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TitAos OpnAias:

IATPIKH KAl ANOPQMINO NMPOXQNo

Apitoas ABavaaios

KapdioAdyos, AvanAnpwins AieuBuvtns, Qvdoeio Kapdioxeipoupyikd Keévipo, ZuvBemns kai ouyypapeas

AnoteAei -napddogo evIEAWS- PAIVOHEVO TWV KAIPWY Has N PEYAAN Npdodos s EMOTNHOVIKNS
OKEYNS OTOV TOPED TwV PIOAOYIKWV EMOTNHWY VA OUVOEETal e dUOapETKEIa Twv aoBevwy ano
TIS UNNPECIES TwV YIaTpwV. To 1aTpIKO endyyeApa €xel katnyopnBei ouxva yia anAnotia, aodgeiq,
ahaloveia, dayvoia ka1 yuxpotnta. Qaivetal, 0T 0 POA0S TOU YIaTPOU ws «KAIVIKOU Bepaneutn »
exel unoPaBpiotel kar unokataotaBei and «Big Data» kar unepPoAikes diayvwotikes e€etaoels. O1
yiatpoi dev EMKOIVWVOUV NALOV e Tous aoBevels Tous, OEV a@IEPWVOUV XPOVO OTNV PUOTIKN €&€-
TaoN Ka1 0To NOAUTIHO agnynpa tou 10topikou. MapdAAnAa o1 aoBeveis xpnaolponoiolv onpepa to
dabiktuo xwpis @iAtpa €101 wote AapBdvouv ouxvd e0paipeves NANpo@opies yia {ntnpata uyeias
01 onoies 0dnyoUv o€ avekNANPWTES NPOcdoKies kal napanAdvnon.

0 G10IKNTIoPOS, N ANOAUTN EUPacn 0Ta OIKOVOIKA dedopEvVa Kal To auénpievo KOOTOS NS 1a-
TpIkNs nepiBaAwns oe naykdopio eninebo (aivetal Ot €xe1 PETATONIOE ONUAVTIKA TOV NPWIAPXIKO
OTOX0 TWV UNNPECIWV UYEITs €101 WOTe NPoKUNTE A0V €va ouaiwdes epwtnua: E&akoAoubei o
0TOX0S TWV UNNPECIWV UYeias va eivar 0 AvBpwnos ws MNdoxov Mpoowno kar katd nécov n doknon
NS 1ATPIKNS NAPapEVel onpepa AvBpwnokeVTpIKn;
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TitAos OpnAias:

FENETIKH THZ NAXYZAPKIAL: NPOONTIKEZ I'lA MPOAHWH KAI EXATOMIKEYMENH
MAPEMBAZXH

Mkouokou KaAAionn'?

IEpyaotnpio BioAoyias, latpikn 2xoAn tou EBvikou kar Karodiotpiakou lMavemotnuiou ABnveov (EKTIA)
2GENOSOPHY IKE, etaipeia-texvofAaotos tou EKTTA

H paydaia npdodos otov Topéa ths TEVETIKNS PETAPOPQVET TNV NAISIATPIKN @EOVTIda, Napéxovtas
vEa epyaAeia yia Tv npdPAswn kai TV npdANYN XpAviwv VOONHATWY HIE 10XUPN YEVETIKN OUVIOTW-
oa. Eva and ta voonpata autd ivar n naxuoapkia, ths onoias n kAnpovopikotnta ayyidel to 70%,
oUWV e PeEAETES O10UPWY. LNuepa, N naxuoapkia dev nepiopidetal OVO oTous EVANIKES, GAAG
ennpeddel onpavTikd kar ta naidid, pe 1o 159% twv naidiov Katw twv 5 etwv otis HINA va napouat-
ddouv naxuoapkia, evw atnv Eupwnn ta nocootd kupaivovtal and 3.5% ws 7.3%.

H opiAia Ba eotidoer ouis vedtepes e€eAi€els atn Mevetikn tns Maxuoapkias, €€e1alovias TO00 TIS
HovoyovISIakES 000 Kal TIS MOAUYOVIOIOKES HOPPES, KaBws ka1 To pOAo TS levetikns otn Babutepn
katavonon tns s vooou. Oa avadeixBei enfons to nws n yvwon auth pnopei va a&lonoinBei otnv
avdnTtuén oToxeupéVWV 0TPATNYIKWY NPOANYNS Kal EATOPIKEUREVWY BepaneuTikwy napepfacewy
ano v npwikn naidikn nAikia.

EmnA<ov, Ba oudntnBei n buvatdtnta £ykaipns avixveuons NAIOIWV e AUENUEVN YEVETIKN NPO-
d1dBeon yia naxuoapkia og ouvOUAOUO LE TNV EQAPHOYN VEWV KATEUBUVTINPIWY YPAUHWY, ONwSs
autes s Apepikavikns Akadnpias Maidiatpikns, Nou NPOTEIVOUV eVIATIKES NapepPAcels aTov TPono
Cwns and v nAIkia Twv 2 twv. Autd ta onpeia Ba anoteAéoouv Kevipikd Bépata tns opiAias, pe
0TOX0 TNV avadeIEN Tou PpOAOU NS MEVETIKAS TN O1AUOP@PWON MO ANOTEAECUATIKWY OTPATNYIKWY
NPOANYNS KA1 AVTILETWMONS TNS NaIdIKNS Naxuoapkias.

6 | Nepinyels Opicov
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TitAos OpnAias:

OOPTIO THX NOXOY KAI METABAXH XTH ®PONTIAA TQON ENHAIKQN: NEPIAHWH
OMIAIAX

AouAyepakn Apteps

[Nadiatpos, PhD, MRCPCH, FRCPCH

QieuBuvrpia tou Topga Noonpdtwv Metafoliauou Ootwv kar Metafoiopiou MetdAMwy, Ivotitodto
Yyeias tou lMabiod, ABrva

H unopwopataipkn paxiuda (XLH) eivar n ouxvétepn popen yevetikns paxiuidas kar anoteAed
diatapaxn tou PetafoAiopol Tou ewopopou. H €ykaipn G1dyvwaon Kal avTILETWMOoN NS €ival 0w-
TAPIa yia Tov aoBevi Kal TV 01KOYEVEIG TOU, dgoU To @opTio Ts vooou eival agidAoyo kal nepiAap-
Baver okeAetikes ka1 eEwoKEAETIKES EkONAWOEIS. M0 OUYKEKPILEVT, AMNO TOV OKEAETO QVAPEVOVTAL:
NAPALOPPWOEIS 00TWY, 00TIKA GAYN, autopata katdyuata, puikn aduvayia kar EAATTwpEVN Kivn-
Tkotnta, evBeoondadeia, xapunAd avdotnpa. And ta undAoina CUCTARATA EVOEXETAT VA EUPAVIOTOUV
kw@won, duoniaoia Arnold Chiari, anootnpata dovtiwy, ve@paoBeéotwaon, XapnAn autoekTipnon,
kataBApn.

Aebopévou ot o1 pikpoi aoBevels evnAikiwvoval kai To voonud Tous eival ondavio, ivar npw-
tiotns onpaoias n opaAn tous petdacn otis dopes uyeias evnAikwv. Na va eivar emtuxns n oia-
dikaoia autn, anarteital N appoviKn cuvepyacia NOAAWY 1aTPWY SIAPOPETIKWY E10IKOTATWY Kal N
OUVTOVIOPEVN NPoonadela wate o veapds aoBevns va evnuepwBel yia to voonpa Kai Tis EMMNAOKES
Tou, TN Bepaneia Tou kar Tov TPONo napakoAouBnons tou. H diadikacia s petdBaons eivar ota-
diakn kar Eekivd otn @don s e@npeias. Eivar oe €€6AiEn ountnon petadl twv e101kwv ts XLH
NayKoopiws, WOTE va 0pI0TEl NPWTOKOAAO ETABAONS OTOXEUPEVO OTO NPOMIA TwWV AoBevay s
XLH. Ev tw peta&l xpnoigonorodvial epyaAeia petdfaons nou ndn undpxouv Kai agopouv naidid
HE OKEAETIKA VOONHATA, €V NAPAAANAQ vivetar ouitnon Kal yid Yngiakd Péoa Nou avapiévetal
va 61euKoAUVOUV TN peTaBaon, Onws Nx NAEKTPOVIKOS PAKEADS, AUETT NPOOPACIHOS and To KIVNTO
Tou aoBevous.

Nepidayeis Opidiov | 7
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TitAos OpnAias:

MPQIMH AAPENAPXH H NPQIMH HBH;
KaAoupévou Eipavn

[Nadiatpos MD, PHD

H epnfeia anoteAei v petapatikn nepiodo atnv avantuén tou avBpwmnou katd tnv onoia péaa ano
EVTOVES OWHATIKES KA1 OUVAIOBNUATIKES GAAQYES TO avpio Nandi HETATPENETAT O WPIHO Kal 1Kavo
yia avanapaywyn evhAika. Xapaktnpidetal and v ePeAavion Twv SEUTEPOYEVV XAPAKTNPIOTIKWY
TOU UAOU Kai TNV auéntikn aixpn (growth spurt).

H Adpevapxn anoteAei tnv @uaioAoyikn al&non tns napaywyns Kai EKKPIoNS TWV ENVEPPIOIAKWY
avdpoyovwy peca and Ty wpipavon s SIKTuwtns {wvns Twv  emveppidiwy Kal xapaktnpidetal
ws Mpwiyn otav epgavidetar tpixwon oto epnfato (Tanner II), oTis aoxdAes, oopn 16pwTa, akun,
np1v and v NAIKia Twv 8 £TWV y1a Ta Kopitala ka1 Twv 9 €Twv yia Ta ayopia. Ektds and tnv KAvKN
€IKOVA OTOV €pYAoTNPIaKS EAEyxo napatnpeital augnon kupiws tns DHEAS aAAd kal npoxwpnpévn
00TIKN NAIKia.

H'HBn and tv dAAn €ival n avantuén twv OEUTEPOYEVWY XAPAKTNPIOTIKWY TOU (PUAOU Kal
xapaktnpietar ws Mpwipn dtav napoudiddetal avantuén pacTtwy ota Kopitaia npiv and tnv nAikia
Twv 8 £1WV Kal algnon tou peyeBous Twv 0pxewv > 3 ml, Aéntuvon ka1 pUTIGwoN TOU 0OXEOU Kal
EMUNKUVON TOU NEOUS OTa ayopia npiv Tnv nAikia twv 9-9.5 etwv.

Enfons napatnpeitar at&non tou puBpoU avantugns, aAAayes otnv oupnepiopd, KoNakd
dAyn ka1 KOAMIKES ekkpioels ota kopitola. Epyaotnpiakd napatnpeital auénon tns o10TPadioAns,
s FSH kupiws dpws ts LH nou onpatodotei tnv évapén ths egnpeias. Anapaitntos Bewpeital o
npoadiopiopds Ts 00TIKNS NAIKIAS KaBWS Kal 0 UNEPNXos PNTPAs woBNKwv ota kopitaia.

0 okonds Tns napouaas opAias agopd Tov oagn SiaxwPIoHO TwV U0 AUTWY PAIVOHEVWY OO0V
apopd TV didyvwon apxikd Kar tnv KAatdAANAN avTIPETWMON NPos OPEAOS TWV HIKPWY AoBEVWV.

8 | Nepinyels Opicov
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TitAos OpnAias:

NEAPH ENHAIKAX ME AIATNQXH YNOMAPAGYPEOEIALMOY XTHN MAIAIKH HAIKIA:
MEPIAHWH MEPIZTATIKOY

Kanépda Aikatepivn

Eibikeudpevn Evbokpivodoyias, Evbokpivodoyiki povdda, A’ lMponaibeutikri [aBodoyikn KAvikn, [N.A «/aikdy, Abrva

KAINIKO MEPIZTATIKO: Mpokertar yia 22xpovn yuvaika nou napanép@dnke ota El Adyw pn enap-
kws puBIdopEevou unonapabupeog1diopoU Nou ekONAWBNKE otV NAIKia Twv 12 €Twv.

EAGuBave aywyn pe oupnAnpwpata avBpakikoU aoPeotiou kal aApakaAaidoAns. H aoBevns,
npo UNvos ep@Avioe diatapaxes opaons, ofdnpa onukns BnAns duew Pe augnpévn evookpdvia
nieon katd tnv ONI, yia ta onoia voonAsUtnke otn Neupodoyikn KAivikn. Katd to nponyoUpevo
didotnpa 6Uo ef6opddwy napouciaoe unaoBectiaipia Adyw Katapynons s H1IATPOPIKAS NPOTAN-
yns aoPeatiou.

MpaypatonoinBnke NGS oto onoio avixveuBnkav 2 yevetikes aAhayés oto yovidio TBCE kai
pia yevetikn aAAayn oto yovidio SLC12A3 (c.1963C>T ( p. Argb55(ys), kar o1 Tpels o€ £Tepoduyn
Hopen. H pia and autés oto yovidio TBCE (c.155_166del; p.Ser52_Gly55del) dtav Ppioketar o€
opoduywtia €xel CUOXETIOTET pe T0 oUvOpopo Sanjad-Sakati kaBws kar pe 10 ouvdpopo Kenny-
Caffey tnou 1. H aAAn petaAAa&n nou BpeBnke enions oto TBCE yovidio (c.1196A>G; p.His399Arg)
eivar aBéBains kAivikns onpacias. EmnAgov, Ppebnke oto yovidio SLC12A3, n aAdayh c.1963C>T
(p. Arg655Cys) nou €xel neprypagei oe opoluywtia os aoBeveis pe GS.

BipAoypaegia:

1. David Q. et al. Hypoparathyroidism-retardation-dysmorphism syndrome-Clinical insights from a largelongitudinal
cohort in a single medical center. Front Pediatr. 2022 Jul 22;10:916679.

2. ElJabbour T. et al. Kenny-Caffey syndrome type 1. Avicenna ] Med. 2014 Jul;4(3):74-6.

3. Khan AA et al. Evaluation and Management of Hypoparathyroidism Summary Statement and Guidelines from the
Second International Workshop. ] Bone Miner Res. 2022 Dec;37(12):2568-2585.

4. Tsutsui H et al. A case of Gitelman syndrome associated with idiopathic intracranial hypertension. Intern Med.
2011;50(14):1493-6. Epub 2011 Jul 15.

Nepidayeis Opidiov | 9



EMHNIH HELENIC
eares | R @ ol @ | socEv
e m orreomC

& EOHBICHT & ADOLESCENT

Il S

NAXVEAPKIAT

n a |6| Kﬁ S & E (p n B | Kﬁ S I'I axuod p Ki as EVBoKpIvoAOyIK Thto, NogoKopeio Maiday <Ay, Kupiako

TitAos OpnAias:

METABOAIKH AINMQAHZ NOXZOX TOY HIMATOX

Kovi6dpn Avaotacia

TNadiatpos-laiboyaotpeviepoAdyos, Juvioviatpia bieuBuvpia, B Maidiatpikn KAvikn, TN [aidwv «f1. & A. KupiakoU,
ABnva

0 okonds tns opiAias ival, apevos va yvwoTonoiNae! oTo Kovo Twv Naididtpwy Ta veotepa Oe-
dopéva nepi petaBoAns s opoAoyias doov agopd thv nnatikn Ainwdn dinBnon ota naidid, kat
ageTéPOU va avadeiel éva avaduOLEVO LOVIEAO OUVEPYAODias LETAEY YOOTPEVIEPOAGYWY Kal €V~
OOKPIVOAGYWV, NPOKEILEVOU Va YiVE 0wOTATEPN QVTIHETWMON and kovou naidiwv Kar epnuwv pe
nnatikn Ainwdn dinBnon.

