIWGCN TNG YOAOKTONG. € TTEPITITWON QVETTAPKEIAG
N EAEIYNG auToU TOU €VCUPOU TTPOKAAEITAI CUCCWPEUOT) YOAAKTOCNG KAl YOAQKTITOANG
(Aldypapua 4).136

MaAhakToloupia Adyw EANelwng oupiduATpavpepdong (GALT): 11 aANIwG KAAOOIKN
yaAaktolaipia. Eivalr kai n mo cofapr] pop@r) TnG voocou. To éviupo GALT cival
uTTEUBUVO Yyia Tnv petatpoty NG GAL-1-P o€ UDP-GAL kai autrig o€ GLUC-1-P. ¢
TIEPITITWON  EMNEIYNG 1 AVETTAPKEIG TNG  OUPIOUA-TPAVOPEPAONG  dNUIOUPYEITal
OUOOWPEUOT YOAAKTONG, YOAOKTITOANG, GAL-1-P kal peiwveral n mrapaywyr; UDP-
GAL (AiGgypappa 5).138]

FaAakTodaipia Aoyw ENewng g UDP-emuepdong (GALE). Otav 10 OUYKEKPIUEVO
éviupo PBpioketal og EAeIYn 1 aveTtdpkeld, TOTE dnuIoupyeital cucowpeuon UDP-
GAL,GAL-1-P kai yaAaktolng (Trapopola €ikOva Pe TNV KAQOOIKR pJop®n), n otroia
METATPETTETAI KATA TO AUIOU O€ YAUKOLN, €TMITPETTOVIOG VA CUVEXIOTEI O KUKAOG

(A1dypapupa 6) B39,

AAKTOZH
FAMKTIT[}AH*-———-E ;———+ Galactonate
e : METABOAIKO MONOMATI (DQZ(MONENTOZON
| | ]
FANAKTOZH TAYKOZH
. B
GAI % B-IDIIE{DDPIKH TAYKOZH
1-Pwodopkn Mehakroln 1- {DﬂE{DDPIKH TAYKOZH
UDP-TAYKOZH
GALT
S DOIDOPIKH A
UDP-TANAKTOZH - UDP-TAYKOZH

Aildypappa 4. ZnuatodoTikd povoTrdr Leloir,averrdpkeia 1 €AAelpn Tou evluuou GALK kai Ta
ATTOTEAEOUATA AUTWV.
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AAKTOZH
I’AI\AKTITOI\H"‘——'\. r—-—-’ Galactonate
it i E METABOAIKO MONOMATI ®Q3DONENTOZON
FAAAKTOZH TAYKOZH
41
GALK 6—®QZ(DOPIKH FAYKOZH
1-Qwodopikn Mrehakroln l-G)Qi(DOPIKH TAYKOZH
: UDP-TAYKOZH
GALT
-OO3MOPIKH A
UDP-TAAAKTOZH < - UDP-TAYKOZH

Aildypappa 5. ZnuatodoTiké povotrdr Leloir,avemrapkeia 1 éAAeipn Ttou eviUuou GALT kai Ta
amoteAéopaTta autwyv. H ocuoowpeuon tTng GAL-1-P kai n peiwpévn oluvBeon tng UDP GAL,

TTpokaAoUv Bacikd Tnv TOgIKOTNTA TNG aoBEvEIag.

AAKTOZH
I'AI\AKTITOI\H"——\. .'——-) Galactonate
e E E METABOAIKO MONONATI ®Q3®ONENTOZON
FANAKTOZH TAYKOZH
S B
GALK G-QQZ(DOPIKH TAYKOZH
1-Qwodopikn Mredakroln 1-(DQI¢DOPIKH TAYKOZH
s UDP-FAYKOZH
N1 POIDOPIKH A
UDP-TANAKTOZH 4 > - UDP-TAYKOZH

Aildypappa 6. ZnuatodoTikd povotrdr Leloir,averrdpkeia | €AAelpn Tou eviuuou GALE kai Tta

£TTAKOAOUBA AUTWV.

Ta kUpia évfupa Tou povotratioU Leloir, BpiokovTal o€ TTOAAOUG 10TOUG Kal TUTTOUG

KUTTAPWYV, CUPTTEPIAANBAvVOUEVWY Kal TwV pUBpoKUTTApWY, N TTapaywyrn 6 UDP-

galactose kai UDP-glucose €ival amrapaitntn yia tnv BioouvOeon YAUKOANITTIOIwWY Kal

YAUKOTTPWTEIVWV. ‘Exouv TTEPIYPa@Ei £TTIONG TPIA AKOPA CUUTTANPWUATIKA JOVOTTATIA
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METABOAIOHOU TNG YAAOKTOLNG, ME CNPAVTIKOTEPO AUTO TNG PEOOUKTAONG TNG aAddlNG,
TTOU QaiVveTal va €ival uTTeUBuvOo yia TNV TTaBoyéveon TOU KATAPAKTN OTAV KAQOOIKI)

gop®n TNG vooou. B!

4.3 loTopiko-Aldyvwon

MapoAo mou n MNaAakTolaiyia TTpwTtoava@épBnke 100 xpdvia TTPIv, Ol UNXAVICHOI TToU
opiouv Tnv TTaBoguaioloyia TnNg dev eival TTAAPWCS KaTavonToi, akdua Kail orjuepa. 38
H e¢éraon yia 1n vooo yaAoktolaigia ouptrepIAOUBAVETal OTA  TTPOYPAUMATA
TTPOANTITIKOU VEOYVIKOU eAEéyxou (Newborn Screening) tmou e@appolovTal o€ TTOANEG
XWPEG TOU KOOWOU, MEIWVOVTAS TN voonpdtnTa Kal Tn Bvnoiyotnta Twv aoBevov
AUTWV.

21nv EANGDa, OAa Ta veoyévvnTa, eAéyxovTal yia TNV yoAakTolaidia oTa TTAaiola Tng
Aeiroupyiag Tou EBvikou Mpoypdpuartog MpoAntmikou EAEyxou Neoyvwyv (E.M.IM.E.N)
TTou dievepyeital oto Ivomitouto Yyeiag tou Maidiol (Mivakag 5). To 11000016
YEVVAOEWV TTOU eAEyXOvTal ATTo TO TTPdypapua gival epitrou 98%. O evIOTNIONOG TWV
UTTOTITWV YIO TN VOOO VEOYVWV YIiVETAI WE TTPOCOIOPIOPS TwV ETITTEOWY OAIKAG
yoAaktolng (t-Gal) kai galactose 1-phosphate (Gal-1-P), xpnoidoTTolwvTag
PWTOMETPIKN-XPWHATOUETPIK HéBodo (Gal MMR 2000 R&D Diagnostics).F9 Ita
veoyévvnta Trou evromriovral ue  augnuéva eTTiTreda  yaAakTtol{nGg OTO aiua
(®.T<7mg/dl), dokéTTETON Aueca n  xoprynon Aaktolng/yaAaktoldng (unTpikog
BnAacpog, yaha oe okovn), €wg OToU Yivel N emPBeRaiwon HEOW €VCUUIKOU €AEyXOU
ME TN METPNON TNG OPACTIKOTATAG TOU €VCUPOU OUPIBUA-TPAVOPEPACH, TTOU ATTOTEAEI
Kal 7o gold standard yia tTnv didyvwon TNG KAACOIKAG YOPPAS TG VOOOU 1| HECW
yovidlokoU eAéyxou. ETriong, av XpelaoTei, ol uttOAoITTEG OUO €VCUMIKEG HOPPES

TTPoodIoPI(oVTal O EPYACTHPIA TOU EEWTEPIKOU KAl ETTIBERAILOVOVTAI HOPIAKA.

4.4 AimioAoyia-INaBoguaioloyia

O1rwg €xel avagepBei n AakToln cival diIoaKXapPIiTNG TTOU aTTOTEAEITAI aTTO YAAOKTON
Kal YAUKOCN kal €ival n kupia 1y TPOcAnYng yaAaktolng otn diatpo®ry Tou
avlpwTToU PECW TWV YOAOKTOKOMIKWY TTPOIOVIWY. MeTd Tnv TTpdoAnwr TnG, OTO
éviepo AapPBavel xwpa udpodAucr, he TN MECOAABNON TNG AaKTAONG, 0€ YAUKOZN Kal
YOAQKTOCN. H atmmoppo@oupevn YOAAKTOLN METAPEPETAI, HECW TNG KUKAOQOPIAG TOU
aiparog, oto Amap 6mou Kal yeTaBoAiftar e UDP-GAL TTou €ival atrapaitntn yia To
OXNMUATIONO  YAUKOTTPWTEIVWV Kl YAUKOAITTIBIwV o€ dIAQOopPOoUG 10TOUG OTTWG O
eYKEQPAAOGC.O TTic BIAQOPEC MOPPEC TNG VOOOU, N OUYKEKPIMEVN METOTPOTTA
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OIOKOTITETAI, AOYyWw Twv dlaTtapayxwyv TTou Aaupdvouv xwpa oTo BIoXNUIKO PJOVOTTATI
TOoU PeTaBoAicpoUl TnG yoAakTdlng (Leloir pathway), pe amoTéAeopa TNV augnuévn
OUYKEVTPWOTN YOAOKTOZNG, TTOU av OEV QVTIUETWITIOTEN Eykaipa, odnyei o€ augnuéva
ETITTEdA YAAAKTITOANG Kal YOAOKTOVEIT, TTOU €ival UTTEUBUva yia TV eP@Avion Twv

BPAxU 1| Kal JOKPOTTPOBETHWY ETTITTAOKWYV TNG YaAakTolaiyiag. 138l

APIOMOZ

ETOZ NEOINQN GALT GALK GALE
2006 (2° egapnvo) 50720 1 0 0
2007 108526 1 0 1
2008 117304 3 1 1
2009 116859 4 0 0
2010 113323 1 1 0
2011 105096 3 4 1
2012 101229 2 1 1
ZYNOAO 713057 14 7 4
?l\(n)g‘lm?;g 1/50933 1/101865 1/178264

Mivakag 5. Zuyxvotnta Epgaviong Mopewv Mahaktolaipiag ota Neoyévvnta 1ng EAAGdaOG (2° 6/unvo
2006-2012).141

4.5 KAIvIKn €ikéva

H kAivikr) €ikéva tng yaAakTtolaiyiog ouvowiletal oTov TTapakaTw Trivaka (Mivakag
6).

KAINIKH EIKONA

KAINIKH EIKONA (rUBIK nAIKia ZYXNOTHTA
(TTEPIVEVVETIKG) 1 NI, EM®ANIZHE
gvnAikiwon)
GALK: X
C(V£1TG'pK£Id KatapdkTtng Katapdktng 1:50.000-1:1.000.000
yoaAakToKIVAONG
KatapdakTng,
KatapdkTng, ikTepog, WUXOKIVNTIKA
GALT: avemdpkeia NTTATIKI AVETTAPKEIQ, kaBuoTépnon,

oupIBUATpavpePAONg
(kAaooikn yaAok/pia)

VEQPIKO OUVOPOUO
Fanconi, gueroi, didppoia,
nTraTtopeyaAia.

dlatapayég uadnang,
TTPWIKN WoBNKIKA

QVETTAPKEIA, JEIWPEVN
OOTIKI TTUKVOTNTA.

1:23.000-1:44.000

GALE: avemdpkeia
€mpePAONG.

Xwpi¢ cuptrTwpara, i

EUQAVION KaTapAKTn,

niTatoueyalia, iKTepo,
uTToTOVidL.

KaBuoTépnon
avdTTugng

1:6.200-1:64.800

19




Mivakag 6. Mop@éc Tng vooou [aAakTolaipiog: KAIVIKA €IKOva Kal ouyxvoTnTa EUQAVIONG
(Trpocappoopévo amd Roth, C (2009):68]),

20



4.5.1 'EAMAeiyn tou evfUpou yoAakTokivaon (GALK-Galactokinase)

Ta KAIVIKG €upApOTa OTN OUYKEKPIMEVN KaTnyopia TTEPIAQUBAVOUV TNV EUPAVION
KATOPAKTN KAl OTTAVIOTEPA i0WG EYKEPOAAIKO Wweudooyko (pseudo tumor cerebri) pe
ekOAAWON KpaviakoUu oIOANATOS Kal OKOAOUBwWG BI0yKWOoNn KPAVIOKWY PAPWV.

Bioxnuiké supnuara TepiAapBdavouy auénuéva emmieda yaoAakTdlng Kal YAAAKTITOANG.

4.5.2 'EMeyn evfupou UDP-empepdons (GALE-Galactose 4 epimerase)

2uvnBwg ol aoBeveic auToi eival acuuTITwPaTIKOI. H Bapid yop@r) TTPOKUTITEI ATTO TNV
OUCTNUATIKN aTTWAEIQ TNG dpacTIKOTNTAG ToUu €v(UPOU OTa £PUBPOKUTTAPA, OTOUG
IVOBAGOTEG, OTA NTTATIKA KUTTAPA KAl 0€ AAAOUG 10TOUG. ACBEvEIG NE QuTr) TN HOPO®N,
EM@aviICOuV OTn VEOYVIKA TTEPIOOO CUUTITWHOTA avAAoya PE auTd TNG KAQOOIKAG
yoAakTtolaipiag, OTTwS KATAPAKTNG, IKTEPOG, EUETOC, atTwAEla BApoug, nTTaToueyaia,
yaAakTtoloupia, diaxutn auivogeoupia Kal vontik A/kal KivnTiKA KaBuoTtépnon. Ta
epyacTtnpiakd  eupruata  TTEPIAAPPBAvouv:  augnuéva  emmieda  yoAakTolng,
YOAQKTITOANG kai UDP-GAL «kai peiwpéva emimeda UDP-GLUC. Tevikd €xouv

KATAYPAQEi AiYEC TTEPITITWOEIG PE AUTH TN JOPPN TNG VOO OU.

4.5.3 KAaooiki NaAaktolaipia (GALT-Galactose-1-phosphate uridyltransferase)

Eival n Mo cofapry popery TNG vVOOOU Kal gP@AVICETAI WG ATTEIAN yia Tn (wr Tou
VEOYVOU, QV EVOEXOUEVWG EXEI TNV EAAEIYN TOU CUYKEKPIPEVOU EVCUOU KOl OUVEXICE
va Tpé@eTal pe yAAa TTou TTEPIEXEl  YOAAKTOCN/AaKTOCNn. KAnpovoueitar pe TOV
QUTOOWHMIKO UTTOAEITTOUEVO TPOTTO KAl TO YOVIidIO TTOU KWOIKOTTOIEI TO €VCUNO OUPIOUA-
Tpavopepdon, €dpdleTal 01O XpwHoowua 9p13, To oTToio KAWvVOTTOINONKE TO 1992
Kal TautoTToInenkav mavw atro 180 dia@opeTikEG HETAANGEEIC pEXPI onuepa (Tyfield &
Carmichael, GALT DataBase?). O1 Mo ouxVvég JETAAAGEEIC OTOV KAUKAOIO TTANBUOHG
(70%), eival o1 Q188R kai K285N, evw n S135L, amavrdral Kupiwg otoug A@po-
Apepikavoug (62%). Ta KAIVIKG eupApaTta  TTepIAaPBAvouy  €ueTols, UTTOTOVIA,
uttoyAukaigia  kai  AfnBapyo, ikTepo, nTTaToueyoAia, BpouPwOoEIS, EYKEQPAAIKO
Weudooyko, onyaiuia atd E. Coli, ouvdpopo Fanconi kal KatappedkTn. 21NV TTaidIkn
Kal €@nPIki nAIKia PTTOPOUV va  €UQAVIOTOUV €TTIONG TTPWTOTTA0AS WOBNKIKA
QVETTAPKEIQ (OTO KOPITOIA) Kal EAATTWHEVN OOTIKN) TTUKVOTNTA. ETTiong, padnoiokég
OUOKOANIEC Kal WUXOKIVNTIK KaBuoTépnon o€ TEPITTTWAON OTToudiag i un KAaANg

OUPMOPPWONG 0T BEPATTEUTIKA aywyh.

2 www.ich.bris.ac.uk/galtdb
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Ta epyaotnpiokd eupripata TrepIAaupavouv TTARPn €AAEIWn OpacTIKOTATAG TOU
evUuou GALT ota epuBpokUTTapa, augnuéva eTTiTreda yaAaKTO(NG Kal YAAOKTITOANG
(aipa kar oupa), UTTOYAUKOIMIA, VYEVIKEUUEVN aUIvOgeoupia, METABOAIKA o&fwaon,
pwaoeaToupia, UTTOPWO@ATAIMIa Kal UTTEPXOAEPUBpIVaIdia KaBw¢ Kal augnuéva
etmmimeda yovadoTtpomivwy (FSH,LH) oTIg yuvaikeg avatrapaywyikig nAikiag Adyw
WOBNKIKNG QVETTAPKEIAG. [EVIKWG N €pyacTnplaok €peuva KATOOEIKVUEI NTTATIKN,

ve@pIKA duaAeitoupyia Kai aipdAuon.B7]

4.6 OgPATTEUTIKI AVTIMETWTTION

2¢ TTaIdId UTTOTITa YIa KAAOOIKN yoaAhaktolaidia (EAAelwn GALT), SIakOTITETAI AUECT
Kal Xwpi¢ kabuoTtépnon n xopriynon d1atpo®ns (BnAacudg, yala oe okovn) TTou
TTEPIEXEl AAKTOCN/YAAOKTOLN, aKOPa Kal av n dldyvwon Oev €xel emBERaIWBE e
EVCUUIKO 1 yovidlaKO  €Aeyxo  Kal  avTikaBiotaral  pe  yaAa  eAeUBepo
AaKkTOCNG/YaAaKTOCNG.

Mpokeigévou va dIammoTwoEl N KOAA 1 un Cupduép@waon Pe Tn diaita, Ba TTPETTEN va
YIVETQI OUXVOG €AEYXOG TWV ETTITTEOWV YAAAKTOCNG RA/kal GAL-1-P. e TepimrTwon
aduvapiag dIEEaYWYNG EPYACTNPIAKOU EAEYXOU, CUOTAVETAI ETACIOG OPOAAPOAOYIKOG
€AEYXOG yIa KATAPPAKTN.

Etiong, rpoodiopiovral o€ eTAoia Baon Ta emitreda acPeoTtiou (Ca) kal Birayivng D
KAl O€ TTEPITITWON KaBuoTEPNOoNG TNG AVATITUENG Kal Ta ETTITTEdA TOU aQuUENTIKOU
TTapayovTta TnG IvaouAivng (IGF-1), Tng deopeuTIKAG TTpwTEivng autou (IGFBP3), Tng
free-T4 ka1 TNG BupeoeidoTpdTTou  opudvNng (TSH). Mivetal €TA0I0G 0POBAAPOAOYIKOG
EAEYXOG OTTWG Kal EAEYXOG YIa TNV £yKaipn dIAYVWON KAl QVTIMETWTTION WYUXOKIVATIKWY
Kal GAAwv duoAciToupylwy (TT.X. Tou Adyou). Ta KopiTola atmd 7 €TWv Kal PETd, Oa
TTPETTEl  va  eAEyXOvTal €TNCIWG  YIO  CUUTITWUATO  TTPWTOTTO00UG  WOoBNKIKNAG
avemmdpkelag (MQA) pe uttepnxoypd@nua €AGOCOVOG TTUEAOU Kal TTPOCdIOPICHO
OpPMOVWYV TOU QUAOU. Z€& TTEPITITWON OIOTPOYOVIKNG Bepatreiag, n Evapén TpETEl va
ViVel atro 12 €TWV O€ PIKPES Kal aTadiokd augavoueveg 80oelg. (58]

2TIG UTTOAOITTEG MOPYEG XopnyeiTal dlaTpo@r] Xwpi¢ AAKTOCN/YaAaKTOLN Kal yiveTal
TTapakoAouBbnon Twv emMTEOWY YOAAKTOLNG Kal 0QOAAPOAOYIKOG EAEYXOG  yIa ThV
dIaTTiIoOTWON TNG CWOTAG CUPUOPPWONG OTN dialTa.

