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ANTI MTPOAOIQOY

«Kade popa mou yevviétal Eva natdi, aKOUA Kol av EXEL LOLALTEPOTNTES,
napauével Eva Javua tneg euong...!1»



EYXAPIZTIEZ

Exppdlovpe Tig Beppes pag evyaploties , mpog tov kKuplo Toaiddn
Awovuon, emiBAemovta Kol KaBodnyntn TG TMTUXLHKNG MG €pyaoiog.
Emiong, Ba BéAape va eVXOPLOTIIOOVUE TOUG KABNYNTEG-TPLEG TNG OYOANG
HOG YL TIS YVWOELS KAl TNV TOAUTIUN PBonbelad ToOuU pAg TPOCE@EPQY
KaB’0An v Sidpkela Twv omouvdwv pag. TEAOG, Eva PHEYAAO ELXAPLOTW

OTLG OLKOYEVELEG LA TIOU €lval TAVTA SITTAQ LG KAl oG oTnpilouv.



NEPINHWH

v mapovoa gpyacia egetdlovue Ta cVVEpoUA OV VTIAPXoLV oTo PBLAlo
tou Robert Sphrintzen pe titAo “Syndrome Identification for Speech Language
Pathology” amo to ypaupa E-J. Lkomog pagtav 1 ocvAdoyn VEwv otolyeiwv
oV TpoEKLYPaV TNV TeEAeUTHla SEKAETION KL TIPOYEVESTEPA YLA TA OUVEPOUX
auTaA, uéoa  amd  Snuoolevpéva  EyKupa  ETOTNUOVIKA  ApBpa.
Ta oVUv8popua mov mapatiBevtal oxetifovral pe SATaAPoyES @wWVNG, AdYOU,
aQVuTNYNoNG, OKoONG, OiTong Kol YAwoowkng avamtuéng Emmpdobeta,
TAPABETOVIE OTOLXEIX YIA TNV AVAYVWPLOT) TWV CUVSPOUWY, YLX TO ALTIOAOYLKO
Toug vmoPabpo, kabBwe emiong Kot ywx v €§EAEN kKAl MPOYVWOT AUTWV.
ETumAgov , onpavtikd ival Ta otolxela Tov Sla@opoTolovv Ta cVVSPOUX ATIO
AAAEG SLATAPAYEG PUE OKOTIO TNV ATIOPUYN UG AavBaouévng SLayvwong Kat wg
€K TOUTOU WG AavOaopévng AoyoBepamevTiknG avTipuet®wmions. TéAog, ta
KAWIKA oTtolyela Tov emmpedlouvv TA PEPT TOU OWUATOG, cLUBAAAOLV OTnV
aAVAYVWPLOT TOU EKACTOTE GLVEPONOV, TN SLAPOPOTIOINOT TOV KABWE KAl 6TV

KATAAANAT QVTILETWTILON TOV.
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ONOMA: EEC Syndrome

Eniong yvwoto wg : Ektpodaktulia(Ectrodactyly), e€wpuikn duomAacia kot
oxlotia (ectodermal dysplasia, and clefting).

H EEC elvat pla eUKoAa avayvwplopevn  Swatapayn TmOANATAWY
AVWHOALWY AOYyW TOU OUVOUAOHOU TNG OXLOTLOG, TWV OVWHOALWV TWV
XEPLWV KAl TWV TOSLWY, TwV 08OVIIKWY OVWHAALWY KAl TWV AVWHOAWV
HoAAlwv. Emeldry OAeg autég ol Ouopopdieg elval  evkoAo va
QVaYVWPELOTOUV aKOUN KOl OO TNV Teplotactakn e€€taon. H EEC eival éva
oUVOPOUO OTIOU Ol TIEPLOCOTEPOL VOOOKOUELOKOL ylatpol Ba elyav UIKPO
MPOBANUa  avayvwplonG. Qotogo  ta  KAWVIKG  YOPOAKTNPLOTIKA — TOU
ouvbpouou mapouvaotalovv alodoyec  moapaldayec kot n amoyn mwg
KaVEVA oUUTTTWUA SEV artoTEAEL UTOYPEWTIKO gUpnua kadiota avaykaio
v _npooektikn aétoAoynon.( G.Annerev, T. Anderssopn, G, . Lindgren, S.
Kjartansson, 1991) H EEC sival emiong éva amno ta Siadopa cuvdpopa He
ULKTO TUTIO oXLoTlaC HEoa o€ €va yevealoyko Evtpo (single pedigree). Me
AAAa AOyla, MEPLKA ATOpa oOTnv (6la olkoyévela pmopel va  eiyov
UTIEpWLOOYLOTL, EVW AAAQ va elxav XeLAeooxLoTlal Kol uTtepwioyootia. Ot
ULKTOU TUTIOU OxloTieg péoa otnv (&l olkoyévela epdavilovtal povo os
oUVOPOULKES (syndromic) oxloTieg. YIIAPXEL XOPAKTNPLOTIKA METAPANTOTNTA
™G €kdpaong.

Attiodoyia :AuTOOWHOTLKY Kuplapxn KAnpovoplkotnta. To yovidlo €xel
xaptoypadnbel oto 7911.2-g21.3. O UETAYPaPIKOC Tmapayoviac p63 o
ortolo¢ _puBuilet _tnv eéwdePLLK, OTOUXTONPOOWIILKA KOl YEVIKOTEPN
avantuén tnc keadng, Eyet ouvdedel ue ula ouada amd QUTOOWUNTIKEC
gfwbepuikéc  duomdaoisc  mou  ouvdEovtal UE  OTOUNTOTIPOOWITIKA
eMeilupata kot avwualdisc akpwv. MetaAdaén oto yovidio p63 Exel
guaviotel kot oto EEC guvbdpouo. (Yvonne E. Chiu, M.D., Beth A. Drolet,
M.D., Kelly J. Duffy, Ph.D., Kristen E. Holland, M.D, 2011 ).

Awtapaxég Adyou :0L opBpwTikéC SlaoTpePAWOEL; €lval KOLWVEG OTO
oUVOPOO AOYW TWV UEYAAWV KEVWV TIOU TIPOKOAOUVTOL OO TAL €K YEVETNG
eMeimovta dovila Kat to avwpaAa, Hkpd Kat ducpopdika dovtia. H avw
yvaBiaia umomAaocia kat n Kakl ouUykAnon twv &doviiwv tumou |l
TIPOKOAOUV €miong TIG TPOOOLEG UTIOXPEWTLKEG OLAOTPEPBAWOELS KOL TN
YAwoolk €éwbnon. H unmepwlooxotia N n  xeWeooxlotio Kal n
UTtEpwlooylotiac  pmopel  emiong va  obnynoouv oe  apBpwTKA
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avtiotabulotikd  potifa.  H  eugavion  Bapnkoia¢  aywync  n
VEUPOQLOUNTNPLOC 1 OKOUN Kol KWEwon¢ oto 13% twv MEPITTWOEWY,
ENPEPEL SUTAELTOUPYIEC TNC PwVoAoyIkNC evnuepotntac. (S.E. Clements, T.
Techanukul, D. Coman, J.E. Mellerio, J.A. McGrath, 2009 ).

Awatapaxeg ottiong :H mpwipun oltion pmopel va meputAextel eAaxlota amo
™V unepwlooxlotio.H amouagia  0dovTIKNC KOPUPOYPOUUNC TNC avw
yvadou Sduayepaivel tn dtadikaoia tng oittong. ( W.Kuster, F. Majewskt P.
Meinecke, 1985 ).

Awatapaxég Akong :H aywylun omwAewo akong epdaviletat Adyw tng
urepwiooylotiag. OL MEPLOTUOLOKEG OOTAPLAKES (ossicular) avwpaAieg Kot
n veupooaloOntrpla amwAela akong €xouv avadepBel, aAAd bev eival
KOLWVEG 0TO oUVOpOLO.

Awatapaxég dwvnong :Bpaxvada sival kowvn.

Awatapaxég Avtixnong :H uneppvikotnta pnopel va epdaviotel Adyw tng
UTIEPWLOLOXLOTLOC KOl TNG UTIEPWLOPOPUYYLKAG AVETIAPKELAG. H atploia tng
PLLKNAC Xoavng €xeL avadepOel wg omavia eVPECN KAl UE ATOTEAECUA TNV
UTIOPLVLKOTNTAL.

Mwoolkég Satapaxeg :H YAwoolkn avamtuén sival ouvBwg Kavovikn,
aAAG N yvwoTik KaBuotépnon Kot n yAwooukn e€aoBevion epdaviletal wg
avwpaAia xapnAng cuxvotntag (rmepimou oto 5 e 10% Twv MEPUTTWOEWV).

Tuotpata mou ennpedlovtal MEPLOCOTEPO :KPpaAVIOMPOOWTIKO, AKPA,
YEVWNTIKO — OUPOTIOLNTIKO, KEVIPLKO VEUPLKO oloTnua, Oo¢POaAULKO,
SeppaTLKO, 060VTLKO

o Kpavionpoowrniko :Yrmepwlooylotia pe / xwpilg xeleooylotia (58%),
avw yvablaia umomAaoia, atplola TNG PLIKAG XOAvNnc, HUKpokedaia,
urtoBAevvoyovia oyiotia,( W.Kuster, F. Majewskt, P.Meinecke, 1985).

o Akpa: Ektpodaktulia(ectrodactyly),oxiotia xepuwv Kol TOdLWY,
ouvOaKktuAla, eAAetmovta SaktuAa, Bpayuvdaktudia  (W.Kuster
F.Majewskt, P. Meinecke, 1985).

e TevvntkG- oupomontike:NedplkéC avwpalies, avwpalieg oupntpwy,
vdpoveédppwan(hydronephrosis),kpuopxidia,urtoonadioon(hypospadia
XaunAo ocwuatiko Bapocg yevvnaong Kal mpowpotnta, Ueyaiov Baduou
eniAnyieg,  opYompwktikn  SduomAaocia,  vnomAaocia  Suutkou,
UETQOTATIKOC _Kakondng oyko¢, (Tuenjai Chuangsuwanich, Prasert
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Sunsaneevithayakul, Kobkun Muangsomboon, Chanin Limwongse,
2005).

o Kevtpiko veupiko clotnpa :M'vwotikn e€acBévion.

o O¢OBaApko:EvalocOnaoia oto dpwe (pwtopoBia), kUotn Tou dakpuidikol
aokoU Oekpukiotitida  (dacryocystitis)(87%), amovta  SLAOTIKTA,
dAeypovn kal poAuveon twv BAEdapwy, dtaBpwaoslc kepatoetdbouc Kal
ota dvo uatia ( W.Kuster, F. Majewskt, P. Meinecke, 1985 ).

o Aeppatiko :Mewwpevn edidpwon, Aemto dépua, MOAU avolxto Sepua,
TIOAU ehadpla eUBpavota HOAALA, apold MOAALY, UTIOTMAQOTIKA N
anovta voxw(79%), apaieg PBAedpapideg kat dpudla (emnpeacuevo
8éppa oto  87%twv MEPUTTWOEWV), ENpo-eklepatwdec S€pua oTIC
TAAQUEC, OTOUC ayKWVEC Kal ota yovata. (S.E. Clements, T. Techanukul,
D. Coman, J.E. Mellerio, J.A. McGrath, 2009 ).

e 0680vTKO :EANAetmovta Sovtia, SucpopdLkd Sovtia, AEMTO oUAATO.