H nnatikn Ainwdns 61MBnon h oteatonnatitida anoteAel éva npdBAnpa dnpdoias uyeias pe na-
ykOoW10 Xapakthpa, 610T €ival n ouxvotepn Hop@n xpovias NATIkNs GUCAEIToupyias kar duvatal
va e€ehixBei oe ooPapn nnatikn voaoo.

01 eupwnaIKES €TAIPEiES MOU APOPOUV TNV PEAETN TOU NNaAtos, O1aPNnTn Kal Tns naxuoapkias
e€€dwaoav npodopata vees KateuBuvtnpies KAIVIKES odnyies pe Bdon tnv véa opoAoyia kar e akono
v BéATioTn diaxeipion twv aoBevav.

H oteatonnatitiba exe1 npoagata katnyopionoinBei ek veou avaioya pe tnv ouvunapén kapdi-
OpETABOAIKWV NapayovIwy KIVOUVOU Kail TNy Anyn aAkooA oTous evnAikes. ‘Ogov agopd tous naidi-
atpikoUs aoBeveis, avapévovtal oUVTOpa 01 VEES KAaTEUBUVTNPIES 0ONYIES TNS EUPWNAIKNS ETAIPEITS
NaIdIaTPIKNS YaOTPEVTIEPOAOYIaS, NNatoAoyias kar H1aTPOPNS EEAIPOUREVNS TNS XPNONS AAKOOA.

H oteatonnatiuda pe touAdxiotov évav ouvodd napdyovia KivoUvou yia napaderypa naxu-
oapkia, &1afntn tnou 2, aptnpiakn unéptaon, duoAimdalpia, éxel HETOVORAOTET o€ oTeatonnati-
1uba oxeti(opevn pe petaBoAikn duoAertoupyia (metabolic dusfunction associated steatotic liver
disease, MASLD). O 6pos autds exel eykpiBel kar Ba emkpatnoel EUpEws oe EVANKES, NaidId Kal
epnPous, Kal nAéov undpxel ouotaon napdAANANS 1EpEUVNONS TNS OTEATONNATITIONS Y10 ANOKAEI-
opo unokeipevou voonpartos. Mapatnpeitar ouoxetion petagu evookpivonabelwv Kal oTeatonna-
tindas pe avapopd o€ mBavous punxaviopous, yia napddelypa os aoBeveis upnAoU piokou Onws
autol pe Bupeoglbikn duoAeitoupyia, EAAEIYN aUENTIKNS OPHOVNS, NAVUMOPUOIAKN avendpKeld,
unoyovadiopd kar oUVOPOHO MNOAUKUOTIKWV WOBNKWV.

10 | Mepidnyels ORIV
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TitAos OpnAias:

NEOTEPA AEAOMENA LYXTHMATA LYNEXOYZ KATATPA®HX NAYKOZHX

Kwotépia lwavva

MD, MSc, PhD, ladiatpos pie e&eidikeuan otov Zakxapwdn Aafrtn, Emuentpia A, Turua Evbokpivooyikd-Avénons
& Avdntuéns, IN. Maidwv «[1. & A. KupiakoU», ABrva

Ta ouothpata ouvexous kataypapns yAukodns (CGMS) anoteAoUv avandonaoto Koppdt tns diaxei-
p1ons Tou XAL, pe avap@ioBntnta o@éAn ws Npos Tn BeAtiwon tns yAukaipikns puBions. H eupeia
d1d6oon s xpnons tous wBel tv diapkn BeATILON TWV TEXVIKWY TOUS XUPAKTNPIOTIKWY, JETAEY
Twv onoiwv n BeAtiwon s akpifeids tous, n peiwon tou peyeBous Tous, N peyaAUtepn O1APKEIT
XpNons Tou a1o0ntnpa, aAAG kar n duvatdtnTa ENKOIVWVIAS e «EEUNVESY NEVES Kal PUOIKG PE TIS
avtAies ouvexoUs unoddpias xopnynons 1ivaouAivns (CSIN), oxnuatiovtas €101 KUKAWATA auto-
patonoingévns xopnynons 1ivaouAivns (AID). H a&iomotia twv CGMS emtpénel tnv eniteuén akopn
QUOTNPOTEPWV YAUKCILIKWY OTOXWY, Onws 0 Xpdvos evios atevou eupous 70-140mg/dl (e1dikd
o€ xpnotes AID). MapdAAnAa n kaBodnyoUpevn and ta 6edopieva tou CGM diatpopn kar doknon,
0€ ouVOUaOPO LE TIS KATAAANAES TPOMOMOINGEIS TNS IVOOUAIVOBepaneias, pnopoUv va feAtiotonol-
noouv Tov YAUKaIUIKG €Aeyxo. Ta ouotnpata CGM éxouv dwoel evBappuVTIKA anoteAéopata Kal
o€ e@npPous pe XA2, KIVNTONoIwvTas Tous va napakoAouBolv ta odkxapd Tous OTEVOTEPA Kal va
OPOUV APECOTEPA YIa VA ANo@UYoUV TIS NAPATETApEVES unepyAukaipies. TeAos, ta CGM éxouv B¢on
otnv Npdyvwon s €EEAIENS Twv NpwiKdTepwY otadiwv XA (=2 autoavtiowpata + HlaTapaxes
yAuko(ns) o€ kAviko ZA. AvapgifoAa undpxouv akopn egnddia nou npenel va Eenepactoly, Onws
Ta Oeppatika npofAnpata, o1 anokAioels £101Ka OTIS akpaies TIPES 0aKXApou, N kONwon and tous
ouvayeppous, To «aioBnua diapkoUs napakoAouBnaons» -€161kd otous epnPous, K.d. Qotdoo, n
duvatdtnta Oiapoipacpoy 6EOEVWV Kal AnOpaKpUCHEVNS NAPakoAoUBNons and tnv oIKoyEveld
ka1 Tnv BepaneuTikn opada, evioxuae Tov pOAO TNS TNAEIATEIKNS, Kal va oUPBAAAEl onpavtikd oto
aioBnpa ao@dAeias Kupiws Twv YovEwy Twv naidiwy pe XAL.

Nepidnyes Opidiov | 11
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TitAos OpnAias:

KAINIKEXZ MPAKTIKEX XYXTAXEIX A OHAEA ATOMA ME XYNAPOMO TURNER

L. TURNER. NEEL KATEYOYNTHPIEX OAHI'IEX

Aékka-Epipn Zoegial

IMD, MSc, PhD, DIU Paris VIl University, EmueAntpia A, Tunua Evéokpivodoyiko-Auénons & Avdrtuéns, N laibwv
«[1. & A. Kupiakouy, Abrva

https://doi.org/10.1093/ejendo/Ivae050

To ZUvbpopo Turner givar Lo XpwHoowlikn diatapaxn og BhAga dtopa, otnv onoia to 0AOKANPO N
HEPOS €VOS and Ta XpwHOoWHATa X A&inel. Le JEPIKES NEPINTWOEIS, TO EAAEINOV Xpwpdowpa eival
napov oe PepIK KUTTapa aAAd 6x1 o€ GAAa (Hwodikiopos).

Eupavidetar pa @opd oe kaBe 2.500 yevvnaoels kai To xapaktnpidetal and 1810pH0p@o npoow-
nefo, xapnAn ypappn tpixo@uias, xaunAd autid, auxevikd ntepuyio, eupu Bwpaka, XapnAd avdotn-
Ha, OKEAETIKES avwpalies (okoAiwan, Ppaxy 4o petakdpnio) apnvoppola, ouyyevh kapdlondBeia,
NETaAOEION VEPPO, NpoPAnpata akons kar 6pacns, unoBupeogltiopo, cakxapwdon diafntn, unep-
yovadotpo@ikd unoyovadiopd, autodvooa voonyata, Ainwdn dinBnon nnatos. H e€¢taon kapuo-
Tonou (" avdAuon Xpwpoowpdtwy), anoteAel v kaAutepn péBodo didyvwans Tou ouvopoLoU
Turner. Oepaneutikd 1EBvws exel eykpiBel n xopnynon au&énuikns oppovNS pe KOAG anoteAéopa-
ta otnv BeAtiwon tou teAikoU avaotnpatos. EmnAéov n oppovikn Bepaneia unokatdotaons (E2
Kal MPOYEOTEPOVNS) EQAPUOCETAl EMTUXWS NPOS ENFTEUEN opaAns eEEAIENS Tns APNs, diathpnons
TV OEUTEPOYEVWVY XAPAKTNPIOTIKWY TOU PUAOU, E@AVIONS ePpUnvou puons kai BeAtiotonoinons
NS 00TIKNS NUKVOTNTas. XTnv opiAia autn napouaiadovial ta debopéva and o noAU NpdoPato
consensus meeting oto Aarhus, Denmark (louvios 2023), ané oxtw opddes PEAETNS und Tty eni-
BAewn tns Eupwnaikns Evwaons EvdokpivoAdywy, ths Maidiatpikns Evookpivoloyikns Etaipeias kai
dMwv etaipeiov) nou emkaiponoinoav Tis 0dnyies yia v @povtida Twv atépwv pe LUvOPopo
Turner avagopika pe: (1) T didyvwon kal v yevetkn, (2) tnv aténon, (3) tnv epnpeia kar tv
oppovikn Bepaneia unokataotaons, (4) v kapdiayyeiakn uyeia, (5) v Petdfaon otnv evAKo
{wn, (6) TNV yoviudtnta ka1 TNV OXeTIKN UPBOUAEUTIKN, (7) TNV EMTAPNON Y10 OUV-VOONPOTNTES,
Kai (8) Tn veupoavanTugn Kal NVEURATIKA UYEQ.
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TitAos OpnAias:

APTHPIAKH YTNEPTAXH

MaAakaoiwtn Mewpyia

[Nadiatpos-laiboveppoAdyos, Empertpia A, Tu. Negpodoyikd, [N. Maidwv ABnvav «I1. & A. KupiakoU», Abriva

H aptnpiakn unéptaon (AY) otnv naidikn nAikia oxetidetar pe unéptaon, Kapdiayyeiakn voonpotn-
Ta Ka1 XpOVIa VEQPIKN vOoo atnv evhAIKn {wn. Na 1o Adyo autd, OUOTAVETAI PETPNON APTNPIAKNS
nieons (AM) o€ 6Aa ta naidid dvw Twv 3 €TV KaBWs Kai og opades uPnAoU KIvOUVoU avegaptnTws
nAikias. Qatéoo, n Gidyvwon AY Napouoiadel NpakTikés GUOKOAiEs kaBws yia T Anyn agidmotwy
HeETpNoewy anaiteital kKatdAAnAos €€onAiopos (0waoto peyeBos nepixelpidas), 16avikes ouvonkes
npepias, kaBws kal enavdAnyn tous oe napandvw anod pia emokéyers. fia v a&loAdynon Twv
HETPOUHEVWY TIHWV NPENET Va XpNOIoNoIouvIal ol nivakes ekatootiaiwy Beogwv ava nAikia, Uyos
Kal @UAO Tns Apepikavikns Akadnpias Maidiatpikns n s Eupwnaikns Etaipeias Yneéptaons kar avd-
Aoya pe tn otédio AY va dievepyeitar diayvwaotikds EAeyxos TS aitioAoyias kal va epappodoval ol
ouviotwyeves Bepaneutikes napeppacels. Ta aftia ts AY ota naidid eivar nokiAa (vepponapey-
XUHATIKA, KapOloAoyikd, EVOOKPIVOAOYIKA Ka1 VEUPOAOYIKA Voonpatd, OYKOl, VEQPQYYEITKN VOO0,
(@appaka, naxuoapkia). Xrov kaBopiopd tns armioAoyias tns eivar onpavikn n dia@opikn didyvwon
petagu 1610nabous kar deuteponabous AY n onoia Bacidetar otn Baputntd tns, TNV Napoudia on-
Hefwv/oUpNTWpATWY N EUpNUATWY anod T QUOIKN €€€taon, T 10TOPIKO Kal tnv nAikia. H Baoikn
napakAivikn diepelivnon nepAapBavel nAnpn Bioxnpikd €Aeyxo, YEVIKN oUpwY, unepnxoypden-
pa veppwv pe Doppler veppikwv ayyeiwy, unepnxokapdioypdgnpa. Ta uyievodiaitnTikd petpa
anoteAolV TNV NPWTAPXIKA Kal KolvA yia 0Aa ta otddia AY Bepaneutikn napépBaon. H andgaon
Y10 €vapén QapUaKEUTIKNS aywyns yivetar pe Bdon ouykekpipéves evOeiEels kal n emAoyn tns Ka-
yopias avtiuneptaoikoU @appdkou kaBopidetar and v mBavotepn aitia AY 0TO OUYKEKPIUEVO
aoBevn.
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TitAos OpnAias:

ORTHOPAEDIC PERSPECTIVE ON HYPOPHOSPHATEMIC RACHITIS AND MONITORING
DISEASE PROGRESSION IN CHILDREN

Margariti Rodanthi

MD, PhD, Consultant, 1. Orthopaedic Department, General Children’s Hospital of Athens “P. & A. Kyriakou”

Hypophosphatemic rachitis, especially X-linked hypophosphatemia (XLH), is a genetic disorder that
disrupts phosphate metabolism, leading to significant skeletal deformities and growth challenges.
For affected children, this condition can create a range of physical difficulties, and orthopaedic
specialists play a crucial role in addressing these i1ssues.

From the outset, orthopaedic intervention is essential. Children with XLH often experience
bowing of the legs (genu varum), delayed growth, and increased fracture risk. Orthopaedic
professionals are integral in assessing these deformities and developing tailored treatment plans.
For mild cases, non-surgical options like bracing and physical therapy can significantly enhance
strength, mobility, and alignment. These interventions empower children to engage more fully in
everyday activities, fostering both physical and emotional well-being.

When deformities are more severe, surgical options, such as osteotomies, may be necessary.
These procedures realign bones, correct deformities, and alleviate pain, ultimately improving
function and quality of life. The orthopaedic team's expertise in these surgical techniques is vital
for ensuring successful outcomes.

Monitoring the progression of hypophosphatemic rachitis is another critical aspect of
orthopaedic care. Regular clinical assessments allow specialists to evaluate changes in deformities
and pain levels, while imaging studies like X-rays and DEXA scans provide insight into bone
structure and density. Biochemical monitoring of serum phosphate levels is equally important for
assessing the effectiveness of treatments like burosumab.

