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IATKOZMIA HMEPA ZIIANION
MAOHZEQN
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IvetitovTo Yyeiag Tov Haidrov

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
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IIATKOZMIA HMEPA ZIIANION
MMAGHZEQN

ITPOTPAMMA

[Ipooglevon
Evapxtipia opihia

Ewcaywyn oy évvola TV oraviov Tadnoemv kat 6to £pyo tov

Ivotrtovtov Yyeiag tov Iaudrov

Ap. Kavaxa-Gantenbein Xpiotiva, MD, PhD, FMH (CH) Kabnyntpia IaiStatpixngc-
Haibiatpucng Evéoxpivoloyiag AicvOvvipia A' HawSratpucng KAvikng xat Xwpepeiov
Epevvntikov Epyaotnpiov Iatpikng ZyoAns EOvikov kat Kamodiotpiaxov Iavemotnuiov
AOnvawv Noooxoueio Iaibwv "H Ayia Sopia”

Meélog ¢ EOvixng Emtporg yia ta Xnavia Noonuata Ipoedpog Ivotitovtov Yyeiag
tov ITatdtov

XapeTiopot

EOviko Ipoypappa Ilpoinmukov EA¢yyov Neoyvav: i Iotopia tov,

70 Iapov kar to MéAhov

I'xipykwvovdng Iavayintg, BioAoyog, PhD Zvvroviotic AtcvBuvrng EIIIIEN, IYIT
Xxovua Avaotacia, MD, PhD Iaibiatpog Evboyevav Metafolikadv Noonuatwy,
YrevOvvog KAvikov Zxélovg EIITIEN, IYIT

Ietpomovov EXeava, AiaitoAdyog, MSe, IYIT

I\am¢ Anunzpng, BioAdyog, MSc, PhD Epyaotnpiaxog YraevOvvog EIITIEN, IYIT

Epyaompuaxr) Siepevvnon Evdoyevaov Metapoitkeov Noonuatov
Mwpaitov Mapiva, Xnuikog, PhD, AicvBdvipia Aievbuvvong Evivuodoyiag kat Kuttapikng
Aetrovpyiag, IYIT

H ovpfoir) tov Topéa Noonuatev Metafoitopoty Ootov kat MetdAAwy tov IYIT
ong oavieg tadnoeg

AovAyepaxn Aptepug , laSiatpog, MD, PhD, MRCPCH, FRCPCH, AtevBvvtpia tov
Touéa Noonuatwv Metaforiopov Ootwv kat MetaAwv, IYIT

Yaavia 'everka Noonpata: Avtayveon, IIpoyveon, IIpoiAnyn ka Oepastevtik)
AVTLETMOON
KohaAéén Ayyehikn) MD, PhD-Iatpuog I'evetiotng, AievOvvipia AtevBuvong l'everucng, IYIT

Tvdnmon-Elagpd yevpa




IvetitovTo Yyeiag Tov Iaidiov 900"

IATKOZMIA HMEPA ZIIANION
MAGHZEQN

To Ivatitovto Yyeiag tov Iaudtov (IYTI) 18pd6nke To 1965, and tov asipvnoto kabnyntr Znvpo Ao&ddn
kat eivat Nopuko Ipdowmo ISuwtikod Akaiov pn kepSookomkoy Xapaktipa mov oTeyaletat 6To xwpo Tov
Noooxkoypeiov Iaidwv «Ayia Zogio». Xpnuatodoteitat and Tov TAKTIKO TPodToAoyLoHo Tov Yrovpysiov
Yyeiag kat IIpovotag kat okomog Tov eivat n épevva kot ekmaidevon emayyelpatiov oto medio Yyeiag
tov TTatd1o0 kabwg kot N mapoxr e&edikevuévov pyov IpoAnyng kat Anuodotag Yyeiag. To IYII eivan To
TPWOTO KEVTPO IOV AVTIUETOTIOE SLETOTNHOVIKA TNV Lyeia kot avartvdn Tng oudikng nhikiag kow amotelet
oTjuepa ONEIO avaQOpdg Yia pia oepd BepdTwv ota omoia e§etdikedeTat, TapéxovTag vInpeaie Tov eivat
HoVadikég 0T XWPA HaG.

Ot Spaotnprotnreg Tov IYTI epthapPavovv:

 EEe18icevpévo kMviko-epyaotnplakd ¢pyo oTny TpoAnym, £ykaipn Stiyvwor), avVTIHETMLO KAt YEVETIKT
GUUPOVAEVTIKY) VOO HATWV e GOBapéG CUVETELEG OTIWG:
o TIpoAnmTiKOG EAeyXOG TWV VEOYVWY OANG TNG XWPIG.
« K\npovopukd Metapolikd Noonpata.
o Tevetikd voonuata, ovvdpopa kat Slatapaxég avamapaywyng.
o Aatapaxég HETAfOAOUOV TWV 0GTMV.

