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IvetitovTo Yyeiag Tov Iaidiov

17:45-18:15
18:15-18:30

18:30-19:00

19:00-19:40

19:40-20:00

20:00-20:20

20:20-20:40

20:40

IYTT

IMATKOZMIA HMEPA ZIIANION
MMAOHZEQN

ITPOI'PAMMA

TIpooéhevon
Evapktpla opiia

Ewoaywyr) v évvola Tov ortaviey tadnoemyv kat oto £pyo tov

Ivorrtovtov Yyeiag tov ITaSov

Ap. Kavaxa-Gantenbein Xpiotiva, MD, PhD, FMH (CH) Kabnyntpia Haiatpixng-
Habratpucng Evéoxpivodoyiag AtcvBvvrpia A' IHawbratpung KAwvikng kat Xwpeueiov
Epevvnuikov Epyaotnpiov Iatpikng Zyoing EOvikov kat Karodiotptakov Ilavemotnuiov
AbOnvav Noookoueio INaibwv "H Ayia Sopia"

Méog ¢ EBvixng Emtpornng yia ta navia Noonuara IIpoedpog Ivotitovtov Yyeiag
tov [Tatbtov

Xapeniopot

EOviko IIpoypappa Ipoinrukot EAéyyov Neoyvav: i Iotopia tov,

10 IIapov kot to MéAdov

I'xipykvovéng Havayiwtng, BioAdyog, PhD Svvroviotng Atevbvvrng EITIEN, IYIT
Yxovua Avaoraota, MD, PhD Ilaiiatpog Evboyevwv Metafolixdv Noonudatwy,
YnevOvvog KAvikov ZxéAovg EIITIEN, IYIT

Ietpomovlov Exeava, AiaitoAdyog, MSc, IYIT

IN\atng¢ Anuntpng, BioAdyog, MSc, PhD Epyaotpiaxog YaevOuvvog EITIIEN, IYIT

Epyaompuakn Siepevvnon Ev8oyevov Metafoitkowv Noonpuatemv
Muwpaitov Mapiva, Xnuixog, PhD, AicvBdvipia Aievbvvong Evivuoioyiag xat Kutrapikng
Aertovpyiag, IVIT

H ovpfoin tov Topéa Noonuatwv Metapoiiopot Ootev kar MetdAwv tov IYIT
o ontavieg Tadnoeg

AovAyepaxn Apteug , IawSiatpog, MD, PhD, MRCPCH, FRCPCH, AievBvvtpia tov
Touéa Noonudatwv MetaPforiopot Ootwv kat MetaAwv, IYIT

Taavia F'everued Noonpata: Avayveon, IIpoyveon, IlpoAnyn ko Oepasevtkr)
AVTIHETOIOT)
KolaAéén Ayyedixn) MD, PhD-Iatpixog I'evetiotng, AicvOvvipia AievBuvong L'evetikng, IYIT

Tudgnmon-EAag@pi yebpa
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IvetitovTo Yyeiag Tov Ilaidiov ;

To Ivotitovto Yyeiag tov Iaudtov (IYII) 1§phBnke To 1965, and tov agipvnoto kadnyntn Zndpo Aoadn
kat eivat Nopko ITpoowmo ISiwtikod Akaiov pun kepSookoTmkoy XapakTripa mov oTeyaletal 6To xwpo Tov
Noookopeiov IMaidwv «Ayia Zogiar. Xpnuatodoteitat and ToV TAKTIKG TPOVTONOYLOHO Tov Yrovpyeiov
Yyeiag kau IIpdvotag kat okomdg tov eivat i épevva kat ekmaidevon enayyelpatiwov oto nedio Yyeiag
Tov Ioudtod kaBwg kau 1 mapoxr e&etdikevuévov épyov IIpdAnyng ko Anuootag Yyeiag. To IYTI eivat to
TPWTO KEVTPO TIOV AVTIHETWTILOE SIEMOTNHOVIKG TNV Lyeia kat avanTtuén Tng madikng nAuiag kot amotehei
onpepa oNpEio avapopds yia pia oetpd Bepdtwvy ota omoia egetdikeveTal, Tapéxovtag vINPecieg Tov ivat
povadikég ot XwPa Hag.