In summary, the role of orthopaedic specialists in managing hypophosphatemic rachitis
cannot be overstated. Through comprehensive assessments, targeted interventions, and ongoing
monitoring, they ensure that children receive the best possible care. By focusing on both skeletal
health and overall well-being, orthopaedic professionals help children with hypophosphatemic
rachitis lead healthier, more active lives.
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TitAos OpnAias:

MPQIMOI KAOGOPILTIKOI MAPAIONTEZ I'lA THN ANANTYZH YNEPBAPOTHTAL-
MAXYZAPKIAL

Avtwviou Mapia-Xpiotiva

TNadiatpos-laibogvdokpivoAdyos,

EmueAnToia MNaibiatpiknis EvéokpivoAoyias, Aiafntodoyias kar lMaxuoapkias

Movdéa lNMaidiatpixris Evbokpivodoyias, AiafntoAoyias kar [Naxuoapkias

Centre Hospitalier Universitaire Vaudois (CHUV), Awdvn, EABetia

H nandikn naxuoapkia eivar pia coBapn kar oAoéva au&avopevn naykoopia anelAn yia tn dnpdoia
uyeia. H naxuoapkia pnopei va éxel Tis pides tns evOOpNTIA Kal oty NPWIKN Naidikn nAikia, ka
unopei va exdnAwBel og onolodnnote otddio s {wns. H naxuoapkia Twv yovéwy, n diatpoen,
n unepPolikn at&non BApous TNs PNTEPAS KATA TNV €YKURIOOUVN, Kal 01 vOOKPIVIKOT S1aTapakTes
éxouv anodeixBei kaBopioTikoi atnv avantuén tns NAIBIKNS NAXUCAPKICS PEGW EMYEVETIKWY UNXa-
VIoHWV. MapdAAnAa, o1 NPWIHES PETAYEVVNTIKES EMOPACEIS, ONWS N ATPOPNA, 0 LETAYEVVNTIKOS
puBuds avdntugns kal o1 ouvnBeles Tou TPonou {wns, UNOPOUY Va eVIOXUOOUV N va HETPIGooUV
autous tous KivoUvous. H opiAia auth npaypateletal Tis Baoikés emppogs Katd T oUAANYN, Ty
gykupooUvn kai tn Bpe@ikn nAikia nou oupBdAAouv atov kivouvo naxuoapkias.
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TitAos OpnAias:

H OPONTIAA TOY AEPMATOX TOY MAIAIOY ME XAl

MixaAitoidvou Maipn

Madiatpikn NoonAedtpia, RN, MSc lNpoiotapévn Evdokpivodoyikou Tunpatos-Avénons & Avdntuéns, I'N Maibwv
ABnvav «fl. & A. KupiakoU»

H ouvexns napakoAouBnon s yAukodns (CGM) kar n ouvexns unodopia eyxuon vaoulivns (CSIT
€xouv yivel 1o npdtuno @povtioas yia t diaxeipion tou oakxapwdn diapntn tnou 1 atous naidia-
TPIKOUS aoBeveis. H xpnaon Twv OUOKEUWY QUTWV €XET WS AnoTEAECHA TNV anAonoinyévn diaxeipion
tou Oiapntn. Téoo to CSII 6oo ka1 1o CGM éxouv emdeier PeAuwpéva YAUKaIIKG anoteAsopia-
10, kaBws kar BeAtivoers otnv noidtnta {wns Twv Nadiv o€ oUyKPION pe MOAAANAES NUEPNOIES
EVEOEIS VOOUAIVNS Ka1 napakoAouBnon s YAUKONS aipiatos pe OUXVES PETPNOEIS anod To dAKTu-
Ao avtioToixa. AUTES 01 10TPIKES CUOKEUES €apUOCovIal 0TO OEppa Twv aoBevv Kal EmTpEnouV
TV oAokAnpwiévn napakoAoUBnon kar puBpion tou petaBoliopol s YAukodns. Av kar ooPapés
avemBupntes evepyeles ONWS UNOYAUKAILIKES KPIoels N voonAgia nou oxeti(oviar Pe th xphon ou-
okeuwv CGM ka1 CSII efvan onavies, €xouv ava@epBei wotdoo OepUATIKES avTIOPATEIS O€ AUTES
TIS OUOKEUES, nou kupaivovtal and nmes éws cofapés. 01 epUATIKES avemBUUNTES EVEPYEIES NOU
neprypagovtal nepIAapBavouv kKvnopo, Ainoatpogia, AiNounepTpo@ia, OUAES, TomKO €puBnpa,
unodopia Aoipwén, €€apon NPoOUNAPXOUCWY PAEYHOVWOWY OEPUATIKWY KATAOTAOEWY Kal €peDi-
oukn 1 aAAepyikn depuatiuida €€ enagns. 01 deppatikés avTidPAoEIS PNOPET va €Xouv onPavTiko
avtikTuno otnv nolotnta {wns, ToV YAUKAIHIKO €AEYX0 Kal Tnv tnpnaon tns Bepaneias. 01 6ppatikes
avemBUUNTES eVEPYEIES €xouv avagepBel ws Adyos S10KOMNS TNS XPNONS AUTWY TWV OUCKEUWV.
H a&oAdynon tou &éppatos, N ouveXNs NPOPUAAKTIKN @povTida kar Bepaneia Twv deppatikwy
npoPANpdTwy anaitoUvTal yia TNV UnooTNIEN TS CUVEXOUS XPNONS TNS TExvoAoyias ata naidid pe
oakxapwdn &iapntn.
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TitAos OpnAias:
YAKXAPQAHL AIABHTHL XE ArOPI ME AYTOANOZO NMOAYAAENIKO LYNAPOMO

N Iaidwv ABnvav «[1. & A. KupiakoUy, ABriva

Ayop1 nAikias 8 €10V napakoAouBeital 0To evOOKPIVOAOYIKO TUNHA and TNV NAIKIa Twv 21 Unvav.
2Tnv nAikia twv 21 pnvov napouciace eneioddia onaopwv Adyw unaoPectiaipias ota nAaioia uno-
napabupeog1dIopoy, NoU aVIIHETWNIoTNKAV e eVOOPAERIO YAUKOVIKO aoBEoTio Kal €NElTa pE anod
Tou otépatos aoPéotio, aA@akaAaidoAn kar 25-ubpogu-Prtapivn D. To naidi napouciade enions
€IKOva AeUkns Bétovtas tnv KAIvIKn unowia APS-1. O Bupeoeidikds €Aeyxos aveédeige autodvoon
BupeoeldiTida, evw 0 EAEYX0S TWV EMVEPPIdILV PUAIOAOYIKN NpwIvA KOpTICOAN ka1 apvnTikd €ni-
VEQPIOIOKA avTiowpata. Xtnv nAikia Twv 7 €10V Napouciaoe engi0001a OnAcpwY Ke QUOI0AOYIKO
aoPeotio kar €yive evapen aywyns pe AeBetipaketdpn. O éAeyxos pe HET, MRI eykeqaiou kai avti-
owpata oto aipa kar oto ENY éBece tnv unowia autodvoons emAnyias. EAaBe 3 waeis peBuAnped-
VI(OAGVNS Kal 0TN GUVEXEID ano TOU 0TORATos NpedviCoAGvN oe atadiakd peloUpevn 6oon. Katd
didpkela tns Bepaneias napouciaoe nepiotaciakd unepyAukaipia petayeupatikd. Eyive €Aeyxos yia
XA tunou 1 pe avuiowparta, ta onoia Bpébnkav GAa BeTika o€ uwnAous tithous. To C-nentidio fpédn-
ke 1,56 ng/mL (0.78- 5.19) ka1 n voouAivn vnoteias 16.10 plu/ml (2.60-24.90). Metd tn &iakonn
s nNpedvioAGVNS, 01 TIHES GAKXAPOU NTAV PUCIOAOYIKES. AGBNKav H1aTPOPIKES 0ONYIES ka1 EyIve
o0oTaon yia TakTkn napakoAoudnon twv Tipwy oakxdpou. O yovidiakds éAeyxos pe aAAnAouxnon
enopevns yevids avedeige v, oUppwva pe ta kprtnpia tou ACMG, mBavd nabBoyovo napaAAayn
p.(Gly306Arg) oto yovidio AIRE oe etepoduywrtia. And tn peAETN Tou NPOTUNOU KANPOVOHNONS TNS
napaAAayns otnv oIKoy£vela anokaAlu@Bnke 6t tnv idia napaAiayn @épe1 o€ etepoluywria kai o
(PAIVOTUMIKA UYINS NaTtéPas, EUpNUa oupPato pe ateAn diE106uUTIKATNTA.
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TitAos OpnAias:
H MOPIAKH BAXH TON KAHPONOMOYMENQN AIATAPAXQN TOY METABOAIZMOY
AIBEXITIOY KAl ©QX®O0POY

PhD, Bioxnpikds-Mopiakri BioAdyos
EAIM, latpiki XxoAn EKTIA

To aoféotio (Ca) kar 0 Pwaopos (P) katéxouv onpavtikd pOAo o€ MOANES OKEAETIKES Kal £€W-
OKEAETIKES BroAoyikés diepyaaies. Ta popiakd onpatodotikd povondtia ekivouv and Tov unodoxéa
«avixveuthy aofeotiou (CaSR) otnv empdveia twv napabupeogidwy adevwy, 0 onoios avixveUel
TS OIOKUPAVOEIS TOU €EWKUTTAPIOU Toviopévou (a ka1 PETapEPEl TO avAAoyo «UNVURa» npos Tov
NUPNVa TOU KUTTAPOU MPOKEIPEVOU VA «anavinoel» pe avdoyn avgnon n peiwon s ékppaons
avtiotaBpiotkwy napayoviwy. H napaBoppdvn (PTH), n Bitapivn D, o augntikos napdyovtas vo-
BAaotwv (FGF23) kar GAo1 unodoxeis N petapopeis 10vTwy, AertoupyoUv oUVePYIKA kal dnpioup-
youv eva auotnpd puBpidopevo diktuo onpatodotnons Peta&l Twv NapaBupeoeidwV adévwy, Twv
00TV, TWV VEPPWVY Kal TOU EVIEPOU Yia TN OlaTnpnon tns opoldotaons tou Ca kai tou P otov
0pYaviopo.

Onoladnnote anokAion and auto To KaAd EVOPXNOTPWHEVO OXNa Unopel va odnynoel og nmes
n ooPapés naBoAoyikés kataotdoels pe Broxnpikd n/kan KAIVIKa oupntwpata. 01 KANpovopIKeS O1-
atapaxés tou petafoliopou tou Ca kar tou P eivar apiBuntikd noAAEs, eva kabe pia Eexwpiotd
£xel ouvnBws xapnAn enintwon oto yeviko NAnBuaopo. H eagaApevn h kaBuatepnpevn didyvwaon
pnopel va €xer ouvéneles otnv noidtnta {wns N akoPa Kal to Npocdokigo {wns tou aoBevous.
Fetuliyovtas To vApa TwWV HopIakwy onpatodotikwy povonatiwy tou Ca kar P, unopoUpe va kata-
VONOOUE KAAUTEPA TN OXEON PETAEY TWV YEVETIKWV GAAQYWV Kal TwV BIoXNUIKWV n/kar KAIVIKOV
@aivotunwv kar va fonBnooupe otn didyvwon kai tnv éykaipn Bepansutikn napéppaon, énou
auTh €ivar eQIKTN.
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TitAos OpnAias:
EOHBO ArOPI ME KEOAAAATIEL KAI YNEPTAZIKH KPIXZH

Evbokpivodoyikd-Avénans k1 Avdrtuéns, TN Maidwv ABnvay «I1. & A. Kupiakouy, ABiva

Napouciaon nepintwaons: Aydpr nhikias 12 etwv npoonABe Adyw €neicodiou TOVIKO-KAOVIKWY
onacpwv o1 onofor AUBnkav autépata. AiamotwBnke aptnpiakn nieon 200/178 mmHg. AkoAou-
Bnoe status epilepticus, petagépBnke otn MEO, emBeBaiwbnke n uneptaoikn kpion kai EAEyxBnke
pe evbo@AERia avtiuneptaoikd. O1 yoveis avépepav Ot T0 TeAeutaio Tpipnvo napouaiale évioves
unotpomdadouces kePaAaAyies, e@idpwaEls, anwAeia Bdpous. H Al dev eixe petpnBei. Aevepyn-
Bnke unepnxoypdpnpa nou €d61Ee POPPWHA otV NepIoxn Tou d. emveppidiou 5,8x3x2,5cm kai
empPeparwBnke pe MRI.

Me tnv KAIVIKN unoyia aioxpwioKUTIWHATOS E0TAANCAV KAQOHATONOINPEVES LETAVEPPIVES ai-
HaTos kar oUpwv 24wPou nou ATav NoAU augnpéves. AkoAouBnae NepaItépw aneIKovIoTIKOS EAEY-
x0s pe PET/CT kan MIBG y1a Tov anokA€1op0 PETAOTATIKNS VOOOU.

Anod tov kapdioAoyikd €Aeyxo aveupeBn uneptpogia Ap kolAias, HEIWPEVN OUOTAATIKOTNTA
(EF:40-45%), tponovivn:14.228.

H Bepaneutikn avupeET®wNIoN OTOXO €iXe TOV €AEYX0 TNS UNEPTAONS HE A-GOPEVEPYIKO aMo-
KAg10pd pe @avo&uPevdapivn pe npoodeutikd au&avipevn 6oon kar npooBnkn B-adpevepyikol
anokAgIopoU agou €ixe diamotwBei NANPNS a-adpevePYIKOS ANOKAEIOUAS e NPOYPAULIATIONO XEl-
POUPYIKNS aaipeons Tou Bykou Kal aplotn ouvepyaoia peta&l e1dikotntwy evios 4 efdopddwy
NievepynBnke Aanapookomika xelpoupyeio agaipeons tou dykou petd and otabeponoinon tou
aoBevoUs xwpis emniokes. To naidi voonAeUBnke otn MEO yia €Aeyxo TS UNOTAONS KE OUAAN
nopeia. Ta Aentopepn epyaotnpiaka kai naBoAoyoavatopikd eupnpata Ba napouciaoBolv avaiu-
1KA.0 agBevns eival nAéov eAeUBEPOS vOOoOU kar ouvexidel Tnv napakoAoUBnon Tou.
Yupnépaopa: H éykaipn unoyia @aioxpwHoKUTIWHaTos o€ naidi pe kepaalyies, epidbpwan, vau-
tia pe/n xwpis augnpévn Al eivar onpavukn kar BePaiws oe nepintwon uneptaoikns kpions. [ia tnv
EMTUXN QVTIYETMON €ival anapaitntn n ouvepyaoia NOAAWY €101KOTATWY ka1 N APICTN NPOEYXEl-
PNTIKN NPOETOILAaia.
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TitAos OpnAias:
ANENAPKEIA AYEHTIKHZ OPMONHEX QX LYNEMEIA ENAOKPANIQN OrKQN

EvbokpivoAdyos EmueAntpia A, Evbokpivodoyikd Turua, N «O Euayyehiopiosy, Abnva

H avendpkeia au&ntikns oppovns eival ouxvi eMNAOKN 0Tous aoBevels e 10TopIKO dyKou oTov
EYKEPAAO Kal 0€ autoUs HIE 10TOPIKO GYKou atnv nepioxn unoBaAdpou-unoguons. Eivar ouvéneia
NS 16105 TNS XWPOKATAKTNTIKNS €€Epyaaias aAAG kal Twv BEPANEUTIKWY XEIPIOUWY AVTILETWMONS
s (akTivoPoAia, oykoAoyikd @dpuaka). H unokatdotaon auéntikns oppdvns €xel anodedelypéva
0@¢AN. Xta naidid PeAticovel 1o pubpd al&nons kal To TEAIKO avdotnpa, evw tdoo oe nadid 600 Kal
0€ eVANIKES BeAticovEl TNV 0UOTACN OWUATOS, TO AIMOAILIKG NPOIA, TNV 00TIKA NUKVOTNTA Kal TNV
no1otnta {wns.