« E€eidicevpévo épyo kowvwvikig Kar avamtvlakng maudlatpikig, WuxIKng vyeiag, TpwtoPadutag
@povTidag, Tpoaywyng TnG vyeiag kat Tng rotdtnTag {wrig Tov TAUSLOD KAl TNG OLKOYEVELG:
o Mehétn mepIPaAAOVTIKOV KAl KOWWVIKOV EMOPACEWY 0TI COUATIK KAt WUXIKT VYeia Kat
avamntouén Tov madiod




A1evBvvon IpoAnnrikov EAéyyov Neoyvawv ..
EOvixo Ilpdypappa IpoAnntikod EAéyyov Neoyvav o o
A IYIn

Mia otayove aipa owler pia {wi

Tu elval Tto E.N.N.E.N.

Zg OAa T VEOYEVVNTA TALSLA TNG XWPAG TPOCYEPETAL Swpedv amoé to EBviko Mpoypappa
MpoAnmtikol EA€yxou Neoyvwv (E.M.M.E.N.) 0 TtpoAnmTLKAG EAEYXOG yLA OPLOGPEVA VOSHHATA, N
gykaipn Stdyvwon kat Bspameia tTwv omoiwv €ivar MOAU onpavilkl ywa tnv BEATLOTN
cwpatikn Kat PpuxokvnTikn €§EALEN Tou TTaLSLov.

H npéwpn, TPOCUUNTWHATIKY aviXVEUCT) GTAVIWY VOOUdTwV péow Tou lMpoAnmtikol NeoyvikoU EAEyxou dtav
ouvodeUstal amé tnv katdAAnAn Bepansutiki) aywyr) SUvartat va npoapépet pta e€atpetiki) motétnta {wig!

AINEI ZTA MAIAIA MAZ MIA KAAYTEPH EYKAIPIA XTH ZQH

O ~85,000 veoyva

O O O O
@ @@ @@ levviovvtal Tnoiwg otnv EAAGSa

O O Avotuywg, iepinov 1 ot 500 veoyva
Ba XPELATTOVY KATIOLOL Ei50UG
(PAPUOKEVTIKN/OEPATIEVTIKI TIAPEUBATT

Ka&Oe xpovo mepimov 250 veoyva
ZYXNEZ EPQTHZEIZ Xxépn oty éykaupn apépBaon tou EM.M.EN. Exouv pia oAy

. , , , Ko Tiod TNt {WNG.
lNarti urtapxet o MpoAnmrtikdg EAgyxog Neoyvwy;

H mAgoPn@ia Twv veoyvwyv givat amoAlTwG LYLA Kal TIAGXOUV artd KATIOLA arod TLG VOoOUG yLd TLG
omoieg eA€yxoupe. AAAG yLa TLG EAGXLOTEG TIEPLIITWOELG TIOU TO VEOYVO TIAGXEL Ao Kamoila voGo n
éykalpn SLayvwon péow TWV amAwv Kat yprlyopwv SokLpwv gAéyxou tou MpoAnmrtikol EAgyxou
Neoyvwv, 6uvriBwg TtpoTol TO VEOYVO EMPAVIGEL KATIOLA KALVLKA GUUTITWHATA, PTIOPEL Va onpaivel
™ Stawopd avapeoa otn {wr Kat to Bdavarto kat oiyoupa BonBdsL otnv BeAtiwon tng moLdTNTAG
{wng autou tou veoyvou.

Nwg paypatormoLeitat o MpoAnmrtikdog EAeyxog Neoyvwv;

O £AEyX0G TIPAYHATOTIOLELTAL ME TN MPETPNON TWV GUYKEKPLUEVWY OUGLWV-BLOSELKTWVY OF Alyeg
otayoveg aipatog tov AapBdavovtat and tnv mTépva Tov VEoyEVvNTOU SLa oKapLPLopol (Katd tnv
3n-4n pépa {wrig), KABLOTWVTAG EWLKTH TNV AViXVEUON GUYYEVWV SLAaTapayxwyv 6To PETABOALOUG ToU
veoyévvntou. Ot Slatapay€g autég cuviiBwg SEV £XOUV (PALVOTUTILKY) EKSHAWON TLG TIPWTEG NHEPEG
{wriG, WOTA00, OTLG TIEPLOCOTEPEG TIEPLIITWOELG, EAV SEV AVLXVEUTOUV EyKaipwg, Hmopolv va
TIPOKAAEGOUV VONTLKY) KABUGTEPNGON, EYKEPUAOTIABELN 1) aKOpn Kat aupvidio Bdavato. H éykaipn
Slayvwon (gvtog €vog pnvog amoé tn yévvnon) kat n Oepameia, TOAAEG POPEG MECW ATTAWV
SLALTOAOYLKWVY PUBHICEWV 1) PAPHUAKEUTLKIG AyWYNG, OTIOTPETIOUV TNV EKSHAWON TG VOOOU Kal
Stacpalifouv kaAn ototnTa wig.