Ot Spaotnprotnres Tov IYTI mephapPdvouv:

» EEe1dikevpévo kAtviko-epyastnplakd £pyo oty TpoAnyn, éykatpn Stéyvwor), AVTIHETMTILOT KoL YEVETIKT
GUUPOVAEVTIKT VOOIHATWY e GOBaPEG CUVETELEG OTIWG:
o TIpoAnmTikdg ENeyX0OG TWV VEOYVWY OANG TNG XWPAG.
» KAnpovopikd Metapolka Noorpata.
o TeveTikd voonpata, cOVIPOa Kot SLATAPAXEG AVATIAPAYWYTG.
o Alatapoxés HeTafOAOUOD TWV 00 TWY.

« E€e1dikevpévo épyo Kowvwvikig kot avamtvdlakng madatpikic, Wuxikng vyeiag, mpwtoPdbutag
@povridag, Tpoaywyng TG vyeiag Kat TG TotdTNTAG {WNG TOL TAUSIOD KAt TNG OLKOYEVELAG:
o Mehétn mepIPAANOVTIKOV KAl KOWVWVIK®OV EMSPACEWY 0TI GOHATIKY Kol Wuxikn vyeia kat
avdntvén Tov tadod
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AevBvvon IpoAnntikov EAéyyov Neoyvawv '.
Efvixo Ipoypaupa Ilponntikov EAéyyov Neoyvav o
o
)

Mia otayove aipe owler pia {wn

Tu elval to E.N.N.E.N.

g OAa Ta veoygévvnta TALSLA TNG XWPAG TIPOGPEPETAL Swpedv amod to EOviko Mpdypappa
MpoAnmtkoV EAéyxouv Neoyvwv (E.M.M.E.N.) 0 TpoANTTIKOG EAEYXOG YLA OPLOPEVA VOO pATA, N
éykaipn Sudyvwon kat Bspameia Twv omoiwv givat TOAU onpavtikn ywa tnv BEATioTn
CwHATKN Kat PuxoKLvNTLK €EEALEN ToU TTaLSLoU.

H npowpn, MPoCUUNTWHATLKY aviXVEUGn oTAVIwY voonudTwy péow tou MpoAnmntikol Neoyvikou EAEyyou dtav
ouvodevetal and tnv KatdAAnAn Bepansvtikl aywyn duvatat va npoapépet pra eéatpetiki) motdotnta {wrig!

AINEI ZTA MAIAIA MAZ MIA KAAYTEPH EYKAIPIA ZTH ZQH

O ~85,000 veoyva

O O o O !
@ @ @ @@ levviovvtal eTnoiwg otnv EAAGSa

O O Avotuyug, mepimou 1 oTa 500 VEOYV&
Ba xpstcxaTouv KATIOL0L £i80ug
(PAPUOKEVTIKI/OEPATIEVTIKY TIAPEPBATN

K&z xpovo mepimou 250 veoyva

ZYXNEZ EPQTHZEIZ X&pn oty éykaipn TtapépBaon tou EM.M.EN. £xouv pia ToAy
, . KoAR TiodtnTa (WG,
MNarti uttdpxet o NMpoAnmTikdg EAeyxog Neoyvwv;

H mAgloPnyia Twv veoyvwyv givatl amoAlTwG vyl Kat TtAoXouV amod KAamoa ard TG voooug yLa TG
omoieg EAEyxoupe. AAAA yLa TLG EAGXLOTEG TIEPLTITWOELG TIOU TO VEOYVO TIACKEL ATIO KATIOLA VOGO N
£ykailpn SLayvwon pécw TwV amAWV Kal ypryopwv SokLpwv gAéyxou tou MpoAnmrtikol EAéyxou
Neoyvwv, cuvijBwg TIPOToU TO VEOYVO EPPAVICEL KATIOLA KALVLKA CUUTITWHATA, PTIOPEL Va onpaivel
™ Stawopd avapeoa otn Jwr) Kat to Bavato kal oiyoupa BonBdsL otnv BeAtiwon tng ToLéTNTAG
Cwnig autol Ttou veoyvol.

Mwg paypatomoLeitat o MpoAnmrtikog EAeyxog Neoyvwv;