MapBdAautd €€aitias TS ayyeIoyEVETIKNS KAl QVTIANONTWTIKNS 6pdons Tns auéntikns oppdvns
UNAPXOUV EPWTNHATIKG OXETIKA PE TNV A0PAAEI X0pNynons tns o€ aoBevels, nou éxouv emPiwoel
Ka1 €XOUV 10TOPIKO BEPanEUTIKNS AVTILETWMONS OYKOU OTov eykepaAo. Ta dedopeva eivar kabn-
OUXQOTIKA OXETIKA PE TNV ao@dAgla xopnynons auénuikns oppdvns o€ autd tov nAnBuopd, napd
T0 yeyovos ot dev undpxouv pakponpdBeopa dedopéva. H xophynon augntikns dev gaivetar va
audvel tov kivbuvo unotponns Tou Oykou, avantuéns GeUTEPWY VEOMAQOHATWY N TN OUVOAIKN
Bvntdtnta twv aoBevwv autwv.

Yuothvetal o aoBevns va eival eEAeUBepos vooou 1 €10s, Npiv TNV évapén Xopnynons augntikns
oppovns. H évap&n unopei va yiver akdpn ka1 otous 3 pnves Petd v Bepaneia og naidid pe aktivo-
AoyIKa 0taBepd Kpavio@apuyyiwpa ta onoia éxouv onpavtikn emPBpdduvon avénons kai petapo-
AIkés biatapaxés, aAAG Kal éws 5 €Tn PeTd o€ eVANIKES e 10TopIkG oupnayous Oykou. Xe aoBeveis
pe otaBepd xapnAou BabBuou yAiwpa n oe autous nou AapBdvouv xpovia Bepaneia pe avaoToAeis
TUPOOIVIKNS KIVGONS N and@aon Xopnynons augntikns oppovns npénel va cudntnBei and kovou pe
TOV OYKOAGYO, TOV VOOKPIVOAOYO Kal TovV aoBevn.

YUOTAVETAI N XOPAYNoN AUENTIKNS 0€ auToUs Tous aoBevels va yivetar Peta and npooektikn a&loAo-
YNON TNS OX€0NS KOOTOUS/0PEAOUS Kal PETA and eVNPIEPWON TwV AoBEVWVY Kal TWV OIKOYEVEIWV TOUS.
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TitAos OpnAias:
NEOAIAINQXTOX XA XQPIZ AIABHTIKH KETOEEQXH

Eibikeudpevn Evbokpivodoyias, Turuia Evbokpivoloyiko-Auénons & Avdmuéns, TN Maibwv «[1. & A. KupiakoUy, ABriva

Eroaywyn: 0 Movoyovibiakds Xakxapwdns Aiantns (MXA) Giakpivetar o ZA tinou MODY (Maturity-Onset
Diabetes of the Young), Neoyvikd ZA kan Zuvdpopikd ZA. O MXA MODY anoteAei tov ouxvotepo Tuno, Xapa-
KTNPICETaN and KAIVIKN Ka1 YEVETIKN ETEPOYEVEID, IayTyVWOKETal O€ Veapn nAIKia (<25 €twv), petaBiBadetan e
QUTOOWIKG EMIKPATNTIKG XAPAKTAPA KAl 0UXVA Katnyopionoleital AavBaopéva ws LA1 n XA2. Xapaktnpidetal
and anouoia autoavtiowpdtwy kar ogeidetal oe naBoydves napaAAayes evos yovidiou [e anotéAeopa v
dIOTAPAXN TNS €KKPIONS TNS IVOOUAIVNS. XKonos pas n napouaicon e@nou pe diaBitn pn autodvoons art-
oAoyias, atov onoio avayvwpiotnke napaAiayn tou yovidiou ABCC8, kAnpovopnBeioa and v pntépa tou,
n onoia €ixe €ws Tote diayvwaobel pe vooulivoe&aptwpievo Xakxapwon Aiafhtn Tunou 2 (XA2).Mapouaiaon
nepintwons: Ayopr nAikias 146/12  €twv, VOIKNS Kataywyns, NPoonABe yia neparépw diepetivnon Adyw
opiakd augnpévwv Twv aakxdpou vnateias 108-120 mg/dl kar y\uko{uNiwpévns aipoogaipivns eVOEIKTIKNS
npodiaBntn (HbALc 6,4%), and 3etias TOUAGXIOTOV. To QTOIKO TOU QVaVNOTIKO Ntav eAeUBEPO. 210 KAnpo-
VOLIKO QVapVNOTIKG QvVapePETal 6Tl N Untépd, NAIKIas 45 €Ty, €xel naxuoapkia kar oakxapwdon diaphtn ndvw
ano 5 €, yia Tov oroio AapBaver aywyn e IVaouAivn, ws XA2. And v avukelpevikn e&étaon, Y2 1,72m (70n
EQ), B 51,9 kg (50n EB), nAnpns evhBwon katd Tanner, anouaia peAavidouoas akavBwaons. Aev avagepetan
noAuoupia, noAudiyic, wotdoo avagépeTal NMma anwAeia Bapous, Adyw npdapatns voonons and ypinn. Ako-
AoUBNnoE 2wpn KaUNUAN YAUKGZNS IVGOUAIVNS, N oroia Atav GiayvwaTikn yia oakxapwon diafhtn. ZuyKekpipé-
va 01 Tipes YAukodns kan ivaoulivns vnoteias ntav 118 mg/dl kan 10,54 plU/ml avtiotoixa, evw 2 wpes petd
X0pnynon YAUKGZNS, 01 TIES 0aKXApou kal Ivoouhivns ntav 264 mg/dl kar 44,24 plu/ml. H HbALc Atav 6,3%,
10 C nentioio 2,19 ng/ml (gt vnorteias 1,1-4,4) kai 0 €Aeyxos Twv autoavtiowpdtwy avr-GAD, 1A2, ICA ftav
PVNTIKGS, EVG) N TIUA TV QUTOAVTIOWHATWY evavt s ivaouAivns (IAA) ftav enions apvntikn aAA o opiakn
TN 19,4 1U/ml (Betikd >20). EmnAgov OievepynBnke EAeyxos yia KOINIOKAKN, 0 onoios ftav apvntikds. Adyw
TOU 10TOPIKOU 0pIaKA augnpévv TIHWV oakxapou kar HbALc yia pakpd xpoviko didotnpa xwpis emdeivwan,
TWV 0PVNTIKWY QUTOAVTIOWLATWY Kal ToU 10TopIkoU diafhtn s pntépas ouotnBnke éAeyxos yia MEA oto
nadi kan T pntépa. Ano tov €Aeyxo pe aAAnAouxnon endpevns yevids (tNGS) atoxeupévns opdoas yovidiwv
GCK, HNF1A, HNF4A, HNF1B, INS, ABCC8, KCNJ11, NEURODL, CEL, PDX1, APPL1, WFSL, INSR, avayvwpiotnke
N UNTEIKNS NPoEAEUoNs €tepoduyn napaAAayn p.E203D tou yovidiou ABCC8.Zupnepdopara: MaBoyoves kai
mBava naBoydves napaAayés tou yovidiou ABCC8 avaAdyws tns popiakns BAGBNS nou npokaAolv cuvoeovTal
efte pe Ynepivoouhvikn YnoyAukanpia eite pe MZA (Neoyvikd n MODY). H napaAAayn tou aoBevoUs pias eV exel
avapepBei éws onpepa otn BiPAIoypagia kar katatdooetal ws ABeBains Xnpaoias. Aedopévou Tou gavotinou
Tou aoBevous kai s pntépas Tou mbavdtata n napaAiayn ABCC8 ouvbéetar pe XA MODY.
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TitAos OpnAias:
OYAOLYNAETH YNOOQXIOATAIMIKH PAXITIAA - MIA AIATNQZXH MOY AEN NPEMNEI NA
AIANAGEI

Emotnpovikn Zuvepydtns Movdbas Evbokpivoloyias, MetafoAiauou kar Aiafitn, Kévipo Euneipoyvwpioouvns Znaviwv
Noonudrtwv- Endo-ERN, A" Maibiatpikiy KAviki lMavemotnuiou ABnvav, Noaokopeio Maidwv «Ayia Zopiax
Juvepydtns Noookopieiou «MHTEPA»

H @uhooUvdetn uno@wa@atalpikn paxitida anoteAEl To GUXVOTEPO aiTio PN HIATPOWIKNS paxiTidas
pe enintwon 1:20.000 dtopa. MpokaAeitar and petdAAagn oto yovidio PHEX (puAooUvoeto), n
onoia npokaAsi au&npévn €kppaon kal, katd ouvéneia, unepPoAikn dpdon tns oppdvns FGF23. H
unepBoAikn 6pdon tou FGF23 odnyei oe augnon s anofoAns GwopOPIKWY anod Tous VEEPOUS Kal
peiwon s napaywyns evepyns Bitapivns D (1,25(0H)2D), n onoia 0dnyel o€ PeIwPEVN EVIEPIKN
anoppo@non Qwo@opIkwy. H xpdvia 106Pia unopwogataipia odnyei ouis TUMKES KAIVIKES kdn-
Awoe1s s XLH peta&u aAwv, napapgop@maels KAtw AKpwy, XaunAd avdotnya, avenapkws em-
HETaAAwpEVA 00Td, 060VTIKA anooTNpata aAAd kai puikn abuvapia, NOVO Kal PEIWHEVN OWHATIKN
Agrtoupyikdtnta. Ta oupgntwpata petaBaAAovar Je tv ndpodo Tou Xpovou AGYw TNS NPO0OEUTIKNS
@UOoNs NS VOooU. Ta oUPNTWHATA autd Pnopolv va d1aAdBouv ths Npoooxns Twv NaIdIATpwWY N
va odnynaoouv o AavBaopiéves Siayvwaels e anotéAsopa th dievepyela pn anapaitntwy Siayvw-
OTIKWV EAEYXWV, TNV kaBuotépnaon s owatns Bepaneias kal Tv emogivwon Twv oUPNTWHATWY.
KaBopiotikds yia tn didyvwon givar o fioxnpikds ka1 akTIVOAOYIKOS €Aeyx0s. H vOoos xapaktnpide-
a1 and xapnAd enineda @wamopou 0pou Kal PEIWHEVN OWANVAPIAKA €Navappo@non GwaEopou
pe augnpévn ALP, evw aktivoAoyika napouaiddel ikdva paxitidas, kupiws ae kapnous Kal yovata.
Avupetwnietan ite pe oupBatikn Bepaneia pe oupnANpWHATa WoEOPoU Kar evepyd Prtapivn D
(aA@akaAa1d0An n kaAo1tpI6AN) €ite pe Burosumab (povokAwviké avtiowpa katd tou FGF23), evw
eni empovns tns PAaico- N paiBo-yovias pnopei va xpeiaotel xeipoupyikn d10pBwan.

H €ykaipn G1dyvwon odnyei og npwipn napépBaon kai npodAnyn s Bapids paxitidas kai Twv
EMMAOKWV TNS 0TN peteneita (wn (nx. xaunAo avdotnua, apBpitiba, GAyos), kar anoguyn tou dia-
YVWaTikoU YoAyoBd twv aoBevav.
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TitAos OpnAias:
KAPAIA KAl ENAOKPINIKEZ NOZOI

KapdioAdyos,emperntris A', TN Maibwv «[1. & A. Kupiakouy, ABriva

01 naBnoeis Tou BupeoeldoUs adéva eival autés nou oxeTi(oval oUXVOTEPa Le kapOIoAoyIKd npo-
BANpata: o unepBupeoeItIopAS, OUXVO aiTIo KOAMIKNS HAPUAPUYNS OTOUS EVAAIKES, CUXVOTERT €K-
dnAwvetal pe pAgfokopfikn taxukapdia kar aioBnpa naApwv ota naidid. Xtov unoBupeogidiopd n
nepikapdiakn cuAloyn kar n Bpadukapdia €ivar o1 Mo oUXVES EKONAWOEIS.

H naxuoapkia eival to ouxvotepo aitio aptnpEIckns unéptaons otnv naldikn nAikia. Ynepnxo-
ypaikoi Ogiktes O1a0ToAIKNS dUCAEITOUPYIias ths kapdids neptypdgovial BiPAoypagikd, wotdao n
NPOYVWATIKN Tous a&ia dev eivar yvwotn. To ouvopopo Turner eival ouxvo aftio otévwons 100poU,
unapéns dintuxns aoptikns BaABioas kaBws kar napdtaons tou QT H1a0TAPATOS 0TO NAEKTPOKAPOI-
oypdpnpa. Xto oUvopopo Noonan n atévwaon s Nveupovikns BaABidas kai n uneptpoia tns api-
OTePNS KOIAias €ivar 01 oUXVOTEPES ekONAWOEIS and To kapdiayyelakd oUOTNHA Kal ouxvda 0dnyouv
0tn G1dyvwon Tou ouvopopou. TéAos,0Eeies kataotdoels, ONws UNEPTAoIKn kpion oTo nAaiolo
(PAIOXPWHOKUTTWHATOS Kal O1aBnTikN KeTogéwan pnopel va emnAékoval pe Juokapdiakn SUOAEI-
Toupyia, algnon twv Brodeiktwv (tponovivn, NTproBNP) kar €lkdva puokapdiakns @Aeypovis (Hu-
okapbitida) otn payvntikn Topoypagia kapdids.
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TitAos OpnAias:
MPOXEITIZH TOY EOHBOY ME XPONIO NOXHMA

Avar). KaBnyrpia Maibiatpiknis-EpnpBikns latpikrs, E.K.M1A.

Emort. YneuBuvos Movdbas Epnpikis Yyeias (M.EY.)

B’ Maibdiatpikn EK.I1A.- TN [aidwv «[1. & A. KupiakoU», ABiva
QAieuBivrpia MME «Xtp. Avantuéakns kar Enfikns Yyeiasy
[Npdebpos EAAnvikns Eraipeias Eonfikns latpikns (EEEI)/UNESCO Lol

Oa ouZntnBouv ta avantugaka xapakTNEIOTIKA TwV EQNPWVY Kal 01 TEXVIKES NPOCEyyIons, e Bdon
0 BeopoBetnuéva dikaiPatd Tous OxeTikd pe tnv uyeia tous (ZUpBaon yia ta Aikaiwpata tou
Mandiovu 2 Aek. 1992 voy, 2101), kaBws kar Ta dikaiwpata Twv voonAeudpevwv epnBwv oto No-
ookopeio- Aiktuo Aikaiwpdtwy tou Maidioy, 2009. Aivetar éugpacn otnv evouvaioBnon kar nAai-
oiwon and v 0IKoYEVEID, VOONAEUTES Kal 1aTpoUs e 0TOX0oUS BEATIOTNS povTidas kai evioxuons
TwV deGIoTNTwV. AVa@EPOVTal Ta OUXVOTEPA XPAVIA VOONHATA TWV EQNPWV Kal 01 MPOKANTETS NoU
npokUntouy, kaBws ka1 o1 SuokoAies diaxeipions and tnv NAupd tns oikoyevelas. Mvetal avapopd
OTOV OXEDIAOHO TWV «@IAIKWV» UNNPECIWV oUp@wva pe Tis KateuBuvtnpies 06nyies tou Mayko-
opou Opyaviopou Yyeias (1.0.Y.) ka1 0TIS apxes TS KOIVWVIKNS ouvaioBnpatikns evouvapwans kai
WUXIKNS avBekTIkOTNTaS.