4.7 TahakTtolaiyia Kal OOTIKN UYEia
MapoAo Tou éxel dlaTuttwOei n &mmoywn TTWG TO newborn screening yia TN

raAakTolaiyia «owdel CWES», N ouxvoTNTA EUEAVIONG HAKPOTTPOBECHWY ETTITTAOKWV
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OTOUG OUYKEKPIPNEVOUG aoBeveic dev aAAAdel akOPa Kal OTnV TTEPITITWON TIOU N
OUPHOPPWOT) TOUG OTNV €VOEDEIYPEVN dIaTpo®r €ival TTOAU KOAR. XTI TTAPATTAVW
EMMITTAOKEG TTEPIANAMPBAvovTal: dlavonTiKry KaBuoTEpnon, dUoXEPEIa TTPOPOPIKOU AdYouU,
KIVATIK)  OUOA&ITOUPYiQ,  KOTAPAKTNG,  UTTEPYOVADOTPOYPIKOG  UTTOYOVADIONOG
(TTpwTOTTABNAG  WOBNKIK AVETTAPKEID OTA  KOPITOIA) KOl EAATTWHEVN  OOTIKN
TTUKVOTNTA.[42-44]

‘Epeuveg TTAVW OTO OUYKEKPIPEVO BEpa €xouv atrodeigel o1 n evOoyevig ouvBeon
YOAQKTONG, €vOEXOMEVWG va e€uBUveTal yia TNV €KONAWON TWV OUYKEKPINEVWV
OOTIKWV ETITTAOKWVI*>47] dTTwg €TmionNg Kal avwuaAieg TTou TTapatneouvTal aTn

dladikaaia TN YAUKoluAiwang.[48: 4]

4.8 TMapdyovteg KIVOUVOU EPQAVIONG XAMNANRG OOCTIKAG TTUKVOTNTOG
(O.IN.) o aoBeveic pe yalakTolalyia
H peiwon Tng oOTIKAG MAlog ot ATtopa peE KAAOOIKR yaAaktolaipia eival éva
QAIVOUEVO TTOU TTAPATNPEITAI TTEPICOOTEPO CUXVA O €VAAIKEG AANG Kal og TTaIdIA
oTnV PoePnPIKn nAikia,[50-52
Eival yvwoté TTwg otnv mrpoepnPeia kai e@npeia trapartnpeital Taxeia avénon tng
OOTIKAG PACag, UE OKOTTO TNV ETTITEUEN TNG KOPUPaiag ooTIKAG padag (KOM), trepitrou
oTO TENOG TNG TPITNG dEKAETIAG TNG (WG Tou avBpwTrou. Eival autovonTto Aoitrov, Ot
otroladntoTte  dlatapaxry oTtn  dladikaoia  autry  TTPOdIABETEl TNV EPQAVION
00TEOTTOPWONG Kal TNV auénon Kivouvou eu@AvVIONG KATAYMOTOG OTNV METETTEITA
evnAIKo ¢wr).
MapoAo TTou akOPa O TTOBOYEVETIKOG MNXAVIOWOS TNG YaAakTolaigiog Ogv eival
TTARPWGS YVWOTOG, TTOAAOI TTapdyovTeg Ba utTopoucav va eTNPEACOUV apvnTIKA ToV
0O0TIKO PETABOAIOUO OTN OUYKEKPIMEVN aoBEvela:
H yaAoktoln eival ouoTaTikO TnG AOKTO(NG, n OTIoia gival amapaitnTn yia Tnv
amoppdPnon TOU AOPRECTIOU OTOV avOPWTITIVO opyaviopo. H eAelBepn yaAakTtolng
dIaTPOPr UTTOPEI va dnuIoUpYAOEl dIATPOPIKEG EAAEIYEIG, oUUTTEPIAQUBAvVOPEVNG Kal
NG £AAeIwng aoBeaTiou.
O1 yuvaikeg pe yaAakTolaiyia MOAVWC va gU@Avioouv TTPWTOTTAON wWOoBNKIKN
avetrrdpkela (MQA) Adyw utrepyovadoTpo@IKoU UTTOYOoVadIOHOU, PE XAaUNAQ eTTiTTeda
00TpadIoANng (E2). Ta oioTpoydva gival I0XUPOi avaoTOAEIG TNG OOTIKAG aTToppo®nong
MEOW TwV UTTOBOXEWV TOUC OTOUG 0OTEOBAGOTEG KAl OTIC 00TEOKAAOTEG. ETTOMEVWLG
OTTOIOONATTOTE PEIWON TWV ETTITTEOWYV TOUG, UTTOPEI va €TTNPEACEI APVNTIKA TOV OOTIKO

peTaBoAioud. 54
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‘Exel ava@epBei xaunAf ooTIKA TTUKVOTNTA O€ TTaIdId PE T vOOO, TTapOAO TToU Ta
emimeda aoPeotiou kai Bitapgivng D Atav  @uoioloyikd.Bl Or deikteg ooTIKOU
peTaBoAiopou (IGF-1,cOC,NTX,CTX) ATav xapnAdtepol o€ autd Ta TTaIdIA aTT' OTI OE
uyIr opada eAéyxou. Ta TTaPATTAVW OTTOTEAECHATA 0dNYOUV OTO CUUTTEPACHA TTWG N
XOMNAr OOTIK TTUKVOTATA Eival ATTOTEAECPA KOTAOTOAAG TNG 0OTIKNG evaAAayAg (low
bone turnover).B”l Mia &AAn mBavr £€fynon Tou @aivouévou auTtoU, dG8nKe aTTd TOUg
Kaufman et al. (1993) 1mmou Bewpoulv OTI EUTTAEKETAI KATTOIOG £VOOYEVHG TTAPAYOVTOG
oTn dladikacia TNG YAUKoCuAiwaong Tou KoAAayovou TnG BePENIOG ouaiag Twy 00TwY,
hE aTroTéAeOPa TN Pelwpévn emeTdAAwon.BY H averapkng mapaywyn i N €AAeign
NG UDP-GALACTOSE, Tr0oU €ival 0 1Mo BaCIKOG TTapdyovtag TG YAUKoCUAiwong,
odnyei 0g OXNMATIONO EAAEIMPOTIKOU KOAAQYOVOU TWV OOTWV KOl ETTOPEVWG OF
XaUNAR 0oTIKA TTUKVOTNTA. B

‘Evag rapdyovTtag mou BonBdel TToAU oTnv €TTITEUEN KOPUPaAiag 00TIKAG UAlag, ival n
QUOIKN dpacTNPIOTNTA. YTTAPYXOUV KATTOIOI 00Bevei¢ pe  yaAakTolaldia  TTou
EM@aviCouv  PEIWPEVN  QUOIKN  OpacTnPEIOTNTA AOYyw KIVNTIKAG 1 VEUPOAOYIKNG
duaAsitoupyiagl® OTTWG Kal WPIKP CUMPHETOXA Of KOIVWVIKEG dpaaTtnpIioTnTeg. 58l
Emiong, o1 Batey et al. 2013, ava@épouv 61I amd Toug 32 eVvAIKEG aoBeveic TTou
ouptrepiéAaBav  otn  PEAETN Toug, povo To 10% autwv  TTapakoAouBouvrav
ouoTNUATiKA a1rd dITOAOYO, PE QTTOTEAECUA TN PN KOA CUPPOPQWON TOUG MPE TN
Oiaita, yeyovog TTou emTnpeddel apvnTIKA Tnv ETTITEUEN Kopu@aiag OOTIKAG Mpalag
(KOM) katd 1 didpkeia TnG pnPeiag.>7]

Eival yvwoTo 611 n ooteokaAaivn (OC) gival pia un KOAAQyovIK TTpwTEivn TTOU avAKEI
oTnNV oIKoyévela Twv GLA TTPpWTEIVWV KAl TTEPIEXOUV Y-KApBOLUYAOUTAUIKO 0O&U.
Mpokeipuévou va KapBoguAiwBei To yAouTauiké o&u o€ y-kapBofuyAouTauiko ol eival
amapaitntn n Pitagivn K w¢ ouvévlupgo. H ooteokaAaivn, T1ou Trepiéxel 3
KAPPOEUAIWUEVEG OUAdEG TOU YAOUTAUIKOU 0&EoG, Exel JEYAAN Ouyyévela PE TOV
udpoguaTtraTtitn Kal atoTeAei Bacikd pubpIoTA  TNG OOTIKAG  ETIMETAAAWONG.
Emouévwg, n ooteokaAaivn (KapBofuliwuévn) utropei va BewpnOei d€ikTNG ETTAPKEING
N MN TG Pitauyivng K otov avBpwTrivo opyaviopd. ‘ETol Aoimmdv, oxedIdoTnKe pia
KAIVIKA) MEAETN, Didpkelag 2 eTwvi®8l trpokeiyévou va diepeuvnBei €dv XopnywvTog
Birauivn K o€ ouvduaopod pe acBEoTio Kai BiTapivn D wg ocupttAfpwua diatpogng, Oa
é¢maile kAamolio poAo otnv TraBo@uaoloAoyia TG yaAaktolaipiag. Ta atmoteAéouaTa
€deigav yia oTaTIoTIKG oNPAVTIKR au¢non Twv EMITTEOWYV TNG 00TEOKAATiIvNG o€ TTaIdId
TTPOEPNPIKAG-€PNPIKAG NAIKIag ToU  eAdufavav 1O TTapPATTAVW OUVOUACHEVO

OUMTTANpWHUA.
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5. A&iKTEC OKEAETIKAG UyEiag

5.1 AvBpwTroueTpikoi: Pdapocg-uwog, Aciktng Mdalag 2wpatog (AM2-
BMI), nAikia, @UuAo

5.1.1 Métpnon cwpatikou Bdapoug (BX) kar tyoug

H yvwon TG QuoloAoyikKAG A Un augnong Kal avatTugng Twv TTaidliwy, €xel HEYAAN

onuacia yia TRV TTPOANWN Kai didyvwon ToAwv voonudatwy. H a&loAdynon tng

avaTrTuéng evog TTaudiou TTepIAANPBAvVEl JETALU TwV AAAwV: Tn YETpnon Bapoug Kai Tn

HETPNON PAKOUG (<2 £TWV) / Uwoug (>2 eTwv).Be]

O Aciktng Madag >wpartog (AMZ, BMI) eivar €évag onuavtikdg avBpwITOPETPIKOG

O¢eikTng Tou divel TTANPOPOPIEC AVaPOPIKA PE TO av n avaTTuén Kal n wpigavon

akoAouBouv Tn @uaioloyikr) Tropeia. O uttoAoyIouOdg Tou Og, TTPOKUTITEI ATTO TOV

MaBnuaTiko TUTTO:

m
hz , OTTOU M €ival To BApog cwpuatog o€ kg kai h gival To Uyog oe m.

BMI =

Otav n Ty Tou gival hiIkpoTeEPN atrd 18, T10TE TO0 BAPOS CWHATOG Bewpeital XaunAd kai
QVTIOTOIXEI O€ OPYAVIOUO ME QUENUEVEG DIATPOPIKEG EAAEIYEIC KAl QVETTAPKEIQ OF
BpeTrTIKG cuoTaTIKA. ATToTEAET O€E, TTAPAYOVTA KIVOUVOU YId TNV EUQAvVION MEAAOVTIKOU
KaTayuaTtog Kal ata 0o @UAa.®9 H katd Uwog alénon amoteAsi TTapAaueTpo £VOEIENG
yla Tn @UOIOAOYIK} avATITUEN €vOG oOpyaviopou, HETpIETal O0E OpBia B€on Kai
utTtoAoyiCeTal o€ eKaTOOTOPETPA. ‘Eva xaunAdtepo Uwog TTaidiou atrd TO0 QUOCIOAOYIKO
yia TTapadEIyha, UTTOPEI va KIVAOEl UTTOWIEG OXETIKA ME KATToIQ dlaTapaxr oTnv
e€ENEN NG PBNG Tou (evOOKPIVIKG aiTia) 1} evOEXOMEVN OKEAETIK dlaTapaxn
(TTapapopewaon TNG OTTOVOUAIKAG OTAANG, KUQWOT), OKOAiwoN).

2toug Trapakatw Tivakeg (Mivakag 7, Mivakag 8, [Mivakag 9) avrioToixa,
TTaPOoUCIAovTal CUYKEVTPWTIKA Ta Opia Tou AMZ yia Tmaidid - eprjfoug (2-18 eTwv),

yla eVAAIKES (>18 €TWV) Kal 01 EMTITWOEIG OTNV UYEid, avd katnyopia Bapouc.

5.1.2 HAKia

H kataypa®r g nAikiag givar arrapaitntn 16T avaloya eKTINATAI KAl TO OTAdIO TNG
NBNG Tou avBpwTtrou. Mia kaBuoTepnuévn RN icwg va uttodnAwvel KaTTola dlaTapaxn
OTIG YOVAOEG ) OTNV UTTOQUON 1l aKOPa va gival atmoTéAeopa Kakng Bpéwns. OAa Ta
TTAPATTAVW aTToTEAOUV TTOPAYOVTEG KIVOUVOU [N ETTITEUENG TNG KOPUPAIOG OOTIKAG
palag (KOM) katda Tn didpkeia TG e@npeiag Je Ta yVwoTa apvnTIKA atToTEAETUATA yia
TN OKEAETIKN uyEia o€ peyaAuTepn nAIKia.
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Hhia  AMZAmoBapés  AMIumépBapo  AME moxuoapkia

Ayoépia Kopitoia Ayépia Kopitoia Ayoépia Kopitola

2 15,14 14,83 18,41 18,02 20,09 19,81
2,5 14,92 14,63 18,13 17,76 19,80 19,55

3 14,74 14,47 17,89 17,56 19,57 19,36
3,5 14,57 14,32 17,69 17,40 19,39 19,23
4 14,43 14,19 17,55 17,28 19,29 19,15
4,5 14,31 14,06 17,47 17,19 19,26 19,12

5 14,21 13,94 17,42 17,15 19,30 19,17
55 14,13 13,86 17,45 17,20 19,47 19,34

6 14,07 13,82 17,55 17,34 19,78 19,65
6.5 14,04 13,82 17,71 17,53 20,23 20,08

7 14,04 13,86 17,72 17,75 20,63 20,51
7,5 14,08 13,93 18,16 18,03 21,09 21,01

8 14,15 14,02 18,44 18,35 21,60 21,57
8,5 14,24 14,14 18,76 18,69 22,17 22,18

9 14,35 14,28 19,10 19,07 22,77 22,81
9,5 14,49 14,43 19,46 19,45 23,39 23,46
10 14,64 14,61 19,84 19,86 24,00 24,11
10,5 14,80 14,81 20,20 20,29 24,57 24,77
11 14,97 15,05 20,55 20,74 25,10 25,42
115 15,16 15,32 20,89 21,20 25,58 26,05
12 15,35 15,62 21,22 21,68 26,02 26,67
12,5 15,58 15,93 21,56 22,14 26,43 27,24
13 15,84 16,26 21,91 22,58 26,84 27,76
13,5 16,12 16,57 22,27 22,98 27,25 28,20
14 16,41 16,88 22,62 23,34 27,63 28,57
14,5 16,69 17,18 22,96 23,66 27,98 28,87
15 16,98 17,45 23,29 23,94 28,30 29,11
15,5 17,26 17,69 23,60 24,17 28,60 29,29
16 17,54 17,91 23,90 24,37 28,88 29,43
16,5 17,80 18,09 24,19 24,54 29,14 29,56
17 18,05 18,25 24,46 24,70 29,41 29,69
17,5 18,28 18,38 24,73 24,85 29,70 29,84
18 18,50 18,50 25,00 25,00 30,00 30,00

Mivakag 7. AigBveic oplakég TIpEG Tou Acgiktn Mdlag Zwpatog yia AirmoBapry, utrépfBapa Kal
Mayxuoapka ayéplia kal kopitold, nAikiog 2-18 etwv (Mnyn: Cole et al, 2000[61]).

Karnyopia Tipég BMI (kg/m?)
2oBapn avetrdpkelia TTPOCANWNS BApoug <16
Metpiou BaBuou avetrdpkela TTPOCANWNS BApoug 16 -17
MikpoU BaBuou avetrdpkeia TpdoAnwngs Bapoug 17 -18.5
ducioloyikdg 185-25
YTépBapog 25-30
Maxuoapkog BaBuou | 30-35
Maxuoapkog BaBuou i 35-40
Maxuoapkog BaBuou i > 40

Mivakag 8. BMI: Aciktng Madag Xwpatog (AMY) yia evAAIKeS Kai yia Ta d0o @UAa (TTnyr: World Health
Organization (WHO)).
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Kartnyopia Bdpoug Etmirtwon
To Bdapog PpiokeTal KATW OTTO TIG QUOIOAOYIKEG TIUEG, UE QATTOTEAECHUA
augnuévo Kivouvo BIaTPOPIKWYV EAANEIPEWY KAl AVETTAPKEIWY OE BPETTTIKA
ouoTatikd. Ymapxel o kivouvog TmpoBAnudtwy oTnv  avatTugn Kai
aduvapiag Tou avoooTToINTIKOU CUCTAUATOG.

NitroBapég

«METpIoG KivOuvog» yia TNV ePpAavion XPOviwv TTaBNoEwV oTnV eVRAIKN
YtmépBapo Cwr], 6TTwGg oI KapdlayyelokEG TTABAOEIG, 0 cakxapwdng dafATNG, N
UTTEPTOON KAl O KAPKIiVOG.

Mivakag 9. EmmTwaoelg aTnv uyeia yia kaBe karnyopia Bapoug.

5.1.3 ®uAo

Ta oTtepoeid Tou @UAOU €ival UTTEUBUvVa yia TNV WEIPMAVON KAl TOV QUAETIKO
OIOPPIOUO TOU OKEAETOU, ATTOTEAOUV OE, £vaV ATTO TOUG TTIO CNPAVTIKOUG TTAPAYOVTEG
TToU €TTNPEAdoUV TNV ETTITEUEN TNG KOPUPAIiag 00TIKAG palag (KOM) oTtov dvBpwtro. H
Opdon TNG auénTIKNG OPPOVNG, TWV OICTPOYOVWY Kal avopoyovwy, eTTNPEACOUV BETIKA
TNV aVATITUEN TOU OKEAETOU, AAANAETTIOPWVTAG Kal HE AAAOUG TTAPAYOVTEG, OTTWG YId
TTapadelyua TePIBAAAOVTIKOUG Kal KANPOVOUIKOUG.