EEEAEN kaL mpdyvwon :0L avwHaAieg tou cuvdEovtal pe To cuvdpopo EEC
glval mapovoec otn yeEvvnon Kal €ivol pn mpoodeutikéc. H PBpayxvada
ouoxetiletal pe tn HeEwMEVN edidpwoan(hypohydrosis) kat tnv éAAewn
Atmavong twv pwvnTikwy xopdwv. H dvw yvablaia umonAaocia ivat mavia
mapovoa, OANA yivetal OXeTKA ocofapotepn KaBwg n KAtw yvadog
avéavetal kata tnv eodnPela. MeExpt ta teAsutaia €tn tne epnPelag n
QVETIAPKELA TOU HECOU TOU TipoowTtou (midface) eival coBapn. Ev uépel,
urapxet €Aewpn tng Katoakopudpng avamtuéng tng yvabou Adyw ToOU
QVETIAPKOUG GATVIOKOU 00TOU AOYw TNEG EAAEWPNC TWV HKPWV SOVTLWV UE
TIC MLKPEG plleg. 2 MEPUTTWOELG XWPLG yvwoTik e€aoBEvion, n mpoyvwon
glval KoAr. O AekTIKEC SlatapaxEC UMOPEL Vol QVTLUETWITLOTOUV OMWCE O€
aA\oug aoBevelc pe oxlotiec. H odovtootolyia pmopet va amokataotadet
LE TNV POCOETIKN 1 HE pooxeLHaTA. Agv UTIAPXEL Kapia avtévdelen otnv
XELPOUPYLKN eMEUPaCN TNE Avw yvaBbou ta teAeutaia xpovia tng epnpPelag.
M eéetaon umepnyou ouuBaAlel otnv _aviyveuon uvnoapéng oxiotiog
xEidouc kat unepwac, wotogo S€ ustaBardel tnv ékBaan tng kunong. Tic
TIEPLOOOTEPEC POPEC eVOEIKVUTAL Yl TN YEVETIKN cUUBOUAEUTIK TWV
otkoyevelwv. ( G.Annerev, T. Anderssopn, G . Lindgren, S. Kjartansson,

1991).

Awadopkn diayvwon i dwadopodiayvwon : H e€wdepuiky duomiaoia
(ectodermal dysplasia) kat n oxwotio epdavidovral kat oto cuvdpopo AEC
KoL To ouvdpouo Rapp — Hodgkin. EvtoUtolg, Kaveéva amd outd Tto
ouvdpopa dev MapouoLalel Helwon TwV SAKTUAWVY 1 TN OXLOTLA TWV XEPLWV
Kall Twv TtodLwv.



ONOMA: Ellis — van Greveld Syndrome

Eniong yvwoto wg : Xovopoefwdepuky duomhacia (Chondroectodermal
dysplasia), pecoefwdepuikny SucAnaocia(mesoectodermal desplasia).

To ouvdpopo Ellis — van Creveld eival pld QUTOXPWHUOCWHUATLKA
UTTIOAETOUEVN OKEAETIK) SuomAaoia Tou yapoktnpilletal amd Ta Kovtd
AKPO, TA KOVTA TAEUPA, TNV UETALOVIKN) TIOAUSAKTUALD, T SUOTIAQOTLKA
voxla kot ta dovtia mou epdavilovtal cuxvoTEPA OTOUCG KATOLKOUG TNG
AvartoAiknc MevouABaviag (the Amish). H mAslopndila Twv MEPUTTWOEWY
€xeL avadepbel anod to voud tng kopnteiag Advkaotep, Tng MevouABavia,
aAA@ TtO0 ouvdpopo epdaviletal kot o AAEC €OVIKEC Kol DUAETIKEG
urtoopadec. H kat' ektipnon mAnbuoulakn emkpatnon eivol 1:100.000.
Ertiong, ota Hvwuéva ApaBika Eutpata(UAE), urtodoyiletal 0Tt To TO00OOTO
YEVVNTIKOTNTAC auToU Tou guvdpouou eival 5.2/100,000 yevvroelq.
(Bassam R Ali, Nadia A Akawi, Faris Chedid, Mahmood Bakir, Moghis Ur
Rehman, Aiman Rahmani, Lihadh Al-Gazali ,2010).

Attlodoyia :AuTOOWUN UTIOAEUTOUEVN KANPOVOULKOTNTA. To yoviblo €xel
xaptoypadnbel oto 4g16. Ouwc, os mepinou duo Tpita TwV acdevwy UE
EVC ouvépouo, ustardaéeic €youvv Bpevei kat oto EVC kat oto EVC2
yovibio va egivat n vmokeiuevn attia tou ouvdpouou, kadotwvrac tnv
UOPLOKN) ETEPOYEVELX QUTAC TNC KATAOTAONC Kol tnv__ duvatotnta
ouuuetoync kat aAdwv yovidiouv-wv.( Bassam R Ali, Nadia A Akawi, Faris
Chedid, Mahmood Bakir, Moghis Ur Rehman, Aiman Rahmani, Lihadh Al-
Gazali,2010).Movo 25 uetalddaéeic Eyouv neptypapei oto EVC yovibio, ek
TwV omolwv ot 21 uropouv va Jewpndouv akupec ustardaéeic. Ano tic
urtoAouiec  téooeplc N ula nNtav_ p.K302del, Kol ol _dAAeC  TpEIC
apepunvevuevee uetardaéeic nepieAauBavav p.S307P, p. R443Q kat
p.Q896H.( Hakan Ulucan, Davut Giil, Julie C Sapp, John Cockerham, Jennifer
JJohnston and Leslie G Biesecker,2008).

Awatapaxég Adyou: H dpBpwon pmopel va StaoctpePAwBel and ta pikpd n
eMeimovia dovtla, TNV MPOowpen anwAela Sovtlwy, Kal €va Kovto XoAwo
oTn HEoaia ypappn tou avw xelhoug.

Awtapaxég oitiong: H oition Sev eival dtatapaypévn.

Awatapaxég Akong: H akon eival puctlohoyikn.

Awtapaxég pwvnong: H dwvn gival pucloloyikn.
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Awatapayég Avixnong: H avtixnon eivat kavovikn.

Mwoolkég dratapaxeg: H vontik kabuotépnon ival €va TEePLOTACLAKO
gupnua oto ouvdpouo Ellis — van Creveld, alM\d oToug voNnTKA
duolohoylkol¢ acBevelc, N yAwooukn avantuén lval Kavovik.

ZuoTtApaTta oV EMNPEAIOVTOL IEPLOCOTEPO: LUOOKEAETLK, KopSLayYELOKO
OUPOYEVVNTLKO,SEPUATIKO, KPOVLIOTIPOOWTILKO Kal SOVTL

o MUuOGOKEAETIKO: MeVIKA KOVTO avaotnua pe Sucoavaloya Kovta Aakpa,
umtoAoyiletal OTL Katd HECO Opo TO evnAlko UYPo¢ elval KATW amo
1,52uétpa Kal Pmopel va elval Kol KATw amnd mepimou 1,3 pétpa.
MePLOPLOPOC TWV AVILBPAXLWY KAl TOU KATW MEPOUC Tou Todlou,
petafoviky ToAudaktuAia(100%), PBpaxudaktuAia (brachydactyly),
urnonAacia ToU KVAUNG(kvnutaio 00T0), uneéapSonua
ermyovatidboc(patellar _subluxation), BAaico yovato(genu valgum)
(Ahman Morsy, Hiroyuki Tsuchiya, Hidenory Matsubara, Tamon Kabata,
KatsuroTomita, 2007).0cteoxovépoducmhacia(osteochondrodysplasia),
ooduikn Aopbwon, Tpayxltnta Twv ootwv (coarseness of bones).
(Ahman Morsy, Hiroyuki Tsuchiya, Hidenory Matsubara, Tamon Kabata,
Katsuro Tomita, 2007).

o Kapdiako: KoAmikn Stadpaypatiki atéAela, eviaiog KOATOG (kapdlag).

e Oupoyevvntiko: Ynoonadiaon(hypospadias).

e Agppatiko: Yriomhaotika voylo,eéwdepuikn duanAaaio (Ahman Morsy,
Hiroyuki Tsuchiya, Hidenory Matsubara, Tamon Kabata, Katsuro Tomita,
2007).

e Kpoavionpoowrniko Kat dovtia: BpaxUc XaAlvOg otn peoaia Ypappn Tne
Avw yvabou mou MPOoKaAEL pLa eykomn oto avw XelAog (oxt oxtotia) Ka
Vv €€dAelPn tTNS AUAAKOG TOU OTOMATOC OTN HEoAla YA TOU avVw
xelhoug, €k yevetic eMelmovta Soviia, pkpd Sovtia  n/kot
duonAaotika bdovtia.( Hakan Ulucan, Davut Giil, Julie C Sapp, John
Cockerham, Jennifer J Johnston ,Leslie G Biesecker,2008).

E€EAEN kaL Npoyvwon: O Slatapaxeg sival epdaveic otn yévvnon Kat av
KoL N TIPOOSEUTIKEG, N EAAeWPN avamtuéng Twv akpwv odnyel oto Kovto
aVAOTNUA TIOU YIVETAL XEWPOTEPO UE TNV NAkia. O Bpaxug XaAlvog avw
YVAOou UTTOPEL AVTIUETWTILOTEL XELPOUPYLKA Kal n odovtooTtolyio umopet va
anokataotabel mpooBetikd 1 pe pooxevpata. H mpoyvwon yla TUTkA
ouAia elval aplotn. Emiong n moAvdaktudia n n ouvbaktudia twv dvw
akpwv, 1o BAaloo yovato, oL mapauopPwaELS Tn¢ Kothomodiag(cavus) n tng
otpeBlomodiac(clubfeet) Twv katw akpwv unopouv va Stopdwidouv e tnv
opvonedikn Vepanecia ucow tng ypnong tAdapoe ( ilizarov) séwtepikwy
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ooteoouvIsaswv.( Ahman Morsy, Hiroyuki Tsuchiya, Hidenory Matsubara,
Tamon Kabata, Katsuro Tomita, 2007).

Awadopkn dtayvwon i dtadopodiayvwon: And alla xovépoduotpodikd
(chondrodystrophies) cUv&popa PE TIAPOUOLO OKEAETIKA EUPNHUATA, OTIWE N
axovdpornhacia (achondroplasia) kot n umonAaocia xovépou —poAALWV
(cartilage — hair hypoplasia)eival eukpvwg SLapopeTikd and 1o cUVOPOUO
Ellis — van Creveld. Eldikotepa, n epdAvion TOU TPOCWTIOU 0TO GUVOPOUO
Ellis — van Creveld lval kavovikr Omwc eival ko to péyeboc tou kepaAlou.
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ONOMA: Escobar Syndrome

Eniong yvwoto wg : 2Uvdpopo mtepuyiou (pterygium syndrome), cOvépouo
ntoANatAov Titepuyilou(multiple pterygium syndrome), cUvdpopo mrepuyiou
colli (pterygium colli syndrome) .

To cuvdpopo Escobar mephapfavel pia opada moAAamAwyv cUUPUTWV(EK
YEVETNC) Slatapaxwv avwpoAlag mou xoapaktnpilovtal oamd mrepuyla
(webbing) tou Aalpol, TwV OayKwWVwvV, N/ Kal TwWV YOVATWV KOl TwvV
apBpwtikwv ouconacswv (apSpowkUptwon — arthrogryposis) Ymapyel
KAmola oUyXuon OTNV OVOUOOLO AUTOU TOU cuvdpOpoU, Kal TBavwe Evag
aplOuog Sladopetikwv MoAAamAwY Slatapoxwyv avwuaAioag €xouv Ppebet
KATW amd TNV €TKETA Tou " ouvdépopou Tou TOAAAmAoU Ttepuyiou
(multiple pterygium syndrome)". E6w Ba MPOTLUROOUUE TOV OpO CUVSPOO
Escobar oam6 Ttov Victor Escobar Tou Topouciace Tn AEMTOUEPN
oKklaypadnon tou cuvdépopou mptv to 1980. H xprion tou 6pou cuVSpouo
nitepuylov  (pterygium syndrome), oUvOpopo TOAAQIMAOU TTEPUYIOU
(multiple pterygium syndrome), 1 ocuvdpopo mrtepuyiou colli (pterygium
colli syndrome) pumopel va €lvol KATIWG CUYXEOUEVOL OE OXEON HE QAAQ
ouvépopa, ocuuneplhapBoavopévou Tou cuvdpopou popliteal pterygium.
EvtoUtolg to ouvdpopo Escobar eival gublakpito amd to ouvdpopo
popliteal pterygium(rrtepUyLo oto riow UEPOUC TOU yOvVaTOU).