Mapouaoiddovtal napepPacels kar epyaAeia nou pnopolv va e@appootoly, kabws kar Baoikof
KaVOVES Mou 10XU0UV NPOKEIUEVOU va unootnpixBei o épnfos pe xpovio voonpa pie Tov KatdAANAO
tPdno, pe oefaopd kar Betikdtnta.
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TitAos OpnAias:
H MPOAHWH TOY XA 1

MD, Phd., Naidiatpos - AiafntoAdyos, Empelritpia A" Aafntodoyikd kévipo, A’ Madiatpikis KAvikrs, N laibwv
ABnvawv «f1. & A. KupiakoU», ABrva

Ikonos: NMadid nou eivar pikpd yia tv nAikia ktnons (SGA) kar dev napoucialouv avtippomoTiKi
entaxuvon s al&nons Péxpl TNV NAIKIa Twv 4 Twv €xel anodeixBel 0T weeAoUval 0To TEAKO
ToUs avaotnpa pe ™ Bepaneia pe augnuikn oppovn (hGH). O agovas GH-IGF1 dev epnAéketar povo
0tn O1£YEPON TNS OWHATIKNS avantuéns kal otn pUBpIoN Tou PeTafoAiopod aAAd kar aTnv avantu-
&n s Gopuns Kal otn pUBLION TwV AEITOUPYIWV NoU OXETICovTal e To Kapdloayyeiakd oUoTnpa.
Movo pia nepintwon nadiou pe GH avendpkeia nou napouciaoe KOAMOKOIAIAKO aMOKAEIGHO katd
™ O1dpkeia Bepaneias pe hGH éxer pexpr onpepa avapepBei. ESw neprypdoupe tnv epgdvion
KoAnokolAlakoU anokAgiopoU 3ou BaBuol oe SGA naidi katd tn didpkeia tns Bepaneias pe hGH.
MéBobos: Aydpr 10,5 xpovev napanépnetar Adyw kaBuotepnpévns avantuéns. And to atopiké ava-
HVNOTIKO QVAMEPETAl YEVVNON o€ NAIKIa kUnans 39 eBdopddwv pe Bapos yevvnons 2200gr (-3,70 SD)
Kal pnKos yévvnons 46cm (-3,3SD). To oikoyevelakd 10Topikd avapépetal eAeUBepo. Katd tn kAvikn
e€etaon napouoidlel Uyos owpatos 126cm (-2,35 SD) kar Bdpos owpatos 25k1Aa (-25D) kar otddio
epnpeias katd Tanner I. Aoinn kAivikn e€€taon @uatoloyikn. EmnA¢ov to apos kai to Uyos tou Ppi-
okovtal and tn yévvnon kdtw anod tn Tpitn ekatootiaia Béon. AlevepynBnkav kapdioAoyikn e&étaon,
OpHOVOAQYIKOS, BaOikOs €pYaOTNPIOKOS EAEYX0S OUUMEPIATHBAVOHEVOU aVTIOWUATWY KOIANIOKAKNS
HayvnTikn Topoypagia undguons ka1 kapuotunos ta onoia PpéBnkav @UOIOAOYIKA. LTOvV UNEPNXO
veppwv dlamatwBnke povnpns apiotepos veppods. H dokipaaia npdkAnons GH pe yAukayovn €beice
peyiotn upn éxkpions GH 10,5ng/ml. H ootikn tou nAikia unoAgindtav katd 3 xpdvia. Eneion to nandi
yevvnBnke SGA kai Oev €ixe enapkn avantuén TOUAAXIoToV pexpl 4 xpovwv Eekivnoe Bepansia pie
au&nuikn oppdvn og 6oon 0,03mg/kg/eBoopdda pe MoAU kaAd puBpd augnons (10-12 cm/Xpdvo).
AnoteAéopata: Metd ano 21 prves Bepaneia pe hGH oe tuxaio npoaBANTikG kapdioAoyikd éAeyxo
Kal €V NTaV TEAEIWS aoUpPNTWUATIKOS O1amoTtwOnKe KOANOKOIAIGKOS anokAgiopds 30U Babpoy,
onote Oiekonn n Bepaneia. KaB'oAn tn didpkeia tns Bepaneias ta enineda IGF-1 Atav guaioAoyikd
evw dev avaepetal npdopatn Aofpwén. Metd 6 pnves and tn diakonn tns Bepaneias Ba yivel
kapbioAoyikn enavektipnon pe Holter kan triplex kap&ids.

Yupnepdaopara: n GH eivar yvwotd 6t ennpeadel T Aertoupyia tou kapdioayyyeiakoU ouoThpa-
10s. To na1di pas napouasiaoe NAnPN KoAMonoikiakd anokAgIopd katd t didpkeia s Bepaneias pe
hGH av ka1 péxpr onpepa dev exel avagepBel napdpoia napevépyeia. Luvenws évas nAnpns kapdi-
0A0YIKOS €Aeyxos Ba npénel va dievepyeitar katd th didpkeia tns hGH Bepaneias.
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TitAos OpnAias:
H LYMBOAH THZ ANTAIAL LTO FAYKAIMIKO EAErX0 TQN MAIAIQN ME ZA1- NEOTEPA
AEAOMENA

AvarAnpwti KaBnyntns MNadiatpikns-laidiatpikns EvéokpivoAoyias Tunua latpiknis, 2xoAn Ematnuwyv Yyeias
ApiatoteAeiou lNMavermatnpiou Beooaovikns, Osaoalovikn

Ta teAeutaia xpdvia, €€eAi€els otnv avuipetwnon tou Xakxapwdn Aiapntn kar Kupiws, n evow-
HATWON TNS TEXVOAOYIas, EMTPENOUV Tous aoBeveis va netuxaivouv os PeYaAUTEPO NOCOOTO TOUS
YAUKaQIpkoUS 0TOXous, BEATICVOVTAS TAUTOXPOVA Kal TNV no1otnta {wns tous. O1 avtAies voouAivns
elval PIKpES, POPNTES GUOKEUES, MOU LE TN XPNON CWANVIOKOU PETAQEPOUV OTO CWHA TNV IVOOU-
Aivn. MipoUvtar KaAUTEPa TO pUOIoAOYIKO ndykpeas, kaBws NEPIEXOUV HOVO ypryopn 1VGOUAIVN
ka1 Bpiokovial ouvEXWS oUVOEDEPEVES e TO 0wHa. AnoteAoUv avanoonaoto HEPOS TOU KAEIOTOU
KUKAWHATOS Kal PE TNV EMKOIVWVIa TouS e T0 oUOTNpa ouvexous kataypagns yAukodns (CGM)
NETUXaivouv anoTeEAEOPaTIKOTEPT KAl EUKOAGTEPT TOUS BEATIOTOUS YAUKQILIKOUS GTOXOUS.

Mpdypat, oUpewva e ta vedtepa dedopieva, emkaiponoinpéva otis 31 louhiou 2024, oxedov
2000 aoBeveis nou @épouv to ouotnpa MiniMed 780G tns etaipeias Medtronic otn xwpa pas
netuxaivouv €vav peco nooootod xpovou evids atoxou (Time in Tange, TIR, 70-180 mg/dl) oto
75,3%, pe avtiotoixa anodextd nooootd unepyAukalpias (>180 mg/dl) kar unoyAukaiyias (<70
mg/dl) 22,6% ka1 2,1% avtiotoixa. Ztov euaioBnto naidiatpikd nAnBuopo, 404 aoBeveis pexpr tv
nAIkia Twv 15 €TV @EPouV To cuoTtnpa otnv EAAGGE kar o1 avTioToixor €GOl Gpo1 TwV NOCO0TWY
Tous efvar 73,9% y1a 10 Xpovo evios oToxou Kal 23,7% kar 2,4% yia tpés >180 mg/dl kar <70mg/
dl avtiotoixa. Mooootd aoBevwv > 70% netuxaivouv TIR > 70% ka1 Glucose Management Indicator
- GMI < 7%.

Mapopoiws, 61eBvn dedopéva and aAAa, nponyuéva, UBEIOIKA, KAEIOTG KUKA@UATA avTAias 1v-
oouhivns pe CGM, kanoia and autd o€ avapovh KUKAOMOPIas TOUS OTn Xwpd pas, MOEIKVUOUV
1KOVOMOINTIKA N0C00TA YAUKCIUIKOU eAEyxou. Ta bedopéva autd npenel va pas euaicbntonoinoouy
WS enayyeApaties uyeias oto va NpowbNooULE TETOIES ANOTEAEOATIKES AUOEIS OTOUS a0Beveis
pas, kaBws n dieicbuon Tous napapével akoun duoavdAoya XapnAn GUYKPITIKA e Ta 0QEAN Mou
NPOCPEPOUV.
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TitAos OpnAias:
H ENIAHMIOAOTIA TOY XAKXAPQAH AIABHTH

[NaBoAdyos-KaBnyntpia Oepaneutikns-Emonuioloyias & lNpoAnntikns latpikns, Ospaneutikr) KAvikr) levikd Noookopieio
«AAe&dvopay, ABnva

0 oakxapwdns diafntns twnou 1 eivar pia xpovia ndBnon nou pnopei va epgaviotel og onoiadn-
note nAikia, av ka1 mo ouxva ekdnAwvetar otnv Naidikn nAikia. Aev oxetidetal e kakn diatpoen
n éMepn doknons, aAAG o@eiletal og SUOAEITOUPYIa TOU NAYKPEATOS NOU OTAUATA va Napdyel
1IvoouAivn, n onoia eivar anapaftntn yia th puBion s yAukddns oto aipa. Ta Baoika ocupntwpata
nepiAapBdvouv akovoia anwAeia Bapous, éviovn diya, AnBapyo kar ouxvooupia.

0 &1apntns tunou 1 ennpeder nepinou to 0,4% tou nAnBuopol ouis HIA, eva olUp@wva pe
Ta naykoopia dedopeva, o 2021 unnpxav nepinou 8,4 ekatoppUpia atopa pe diaBntn tunou 1, ek
Twv onoiwv to 18% ntav kdtw twv 20 €10V, 10 649% Ntav peta&l 20 kar 59 etwvy, kal 10 19% dvw
twv 60 etwv. To 2021 diayvwaotnkav nepinou 0,5 ekatoppUpIa Ve NEPIOTATIKG, HE TN Peon nAikia
epgavions va eivar ta 29 €. H Aaia, n onofa @iAogevei 1o 60% tou naykoopiou nANBuopoU, €xel
TOV PeYaAUTEPO apIBUG NEPIOTATIKWY, £V TO 6% TWV NEPINTWOEWV aPopd naidid kdtw twv 14
€TwV. L€ naykoopio eninedo, to 2021, ekuipdtar 6t 35.000 dvBpwnor neBavav xwpis didyvwaon
peoa o€ 12 pnves and tny eppAavion Twv SUPNTWRATwY. Méxpr to 2040, 0 emnoAaopds avapiévetal
va augnBef katd 60-107%, @tavovtas ta 13,5-17,4 ekatoppUpia nepIoTatikd, pe TS HeyaAUTepes
auénoeis va npoPAEnovtal o€ XwPeS XxapunAoU €1008NPATos, Onou N NPOcBaocn oTNV UYEIOVOIKN
nepiBaAyn napapevel nepiopiopévn.

01 nepintwoeis au&dvovtar otabepd, pe peyaAlTepn ouXVOTNTA OTIS XWPES UPNAOU €100dnpa-
10s. MpoPAenetal du pexpt to 2040 o emnoAacpds Ba augnBei onpavtikd, 161aitepa oTIS XWPES pE
NEPIOPIOKEVOUS NOPOUS.

H augntikn tdon anodidetal o€ noikidous Napdyoves, Onws AOIUWEEIS, MPOYEVVNTIKES EMIMAO-
KES ka1 aAAayes oTov Tpono {wns. MapdAAnAg, n npOANYN evOUVAUWVETA PEow NPowBNons uyiel-
VWV 0uvNBEIV Kal NEPIOPIoHOU TwV N avaykaiwy Ka1oapikwV TOHWY ka1 avTBIoTIKWV.
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MAO1
AZIOAOTHZH AAAATHEZ AIATPOOIKQN LYNHOEIQON XE EOHBOYLX ME AYTHMENO LTPEX

Turiua latpikris, EBvikd kar Kanobiotpiakd Mavermotrpio Abnvawvy, ABiva

Ikonos: E6W ka1 dekaeties, éxel anodeixBei nws to otpes €ivar évas and tous Pacikdtepous
napdyovtes nou ennpeddouv OUOPEVwS TN dlaTpo@n Tou avBpwnou. XToxos NS Napouods
epyacias ntav n 61EpEUVNON TNS CUOXETIONS TOU AUENPEVOU OTPES Kal TS AAAAYNS TWV O10TPOPIKWY
ouvnBsiwv o€ epnous.

YAiko ka1 péBodor: H £peuva 1e€nx0n and tov Noépppio tou 2022 £ws tov AnpiAio tou 2024
pe Ogfypa 407 unépPapous kar naxUoapkous epnpous nAikias 13-18 etwv. O1 ouppeTeéxovies/
ouoes nponABav and yupvaaoia kar AUkela oxoAeia tou Nopiou Attikns. H petpnon tou Aeiktn Madas
Xwpatos (AMY) nponABe and v autoava@opd twv eenBwv UYous Kai fApous Kai T XpAon Twv
kapunuAwv avdantuéns tou Maykoaopiou Opyaviopou Yyeias. O ouppetéxovtes tagivopnBnkav Baoel
Tou AMX oUpwva pe Ty nAikia Kai To UAO Tous. LTnv €peuva evidxBnkav Hovo 6001 eBeAoVIES
ntav Petagu s 85ns ekatootiaias BEons kar navw kar tns 95ns ekatootiaias B¢ons kar ndvw. MNa
TNV EKTIUNON TOU OTPES XpNao1ponoINBnke 1o epwtnuatoAdyio DASS-21, evw yia T H1aTpo@Ikn
a&ioAoynon 10 EMnviké EpwrtnpatoAdyio Xuxvotntas KatavdAwons Tpogipwy. H avaAuon twv
dedopEvwy NpaypatonoiNBnke e To otatiotikd naketo SPSS.

AnoteAéopata: Ta eupnpata s PEAETNS €DEIEQV OTATIOTIKA ONPAVTIKA OUOXETION PETAEU TOU
otpes, Tou AMX kai tns d1atpo@ikns katdaotaons Twv eBedovtwy. O1 épnpPor napouciaoav auénpevo
otpes €101KG Katd TV nepiodo Twv eEETA0EWY, HE ANOTEAEOHA VA UNEP-KATAVAAWVOUV TPO@IHa
uYnAd og Ainidia, {axapn ka1 cAdT. 77,9% Twv OUpPETEXOVTWY PpEBNKE va napayyEAvel Npoxeipo
@aynto ane&w o€ kpiolpes kataotdoels dyxous. MapdMnAa, napatnpnBnke ta kopitola va eivar o
EMPPENN OTO OTPES KAl KATA OUVENEID VA KATAVAAWVOUV Mo avBUYIEIVES TPO@PES OUYKPITIKA LE Ta
ayépia. EmnAéov, napatnpnBnke Ot ta Kopitola eixav EMppEnEIa oTnV Naxuoapkia, eva ta aydpia
oto unépPapo.