Eival yvwoTté 611 N atmmwAgia Twv 010Tpoyovwy TTUpodoTEl auénaon Tou pubuou O0TIKAG
AVOKATAOKEUAG TTPOG OPEAOG TNG OOTIKAG ATToppOPNONG, ME ATTOTEAECOUA Ol YUVAIKEG
va Xavouv TTepIcoOTEPN OOTIKN JAla o€ OxXEon PE TOUG AvOpEeG TNG idlag NAIKIAG.
Eidikd yia TG yuvaikeg Aoimtév, Ta oloTpoydva Traifouv KaBopioTIKO pOAo OTn
OKEAETIKA TOUG uyeEia, AOyw TNG TTPOCTATEUTIKAG TOUG OPACNG Kal ETTOPEVWG Eival TTOAU
onuavTikd va dlatnpenbei uwnAl n ooTIKR PAala €wg Kal TV TTEPI0dO TG

gUUNVOTIAUOoNG.162 631

5.2 Bioxnuikoi: aoB€0TIO, WOPOPOG, YayvAoIo, AAKOAIKH) uwoeaTaon,
KpeaTivivn, xoAnoTtepoAn, TpiyAukepidia, HDL, LDL, TTpwTeivn Kal
Birauivn D (Mivakag 10):

H opolooTacia Twv peTAAWV aoBeaTiou, pwao@dpou Kal payvnoiou (Ca-P-Mg), €ivai

TTOAU ONUAVTIKA YIO TNV OKEAETIKI UYEIQ, ETTITUYXAVETAI OE PE TPEIG UNXAVIOUOUG:

e EVTEPIKN aTTOPPOPNON
e VEQPIKN AgITOUpyia (ETTAVAPPOPNON Kal ATTEKKPION) KAl
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e OOTIKA AVOKOTAOKEUTN).
Kai o1 1p€Ig autoi unxaviopoi puBuifovial ammd TTOAUTTAOKEG OladIKACieG TTOU
emnpedlovtal ammd CUCTNPATIKOUG TTapdyovTeg OTTwg n TTapaBopudvn (PTH), tmou

dleyeEipel TNV atToppoPnaon Tou acBeoTiou atrd Ta ooTd Kal n 1,25 diudpogu-BiTapivn

D3, TTOU AQugavel TNV aToppOPnOon Tou aoBeaTiou aTrd To EVTEPO.

BIOXHMIKOI AEIKTEZ

TIMH ANA®OPAZ

AZBEXTIO OPOY(mg/dl)

8,5-10,5(<12 eTv 8,7-10,8)

®QIPOPOT OPOY(mg/dl)

2,4-5,1 (lNaidié:4,0-6,0)

ANKAA.OQZDATAZH OPOY (iu/l)

45-129(MNaid1a:60-240)

AABOYMINH OPOY/(g/dI)

3,4-4,8

KPEATININH OPOY(mg/dl)

0,7-1,3(Mai51¢:0,20-1,0)

OAXOAHZTEPOAH OPOY(mg/dl)

<200(lMaid1:120-200)

XOAHXTEPOAH- HDL -OPOY(mg/dl)

EviAikec>40,lNaidia:35-84

XOAHZTEPOAH -LDL-OPOY(mg/dl)

EvriAikeg<130,lMaib16<150

TPIFAYKEPIAIA OPOY(mg/dl)

EvriAikeg<150,lMaid1a:30-130

MAFNHZIO OPOY (mg/di)

1,5-2,3

AIMATOAOTIKOI AEIKTEZ

AIMOZ®AIPINH (Hb-g/d)) 11.5-14.5
EvhAikec : 22-322
®EPPITINH (Fe-pg/L) 17076/61 :glo- e

Mivakag 10. Tigég ava@opdg Twv BIOXNMIKWY Kal AIHATOAOYIKWY BEIKTWYV O€ TTaIdIA KAl EVAMIKEG.

5.2.1 AoBéoTio (Ca)

H éAeyn A/kal n xpovia peiwpévn TTPOCANYN acBeoTiou atroteAei TTapdyovta
KIvOUVOU YIa eU@AVION 00TEOTTOPWONG.

To 99% Tou aoBeoTiou 0TO AVOPWTTIVO CWHPA  €ival ATTOONKEUPEVO OTA OOTA ME Th
Mop®n KpuoTAAAWV udpocuatrartitn [Caio(PO4)s(OH)2]. To uttdAoimmo 1% KuKAOQOpPEi
OTO diga Kal uttooTNPICEl 1I01AITEPA ONUAVTIKEG AEITOUPYIEC TWV VEUPWYV KAl TWV JUWV,
OTTWG 0 KapdIakdS TTAAUOG, N TMEN TOu aipaTog Kal N Yuik ouotracn. Otav n Afyn
TOU aoBeoTiou YEow TNG dIATPOYPNG €ival ETTAPKNAG TOTE UTTAPXE! ETTAPKNG TTPOMNBEIN
OTAO 00Td, OTO Qipa Kal 0Toug GAAOUG 10TOUG. AIOQOPETIKA TO QUOIOAOYIKO 100CUYI0
METOEU 0O0TEOOUVOEONG Kal OOTIKAG ammoppoenong (ooTiKA avakataokeur), Ba
dlatapaxBei pe atroTEAECUA TNV AUENON TNG OCTIKAG aTToPPOPNONS TTPOKEINEVOU VA
e€ao@aAioTouv €TTapKN ETTiTTeda aoPeoTtiou 010 aipa. O avBpwITIvOG OpPYaVvIoHOG
evOg eviAika xpelaletal va TpooAauBavel kaBnuepiva trepitrou 1000mg aoBeoTiou,
TTPOKEIJEVOU VO TTPAYMATOTTOINGEI N OOTIKr avakaTtaokeur, va diatnpnBouv oTabepd

TO €TTITTEdA TOU OTO QYA KOI VO TTPAYMATOTIONOEi N avatTARPwaon Twv aTwAeiwve!
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Ocov agopd otn veoyvikh, TaidIKh Kai €@nPik nAIKia n avaykaia TToooTnTA
TTPOCANWNG aoBeoTiou TToikiAel avaAoya pe 1o nAikiokd otadio (Mivakag 11, Eikéva
1).

HAkia (£Tn) ZUVIOTWHEVN npapzf;:l;_:q‘;?o)\nwn aoBeoTtiou
1-3 700
4-8 1000
9-13 1300
14-18 1300
19-30 1000
31-50 1000
51-70 (avTpeg) 1000
51-70 (yuvaikeg) 1200
>71 1200
Eykupooivn-6nAhaopuég 1000
Neoyvd 0-6 pnvwv 200
Bpépn 6-12 unvwv 260

Mivakag 11. uvioTwpevn nuepRaia TpocAnwn acBeaTiou (ZHIM) avaAoya pe Tnv nAikia kai To QUAO
(MnynA: http://ods.od.nih/gov).

OzTA

ENTEPO

Ca 1.0 g/nuépa RS
kS ao. gnuep:

N . Ca0.2g/nuépa -
hRA \ P -
- N T S e
\ 3 S5 2
‘
-ECF Cal.0kg
l Ca 9.8 g/nuépa Ca 10.0 g/nuépa
Ca 0.8 g/nuépa i

NEQPOZ

Ca oUpwv 0.2 g/ nuépa

Eikéva 1. loolUylo aoBeoTiou (Trpogapuoopévo atrd Favus MJ (2013)164]),

5.2.2 dwoedpog (P)
O avopyavog puoPopog Tou 0poU UTTAPXElI OE TPEIS MOPPEG: IOVIOUEVN, OECHUEUMEVN
oe TTpwrteiveg (10%) kal og CUPTTAOKO GAATA. 2TO QVOPWTTIVO CWHA, N MEYOAUTEPN

TTO0OTNTA TOU QWOPOpou Ppioketal ota ooTd (600-700gr) kalr n uTTOAOITTR €ivail
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Katavepnuévn oe poalakoug 1otoug (100-200gr). Emiong, 10 90% OinBeitar otoug
VEQPOUG, Ol OTToi0l avTaTToKpivovTal AUECO O OTTOIAdNTIOTE PETABOAR  TNnG
OUYKEVTPWONG TOU QuOPOPOU OTOV 0pO, atr’ OTTOU KI av auTr) TTpokaAcital. Mg Aiya
AOyIa, o1 ve@poi €ival 0 PBaCIKOG PUBUIOTAG TNG OPOIOCTACIOG TOU @QWOPOPOU,
S1aTNPWVTAG TN CUYKEVTPWOT TOU OTOV 0PO O€ ETTITTEDN KOVTA OTO BewpnTIKO VEPPIKO
oudd ToU QWOoPdpou (TMP/GFR). e avriBeon pe 10 aOBE£OTIO, O PWOPOPOG
TTapouciddel peydAn diokupavon avaloya e TV nAikia, Tn diaita, 1o UAo, T0 PH TOU
opouU Kal TN dpdon Twv aoBeCTIOTPOTTWY OppovwY: TTapaBopudvn (PTH) kai Bitauivn
D, aAAG kal Tou auénTmikoU TTapdyovTta Twv IvopAacTtwy FGF-23 (Firoblast Growth
Factor-23).

evikd, o€ @uOoIoOAoyIKA eTTiTTeda, Oev TTapoucialovtal TTPORANUATA OTA ETTITTEd
PWOoPOpoU aTo aipa. O1 TTEPICOOTEPES TPOPES TTEPIEXOUV ETTAPKEIC TTOOOTNTEC AUTOU
OTTWG YIa TTaPAdEIyua TO KPEQG, Ta YOAOGKTOKOMIKA, Ol ENPoi KapTroi K.a. ZuvhBwg n
nuepnola diatpo@r) TepiExel 800-2000 mg @wogopou (P) kar ammd  autd
atmmoppo@drtal 1o 65% TrEpiTTOU. ZNUAvVTIKO POAO OTNV EVTEPIKA QTTOPPOPNCN TOU
QPWoPopou Trailel 0 evepyds peTaBoAitng Tng Bitapivng D[1,25(0H)2D]. AvriBeta, n
EVTEPIK]  ATTOPPOPNON TOU EPTTODICETAI AVAPECO O€ AAAQ, Kal  aTTO TNV UWNAN
TTPpooAnYn acBeotiou. H €AAelwn 11 n uttEPPBOAIK AQWN QWOPOPOU aTTOTEAOUV

TTAPAYOVTEG KIVOUVOU EUPAVIONG 0OTEOTTOPWANG. 6]

5.2.3 Mayvnolo (Mg)

To payvAolo gival To TETAPTO O€ TTOCOTNTA KATIOV OTOV AvOPWTTIVO OpYaVIOUO, META
TO VATPIO, TO KAAIO Kal TO aoB€oTio. Bpioketar og TTOANG Tpo@Iua, OTTWG: ¢nEoi
KAPTTOi, TTpAaciva @UAAWON Aaxavika Kal dnunTpiakd oAIKRg dAeong. H opolooTacia
TOU MOyvNOIioU ETTITUYXAVETAI PECW TNG EVTEPIKNAG ATTOPPOPNONG, OAAG Kal TNG
VEQPPIKAG QTTEKKPIONG Tou. H amoppdpnor) Tou BpiokeTal o€ ATTOAUTN YPAPMIKA
OUOXETION ME TNV TTOOOTNTA TTOU TTPocAdapBaveTal Kal To TTo000 TOU Payvnoiou TTou
QATTEKKPIVETAI OTA oupa gival TepiTrou 100mg TNV nuUépa Kai gival ioco e TO TTO0O TTOU
atmmoppo@drtal atrd 10 Eviepo KaBnuepivd. Ooov agopd Tov poAo Tng Bitauivng D oTn
YOOTPEVTEPIKN ATTOPPOPNON TOU Payvnoiou dev @aivetal va diadpauatifel KATTOI0
onNUaAvTIKG POAO, OTTWG OTNV TTEPITITWAON TOU OORECTIOU KAl TOU wWa@opou. 64l

To JeEYaAUTEPO TTOCOOTO TOU PAYVNOIOU Eival KATAVEUNHEVO OTA OOTA, OTOUG MUEG Kal
OTOUG MaAakoug 10ToUG. lMepitrou 10 65% TOU Payvnoiou BpPioKETaI OTOV OCTITN 10TO.
Madi upe 1O QOBEOTIO KAl TOV QWOQOPO CUMMPETEXOUV OTOV OXNMOTIONO Twv

KPUOTAAwvV Tou udpouaTraritn, NG avopyavng @Aong tng BeuéAiag ouaiag Twv
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00TWV. Q¢ €K TOUTOU N CUYKEVTPWON TOU TTaiCEl ONUAVTIKO POAO OTNV AVATITUEN TOU
okeAeT0U.[%8] Avetrdpkeia Tou payvnoiou, PTTopei v 0dNYNAOEl OE UEIWMPEVN OOTIKA

Mala, OKEAETIKI) EUBPAUOTOTNTA KAl QUENUEVO KivOUVO £KONAWONG 0OTEOTTOPWONG.

5.2.4 AAkoAikA pwogatdon (ALP)

H aAkoAik @wo@artdon ecivalr éva yAUKOTTPWTEIVIKO €vCUUO TToU [BPIOKETAI OTIG
KUTTOPOTTAQOUATIKEG YEUPBPAVEG | TTANCIOV QUTWV OTOUG TTEPICTOTEPOUS I0TOUG Kal
KATaAUel TNV AaAKOAIK) udpdAucn TwV HOVOPWOQOPIKWY EOTEPIKWY OUAdWV.
BpiokeTal o€ uwnAr] CUYKEVTPWON OTO ATTAP, OTO EVTEPIKO ETTIBNAIO, OTOV TTAOKOUVTQ,
OTO OOTA KAl OTA VEQPPIKA CwAnvapia. ATO Tnv OAIK aAKQAIK-} Qwo@aTAcon Trou
KUKAOQoOpEi 0TO aipa, To 95% TTpoépxeTal €ite atTd TO ATTAP €iTE ATTO TA 00TA. 2¢€
QUOIOAOYIKEG ouvOnkeg d¢g, n avaloyia Toug givar 1:1.

O kUpI0G¢ pOAOG TNG OTNV QuOIoAoyia Tou O00TOU OXETICETAI PE TNV METAAAWGN TOU.
2UYKEKPINEVO N ALP kaTtaoAuel Tnv udpdAucn Twv QWOEQOPIKWY EOTEPWY OTNV
ETTIPAVEIO TWV OCTEORAACTWYV WOTE VA TTAPEXETAI UPNAN CUYKEVTPWON QWO POPIKOU
dAaTtog oTn diepyaoia eMPETAAWONG Tou 00TOoU. AUuTO aTTOoTEAEI TNV 0OTEORAQOTIKNA
ouppeTox TNG oTnv d1adikacia TNG OOTIKNAG AVAKATOOKEUNRG. 11 autdv akpIfwg Tov
AOYO, Ta eTTITTEdA TNG AAKAAIKNG QuOEPATACNG OTO aiyd, augdvovTal Katd Tnv TTaidiknA

Kal epnPIkf NAIKia, 6TTou cuvTeAeital N av€non Twv ooTwy. 671

5.2.5 Kpearivivn

H veppikny AeiToupyia atroteAei Bacikd pubuIoTA TNG OPOIOOTACIOG TwV aoBeaTiou,
Mayvnoiou Kal ¢uwopopou.

Mpokeigévou va diatnenBei To 1I00CUYI0 TOU agBe0Tiou OTOV AVOPWTTIVO OPYAVIOHO, O€
TTpooAnywn 1000mg até 10 0TOMA, Povo Ta 200mg atroppo@wvTal ATTO TO EVTEPO,
EVW 100TT000 aoBE0TIO aTTOBAAAETAI ATTO TOUG VEQPOUG. O1 PNXaviouoi VEQPIKAG
ATTEKKPIONG KAl CWANVOPIOKNAG  €TTAvVApPOPNONG Tou OOPBeoTiou  €ival  apKETA
TTOAUTTAOKOI. H VEQPIKY ATTEKKPION TOU uayvnoiou gival TTAPEPPEPNRS UE QUTAH TOU
aoBeoTiou. To 97% TOU EEWKUTTAPIOU PayvNnoiou £TTAvapPO@PATal ATTd TOUG VEPPOUG
Kal Jovo 1o 3% aTTeKKPIVETAI OTA OUpPQ.

O TrpocAauBavouevog PE TNV TPOPH QwaEOpOo¢ atroppoPdral kKatd 65% atmd 10
EVTEPO, EVW N VEPPIKI) TOU ATTEKKPION PUBMIZETAI UE CUYKEKPIMEVOUG UNXAVIOHOUG. To
80% TOU dINBNuévOUu OTOUC VEPPOUG, PWOPOPOU ETTAVAPPOPATAlI OTOV VEQPWVA
TTaONTIKA, MEXPI TOUAAXIOTOV TOV KOPEOMUO Twv oUpwv 0€ Qwo@popo. H uéyiotn

duvatétnTa £TTAVAPPOPNONG Tou Qwo@opou ovopdaletal TMP/GFR (BgwpnTIKOG
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VEQPIKOG 0udOG Tou Qwoeopou). Kupia opudvn TTou puBuilel TNV  VEPPIKN
ETTAVAPPOPNON TOUu Qwoeopou eival n tapabopudvn (PTH), n otoia kar Tnv
ENATTWVEI, PE TTPOKAAOUUEVN QOPBEOTIOUPIA, YEYOVOS TTOU 0dnyeEi 0 Qwopartoupia.
Etiong, n auénTik opuovn au&dvel TNV eTavappo@naon Tou puoPopou Kai n dpdon
TNG QUTA €ival EPPAvNG oTNV TTEPIODO TNG OKEAETIKAG AVATITUENG.

Eival @avepd AoIitov 0TI av oupfei oTToladnTToTE dlaTapaxr TnNG OMAANG VEQPIKAG
AeiToupyiag, Ba €xel oav ATTOTEAEOUA Kal dlATOPAXr) OTNV OYOIOOTACIA TWV PHETAAAWYV
Ca, Mg, P ue apvnTIKEG OUVETTEIEG OTNV OKEAETIKI avAaTTTuén, 181aiTEPA OTNV TTAIBIKA-
epnPIKA nAIKia Tou avBpwTToU.

TOpQwva pe dnuooisupévn épsuvaldl, oe aoBeveic pe @aivuAkeTovoupia, TTou
akoAouBouv dla Biou diaita artroudia QUOIKAG TTPWTEIVNG, TTooooTé 19% auTwv
EMPAVIOE VEQPIKN OUOAEITOUPYIQ, YEYOVOG TTOU ATTOOEIKVUEI TTWG Ol CUYKEKPIUEVOI
aoBeveic TTPETTEI va €AEYXOVTAI CUCTNUOTIKA PE TEOT POUTIVAG yIa TN VEQPPIKI TOUG

Aeiroupyia ka®’ 6An Tn didpkela TNG CWAG TOUG.

5.2.6 TpiyAukepidia, HDL, LDL, xoAnoTepdAn

H kupidtepn 1Ny TpoéAeucng TG Pitapyivng D eivar n xoAnotepoAn (7B-
deudpoxoAnaTePOAN), KABWGS Kal ol 0EUaTEPOAEG, TTOU ival oI JETABOAITEG TNG. 6869
Mpdoparteg €peuveg PANIOTA, €xouv Ocitel OTI KATTOIEG 0EUOTEPOAEG (24S-OHC,7-
OHC) é€xouv anuavTikr BloAoyikr emidpacn ato Kevrpikd Neupikd ZuoTtnua.l’
ETTopévig, HEAETWVTAG KOl CUOXETICOVTAC OUYKEKPIMEVOUG BIOXNMIKOUG OEIiKTEG,
OTTWG TPIYAUKEPIOIA. XOANoTEPOAN, HDL kai LDL, evdexouévwg va odnynbouue o€
KATTOI0 CUPTTEPACHOTA KAl CUCXETIOPOUG 600V agopd Ta eTTiTreda Bitauivng D kai Tnv
OKEAETIKN) uyeia Twv aoBevwyv TOU  TTAOYXOUV atmd  QAIVUAKETOVOUpPIa  Kal

yaAakTolaiyia.