Attlodoyia :Autoowun UTIOAELTTOPEVN KAnpovouLlkr acBévela. To yovidlo
dev €xeL xaptoypadnBel i mpoodloplotel. JUUQWVO UE EPEUVEC Evac
TTGOYEVETIKOC UNYAVIOUOC N KOOl VEUPOUULKN Statapoyn UMOpEl vo
glvat vnevduvn yla TNV _UEIWUEVN KLVNTIKOTNTA ToU €UBpuou. Ovrtac ol
aoUeVeic, UEOW TwV omolwVv EYIVE N EPEUVA, UTTOTOVIKOIL LIETA TOV TOKETO
urtodeikvuav _EToL _TTEPLOPLOUEVN €VOOUNTPLY  KLVNTIKOTNTA. (Stephanie
Spranger, Matthias Spranger, Hans-Michael Meinck, and Gholamali
Tariverdian,1995).

Awatapaxég Adyou :H apbpwon eival e€aobeviopévn amnod éva ocuvbuacuo
Sladopwv mapayoviwyv. Ymapxel ouvABwg oofapry MikpoyvaBia e
TIEPLOPLOPEVO OTOMATIKO AVOLYHO KOL TIEPLOPLOUO TNG KATw yvablaiog
EKTOONG TNG Kivnong. H umepwilooylotia pe 1 xwpilg tn XeWeooxloTia
UTopel va mpooBEoel Ta apBpwTikd avtlotabulotikd potifa. Mo kown
elval n ooBapny omnicOia tomobBétnon NG YAwooag mou oxeTileTal e TNV
TLEPLOPLOMEVN Kivnon TG KATw yvabou.
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Awtapaxég oittong :H mpwwun oition €facBevel ocuxva amd TNV
TIAPEUNOSLON TWV AEPAYWYWV 08wV Kal tn YAwooontwon(glossoptosis).

Awatapaxég AKONG :H aywylpn anwAela akong eivat kowvn.

Awatapaxég ¢wvnong :Awotapaxes ¢wvnong dev €xouv avadepBel N
napatnpnOel.

Awatapaxég Avtixnong :Kal oL OTOHOTIKEG KOl OL PLVIKEC SLOTOPAXES
avtAxnong Unopet va epdaviotouv. H untepvikotnta epdaviletal Aoyw tng
UTtEpwWLOo)LoTiaG. Tnv otopatikn avtixnon e€acBevel anod tn oniobla Bon
NG KATW yvabou Kal tTnG YAWooa MPOKAAWVTAC Ul ooBopd KAAUMUEVN
OTOMOTLK OVTAXNON KOl UMOPel va TPOKAAEceEL tnv KatevBuvon TG
avtAXNong HEOW TNC PWIKAC KOWOTNTOC AOYW TOU TIEPLOPLOUEVOU
OTOMOTIKOU QVOLlyHaTOoG.

Mwoolkeg dtatapaxEg :H yAwooukn avantuén sivat puactloloyikn).

ZuotAHaTa TOU  EMNPEAlOVIOL TEPLOCOTEPO:  KPOVLOTIPOOWTILKO
HLUOOKEAETIKO , YEVVNTLKO ,KAPSLOTIVEULIOVLKO , KOl YOLOTPEVTEPLKO:

e Kpovionpoowniko: MikpoyvaBia, UTtEpWLOC)LOoTLL He/xwplc
XEWAEOOXLOTIO, TIEPLOPLOMEVO OTOUATIKO QVOLYHa, XOunAn omicBa
YPOAUM HOAALWY, TIPOG TA KATW KARON TwV PAePAPLKWV CXLOUWY, TIPOC
TOL KATW YUPLOUEVOL OTOMATIKOL oUVEETHOL.

e MuooKeAeTIKO :MoANamAd mtepuyLa (pterygia), cupneplapfavopugvou
Tou AOLpoU, Tou OLaOoTAHATOC OTO ToWw MEPOC TOU YyOVATOU, TWV
AYKWVWVY, TV OTIOVOUALKWY evwoewv, KupookoAiwaon (kyphoscoliosis),
Tporoeldng Bwpakag (carinatum), vmonmAacia uvwv. Kovto avaotnua.
JoBapEC OUOTIACELC TWV OAXTUAWV TWV XEPLWV KAl TWV TIOSLWV.
MoANamAEC apBpwTkeéG ouomAoelg (joint contractures), cuvbaktuAia.
Ertionc , o ua Epeuva mou EYve Stamlotwinke o€ SUO adepPEC UE
ouvbpouo Escobar ottt giyav cgoBapn HULKA atpo@io UE CUUTTTWUATA
uvonadeiac.  (Stephanie Spranger, Matthias Spranger, Hans-Michael
Meinck, and Gholamali Tariverdian,1995). EnttAéov, €xel mapatnpndei
evac kadetog aotpayalog(vertical talus) kat ouyyevric AopdookoAiwan
(lordoscoliosis).TEAog,  diuepng  moapouopPwaoel  tou  modlou
napatnendnkav ue otpeBlomodia kot rockerbottom Suaouoppio tou
ntodtou.(Christopher C. Dodson, MD& Oheneba Boachie- Adjei,
MD,2005).

o Tevvnukd:Kpuopyxtdia, HIKPA OpOEVIKA YEVVNTIKA Opyava, amoucia
TwV XEWAWV Tou atwdoiou, pkpn KAetopida, umonAaotikéc OnAéc ota
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kopitola.(Stephanie Spranger, Matthias Spranger, Hans-Michael
Meinck, and Gholamali Tariverdian,1995).

e KapSlonmveUHoVIKO :MVEUUOVIKOG TIEPLOPLOUOG, SLECTAAPEVN QOPTLKA
pila(n StaoctoAn NG aptnplakig pilag), Kikpn kapdiad.

e [OOTPOEVTEPIKO :KOVIO TPpOGC T TAVW HEYAAO €viepo, amouoa
okWANKoeLdN¢ anoduaon. (appendix).

E€eAién kat Npoyvwon :0L CUOTIACELG €lval MAPOUOEG amod TNV yEvvnon,
aAA@ yivovtal otodlakd XePOTepeC HeE TNV avamtuén. AkoAouBel n
amobuvdpwon Ttwv puwv. Ta mrepuyla (pterygia) b6ev pmopouv va
adapebolv xelpoupylkad emeldny ta {WTIKAG onuaciag vevpa Kal n
ayyeiwon twv opyavwv(vasculature) eivol evowpatwpéva HEoa toug. H
otopatikn dlaxeiplon eivat emiong SUokoAn AGyw Tou emipovou omicBlou
Tpofryparog anod ta ntepuyla (pterygia) colli. Qotooco, o€ uio mepintwaon
EVOC KOPLTOLOU TTIOU TIEPLYPAPTNKE Exovrac ouvdpouo  Escobar ue
Jwpakikn KUewaon kot Bwpakikn Adpdwan UeE ouvdUAOUO EKTETAUEVNC
OUUTTIEONC TWV TVEUUOVWYV KOl UELWUEVN armootaon UETaéU TOU OTEPVOU
kot tn¢ omovOuldiknc otnAnc Eywve  yelpoupyikn eméuBoaon o nAkia 18
xpoovwyv kot otepinke ue errvyia.(Christopher C. Dodson, MD& Oheneba
Boachie- Adjei, MD ,2005).

Awadopknp dudyvwon R dwadopodidyvwon :Ta moAAamAd mreplyla
(pterygia) sival emiong kowva oto cuvdpopo popliteal pterygium, aAA& Sev
eudavilovrol oto MAvw PEPOG TOU owpatoc. To cuvdpopo Noonan Kal TO
ouvdpopo Turner €xouv ta mtepLyLla (pterygia) colli, aAAd oL kapSLaKES Kat
ol evbokplvei¢ Olatapaxec OStakplvouv outd Ta ouvdpopa amo TO
ouvdpopo Escobar.

~ 14 ~



BIBAIOTPA®IA
E

Buss, PW., Hughes, HE. and Clarke, A. (1995). «Twenty-four cases of the EEC
syndrome: clinical presentation and management». Journal of Medical
Genetics., Vol 32, 716-723.

Cahuana, A., Palma, C., Gonzales, W., Gean, E. (2004). «Oral manifestations
in Ellis-van Creveld syndrome: report of five cases». Pediatric dentistry.,
26(3):277-82.

Chen, H., Chang, C.-H., Misra, R. P., Peters, H. A,, Grijalva, N. S., Opitz, J. M.
(1980). «Multiple pterygium syndrome». Am. J. Med. Genet., 7: 91-102.

Goldblatt, J., Minutillo, C., Pemberton, P. J., Hurst, J. (1992). «Ellis-van
Creveld syndrome in a Western Australian Aboriginal community: postaxial
polydactyly as a heterozygous manifestation?». Med. J. Aust., 157: 271-272.

Maas, SM., de Jong, TP., Buss, P., Hennekam, RC. (1996). «EEC syndrome
and genitourinary anomalies: an update». American journal of medical
genetics., 14;63(3):472-8.

McKusick, V. A., Egeland, J. A,, Eldridge, R., Krusen, D. E. (1964). «Dwarfism
in the Amish. I. The Ellis-van Creveld syndrome». Bull. Johns Hopkins Hosp.,
115: 306-336.

Morgan, N. V., Brueton, L. A,, Cox, P., Greally, M. T., Tolmie, J., Pasha, S.,
Aligianis, I. A., van Bokhoven, H., Marton, T., Al-Gazali, L., Morton, J. E. V.,
Oley, C., Johnson, C. A., Trembath, R. C., Brunner, H. G., Maher, E. R.
(2006). «Mutations in the embryonal subunit of the acetylcholine receptor
(CHRNG) cause lethal and Escobar variants of multiple pterygium
syndrome». Am. J. Hum. Genet., 79: 390-395.

Roelfsema, NM., Cobben, JM. (1996). «The EEC syndrome: a literature
study». Clinical dysmorphology., 5(2):115-27.

Ruiz-Perez, V. L., Ide, S. E., Strom, T. M., Lorenz, B., Wilson, D., Woods, K.,
King, L., Francomano, C., Freisinger, P., Spranger, S., Marino, B.,
Dallapiccola, B., Wright, M., Meitinger, T., Polymeropoulos, M. H.,
Goodship, J. (2000). «Mutations in a new gene in Ellis-van Creveld

~ 15 ~



syndrome and Weyers acrodental dysostosis». Nature Genet. 24: 283-286,
2000.

Shalev, S. A., Spiegel, R., Hall, J. G. (2005). «A syndrome characterized by
contractures and pterygia of upper body associated with umbilical hernia,
short stature, and distinctive face in an Arabic family». Am. J. Med. Genet.,
138A: 236-240.

G. Anneren, T. Andersson, G. Lindgren, S. Kjartansson. (1991).
«Ectrodactyly-ectodermal dysplasia clefting syndrome (EEC): the clinical
variation and prenatal diagnosis.» Clinical Genetics., 40: 251-262.

Yvonne E. Chiu, M.D., Beth A. Drolet, M.D., Kelly J. Duffy, Ph.D., Kristen E.
Holland, M.D. (2011). « A Case of Ankyloblepharon, Ectodermal Dysplasia,
and Cleft Lip/ Palate Syndrome with Ectrodactyly: Are the p63 Syndromes
Distinct After All?». Pediatric Dermatology, Vol. 28 No. 1 15-189.

S.E. Clements, T. Techanukul, D. Coman, J.E. Mellerio and J.A. McGrath.
(2009). «Molecular basis of EEC (ectrodactyly, ectodermal dysplasia,
clefting) syndrome: five new mutations in the DNA-binding domain of the
TP63 gene and genotype-phenotype correlation». British Journal of
Dermatology.

W. Kuster, F. Majewski, P. Meinecke. (1985). «EEC syndrome without
ectrodactyly?». Clinical Genetics, 28: 13&135.

Tuenjai _ Chuangsuwanich, Prasert _ Sunsaneevithayakul, Kobkun
Muangsomboon, Chanin Limwongse. (2005). «Ectrodactyly-ectodermal
dysplasia-clefting (EEC) syndrome presenting with a large nephrogenic cyst,
severe oligohydramnios and hydrops fetalis: a case report and review of the
literature». Prenat Diagn., 25: 210-215.