Yupnepaoparta: To auénpévo otpes (aivetal va OUOXePaivel TNV NOIOTNTA TPOPNS Kal va aAAAdel
TS O10TPOPIKES CUVNBEIES TWV EPNBwV.
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MNAO2

EKTIMHXH METABAHTOTHTALZ AIATPOOIKQN ENIAOITQON E®OHBQON ME MAXYZAPKIA KAI
KATAOAIWH

NuAapivou I.

Tunua latpiknis, EBviké kar Kanodiatpiako Mavemotruio ABnvav, Abnva

Ikonos: Inyepa, oAoéva nepioodtepa dedopéva avakunmouv avapopikd HE TN OUOXETION TNS
KataBAIPNs Kal TS ouvalioBNpaTIkAS KatavaAwons @ayntoU. XToxos Tns napouoas epyacias ntav
n a&10Adynon s enidpaons tns katdBAIYns otis H1aTPOPIKES ouvNBEIes pNBwv pe naxuoapkia.
YAikO kar péBodor: H épeuva 61€nx0n and tov loUAio tou 2023 £ws tov Mdio tou 2024 pe
defypa 309 EMnves ouppetéxovies/ouaes nhikias 14-18 etwv. H ektipnon tou Agiktn Mada Lwpa-
105 (AMX) nponABe ano tnv auto-avagopd Twv atopwy UYous kar BApous kair th xpnon Tou Tunou
AMY=Bdpos/Yyos?. OAor 01 ouppetéxovtes Tagivoundnkav facel tou AMX oUp@wva Pe Tnv nAikia
Ka1 To @UAO Tous. LTnv épeuva evidxBnkav povo doa dtopa eixav AME>30 kg/m?. Na v ekti-
pnon tns katdBAigns xpnaiponoinBnke n EAAnvikn exdoxn ts kAipakas Beck-2 (Beck Depression
Inventory-2, BDI-2), evw yia tn diatpo@ikn agloAdynon 1o EMnvikd EpwtnpatoAdyio Zuxvotntas
KatavdAwons Tpopipwv (Food Frequency Questionnaire, FFQ). H avaAuon twv 6edopévwy €yive
pe To otatiotikd nakéto SPSS (SPSS, Inc. IBM). Mepiypagikn otaTioTIKA Npaypatonoinbnke yia
OAes TS peTaPAnTés.

AnoteAéopata: Ta supnpata s peAétns €06€1€av oTaTIOTIKG ONUAVTIKA OUOXETION HETAEY
s katdBAiyns, tou AMI ka1 s d1aTPOPIKNS KATAoTaons Twv ouppeTexoviwy. O1 eBehovtes
napouciaoav auénpéva nooootd katdBAipns €101ka katd t didpkela NePIOdWY UYPNAOU OTPES,
KATAQEUYOVTAS Of €UTEAEOTEPNS NO1OTNTAS TPO@IKA. 87,3% Twv e@nBwv napatnpnbnke va
KOTAVOAWVET MPOXEIPO PaynTod TN oUypN nou ekdnAwve eva kataBAintiko eneioodio. MdAiota,
onpeIwBnkav uPnAGTEPa Nooootd unepgayias katd tn didpkela KATaBAINTKWY CUPBAVIWY TV
OHGdA TWV KOPTTOIWV CUYKPTTIKA He TNV opdda Twv ayopiwv (69,2% évavt 48,9%). Ta nooootd
QuTd PElvovIav 000 augavotav To HopPwTIKO €NinedO TwV OUPHETEXOVTIWY, €V au&dvoviav 000
pey@Awve n NAIKia Twv eEnPwv.

Yupnepaopara: O1 kataBAinukés oupnepipopés @aivetar va petaBdAAouv TS O1aTPOPIKES
ouvnBeies Twv epnPwv pe naxuoapkia, duoxepaivovtas v No16TNTA TWV TPOPIKWY TOUS EMAOYWV.
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MAO3

H XHMAZLIA THX ENTATIKHZ EKIMAIAEYXHZ AIMO AIAITOAOIO XTH BEATIQZH TOQN
INQXEQN & LTON FAYKAIMIKO EAEMX0 MAIAIQN ME XAl

Nawvéon A.', Kwotépia 1.2, Aikaiakou E.2, TevtoAotpns N.3, Kokkivos A.3,
Aupneponoulos E.3, BAaxonanadonoUAou E.-A.2, Tevtodoupns N.3

Hunua Metamuxiakoy «Zakxapwons Aiafitns kar laxuoapkiay, latpikn XxoAn ABnvav, Abrva

2Tunua Evéokpivodoyikd: Auénons & Avdmtuéns, N Maidwv ABnvav «I1& A Kupiakouy, ABiva

STunpa Aiafitn, A’ Mponaibeutikns MaBoAoyikis KAvikns MNavermotnuiou ABnvav & Aiafntodoyiko Kévipo, [NA «/\aikoy»

Ikonos: Na diepeuvnBei To katd Ndoo €va NPOYPAUKA EVIATIKNS EKNAidEUONS and O1aITOAGYo
pnopei va emtuxel tn BeATiwon TwWV YVWOoEwWY O1ATPOPNS Ka1 TOU YAUKAILIKOOU EEAEYXOU 0€ naidid
pe LAtl.

MeBodoAoyia: Xtn peAétn ouppeteixav 12 naidid (10,08+3,60 €tn, 83,33% aydpia, 66,67%,
¢pnPa, 1,94+2,06 €tn XAtl), 11 épepav aioBntnpa ouvexous Kataypa@ns YAUkOns. H eviatikn
eknaideuon nepieAdBave U0 NaPOUCIATEIS yia TNV UYIEIVA SIATPOPN Kal TNV Katapétpnon uda-
TavBpakwv. Xtnv apxn kar oTo T€A0S Tns Tpipnvns napéppaons to epwtnpatoAdyio PedCarbQuiz
XpnoiponoinBnke yia tnv a§loAdynon Twv yYVwoewy OXeTIKA Pe Tn diatpo@n. H a&loAdynon tou
yAuKaipikou eA€yxou €yive Bdoer twv HbALCTIR, TAR, TBR kar CV otnv apxn kar 0To T€A0s tns
Tpiunvns napépBaons.

AnoteAéopata: H péon tipn ts HbAcL otnv apxn 7,42% (£1,28) ka1 oto téAos tns napépfaons
7,34% (+0,91) bev dieepe oe onpavuikd BaBuo (p=0,57), opoiws dev Bpebnkav otatiotkd
ONpavTIkes d1apopes oTis Petpnoels Twv TIR, TAR, TBR kar CV. Xtnv apxn ts napeppaons n peon
1pn tou PedCarbQuiz score ftav 45,58 (+4,70) evw oto TéAos ntav 45,96 (+5,02), (p=0,59).

H peon tipn s oAikns IvoouAivns otnv apxn ntav 32,66+26,47IU ka1 oto teAos au€nBnke oto
37,89+27,04IU (p=0,09). 0 péoos 6pos twv z-score Tou AMX otnv apxn s napépfaons ntav
0,96+0,87 ka1 oto téAos 0,88+1,09.

Yupnepaopara: Metd v napépBaon GiamotwBnke pikpn aAAd Ox1 onpavikn BeAtiowon ws npos
v HbA1c ka1 11s yvwaoels nepi diatpopns ota naidid pe XAL. Ta anoteAéopata autd mBavov va
o@eidovtar oTov ano v apxn kaAd peao 6po ts HbAcl (7.42%), oto pikpd péyeBos Tou Oely-
HaTOS, OTN HIKPN O1ApKEIa TNS NAPEPBAcNS Kal 0Tn N Xopnynon eEATOIKEUPEVWY SIATTOAOYIwWV.
Ei6ikotepa, edv eixav 600l npoownikes ouvedpies kal €atopikeupeva O1aIToAGYIa oTa Naidid pe
YAtl, evOeEXOpEVWS Va EIXAPE NETUXE OTATIOTIKG ONWAVTIKN BEATION TOU YAUKQIHIKOU EAEYXOU,
kAT nou €xe1 napatnpnBei kar otn BiBAIoypacpia.
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MNAO4

E®OHBOX ME XAMHAO ANAXTHMA KAI .NOONAN: NMAPOYZIAXH MEPILTATIKOY
ABouodkn X.!, ManadonoUAou K.}, NMavayoUAia A.2, Kagetdn M.2, MavwAdkos E.3,
Ytpatdkns K.4, BAaxonanadonoUAou E.-A.!

. Evbokpivodoyikd-Auénans k1 Avdrtuéns, TN Maidwv ABnvav «I1. & A. Kupiakouy, ABiva

“Bioxnuikd - Oppiovooyikd Tunpa, TN Maidwv ABnvav «I1. & A. Kupiakouy, ABrva

Access to Genome

“levetikn kar latpikn s Akpifeias, Ivatitouto Mopiakns BioAoyias, HpdkAgio, Kpitns

Erocaywyn: H diepelvnon tou xapnAoU avaotnpatos (XA) anaitei oToxeupévn Anyn 10TopIkou,
AenTopePn KAIVIKN €E€TAON KAl OTOXEUPEVO €PYAOTNPIOKS €AgyX0. XTn &1aopikn didyvwon nepi-
AapBdvovtar unoottiopds, Xpovia Bepansia pe KOPTIKOOTEPOEION, PEUATOAOYIKA KAl AIHATOAOYIKG
VOONATa, XpOvia VEPEIKN VOO0S, avoooavendpkeles ka1 KUOTIKA ivwan. EvbokpivoAoyika aitia &i-
vai o unoBupeogidiopos, n avendpkela GH, to o. Cushing kar o weubolnonapabupeogibiopos TUNou
|. TéAos yevetikd oUvdpopa pe XA eivar ta a. Turner, 0. Noonan, o. Silver Russel, kar Prader-Willi.
Ixonos: H napouaiaon nepintwons e@nBou o onoios napakoAouBeito and tnv naidikn nAikia Adyw
XapnAoU avaoTAPATOS

Mapouciaon nepintwaons: Aydpr nAikias 5 %2 etcv napanéunetal ané naidiatpo yia diepelvnon XA.
And 1o atopIkd 10TOPIKO avapEPETal TEAEIGpNVN KUnon pe BI=2940g, buoavegia otn Aaktodn, kan FOM oe
Bpepikn NAIKia. And TO OIKOYEVEITKO 10TOPIKO QVAPEPETAN XAUNAS AVAOTNLA OTNV OIKOYEVEID TOU NATERT KAl
YZ: 173 cm. Katd tv npwtn eniokeyn napouoiade YZ: 100,5cm (<3"EO), BE: 15,5kg (<3 E), puaioloyikn
avaAoyia koppoU-Akpwv, XapENAN NPOOPUON WTWY, VAOTIWHEVO! OPXEIS AUPw, @uonua 2/6 (Yvwoto ,
eAeyxBev, opeINdpevo ot pikpoU BaBpou avendpkeia pitpogidous). Ao Tov EpyaotnpIakd EAeyxo Bpebnke
kaBuotepnpévn ooTikN NAIKIa 4 1wy, xapnAn IGF-1 = 65ng/ml kaBws kai UOIOACYIKN TIUA AUENTIKNS Op-
Hovns kai kapuaotuno 46,XY. 0 aaBevins napakoAouBnBnke KAIVIKG, EpyaoTNPICKA KAl AneKOVIOTIKA avd €105
ONOTe NAPEPIEIVE QOUPIMTWHATIKOS HIE (UOTIOAOYIKN Bupeogidikn Aertoupyia. L€ nAikia 13 %2 e1v €xovias
0oBapoU BaBpou xapnAd avdotnua YX : 127,8 cm, KAIVIKA NPoe@nPIkoUs OPXEIS pUOTOAOYIKG QVEMTUY|E-
vous, IGF-1 = 223 9ng/ml kar uotooyiko test Siyepons GH pie kAovidivn (GHmax = 13,5ng/ml) dievep-
ynBnke éAeyxos yovidiwv nou oxetiovial pie XapnAd avaotnpa onws FGFR3, SHOX, NPR2, ACAN, IGFIR,
IHH. Aev avixvedBnke yvwotn naBoydvos petdAaén. Me tv unoyia s. Noonan npoypappatiotnke WES to
onoio avedeige petaAagn oto yovioio PTPN11 empBeBaiwvovtas t didyvwon. Mpoypaupatiotnke kapdio-
AoyIkOs, aKOOAOYIKOS, OPBAALIOAOYIKOS EAEYXOS O1 0Moiol NTAV (PUOIOAOYIKOI. XTov 0pBonedikd Asyxo Oia-
motwOnke avicookeAia AP>AE xwpis avaykaidtnta enéppaons kar atov 0dovTiaTpikd EAeyxo diamotwBnke
kaBuaotepnpévn avdnmuén yvdBwv kal avatoAns POVIHWY SoVTIV.
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Yupnepaopata: To o.Noonan eival pia yevetikn diatapaxi n onoia xapaktnpidetar and XapnAd avdotnua,
OuyVeveis kapdiondBeles (e Mo ouxvin TNV OTEVWON NVEULIOVIKNS BaABI6as), BUCLOPEIKA XapaKTNPIOTIKA
npoawrou kar Bwpaka (kupiapxoUv 0 okagoeIdns kal tpomdoeItns Bupakas) kpuwopxia kar KAnpovo-
HEMTal e QUTOOWHIKG EMKPAT TPOMO. XT0 50% Twv NEPIMWoewv opeileTal o PETaMGEEIS aTo yovidio
PTPNL11, to onoio Bpioketar ato 12¢24 yovidio kar kwdikonolel v pwapopikn tupoaivn SHP-2. H didyvw-
on Tou propel va 61aAdBe1 Adyw NS aIVOTUMIKNAS K1 TS YEVETIKNS ETEPOYEVEINS TWV MEPIOTATIKV MOU
€x0UV kataypagei otn BipAioypacpia.
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MAO5

METAANAZEIZ XTO FONIAIO PTPN11 KAI MAIAIATPIKO NEYPOBAAXTQMA
Apkoupdvn M.4, BAaxonanadonoulou E.2, Mnaka M.3, Matdakns X.%, Ltpatdkns K.4
TASTREA Health, ABrva

2Tu. Evbokpivodoyiko-Auénons ki Avdntuéns, [N laidwv ABnvav «I1. & A. KupiakoUy, ABrva

3Tu. Oykodoyikd, TN laidwv ABnvadv «I1. & A. KupiakoU», ABiva

“leverikn & latpikry Akpifeias, IMBB, ITE, HodkAgio

Eiocaywyn: To oUvopopo Noonan eivar yeveukn Oiatapaxn, n omoia xapaktnpiletar ano
KapOI0MPOOWNIKES AVWAAIES Kal KOVTO avaotnpa. KAnpovopeital pe autoowpatiko emkpatn
P00 N ws de novo petdAAagn. Exel ouoxetiotel pe auénpévo kivouvo kakonBeias, kupiws pe
Aguxaipia, ka1 onaviotepa pe oupnayeis dykous, onws ivar 1o veupoBAdotwya.

Ikonos: lMepiypapn aoBevous pe veupoBAGOTWHA OTN VEOYVIKA NAIKIa ka1 161aitepa XapnAd
avdotnpa otn naldikn nAikia pe petdAAagn oto yovidio PTPNII. YynAdtepn KAIVIKA unowia,
enaypunvion Kai evwpis YEVETIKN avaAuon pnopei va odnynoel o€ mio €ykaipn Gidyvwon Kai
otoxeupevn Bepaneia og peAlovuikoUs aoBeveis.