O £AgyX0G TPAYHATOTIOLELTAL PE TN METPNON TWV OUYKEKPLHEVWV OUCLWV-BLOSEKTWV GE Alyeg
otaydveg aipatog mou AapBdavovtal and tnv mTépva ToU VEOYEVVNTOU SLa oKapLpLopou (katd tnv
3n-4n pépa {wng), KABLOTWVTAG EPLKTI) TNV AVIXVEUCT GUYYEVWVY SLOTAPAXWV GTO HETABOALGHO TOU
veoyévvntou. OL Statapayx€g autég ouvrBwg SV £X0UV PALVOTUTILKI EKSHAWON TLG TIPWTEG NHEPES
(WG, WOTOCO, OTLG TIEPLOCOTEPEG TIEPLTITWOELG, AV SEV AVLXVEUTOUV EyKaipwg, MTopolv va
TIPOKAAEGOUV VONTLKY) KaBUGTEPNGN, EYKEPAAOTIABELN 1) akOpn Kat aupvidio Bavarto. H éykaipn
Stayvwon (evidg €vog pnvog amo tn yévvnon) Kat n Ogpameia, TOAAEG QOPEG MECW ATTAWV
SLALTOAOYLKWY PUBHICEWY 1] (PAPUAKEVUTLKIG AyWYNG, OTIOTPETOUV TNV £KSHAWON TG VOGOU Kal
Stacpalifouv kaAn otétnta {wig.

eppen.gri .



] ] MAGETE TA ATTIOTEAEEMATA TOY NEOINIKOY
- . EAErXOY TOY NEOIrNOY 3AX .
i = X otnVv npocwnonotnuévy online mAatpdppa pas @
o
= EMIMOP®QSH
e 220 FONEQN KAl .o IYI[
0‘ SYAAOTH TOY
OAA AYTA TA AEITMATOZ
BHMATA IAANIKA
| O NEOTNIKOZ
OAOKAHPQOOYN
BvTor T = EAErXOZ EINAI
‘ H EZETAZH TOY
300 sabess
T\OY NEOTNOY E 888 - MIA

MPOKEIMENOY NA
YNAPZEI PH

Nooog : Zvyyeviig Ymobupeoetdiopog
Emmohaopés: 1: 2-3,000

3 ENHMEPQ3H FONEQN
KAl EMATTEAMATIQN
YTEIAS

Amnovcia Oepaneiog : Zofapn vonTiky VOTEPNON KAt AVATTUEINKES StoTapaYES

£VTOG EVOG UAVaL 0mt6 TN Yévvnon
Noéocog : Darvorketovovpio
Emmohaopog: 1: 10-12,000

Amnovcia Ogpaneiog : Zofapr vonTiky VOTEPNOY, GTUCUOL, AVATTLEIIKES Kot

YOYLTPIKEG Sr10TapayEG TOV TPMOTO Ypovo Lmmg

Nooog : Tahaxtolopio
Emmohacpog: 1: 15-50,000

TA NOZHMATA TOY
E.ILMN.E.N.

Amovoia Oepomeiog : Zofapi vonTiki vOTEPNON, NTOTIKN OVETAPKELD, GNYLpLicL,
OTACHOL, KATUPPAKTNG, 0KOpa Kot OAvaTog 6Tig coPapis HopeEg

Nooog : Avendpkeia tov evivpov G6PD

Emmohacpog: ~1: 44

Amovoia Oepansiog : Bava arpolvTikd enecdda, iKTepog, avaipio

AIAAIKAZIA
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myaivoveag oeY 1ot0aEAida WY eppen g

To EOviké Mpdypappa MpoAnmrtikol EAéyxou Neoyvwv (E.M.M.E.N.), To omolo Sievepyeitat onpepa
amo to LY.M. kat kaAUmteL 6Aa ta veoyévvnta tng EAAASag, Sev mepLopidetat povo oTn HETPNON pLag
XNHWKAG ouciag, aAAd gival pLa oAOKANPWHEVN UTtNPECia Ttou TtepLAapBavet tnv emBeBaiwon tng
avixveuong, tn &tdyvwon, Ttn O£PATIEUTLKN) OAVTLHETWTILON KAt a§loAdyncn tng Topeiag tou

TIdoXoVTOoG TtatdLou,

H EykOKALOG TIPOTUTIOTIOLNGNG Stadkaclwy avamntugng Kat uAomoinong touv EBvikol Mpoypappatog
MpoAnmtikou EAEyxou Neoyvwv (E.MN.M.EN.) (AAA: B4ZOO-0P2, 8/11/2012, Apt6. Npwt.: Y3I/T.®.11-4/
I.M.0k./107830) SLapOPPWVEL TOUG OPOUG, TIPOUTIOBETELG KAl SLaSLKacieg, Kata gviaio TPOTo tng
avarntuéng kat vAomoinong tou E.M.M.E.N. o €Bviko eminedo.

eppen.gr..
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Awevvvon Ev{vuoloyiag ko Kvttapixig . c
Aeitovpying IYI I
IMATKOZMIA HMEPA ZNIANION
MAGHZEQN