Ahmad Morsy, Hiroyuki Tsuchiya, Hidenori Matsubara, Tamon Kabata,
Katsuro Tomita. ( 2007). « llizarov deformity correction of the lower limbs in
Ellis-van Creveld syndrome». Journal of Orthopaedic Science, 12:505-509.

Bassam R Ali, Nadia A Akawi, Faris Chedid, Mahmood Bakir, Moghis Ur
Rehman, Aiman Rahmani, Lihadh Al-Gazali. (2010). « Molecular and clinical

~ 16 ~



analysis of Ellis-van Creveld syndrome in the united arab emirates». BMC
Medical Genetics, 11:33.

Hakan Ulucan, Davut Giil, Julie C Sapp, John Cockerham, Jennifer J
Johnston, Leslie G Biesecker. (2008) .« Extending the spectrum of Ellis van
Creveld syndrome: a large family with a mild mutation in the EVC genex.
BMC Medical Genetics, 9:92.

Stephanie Spranger, Matthias Spranger, Hans-Michael Meinck, Gholamali
Tariverdian.(1995). « Two Sisters With Escobar Syndrome». American
Journal of Medical Genetics, 57:425-428.

Christopher C. Dodson, MD& Oheneba Boachie- Adjei, MD. (2005). «Escobar
syndrome _(multiple pterygium syndrome) associated with thoracic
kyphoscoliosis, lordoscoliosis, and severe restrictive lung disease: a case
report». HSSJ, 1:35-39.

~17 ~



ONOMA: Fabry syndrome

Eniong yvwotd w¢ : AcBévela Fabry, oaoBévela Aderson-Fabry,
kAnpovoutkn duotpodn Amidwon (hereditary dystopic lipidosis).

To ouvOpopo Fabry €xel avayvwplotel KAWLIKA yla avw and 100 xpovia
Kol €lvoll TTAEOV KATOVONTO OTL TIPOKELTAL YL L0l YEVETIKN OVIKAVOTNTA VOl
Swaomnacouv ta yAukoAwutidia (glycolipids) étolL wote va amoBnkeutouv o€
SdLddopoug LoToug Tou cwpatog, EOIKOTEPA oTa Aucoowpata (lysosomes)
TOU G£PUOTOC, TOU KEPATOELON XLITWVA KOL TWV HAaAAKWY LUwv. Epdaviletal
n avamtuén koakonBwv oldlwv  (dark nodular) yvwotd kat ocoav
ayyelektaocia Tou O€pHOTOC, Kal €L0IKOTEPA OTA YEVETIKA Opyava, ot
yovata, otn TEPoXn Tou oudoaAol, oTtoug yYAoutouGg Kol OTOoU
BAevvoyovoucg puc. Emionc, ival mAEov yvwaoto, o€ oxéan UE To TapeAoy,
OTL Kot oL yuvaikec etepolUYOTEC UTTOPOUV VA ENMNPEACTTOUV coBapd UE TV
vooo fabry, av kat n eéEAn tnC vOOOU OE OPYAVIK QVETTAPKELO
guaviletar  apyotepa _otnv_{wn Ttoug Kat  n ogoBapdtnta  twv
OUUNTTWUATWV TEIVEL va gival o uetaBAnTn oo OtL ota apoevikd. TEAoc,
onNUavTIka KAVIKG guuntwuata Seiyvouv Ot ta etepoluya BUANKD mpEmeL
va Bewpndouv w¢ aoJeVeic kot Oyt w¢ popeic tng vooou fabry. ( A. Mehta,
R. Ricci , U. Widmer, F. Dehout, A. Garcia de Lorenzo, C. Kampmann,A.
Linhart, G. Sunder-Plassmann, M. Ries , M. Beck, 2004).

Atttodoyia : QuAloouvdetn. To yovidlo €xel evrtomiotel oto X-g22. To
yoviblo €xel khovomotnBOet katl xopaktnpiletal GLA kot E€poupe OtTL lval
Katd mpoogyyon 12 khoPaoelg (kilobases) oe upnkog. H vogoc¢ fabry
npokaAsitar  amo _amd  @ulooguvdetn  evdoyevr  Slatapaxn  Twv
VAukooplyyoAutibiwv — mou  amoppEouv  amd TNV EAAELUUATIKA
dpaotnplotnta ¢ _a- yaiayrooidbaonc A, odnywvtac otnv_ocuoowpEUan
opaipotplaolulokepautdiov (Gb3) kot aAdwv opiyyoAutidiwv os Siapopa
opyava. ( O.Lidove, M.-P. Chauveheid, C. Caillaud, R. Froissart, L. Benoist,S.
Alamowitch, S. Doan,R. Szalat, N. Baumann,J.-F. Alexandra, P. Lavalle’ e, |I.
Klein, F. Vuillemet, F. Sedel,K. Sacre’, Y.Samson, E. Roullet, T. Papo, 2009).

Awatapaxég Adyou :H amoBrikeuon yAukoAuudiwv (glycolipids) ota xeiAn
Kol otov BAevwoyovo TOU OTOMOTOC UMOPEL va emnpedcel tn Oon twv
apBpwtwv.

Awtapaxég oitiong : H mpwiun Statpodn eivat ¢puotodoyikn. H oition
opyoTEPA UMMOPEL va mapoucldoel mpofAnuata akoAouBoupeva amo
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eykedalika enelcddia ) BAaBeg mou €xouv oav cuvémela tn Suodayia. H
oltion pnopel akopa va emnpeaotel and ¢payr TNG AVATIVEUOTIKAG 060U
TIPOKOAOUHEVN KATA TN KATATOON amd Tn Avw Kal KAatw BAevvoyovo
enévduon tou agpaywyou odou. H xpovia dtdppola, n vautia kal ot epeTol
glval cuyvol Kot evoEXOUEVWC VO SLAKOTITOUV TG GUCLOAOYLKEG SLATPOPLKEC
ouvnOeLeg.

Awatapaxeg Akong :H uPnAng ouxvotntag veupoalobnthiplo amwAsla
glval ko, cuvodeupévn amo Vv eAdttwon ¢ abouaotaiag Asttoupylag,
guBoéc.(A. Mehta, R. Ricci, U. Widmer, F. Dehout, A. Garcia de Lorenzo, C.
Kampmann,A. Linhart, G. Sunder-Plassmann, M. Ries, M. Beck, 2004).

Awatapaxég ¢wvnong :H wvl ota mpwta xpovia TapouclaleTal
duolohoyikn, oAAa otadlokd yivetol Bpoxvry AOyw NG amobnkeuong
vYAukoAutudiwv (glycolipids) oto BAevvoyovo Tou dpapuyya.

Awatapaxeg Avtaxnong :H avtixnon Hmopel va yivel UTOPLVLKN ToU
odelletal o€ veOTAAOLEC KaL 0€ TIPNELUO TNE HLUTNC 1] Tou BAEVVOYOVOU TOU
pwvodapuyyLKa.

Mwoolkég dratapaxeg :H yAwoolkn avamtuén mapouotaletol ouviBwe
duolohoylkp aAAd apyotepa To eyKEPOALKA €TELCOSLA UMOPEL va €Xouv
ooV anotéAsopa tnv adaoia.

Zuotpata mov ennpedlovial MEPLOCOTEPO : KAPSLAKO,VEUPLKO, VEDPLKO,
0POAAULKO, SEPUATIKO , YUOTPEVTEPLIKO CUCTNUAL.

o Kapdiakd Ivotnua : 2tnBayxn (angina), ECG avwualieg,
Swadppaypatikéc uneptpodiec, appuduisc kot duonvola(A. Mehta , R.
Ricci , U. Widmer, F. Dehout, A. Garcia de Lorenzo, C. Kampmann,A.
Linhart, G. Sunder-Plassmann, M. Ries, M. Beck, 2004).

e Neuplko ZUoTnua : Xpovia akpomapalodnoia, mapofuopol, eykedaiika
enewoodla, xpoviol movokédalol, (AAn, nNUUTAnyilo, mTApEon  Twv
EVKEQaAIKWV _VEUPWV,SUTAELTOUPYI  TOU QUTOVOUOU OUOTNUATOC,
QAgyuovr) Tou KEVTpLKOU VEUPLKOU guatiuatoc- unviyyitidba (O.Lidove,
M.-P. Chauveheid, C. Caillaud, R. Froissart, L. Benoist,S. Alamowitch, S.
Doan,R. Szalat, N. Baumann,J.-F. Alexandra, P. Lavalle’ e, I. Klein, F.
Vuillemet, F. Sedel,K. Sacre’, Y.Samson, E. Roullet, T. Papo, 2009).

o Nedpiko : Nedplki aveMAPKELQL.

o OPOaApKO : Emidavelakr KepaTOeldNG BoAdTNTA , AyyELAKN) KAKWON
Tou TUBpEva Tou opOaApoU.
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o Aéppatiko : Avamrtuén ayyelektaoiog ( kakonBelg olwdng HMWAWTES ),
HWAwTEC Ko tpnéipata Twv BAevwwdwyv pepfpavwy.

o [aoTPeVIEPLKO: KOWako alyoc kat Sduwappela(A. Mehta , R. Ricci , U.
Widmer, F. Dehout, A. Garcia de Lorenzo, C. Kaompmann,A. Linhart, G.
Sunder-Plassmann, M. Ries, M. Beck, 2004).

E€EAEN ko mpoyvwon 0L pwAwreg oto d€pua ival To MPWTO CUUMTWHA
Tiou epdaviletal og PETEMELTA OTASLA TNG TOLSLKAG NALKLOG, ouVOWG PETA
™V nAlkia twv 10 YXpOVWV KalL OTn OUVEXELD Yivovtal TPoodeuTIKA
TtoAudpLOua. To 1o cofapd CUUTTTWHA TOU CUVOPOUOU Elval 0 XPOVLOG Kall
aneiBapyxoc kavowdng (burning) mévog mou apyilel otn matdikr nAwkia Kot
uropel va auénBel pe tnv efwtepkny aAlayn ¢ Oeppokpaciag, tnv
aoknon, N Kamola eUnUPETn acBévela. Autol oL mOvVoL UmopouUV aKOUa va
va apxioouv otnv matdikn nAtkia. H vedplkn avendpkelo epdaviletal Katd
KATIOLO TPOTIO apyotepa Kat ival e€eAktikn. H Stapketa {wng elval TUTIKA
ULKPN, UE MECO Opo Tepimou ta 45 xpovia. H diatapaxn eival e€eAkTikoU
TUTMOU  Kal ouvdéetal e TPwTonmabég petofoAikdo  Aaboc. H
HoKkpompoBeoun mpoyvwon eival mtwyn. H voooc fabry umopel vo
QVTEUETWILOTEL Ue TNV _Vepanceio evluuikne vnokataotaonc (ERT).( M
Elleder,2003).

Awadopkn Siayvwon i Swadopodidyvwon :ZUvépopa e TIOANATIAOUG
HWAwTEC oTo Oéppa CUMMEPAAUPBAVOUEVOU TOU GOUVSPOHOU  TWV
noA\arAwv tavadwv ( multiple lentigines syndrome — cuvépouo Leopard),
TOU OUVOPOUOU TWV Baclkwyv Kuttaplkwv KNAdwv (eAld) (basal cell nevus
syndrome), Kal Tou cuvdpopou Peutz-Jeghers. Ol LWAWTIEG OE AUTA T
ouvépopa SlapEPouV TOWOTIKA amd OTL oto cuvdpopo Fabry, Kot
Slaxwpiletal eUKoAa pe otevn e€€taon.
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ONOMA: Facio — cardio — renal syndrome

Eniong yvwoto wg : Zuvdpopo Eastman — Bixler.