YAiko ka1 pé@odos: Kopitor nAikias 10.56tcdv mpoonABe 01O €VOOKPIVOAOYIKG 10TPEi0 Via
diepeivnon. Atopiko 10topiko:Bl:2980gr, MI:51cm, teAeidpnvn kUNon PE OPaAN MePIyEVVNTI-
kn nepiodo- NeupoBAdotwpa otnv veoyvkn nhikia. KAivikn e€€taon: Yyos 119cm (<3n EO) kai
Bapos 21kg (<3" EO), pikpoke@aAia, Tpywvikd npéowno, MaoxdAes, Maotoi, Epnpaio Tanner |,
OKEAETIKES NAPAPOPPWOEIS(anod o 1° £1os napouciade uneptovia Twv KATw dkpwv kai n Badion
s kaBuotepnoe). H aoBevns napepeve katw and Tis kapnuAes avénons(Bapos, Uyos, NepipeTpos
KEPAANS) 1" auto Kkai gixe yiver popiakds kapudtunos xwpis naBoAoyikd eupnpata kal dUo dokipa-
oies au&ntikns oppdvNs, €K TwV oMnoiwv N pia pe @uUAIoAoyIKN ékkpion. Mapanéu@Bnke ouvenws
yia yevetikn diepevvnon. Eyive avaiuon yovidiwpatos otnv aoBevn, pe tn pébodo, whole ex-
ome sequencing (WES),Bdon tnv péxpr twpa BiBAIoypagia oXeTika pe To veupoBAGoTWHA Kal TV
petdAAagn oto yovibio PTPNLI, kan tous aoBeveis e ouvdpopo Noonan kar petdAAaén oto PTPNLI,
€YIVE N OUYYPAPN ToU GpBPOU NOU avaPEPETal 0TO 80 NEPIOTATIKO OUVOPOLOU E TN OUYKEKPILIEVN
HETAAACEN ka1 TN S1dyvwon veupoBACoTWHATOS.

AnoteAéopata: Bpébnke petaMagn ¢.1507G>C,p.Glu503Arg ato yovidio PTPNLI, emBefaicovo-
vtas T didyvwon tou ouvopopou. Mpdkertal yia o 8o nepiotatiko otn PifAioypagia, cuvdpdpou
Noonan pe th ouykekpipévn PTPNI1 petdAAagn kar veupoPAdotwya.

Yupnépaopa: H opyavwpévn kataypagn o€ naykoopio eninedo twv PETAAGEEWY TwV yovibiwv
oto oUvdpopo Noonan kai n Unapén KEVIpwWY NapakoAoUBnons Twv aoBevwy autwv ano 1atpous
TWV apHOSIWV E1IKOTATWY PNOPET va 0ONYNTET O€ MO OTOXEUPEVES Ka1 EEATOUIKEUPEVES Bepaneies.
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MAO6

ArOPI ME KAGYXZTEPHXH AYEHXHL KAl XKEAETIKH XONAPOAYZMAALIA TYNOY SCHMID
Aéka-Epipn L.}, Aikou M.}, ManadonouAou Aik.!, Kagpetn M.2, Bpaka E.3, Koupepévos A.*,
BAaxonanadonoulou E.A.2

I Tunua Evéokpivoloyikd - Auénons kar Avdrtuéns

2 Bioxnpiko-OppiovoAoyiko Tunua

3 AktivoAoyikd Tunua
“OpBonaidikd Tunpa, TN Maidwv ABnvawv «I1. & A. Kupiakouy, Abrva

Eroaywyn: H petapuaiakn duoniaoia tinou SCHMID (SCHMID) xapaktnpidetar and kovtd avaotnyia npo-
00€UTIKA elpavI(OpEVO and Ty NAKIa Twv dU0 €Twv. XTIV KAIVIKN £1KOva nepidapBdvovial ta kovtd dkpa,
Ta paiBdioxia, n Adpdwon ts OMIY evw akTIVOAOYIKG SIaKPIVOVTAT LETAPUOIKES OUONAGIES TwV HAKPWV
00TWV.

Ikonos: H napouacicon Gppevos xpovoloyikins nAIias 7 kar 9/12 twv Ipakivis kataywyns nou npoonABe
yia diepetivnon kaBuatépnons ts avanugns and  XH Twv 3 1wV kal EUQAVIoNs OKEAETIKWV Napaop-
(PWOEWV.

MéBodor-AnoteAéopata: H peAétn s kapnUAns avantuéns Bapous kar Uyous E0EIEE €ws Kal TV NAIKIa
Twv 7 ka1 9/12 e1v ekatootiaia B£on xapnAdtepn and tv 3" H kAvikn e&€taon €6e1ge owpatopeTpikG BE
<3"EQ kan YZ <3" EO ka1 otddia epnfeias AH Tanner 1, PH Tanner 1, 6pxels oto oxeo pe Gyko 1-2 ml, npo-
néteia petwnou, kabidnon pidas pivés, unepteAopiopd kar omoBopikpoyvabia. TeBnke n unoyia avendpkeias
auénuikns oppdvns N okeAetikns duonAaoias n ouvopapiou Noonan. H kapdiooyikn e&étaon ntav guato-
Aoyikn. TpoypappaTioTnke SIEUPUPEVOS CILATOAOYIKOS EAEYXOS (BIOXNKIKGS, OPLIOVOAOYIKGS) kal dokipaoia
EKKPIONS QUENTIKNS OPUAVNS LiE Xoprynan KAOVIBIVNS e UOIOAOYIKA anoteAéopiata. Ta avTiowpata KoIAio-
KAKNS KaBws K1 YEVETIKOS EAEYXOS L€ KAPUOTUMNO NTaV QUOTIOAOYIKA. AMG TOV aKTIVOAOYIKO EAEYX0 NUEAOU-I-
oxiwy, Kdtw ka1 dvw dkpwv, BwPakos kal ornovOUAKNS aTNANS dIaMOTwWONKAY OULPETPIKA SUOTACOTIKES
aMoIWoEs (BUoNAQoTIKN Hop@oAoyia Aayoviwv 00twy, GUONAGOTIKA Hop@oAdyia Twv eyyUs LETapUOEwWY
TWV pInpiaiov 00twy, anaoia kAEI6wY, duonAaoia apgOTEPWY TwV aKPWHIwWY, BUCNAGCTIKN LIop@oAoyia
OAwv TwV onoviUAwy, duonAaoia Twv eyyUs Kar Anw PETAQUOEWY TwV Bpaxiwvitwv 00TWY) EUpNUATa Unép
petapuolakns duoniaoics. MpayuatononBnke opBonedikds éAeyxos e dianiotwon paiBotntas 1oxiwy,
kaBews kar emPePaicwon s ayeveaias kKAEIGWY Mou katnUBuvav T Gidyvwon o€ petaguolakn duomAdaia
Tunou SCMID. Ta v opioTikn didyvwon ekKpepe anoteAeaa yovitiakoU EAEyXou (exome sequencing).
Yupnepaopata: Aev éxouv tebei enionua diayvwotikd Kprpia yia T Metaguoiakn XovdpoduonAaoia
SCHMID. H &1éyvwon Baoidetar ota xapaktnpioTikd KAIVIKG Kal GKTIVOAOYIKG EUPALIATA KAl TN YEVETIKN €ni-
BeBaicwon BAGBNs tou COL10AL yovidiou. Anaiteftal GUGTNHATIKN KAl GUVTOVICUEVN NApakoAoUBnon kaBws
Ka1 OUVEPYQOTa e EMPEPOUS E1I0IKOTNTES Y1a TN HIAYVWOoN TS VOOOU.
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BPE®OX ME TPIXOXH EOHBAIOY KAl KATELTAAMENH KOPTIZOAH OPQY. MNOIA H AIATNQZH;
Aikaiakou E.t, ABouadkn X.!, Kwotépia .1, ManadonouAou K., LoiAé Mapia?,
Maotpaviwvakn N.2, Kovibapn A.2, BhaxonanadonouAou E.-A.}

IEvbokpivodoyiké-Auénons kar Avdrrtuéns Tunua, TN Maidwv Abnvadv «f1. & A. Kupiakouy, ABiva

2B’ Maidiarpixr) KAvikry, TN Maidwv ABnvav «[1. & A. KupiakoU», Abrva

Ikonos: H napouaiaon Bpé@pous pie Tpixwaon e@npaiou, kateoTaApévn KoptdoAn Kal emvepEidiakd
avdpoydva.

YAiko ka1 MéBobor: Bpépos BnAu 8 pnvaov diepeuvnBnke Adyw epgdvions Tpixwons epnpaiou
anod NPEPWV Kal KATEOTAAPEVNS KOPTICOANS. XTO ATOWIKO 10TOPIKO QVAPEPOVIAT OUXVES AOIWEEIS
aVanveuoTikoU TO TEAEUTaiO TPIUNVO, Adyw Twv onoiwv éAafe €10NvedpEVa KOPTIKOOTEPOEION OF
upnAes 66oels (250 pikpoypappdpia npomovikns @AouTikadovns ava 12wpo), pe pikpd pecodia-
otnpata Giakonns. And tn PEAETN TNS KAUNUANS avdntuéns H1amotwOnke 0TaoIPOTNTA TOU HNKOUS
and v NAIKia Twv 6 pnvov Pe peiwon s E.0. and t 50" otnv 10" eva to fapos akoouBoloe Tv
50" EO. Ztnv avukeipevikn e&etaon ME:66¢ek, 10" E.O., B 50" EO., nAnBwpiké npoowneio. Xtddio
katd Tanner paoxdAns |, paotwv kar egenpBaiou I, To péyeBos ts kAsITopidas NTav GUOIOAOYIKO.
AnoteAéopata: And tov epyaotnpiakd éAeyxo empPefaiwbnke kateotaApévn Kopt(OAn, €mive-
epidiakd avopoyova kar avtiotoixa xagnAn tiun ACTH. EmnAgov diamotwOnke €1kdva kahonBous
npipns BnAapxns (KoptiddAn opou 0.36pg/dl, ACTH 11.52pg/ml, DHEA-s 0,003pg/dl, 17-0H PRG
0,95ng/ml, FSH 3,88mIU/ml, LH<0,3mlU/ml, npoAaktivn 473mIU/ml, oiotpadioAn 9,9pg/ml). On
deiktes kakonBeias (BHCG, aFP) ntav apvnuikoi. Me Bdon to 10T0pIKG, TNV KAIVIKN €1KOVA Kal TovV
KAIVIKOEPYaoTNPIakd éAeyxo TéBnke n &idyvwon tou 1atpoyevous o. Cushing. ‘Eyive diakonn twv
E10NVEOPEVWY KOPTIKOEIOWV Ka1 Xopnynon udpokopTi{ovns oe 600N UNOKATACTAONS £WS TNV avd-
Kapyn tou emveppidiakol G&ova. Katd tov enaveAeyxo, evapion pnva petd diamotwonke emtd-
XUVON TNS KATd pnKos al&nons kal epyactnpiakn anokatdotaon tou emveppidiakou agova (Kopti-
{0An opou 11.3 pg/dl, ACTH 52.5pg/ml, DHEA-s 5.1pg/dl, 17-OH PRG 1,2ng/ml, FSH 4.92mIU/ml,
LH<0,2mIU/ml, oiotpadioAn<6pg/ml). e nhikia 12 pnvwv o Bpe@os napouciadel nAnpn Unoxw-
pnon s Tpixwaons e@nBaiou kar ouppeTpIkn augnon (MX: 76ek, 75"E0, kar BX 10.8kg, 50"-75"E0),
VW Napépeive nma BnAapxn.

Yupnepdaoparta: To 1atpoyeves auvdpopo Cushing pnopei va npokAnBei and ugnAn ddon e1onve-
OpEVWV KOPTIKOOTEPOEIBWV. XTn diagopikn didyvwon Tou cuvOPOHoU emnA¢ov nepIAapBavovTal o
dykos, 1o adévwpa kar n 0{wdns unepnAacia Twv emveEPIdiwV Kal To LIKPoadévwua s undpu-
ons, Ta onoia eival oAU ondavia ota Ppégn.
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NEPIOEPIKH NPQIMH HBH (MNMH) LE KOPITZI NHMIAKHE HAIKIAX

Aikandkou E.!, ApyuponouAou M.?, PoggoAdtou M.-M.!, AxiAAéws A.3, Ikovopas 1.3,
Lpetoiwpn A4, Doyavns A.%, Mapapélou MN.°, Bakdkn M.6, Kovibapn A.%,
BAaxonanadonouAou E.-A.

IEvbokpivodoyiké-Auénans kar Avdrtuéns Turua, TN aidwv ABnvav «[1& A. Kupiakous

2B’ Mabiatpikny KAvikn, N Naidwv ABnvadv «f1& A. Kupiakou»

3B lMaboxeipoupyikn kAvikn, TN Maidwv ABnvav «I1& A. KupiakoUy»

“Oykodoyiko Turua, TN lNaidwv ABnvav «[1& A. Kupiakous

STunpa MaBodoyikns Avatopiknis, TN Maibwv ABnvawv «I1& A. KupiakoU»

SAktivodoyiko Tunua, N lMaidwv ABnvadv «I1& A. KupiakoUy»

Ikonos: H napouaicon koprtoiol vnmiakns NAIKIAS e ONUAvTIKA iU £vapen nBns kar adpevapxns.
YAiko ken MéBo6or: Nimo 6nAu 4,5 1wy, napanépgBnke Adyw BnAapxis kai adpevapxis and NUEPWV. Xnv
avTKelevIkn &étaon diamotwBnkav: Maotol kan Tpixwon paoxdAns kar epnPaiou Tanner lI-1ll, kan wnAapnn
&0 otnv Katw KoIakn xwpa. O epyaotnpiakds EAEyX0s E0EIEE AUENLIEVN 0I0TPABIOAN, KATEOTAALEVES Yovado-
Tpoives ka1 unepavbpoyovaipia, eve o1 beiktes kakonBeias ntav apvntikof (FSH:<0.3mIU/mL, LH:<0.3 miU/mL,
E2:294.70pg/mL, PRL:581ulU/mL, 17-0H-Prog:5.23ng/mL, DHEA-S:0.467ug/ml, aFP:2.6ng/mi, BHCG<0.1Ul/
Lt, TSH:2.13plU/ml) oupBards pe nepipepikn npwipn ABn. H ootikh nAikia ftav 5,5 xp, npoxwpnpiévn katd 1
€10s. To unepnxoypdpna KoIAas Kar n JayvnTikn Topoypagia avedeige eupéyeBes OP@WLA (EMUNKNS OIapE-
Tpos>11cm), PIKTs ouotaons otnv exdooova nieho, mBavd apiotepns woBnkikns npogAeuans. H dokipaoia
dieyepans pie Synacthen test, ntav guaoioAoyikn. AkoAoUBnaoe NANPNS XEIPOUPYIKN ££aipean Tou GyKou.
AnoteAéopata: HiotonaBoAoyikn e&€taon avedeige veavikoU TUnou Kokkiokuttapikd oyko (JGCT) apiote-
pns woBnkns, atadiou katd TNM/UICC:pT1a. H aoBevns bev xpeidotnke nepartépw Bepaneia, v 0 nANpNs
QaneKoVIoTIKGS £Aeyxos pe MRI kar PET-scan ntav apvntikds LETEYXEIPNTIKA Kan Napapéver og NANpn Ugeon
yia v kUpia vooo ts. Katd v taktikn napakoAoUBnon napousiaoe MANPN UNoxwenon Twv KAIVIKWY Kal
£PYAOTNEIOKWV ONpEiv NBNS kal adpevapxis and oV NPWTO LETEYXEIPNTIKG PNAvVa.