5.2.7 MMpwrteivn

H emapkng TpdoAnyn TTpwTEivng gival atrapaitnTn —uadi e To aoBECTIO KAl ETTAPKEIC
T000TNTEG PITapivng D-yia TN owoTh OKEAETIK avdamTuén Kal TNV TTPOANYn
ooTeoTopwaonc.?8l H mpooAnyn SiaitnTIKAG TTPWTEIVNG augdvel TNV CUYKEVTPWONG
TOU IvOoouAivoeidr) auéntikou trapdyovta (IGF-1), TTou pe TN o€Ipd Tou TTPOAYEl ThV
dlagopotroinon, TNV wpigavon kar T O6pdon Twv ooTteofAacTtwy. NedTepa
ETTIOTAMOVIKA dedopéva UTTOOTNPICOUV OTI XAPNAN TTPWTEIVIKA TTPOCANWN OXETICETAI
ME augénuévo pubud  OOTIKAG OTTWAEIOG  Kal  augnpévo  KivOuvo  gu@QAviong

0O0TEOTTOPWTIKWV KaTayudaTwy. 74
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5.3 Bitauivn D

H Birapivn D Traifel onuavtikG poAo otov PeTaBoAiopd TOu aoPeCTiou Kal TOU
QPWOPOPOU, ETTOPEVWS Kal TNV uyeia Twv ooTwv.[’2 Autd emituyxavetalr pe duo
TPOTTOUG: O) KUPIWG PE TV augnon TNG EVTEPIKAGS aTTOPPOPNONG TOoU acBeaTiou Kal B)
ME TNV TTPOKANCT OOTEOKAQOTOYEVEDNG.

O1 duo Baoikég POPYEG TNG €ival: n D2 epyokaAon@ePOAn, TTnyr TnG oTroiag eival
KATTOIEG TPOYES, OTTWG CWIKA AITTN KUPiwg waplwyv (TT.X. 0oAoudg, TOVOG, 0apdEéAa)
Kal N D3 XOoANKAACIQEPOAN, TNG OTToIag N KUpIa TNy TTPOCANWNG €ival n OEPUATIKN
atmroppdenan TnG NAIAKAS akTivoBoAiag (UVB).[73

H Bitayivn D ouclaooTIKA €ival pia OTEPOEIDIKN TTPOOPUAOVN, TTOU €KTOG ATTO TOV
PUBUIOTIKG pOAO TTOU TTaiCEl OTOV PHETABOAIOUO TOU OOBECTIOU KAl TOU pOPOPOU, EXEI
Kal AANEG TTAEIOTPOTTIKEG OPACEIC TTOU AQOPOUV OTNV KUTTAPIKK dlagopoTroinon, 1O
AVOOOTIOINTIKO oUCTNUA, TO Kapdlayyelakd ouoTnua K.a. H rapaywyn TG oto dEpua
atmoteAei 10 70-80% TNG OUVOAIKNG nueEPnoIag TTapaywyng. Emnpedletar 6 amod
TTOAOUG TTapdayovTeg OTTwG: €kBeon oTov AAIO, QUAN, €TTOXN Tou €Toug, NAIKia,
YEWYPAPIKO PNAKOG KAl TTAATOG, XPHon avTINAIOKWV.

H katdragn twv emmmédwyv NG PiITapivng D OTO aipya Kal n CuvIOTWHEVN NUEPROIA
TTPOCANWN TG avda nAikia (ZHIM) avagépovtal avtioToixa oToug TTapakaTw (Mivakag
12, NMivakag 13).

25(0OH)vitD o€ ng/ml KardoTaon
<12 ENAEIYN
12-20 QAVETTAPKEIQ
>20 ETTAPKEIQ

Mivakag 12. Katdraén emmédwyv 25(OH)D oto aipa (MnyA: Institute of Medicine (IOM); Global
Consensus Recommendations on Prevention and Management of Nutritional Rickets, 2016[74]).

HAIKIA ZHN
0-12 prveg 400 1U
1-13 eTwv 600 IU
14-18 etwv 600 U
19-70 eTwov 600 IU
>71 €TV 800 I1U
€YKUPOOUVN-BnAacuég 600 IU
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Mivakag 13. ZHI Birayivng D avd nAikia (MnyR: Institute of Medicine (IOM); Global Consensus
Recommendations on Prevention and Management of Nutritional Rickets, 201674).
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H petarpotm TnG Birapivng D atov evepyo TNG PETABOAITN, TTou gival n 1,25 (OH)2D,
TTPoUTT0BETEl SU0 aTAdIa USPOEUAiWaNc® (Aldypappa 7).
2710 1° OTAdI0 PETAPEPETAI OTO ATTAP, OTTOU Kal u@ioTatal TNV 11 udpouAiwaon Pe TV

emidpacn Tou evCUUoU 25-udpofUAACT, HE QTTOTEAECHA TOV OXNUATIOPO TNG
25(0OH)D.

2T OUVEXEIQ, 2° OTAdIO, PETAPEPETAI OTOUG VEQPPOUG OTTOU UE TNV ETTIOPACH TOU
evUuou 1%-udpouldon, ugioTatal TNV deUTEPN UBPOLUAIWON KAl PETATPETTETAI OE

1,25(0OH)2D, Tov gvepyo PETABOAITH TTOU dpa OTA Opyava OTOXOUG, EVTEPO KAl OOTA.

ﬁ} UVB ot1o nAlako pwg

v

AEPMA: 7-0eUOpPOXOANOTEPOAN
v
Mpoitapivn D3

v
Bitapivn D3 AIAITA (Bitapivn D3 & D2)

\ HMNAP /

25-hydroxylase (CYP2R1)
v

25(0H)D
v

NE®POI
1a-hydroxylase (CYP27B1)
v

1,25(0OH)2D

Aidypappa 7. MetaBoAiopdg Brrapivng D.

H ouvbeon tng 1,25(0OH)2D oToug veppoug eival auoTnpd pubBuicpévn Kal N
TTapAywyr TNG €LaptaTal EYUECa atro Ta ETTTTEdN TOU ACPECTIOU OTO Aipa HECW TNG
TTapaywyrg TnG mapabopudvng. ZUYKEKPIYEVA, OTAV TO IOVIOUEVO QORBECTIO PEIWDEI,
TTapdyeTal TTapabopudvn atrd Toug TTapabupocideic adéveg kal aufdveral n ouvbeon
g 1,25(0OH)2D. H Trapatrdvw diadikacia yivetal €uueoca, PEOW augnong Tng
ATTEKKPIONG  QWOQOPOU aTtd  TO  VEQPPO, WE ATTOTEAECPA TV TTPOKANON
UTTOQWO@ATAIYIOG, N OTToia PE TN OEIPA TNG TTPOKOAEI augnon Tng TTapaywyns Tng
1,25(0OH)2D. Emiong kai d@AAol TTapdyovteg OTTwg n  auéntmiki opudvn Kai n
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TTPOAAKTIV PTTOPOUV va e€mdpdoouv BeTIkd otnv ouvBeon Tng 1,25(0OH)2D, evw n
TTapPAywyr) TNG MEIWVETAI UE TNV YAPAVON.

Edv dev €TapkoUv o1 TTOOOTNTEG TOU AOPBECTIOU TTOU ATTOPPOPUWIVTAI OTTO TO EVTEPO,
KUpla BioAoyiky dpdon tnG PBitapivng D cival n ameAeuBépwon acBecTtiou amd Ta
00TA e TN O1adIKaOia TNG OOTIKAG ATToppo®nong, HMEOW EKKPIONG KUTOKIVWYV ATTO
TOUG 00TEOBAACTEG TTOU TTPOAYOUV TNV oaTeokAaoToyévean.[2

Eival pavepo Aoimrdv, oo Bacikd polo traidel n Pirapivn D kal oTnv eTIPETAAAWON
TOU 00TOU, €@OOOV puBuilel TNV OPOIOOTACIO TOU ACBECTIOU KAl TOU QWOPOPOU.
AvTiBeTa, n EAeIwnR TNG odnyei oe atroTuxia Tng dladikaoiag TG EMIMETAAAWONG TOU
XOVOPOU, ATTOTITAVWONG TOU OOTEOEIOOUG KAl TTPOKAAEI paXITIONO OTa TTaIdId Kal

OOTEOPOAAKIO OTOUG EVAAIKEG.
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MEPOZX |I-AZOENEIX KAl
MEGOAOQI
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6. AoBeveic

OMol o1 acBeveic TTou TmMpav PEPOG OTN UEAETN gival Eykaipa dlayvwouévol (early

diagnosed), y€éow Tou ETNMEN (Neonatal screening) yia Tig voooug yaAaktolaiyia Kal

@aivuAkeTovoupia. H €peuva diegnxdn oto Ivomitouto Yyeiog Tou [laidiou, oTO

Noookopeio Maidwv «H Ayia Zogia» otnv ABriva. O1 CUPUETEXOVTEG gival TTAIBIA TTOU

YEVVAONKAV OTn XWpa MdOog Kal Ta  OToIxEia eAn@Bnoav amd TOV  TAKTIKO

TTPOYPAUMATIONEVO EAEYXO TTOU KAVOUV OTO KEVIPO WOG OTA TTAdiola Tng dia [Biou

TTapakoAouBnor¢ Toug (follow up) kal o oT1Toiog TTEPIAAUBAVEL:

KAIvikiy €€étaon kai agiohoynon: éwg 1 €toug ava 3 pniveg, 2-10 eTwv ava 6
MRveg, >10 eTWV £TNOIWG.
AlpatoAoyIKOG-BloxnUIKOG EAEYXOG, O OTTOIOG TTPAYUATOTTOIEITAl ava 3 PAVESG £WG
TNV NAIKIQ Twv 2 €Twv, avd 6 PAveG €wWG 6 €TWV KAl €TNCIWG Ot QO0BEVEIGg
MEYAAUTEPOUG TWV 6 ETWV.
MpoodlopIoudg Twv eTITTEOWV QaIvUAaAavivng Kal OAIKAG YaAakTOLNG (avTioToixa
yla Ta dUo voonruarta): ava 15 uépeg o€ aoBeveic Ewg 2 €TWV KAl JETA ava PAva
€EQPOPOU (WNAG, EKTOG EAV OUVTPEXEI KATTOIOG EIBIKOG AOYOG TTOU QTTAITEI CUXVOTEPN
TTapakoAoUBnaon (1T.X. EyKupoouvn).
WuxokivnTikr agloAdynon, ava £10¢. Ta TEOT TTOU XPNOIUOTTOIoUVTaI Eival:

o 0-3 etwv: Denver test-3, Stanford-Benet.

o 3-6 eTwv: Pea-Body test.

o >6 eTwv: Wisc-3

€Aeyxog avarTugng opiAiag: ERTL

(@]

Métpnon OoTikAG MNukvoTNTAG UETA TO 5° £€10G¢ (WNG PE TV PEBODO avagopdg
DXA (atroppognoiopetpia dimrAoevepyelakng déoung aktivwv X), GE Lunar
Prodigy Pediatric Proedition (GE Healthcare, Little Chalont, UK). H ouykekpipévn
eCétaon yiveral oe acBeveic TTou €xouv oUUTTANPWOEl TO 5° £10¢ (WNAG Kal PEXPI
TNV NAIKia Twv 18 eTwv (Topéag MetaBoAiopou MetdAAwyv Twv OaTtwy, IvaTiTouTto
Yyeiag Tou Maidiov).

Oppovohoyikog éAeyxog (FSH, LH, oiotpadidhn E2) kaBwg kai utrepnxoypa@nua
€ANAOOOVOG TTUEAOU YIO TO KOPITOIQ TTOU TTAOXOUV aTTd yaAakTolaiyia Kal o€ nAIKia
MEYOAUTEPN TwV 7 €TWV, woTe va dlgpeuvnBei n Tuxdv utrapgn MpwTotmraboug
Qobnkikng Avetrdpkeiag (MQA) (Tunua Maidikng-EenPikng  MuvaikoAoyiag,
Noookopegio «AAeEavdpay, ABrva).
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6.1 AoBeveic pe yahakTolalyia

21NV gpyacia mApav PHEPOG 22 aoBeveic TTOU VOOOUV PE KATTOIO aTTO TIG HOPPES TNG
raAakTolaiyiag: GALT, GALK, GALE (péoog 6pog nAikiag 7,97+5,1 etwv) (Mivakag
14). OAor diayvwoBnkav éykaipa péow Tou MNMEN Kal Gueca Toug xopnyntnke €1dikn
dlaTpo®r) Pe yaAa eAeuBepo AakTolnc/yahaktodng Galactomin-17 (SHS-Scientific
Hospital Supplies, Liverpool, UK), n otroia diatnpeital wg onuepa .O1 CWUATOUETPIKES
METPAOEIC aTTOTUTTWVOVTAI OTOV Trivaka 15. MNpétrel va onueiwBei 611 Kavévag atrod
TOoUug aoBeveic dev Aaupavel cupTTApwua acBeoTiou ri/kal Birapivng D. H pévn 1myn
TTPOCANWNG AUTWYV KAl GAAWV IXVOOTOIXEIWV gival OTI TTEPIEXETAI OTO €I0IKO YAAQ PE TO
omroio  dilatpépovtal.  ETmopévwg, n TOKTIKA  TTapakoAoubnor Toug  oTov
TTPOYPOUUATIOUEVO PIOXNMIKO EAEYXO, Bivel EKTOC TwWV AAAWV TTANPOPOPIES YIa TUXOV

OIOTPOPIKEG EAAEIYEIG TETOIOU TUTTOU.

TYNOXZ TAANAKTOZAIMIAZ
GALT GALK GALE
Ayopia 8 0 1
Kopitola 7 5 1
20volo 15 5 2

Mivakag 14. Tutol Tng MaAakTolaipiag Kai 0 apiBudg Twv aoBevov avaloya Pe To QUAO.

n HAikia(éTn) BGPOQ(E;;“G“,; “Yypog (m) A“:I(Zfri'!")
Avdpeg 9 8.78+5.31 28.18+15.55 1.25+0.21 16.58+3.1
Muvaikeg 13 7.42+4.9 23.31+12.1 1.11+0.3 18.38+3.8
GALT 15 9.745.04 29.04+14.6 1.28+0.2 16.67+2.96
GALK 5 4.2+2.4 18.317.2 0.92+0.24 21.73+2.68
GALE 2 4.5+3.5 14.8+6.25 0.99+0.27 14.7+1.7
Zuvolo 22 7.97+5.2 25.3£13.82 1.17+0.27 17.65+3.62

Mivakag 15. AvBpWTTOPETPIKA OTOIXEID TWV aGBEVWY TNG MEAETNG.

6.2 AoBeveic ue @aivuAkeTovoupia

21N OUYKEKPIPEVN HEAETN TTAPaV PéPog 100 aoBeveig, nAikiag atmmd 1 étoug €wg 40
ETWV TOU TTAoXouv atd  @alvUAKETOvoupia (KAAOOIKN-OIdueon, ME  eTTiTTEDA
@aivulaiavivng >10mg/dl) (PKU-59) ka1 utrep@aivulaAavivaipia (Non PKU/mildHPA,
pe emmimeda @aivulahavivng 6-10mg/dl) (HPA-41). H katnyoplotroinar] Toug €yive e
Bdon Ta emimeda TNG QaivulaAavivng Tou BpéBnkav oTo screening veoyvwvitdl Ta

atmmoteAéopata Og, emBeaiwdOnkav ye poplakn avadAuon. Atré auToug, Ta ayopia HE
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PKU e¢ival 26 kal Ta kopitola 33, evw 1a ayopia ye HPA civar 27 kail Ta Kopitola 14
(rrivakeg 18 & 19).

To oUuyKeEKPIPEVO BEIYPA, ETTIONG, XWPIOTNKE 0€ 2 OuAdEG avaAoya Pe TNV nAIKia:

- HAikiakn oudda 1 : mpospnBeia <11 erwv (prepubertal) (rivakag 22)

- HAikiakn oudda 2: epnBeia >11 erwyv (pubertal) (mivakag 22)

H Bepatreia pe €10k diaTpo@r) ekivnoe yia OAOUG TOUG a0BEVEIC OTIC TTPWTES OUO
€BOONAGdES TNG (WA Toug. Ta TTPOIGVTA TTOU CUCTAVOVTAI €ival OKEUAOHATA EAeUBEPQ
QUOIKAG TTPWTEIVNG, EUTTAOUTIOPEVA O€ BITAMIVES Kal IxvoaToixeia. MNa Tnv KAAuwn Twv
BEPUIBIKWY avAyKWV TOUG, YIVETAI CUPTTANPWHUATIKY) XOPAYNON KE TTPOIOVTA XaUNANG
TTEPIEKTIKOTNTAG OE QUOIKA TTPWTEIVN, OTTWG yia TTapddelypya pakapdvia, pudl Kal
Ywui. H koA 1 un ouppopewon Pe TN didITa TTPOKUTITEI ATTO T METPNON TWV
EMTEDWV TNG @aivulaAavivng, Tou dia@opoTrolouvTal avaloya pe TNV NAIKia

(Mivakag 2).
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7. Mé€Bodol
7.1 KAIVIKA €€€Taon

MeydaAn onuacia yia TOUG aoBeveig TTOoU TTAOXOUV artro
daivulkeTovoupia/YTreppaivulaAavivaipia A FahakTolaiyia, €xel n KAIVIKA agloAdynon
WG TTPOG:

a. Tnv avamrtu¢n tou Kevipikou Neupikou 2uothpatog (KNX), eAéyxovrag Ta
EKAUOPEVA QVTAVAKAQOTIKA, TN OTAPIEN TNG KEQAARG Kal Tr) 0TACT TOU CWHATOG.

B. Tov puBuo6 avamTugng: '’ autd Tov AGyo Kal UTTORBAAAOVTAI O€ CWUATOUETPIKES
METPAOEIG OTTWG: A) METPNON BAPOUG CWHATOG, B) HETPNONG MAKOUG/UWOUG (<2 €TWV,
>2 €TWV aVTiOTOIXA), Y) METPNON TTEPILETPOU TNG KEPAANG. TEAOG utTOAOYICETOI KAI O
Agiktng Macag Zwpatog PETA 1O 2° €106 CWNG.

Y. To PMUOOKEAETIKO ouoTnua: eAéyxovTal ol apBpwacelg (ekTaoiudTnTa), TA I0Xia
(ateAig atraywyr 1oXiwv-hip dislocation) kai apydétepa (> 2 €Twv) n BAdion Kal n
Mop@oAoyia TG OTTOVOUAIKNG OTAANG.

H e¢€Taon yia Tuxov utrapén PAaiccoyoviag/paiBotrodiag, KUQwaong r} OKoOAiwong £XEl
MEYAAN onuaacia yia Tnv Tpwiun didyvwon autwy. Etriong, {ntouvtal TTANpo@opics-
IOTOPIKO yIa TNV €vOEXOUEVN UTTOPEN ACUPTITWHATIKWY KATAYMATWY. TEAOG, n
EMAvion TNG APNG, TOOO OTA AyopIa OCO KAl OTA KOPITOIA, €XEl JEYAAN onpacia Kal
yla Ta duo vooAuaTta. Idiaitépwg, yia Tn voéoo aAaktolaigia OAa Ta veoyvd TTou
dlayvwoKovTal TTEPIYEVVNTIKA —aveEdpTnTa aTTO TOV TUTTO TNG VOOOU- €AEYXOVTOI
o@BaAuoAoyikd, avad 6 1 12 pnveg epopou (wWNAG yia TUXOV EUQPAVION KATOPAKTN.
Emiong, ta kopitola pe KAAooIkr) oAakTolaigia TTAPATTEPTTOVTAlI OE ECEIDIKEUNEVO
TuAMa EenRikng MaidiotpikAg yia €Aeyxo lMpwtomraboug Qobnkikng AvVeTTAPKEIQG,
META TO 7° £10G TNG CWNG TOUG.