eppen.gry..
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ONA AYTATA
BHMATA IAANIKA
OA MPENEI NA
OAOKAHPQOOYN

ENTO:

NPOTHS
EBAOI ZQF
TOY NEOINOY
MMPOKEIMENOY NA
YI'IAP El \

TNOYH K

S
Nooog : Zuyyevig Ymobupeostdiopog
Emmolaopdc: 1: 2-3,000

MAOETE TA AITOTEAEZMATA TOY NEOINIKOY

EAEFXOY TOY NEOINOY ZAZ

otnv npocwmonouuévn online mAatpdppa pas @
®

EMIMOP®QSH
o0 TONEQN KAI
SYAAOTH TOY
AEITMATOS

. . E=ETAZH TOY

80”°2° AEITMATOX

o o
5& ENHMEPQSH FONEQN
KAl ENATTEAMATION
]| YTEIAZ

Amnovcia Oepaneiog : ZoPfopn vonTiki vOTEPNON KAt UVATTOEWKES dlaTapayés

£vtdg evdg pva amd ™ yévvnon
Nocog : Parvviketovovpio
Emmohacpoc: 1: 10-12,000

Amovcia Oepaneiog : ToPopn vonTiki VOTEPNGT, GTUGHOL, AVATTLEIKES Kot

yoyopikég Satapoyés Tov IpdTo ypovo Long
Nocog : Tahaxtolopio
Emmohaopdc: 1: 15-50,000

TA NOZHMATA TOY
E.TLI.E.N.

Amovcia Ospamneiog : Zofapn VONTIK VGTEPNO, NTUTIKY AVETAPKELD, Yoo,
OTUCHOL, KUTOPPAKTNG, akOpa Kat BGvatog 6Tig coPupés HopPES

Nocog : Averdprketa Tov evivpov G6PD
Emmohaopos: ~1: 44

Amnovoia Ospaneiog : [Bava arporvtikd ene1c6da, iKTepog, avarpio
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ROENPaEVON ajiortog mow amoaEERovean ota LY.IL. o6 6heg i
WaTiKGG ovedeg

21y

maivovtagomy totooekisa wwweppen.gr

To EOGVk6 Mpoypappa MpoAnmrikol EAEyxou Neoyvwv (E.M.M.E.N.), To otmoio Sievepyeital orjpepa
amo to LY.M. kat kaAUTtteL 6Aa ta veoyévvnta tng EANGSag, Sev eplopidetat pévo otn PETPNon pLag
XNMLKNG ouciag, aAAd gival pla oOAOKANPWHEVN UTINPEGLA TToU TtEPLAaPBAvVEL TNV emBePaiwon tng
avixveuong, tn Slayvwon, tn Bepameutikn avtigeTwiion Kat a§loAdynon tng mopeiag tou

TIAoXOVTOoG TTaLSLov,

H EyKUKALOG TTPOTUTIOTIOINGNG SLASLKAGLWY avarttugng Kat uAotoinong tou EBvikol Mpoypdppatog
MpoAnmtikol EAEyxou Neoyvwv (E.M.M.EN.) (AAA: B4ZOO-0P2, 8/11/2012, Apt6. Mpwt.: Y3I/T.®.11-4/
.M.0k./107830) SLapOpPPWVEL TOUG OPOUG, TPOUTIOBEGELG KaL SLadLkacieg, Katd eviaio Tpomo tng
avamntugng kat uAomoinong tou E.M.M.E.N. o€ €BVLKO eminedo.

eppen.gry..