AUTO eival omavio ocUvOpopo Ue TIOAU AlyeG TTEPUTTWOELG va avadEpovTal
otn BBAloypadia. Ymapxel pia coPapri vontiki kabuotépnon Kol un
dUCLOAOYIKEC QVTOVOKAQOTIKEC — evOeifelc cofapwv AVWHOALWY TOU
veupLKoU ouotnuatoc.(Eastman and Bixler 1977).

Attiodoyia : AUTOOWLKN UTIOAEUTOUEVN KAnpovoukotnta. To yovidlo dev
EXEL KOO EVTOTILOTEL | AVOlyVWPLOTEL.

Awatapaxeg AOyou : YIIAPXEL TIEPLOPLOUEVN 1 OALKN AMWAEL YAWOOLKAG
avantuéng ocav SeutepelwV CUUMTWHO TNG COBAPNAG VONTIKIC UOTEPNONG
O MEPLKEC TIEPUTTWOELG, KOL XOAPOKTNPLOTIK KABUOoTEPNON OE TIO NTILEG
eKPAVOELG TNG VOoOoU. AvtioTtabuLotiki apBpwtikr e€acOevnon akoAouBel
TNV UNEPWLOOXLOTLO TTIOU EVOEXOUEVWE VOL UTTAPXEL.

Awatapayég oitiong : H mpwiun oltion pmopel va mapouotaosl SUCKOALEC,
AOyw TNG OoPapnG VEUPOKLWNTIKAG KaBuotépnong 1N Adyw Twv
UTTEPWLOXLOTLWV.

Awatapaxég Akong : Kapwa amwAsia akong Oev €xel avadepBel 0
avayvwplotel. Qot000,  UOPQOAOYIKA — TTapATNPOUVTIAL  OVEAQOTIKA
npoeéeyovra avtia, unotpontalovosc Aotuwéelc avtiou. (N.C. Nevin, A.E.
Hill, D.J. Carson., 1991).

Awatapaxég dwvnong :Koapwd dwotapayn dwvng dev €xel avadepbel 1
QVOYVWPLOTEL.

Awatapayeg Avtixnong : YIeEPLVIKOTNTA €lval TiBavr 0€ UTIEPWLOOXLOTLEC.

Mwoowkég StatapaxEg : Yrapxel coBapn BAABN oAk anwAela Adyou o€
TLOAAEG QTTO TLG TEPUTTWOELG. Z€ TILO NTILEG LOPPEC OL YWWOTIKEG AELTOUPYLEC
ennpealovial Alyotepo.

ZuoTAMATA TIOU ENNPEAlOVTOL IEPLOCOTEPO :KEVIPIKO VEUPLKO oUOTNUA,
vedplko, KopSlaKO, €VOOKPLVOAOYLKO, KPAVIOTIPOOWTILKO, avdmtuén,
LUUOOKEAETIKO.
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o Kevipik0 Neuplkd ZUotnua : YMepOLEYEPON TWV OVTOVAKAQCTIKWY,
kKAovikol (veupka Tk — clonus) omoaopol Twv aoctpaydlwv, cofapn
vonTik KaBuotépnon, UEWWUEVN aluooalpivn, auénuevoc aptduoc
AEUKWV_auoo@alpiwy, YEVIKEUUEVN EVKEQUAIKN dlatapayn ayvwaotng
atttodoyiac. ( John Russell Eastman and David Bixler, 1977).

e Nedpa : Netaroeldng (horseshoe) vedppa, ocia muedoveppitidba. ( John
Russell Eastman and David Bixler,1977).

e Kapdiakd : Avwpalie¢ otn d¢uooloyio Tou opydvou, auenueévo
puéyebocg tng kapdlag, evbokapdlaky vweldaotwon (fibroelastosis),
OUUQOPNTIKN KapSLOKN QVEMAPKELX Kol Bpoyyomveuuovia, MVEUUOVIKNA
urtéptaon Adyw otévwong tn¢ uttpoetdbouc BaABidacg, SitapBpowTlkEC
avwualdiec tne aploteprc kotdiag, @AsBokoubikn appuduia, kuavwan
Kata tn yévvnon mopdAAnAa ue mepodikn avarnvon. (John Russell
Eastman and David Bixler,1977).

e Ev8OoKpAG adEvag : AVEMAPKELX AUENTIKNC OPUOVNG.

e Kpavionpoowrniko : MakpU nmpoowro, KAOETn uTtepéKTacn tng yvabou,
XPOVLO OTACN AVOLXTOU OTOUATOG , OXLOTIEC, umodovTia Tn¢ avw yvadou,
QVETIOPKELA.  PLVIKOU _ miTepuyiou,  uikpoyvadia,  mAaylokepalia
ennpealoviac apvNTIKA TNV _QpLlOTEPN VLXK K Bpeyuatikn mepLoxn,
UoAwon kepatoetdbouc Siuepwc. (John Russell Eastman and David Bixler,
1977).

o Avantuén: kaBuotépnon avantuéng- uikpoowuia. (N.C. Nevin, A.E. Hill,
and D.J. Carson,1991).

o MUOOKEAETIKO: LLKPOTEPO LUEyedoC anmAnvac kot nratog, BouBwvoknAn,
kAtvodaktudia twv _avtiyeipwv SUEPWS, UEPLKN  ouvOakTudia Ttwv
UXAXKWV LOTWV, yovaTa EAQQPWC TTEPLOPLOUEVA OTO EUPOC TNC Kivnonc
TOUC, avermapkw¢ ouvtoviouevo Badioua (John Russell Eastman and
David Bixler, 1977).

E€EMENn ko mpoyvwon :H avamrtuélaky kaBuotépnon eival cofapou
BaBuou kal elvat opaty oamdé TN yéwa. Ta XPOvla OVOTVEUOTIKA
npoBARuata gppévouv Kab’ OAn tn Stdpkela {wnG. 2TIC TEPUTTWOELS ME
ooBapn yvwotikn Slatapaxn n mpoyvwon eivat ¢twyn. e MO ATUES
TIEPUTTWOELG N AVTATIOKPLoN Ttou Ba €xel oto Adyo Kal otn AoyoBepameia
e€aptatal katd éva BadBuo anod To yVwWOoTLKO EAAELLUA.

Awadopikn Siayvwon n dtadopodiayvwon : Yrapyxouv moAAd cuvépopa
TIoU Ta Yopaktnpilel n vontikn kabBuotépnaon, To KABETO LaKpU TIPOCWTELD
KoL oL KOPSLAKES avwHAALEC. ZupneplAapBavopévou Tou UmepwLo — Kapdlo
—TpoowTtitkol cuvdpopou (velo — cardio — facial syndrome). Ot vedppLKEG
OVWHOALEG Kal n vontik koBuotépnon €ival Kowad KoL oto cUVOpouo
Rubinstein — Taybi. EnutA€ov, n vontikn UCTEPNON, N VEQPLKN QVETTAPKELQ,
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ol kapdlakee avwuadiec kadwc Kal n UMEPWLIOTYLOTIO QITOTEAOUV KUpLA
XOPAKTNPLOTIKA KOl OTO UTEPTEAOPLOUO- UIKpOoTia- oylotia  ouvdpouo
(Hypertelorism-Microtia-Clefting syndrome).(N.C. Nevin, A.E. Hill,  D.J.
Carson, 1991).
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ONOMA: Facioscapulohumeral Muscular Dystrophy

Eniong yvwoto wg : Muikn duotpodia Landouzy — Dejerine.

H nmpoocwmnowpomAatikoBpaxovia puikn duotpodia (Facioscapulohumeral
Muscular Dystrophy) eival n mo ouxvn popdn puonabeslag (myopathy).
Movo n puikn Suotpodia Duschenne kal n Huotovikl  Suotpodla
(myotinic dystrophy) eivat 1o cuyxvéc. Eyel uta eKTIUWUEVN ETKPATNON
nAnBuouou uetaéu 1: 15000 kot 1: 20000 (Jeffrey M. Statland, Rabi Tawil,
2011). MNepypapnke yia mpwtn @opd arno tov Landouzy kat tov Dejerine to
1884. H nAwkia evapénc givat uetaBAntn ue to 95 % twv acfevwy va givat
ovuntwuatikol kata tnv devutepn dekacetia. (Rabi Tawi, Silve're M. Van der
Maarel,2006). Evac aodevric avayvwpilel tnv acgdévela tou ouvidwc atnv
gpnBeia tou alda uia akpaio Stakuuavaon otnv évapén avapepeTal oOtl
Kuuaivetal ard tnv mpwiun natdikn nAikio w¢ to TEAn ¢ dekastiac tou
nievivra(Silvere M. van _der Maarel,Rune R. Frants,George W.
Padberg,2007).

Attiodoyia : AUTOOWHOTLKY ETLKPATIKY) KANPOVOULKOTNTA. To yYovidlo €xel
EVTOTUOTEL oTo 4q935. To VEVETIKO eAdtwuuo ™n¢
npoowrtowuorAatikoBpayioviac Huikng duotpoiac eykataotadnke wc
ueptkn Staypapn evoc aptduol twv _enavauBavousvwy tunudtwv Kpnl,
1tou opiletatl w¢ D4Z4. (Silvére M. van der Maarel , Rune R. Frants , George
W. Padberg ,2007). H cuotoAn tn¢ emavaAnync D4Z4 oe mooooto uUetaéu
1 kat 10 enavaAnyewv ouvdestal ue tnv unoueduliwon tou DNA kat tnv
xaAdpwaon tnc¢ Baoiknc Sounc tng ypwuativnc. OAa Tt mopamovw
nopatnoovvtal  oto  95% twv  aoglevwv  uE NV KAaoolki
npoownowuonAatikoBpaytovia uuikn duotpopia, mou ovoualstal FSHDI.
To untddouno 5% twv acdsvwy, mou ovoualetoal FSHD2 , givat kAwvika idto
ue to FSHD1 aAAa ue eAAswdn tnc ouppikvwaonc tne enavainync D4z4 oto
4q935.( Jeffrey M. Statland, Rabi Tawil, 2011).

Awatapaxég Adyou : AdSuvauia Twv MPOCWTIKWY MUwV n omoia odnyel
SEVUTEPEVOVIWG OE AVATTUELAKEG EVOXANOELS TNG AVW KoL KATW yvaBou e
kKaBetn avartuélakn doun, og MPOcOL0 OKEAETLKO avoLXTO SAYKWUA, KAl O
HELWHEVO UPOC TOU KATW HEPOUC TOU MPOoowrou. H kaki oUykKAnon twv
dovtlwv eival ouxvy Kal Tapouclaletal cav omicOla cUykKAlon Twv
youdiwv evw To umolouto SAyKwUa TIAPAPEVEL avolxto. Auto odnyel oe
poodLa yYAwookn mpoefoxn Kal oTnv avaykaoTtiki SltaotpéBAwon Kat

OVTLKOTAOTOON TWV 080VIIKWY — YAWOOLKWY Kol YAWOOIKWV — PaTVIOKWV
dBoyywv. H apBpwon pmopet va eivat apyn kot ehadppwc SucapBpikn.
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Awtapaxég oitiong : H mpwwun oltion tumika 6ev mapouotalel
npoBARuaTa oUTE Pe TNV Evapén TwV MUKWV vOOWV, KoL N Kotamoon dev
€xel unootel kamowa $Bopa. Qotdéco, n pAcnon HUMOpPel va  eivat
TipoBAnUaTIKh AOYyW TNG KAKAG CUYKALONG TWV SOVTLWV.

Awatapaxég Akong :NeupoawsOntriplta Papnkola oOTIC TEPLOCOTEPEG
TIEPUTTWOELG_OE 000010 75% twv_aocvevwv.( Jeffrey M. Statland, Rabi

Tawil, 2011).

Awatapaxég pwvnong :H dwvn mapouotdletal Tumikd GpuoloAoyikr aAAd
umopel va evtoruotel pétpla dSuomnvola.

Awatapaxég Avtixnong :Mapouctdletol ouxvad UTEPPLVLKOTNTA  TIOU
OXETLETAL KE TNV HUTKA aduvapia TG UMEPWAG Kal Tou Gpapuyya.

Mwoolkég dratapaxEg :H yAwoouwkn avantuén eivat puacloloyikn.