OAa 1a mTpoava@epdueva KAIVIKG anueia eAEyxovTal OToug aoBeveic pag KaBe @opd
TTou emmokéTTovTal To LY., oTa TTAQicia TNG TTPOYPAUMATIONEVNG TTapakoAouBnong
(follow-up). PuUGIKA, 0 KAIVIKOG EAEYXOG CUUTTANPWVETAI JE TNV EKTIMNON TNG QUOIKAG
TOUug dpPaCTNPIOTATAG KAl PJE GUYXPOVN AluaTOAOYIKRA/BloXNMIKN agloAdynon.

TéNog, kataypa@etal N AQWn 1 PN dIATPOPIKWY CUNTTANPWHATWY acBeaTiou Kal

Bitapivng D.

MpoadiopIouds TG @aivulaAavivng Kal YaAakTdlng
O 1poodiopiopds Twy emmEdWY Qaivulaiavivng (PHE) kai Tng OAIKAG yaAakTolng
(Gal, Gal-1-P), yivetal o atroénpauéveg otayoves aipatog (blood spot), og KApPTES

(Guthrie card) pe €dkd atmmoppoPnTikG xapTi (whatman 902) TG OTTOiEg
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TTpounBevovTal 6Aa Ta MOIEUTHPIA KOl Ol POIEUTIKEG KAIVIKEG TnG EAAGSOG atmd 1o
IvoTitouto Yyeiag Tou Maidiou. H aipoAnyia yivetar 1o 3° 24/wpo TG (WG Tou
VEOYVOU Kal N KAPTA CUUTTANPWHEVN PE OAA Ta {NTOUPEVA OTOIXEIA ATTOOTEAAETAI OTO
KEVTPO PAG.

Na TN  @aIVUAKETOVOUpPIA, O TTOOOTIKOG TIPOODIOPICUOS TwV  ETTITTEOWV  TNG
@aivuhaAaAvivng yivetar pe TN PEBOdO TOU aAvOOOPOOPICHOU (MAKOG KUPATOG
diéyepong 390nm Kal ekTOPTIAG 486nm)l8l  AvrtioTtoixa, yia yoAaktolaiyia, o
TTOOOTIKOG  TTPOODIOPICPOS  TNG  OAIKNG  YOAOGKTO(NG  viveTal MPEOW  €VCUUIKAG

XPWHUOTOUETPIKNAG SOKIYAOiag e pwTouéTPNoN oTa 550nm. 139

7.2 TpoodIopIoPOS BIOXNMIKWV-AINATOAOYIKWY TTAPANETPWY

[MAAPNG aipatoloyikdg €Aeyxog (Aipatoloyikd epyaocThpio Noookougiou lMaidwv «H
Ayia Zogia», avaAuTtrig Advia-2120i, Siemens) Kal BIOXNUIKOG €Aeyxog (Bloxnuikd
epyaoTrpio Noookopeiou Maidwv «H Ayia Zogiay, autdépaTtog avaAutig Advia-1800,
Siemens) {nteital oTa TTAQioId TNG TTAPAKOAOUBNONG TNG QUOIOAOYIKAG 1 N
QAVATITUENG TwV aoBevwy ava 3/unvo £wg 2 eTwyv, ava e¢aunvo atrd 2-6 €Twv Kal avd

€106 yIa TTaIdIA peyaAuTepa Twv 6 eTwv (Mivakag 10).

7.3 T1poadiopioudG OPUOVOAOYIKWY TTAPAUETPWYV

O 1poodIopIouog Twv emMTEdWY TNG PiTapivng D-25(0H) digvepyeital Je TTOCOTIK

avoooeVCUMIKN epyacTnplakn uéBodo oe dciyua opol QipaTog Kal QuTONETPNON OF

MrKog Kupatog 450nm (Mivakag 12).

O1 AgikTeC TTOU CUPTTEPIANPONKAV OTN CUYKEKPIPEVN MEAETN Eival OI TTAPAKATW:

e AvBpwTtropeTpIkoi: nAIKia (€1n), uwog (cm), Bapog (kg), BMI (kg/m?).

e Bioxnuikoi: aoBéotio (mg/dl), pwoedpog (mg/dl), payviioio (mg/dl), kpeativivn
(mg/dl), aAkaAikry ewogatdon (iu/l), aABoupivn (g/l), oAk} xoAnoTepoAn (mg/dl),
HDL (mg/dl), LDL (mg/dl) kai TpryAukepidia (mg/dl).

o ETimreda Brrapivng D: 25(OH)D-(IU/L).

e Aipatoloyikoi: TIpéG Aipjoo@aipivng [Hb-gr/dl] kar @eppitivng [Fe-ng/mil].

o  ETTireda oAIKNG yaAakTOZNG Kal paivulaiavivng (mg/dl).

7.4 21QTIOTIKA aQvAAuon

OAeg o1 TTOAUMETPIKEG avaAUTEIS TTpayuaToTToINBnKav oTo TTepIBAAAOV Tou MATLAB®

(The Mathworks, Inc., Natick, MA) kai SPSS (version 17.0). Na Tov €Aeyxo TWV
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MEOWV TINWV UETAEU Twv opddwy, xpnoiyotroindnkav dokipég ANOVA uiag kal duo
Kareubuvoewv. MNa TV OIEUKOAUVON TWV OUYKPIOEWV HETALU TwV OIAQPOPETIKWV
opAdwV NAIKIWY, OAEG OI TTAOPAPETPOI TTOU OXETICOVTAI YE TN CWHOTIKA AVATITUEN TWV
aoBevwy, peETOOXNMATIOTNKAV O€ Z-Scores, XPNOoIMOTToOIWVTaG Toug EAANvikoug
Tivakeg (charts) avamtuéng. Or ouvexeic PeTaBANTEG ekppalovial w¢ dIAPETOI
ITUTTIKI ATTOKAIOT, €KTOG av  ava@EpeTal OlaPOPETIKA. O OUOXETIOEIG METALU
METABANTWY UTTOAOYIOTNKAV PE TOV OUVTEAEOTr) ouoxETiong Pearson. O1 yPAPPIKES
TTOAVOPOMPNOEIS  TTpayudatoTroinénkav  Pe TN XPAon Twv  OUVOPTACEWV

y=ax+b,y=ax®+bx+c Kail Ol aQvTiOTOIXEG KAUTTUAEG EKTINABNKAV PE TNV HEBODO X2
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MEPOZ IlII-ATTOTEAEZMATA
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8. NaAakTolaipia

OMAoi o1 acBeveic TTou TMpav PEPOG OTN WEAETN PBpiokovtal oe diaita €AeUBepng
AakTOCNG/YaAOKTOCNG, €10IKA QUTOi TTOU €YXOUuVv TOV KAQOOIKO TUTTO TnG VvOOoou.
EtTopévwg o1 cuyKevTpwOoeIG OAIKNG YOAAKTONG OTO aipa gival JEoa OoTa QUOIOAOYIKA
opla(<7mg/dl).

H ouykpion OAwv Twv OVOPWTTOUETPIKWY KAl PBIOXNUIKWY TTOPAUETPWY  TTOU
oXeTiCovtal e TOV OOTIKO PETARBOAIOUO OAAG Kal TOV  PETAROAIOUS Twv AITTISIWV TWV
OUUUETEXOVTWY a0BevwV TNG UEAETNG O€ Oxéon Pe vyl TTANBuoud TTapouciageTal
oTov TmapakdTw Trivaka (Mivakag 16).

MeAeTwvTag T  TTOPATTAVW, MTTOPOUV  va  YiVOUV  KATTOIEG  EVOIAPEPOUOEG
TTAPATNPNOEIG:

OAeg ol TIHEG TNG KPEATIVIVNG TOU 0poU €ival OTA KATWTEPA YUOIOAOYIKA ETTITTEDA.

To 26% TwWVv a0BevWV PE TNV KAAOOIKA HopPr TG vooou, £xel emmitreda Birapivng D
XaunAoTepa atrd 20ng/ml.

Ta emmiTeda TG AAKOAIKAG QWOo@ATACNG €ival OTA UWPNAOGTEPA TWV QUOCIOAOYIKWV
TIMWV.

Kauia onuavtik dlagopd dOev  Trapatnpibnke avAaueca oTiG oudadeg TTou
gpeuvnOnkav: ayoépia/kopitoia Kal ol TpeIg TUTTol TG vooou (GALT/GALK/GALE),600v
a@opA OTOUG BIOXNMIKOUG OEIKTEG.

YTtrohoyioTnkav o1 y€oeg TIuEG Tou AMZ (BMI) yia 6Aoug Toug acBeveic. Katoiv €yive
Mia AeTrTopepéaTepn avaAuon Tou BMI kail Bp€Onke oTaTIOTIKA onPavTIK dla@opd wg
TTPOG TOUG UTTO PEAETN TUTTOUG TG vooou (Eikéva 2A). ETtriong utroAoyiotnkav ol
MEoEC TINEG yia Ta Z-scores Twv: BAapog, uyog kai BMI (Z-Wt,Z-Ht,Z-BMI) (Eikéva
2B). A6 Tnv Tapamdvw avaAuon Twv Z-scores, Trapatnpribnke OTATIOTIKA
onuavTiki dilagopd doov agopd oTo deiktn Z-BMI,Z-Wt kai Z-Ht petalu twv TUTTWV
GALT/GALK 61wg ettiong kai ueTagu Twv TUTTwv GALK/GALE (Eikéva 2C).
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Eikova 2. Z1aTmioTIKr TTEpIypa@r] atmoteAeouaTtwy BMI (A) kai z-scores BMI, Wt,Ht (B-C), wg Tpog 6Ao
Tov TANBuopod (Total), Toug TUTOUG TnG YyaAakTolaiyiag (GALT,GALK,GALE) kai 10 @UAO
(Males=ayo6pia; Females=kopitoia) (* :p value<0,05).

Etiong, mpocdiopioTnkav o1 PECEC TIMEG OAWV TwV PIOXNHIKWV/AIMATOAOYIKWV
OEIKTWV TToU CUUTTEPIANYONKav oTn MEAETN: Bitapivn D, aAkaAik @wo@atdon,
KpeaTIvivn, aoBECTIO, pWOPOPOG, Payvholo, aABoupivn, XoAnoTepOAn, TpiyAukepidia,
HDL ka1 LDL, ogppitivn Kal aigoo@aipivn. Kapia onuavtikp dlagopd dev
TTapPATNERONKE OTIC ONAdES TOOO TOU QUAOU 600 Kal Twv TUTTWV TNG vooou (Eikéva 3,
Eikéva 4), ek10¢ ammd pia TTou agopouce o€ uywnAoTeEpa emitTreda @QepPITiviG OTA

KopiTola o€ oxéon he Ta ayopia (Eikéva 3D).
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Eikova 3. Z1amioTiKA TTeplypa®n ammoteAeoudTtwy: Birapivng D (A), AAkaAikAg pwogatdong (ALP) (B),
Kpeativivng (creatinine) (C) kai ®eppirivng(ferritin) (D) wg mpog 6Ao Tov TANBucud (Total), Toug
TUTTOUG TNG yaAakToaiyiag (GALT,GALK,GALE) kai 1o @UAo (Males=ayopia, Females=kopitoia).
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Biomarker Vitamin Ca*? p+4 Mg+? ALP (Uflt) ALB CHOL Creatinine | Triglycerides HDL LDL Hb Feritin
units,referene D (ng/ml (mg/dl (mg/dl) (mg/dl) 60-240 (gr/dl) (mg/dl) (mg/dl) (mg/dl) (mg/dl) (mg/dl) (gr/dl) (ug/lt) Z-BMI Z-Wt Z-Ht
ranges mv.12 8,7-10,8 4,0-6,0 1,5-2,3 3,4-4,8 120-200 0,20-1,0 30-130 35-84 <150 11.5-14.5 10-150
Males 30.98+7.3 9.8+0.2 4.6:0.4 1.97+0.02 | 243.78£171.02 | 4.50.32 144+27.06 0.420.2 64.44139.03 57.89+16.82 | 73.11#153 | 12.33+1.82 | 9679544 | (oo.04a | 0424037 | 0.004£0.01
Females 27.6£8.2 9.93+0.33 | 4.92+0.65 | 1.9+0.055 | 313.46+197.6 454303 | 146.15+27.63 0.45:0.12 63.84+37.51 56+14.79 75.46124.54 | 14.0616.3 551+5.28 0 46;0 75 | o 51;0 68 | 0-05:0.07
GALT 27.53+8.9 9.82+0.22 | 4.82:t0.44 | 1.94:+0.05 | 306.2+217.45 4.510.32 148.631.42 0.4420.17 59+31.32 60.53+14.58 | 73.8423.69 | 13.8946.04 | 823244574 | (50,039 | 067:049 | 0.009+0.01
GALK 33.66+3.37 | 9.88+0.25 | 4.44:0.48 NaN 245+110.99 4.70.21 142.2+10.28 0.44£0.13 61+16.68 51.4+12.48 80.4+13.36 | 12.08+0.51 | 46.89+22.63 | 0.62+0.78 | 0.14:0.39 | -0.11:0.1
GALE 28.1£3.1 10.25¢0.55 | 5.45:+0.48 NaN 225.5+44.5 4.4510.25 128114 0.370.1 110475 42418 65£12 12.55+0.55 50.3+16.7 -1.310 0.52¢047 | 0.01+0.008
TOTAL 28.98+8.01 9.9:0.3 4.8+0.6 1.94+0.05 | 284.95+190.29 | 4.52+0.3 | 145.28+27.42 0.43+0.16 641+38.14 56.77+15.68 | 74.5+21.28 | 13.35t5.05 73.8+43.5 0.48:0.63 | 047:057 | -0-03£0.06

Mivakag 16. ZuyKevTpwTiKOG TTIVAKAG ATTOTEAEGUATWY OAWV TWV AVOPWTTOPETPIKWYV, BIOXNUIKWV/AIJATOAOYIKWY TTAPAUETPWY Kal TNG Bitauivng D, oToug aoBeveic pe
yaAakTolaiyia.




250 Hb (gr/dl) 50 ALB (gr/dl)
49
20.0 48
15.0 47
4.6
10.0 4.5
5.0 44
4.3
0.0 42
1951 2] 2] = o 7] 951 7] = ¥4
i m 351 - 0 53}
= 3 3 2 3 = =2 = =2 =z %
s £ 3 9 ¢ s 5 3 ©° ¢
= =
A s B i
u CHOL (mg/dl) W Triglycerides (mg/dl}
200.0 HDL (mg/dl) LDL (mg/dl)
180.0
160.0
140.0
120.0
100.0
80.0 | | | | ' |
60.0 I I ' I |
40.0
20.0
0.0
7 72} ) = v 25
—~ 38} 58] | —
= 2 2 T 2 3
= < @) o )
o = =
c = &

Eikéva 4. S1arioTikr) mepypa@r) amoreAecopdtwy: Aipoogaipivng (Hb) (A), AeukwpaTivng (ALB) (B) kai
X0AnoTepOAn (CHOL) (C), tpiyAukepidiwv (Triglycerides) (C), uwnAng TTEPIEKTIKOTNTAG AITTOTTPWTEIVN
(HDL) (C) ka1 xapnAng mepiekTikoTNTAG AIrotrpwreivn (LDL) (C) wg 1Tpog 6Ao Tov TTANBucud (Total),
Toug TUTTOUG TNG yahakTolaipiag (GALT,GALK,GALE) kai To @UAo (Males=ayoépia, Females=kopitoia).

AvdaAuon katé Pearson (Peason’s correlation analysis): TTpokeIgévou va dIaTTIoTwOEi
av UTTapxel KAamola 1mlavr) OTATIOTIKA ONPAVTIK) CUOXETION METOEU OIAQOPETIKWV
TTOPAUETPWY, E€QAPUOOTNKE 1N avaAuon katd Pearson. ApvnTIKA OCUOXETION
TTOPOUCIACTNKE PETALU NnAIKiag kal Bitauivng D(rho=-0.67), evw OETIK PETALU TNG
nAIKiag kai kpeativivng (rho=0.79), cwpuatikou Bdpoug (rho=0.94), twoug (rho=0.97)
Kal Z-score Bdpoug (rho=0,56). ZTn ouvéxela, apvnTikfl CUOXETION €PQAVIOTNKE
peTagu Birapivng D kai kpeativivng (rho=-0.61), HDL (rho=-0.41), Hb (rho=-0.42),
OWHATIKOU Bdpoug (rho= -0.64) ka1 uyoug (rho=-0.69) KaBwg €TTioNg Kal PETALU TWV
aoBeoTtiou Kal kpeaTivivng (rho=-0.48) kai cwpaTikou Bdapoug (rho=-0.41). TéAog,
BETIKA) CUOXETION EPQAVIOTNKE PETALU TWV: AAKOAIKA QWO@ATACH KAl XOANOTEPOAN
(rho=0.6), xoAnotepoAn kai HDL (rho=0.65), LDL (rho=0.81), kpeaTivivn kai Bapog
owpaTog (rho= 0.73), uyog (rho=0.75).
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Kauia oTtamioTikd onuavtikh diagopd dev Bpébnke ueTalu Pirapivng D kai BMI, 1600
oTa ayopia 600 Kal oT1a  kopitola. O1  TTopatdvw  OTATIOTIKEG  METPROEIG

TTapoucidfdovtal OAeg oTov TTapakdtw Trivaka (Mivakag 17).
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AGE Vitamin D (ng/ml) Ca (mg/dl) P (mg/dl) ALP (U/lt) ALB (gr/dl) CHOL (mg/dl) Creatinine (mg/dl) Triglycerides (mg/dl) HDL (mg/dl) LDL (mg/dl) Hb (gr/dl) Body Weight (kg) Height (m) BMI Z-Wt Z-Ht
AGE 1.0000
Vitamin D (ng/ml) - 1.0000
Ca (mg/dl) -0.4145 -0.0085 1.0000
P (mg/dl) 0.1001 -0.1229 0.1796 1.0000
ALP (U/lt) 0.3272 -0.3852 0.1891 0.0677 1.0000
ALB (gr/dl) -0.3008 0.0774 0.0643 -0.2353 -0.1010 1.0000
CHOL (mg/dl) 0.3695 -0.3124 0.0803 -0.2561 0.6084 -0.0786 1.0000
Creatinine (mg/dl) 0.7884 -0.0390 0.2849 -0.0986 0.2292 1.0000
Triglycerides (mg/dl) -0.4317 0.2323 -0.3276 0.3457 -0.2496 -0.3883 1.0000
HDL (mg/dl) 0.2667 -0.3001 0.3645 -0.0425 0.6502 0.0686 1.0000
LDL (mg/dl) 0.3367 -0.1264 0.3556 -0.0023 0.8199 0.2680 -0.0939 0.2806 1.0000
Hb (gr/dl) 0.4111 0.2553 0.3035 -0.1644 0.0212 0.5025 0.1791 -0.0113 1.0000
Body Weight (kg) 0.9408 0.0313 0.2691 -0.2423 0.3237 0.7373 -0.3507 0.2160 0.3563 0.3029 1.0000
Height (m) 0.9737 0.0729 0.2758 -0.3080 0.3301 0.7572 -0.4416 0.2454 0.3280 0.3817 0.9508 1.0000
BMI -0.0411 -0.0497 0.0330 -0.2313 -0.0305 0.2615 -0.0407 0.2274 0.3163 -0.0444 -0.0435 0.0792 0.1049 -0.0619 1.0000
Z-Wt -0.5633 0.3917 0.3206 -0.3348 -0.2896 0.2008 -0.1654 -0.4196 0.3833 -0.1197 -0.1331 -0.2986 -0.3130 -0.4792 0.5113 1.0000

Mivakag 17. AvaAluon katé Pearson OAwv Twv avOpWTTOUETPIKWY, BIOXNUIKWV/AIJATOAOYIKWY TTAPAPETPWY Kal TNG BITapivng D, otoug aoBevei¢ ye yalaktolaipia

(TTpdoivo KouTi: BETIKF OTATIOTIKA CUOXETIOT, KOKKIVO KOUTI: QPVNTIKI) OTATIOTIKI] CUOXETION).