F'VWOoTLKO avtikeipevo tng Ateubuvong Eviupoloyiag kat Kuttapikrig Asttoupyiag givat n
Bloxnpukr FEVETLKA KAl GUYKEKPLUEVA N HEAETN TwV EvEoyevwv MetaBoAltkwv Noonpdtwv.
MpokeLtat yla pia opdda 1400 kat TTAEOV OTIAVIWY KANPOVOULKWY VOGNHATWY PE GUVOALKN
ouxvotnta TouAdxlotov 1:2000 YEVVNOELG. ZTO OUVOAG TOUG £ival xpoévia voonpata, PE
wSLaitepa coPapég KALVIKEG EKSNAWOELG KAL ETILMTWOELG TNV EMLPLWON KAL TNV TroLéTNTA
{wn¢ TWV TACXOVIWV KAl TWV OLKOYEVELWV TOUG € AUTOV TOV TOopéd TWV Imaviwv
Madrioswv, ta teAeutaia 40 xpovia Tapéxetatr amd tnv AielOuvon e&elSikeupévo €pyo
E£PYACTNPLAKIG SLAYVWONG KAl avaTtUGGETAL EPEVVNTLKI SpactnpLotnta.

MAPEXOMENEZ YNHPEZIEZ

e Alxtapay£é HETABOALOHOU APLVOEEWV
* AVGOCOWULAKE VOOT|LATX

*  YrnepoieldoowaKkd voopata

+  Xvuyyeveig Statapayxég yAukouAimong

K1) CUILBOVAT)
MpoAnym

KAwwka ool eetalopevol
(veoyvd emwg evijAtkeg ~2000/£T0G)

Ma&'l o

o ____Adyvwen Sevspr.Vetakoy
9“6‘:\\53‘“ (~30 taoxovteG/£TOG)

AZl0A6ynon e@appolopuevwv

, . OepameLdv
OL tapeXOUEVEG UTINPEGLEG slvat

GTNV GUVTPLITLKN TOUg MAeLoPnpia
HovadiLkég otov EAANVLKO Xwpo Kat
GTO GUVOAO TOUG MOVASLKEG GTO
SnuocLo TopEa.

"YOTITX TEPLOTATIKG :
MpoAnmtikoy EA¢yxov Neoyvav ‘ Buoynpuki Empepaiwon
(E.ILILE.N.) by, Atdyvwon
Z



ZYNEPIATEZ

OL acBeveig mapamnéumovtal artd NoonAevtikd ISpupata Kat Mavemiotnplakég KAWVIKEG OANG TG

Xwpag, KaBwg kat arnod 1ISLwTLkég KALVIKEG Kal LELWTEG LatpouG. H ALeUBUVON CUPPETEXEL WG PENOG
™G Awevpupévng Emiotnpovikig Opadag ot tpia  avayvwplopéva EBvika  Kévtpa
Epttelpoyvwpoolvng Znaviwv Noonpdtwv.

EPEYNHTIKO EPIO

O topéag twv EvSoyevwv MetaBoAlkwv Noonpdtwyv gival SLeBVWG TaxEwg avamTuCoOUEVOG KAl JE
€EALPETIKO ETLOTNMOVIKO KOL EPEUVNTLKO EVELaPEPOV. ELSLKO €PEUVNTLKO EVELapEépov yla tnv
AtevBuvon amoteAel n PEAETN TwWV ABPOLOTLKWY AUGOCWHLAKWY Voonpatwv. Ta teAsvtaia 40
XPOvVLa £XOUV EKTIOVNOEL 24 EPEUVNTLKA TIPOYPAUHATA PE AVTLKELPEVO TA UTIO MEAETN PETABOALKA
voonpata o€ cuvepyacia pe Epeuvntikda Kévipa kat NMavemiotnulakolg popeig tng EAAASAg Kat Tou
€EwTEPLKOU, EVW £XOUV SnUooLeVOEL 128 apBpa o€ SLEBVI) EYKPLTA ETILOTNHOVLKA TIEPLOSLKA.