: ‘ 0f 'mao‘(l

AwevBvvon Ev{vpoloyiag ke Kutrapixi

Agitovpyiag I I I

IATKOZMIA HMEPA ZIIANION
MAGHZIEQN

F'VwoTKO avtikeipevo tng AtevBuvong Eviupoloyiag kat Kuttapikrg Asttoupyiag gival n
BloxnMukr FEVETLKA KOl GUYKEKPLUEVA N HEAETN TwV EvSoyevwv MetafoAltkwv Noonpdtwv.
MpokeLtat yua pia opada 1400 kat TTAEOV OTIAVIWV KANPOVOULKWY VOGN HATWY ME GUVOALKK
cuyvotnta touldxtotov 1:2000 yevvrioelg. Zto OoUVOAO TOUG Eival Xpovia voorpatd, HE
wSLaitepa coPapég KALVIKEG EKSNAWOELG KAl ETILMTWOELG GTNV EMLBLwON KAl TNV Toldétnta
{wN¢ TWV TACXOVIWV KAl TWV OLKOYEVELWV TOUG. Z€ AUTOV TOV TOopéd TwV Imaviwv
MNadrioswv, ta teAeutaia 40 xpovia mapéxetat amdé tnv AievBuvon e&elSikeupévo €pyo
EPYACTNPLAKIG SLAYVWGONG KAL AVATITUGCETAL EPEVVNTLKN Spactnplétnta.

MAPEXOMENEZ YINMHPEZIEZ

*  Awatapayxéc peTaBoAlo ol apvoEEwy
* AVCOGWMAKA VOOT|HOTO o

* YmepoEerl§0ow akd voopata
»  XuyyeveicSlatapayég yAvkouAimwong

KAwikda Ymomrtol e€etalopsvol
(veoyva em¢ evijAtkeg ~2000/£T0G)

Aldyvoon

PRTo)

“\M‘\ﬁ“‘ o ~ (~30 mdoxovteg/£T0G) |

5%
i"’(")\yg,ol\‘@q i
. ‘ i
. ¥ EpY “g‘:“p“ugxov“‘“’ AZL0A6ynon e@appoldpsvmy :
o ouc07‘ wh ayeyn Bspanslmv 1

OL TapeXOUEVEG UNNPEGLEG Elval b 0P amevTy
GTNV CUVTPLIITLKI TOug MAsLoPn@ia ]
Hovadikég otov EAANVLKG XWwpo Kat

GTO GUVOAO TOUG MOVASLKEG GTO

SnpooLo topéa.

"YIOTITX TTEPLOTATIKA ;
MpoAnntiko¥ EA£yyxov Neoyvwv BlOX'lll“ﬂ,l EmBepaiwon
(EILILEN.)




ZYNEPTATEZ

Ou aoBeveig mapanéumovtat atd NoonAevtika I§pupata kat Mavemotnulakég KAWVIKEG OANG Ttng
Xwpag, Kabwg Kat amnd ISLwTikéG KALVIKEG Kat LELWTEG Latpous. H ALelBuVeon GUPPETEXEL WG PEAOG
NG Awevpupévng Emiotnpovikig Opdadag o€ tpla avayvwplopéva EOvika Kévrpa
Epmelpoyvwpocuvng Zmaviwv Noonpdtwyv.

EPEYNHTIKO EPIo

O topéag twv EvSoyevwv MetaBoAtkwv Noonpatwyv givat SteBvwg Tax£we aVantuGGOHEVOG KAl PE
€ECLPETIKO ETLOTNHOVLKO KAL EPEUVNTLKO EVSLAPEPOV. ELSLKO €PEUVNTLKO EVSLAPEPOV yLa TNV
ALevBuvon amoteAel n PEAETN TWV AOPOLOTIKWY AUCOGWHLOKWY voonuatwv. Ta teAeutaia 40
XPOVLa €XOUV EKTIOVNOEL 24 EPEUVNTLKA TIPOYPAHPHATA ME AVTLKELPEVO Ta UTIO PEAETN METABOALKA
voonpata o€ cuvepyaocia pe Epeuvntika Kévrpa kat NMavemotnplakoUg popeig tng EAAASag Kat tou
€EwTEPLKOU, EVW £X0OUV SnpooLeuBbEel 128 apBpa o SLEBVN) £yKpLTA EMLOTNHOVLKA TIEPLOSLKA.

EKMAIAEYTIKO EPIO

H AlebBuvon CUPPETEXEL EVEPYA OTA EKTALSEUTLKA TPOYPAMHATA GAAWV POPEWV, KALVLKWY Kat
ETLOTNUOVLKWVY ETALPELWV ME OMLAiEG yla ta EvSoyeviy MetaBoAikd Noorpata Kat amoteAEl Ttov
HOVaSLKO €pyactnplaké xwpo otnv EAAGSa Tou SLaBgtel OAOKANPWHMEVN yvwon Kat mapoxn
UTTNPECLWYV OTo TESi0 TNG BLloxnuikng MEVETLKNAG KAl CUYKEKPLPEVA TwV EvSoyevwv MetaBoAtkwv
Noonpatwv. Mpocata n Atebbuvon avayvwpicBnKe PE UTIOUPYLKI) ATIOPACH WG EKTIALSEUTLKO
KEVTPO yld TNV LATPLKN €LSKOTNTa Ttng Epyactnplakng FEVETIKG oto TeSio TNnG Bloxnuiking
FEVETIKNG.