Me Bdon T1a TrponyoUpeva aTTOTEAEOUATA  TNG OUOXETIONG KaTé  Pearson,
XPNOIYOTIOINOCAUE UTTOOEIYMATA YPAUMIKAG TTAAIVOPOUNONG, Ta OTToia epapuooOnkav
0t O00UG OEIKTEG EUPAVIOAV PETALU TOUG OUOXETION Kal BpéBnkav Ta TTApOaKATW
ATTOTEAEOUATA:

ApvnTIK YPOUUIKA CUOXETION BpEOnke PETAEU Twv OEIKTWYV: nAIKia kai Birapivn D
(R%=0,75), Pirayivn D kai cwuatikd Bdapog (R? =0,69) ka1 Birauivn D kal UWog
(R?=0,64), otov yuvaikeio TTANBUOPO TNG PEAETNG (Eikdva 5).
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Eikéva 5. Zuoyértion petagu: nAikiag kai Birapivng D (age vs. vitamin D; R2=0.75) (A), Birapivng D kai
owpartikou Bdpoug (vitamin D vs.body weight; R2=0.69) (B) kai Birapivng D kai Uwoug (vitamin D vs.
height; R2=0.64) (C).
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ETttiong TTaparnprnénkav Kai o1 TTapakAaTw CUCXETIOEIG:

BpéBnke apvnTikl cuoxEéTion peTagu Birapivng D kai kpeaTivivng (p=0,023, R*=0,233)
Etriong, BpéBnke apvnTikf ocuoxETiIon PETagU aoPeoTiou Kai KpeaTivivng (p=0,034,
R2=0,20).TéAog, BpEOnke apvntikr) cuoxETion petagu Bitapivng D kar HDL (p=0,04,
R2=0,19).(Eikéveg 6,7,8 avtioToixa.)
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Eikéva 6. Birapivn D vs kpeaTivivn (p=0,023, R2=0,233)
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Eikéva 7.AcBéoTio vs kpeaTivivn(p=0,034, R2=0,20).
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Eikéva 8.Bitauivn D vs HDL( p=0,04, R*=0,19)
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9. daivulkeTovoupia

2TN OUYKEKPIYEVN MEAETN Tpav PEPOG 59 aoBeveic (26 ayodpia, 33kopiToia) Ye PECO
0po nAikiag 13,93+11,6 pe @aivuAkeTovoupia-PKU (etrireda  @aivulaAavivng
TTePIYEVVETIKG >10mg/dl) kai 41 aoBeveig ue HPA (27aydpia, 14kopitoia) pe HECO OPO
nAikiag 8,73+6,75 (emmimmeda  @aivulaAdavivng  TrepiyevveTika  6-10mg/dl). Ol
avOpwWTTOUETPIKEG HETPNOEIC yia AMZ (BMI), Owog kal BAPOG PETATPATINKAV OE Z-
scores, WoTE va ival o UKOAN Kal agIdTToTn N oUYKPION TWV TTAPAPETPWY PETAGU
OIOQPOPETIKWY NAIKIOKWY OPAdwyv. ETTiong, uttoAoyioTnke Kal 0 PECOG OPOG TWV
ETACIWV  PETPAOEWV  emMTTEOWY  @aivuAaAavivng EexwplioTd yia KABe oudda(
PKU/HPA). A6yw Tou 6T n €181k @OpuouAa diatpo@rs (Amino Acid-Medical Food)
TWV OUYKEKPIMEVWY aocBevwyv  gival  €UTTAOUTIOYEVN O€  AOBECTIO, TO  MOVO
OUPTTAfpwPa dIATPOYNG TTOU TOUG Xopnyeital, €av Xpeldacetal, €ival n Pirayivn D

(Mivakag 18, Mivakag 19).

MikpdTtepn TipnA MeyaAuTepn TigA Méoog 6pog | Tutikh amrékAion
HAikia (é1n) 1.00 40.00 13.93 11.6
ZHt -2.6 1.6 -0.03 0.67
ZWt -15 2.4 -0.007 0.69
ZBMI -1.8 2.1 0.01 0.84
Phe (mg/dl) 1.00 18.50 5.425 4.00

Mivakag 18. Z1amioTikG TTEpIypaikda oToixeia aoBevwy pe PKU.

MikpoTEpPN TIUA MeyaAUTepn TIPA Méoog 6pog | TutrKkn atrékAion
HAIKia(€Tn) 1.00 29.00 8.73 6.75
ZHt -0.78 2.1 0.1 0.52
Z\Wt -1.50 3.5 -0.02 0.90
ZBMI -1.90 2.9 -0.1 1.05
Phe(mg/dl) 1.50 13.50 4.72 2.45

Mivakag 19. ZTaTIoTIKA TTEPIYPAPIKA OTOIXEIQ aoBevwv e HPA.

Ta atmoteAéopara pétpnong via 1o BMI €0i€av oTATIOTIKG ONUAVTIKEG OIOPOPES
(p<0,05) petaty Twv  oupGdwv  a0Bevwv  PE  QAIVUAKETOVOUpPIO  Kal
uTTEP@AIVUAQAQVIVAIYIQ, OTTWG KAl PETALU TWV OPAdWY a0BEVWV HE KAKN Kal KOAA
oupuépewon otn diaita (Eikéva 9A). Avtibeta, Ta Z-scores yia ta: BMI, Uyog Kai
Bapog Oev eu@dvicav Kapia OTATIOTIKA OnPavTIK) Ola@opd  OTIC  TTAPATTAVW

utToopadeg aoBevwy (Eikéva 9B).
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Eikéva 9. ZT1atioTiKa Treplypaikd yia Tig hetproelg Tou AMZ (BMI) (A) kai Twv Z-scores AMZ (Z-BMI),
Bapoug (Z-Wt) kai Uyoug (Z-Ht), oe 6Aeg Tig opddeg (B) (males: aydpia, females: kopitoiq;
HPA:utrep@aivulaiavivaiyia (6-10mg/dl). Classic: KAaoaikr] Kal S1GuETn GaIvVUAKETOVOUpIa
(>10mg/dl), Good: kaArj cupudpewaon otn diaita, Poor: kakr) cupudpewaon otn diaita, Total:ouvoAo).

OAeg o1 petpnoelc  Twv  BIOXNMIKWV/QIJOTOAOYIKWY  TTAPOUETPWY  TTOU

OUPTTEPIAAPONKaY oTn HEAETN ATav YE€oa OTIC QuoioAoyikéG TINES (Mivakag 20,

Mivakag 21).
. . . lons . . . duoioloyikég
MikpoTtepn TiuA|MeyaAUTepn TipR[Méoog 6pog TutriK atrékAion Tpée
Phe(mg/dl) 1.0 185 5.449 4.03 Mivakag 3
VitD(ng/ml) 15.5 65.2 36.514 10.85 Mivakag 12
- < v -
Ca(mg/dl) 8.5 10.8 9.754 52 8,5-105 (<12 erv: 8,7
10,8)
P(mg/dl) 11 6.4 4.433 .92 2,4-5,1 (MNaidia:4,0-6,0)
ALP(U/It) 42 929 228.86 176.51 45-129 (MNaidia:60-240)
ALB(gr/dl) 3.6 6.3 4.512 .53 3,4-4,8
Cr(mg/dl) .18 .98 .5360 .20 0,7-1,3 (Maidia:0,20-1,0)
CHOL(mg/dl) 95 249 147.34 27.43 <200 (Maid1¢:120-200)
TRIG(mg/dl) 30 310 96.02 54.82 Evn)\lK£§<11§g()nal5’U-'30'
HDL(mg/dl) 31 106 49.56 12.53 EvAAikeg>40(/Ta1014:35-84)
LDL(mg/dl) 42 128 79.14 18.65 EvnAikeg<130(/Maidia<150)
Mg(mg/dl) 1.70 3.40 2.2830 43 1,5-2,3
HB(g/dl) 11.4 16.2 13.452 1.28 11,5-14,5
EvAAikeg : 22-322
FERRITINE(ug/L) 12 232 64.22 52.09 Maiié - 10-150

Mivakag 20. Z1aTioTIKG oToIXEIa BlIoXNUIKWV/AIUATOAOYIKWY TTAPAUETPWY o€ aoBeveic ue PKU.
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MikpoTepn TIUA MeyaAUTepn TIUA Méoog 6pog TumikA amwékAion
phe(mg/dl) 1.5 13.5 4.727 2.45
VITD(ng/ml) 13.2 65.3 36.128 12.40
Ca(mg/dl) 9.0 11.0 9.877 .48
P(mg/dl) 3.0 6.3 4.801 .83
IALP(U/It) 42 1494 317.93 255.17
IALB(gr/dl) 1.8 7.3 4.406 .80
Cr(mg/dl) 21 1.04 .5533 .22
CHOL (mg/dl) 92 222 142.40 29.86
TRIG(mg/dl) 30 221 68.93 42.10
HDL(mg/dl) 27 92 52.71 12.17
LDL(mg/dl) 44 130 75.33 22.01
Mg(mg/dl) 2.25 2.40 2.3250 .10
HB(g/dl) 10.2 16.9 13.248 1.49
FERRITINE(pg/L) 24 198 52.45 33.95

Mivakag 21. ZT1aTIoTIKA OTOIXEIa BIOXNUIKWV/AIHATOAOYIKWY TTAPAUETPWY O€ aaBeveig e HPA.

2TN OUVEXEIQ TTPAYMATOTTOINONKE CUYKPITIKA MEAETN TwV BIOXNUIKWY TTOPAUETPWY,
OTTWG TAUTOTTOINONKAV OTTO TNV TTEPIYPAQPIKI OTATIOTIKI TwWv TTapayoviwv(Eikéva
10)autwyv Kai 18IKOTEPA e TTapAPETPIKA ANOVA, OTIG TTaPAKATW opades: PKU-HPA,
KOAN-KOKN OUPPOpewon oTn diaita. Ta atmoteAéopaTta TTou €0€IEav  OTATIOTIKA
onuavTikn diagopd (p<0.05) eivai: O1 TIHEG paivuAaAavivng: uwnAdTEPES OTNV ONGda
acBevwyv Pe KAk 0€ oxéon MeE TNV OMAdA HE KOA OUPMOppwon oTn diaita
(EikévallA). O1 Tipég BMI: uwnAoTEPEG 0TNV OudGda aoBevwy PE KAKF) O OXEON ME
TNV opada pe KaAfl cuppopewon (EikovallG) kal €18IKOTEPA OTNV OMAdA TWV
kopitoiwv (EikévallB). H avriotoixn avdAuon yia ta Z-scores BMI dev eppdvioe
Kapia otaTioTiIk& onuavtikr diagopd (Eikéva 12).

O1 niyég Tou BMI kai Twv TpiyAukepidiwv (EikdvallC, EikévallF): upnAotepeg otnv
oudda Twv aoBevwyv Pe aivulkeTovoupia (PKU) oe oxéon ye TNV ouada acBevwv Pe
utrep@aivuAaAavivaigia (HPA), evw n upeAéTn yia ta Z-BMI dev TTapouciooce Kapia
oTaTIoOTIKA onuavTikh dilagopd (Eikéva 13).

O1 miyég Tou Pwaoeodpou (EikévallD) kai TNG aAKAAIKAG wogaTtdong (EikévallE):
XOUNAGTEPEG OTNV OuAda Twv acBevwyv pe eaivulketovoupia (PKU) og oxéon pe v

oupdda aoBevwy pe uttep@aivuAaiavivaiyia (HPA).
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Eikéva 10. Meplypa@ikr) OTOTIOTIKA Twv BIOXNUIKWY TTapayoviwy oe aoBeveig ye PKU. Eidikdtepa, ol
METPAOEIG TrepieEAGUBavay peTpnoclg Twy emmeédwy phenylalanine (A), 25-OH-Vitamin D (B), Alkaline
Phosphatase (ALP) (C), Creatinine (D), Albumin (E), Hemoglobin (F), Ferritine (G), Ca*?, P** ka1 Mg*?
(H), evw Tautoxpova agiohoyRbnke 1o AITMISAIPIKO TTPOQIA Twv aoBevwyv, To oTToiol TTepieAdUPBave Tn
METPNON TNG OAIKAG XoAeoTEPOANG (CHOL), Twv TpiyAukepidiwv (TRIG), Tng HDL ka1 Tng LDL (1) (o *
utrodnAwvel onuavtikdTnTa p<0.05.) (AeCdvra: BMI: Body-Mass Index, HPA: Hyperphenylalaninemia
(phe: 6-10mg/dl),CLASSIC: Classical —Moderate PKU type (phe>10mg/dl), GOOD: subjects with good
diet compliance, POOR: subjects with poor diet compliance, 25(OH)D: 25-OH-Vitamin D, ALP:
Alkaline Phosphatase, CHOL: Cholesterol, TRIG: triglycerides, HDL: High-Density Lipoprotein, LDL:
Low-Density Lipoprotein).

55



6o Phenylalanine BMI
14.0 ' = =
12.0 o * '
=10.0 o |
5 8.0 1 * —
E 6.0 A J— 1
2.0 &h 1
0.0 =4 2 T
vt v v L U QO 1
ol f—
= 2 483 38 .
E = E ] , ‘ .
A o © B I nm I
BMI | p+
f T T
30 i ] !
—— sk 1
] . . o}
s - 1 =} Al
% ! 1 ?U I T
= 0 | E . 1 1
1
15 | _i_ 2-
L A g
C HPA CLASSIC D HPA CLASSIC
ALP TRIG
1000 - _ - T
E + % 200 - 1
- - BJ * 1
- - ; E 150 - — |
300 T " |
1000 I
oL 4 i T o .
E HPA CLASSIC F HPA CLASSIC
Eiké6vall. ANOVA avaAuon TWv TIMWV
BMI @aivuhaiavivng-phenylalanine-(A),Aciktn  péalag
- owparog-BMI (B, C, G) kai Twv BloXNUIKWV
wof + : TTAPAPETPWV: QWO POpoU(D),aAKaAIKAG
T | owoeataong(ALP)(E) kal TpiyAukepidia(TRIG)(F)
NE 2 | avTioToIiXa, METAEU Twv OPAdwWV: KAAGOIKAG
“&n | (AIVUAKETOVOUPIAG Kal UTTEP@AIVUAaAavIvVaIuiag
=4 w (HPA) ka1 kaAAg (Good) kai kakAg (Poor)
— Ouppopewong oTtn  diaita.l=ayépia  pe  KAAN
' ' OuPuSpewaon, lI=Kkopitola pe KaAr ocududpewaon,
e HlI=ayépia pe Kok ouppopewaon, IV=kopitola pe
G GOOD POOR KAKF OUPHOPQWOT.
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Eikova 12. ANOVA avdAuon Twv Tiywv Z-BMI o€ aydpia (KaTw) Kai kopitola (eTmavw) pe KaAA (1) kai
KaKr (2) oupudpoewaon otn diaita (compliance).

Mpokeinévou va OlepeuvnOoUV evOEXOUEVEG OIOPOPEC METAEU TwV UTTO MEAETN
TTAPOUETPWYV O€ BIAPOPETIKES NAIKIOKEG Ouddeg (TTpoe@nBeia<11 eTwyv, oTadio Tanner
I-1l, epnBeia>11 eTtwv, otddio Tanner IlI-V), epapudoTnke T0 T-test yia TNV CTATIOTIKN
avAAUGCT TWV OUYKEKPIUMEVWV OEDOUEVWIV.

Ta ammoteAéopaTa TTOU TTPOEKUYaV £0€IEav OTI UTTAPXEI OTATIOTIKA ONUAVTIKA diapopd
(p<0,05) oTtoug TrapakdTw OcikTEG, METAEU Twv NAIKIOKWY ouddwv TTposPnpeiag
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(prepubertal) ka1 epnPeiag (pubertal), oto ocUvoAo Tou UTTO MPEAETN TTANBUCUOU

(Mivakag 22).
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66
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-2.00 T T T
CLASSIC CLASSIC HPA
PKUTYPE

Eikéva 13. ANOVA avdAuon Twv TIHwv Z-scores BMI og aoBeveig ue PKU kai HPA.

Bitauyivn D (p<0,01), AoBéomio (p=0,005), dwoedépog (p<0,01), AAKOAIKN
ewooearaon (p<0,01), XoAnotepoAn (p=0,016), Kpeativivn (p<0,01) kai emitreda
@aivuhaAavivng (p<0,01). MNa Tnv BiIrapivn D, 10 aoB€oTio, TOV QWOPOPO Kal TNV
OAKQAIKI) @uo@aTdon ol TIHEG OTO TTPOEPNPRIKO OTAdIO NTaV UYNAOTEPEG O€ OXEON ME
T0 €pnPIKG oTAdIo. Evw yia Tnv XOANOTEPOAN, TNV KpPeaTivivn Kal Ta ETTTTEdQ
@aivuAaAavivng TTrapatnendnkav uwnAoTePEG TINEC OTO €PnPIKO Ot OXEOon ME TO
TTPOEPNPIKO 0TAdIO. Kapia oTaTIoTIKA onPavTikh dla@opd dev eUPAVIOTNKE yIa TIG
TINEG Z-BMI, 0° aUTEG TIG NAIKIGKEG OPADEG.
TéNOG, digpeuvnONKE n YPOUMIK) OUoXETIon (regression analysis) HETAEU Twv
TTOPAUETPWY TNG MEAETNG KAI TTPOEKUWAV TA TTAPAKATW ATTOTEAEOUATA:
e 2T0UG 00BEVEiG e paivulkeTovoupia (PKU):

o Bimayivn D vs. PHE: apvnrikr) cuoxétion (p<0.001; R=0,291)Eikévals).

o AoBéoTio vs PHE: apvntikf ouoxétion (p=0,019; R%=0,093)(Eikéva 15).

o Pwoeodpog vs PHE: apvnTikr) ouoxéTion (p<0,001; R2=0,213)(Eikéva 16).

o AAkaAK pwogaraon vs PHE: apvnriki ouoxeTion (p=0,001; R?=0,174)(Eikéva

17)
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o

©)

©)

Kpearivivn vs PHE: B¢eTikry cuoyétion (p<0,001; R%=0,316) (Eikéva 18)
Aipoogaipivn vs PHE: BTk ouoxéTion (p=0,002; R%=0,181) (Eikéva 19)
Z-BMI vs PHE: B¢eTikAy ouoxétion (p=0.015; R2=0,126) (Eikova 20)

e 2T0UG 00BEevEiG Pe YTTeppaivulalavivaipia (HPA):

o

©)

©)

Birapivn D vs. PHE: apvnrtikr) ouoxéTion (p=0,017,R?=0,144) (Eikéva 21)
Pwo@dpog vs. PHE : apvnTikr) ouoxétion (p=0,002;R?=0,255) (Eikéva 22)
AAKaAIKR pwogatdon vs. PHE: apvntikr) cuoxétion (p=0,007;R?=0,176) (Eikéva
23)

Kpearivivn vs. PHE: B¢eTikr} ouoyéTion (p=0,003;R?=0,379) (Eikéva 24)
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Tummikn

HAIkia N Méoog 6pog aTroKAIGN P-value
VITD >=11 40 29.592 9.48 .000
<11 56 41.034 10.30 .000
Ca >=11 43 9.640 .51 .005
<11 57 9.922 .46 .006
P >=11 38 4.050 .87 .000
<11 52 4,923 .78 .000
ALP >=11 43 141.51 102.17 .000
<11 56 356.80 232.49 .000
ALB >=11 28 4.595 .76 214
<11 52 4.404 .57 .255
CHOL >=11 43 153.26 34.05 .016
<11 57 139.54 21.45 .024
Cr >=11 32 .6903 A7 .000
<11 33 4103 14 .000
TRIG >=11 43 85.33 50.97 .960
<11 57 84.81 52.06 .960
HDL >=11 43 52.31 14.36 297
<11 57 49.69 10.61 .318
LDL >=11 41 83.71 20.73 .010
<11 56 73.26 18.47 .012
Mg >=11 5 2.2060 .29 .560
<11 7 2.3500 .46 .528
HB >=11 39 14.021 1.32 .000
<11 3 12.791 1.09 .000
FERRITINE >=11 35 77.01 58.96 .001
<11 37 42.90 16.25 .002
phe >=11 44 7.095 4.22 .000
<11 57 3.633 1.54 .000

Mivakag 22. T-Test petagy Twv nAIKIOKWY opadwv <11 etwv PREPUBERTAL kai >11 etwv
PUBERTAL, aoBevwyv pe @aivuAKeTovoupia.
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Eikova 14. VITD vs. PHE oe PKU aobeveig (p<0,01; R%=0,291).
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Eikéva 15. Ca*? vs PHE o PKU aoBeveig (p=0,019; R2=0,093).
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Eikova 16. P** vs PHE oe PKU aoBeveic (p<0,01; R?=0,213).
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Eikéva 17. ALP vs PHE o¢ PKU ac6eveig (p<0,01; R?=0,174).
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Eikéva 18. Cr vs PHE og PKU aoBeveig (p<0,01; R?=0,316).
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Eikéva 19. Hb vs PHE og PKU aoBeveig (p=0,002; R3=0,181).
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Eikéva 20. Z-BMI vs PHE og PKU aoBeveig (p=0,015; R?=0,126).
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Eikéva 21. VITD vs PHE og HPA aobeveig (p=0,017, R2=0,144).
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Eikova 22. P+ vs PHE o¢ HPA acBeveic (p=0,002; R?=0,255).