EKMAIAEYTIKO EPIO

H ALelOUVGN CUPPETEXEL EVEPYA OTA EKTIALSEUTLKA TIPOYPAMMATA GAAWV (POPEWYV, KALVIKWY Kal
ETILOTNHOVLKWVY ETALPELWV ME OMLALEG yia ta EvSoyevy MetaBoAlkd Noorjpata Kat armoteAEL Tov
HovadLko epyactnplakd xwpo otnv EAAGSa mou StaBétel OAoKAnpwpEVNn yvwon Kat Tapoxn
UTINPEGLWV GTO TESLO TNG BLoXnpULKIG FEVETLKIG KAl GUYKEKPLPEVA TwV EvSoyevwv MeTaBoAtkwv
Noonpdatwyv. Mpdcpata n AtebOuvon avayvwpicBnkKe PE UTIOUPYLKH ATIOPACH WG EKTIALSEUTLKO
KEVIPO yld TNV LATPLKN €w8kotnta tng Epyactnprakrg Mevetiknig oto medio tng Broxnpikng
FEVETLKNG.



v Metaforiopot Ootwv ®
AMiopod MetqAAwv

O Topéag pag ewdikeVetal otn Siayvwon Kau Ogpameia TNG ooteomMeviag KAt TG
00TEOTIOPWONG, TNG paxitidag (EAAewpn Brtapivng D ) yEVETLKAG attloAoyiag), KadBwg Kat
otnv SLaxeipion GAAwv Sratapaywv Tou eMnPeddouv tn OKEAETLKI] UYELA KAl TOV OOTLKO
HETaBOALONO o€ VEOYVd, BpEwn, TtaLSLd KL E@rjoug.

2YNTOMH NEPIrPA®H

KaBe xpovo, mepLocotepa amod 3000 TEPLOTATIKA TLAPATIEPUTIOVTAL ATTO OAN Tn XwpPd yLa EAEYXO TOU
METAPBOALGHOU 00TWV KAl PETAAAWY, OUVIBWG PE AWOopH TNV TTAPOUCIA KATAYHATWY, GKEAETLKWV
TAPAPOPPWOEWY, 0GTLKOU GAyoug N} Statapaxwv tng avgnong. Ao autd, ta 2/3 apopouv Taldid
nAwkiag 0-18 eTtwv pe cofapd, xpovio TTPOPANUA VYELAG, TTOU €XEL ETILITAOKEG OTIO TOV GKEAETO (TTY
TaLdLd pE Kapkivo 1 6€ avamnplko apagisio), evw to uttoAoLmo 1/3 TAGXEL A6 GTIAVLO VOCH O TWV
00TWV (Tt ATEAG OOTEOYEVEDH, AVOEKTLKN paxitida KATT).

O Topéag cuvepyaletat Pe OAEG TLG TLALSLATPLKEG KALVLKEG TG XWPAG KAl OAOUG TOUG ETIAYYEAPATIEG
uyeiag TTou acxoAouvtal PE Ta TaldSLd KABe nAikiag. MapdAAnAa, €XEL CUVTOVLOTLKO pOAO oTnV
OALGTLKI) TIPOGEYYLON TOU EMLPAAAETAL GE LSLALTEPWG TTOAUTIAOKO TEPLOTATLKA, TIOU ATTOLTOUV
(ppovTida amod TOoAAOUG £LSLKOUG.PpovTieL €miong yla TNV OopaAr], opyavwpévn HPETABACn TWV
TaLSLaTpLKWY acOeVWY o€ SopEG LyeLag EVNALKWY, 6Tav TAcoUV 6TNV EVNALKiWON.
TOEKTIALEEVTLKO KAL EPEVUVNTLKO £€pYO TOL TopEa 0TO TIESLO TOU PETABOALGPOU TWV 0GTWVY KAl TWV
METAAAWV givar agLoAoyo. MepthapPaver-peta&l AAAWV-GUPHNETOXT) OE SLEBVELG, TIOAUKEVTPLKEG
KALVLKEG PEAETEG TIOU aopouV TNV TtaboAoyia Tov 0otoU, aAAd Kal 6€ SLeBveiG opadeg epyaciag
Tou KaBopidouv TLG KaTEVOBUVTIPLEG 08NYLEG YLO TNV UYELO TOU AVATITUGGOPEVOU OKEAETOU.

MAPEXOMENEZ YNMHPEZIEZ

* Maildatplké Latpeio Siatapaywv o0cTLkoU MeTABOALOpOl, HE Eepmelpia o€ Oepameieg
GTOXEUMEVEG YLA TO 00TO, TTYX SLPWOPOVLKA

* Epyactriplo SELKTWV 0GTLKOU PETAPBOALOHOU KAl 0EAALKWV/KLTPLKWY oUPWV, TO HOVASLKO oTn
XWPA PE PUOLOAOYLKEG TLHEG yLa TEaLSLA

e OOTLKI) TUKVOpeTpia (MEB0Sog DXA). To povaSLKO o€ AnNMOCLO (POPEA ME OTTOKAELOTLKA
TALSLATPLKO AOYLOMLKO yLa PETPNON TNG OCTLKIG TTUKVOTNTAG KAL ALTIOPETPNON GE ETAEYUEVA
mepLotatikda. E§umnpetovvral atdid nAtkiag 5-20 eTwv.