Twv Metaforiouod Ootwv ®
Boliouot MetaA wv

O Topéag pag ewSkeVeTaL otn Sudyvwon kat Oepameia TG OCTEOTEVIAG KAL TNG
00TEOTIOpWONG, TNG paxitidag (EAAewpn Brrapivng D 1 YEVETLKAG altLloAoyiag), KabBwg Kat
otnv Staxeipion GAAwv Sratapaxwv Tou emMnPeAdouv Tn OKEAETLKN UYEia KAt TOV OOTLKO
HETaPOALGHO o€ VEOYVA, BPEWN, TTALSLA KL EPRBOUG.

ZYNTOMH NEPIrPA®H

KaBe xpovo, eplocotepa amod 3000 TTEPLOTATLKA TIAPATIEPTIOVTAL ATIO OAN TN XWPA yLa EAEYXO TOU
HETABOALOPOU 00TWYV KAl HETAAAWY, GUVIBWG YE AWOPU TNV TTAPOUCLA KATAYMATWY, OKEAETLKWV
TIAPAUOPPWCEWY, 00TLKOU AAyoug 1| Satapaxwv tng avinong. Ao autd, ta 2/3 apopolv maldLa
nAwkiag 0-18 etwv pe cofapo, xpovio MPOPANHA LYELAG, TIOU £XEL ETILITAOKEG OTIO TOV OKEAETO (TTY
TaLSLA pE KapKivo 1 o€ avamnnplko apagisio), evw to uttéAoLtto 1/3 TTaAGXEL ATO GTIAVLO VOC A TWV
0CTWV (Tt ATEAIG OCTEOYEVEDH), AVOEKTLKI paxitida KATT).

O Topéag cuvepydaletal PE OAEG TLG TIALSLATPLKEG KALVLKEG TNG XWPUG KAl OAOUG TOUG ETTAYYEAPATIEG
uyeiag mou acyoAovvtat pe ta madid KaBe nAikiag. MapdAAnAa, £€XEL GUVTOVLOTLKO PpOAO otTnV
OALOTLKI) TIPOGEYYLON TOU EMLPAAAETAL O LSLALTEPWG TTOAUTIAOKA TIEPLOTATIKA, TIOU OATIALTOUV
ppovtida amdé TOoAAoUG £L8KOUG.DPpovTideL emiong yLa TNV OpaAr, opyavwpévn pETABacn Twv
TALSLATPLKWY aGOEVWV GE SOPEG UYELNG EVNALKWY, GTAV (PTACOUV GTNV EVNALKIWON.
TOEKTIALSEUTLKO KaL EPEVUVNTLKO £€pyo TOU Topéa 0TO MESLO TOU PETABOALGHOU TWV 0GTWYV KAl TWV
HETAAAWV givat agLoAoyo. MeptAapPaverl-peTagl AAAWV-CUPUETOXT) OE SLEBVELG, TIOAUKEVTPLKEG
KALVLKEG MEAETEG TTOU AOopPoUV TNV Tta@oAoyia Tou 06ToU, aAAd Kal o€ SLeOveig opadeg epyaciag
ToU KaBopidouv TG KATEUOUVTIPLEG 0SNYLEG LA TNV UYELO TOV AVATITUGGOMEVOU OKEAETOU.

MAPEXOMENEZ YMHPEZIEZ

¢ MawdLatplkd Latpelo Siatapaywv OCTLKOU METAPOALOHOU, HE egumelpia o€ Ogpameieg
GTOXEVMEVEG YLA TO 00TO, TTYX SLPWOCPOVLKA

¢ EpyactTnpLo SELKTWV OCTLKOU UETABOALGHOU Kal O0EAALKWV/KLIPLKWY OoUPWVY, TO HOVASLKO otTn
XWPA PE (PUOLOAOYLKEG TLHEG yLa TTALSLA

e OOTLK] TUKVOpETpia (MEBoSog DXA). To povaSlkO O AnMOGLO (POPEC ME OTIOKAELOTLKA
TALSLATPLKO AOYLOMLKO yla HETPNON TNG OCTLKIG TIUKVOTNTAG KaL ALTIOYETPNON OE EMAEYHEVA
mepLoTatikA. EEumnpetouvtat matdid nAtkiag 5-20 eTwv.