Tuotpata TOU EMNPEAloviol TEPLOCOTEPO : KOPSOLO-TIVEULOVLIKO,
OKEAETLKO, LUIKO CUOTNUA, OKOUOTLKO ,0TTLKO

e Kapdio - mveupoviko : Taxukapdia HeETA amd KOmwon, acBevela
Kapdlag Aoyw umeptpodiag AOyw TNG OVATVEUOTIKNG TIEPLOTOANG KoL
anvola amno £udpaln, MVEUUOVLKN OVETAPKELD. JTo 5 % twv acdevwv
ekdbnAwvovrtal koArikn appuduia n oravia eAAsipuata aywyuoTnTac.
(Jeffrey M. Statland, Rabi Tawil, 2011).

e JKeAeTKO : Aegutepoyevig mapopopdwon kot SlaoctpéBAwon Tou
OKEAETIKOU OUOTAHOTOC, OUMMEPNAUBAVOUEVWY TwV TEPWV TNG
wpomAAtnG. KoAakeuTikr) KAelda, kol KABeTn avamtuén Tou oxXAUATOG
TOU TpooWTou Pe unepBoAika emimedn ywvia t¢ yvabou, Bwpakiki
UuULkn atpopia, cuatodec aotpaydadou(Silvére M. van der Maarel , Rune
R. Frants George W. Padberg ,2007), movo¢ Aoyw twv aAdaywv tng
otaong kat tne yadaporntac twv apdpwoswv.( Rabi Tawi, Silve re M.
Van der Maarel,2006).

e MukO : ASuvapio Twv LUWV TOU TIPOCWTIOU, TOU CWHATOG KOL TWV VW
akpwv. H aduvapia twv modlwv Umopel va TpokUYPEL apyotepa.,
evboveupla aduvauia, aodeveic KolAlakol LUC TTOU TPOKXAOUV ulol
gféywv _koldla kat ouuBalouv atnv _ooeuikn Aopdwan, yAwaoikn
atpoeia. (Rabi Tawi, Silve're M. Van der Maarel,2006).

e Akon : NeupoaioBntripla Bapnkoia.

o OPOaApkO :AvwpaAieg twv ayyeiwv ToU  audPAnotposldoug,
armokoAAnon tou apdiPAnotpoetdolc, ekPUALOUOC TwV HUwWV, Sugkodia
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twv aocdsvwy va kAsioovv ta uotia. (Jeffrey M. Statland, Rabi Tawil,

2011).

E€EAEN ko Mpoyvwon: To 1o epdavég cUUMTWHA TNG Slatapaxng AUTAG
uropel va evromiotel otnv matdikn nAkia, cupmepAaUBOVOUEVWV TWV
aMaywv otn Sounl TOU TPOCWINOU TNG QUTOMATNG €vapéng Tng
UTIEPPLVLKOTNTOG, TNG YEVIKEUPEVN oaduvapiag Tou TPOCWIOU KAl TNG
veupoawoOntripla PBapnkoia. H évapén tng aduvapiag oto Kopuo Kal ota
AvVw AKpa Umopel va punv epudoaviotolVv yla TToAAA xpovia. H Stapkela tng
{WNG Umopel va pnv ennpeaotel. . Emionc ,uta nria enidpaon tou @uAlou
EYEL onUElWTEl  amo apKETOUC OUYYPAPEIC, ol Yuvaikec Teivouv va egival
OUYVO TILO QOUUTTTWUATIKEC , UE eAa@PWC UETOYEVEDTEPN Evapén Kot
kanwc¢ nriotepn e€€Aén tnc vooou. (Silvere M. van der Maarel , Rune R.
Frants George W. Padberq,2007). O puduoc eéeAiénc eival apyoc kat
otadepoc. MoAdoi aodeveic avapépouv uta urmotporialovoa TopEia UE
ueyadec neptodbouc nouyiac mou Slakomrovial ard mepLodouc tayeioc
emdeivwang  mou  apopouV UL OUYKEKPLUEVN oudada  uvwv. Ta
ennpealousva_artoua avantuooouV noikidou¢ Baduouc avannpioc, UE TO
20% twv aocdevwy teAlka va gival KaBnAwUEVOL OE avarmnpLkn KapekAa
(Rabi Tawi, Silve're M. Van der Maarel,2006). H umepplvikOtTnTa HUmopel va
BepameuTel XEPOUPYIKA 1 TIPOOOETIKA, TAPOAO TIOU N XELPOUPYLKA
QVTIUETWTILON  TIPETEL VA TIPOOEYYLOTEL  TPOOEKTIKA  AOyw  TNG
grukvéuvotnTag t™ng avaonoiag. Ol 0SOVTIOMPOOWTIKEC OVWHAALES
uropel va Bepameutolv pe tnv opBoyvabikn eyxeipnon. H anwAsia akonc
glvat _ouyva _mio ocoBapn otnv_Bpe@ikn vooo Kal xypestaletal ULKpN
napeuBaon aAAwe umopei va emnpeagel tn padnon Kat tn_yvwoTlki
avantuén. Ot tedayyeiektaoisc  aueiBAnotpostdouc omavia  gival
OUUNTTWUATIKEC ,woT000 ywpic Jepamnceia, aocvuntwuatika géidpwuata
uropeil _va_odnyrnioouvv _otnv_tweAwon kot 1o 1% twv aocdsvwv va
avantvéouv anwlela tn¢ opaonc. Emionc n oUUMTWUATIK OVATTVEUOTIKNA
QVETTAPKELQ UTTopEl va avtiustwrilotel ue eneuBatikn vmootnplén mieoncg
™ Sidpkela TN vuytac BiPAP n gg BaplEC MEPUTTWOELC VA aTTALTEITAL Ypion
QVETIVEUOTNPA. AKOUQ, YELPOUPYIKN WUOTIAQTIOIX OTEPEWON PEPETAL VA
EVIOYUEL TNV _KLVNTIKOTNTA TOoU Bpayiova ,0UwC Ut N TEYVIKN bev EXEL
urtoBAnUei _oe eleyyouevn ueAétn.(Rabi Tawi, _ Silve're M. Van der
Maarel,2006).0uwc oL UEXPL Twoo SOKIUEC yLo v
npoowrtowuonAatikoBpayiovia Luikn  duotpopia NTaV oITOYONTEUTIKEC
ylati av mapatnpendnke kamowo Jetikn Enidpacn, 0€ YEVIKEC YPUUUEC aUTN
Sev_emUEVEL N Ntav mapa oAU Aentn yla v BEATIWOEL ONUOVTIKA TNV
molotnta {wnc¢ twv _aodevwv. (Silvere M. van der Maarel , Rune R. Frants
George W. Padberg,2007). Kauio aroteAsouatikn JEPATTEVTIKN OTPATNYIKA
dev eival yvwotn yla va _otauatiosl tnv eé€Aén N tnv avtiotpopn UULIKA
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aduvauio  kal atpo@io  otnv__ mpoowrtowuonAatikoBpayovia  Uvikn
duotpoia. MNMap’ dAa auta undapyel Evac aptduoc twv napeubaogewv mou
UTTOPEL VO TTOPEYEL CUUNMTWUATLKN Kol Asttoupytkn) BeAtiwan oe moAAoucg
aodeveic .(Rabi Tawi, Silve're M. Van der Maarel,2006).

Awadopwknp Stayvwon R dwadopodiayvwon : H Facioscapulohumeral
Muscular Dystrophy €xeL opolotnteg, amd tnv amoyn TNG MUIKNAG
aduvaplag oe AAAec pUikEG duotpodieg, aAAA elval oe Alyotepo Bapla
nopdn. H uneppwvikotnta pmopei va sudaviotel oe diaddopeg HopdEG
vevpormaBswwy, oupnepllapfavopévoy  Tou  ouvépouou  Steinert
(mvotovikn  buotpogia), NG  nemaline  myopathy kol NG
odOaApodapuyylkng puikng OSuvotpodilag (oculopharyngeal muscular
dystrophy).
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ONOMA: Femoral Hypoplasia Unusual Facies

Syndrome

Enion¢ yvwotd wg: Iuvdpopo apdimAeupns pnplaiag duoyeveoiag e
aocuvnBlwota mpoowrneia ( Bilateral femoral dysgenesis unusual facies
syndrome), pnptlaio-npoowrikd cuvdpopo( femoral- facial syndrome).

H audimievpn pnplaia duoyeveoia ( Bilateral femoral dysgenesis) eival
€va aouvnBLoto KAWVIKO gUpnua, aANd epdaviletal oe cuvduaoUO HE TNV
akoAouBia Robin. To oUvdpopo eival Ppalvopevoloylkd OO0 HE TO
ouvdpopo oupaiag umootpodnc (caudal regression syndrome), oG
SLatapaxng mou MPOKAAELTAL OO TEPATOYEVH amoteAéopata StofATn e
unNtépag, oANA  elval aocBévela  yeEVETIKACG  altloloyiog  ME
QUTOXPWHUOTOCWHLKO  ETKPATOUV TUTIO KANPOVOULKOTNTAC UTIOOETIKA
BaolWlopevo o€ TOLKIAEG TIEPUTTWOELG ME OWKieG ekdavoelg. Emiong yvwaoto
w¢ Proximal Femoral Deficiency, avemapkeia unpaiou ogtou. (M.J.M.
Nowaczyk, M.J. Huggins, A. Fleming, P.T. Mohide, 2010).

Attlodoyia: Autoowpn Kuploapxn kKAnpovoplkotnta. To yovidlo Sev €xel
xaptoypadnBel i avayvwplotel akopa. Eival éva onavio kot ornopadiko
ouvépouo moAdamAwv _avwuaAiwy, dyvwotnc altiodoyiag, moapdtl ivol
YWwoto nw¢ 10 1/3 TwV TNEPUTTWOEWV OXETI(ETAL UE TOV UNTPLKO
gakyapwdn dtaBntn turmouv 1 (DM). (M.J.M. Nowaczyk, M.J. Huggins, A.
Fleming, P.T. Mohide, 2010). Mapd to yeyovoc otL o SdwaBrntnc dev eival
duvatov va Bewpeital oapw¢ wc altiodoyio tou ouvépoLoU, waToo0
urtapyet uta toyupn cuoyetion.( Daniel Hurst and Donald F. Johnson, 1980).

Awatapayég Aoyou:H apBpwon mapouvaotaletl e€ocBevnon amod to aduoko
ooyoVvL TTou TipokaAeital, amo tn cofapn pikpoyvabia Kol To TEPLOPLOUEVO
AVOlyHa. TOU OTtopatoC. EmutAéov, n UMEpwWLOOKLOTIA, OUXVA TIOAU
ekteTapévn( oxlotia popdng U mou oxetiletal pe tnv akoAoubia Robin)
odnyel og unepwiopapuyyikn (velopharyngeal) avendpkela kot mbavov oe
QVTLOTOOULOTIKEG APBPWTIKEG AVTIKATAOTACELC.

Awtapaxég Zitiong: Itnv veoyvikn Tepiodo, n oltion elvat cuyva
npoPAnuatiky, SOTL 0 aAvWIEPOC aepaywyos 0606¢ eumodiletal kot
napatnpeital yY\wooomntwon cag SeutepeloV CUUTTTWHA TNG akoAouBiag
Robin kat tng pikpoyvabiog. Kabwg o agpaywyog 0d6¢ amodpaletol n
oltion ylvetal amoteAeopATIK.
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Awatapaxég AKoNG: H aywylun anwAegla akong mpokaAeital and HoAUVOELG
TOU MEOOU O0UG oav ouvodd OUUMTWHO TNG  UTIEPWLOOYLOTLOG,
TTAPOUOPPWUEVA TTEPUYLA UE ULKPO akOUOTLKO kavdAL( D.B.Pitt, I.I.Findlay,
W.G.Cole ,J. G. Rogers, 1982).

Awatapaxé¢c dwvnong: Ou Satapoaxec dwvnong dev elval PEPOG TOU
dalvotumou autoU Tou CUVEPOLOoU.