* Wneuakr aktwvopetpia (p€BoSog DXR, Digital X-ray Radiogrammetry). To AoyLopLko auto givat to
HovaSilkd oe AnpOGLO POpEA KaL XPNOLHUOTIOLELTAL yld EKTLMNON TOU TAXOUG TWV OCTWV OF
TawdLa mov Sev ptopouv va uttoPAnNBoUV o DXA Adyw omtovSuAodeaiag, nALkiag <5 eTwv 1 pn
cuvepyaciag, Tt emi avtiopol



Touéag Noonudatwv Metaforiopod Ootav u » ?

kot Metaforiopod MetaAwv Y
IMAIrKOZMIA HMEPA ZIIANIQON
MAGHZIEQN
1" Opdda
A Xpovieg MaBoet
Noonpata BT
*  Awtpo@ukig Swtapayss, Ty Yuxoyevis avopegio

4
E l8 lKOU + N6oog Crohn, EAk81G KoATIS &, KOALOKAKT
«  Xpovia MY CUCTNHATIKGOV KOPTIKOGTEPOELS OV, TY PEVRATOELSTG apbpitida,

Ev 8 la(p é p OVTO q VEQPWGIKS cUVEpoj0

Xpovia Swtapayn) ™G KvnTikO T TAg, Y pukt) Suatpogia Duchenne,
gyke@alkr TapdAvon, votiaia puikl atpo@ia

*  YmepacBeoTiovpia, vegpotBiaon

*  dawvloketovoupia, yeaktolayio kat dAAeg svSoyeveis Statapayés Tou

petaoMopol
.
% *  Aylo0@aipvoTaBELES, TTY PECOYELAKT] avanpia
r ’
Inavieg [IaBnoeig +  Toaudixés kapkivos, Ty Asvyaupia, Ao, pehoBAdotopa

Zrnoyeviig payitiSa
PayitiSa yevetwkiis artioroyiag (XLH, VDDR-I, VDDR-II kAm)

~ 3000 TP OTIOUTIEG TIEPLOTATIKWY ETNCIWG
omo TG omoieg 3 OTIG 4 TIEPLITTWOELS
ovvexiCouvv va TtapakoAovBouvvTal og Xpovia
Baon

Ynogpwo@atacio

OcteoméTpwaon

ZOv8popo MOAAATADY EE00TMOEWY

Atedig oaTeoy£veoT) Kot GAAEG HOPPEG YEVETIKTG 00TEOTOpwaon (Try PLS3,
LRP5 k)

*  ZIkedetikég SuomAaois, Ty ayovSpomiacia, crovSvlosTipuataky SuoThaaic,
KAst8okpaviakt SuoTAacia, KAT

* Ooteomevia TG TIPowPOTNTAG

¢ Metapdoyevon pueAol 00TMV 1] CUNTICY DV 0PYAVWV
*  Kvotuj ivwon

*  Ne@pua ooteoSuotpo@ia

*  ZUvSpopan GAAEG KATAOTATEIS LE CUPHETOYT] TOV OKeAETOV, Y 0. Marfan,
vevpoivwpdtwon, o. Prader-Willi, 0. Lowe kA
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AtevQuvon Tevetikig "?’/'i fY ]_[’a

IMAIrKOZIMIA HMEPA ZIIANION
IMAGHZIEQN
-
Ztn AwevBuvon Fevetikng tou IYM mapgxovrat upnAng moLotntag eoieg MeveTkng oe
KALVLKO Kal EPYOOTNPLOKO EMiTESO. ETIioNG UAOTIOLOUVTAL EPEUVNTLKA Epya HE EUPACN GTNV
aviXVeuon Tou YEVETLKOU aLtiou omaviwv mMabrioewv Kat Tn HEAET TtaBouacLoioyiag,
HE aMWTEPO GKOTO TN GUVSECH YOVOTUTIOU -(aLVOTUTIOU KAl TNV T(PO TOU VOO HatogG.
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ZYNTOMH NEPIrPA®H