* Wneplakn aktvopetpia (M€BoSog DXR, Digital X-ray Radiogrammetry). To AoyLopLko auto gival to
HovaSilko G€ AnMOGLO (POPEA KAL XPNOLUOTIOLELTAL yld EKTIPNON TOU TAXOUG TWV OGTWV OE
TaLdLd ou 8ev pmopouiv va uttoBAnBoUV ce DXA Adyw omovSuAodeaiag, nAtkiag <5 €Twv N pn
cuvepyaciag, T ML autLopol



Inavieg Mabnoeig OoTtwv

Touéag Noonudtwv Metafoliopot Ootwv
ka1t Metaforiopod MeteAAwv

MATKOZMIA HMEPA ZIIANIQON
MAGHZEQN

1" Opdda
r Xpoévieg Madnost
Noonpuata A
r *  Awtpogukes Srtapayés, my Yuyoyeviig avopesia
E l8 lKOU * Nboog Crohn, eAxcd8n¢ KoAITIS a, KOALOKAKT

*  Xpovia MY GUCTNRATIKGOV KOPTIKOGTEPOEIS MY, Ty PEVHATOELSTG apBpitida,

EVBLX@EPOVTOG weomwonioiepmo

Xpovia Sratapeyn ™G KnTikdTTag, my puikt Suatpogia Duchenne,
EYKEQAAKT TIApEAVOT), Ve Tiatia ULk atpo@ic

*  YnepacBeotiovpia, ve@poiBiaon

*  @awvloketovoupia, yaAaktolapic kat GAAEG evSoyeveis Siatapayés Tov
petaBolopov

4
2n OII“SQ *  Aylooc@aipoTiBELES, TIY HECOYELOKT) avouiia
*  Moudwkog kapkivog, Ty Asvyapia, Aép@wpa, puedoBAdoTwpa
Zrtoyeviig payitida

PoyitiBa yevetues artiodoyiag (XLH, VDDRL, VDDR-II 1) ~ 3000 AP ATOUTIEG TIEPLOTATIKWY ETNGIWG

omo TiG omoieg 3 0TI 4 TIEPIMTWOELG
ovveyifovv va TtapakoAouvBouvTal og XpOVIa
pdon

Ynopwo@atacia
Ooteométpwaon
Z0Ov8popo TOAAATAGV EE0CTOOEWV

Ate)iig ooteoyéveon kat GAAEG HOp@EG YeveTIkYG ooTeomOpwon (my PLS3,
LRP5 1)

IxedeTikéG SuoTAacisg, T ayovSpomAacia, crovSulosmipuotaky SuoTAacia,
KAeiSokpaviakt) SuomAacia, KAT

3" 0pdda

El81ké6 kataotdoelg

* Ooteomevia ™G TPowpdTTAS

*  Metapdoysuon poehol 00TMV 1) CUNTIAYGV 0pYEVWY
*  Kvoti ivwon

* Ne@pu) ooteoduotpopia

*  YOvSpopa 1) AAAEG KATAOTATELS LE CUPHETOYT] TOV okeAeTOV, Ty 0. Marfan,
vevpoivwpdtwon, . Prader-Willi, 6. Lowe kAt
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AevOvvon IeveTikng I ]-[

IATKOZMIA HMEPA ZIIANION
MAGHZIEQN

Ztn AwevBuvon levetkng tou IYMN mapgxovrat uPnArng ToLOTNTAG UTINPECLEG MEVETLIKAG OE
KALVLKO Kal EPpYOCTNPLOKO EMiTES0. EMiONG UAOTIOLOUVTAL EPEUVNTLKA Epya HE EHPACT OTNV

aviXveuon tou YEVETLKOU aLtiov omaviwv mabrcewv Kat th pa)\ét TaBowucLoAoyiag,
PE amWTEPO OKOTIO Tr) CUVSEST) YOVOTUTIOU -(aLVOTUTIOU KaL TNV TIP6 TOU VOO HaTOG.
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ZYNTOMH NEPIrPA®H

H ALevBuvon €XEL GNUAVTLKI GUMBOAN oTNV €yKaipn Kat akpLPr SLdyvwon YEVETLKWY VOGHHATWY
yla mepLocotepa amo 40 Xpovia HE TAPOXN UTINPECLWV KAWLKIG TEVETLKIG/ZUMBOUAEUTLKIG,
Kuttapoyevetikig, Moplakrg Kuttapoyevetikiig Kat Moplakig FEVETLKIG yLa OTIAVLEG YEVETLKEG
TaBNOELG PE TLG OTIOLEG EAGXLOTA KEVTPA acxoAoUvtal otn xwpa. H AtebBuvon Fevetikig oto IYMN
GUHHETEXEL OTO TIPOYPAMHA EEWTEPLKOU TIOLOTLKOU EAEyXou Mpéow GenQA - Genomic Quality
Assessment (UKAS accredited proficiency testing provider) yLa 6A&G TLG TTAPEXOHPEVEG KALVLKEG KaL
EPYAOTNPLAKEG UTINPECLEG.