Awatapaxeg Avinxnong: Exouv mopatnpnBet Suo TUTOL Slatapoaywv
avtixnong. YMEPPLIKA avinxnon Tmnapouctaletal ocuxvd oav ouvodo
CUMMTWUOA TNG UTIEPWLOOYLOTLOG KAl TNG UTIEPWLODAPUYYLKAG AVETIAPKELAG.
H otopatikn aviinxnon ivat eniong Statapayuévn Aoyw tng pikpoyvabiog
Kol TG YAwooomntwong Ke t dlapkn omicBla tornobétnon tng YAwooag Ue
QTOTEAECUA L0 KAAULUEVN OTOMOTLKN avTXnon.

Mwoolkég Alatapax€g: H yYAwoolkn avantuén sivatl pucloloyikn.
Tuotpata mou ennpealovial TEPLOOOTEPO: OAKPA, YEVETLKA Opyava,

OKEAETLKO,KPAVIOTIPOCWTTILKO,VEQPLKO, 0 TAAULKO, YA TTPEVTEPLKO,
KOPSOLOTTIVEULOVIKO.

e Akpa: Mnplaia unomAacia [ amlacia, moAudaktulia, Sdidoxion tou
peyalou SoaktuAou Tou TOdWOU, XOopNAoL QVTIXEIPEG, TTPOOUETEC
VEVETIKEC avwUaAiec mou umopouv va mapatnpendouv oto FFC eivat
ouvooTeEwan Bpaytoviou 00ToU Kal aKTIiVaC, UELWUEVOC TTPNVIOUOC KAl
UNTTLAOUOC TwV_aykwvwV( Sev_elval g@QIKTA N _Kauyn n n emneKtoon
aUTWV),cuvéaKTUAi, ayKUAwOn aVvTIYEipWV, OOCUUETPIO 00TWV TWV
modiwv.(M.J.M. Nowaczyk, M.J. Huggins, A. Fleming, P.T. Mohide,
2010), 2uepnc kAwodaktudia oto 4o baktudo tou modiou, modia
ouvéebeueva amnevdeiac ue tov _kopuo.(Daniel Hurst and Donald F.
Johnson, 1980), Batia decpuatikd AaKKOKLO VW om0 _TOV UECAi0
kovbuldo tou aykwva, onuoavtikn SugkoAia Auvyiouato¢ twv KATw
SdaktUAwy, eéapdpwan toyiwv, ocoBapn Swuepnc patBournonodia
TTOPOUOPPWON, CUVOOTEWCN ToU Bpaytoviovu ootou dwuepwc.(Sonia
Gleiser, David D. Weaver, Victor Escobar, Gary Nichols, Marilyn
Escobedo,1978), meplopiougvn kivnon twv _wuwv.(D.B.Pitt, I.l.Findlay,
W.G.Cole, J. G. Rogers, 1982).

e Tlevvnukd Opyava: Amoucia twv efwtepkkwv Xellwv tou aidoiou,
SUOAELTOUPYiOL OUPOTIOLNTIKOU oUOTAUATOC, KpuWopytdio, LLIKPO TEOC,
arnouvgio  untpac kat koAmou.(M.J.M. Nowaczyk, M.J. Huggins, A.
Fleming, P.T. Mohide, 2010), avwualiec nrpwktou.(Sonia Gleiser, David
D. Weaver, Victor Escobar, Gary Nichols, Marilyn Escobedo,1978).
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ZKEAETIKO ZUoTnMa: Aloxdng amokpudn paxn, okoAiwon, Adpdwon,
ULKPEG TIAEUPLKEG VWU aALES, akTivoypapicc Edeiéav 11 {evyn mAeupwy,
LEPO 0010 KUPTO mpo¢ ta befla ue uovo 3 amovduldouc.(M.J.M.
Nowaczyk, M.J. Huggins, A. Fleming, and P.T. Mohide, 2010),
unviyyouuvedoknin n ditoxtdnc payn.(Sonia Gleiser, David D. Weaver,
Victor Escobar, Gary Nichols , Marilyn Escobedo,1978), eécpBpwan tng
kepaAnc ano tnv aktiva oe Swuepec eninebdo.(Gabriella _lohom, Fcarcsi,
Barry Lyons, Fcarcsi, William Casey, Fcarcsi, 2002).

Kpavionpoowrniika Xapaktnplotika: Mikpoyvabia, pkpo KATw XeLAog,
HoKkpU ¢upa, Kovth MUTN, Uakpu philtrum, Aentd avw yeidog, midavi
urtapén unepwilooylotiac N oywotia  yeiloug, avodiknc  kAiong
ueogoBAepaplec payadec, SuomAaotikd autia N YounAa tonodetnuéva,
YAwooorntwon, kovtoc Aawuoc.(M.J.M. Nowaczyk, M.J. Huggins, A.
Fleming P.T. Mohide, 2010), TtUmIKO TPOOWIEIO, EUPEIA  pLVIKN
akpn.(Daniel Hurst and Donald F. Johnson, 1980), Asmto vermillion.
(Meinhard Robinow, Jiri Sonek, Louis Buttino,Anne Veghte, 1995),
UITOMAQOTIKG. TTEPUYLY. UUTNG, KNAISEC otn uutn, uitkpokepalia.(Sonia
Gleiser, David D. Weaver, Victor Escobar, Gary Nichols, Marilyn
Escobedo,1978).

NedpkOd ZUoTNUA:TPOOTETEC YEVETIKEC AVWUXAIEC TTOU UTOPOUV va
napatnondouv _oto FFS eival VEQPPIKEC avVWUXAIEC OnMw¢ VEQPPLKA
ayeveoia  n  buornmdaoia,  moAukuoTikd  veppd,  SLOKOELOEIC
emveppidia.(M.J.M. Nowaczyk, M.J. Huggins, A. Fleming, P.T. Mohide,
2010).

OdbOaAuko Tuotnua: Muwrtia.(Richard P . Lampert, 1980).
faotpevieplkd 0otnua: [aotpootgopayikn nmaAwvdpounaon. (D.B.Pitt,
l.L.Findlay, W.G.Cole and J. G. Rogers, 1982), YaOTPEVIEPIKEC
avwuadiec.(Sonia Gleiser, David D. Weaver, Victor Escobar, Gary
Nichols, Marilyn Escobedo,1978).

Kapdlontveupoviké fvotnua: Kapdiako @uonua.(Sonia Gleiser, David
D. Weaver, Victor Escobar, Gary Nichols and Marilyn Escobedo,1978),
urtortAaoia rmiveuuovwy.(Gabriella _lohom, Fcarcsi, Barry Lyons, Fcarcsi
And _William Casey, Fcarcsi, 2002). AidoBot nvevuovec.(M.J.M.
Nowaczyk, M.J. Huggins, A. Fleming, P.T. Mohide, 2010).

E€EAEn ko Mpdyvwon: OL avwpaAie¢ oto oUVOpopo NG Hnplaiog
unonAacia¢ pe ta acuvnBilota nmpoowneia (femoral hypoplasia unusual

facies syndrome) eival otatiotikd pn €€eALKTIKOU TUTOU. AKOMOL KOl Of
ooBapny Sduopopdia twv Akpwv, oL acBeveic umopel va pabouv va

Badilouv, cuvnBwc pe urtoBonbnon( onwc natepitoeg). H vonupoolvn sivat

duotoloyikn. H mpoyvwon eival e€aipetikn. Ot dtatapaxeg Adyou umopet
va emAuBouv BepameuTtikd petd T S10pbwon Twv Puoikwv avwuaAiwv. H
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xonowotnta ¢ umepnyoypapiknc  aéloAoynonc otn  Siwayvwon
KPQVIOMPOOWITIKWV KAGwC Kol 00TIKWV avwuaAiwyv dewpeital falpetika
tdtalovoa. H nmpoyevvntikn dtdyvwaon tTwv avwUaALwy Tou unplaiov ootou
kuuaivetatl amo tic 19 ewc tic 32 eBdouadec tne kunonc.(M.J.M. Nowaczyk,
M.J. Huggins, A. Fleming, P.T. Mohide, 2010). Ot npog¥etec avwuaAisc
TTOU _mpoava@epdnkayv (reploplouevn Kivnon twv wUwvV, ULKPO OKOUTTLKO
KOVAAL UE aywyiun anwAelo. akong, n yaotpooloo@aylkn naAwvépounon
kadwc kat n arrouoia atdoiou) SteupUuvouv TO ATUN TWV YOPAKTNPLOTIKWV
Tou_avagépdnkav oto ouvépouo. Ta UQLOTAUEVA OTOLYEIQ EUVOOUV UL
kuploapyn ustaAdaén wc attia tou oguvdpouou autou.(D.B.Pitt, I.I.Findlay,
W.G.Cole, J. G. Rogers, 1982).

Awadopkn diayvwon 1 dtadopodidyvwon: To cUVOpPOUO TNG oupaiog
unootpodn¢ (caudal regression syndrome), ouvdEectal HE TO UNTPLKO
dwaBntn (martenal diabetes) mou pmopel va maocxel n pnNTépa Ko
QVOUEVOVTOL QYYELOKEG avwpoAiec. Ou aocBevelc pe oupaia umootpodn
eVOEXETAL VA TIAPOUCLAOOUV YVWOTIKEC SUOXEPELEG, €val eUPNUA TO OTOLO
&g oxetiletal pe To cuVdpopO TNE KnpLaiag umonAaciag Ye Ta acuvndlota
npoowreia (femoral hypoplasia unusual facies syndrome). Yrdpyet ueyain
ouototnTa Tl aUTWV TWV oUVOPOUWYV Kol TwV aodevwy. Etal kuplapyei
n aiofdnon ot ot 2 ouvinkeg givat SugkoAo va Slaywplotouv g€ KALVIKO
eninebdo kat mdavwy amoteAovy tnv idta nadoyevela.(Sonia Gleiser, David
D. Weaver, Victor Escobar, Gary Nichols , Marilyn Escobedo,1978).
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ONOMA: Fetal Alcohol Syndrome

Eniong yvwoto wg : Enidpaon suPpuikng aAkooAng (Fetal alcohol effect),
euBpuomnabela  albuAlkng oAkoOAng (atBavoAng - ethyl alcohol
embryopathy).

MapoAo nou oto cuvdpopo epPpuikng aAkooAng (Fetal Alcohol Syndrome)
dev €ywve kaAn oklwaypadnon SlayvwoTikng ovtotntag HéExpL to 1970 n
aVaYVWELoN TWV TEPATOYEVVNTIKWY ETLOPACEWV TOU odelleTal 0TO AAKOOA
glyav ylvel mpodpavwe avtAnmta ekatovtadeg xpovia mptv. MNoapoAo mou ot
KAlvikol ouxva 61ddckouv TO TW¢ va ovayvwpilovtol Tta  ‘TUTIKA
XOPOKTNPLOTIKA TWV OUVETELWV TWV TEPOATOYEVVNTIKWY EMOPACEWY, N
TIPAYHOTIKOTNTA €ival OTL 0 ¢awvoTtunmog eival TOLKIAOHoPdOC SLOTL N
ékppoaon te Satapaxnc staptatat amo Evav aplopo SlopopeTkwyY
HETAPBANTWY, cUHUMEPAAUBOAVOUEVWVY TWV akoAoLBwWV :

1. To TOCOOTO OV KATAVAAWVETAL OO TN UNTEPA

2. H ikavotnta tng untépag va PeTaBoAilel To AAKOOA TTOU KOTOVAAWVETAL,
TPV GTACEL OTOV TTAAKOUVTA KOl OTO QVATITUGOOEVO EUBpuo.

3. To otadlo avamtuéng tou €uPplou KoL TO TIOOOOTO EMITUXLOG TWV
OUVKEKPLUEVWY LOTWV VA avartuéouV TIG TEPLOCOTEPO SUVAULKA TIPOC OTN
mapovoa  KAatavaAwon OoAKOOA. T mapddelypa, TEPATOYEVECNH TOU
odelleTal 0TO OAKOOA KOTA TN OLAPKEWD TOU TPWTOU TPLUvou Ba
EMNPEAOCEL SOULKOU TUTIOU avwHaAieg, aAAd oTo TeAgutalo Tpipnvo ta
npowpa amoteAéopata Ba €gouv evtomion otov eykédalo, o omoiog Oa
EXeL evepyn avamtuén ekelvo To TPIUNVO, MAPOAO TIOU TO TIEPLOCOTEPQ
opyava £xouv dn oAokAnpwaoeL tnv StamAoon.