H ALelBuvon €xeL onpAavTikr) GUPBOANR oTNV £ykalpn Kat akplfr SLayvwon YEVETIKWY VOGHHATWY
yla TiepLocotepa amo 40 Xpovia HPE TAPOXN) UTINPECLWV KAWLKNG MEVETLKIG/ZUMBOUAEVUTIKIG,
Kuttapoyevetikig, Moplakrig KuttapoyeveTikig Kat MopLakig FEVETLKNG yLa OTIAVLEG YEVETLKEG
TIaOrOELG PE TLG OTTOLEG EAd)XLOTA KEVTpA aocxolouvtat otn xwpa. H AtebBuvon Fevetikrg oto YN
CUPUETEXEL OTO TPOYPAPHA EEWTEPLKOU TIOLOTLKOU E€A€éyxou péow GenQA - Genomic Quality
Assessment (UKAS accredited proficiency testing provider) yia 6A&g TLG TTAPEXOPEVEG KALVLKEG KaL

E£PYUOTNPLAKEG UTINPECLEG.
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VETIKHG

MAPEXOMENEZ YNMHPEZIEZ
A&LoAGYyNoN A0OEVWYV PE YEVETLKO VOO A
H SLayvwoTtikr Ttpoceyyion EEKLVA pe AETtTopepr) AP TOU atoptkol KOl OLKOYEVELAKOU LGTOPLKOU
KAl TNV Kataypayr] Tou YEVEAAOYLKOU §€év8pou. AKOAOUBEL avTIKELPEVLIKI) €E€tacn tou acBevi),
Kataypa@n Twv Slatapayxwv TnG CUPTIEPLPOPAs Kat afLoAGYyncn TwWV GWHATOPETPLKWY Kol
HOPYOAOYLKWY  XAPUKTNPLOTIKWY. T[IVETAL TIPOYPAMMATIONOG TWV OTIALTOUUEVWV  ELSKWV
E£PYACTNPLAKWVY EAEYXWV KaL TNG EMAVEEETAONG TOU acBevr) 6-12 Priveg apyotepa, 6tav o KALVLKOG
(PALVOTUTIOG PTIOPEL Va ELVaL TIEPLOCOTEPO EPPAVIG.
XpwpoowpLKAG EAeyxo6-KapuotuTtiog
ZuothiveTal yla tnv enBePaiwaon tng urtoPiag UTAPENG YVWGTOU XPWHOGWHULKOU GUVSpApOU 1) dTtav
GUVUTIAPXOUV SUGHOPPLKA XOPAKTNPLOTLKA, Stapaptieg tng SLATTAAGNG KAl VONTLKI) UGTEPNON, yla
TNV aviXveuon aplBpnNTKWVY Kal SOULKWY AVWHOALWY TWV XPWHOCWHATWY peyEéBoug >3-5Mb.
Moprakr kuttapoyevetikr) (FISH)
AT6 to 1993 mou &ekivnoe SLEBVwG n xpnoLpomoinon tng TEXVLKNG tou ®Bopifovtog in situ
uBpLSLopoU (FISH) yla TNV aviXVeuon UTIOULKPOGKOTILKWY EAAELPHATWY KAl SUTAACLAGHWVY TOU
YEVETLKOU UALKOU, n péBo&og epappoletar otn AtebBuven Mevetikig tov IYM ywa tn Sidyvwon
YVWOoTWV cuvdpopwv (o. DiGeorge/VCFS, o. Williams, s. Smith Magenis k.d.).
MopLrakr yEVETLKNA
2t0 TMAQiOLO0 TOU MOPLOKOU EAEYXOU TO EVSLAWPEPOV ETLKEVIPWVETAL OTN SLEPEUVNON TWV

TIaBOyOVWY VOUKAEOTLSLKWY TapaAAdywv YoviSiwv Tiou oxetilovtaL HE TNV EPQAVICn Hn
ouVvSpopKG  Bapnkoiag, Pawvudketovoupiag (PKU) kKat  tng  Mn-PaLvUAKETOVOUPLKHG
YneppatvulaAavivatpiag (non-PKU HPA) pe TtAjpn aAAnAoUxLon Katd Sanger TwWV EUTTAEKOMEVWV
yoviSiwv.
- EvoeL tng Sievpuvong tou Mpoypdppartog MpoAnmrtikou EAEyxou Neoyvwv oto IYM (E.M.M.E.N.)