A&LoA0ynon acBevwv pe
YEVETIKO Voo pa
XpWHOGWUIKOG EAEYXOC
Kapuvotumog

Mopak)

kvttapoyevetikn (FISH)

MopLak)
YEVETIKY)

TFeveTikn
oV BOVAEVTIKY
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MAPEXOMENEZ YNMHPEZIEZ
A&LoAdynon acOEVWV PE YEVETLKO VOO A
H Stayvwotikn mpooéyyion Eekva pe Aemttopepr) AfPn TOU ATOPLKOU KAL OLKOYEVELAKOU LGTOPLKOU
KOl TNV Kataypagr) Tou yevealoylkoU S§&v8pou. AkoAouBel avtikelpevikny e€€taon tou acBevn,
Kataypag@n Twv SLatapaywv TG GCUMTEPLPOPAG Kat a§LOAGYNON TWV CWHATOMETPLKWY KOl
HOPWPOAOYLKWY XAPAKTNPLOTLKWY. [ivETaL TPOYPAUUATIOHOG TWV ATIALTOUPEVWY  ELSLKWV
EPYACTNPLAKWY EAEYXWV Kal TNG emaveéétaong tov acBevy 6-12 prjveg apyotepa, 6Tav 0 KALVLKOG
(pALVOTUTIOG UTIOPEL Va ELVAL TIEPLEGOTEPO EPPAVIG.
XpwpoowHLKAG EAeyx0G-KapuoTuTiog
Zuotivetal ywa tnv emBePaiwaon tng umtoPpiag TTAPENG YVwoTtol XpWHOCWHLKOU cuVSEpOpoU 1} 6tav
GUVUTIAPXOUV SUCHOPWPLKA XAPAKTNPLOTLKA, SLApapTieg Tng SLATMAACGNG KAl VONTLKI) UCTEPNOT), yLa
TNV avixveuon aplOpnNTKWY Kat SOULKWY aVWHOALWY TWV XPWHOOWHATWY peyEBoug >3-5Mb.
Moprakr kuttapoyevetikr (FISH)
ATé to 1993 mou &ekivnoe SLeBvwg n xpnoipomoinon tng TEXVIKNG tou PBopifovtog in situ
uBpLSLopoul (FISH) yta tnv aviXVeuon UTIOPLKPOOKOTILKWY EAAELUHATWY KOL SUTAGGLAGHWY TOU
YEVETLKOU UALKOU, N p€B0Sog epappoletar otn AtevBuvon Fevetikrg tou IYM ywa tn Sitdyvwon
YVWOTWV 6uvSpopwv (o. DiGeorge/VCFS, o. Williams, s. Smith Magenis k.d.).
MopLakrj YEVETLKN
2T0 TAAICLO TOU HOPLAKOU EAEYXOU TO EVSLAPEPOV ETILKEVTPWVETAL OTn SleEpelivnon Twv

TaBoy6VWwVY VOUKAEOTLSILKWY TIAPAAAAYywWV YOVISiwv ToU Oxetifovtar HE TNV EPPAVION pn
ouvSpopkiiG  Bapnkoiag, Pawvulketovoupiag (PKU) kKat TG Mn-®PAaLVUAKETOVOUPLKIG
Ynieppawvulalavivatpiag (non-PKU HPA) pe mArjpn aAAnAouUxion Katd Sanger TwV EUTIAEKOPEVWV
yoviSiwv.
- EvoyeL tng Sitevpuvong tou Mpoypappatog MpoAnmrtikol EAéyxou Neoyvwv oto IYM (E.M.M.E.N.)