Yupnepaopara: 0 JGCT anoteAei ondvio Gyko ota naidid kai tous epnBous. H aronaBoyévela eivar dyvw-
0TN, 0€ avTiBeon e Tov avTioToIxo OYKo Twv evnAikwv Onou o PetaAAdEers oto FOXL2 éxouv avayvwpioTe
ws 0 Paaikés napdyovras naboyévelas. AvieTwniCetal e Xeipoupyikn &aipeon kan emkoupikn XMO oe
NEPIMTWOEIS NPOXWPNHEVNS VOooU. H npdyvwon elval eEaipetikn o€ €epyaoies nou nepiopicovial otnv
woBnKn. Ztn diagopikn didyvwaon s NEPIPEPIKNS NPWIHNS NBNS, NepIAauBAvovTal o1 AETTOUPYIKES KUOTEIS
TWV WoBNKWV, 01 GyKOT KOKKIWOWV KUTtdpwy, Ta yovadoPAaotwyara, n LYE, o1 dykor twv emveppidiwy,
0 0ofapds unoBupeoeidiopds, to ouvopopio McCune Albright kan ékBeon o€ oloTpoydva 1 evOoKPIVIKOUS
diatapdktes. H éykaipn didyvwon eival kaBopiotikn yia Ty kaAUtepn ékBaon s Uyeias Twv aoBevv.
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MEPIFPA®H MEPINTQXHL AEKAMENTAXPONOQY EOHBOY ME NOXZOIONO MAXYZAPKIA
AOrQ YNAPOMOY BARDET-BIEDL (BBS)

Mpappévou A.}, lewpyiadou M.-K.2, TQen OA.L, Tootpa K.1, ManadonouAou M.,
MoupyeAd A.2, NManadonouAou A.-K.3, Nékka L.3, Kovidapn A.!

B’ Maidiatpikn KAvikn, TN Maidwv ABnvav «I1. & A. KupiakoUy, Abrva

20¢BaAuodoyixo Turipa, TN Maidwv ABnvav «f1. & A. Kupiakouy, ABiva

SEvbokpivoAoyikd Tunpa, N Maidwv ABnvav «I1. & A. KupiakoUs, ABriva

Ikonos: [apouoidletar n nepintwon aoBevous pe ouvopopo Bardet-Biedl(BBS) nou GiéAabe
s didyvwons €ws tv epnPeia tou. To BBS anoteAei ondvia (1:160.000) yevetikn diatapaxn,
NOAUGUOTNHATIKAS CUPKETOXNS. H KAvikA €1kdva neprypdgetal otov MMivaka 1. H &idyvwon eivar
KUPiws KAIVIKN ka1 JEXPT ONPEPT €X0UV VTOMOTET HETAAAGEEIS OXETI(OPEVES [IE TO OUVOPOLIO OE 28
yovibia(BBS1-BBS28).

YAiko-Meprypagn nepintwaons: ‘EpnPos, 15 etwy, pe Babpou Il naxuoapkia(BMI:50kg/m?) kar
AMma vonuikn uatépnon elonxBn oe TprtoPaBio Noookopieio Maidwv e&artias kovwvikwv Adywv Kai
€0nke und diepelivnon Adyw TwWV AVWTEPW KAIVIKWV EUPNHIATwWY. EA€UBEPO ATOIKO 10TOPIKO.
AnoteAéopata: Ynv avukepevikn egétaon, BL:140Kg, Y:167¢ek, All: 133/111mmHg. ¥tadia npns
katd Tanner: AH 4, PH 4, Opxers 6-8ml. H kAivikn €€taon katd ouoTnPaTa Atav (UOIoAcYIKN. H ooTikN
Tou nAikia ftav 17xp. H diayvwotikn diepelivnon ota nAdioia ts naxuoapkias avédei€e avtiotaon otnv
IVOOUAIVN, y1a TV onoia éBnke o€ aywyn pe petgoppivn. EmnAéoy, eixe duoavaioya xaunAd enineda
TEOTOOTEPOVNS Kal YOVadOTPOPIVGOV VI TNV NAIKI Tou ka1 téBNnke n &1dyvwon unoyovadotpo@ikoU Uno-
yovadiopoU(pubertal arrest). O Bupeogibikés oppdves, n npoAaktivn, n koptiddAn opoU kal N GUAAOYN
oUpwV 24wpou yia kopti{dAn ntav guatodoyikes. H MRI unoBaAdpou-unogpuons ntav uoloAoyikn. Al-
evepynBnke o@BaApioAoyikn e€€taon nou avédeige apxopievn LEAQYXPWOTIKN ap@iBAnaTpogibonabeia,
Bétovtas €to1 tv unowia yia BBS. Katd ta Aoind kAvIKG kpitipia Tou auvdpopiou, o épnfos dev napou-
ofade noAubakTuAig, €ixe UOIOAOYIKN VEPEIKN AETTOUPYIa, £V and TOV AMEIKOVIOTIKO EAEYX0 OEV aveu-
peBnoav avwpaAies Tou ouponoINTIkoU oUCTAKATOS. MpaypatonoinBnke, emnAgoy, EAeyxos GomPNONS
xwpis naBooyikd eupnpata. Me Bdon ta avwtépw eupnuata o aoBevins nAnpoloe 4 peidova KAIVIKG
kpitnpia yia T didyvwaon BBS. Ev avapiovn Oievépyeias yevetikoU eAeyxou TEBNKE o€ SIEMOTNOVIKN
napakoAoUBnon(naidiatpikn, evookpIvoAoyikn, o@BaALoAoyIKN Kar SiaIToAOYIKN).

Yupnepdoparta: H npwipns €vapéns naxuoapkia Unopei va anoteAsi KAIVIKA ekdnAwon noAUoUOTN-
HaTIKNS vVOoou, 6nws otnv nepintwon tou BBS. Anarteitar 10xupn kAivikn unowia kar enaypunvnon
and tov naidiatpo yia tnv avayvwpion Unontwv KAIVIKWVY XapaktnPIoTIKWY, WOTE va opyavwBei o
anapaftnTos €AEyXos yia T €ykaipn G1dyvwan kal ouvtoviopevn diaxeipion twv aoBevwv e BBS.
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Mivakas 1:Meidova ka1 eAdooova KAIVIKG kpitpia oidyvwons BBS.
(Me évtovn ypaen ta Kpitripia nou nANPoUce o acbevris.)

Meilova

Ex@uAion ap@ipAnotpogidols xitwva
Naxuoapkia npwipns évapéns

MoAudakTtuAia

Ynoyovadiopos

Ne@pikés avwpaies/Meiwpévn VE@pIKn AEIToupyia

) ) Nonuikn uotépnon/MaBnoiakés duokolies
[0 TN OIAYVWON QRATTOUVTAL

« 4 peiova kprtnpia n EAdogova
« 3 peifova + 2 eAdooova KaBuatépnon opnAias/Avantugiakn kaBuatépnon
Kp]'[ﬁp]a 0bovTiKes GV(J.)UCIMES
Lakxapwdns dapntns
ZuvdakTtuMia
Bpaxudaktulia
Ataéia
Zuyyevns kapdiondBeia
Avoopia/Ynoopia
Avwpalies oupoyevvntikoU CUGTNUATOS
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LYTKPIXH AEIKTH AIAXEIPIZHZ TAYKOZHE (GMI) 14 HMEPQN KAl 90 HMEPQN KAl HbAlc
LE MAIAIA ME AIABHTH TYNOY 1 NOY XPHZIMOMOIOYN LYZTHMA LYNEXOYZ KATAIPAQHL
FA\YKOZHX

Kwotépia l., ABavacouAn @., Aikaiakou E., NManadonouAou Aik., PogooAdtou M.-M.,
BAaxonanadonoUAou E.-A.

Tunua Evéokpivodoyias, Avdrtuéns & Avdrtuéns, N Maibwv ABnvav «I1. & A. Kupiakouy, ABrva

Ikonos: H peAétn tns Gapopds petagl HbALc kar tou GMI nou €xe1 unoAoyiotei and ta debopéva ouatn-
pdtwv ouvexoUs kataypapns yAukodns (CGM) 15 kar 90 npepwv npo s petpnans ts HbAlc.

YAiko ka1 MéBodon: Itn peAétn ouppeteixav 41 naibid (68,4% ayopia, nAikias 8,1+3,99 etwv, Oidpkeias
XA 2,1442,54 €1n, 58,5% o€ avtAia ouvexous £yxuans 1IVOoUAivns) nou xpnaiponolotv CGM. AvaAuBnkav
Ta dedopiéva Tns avagopds anod tv nepiodo twv 15 kar 90 nuepwv npiv and th pétpnon HbAlc. Kataypd-
@nke enfons n aipoogaipivn (Hb) twv naibiwv katd v npepopnvia tns pétpnons Hb1Ac.
AnoteAéopata: H &idpeon + IQR xpnon tou aigBntnpa ntav 97+6% kai 94,5+12%, yia Ty nepiodo twv
15 ka1 twv 90 npepwy, avtiotoixa. H didpeon tipn ts HbAlc ftav 6,9+1,5% kai tou GMI 6,9+0,8% 1600
yia TV nepiodo twv 15, 400 ka1 twv 90 npepwv. AlamotwBnke 10xupn cuoxétion petagl GMI kar HbA1c
ka1 otis 6Uo nepiddous (p<0,001). H andAutn diapopd HbAle-GMI (AHbALC) ntav napodpola kar otis 0o
nepiddous (0,4+0,53% ka1 0,4+0,43%). AHbALc <0,1% Bpébnke oto 10,3% ka1 7,69% Twv GUPLETEXO-
viwy, 0,1-0,5% oto 51,19% kar 59%, 0,5-1% oto 25,6% kai 23,1%, and 1-2% oto 10,3% ka1 10,3% kai
>2% o€ €va pdvo naidi, ouis avagopes 15 kar 90 npepwy, avtiotoixa. Khivikd onpavukn AHbALc (>0,5%)
Bpebnke oto 38,4% twv naidicv. To AHbALc dev ouoxetiotnke pe ta TIR, TBR, TAR i GMI o€ kapia and tis
dUo avagopés. Eivar evoiapépov 0T UNnpxe Uia pikpn aAAd onpavIikn apvntikn ouoxétion pe tnv HbAlc
otis 90 npepes (=-0,33, p=0,041). Aev BpéBnkav ouoxetioes peta&u Hb ka1 AHbALc, aAAd 6Aa ta naidid
eixav guaiodoyikn Hb. OAor o1 Tinor aieBntnpwy €ixav napopoia anddoon.

Lupnepaopara: YNNpxe pia KAIVIKG oxetikn olapopd >0,5% tou GMI kar tou HbA1c oto 1/3 oxedov twv
naidiwv pe CGM, téoo ota 6edopéva 15 oo kar 90 npepwv. H xapnAdtepn HbAlc cuoxetiotnke e peya-
AUtepn andkAion, €161kd atis 90 nuépes.

40 | NepiAnyers Epyaciwv



4-5/10/2024 ) Evbokpivodoyika MpoBAnpata

MA1l
Aigpglvnon tns oupnepi@opds Twv naidiwv 8-12 etwv o oxéon pe tov Agiktn padas
oWHAtos, Thv noldtnta UNVou Kal tTh ouvaligOnpatikn vongoouvn

Tunua NoonAeutikris, Mavemotnuio Autikis Attikiis, ABiva

Katd tnv naibikn nAikia, o Agiktns Madas Zwpatos (AMI), n noidtnta Unvou kai n ouvaioBnpatikn vonpo-
ouvn anoteholv Tpels BaaikoUs napdyovies nou ennpeddouv T peMovikn avantuén kar uyeia. H ouoxé-
TI0N PETAEU QUTWV TWV NAPAUETPWY UNopel va oUPBAAAE! onpaviikd otny npdAnyn Kal TNV avTPETWIon
drapdpwv npofANpdTwy, Onws n NaidIkn naxucapkia, o1 diatapaxés Unvou kai o1 cuvaloBnpatikés diata-
paxes. 0 okonos s napouaas PEAETNS eival n diepelivnon Tns aupnepipopds o€ oxean pe Tov Aeiktn pddas
OWAToS, TNV No1dTNTa UNVou Kal Tn ouvaioBnpatikn vonpoouvn o€ naidid nAikias 8-12 etwv. YAikd-MeBo-
doloyia: Xn peAétn ouppeteixav 614 naibid padi pe tous yoveis tous. O1 yoveis napeixav nANPoQopies yia
a0 Baoikd dnpoypagikd xapaktpiotika kar oupnAnpwoav to CBCL tou Achenbach yia tnv a&loAdynon s
OUHNEPIPOPAS Twv Naidicy, kaBws kar to Children’s Sleep Habits Questionnaire yia TV ektipnon tns noio-
™Tas Tou Unvou Twv naidicov. O AME kaBopiotnke pe Baon ta bedopéva Bapous kar Uyous nou dnwaav
10 00 ta nadid. Na v a&oAdynon s ouvalIcBNpaTIKAS VONHooUVNS  XPNoIHonoinBnke  To
epwtnpatoAdyio Trait Emotional Intelligence Questionnaire-Child Short Form. Ta anoteAéopata édei&av
ou 1t unépfapa/naxUoopka  maidld  Napoucicoav  ONPAVIIKA  MEPIOOOTEP  E0WIEPIKEULEV,
ECWTEPIKEUPEVO KAl OUVOANKG  npoPAnpata  oupnmepipopds.  Ta  unépPapa/naxtoapka  naidid
napouoiaoav onpavtika nepioodtepa npo-BAnpata andoupons/katdBhiyns o€ olykpion pe ta naidid pe
XapnAd/puotoloyikd AMY. EmnAfov, ata unépBapa/naxtoapka naidid, ta npoPAnpata UNvou OXETioTnKav
onpavtikd pe nepioodtepa  npoPAnpata  dyxous/kataBAiypns, nepioodtepa npofAnuata andoupons/
katdBAIYns, nepioodTepa owHaTIKG MPOPANA-Ta Kal NEPIOOOTEPA KOVWVIKA npofAnpata. Enions, n
UWNAGTEPN OUVAIOBNPATIKA VONUOOUVN OUOXETIOTNKE HE ONPAVTIKG AIyOTEPA MPOPANPATA OKEWNS Kal
diaywyns ka1 Aiyotepn emOeTIkn oupnePIPopd. TéAos, Ta mpoPAnpata UNvou Kalr N ouvaloBnpatikn
vonpooUvn Gev OXETIOTNKAV pE TIS OPATTNPIOTNTES, TIS KOIVW-VIKES OXECEIS, TN OXOAIKN €niboon kar tn
ouvoAikn BaBpoloyia 1kavotnTas. LUUMEPAOLATIKA, TA €Upnpata umoypapuifouv T onpacia tns
NPOANYNS TWV CUHNEPIPOPIKWY KAl GUVAIOBNUATIKWY NPOPANUATWY TwV NAISINV PEOW NS NPOAYwWYNSs
1as OAIOTIKNS MPOCEYYIONS Y1a TNV UYEI Twv Naidicwy, nou Ba evowpatwvel T diatpo@n, T CWHATIKN
dpaoTNPIGTNTA KAl TOV ENAPKN UMNvo.
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