ylveTaL cuotTnpatiky TPOCTABELa TPOTUTIWONG TNG TIPO-AVAAUTLKNG, CVAAUTLKIG KOl HETA-
avaAuTikig pacng tng pe@édou aAAnAouvxiong emopevng yeviag (NGS), wote va xpnotpormoun6el yia
TNV avixveuon maboyovwv TapaAAdywVv OE VEOYVA MPE guprpata cupfatd pe SiatapaxEég tou
€gv80yevoUg PHETABOALGHOU, OTIWG TIPOKUTITOUV ATIO TOV TIPOANTITLKO EAEYXO VEOYVWV.
FEVETIKI) GUPBOUVAEUTLKN
H Sradikacia tng Stayvwong YEVETLKWY voonpatwy oto IYN oAokAnpwvetal pe tn Fevetikn
ZUPBOUAEUTLKI] KATA TNV OTIOLa TTAPEXOVTAL TTANPOPOPLEG YLA TO YEVETLKO VOGNMA CXETLKEG PE TNV
KALVLKI] ELKOVQ, TNV TIOPELQ, TLG OEPATIEUTLKEG SUVATOTNTEG, TOV KLVSUVO ETTAVEPPAVLONG KaL TLG
Suvatotnteg PoAnYnG. H Fevetikn ZUPBOUAEUTLKI aypopd oL pOVo Toug acBeveig, aAAd Kat ta
HEAN TNG OLKOYEVELAG ME YEVETLKO VOGN A,



H OMAAA MAZz

Agvbvven Ilpolnrrixov EASyyov Neoyvay
Tovroviotiig ArevOovtiig : Tkipykivoudng Mavayidtng, PhD EOvird Lpdypappa poinmriked EAgyyov Neoyvay

Epyootnproké okéhog
Epyactypraxég YrevOuvvog EILILE.N. - Bioynpikog : IThatig Anuntpng MSc, PhD
Teyvoroyor latpwédv Epyoompiov :
T'kixo Avva, MSc

Tx1dvn Baothkn, MSc
Tovvapomodrov Mapic

Karoyepaxov Mapia, MSc

Dwviton Xpucovyn

I'poppatsio - Evoayoyi Asdopévov :

Apepétoca Mavayidta, MSc.
Apepétoca Baoikeio, MSc, MBA
Aovlovdaxn Ayyehkn

Xdpov Ayyshikn

Ko okéhog ETIITEN

YrevOuvog : Zxovpa Avactasic, MD, PhD Tuidiatpog Evioysvov MetaBohikdv Noonpdatov
Imdiotpog : X36yyov-Merd Tp @uAkid, MD, PhD IToudi
Awrroréyog : Iletponoviov Eredva, MSc

Yuyohoyos : laxdPov Kdotag

Kiwviké oxéhog - EEotepikoi Zovepydteg
Movada Evéokpwvolroyiog, Awapimn ko MetaBoliopod g A’ Hadwrpikis Kivikijg tov Havemotnpion
AOnvov Nocokopcio Iaidov «Ayia Zogioy

AwvBivrpre : Kavokd-Gantenbein Xpiotiva, MD, PhD, Iaidiatpog Evdokpvordyog
Emotpovikég covepyatng : Talov Avva, MD, Tladiatpog pe Ewduch Khvikn Epnepio oty Hadatpiky Eviokpvohoyia

ArevBovrig : Aovkyepdxm Aptepg, Hodiotpog, MD, PhD, MRCPCH, FRCPCH

Emotpoviké Ipocomks Touéag Noonyudrwyv Metafiolicuod Ootdv Kat
Abavacomovrov Edeva, Bioynuikog, PhD Mera, /f 016 1o & Metdiimy

Eotepioi Zovepydareg
Emotpovikég ovvepyatng : [lohvlong I'edpyrog, MD, PhD
Emompovikég cuvepyarg : ¥npitng Apiototéhng, MSc, Texvoldyog AktivoPforiac-AxtivoBepansiog

AwvBovriig : Mopaitov Mapiva, Xnuikog, PhD

Emotpoviké Ilpocemuks A1ebvven Evivuoloyias kar Korrapixijc
Anuntpiov Evayyehia, Bioddyog, PhD Aerrovpyia

Mavpidov Eipnivn, Biodéyog, DEA, PhD UL
Tokeldpn Xpooavon, Mopiakn Bioidyog, PhD

Teyvoroyor latpikédv Epyastnpiov :
Tletpopavoraxn Eipivn
TTovha Evotabia

AevBovig : KohahéEn Ayyehn, Iatpikog Teveniotig, MD, PhD ArgvQvvo Ul I svattmig

Emoetmypoviké Ipocomké

T'pnyopiadov Mapia, Biordyog

TIovrov Muptd, BSc (Biomedical Sciences), MSc, PhD
Koéxxotag Xapng, Biokdyog, PhD
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