yivetat cuctnpatiky TPOCTABELa TIPOTUTIWGNG TNG TIPO-AVAAUTLKIG, OVAAUTLKAG KL META-
AVAAUTLKIG (PAcNG TNG HEBGSOV aAAnAoUXLONG EOPEVNG YEVLAG (NGS), WOTE va XpnoLpotonBel yLa
™V avixveuon maboyovwv TapaAlaywv CE VEOYVA HE €uprjpata cuppatd pe Statapaxég tou
€V80yeVOUG PETABOALOUOU, OTIWG TIPOKUTITOUV ATIO TOV TIPOANTITLKO EAEYXO VEOYVWV.
FeveTIKI) GUPPBOUAEUTLKA
H Stadkacia tng SLayvwong YEVETLKWY VOGHHATWY 6To IYN 0AOKANpWVETAL M€ TN FEVETLKN
ZUMPBOUAEUTLKI) KATA TNV OTToia Ttap£XovTal TTANPOWPOPLEG YLA TO YEVETLKO VOGO GXETLKEG UE TNV
KALVLKI] ELKOVA, TNV TIOPELQ, TLG BEPATIEVTLKEG SUVATOTNTEG, TOV KLVEUVO ETTAVENPAVLONG KaL TLG
Suvatotnteg mMpoAnYPNG. H Mevetikn ZUPPBOUVAEUTLKI apopd OXL HOVO Toug acBeveig, aAld kal Tta
HEAN TNG OLKOYEVELAG PE YEVETLKO VOO A.



H OMAAA MAZz

AgbOvven Ilpoinmriod Eiéyyov Neoyvay
Tovroviotiig AtevOuvrig : Fkipykvovdng Mavayibmg, PhD EOvixé Hpdypappa lpoinnrikod EAEyyov Neoyvady

Epyostproké okéhog
Epyacmpraxés YreoOvvog ETLILE.N. - Bloynpukég : IThatig Anpitpng MSe, PhD
Teyvoroyor latpikédv Epyosmpiov :
Txixa Avva, MSc

T'xidvn Baothki, MSe
Tovvaporoviov Mapia

Kahoyepixov Mapia, MSc

Pwiton Xpocavyn

I'pappateio - Evoayoyn Azdopévov :

Apepétoka Iavayidta, MSc.
Apepétoka Baoiheia, MSc, MBA
Aovlovdakn Ayyshikn

Xapov Ayyehkn

Kiwviké oxéhog EINITEN

YrevOvvog : Txovpa Avastacia, MD, PhD Iaidiatpog Evéoyevidv Metafolikdv Noonudtov
Hmdiatpog : X36yyov-Meri Tpravtagouriid, MD, PhD Iadiatpog

Awntoiéyog : Ietpomoviov Eledva, MSc

Yoyohoyos : laxdBov Kbotag

Kiaviké okéhog - EEotepikoi Tovepyareg
Movada Evdokpivoloyiag, Awfitn kat
AOnvov Noookopsio Maidov «Ayia Zogio»
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B puciic Kiwvuaig tov Havemotnpion

Awv@ivrpro : Kavaxd-Gantenbein Xpiotiva, MD, PhD, Iaidiatpog Evdoxpivordyog
Emotpovikés cuvepyamg : Takov Avva, MD, Hadiatpog pe Eiducn Khvik Epnepia oy Hudwrpikh Evokpivohoyia

ArgvBovig : Aovhyepdxn Aptepug, Hadiatpog, MD, PhD, MRCPCH, FRCPCH

Emompoviké Ipocomks Touéac Noonudzrwy Metafolicuod Octdy Kat
Abavacorodrov Eheva, Bioynpikés, PhD Merafloliouos Merdlimv

EZotepukoi Zvvepyarteg
Emoetmpovikég covepydng : Ilohiodng T'edpytog, MD, PhD
Emotmpovikig cuvepyamng : Pnuitng Apiototédng, MSc, Teyvoloyog Aktivofoliac-Axtivodepansiog

AwevBovrijg : Mopaitov Mapive, Xnuikog, PhD

Emompoviké Ilpocomksé A1e50vven Evévuoloyias kar Kotrapixijc
Anuntpiov Evayyehia, Biodéyog, PhD Asirovpyia

Mavpidov Eipnvn, Biokéyog, DEA, PhD (S
Yakelhapn Xpoodvon, Mopaky Biokdyog, PhD

Teyvodroyor latpikédv Epyacstnpiov :
Tletpopavordxn Epivn
TTovla Evotabio

ArvOovriig : Kohorésn Ayyehad, Tatpicdc Tevetiotic, MD, PhD AwgvOvven Ieverinis

Emoemypoviko Ipocomké

T'pnyopiddov Mapia, Bioddyog

TIovrov Muptd, BSc (Biomedical Sciences), MSc, PhD
Koékkotag Xdapng, Biokdyog, PhD
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3 Noocoxkopeio Iaidwv ‘H Ayia Zogia’
Ianadapavromrovrov kar Onpov 1
' 11527, A0ijva.
institutech-central@ich.gr
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