ALP

1500

1000

O Observed
— Linear

Eikéva 23. ALP vs PHE og HPA aobeveig (p=0,007; R2=0,176).

65




20 T T T T T
.0 2,5 5.0 7.5 10,0 12,5

phe

O Observed
Linear

Eikova 24. Creatinine vs PHE og HPA aoBeveig (p=0,003; R%=0,379).
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10. T[aAaktolaiyia

2T0 MIKPO Ot€iyua Twv acBeviov TTOU OTTOTEAOUV T OUYKEKPIYEVN MEAETN, Kapia
OTATIOTIKA ONUAvTiKA dla@opd dev TTapaTnPABONKE PETAEU TWV TINWY TWV BIOXNUIKWY
OeIKTWV TTou  peTpnOnkav. ETriong, oTg  uttoopddeg TnG  yaAakTolaidiog
(GALT/GALK/GALE), Trapartnpr®nke onuavtikn dilagopd avaueoa ota Z-scores BMI.
To OUYKEKPIYEVO aTTOTEAEOUA Ba YTTOPOUCE va gival onuavTiko, AauBdavovtag utrown
o1l 10 BMI oOxeTiCeTal OeTIKG ME TNV OCTIKN TTUKVOTNTA, OUPQWVA JE TN
BiBAoypaia.t” 71 To pIkpd PéEyeBOC OUWC TWV UTTO WEAETN 00Bevwv dev Pag
emTpéTTel va BydAoupe ac@alf cuptrepdopata (GALEnr=2, GALKn=5).
O1 miyég TG Birapivng D Bpébnkav va cuoxetiCovral apvnTikd Pe TV nAikia, 1O
OWMATIKO BApoG KAl TO UYog OTOV Yuvaikeio TTANBuopd, etmiong. lMponyoupeveg
MEAETEG ava@épouv KATTola KaBuoTépnon oTnv avatTtuén Katd Tn OIdpKela TNG
TTaIdIKAG Kal €@nPIKAG NAIKIAg, Xwpi¢ Ouws va ¢ekabapileTal av TO CUYKEKPIPEVO
eupnUa avtavaokAG JIOTPOYPIKEG EAANEIYEIC 1] OXETICETAI PME EVOOYEVEIC TTAPAYOVTEG TNG
vooou.[BL 57. 78 E|3ikd yia Ta KOpIiTola N £TTITEUEN TOU OTOXOU Yid To UYoS avaloya e
TNV NAIKia, dgixvel va KabuoTepei, iowg AOYyw Twv €VOOKPIVOAOYIKWVY ETTITTAOKWV. H
I00PPOTINUEVN dlATPOPr TTOU TTEPIAQUPBAVEI TNV ETTAPKN TTPOCANWN acBeoTiou Kal Tn
OTeEVA TTapakoAoubnon Twv emMTEdWY aQUTOU, Ot OUVOUAOPO HE TN OWOTAH
BepATTEUTIKI) CUPHOPPWON aAAG Kal TNV TTEPIODIKN) AOKNOoN, €ival TTAPAYOVTEG TTOU
BonBouv oTNV IKAVOTTOINTIKI AVATITUEN TOU OUYKEKPIMEVOU TTANBUCOU.
2€ 6AOUG TOUG 00BEVEIC 01 TINEC KPEATIVIVNG OpOU ATAV OTA KATWTEPA QUOIoAoyIKd. To
ouvdpopo Fanconi, €xel mepiypagei oav pia amd TIGC KAIVIKEG eKONAWOEIC TNG
yoAaktolaigiag, 1Biaitepa otnv KAaooikn poperi (GALT).B®l Tto ouykekpiyévo
ouvdpopo, n ocuocowpeuon Gal-1-phosphate ota kUTTOPA, OTAV O Q0BEVAG Oev
akoAouBei diarpo@ry eAelBepn AakTOING/YaAaKTOLNG, €ival duvaTdv va TTPOKAAECEI
Bapid {nuid aTov eykéPaAo, OTo ATIAP Kal OTa VePPA.38 duaoikd, 10 ouyKekpipévo
eupnua doev ouvdéeTal dueca Pe TO OoUvOpopo Fanconi. BAOIKEG QWG UPETPNOEIG
OTTWG N KPEeATivivn opou, o€ ouvduaoud pe AAAOUG TTaPAYOVTEG OTTWG N AViIXVEUO
MOVO-OI0aKXapITWY OTa oUpa, Ba PTTopoucav va atmmoTeAEoouV Evav XProINo odnyo
yla TV €ykaipn O1dyvwaon autou Tou ouvdpouou, TO OTTOI0 av u@ioTaTal, PTTOoPEl va
OUMMETAOXEI OTNV EKONAWON OKEAETIKWY OGAAOILOCEWV.
2TNV opada Twv aoBevwv Pe KAAOOIKA pop®r Tng véoou (GALT), TooooTd 26%
AUTWY, EPQAVIOE CUYKEVTPWOEIS PiITapivng D xaunAdtepeg ammd 20ng/ml. Aidpopeg
MEAETEG eTTiong oTO TTaPeABOV €xouv utroloyioel Ta emiTreda TG Birauivng D, oTtn
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OUYKEKPIPEVN OpAda. KATToIEG aTTO AUTEG AVEPEPAV CUYKEVTPWOEIG OTA XAPNASTEPQ
@uaololoyikd emriredal™l, evid GAAEG OUYKEVTPWOEIC PETa OTa QUOIOAOYIKG Spia. (80 81l
H dI0@QOopeTIKA TTPOCEYYION TWV EPEUVNTWY OO0V APOPA TIG TINEG avaPOPAg Kal TIG
Movadeg puétpnong TnG Birapivng D eival éva (ATNUa Kal dnuioupyei TTpoBARuaTa otnv
agloAdynon Twv emmmédwy autig. O1 acBeveic pe KAAoOIKN yaAakTolaldia PTTopEi va
eMpavioouv xaunAdtepa etTitreda Birauivng D atrd Ta QuaolioAoyikd Adyw:
e Meiwpévng QUOIKAG dpaaTnEIOTNTACP® pe ammoTéAeopa TN pelwpévn €KBeon aTov
AAIo N
e AIOTPOPIKWY eAAEiPewWV (Pelwpévn TTPOoANYN aoBeaTiou f/kal BiTayivng D).
2€ AauTO TO onueio gival xpAoipo va avaeepBei 6T kal N Birapivn K €xel digpeuvnBei wg
évag moavog TTPOOoBETOC TTapAyovTag TTou va Bonbd oTnv augnon Tng OOTIKAG
TTUKVOTNTAG.[50-52. 57, 751 Fyykekpiyéva, n Panis kal or auvepydateg g8l avagépouv
ONMAvTIKA auénon TNG CUYKEVTPWONG TNG KapPoiuAiwuévng ooTteokaAaivng (cOC), o€
TTaIdId  TTPoEPNPIKAG Kal €pnPIKAS nAIkiag pe yaAakTolaiyia, otav eAdupavav
ouuTtAfpwpa  Birapivng K oe ouvduacopd pe aoBéotio kar Biragivn D. H
KapPBoguAiwpuévn ooTeokaAoivn cival €vag O€iKTNG TOU OCTIKOU OXNUATIOPOU TTOU N
TTapOUCia TNG Eival ammapaitnTn yia TN O€0WEUCN TOU aoBeaTiou OTOV USPOEUATTATITN
070 00T0.[62]

O1 péoeg mINEG TNG AAKOAIKAG @wogartdong (ALP) ecival ota avwTtepa
QUOIOAOYIKG eTTiTTEdA, €va eupnua TTOU TOAVWS va AVTAVOKAG Tnv au¢non Tou
OOTIKOU OXNMATIOWoU oTnv TTaidIKA Kail €pnPIKr nAiKia, TTPOKEIMEVOU va ETTITEUXOEI N
aTmOKTNON KopuPaiag ooTIKAG MAlac.Bl Efaiplviag Tnv TIEPITITWON NTIATIKAG
QUOA&ITOUPYIOG, TA OUYKEKPIYEVA EUPMUATA  EVOEXOUEVWG OCUMQWVOUV  UE  TO
ATTOTEAEOUATA TTPONYOUNEVNG MEAETNG, OTTOU AVAPEPETAI OTI O OOTIKOG PETABOANICUOG
UTTOPEi Va gival auénuévog oTouG CUYKEKPIPEVOUG aoBeveic. [l

Eival yvwoTo 011 n 7-06udpox0AnoTEPOAN €ival n Koivr) TTPOdPOUOG oUaia TNG
25(0OH)D «kalr TnGg xoAnotepoAng. TMpdoeateg HeEANETEG €XOuv QOXOANBei  va
dlEPEUVNOOUV TN OXEOT TTOU JIETTEI TA ETTITTEDA TNG PITAMIVNG KAl TNG XOANOTEPOANG,
KATOAYOVTOG OTO QUUTTEPACHA OTI UTTAPXE! Wia avTioTpo@pn CUOXETION WETAEU TOUG,
onAadny Ta auinuéva emimeda XOoAnOTEPOANG ouvdiovTal e XAPNAG  eTTiTreda
Birapivng D, xwpic va 1oxUsl Kal To avTioTpo@o.84 85 MapoAa auTtd, ol TTepIoadTEPES
ammd TIG MEANETEC TTOU OUUTTEPIAQUPBAvOvVTal Ot TTPOOPATN OXETIKA META-avAaAuon,

avagépouv OTI UTTApXEl Mia BeTik ouoxémion Tng Pitaupivng D kar Tng HDLI®E,
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odNywvTag OTO CUPTTEPACHO OTI N OUYKEKPIPEVN CUOXETION OV EXEl OIEUKPIVIOTEI
TTARPWG.
21NV TTOpoUCca €pyaoia TTapatnPABNKe OTI N avTiOTPOPN CUOXETION METAEU TOUG,
onAadry oTtoug aoBeveic ye yalaktolaiyia, otav Ta etmiTreda tng HDL au&davovral, Ta
emmimeda NG Pirapivng D peiwvovtal. AAoI peAeTnTéG ,0TTwg O Viezova Kal ol
OUVEPYATEG TOU QVAQPEPOUV TNV QAVTIOTPOQPN OUOCXETION METAEU Twv OUO auTwv
OEIKTWV, N oTToia HAAIoTA PTTopEi va gival kal ap@idpoun.4 Emiong, o Patwarham kai
ol ouvepyaTteg Toul’l TpooTrdBnoav va diEpeUVAGOUV T CUCXETION METAEU TWV:
Bitauivn D, HDL kai Tou evfUuou pedouktdon Tng 7-0eUdpoxoAnotepodAng (DHCR7)-
TTOU €ival UTTEUBUVO yIa TN METATPOTTA TNG 7-0cUdPOXOANCTEPOANG GE XOANOTEPOAN-HE
TNV €kBeon oTnv nAlokr akTivoBoAia. Mia apvnTikr] OTATIOTIKA ONUAvTIK dl1agopd
(p<0.05) Bpébnke peTagu Twv emmmédwv TNG Pitayivng D kar HDL oto 0pd, o€
MEYAANG XpoVvIKnG Oidpkelag €kBeon oTtov Ao, evw BeTikA cuoxétion (p<0.05)
BpéBnke peETOEU TOUG Ot MPIKPNRG OIApKEIaG €kBeon oTnv NnAIOKA akTIvoBoAia. To
OUYKEKPIPMEVO eUpnUa PANIOTA, Oev €ixe ava@epBei o€ TTPONYOUUEVEG QAVTIOTOIXES
MeAETEC. Mpopavwg, oe dIAPOPETIKEG OUVONRKESG €KBEONG OTOV NAIO, N CUOXETION TWV
emmmédwv HDL kai Birapivng D oTov opd @aivetal va petaBdaAAeTal. Ta atroteAéouara
TNG €PYACiag AQUTAG €ival 0€ CUPNPWVIA PE TA TTAPATTAVW Kal AauBAavovtag Ta utroyn
KATOAYOUUE OTO CUUTTEPACHA OTI XPEIAZETAI VA YiVOUV TTEPAITEPW EPEUVEG OTO
OUYKEKPIMEVO  TTEdI0O KOl  OTOV  OUYKEKPIMEVO  TTANBUOPO  TTPOKEINEVOU VO
emBeRBaiwBoUV ) OxI Kal va DIEUKPIVIOTEI N aimioAoyia Toug.
O1 ouoxeTioeig TTou TTAPATNPEAONKAV PETAEU TWV ETITTEdWYV TNG BiTauivng D kal Tou
aoBeocTiou WG TIPOG TNV  KPEATIVIVN, €VOEXOMEVWG  va  UTToypauuidouv  Tnv
ONUAvTIKOTATA TNG VEPPIKNG AEITOUPYIag wg évav atmd Toug BacIKOUG PUBUIOTEG TNG
OMOIOOTACIOG TWV ACPRECTIOU, PUWOPOPOU Kal JAayVNOiou, UE TN CUPMETOXN Kal AAAWV
TTapPAyoOvTWY OTTWG N TTapabopudvn (PTH) kai n Birapivn D. ETTopévwg, otroiadntroTe
dlatapaxn oTn VEPPIKA AciToupyia evOEXETAI va €TTNPEACEI APVNTIKA T OKEAETIKN
uyeia Twv aoBevwy TTou TTAoXouV aTTd Tn vooo aAakTolaiyia.
ZXETIKA WE TN OUYKEKPIMEVN MEAETN, Ba ATavV XPACIMO va ava@epBolv KATToIOl
TTEPIOPICHOI:
e To uéyebog Twv uTTd PEAETN aoBevwy gival PIKPO, KATI TTOU Eival AVAPEVOUEVO
AOyw TOU OTI n yoAaktolaiyia €ival éva OTTavio PETABOAIKO voonua Tou

MeTaBOAIOHOU TwV UdATAVOPAKWV.
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e O TTPETTEI VA YiVOUV CEIPIOKES BIOXNMIKEG PETPNOEIG UE OKOTTO TNV £§aywyr) TTio
EMUTTEPICTATWHEVWY CUNTTEPACHUATWV.

o A&iTTouv AETTTOUEPEIC TTANPOPOPIEG OXETIKA ME TN dlATPOPr, TV TIPOCANYN
BPETITIKWV OUCIWY, TV agloAdynon TNG QUOIKNAG dpaocTnPIOTNTAG, TNV UTTAPEN

TUXOV OKEAETIKWV AVWHOAIWYV Kal TNG OICTPOYOVIKAG BepaTtreiag (yia Ta KopiTola).

11. PaivulkeTovoupia

‘Exel ouxva avagepBei otnv AigBvry BiBAioypagia, OTI pia atmd TIG O YVWOTEG
MOKPOTTPOBEOUEG ETTITTAOKEG OTOUG A0 Beveig (TTaIdIG Kal EVAAIKEG) TTOU TTACXOUV aTTd
QaIVUAKETOVOUpIa €ival n PETABOA Tou puBuoU TNG OCTIKAG €VOAAAYAG Kal n
EAQTTWHEVN OOTIKA TTUKVOTNTA, TA OTIOI0 MPTTOPEI va 0ONynoouv o0& OKEAETIKN
£UBPAUCTATNTA, AUEAVOVTAG TOV KiVOUVO EUQAVIONG KATAYUATOG OTO HEAAOV.[18. 88, 89
H 1TaBoguoioloyia TNG OUYKEKPIYEVNG ETTITTAOKAG €ival TTPOG TO TTapoOv AyvwoTn.
YTdpxouv OuwG TIOAAEG UTTOBECEIC €PEUVNTWV OXETIKA ME TO Bépa. Kdatroieg
ouvowilovTal OTa TTAPAKATW: N AVETTAPKAGS TTPOCANWN BACIKWY BPETITIKWY OTOIXEIWV,
AOYW TNG CUYKEKPIPEVNG DIATPOPAG TTOU OKOAOUBOUV o1 acBeveig, ol HETAAAAEEIC OTO
yovidio Tng udpoguAdong TnG avuAaiavivng (PAH) tTou euBuvovtal yia TNV atTwAEIa
TNG dPACTIKOTNTAG TOU VCUUOU Kal EVOEXONEVWGS va dnuIoupyouv KATTola TTPodIAteon
EUPAVIONG ooTEOTTOPWONG, aveédptnta amd Tnv diautnTikh Bepatreial®® kar TéAog Ta
augnuéva eTTitTeda QaivuAaAavivng oTo dipa TTou TTIBAvVWG va EVOXOTTOIoUVTal YIA TNV
hEiWoN TN OOTIKNAG TTUKVATNTAG. 91 92

21N OUYKEKPIYEVN MEAETN DlgpeuvBNKaV O AVOPWTTOPETPIKOI KAl BACIKOI OEIKTEG TOU
0OOTIKOU TTPO®IA oTa TTAQICIO TNG £QAPPOYNGS TOU TTPWTOKOAAOU TTapakoAoubnong Twv
aoBevwyv Pe QaIVUAKETOVoUpia Kal uttep@aivulaAavivaipia. O1 JeTpioelg yia 10 BMI,
€VOG OEIKTN TTOU AvTaVAKAQ TNV QUOIOAOYIKN 1] M, CWHATIKA avatrTugn, aAAG kal Thv
eEVOEXOUEVN EPQAVION TraXuoapkiag, Kupiwg o€ maidid kar €pnpoug, £deigav
OoTATIOTIKA onPavTikn dlagopd (p<0.05) peTagl Twv OuAdwyY UE QAIVUAKETOVOUpPIA Kal
ME uttEp@aIvUAaAavIvaldia, aAAd Kal HETAEU TWV OUAdWY TTOU €iXav KOAR Kal KOKK
oupuépewon otn diauta. ‘Exel avagepbei o TTpONYOUUEVEG HEAETEG OTI Ol AOBEVEIG UE
PKU €xouv pia 1aon ed@Aviong Traxuoapkiag e ax€on ME TOV YEVIKO TTANBuouo,
SiXweS OPWCS auTr N ATTown va TEKPNPIWVETAl TTapKWE.[%8 10 ouykekpiyévo deiyua
OuWG, TO €UPOG TNG NAIKIOG gival peydAo, 1-40 €Twv Kal eVOEXONEVWGS N agloAGynon
Twv amOAuTwy TIHWV Tou BMI va pnv odnynoel o€ ac@aAr] CUPTTEPACHATA, OEF

avtiBeon Pe TNV avaAuon Twv TIHWV Z-BMI, 1Tou €ival o agiémoTn. Mevikd, d1d@opoil
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TTOPAYOVTEG MWTTOPEI va EUTTAEKOVTAI WG QITIEG EUPAVIONG TNG, OTTWG YEVETIKOI,
d1aTPOPIKOI, TTEPIBAAAOVTIKOI, KOIVWVIKOI K.G. 2Toug PKU-a00BgVEIG TNG OUYKEKPIPEVNG
MEAETNG, EMQQAVIOTNKE OETIKA YPAPUIK) CUOXETION METOEU TWV TIHWV Z-BMI kal Twv
emTTEdWV @aivuAaAavivng. 'Exel avagepBei, 0TI oI aoBeveic e @aIVUAKETOVOUpIQ,
Eu@aviCouv IO PN QUOIOAOYIKN) OIOTPOYIKA CUMTTEPIPOPA OE OXEON HE UYIA
TANBUCopA.%% 91 H guyvdTnTa €u@AVIONG TOU TIOPATIAVW aTTOTEAEOUATOC Eival
MEYaAUTEPN OTIG NAIKiIEG Avw Twv 10 €TWV, ICWG yIaTi YEIWVETAI N YOVEIKN €TTIBAEWN
TNG TTPOETOIYACIAG TWV YEUUATWY, PE ATTOTEAEOUA: A. TNV MEIWHEVN KATAVAAWON TWV
eIdIkwv Tpopwv (formula), n otroia dnuioupyei Kal To AioBnua Tou KOPEoUOU Kai fB.
TNV augnuévn TTIPOCANWn Oeppidwyv atrd Tnv €MAOYH HN  UYIEIVWV  TTPOIOVTWV
dlaTpo®ng. Emmiong, Ta uwnAd emmimeda @aivuAaAavivng cuvdEéovTal PE OPVNTIK
emmidpacon otn d1GBecn TOu A0BEVR, PJE ATTOTEAECHUO VA [N WTTOPEI va OpyavwWOoEl JE
TOV £vOEDEIYUEVO TPOTTIO KOl OTTOTEAECUATIKA TNV diaTpo®r) Tou.!%! H guppetoxn oTig
QUOIKEG dPAOTNPIOTNTEG Eival akOpa Eva TTEdiIo TTou BonBd& OTnNV ATTOTPOTTH ENPAVIONG
TTAXUOAPKIOG KAl QaiveTal va TTNPEACETAI KOl AUTO APVNTIKA OTOUG CUYKEKPIPMEVOUG
aoBeveig, av kal Oev uttapyxouv Olabéoiya  etTapkry dedopéva  oTnv  diebvn
BIBAIoypa@ia.l¥79% Ta auénuéva emrireda aivuhahavivng TTiong, TTou Bpédnkav oTn
TTapoUuoa  UeAETN, o€ TTaIdIG peyaAuTepa Twv 11 eTwyv, emPBefaiwvovTal atrd
TTPonyoUueveg peAéTec. .14 100 Ortav ta emimeda TNG @aivuAahavivng sivar augnuéva,
EVOEXETAI VA ETTNPEACTOUV QPVNTIKA KATTOIEG OPYAVWTIKEG IKAVOTNTEG, EKTEAEOTIKEG
AeIToupyieg, aAAG Kal N WuxoAoyIKr SIGBECN TWV CUYKEKPINEVWV ATOPWY, UE OUVETTEIA
TNV apvnTIKA €TTidpacn Kal OTIG dIATPOPIKEG ETTIAOYEG TOUG (€TOINO Kal YPAYOpPO
@aynTo, auénuévo oe AITTapd Kai og Beppideg).l°! Ta emireda Birapivng D sygavicav
apvnTIK YPAUMIK) CUOXETION ME TaA ETTITTEdA QAIVUAQAQViIVNG Kal OTIG OUO ONAdEG
(PKU-HPA),éva atrotéAeapa 181aitepng KAIVIKAG onuaciag. EKTO¢ atrd tnv diatpon)
Kal dANoI TTapAyovTEG EVOEXETAI VO CUUPBAAAOUV OTO OUYKEKPIYEVA ATTOTEAEOUATA,
OTTWG €ival o TPOTTOG CWNAG, N QUOIKA dpaocTNPEIOTNTA Kal n €kBeon otov nAlo. To
EPWTNMA TTOU TTAPAMEVEL €ival AV AUTA TA EUPAMATA €punvevovTal pévo atmod Tnv
SlITNTIKA TTPooAAWGN A UN, B/Kal EvEXovTal TTAPAYOVTEG TTOU APOPOUV OTN YEVETIKNA
¢ véoou, ave¢dptnTol amo Tn diaita.[?0-92]

O1 aoBeveig TTou BpiokovTtal 0TO NAIKIOKO OTAdIO TNG pnpeiag >11eTwyv o€ oxéon Me
TOUG QVTIOTOIXOUG OTO OTAdIO TNG TTpoePnpeiag <11 €Twv, eu@avifouv xaunAotepa
emmimeda Bitapyivng D, aofeoTtiou, pwo@dépou Kal auénuéva etTireda XoAnoTePOANG

Méoa OUWG oTa TTAQICIA TWV TIHWV ava@opdg. MalaidTepeg PeAETEG €xouv Oeitel OTI
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aoBeveic pe  @aivUAKeTovoupia TTou akoAouBouocav owoTd Tnv diaita, €ixav
XaUNAOTEPA €TTITTEOO XOANOTEPOANG ATTO TOUG AO0BEVEIG TTOU akoAouBouoav pia TTio
eAelBepn S1aTpo@Al Adyw Trpo@avwg TG €IBIKAG SIITNTIKAG aywyng TTou gival
ammaAAayuévn amd Cwikn TTPwTEivn (vegan-vegeterian). To OUuyKeKpINévo eUpnua
EVOEXOUEVWG avTavakAG Tn dUoKOoAia Twv eQriBwy oTNV EVOPUOVIOH TOUG PE QUTH TV
OUYKEKPIPEVN dIaTpo@IKn aywyn. Eival yvwoTd 011 n cuykEVTpwaon TG XoAnoTEPOANG
OoTO aipa egaptdrar 1600 Ao TNV dIATPOPIKY TTPOCANYN TNG 000 Kal ATTO TNV
BioouvBeon TnG. Nedtepa dedopéva avagépouv Kal Oavry ouoxETIon PETALU Twv
EMTTEOWYV TNG @QaIvUAaAavivng Kal TNG €P@AVICOUEVNG UTTOXOANOTEPIVAIMIAG OTO
OUYKEKPIYEVO TTANBUCHO.[192 1031 Efriong, Ta emiTeda Twv TpiyAukepidiwy, otnv PKU
opdda, Arav MO au¢nuéva atmd TNV AVTIOTOIXN TNG UTTEPPAIVUAGAQVIVAIUIOG,
TTPOPAVWS AOYW TNG ANWNG TwV EIOIKWY OKEUAOUATWY UWNAAG TTEPIEKTIKOTNTAG O€
udaTtdvepakeg.[102. 104]

O1 YPAPUIKEG CUOXETIOEIG TTOU TTAPATNPABNKAV OTN CUYKEKPIPEVN UEAETN, €XOUV oav
KOIVO TTOPAVOUACTH Ta ETTTTEdA TNG QAIVUAOAQVIVNG TTOU AVTAVOKAOUV KUpPiwg Tnv
KOA | KaKf CUPPOp@WON YE TNV Bepartreia kal Ta emakoAouba autrig. Ta etTitreda
TOU QWOQPOPOU gP@aviCouv apvnTIK YPAMMIKA CUOXETION KAl 0TOUG OUO TUTTOUG TNG
@aivuAkeTovoupiag (PKU-HPA). ‘lowg, 6a ATav avouevopevo, OTOUG OOBEVEIC HE
uTTEP@AIVUACQAQVIVAIYIO Ta ETTITTEDA TOU @QWOE@OPOU Vva MPNnv ATAV avTIoTPOPWG
avaloya pe Ta ETTTEdA TNG @AIVUAOAQviVNG, €POOOV Ol TTAOXOVTEG €XOUV TTIO
eAelBepn Slatpo@r). ATTé TN AAAN TTAEUpPd, €ival yvwoTd OTI 0 QWOPOPOS TTEPIEXETAI
oc a@bovia OTIC TTEPICOOTEPES TPOYES KAl BePaiwg, atroTeAei facikd ouoTaTikd TOU
OKeAETOU Kal Twv dovTiwv. MATTIWG, AoITTOV, N idla N vOOOg EUTTAEKETAI OTNV EPPNVEIQ
TETOIWV EUPNUATWY, OKOUA KOl OTNV TTI0 ATTIA €KQPaoT) TNG; AUTO gival éva epuTnUA
TToU XPNCel TTEpAITEPW dlEPEUVNONG.

H apvnTikry YPOUMIKI) CUOXETION TwV ETTITTEOWYV ACPBeCTioU o€ OXéon ME Ta eTTiTTedA
TNG @aivUAaAavivnGg OToug aoBeveic HPE KAAOOIKI @AIVUAKETOVOUpPIQ, €ival o€
oupewvia kal pe GANeC peAETEC TTOU avagépovtal og: 1) SIaTPOPIKEG EAAEIYPEIS
(Brrapivn D, Bitauivn B12, acBéoTio) TTou mMOAvA va UTTAPYXOUV, OTO OUYKEKPIUEVO
TTANBuouS, Adyw TNG auoTnphg diaitag TTou akoAouBouv, e OTTOTEAECUA TNV
EUPAVION HOKPOTTPOBETHWY ETTITTAOKWY OTIWG N XAUNAR 0OTIKA TTUKVOTNTAL0S: 1061 2)
augnuévn aTTéKKpIon aofeoTiou amd Ta oupa Twv acBevwv Pe uwnAd emmiTeda
@aivulaAavivng kai augnuévn atmmoBoAn Twv PeTaBoAITWY TnG oTa oupa.l®l H xpdvia

xopAynon Tng €10IKAG dIaTpoPnG ME UWNAN TTEPIEKTIKOTNTA O€ TEXVNTA TTPWTEIVN
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(AminoAcid-MedicalFood/AA-MF), evdéxetal va TIPOKAAECEl  auénuévn  OOTIKN
armoppdé@non, Adyw NG UWPNARG CUYKEVTPWONG IOVTWY UdPOoyOvou(H™) Kal ETTOPEVWG
TNG dnuioupyiag 6&ivou PH, pe ammotéAeopa tnv ekdAAwon aoBeaTioupiag. Etiong, n
VEQPIKA A€IToupyia €TTNPEAlETAl APVNTIKA ME TNV UWNAN OUYKEVTPWON 10VIWV

udpoyovou(H*), yéow NG eAdTTwong Tou GFR (puBudg oTTEIPANATIKAG dIRBNONG), e

atmmoTEAEOopa TNV Peiwpévn ouvBeon TNG 1,25 Bitapivng D, TNV EAGTTWON OTNV EVTEPIKA

armoppdPnon Tou aoBeCTiou, TNV AUENON TNG OCTIKAG ATTOPPOPNONG Kal TEAOG ThV

gUQAvion aoBeaTioupiag. 2 1071

ApVvNTIKA YPAPUIKA CUCXETION, WE Ta ETTITTEDA TNG PalvuAaAavivng, TTapaTnpninke oTn

OUYKEKPIPEVN MEAETN YIO TOUG BEIKTEG TNG AAKAAIKNG QWOQATAONG Kal BETIKN yia TOV

Q¢€iKTN TNG KPEATIVIVNG Kal OTIG OUO ouddeg aoBevwy (PKU-HPA). To atrotéAeoua Tng

AAKAAIKNG @uo@aTAaong, €ival o€ CUPQWVIa PE TNV UTTOBECN OPICHEVWY EPEUVNTWV

OTl Ta aué¢nuéva etmieda NG @aivuAaAavivng evoéxetal va eTnpedlouv apvnTiKa Tov

00TIKO PETABOMOUO TOu aoBevr).2108. 1091 Ogov agopd oTnV KpPeaTivivn, w¢ €vav

adpo BEIKTN yIa TNV VEPPIKN AEITOUPYIQ TWV CUYKEKPINEVWY aoBevwy, TTapaTnpnenke

Tdon auf¢nong Twv EMITTEDWV TNG OE YPOUMIK) OUCXETION ME Ta ETTTTEdA TNG

@aivulaAavivng. To e€upnua autd E£PXETAl O OCUPQWVIA HE TA OATTOTEAEOPATA

TEAEUTAIWY €pyaciwy, OTTOU ava@épetal OTI n dla Biou TTPOCANYN TEXVNTAG

TTPWTEIVNG, MEOW €1BIKAG dIATPOPNG, aTTO TOV OUYKEKPINEVO TTANBUCUSG uTTOpEl va

ONMIOUPYAOEI KATTOIA HOPPr) AVETTAPKEIAG OTN VEPPIKN AgiIToupyia autou. MNpoTpéTouv

MAAIOoTa TOug €181KOUG TTOU TTapakoAouBoUv autoug Toug aoBeveic va eviaouv atnv

TTPOYPAUUATIONEVN E€PYAOCTNPIAKN TTapakoAouBnon Toug ammAd TECT pouTivag Tng

VEQPIKAG Agitoupyiag.[07. 110]

Ta ammoteAéopara TNG TTaPoUCag MEAETNG £XOUV KATTOIOUG TTEPIOPICHOUG, TToU Ba ATav

XPAOIMo va avagpepBouv:

1. H @aivuAketovoupia cival €va xpdévio voonua. Emopévwg ol TTAnpogopieg TTou
eEANPONCAV OXETIKA PE TNV BIOTPOPr) TwV ACBEVWV aPOoPOoUV OE Mia Bpaxeia XpovikA
TTEPiIOdO TNG XPOvIag Bepartreiag Toug.

2. H extiunon Ttou BaBuol @uoikAg dpactnpioTnTag, TPoTIoU (WNAG, AoKNONG Kal
SIATPOPIKWY ETTINOYWV Ba ETTPETTE VA €ival CUVEXNG Kal ETTAVAAAUBAVOUEVN.

3. Oa TTPETTEl va VivVOuV OEIPIOKEG BIOXNMIKEG METPROEIS YIa TNV £aywYr A0POAECTEPWV

QTTOTEAEOHATWV.
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[MoAAoi epeuvnTEG OTIG HEAETEG TOUG £XOUV TTAPATNPACEI TNV UTTOPEN OCTEOTTEVIAG O€
a0Bevei¢ Pe @aivulkeTovoupiall®: 22 30, 90, 108, 111, 112] 'y (ypic GUWGE VO AVOPEPETAI ATTO
OAOUG TO €UpNUA TNG XOMNANG OCTIKNAG TTUKVATNTAG.12% 113 114 O Trapatrdvw opiouoi
EMOEIKVUOUV PEYAAN ETEPOYEVEIO AVANETA OTIC OIAPOPES MEAETEG Kal Bev BpiokovTal
o oup@wvia pe TIc Béoeic Tou WHO (World Health Organization) kai Tou ISCD
(International Society for Clinical Densitometry), OXeTIKQ PE TIG HETPAOEIG TNG OOTIKNG
TUKvOTNTAG S Mapdha autd, Ta amoteAéopata TTPOCPATNG YETA-AVAAUGNG OXETIKA
ME TNV EPPAVION 00TEOTTOPWONG O€ AoBeVEIC e PalvVUAKETOVoupia, deixvouv OTI JOVO
éva 10% pT11OpEl Va ep@avioel XapuNAEG TINEG OOTIKAG TTUKVOTNTOG (Z-score<-2) Kal
ETTOPEVWC KiVOUVO yIa HEANOVTIKS KATaypa. [116]

21NV TTapouca PEAETN N BIEPEUVNON TWV AVOPWTTOPETPIKWY KAl BIOXNUIKWY OEIKTWV
TTou oxeTiCovial Pe TO PaoIKO TTPOPIA TNG OKEAETIKAG avATTTUENG, €0€1e KATTOIEG
EVOIOQEPOUCEG OUOXETIOEIS KAl 1BIAITEPA AUTEC TTOU £XOUV oAV avegdpTnTn METARANTA
Ta €MTTEdA TNG QAIVUAOAQViIVNG. AvadEIKVUETAI ETTOUEVWG O BepeAIdNG pOAOG TNG
OWOTAG CUPPOPPWONG TNV €I0IKA didITa KAl WG TTPOG TV KATACTAON TNG OKEAETIKNG
uyeiag Twv aoBevwyv autwyv. H emapkAg TTpooAnwn acBeoTtiou Kai Biraupivng D, n
OUXVI Kal ouoTnUaTIKA doknon Kal n BeATiwon, €vOEXOMEVWGS, TNG BEPATTEUTIKAG
aywyrS ME OKEUAOUATA EYTTAOUTIONEVA TTEPICOATEPO OE QUOIKN TTPWTEIVN, Ba TTPETTE
va emReRaAIWBOOUV PE TTEPAITEPW EPEUVEG, WG OI TTIBavoi Adyol TTou Bonbouv oTnv
QATTOTPOTIA EMPAVIONG OCTIKWYV ETTITTAOKWYV O€ a0BEVEIC ueE @aIvUAKETOVOUpia aAAd Kal

oTnV BEATIOTOTTOINGN TNG OCTIKAG TOUG TTUKVOTNTAG.
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12. Tevikd ouptrEpAOMATA

H pétpnon 1ng 25(0OH)D ocuutrepIA@Onke 010 TTPWTOKOAAO TTapakoAouBnong (follow-
up) OAwWv Twv 00Bevwy (PAIVUAKETOVOUPIOG-YOAAKTOZAIYIOG) TTOAU  TTpOOQaTa,
BonBwvtag oTnv KAAUTEPN agIOAOYNON QUTWV OXETIKA ME TNV OKEAETIKA TOUG
KATaoTaon.

H trepaitépw Kal O PAKPOTIPOBECTUN OlEPEUVNON TWV EUPNUATWY TNG TTAPoUcag
MEAETNG, €ival aTTapaiTnNTN KAl YTTOPEl va BonBroel otn dnuioupyia VEWV epyaAEiwv
OTO TTPWTOKOAAO TTAPAKOAOUBNONG TWV A0BEVWY QUTWY, PE OKOTTO TNV Avixveuon,
agloAdynon Kal evOEXOUEVWG TNV TTPOANWN OKEAETIKWYV ETTITTAOKWY TWV ATOUWY TTOU

TTAoXOUV aTTO QaIVUAKETOVOUpia/yaAakTolaldia.
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