4. H dLapkela ou eival ekteOeLUEVO 0TO AAKOOA.

JUVEEETAOELC YL TNV TIOOOTNTA OAKOOA TIOU €VOEXOMEVWG va glval
a0paAnC OTO VA KOTOVOAWVETOL KATA TN SLAPKELD TNG EYKUHOOUVNG Ogv
EXEL TUTILKA UTTOAOYLOTEL QUTEC OL TECOEPLG PETOPANTEC, TUNUATIKA EMELON
dev pmopouv va aflohoynbolv ocwotd O UEMOVWUEVEC TIEPUTTWOELG HE
OUOTNUATLKO TpOTo. H Stdyvwaon Tou ouvdpopou tnG UBPULKAG AAKOOANG
EXEL YLVEL BOOLOUEVN OTO LOTOPLKO TNG UNTEPOG TTIOU KATAVAAWVE OAKOOA (N
natpkny (paternal) katavaAwon O6ev eival TEPATOYEVETIKA) WOTE Ta
anmoteAéopata Tou €xouv afloloynBel avadpoplkd o€ ATopo Kol ota
LOTOPLKA TIOU €X0OUV apacXeOel amo Ti¢ AAKOOALKEG UNTEPEG UIMOPEL vaL LNV
glval evteAw¢ akppn, mapoAo mou ta AnMOTEAECHATA TG XPAONG AAKOOA
propouv va a&loAoynBouv amoteAecpatikd o {wa, UMopel va pnv eival
EVIEAWG TIPOCOPHUOCIUA OTNV avBpwrivn avamtuén. JUUQwva UE Ta
avadswpnueva kpttipta tou IOM(International Organization for Migration)
yla tn Sdtayvwan evog aidlov ue FAS amattouvral:
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1) otolyeio €VOC YopaKTNPLOTIKOU UOTIBOU TOU avnALKOU TPpoowItou,
ovunepidauBavousvwyv toudaylotov 2 N meEPLooOTEpA amd 1o Baoikd
XOPAKTNPLOTIKA TOU TTPOowWwrtou FAS,

2) otolyeia mpoyevwntiknNg N/ Kol UETAYEVVNTIKAC KaBuoTEPNONC TNG
avantuéng,

3) artodeién averapkouc avantuénc ToU EYKEQAAou

4) kat av givat duvatov tnv entBeBaiwon Tnc Katavailwaonc aAkooA amo mn
untépa (Philip A. May, J. Phillip Gossage, Wendy O. Kalberg, Luther K.
Robinson, David Buckley, Melanie Manning, H. Eugene Hoyme,2009).

Attiodoyia : KatoavaAwaon OWOonMVEUUATOC OO TN UNTEPA KATA TN SLapKeLa
NG EYKUpoOoUVNG. OplouEva dToud UE TTPOYEVVNTIKY EKTEQN O0TO aAKOOA,
dev Anpouv ta kpttipla yia 1o fetal alcohol syndrome. Avtietwe, Eyouv
Stayvwodel  ue uepiko  FAS, kad' ott to  oaAkoOA oyetiletor  UE
veupoavantvélaky  Statapayn(ARND) n akOun  UE  YEVVNTIKEC
avwualiec.(Blair Paley and Mary J. O’Connor, 2009).

Awatapaxég Aoyou : Itnv £€vapén Tou AOyou TopATnpPElTal  pLa
kaBuotépnon avaloya He Tov Pabud twv yvwoTikwv eAAelppdTwy. H
apBbpwon eivat ouxva efaocBeviopevn AOYw VEUPOAOYIKNG EANAELPNG
ouvtoviopoU. Ta TPOoPARHOTO TWV O8OVIIKWV SLAoTNUATWY AOYyWw TwV
HIKpwV SOoVTLWV Kal N TPOEEOXAG TWV CAYOVIWV UE TNV Uneptpodia twv
Kopudoypapupwyv Twv datviwv, Umopel va mpookaléoouv aAloiwon otnv
ouAia. Za Seutepelov CUUMTWHO TNC UToToviag Umopel va epdaviotel
ETOVO aVOLXTO OTOUA. AVTIOTAOULOTIKA apBpwWTIKA TIPOTUTIAL CUVOSEVOUV
NV UTtEpwlooyloTia Kal Mmopel va TPokUYPEeL umepwilo — APUYYLKA
QVETIAPKELQ.

Awatapayég oitiong : Mapouowalovral mpoBAnpata otn ANYPn Tpodng os
MPWIHA  otadla ToU  elval ouxvoe OUMMTWHO TNg otoviag, NG
aBupuiag(irritability),tng €udpatng Tou aepaywyol 080U Kal TNG
ULKpoyvaoiag.

Awatapaxég Akong : Mapatnpeital ouxva aywylpn anmwAsla akong Aoyw
™G Xpoviag dldxuong Tou HECOU ouG. AvwUaAieg Tou PEoOU Kal €€w OUG
UTopel €miong va mpokUPouv oo CUVETELX TOUu Tilo cofapou Pabuou
QY WYLUNG AMWAELAC AKONG.

Awatapaxég dwvnong : Tuxva uTtapxel Bpaxvada Aoyw TnG KOKNAG XPnong
dwvnc otn Bpedikr NALKLOL 0O TO £VTOVO KAl ETILLOVO KAQUAL.
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Awatapaxég Aviixnong : H umteppvikn avtnxnon cuvoSeUEL TNV UTIEPWLO-
dapuUYYLKl QVEMAPKELX 1N omola €lval ouxvy O TEPUTTWOELS HE
UTtEpwLooyLoTia.

Mwoolkég dwatapaxés : H yAwoowkn e€aobévnon eival oxedov mavta
napovoa. Kat n dektikn Kat N ekppaotiki YAwooag £XOUV EMNPEACTEL OTOV
1610 Babuo,extog av n yvwotikn e€acbévnon eival coPfapr, 6mou ToTE T
TIEPLOOOTEPA ATOMO HE OUTO TO OUVOPOUO OVANTTUCOOUV AELTOUPYLKO
yAwooa.

Zuotpata nov ennpealovtal MEPLOCOTEPO : KEVIPLKO VEUPLKO cUOTNUA,
avantuén, KapdloKO, KPOVIOTIPOOWTILKO, QAVOOOTOLNTIKO,0hOaAULKO,
YEVETLKO, ETUOEPULOQ, LUOOKEAETLKO, AKPAL.

e Kevipikd Neuplkd Zvotnua : Nontikn koabuotépnon, HaBnolaKES
SuokoAieg (oe nNMIOTEPEC TEPUTTWOELG), VEOYVIKN €ugpeblotoTNnTQ,
gtepotonia tnN¢ ¢paldg ovoiag (gray matter heterotopia).

e Avamtuén : XapnAo Bapog yevvnong Kal KoVto avAaoTnua.

o Kapdiako ZUotnpa : AVETAPKELO KOATILKAG KAl KOWALOKAG MEUBpPAvVNG,
tetpadoyia tou Fallot, mveupovikl otévwon, 0optikd Tofo Oefla
tonoBetnuévo, audimAevpn skpon de€lag, audimAeupn skpory Se€lag
KABeTNG, eVOOKAPSLOKO LETPLO EAATTWHAL.

e Kpavionpwoornikd : MikpokepaAld, mpoBoAn yvabou, xelheooylotia,
UTtEpWLOCo)LoTLa, HkpoyvoOia, akoAouBia Robin, emninedo
dOpa(philtrum), kovty pUTN, KOVTEG PAEPOPIKEC OXIOMEG, EMLKAVOLKN
oxXLoun.

e Avoconowntiko : AkohouBia D. George, avOOOTIOLNTIKI) OVETIAPKELQL.

o OpOAAMKO : Mikpd patia, pikpol odpBaApikoi Siokol.

e [evvnuko - OUPOTIOLNTLKO : XelALkn UTtoTAQLoLQL,
urnoontadiag(hypospadias), kpupopxidia, avwpaia vedpa.

o Embepuida : Tpiyoduia (kupiwg otnv mMAATH), ALUAYYELWUATA.

e MUuUOGOKEAETIKO : JKOAlwan, doxéng Eudboeldng, okadoeldnc Bwpakag n
Bwpakag pe tporidoeldn popodri(excavatum ry corinatum).

e AKpa : YmomAaciot VUXlwv, XOPAKINPLOTIKA TaAauky auvénon,
TIEPLOPLOPEVN gUKLVNGia TwV apBpwoewv, moAudaktuAia, pUikpd Todla
KoL XEpLal.

E€EAEN kauw Mpoyvwon: Ta pwpa pe cuvdpopo Fetal alcohol eival tumka
ULKpA otn yévva. H avamtuén akoAouBel éva otabepd alAd KATw amod to
KOVOVIKO puBuod. Ta pwpd pe to ouvdpopo Fetal alcohol ocuyva eivat
gvePEOLOTA KAl pmopel va ival SUokoAo va Ta Taioels. To avamtuélako
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0pPOCNUO TIOPOUCLATETAL YEVIKA €lval apyo, cuumephapfavopévou tou
AOyou Kkal tnG OopAiag. OL XPOVIEC MOAUVOELC TOU QVWTEPOU KAl TOU
KOTWTIEPOU QVATIVEUOTIKOU OUOTAMATOC €lval ouxvec. H  Bpedikn
guepeblototnTa Sev Slapkel kot otn aldikn NALKLO OTLG TTEPLOCOTEPES TWV
TIEPUTTWOEWV. H mpoyvwon e€aptatal otn cofapotnta TwV eAAELUUATWY
YVWOTIKWV KOVOTATWY KoL oTnV eykepoAlky duopopdia. e TO NATILEG
TIEPUITTWOELG N TPOyvwon sival e€atpetikn. Map’ ot To FAS €xel evroniotel
oti¢ H.M.A nén 35 ypovia nptv, n avantuén, n aéloAdynon kat n napéuBoon
ylo ao9eveic ue FAS gxel kaduotepnoel onuavtikd. Qotooo, ev3appuvtiko
amOTEAEL TO YeyovOoc OTL Ta TEAsuTai Ypovia Eyouv onuelwIel aélodoyec
npoontadelec  oxedlaouoU Kol SOKIWUAOTIKWY TmapeuBagewy  yla  tnv
anoktnon katdAAnAncg kat opdnc cuurnepipopac, dedouvou oOtL Tta maldla
UE FAS amaitoUVv mepLOOOTEPN MPAKTIKN £EQOKNTN YL TNV QITOKTNON ULOC
Se€lotnTaC YPNOLUOTOLWVTAC OMTIKA €PEFOUATH KATO TIC TIPOQPOPLKEC
odnyiec katotwvrac ampoBAentn pntn nou mudavwe va Bondroel va
avrotaduiosl tic SUokoAie¢ Twv maldlwv auUTwV ylo TRV _Katavonon
oxéoswv_attiou kat attiatou.(Blair Paley and Mary J. O’Connor, 2009).
Ooov _a@opa tn Yevikotepn YuyoouvaioBnuatiki avantuén ouvndeic
ekdnAwaoelc_otnv_eviAikn lwn umopei va meptAauBavouv: katadAwbn,
ayxoc N Yuywon, ocefovadikn aocvbooia, Kokn Kpion, EAATTWUATIKOC
EAeyyoc  moapopunoswv, avnouyia, @twyéc  Se€iotntec  emiAuaong
npoBAnudtwy, avtiotaon otnv__ aAdayn, Suokodia  Staudppwaonc
ota¥EpWV- OUCLOOTIKWY OYEOEwWV, eurtotiar kot Juuatomnoinon ( Albert E.
Chudley, Andrea R. Kilgour, Meghan Cranston and Michelle Edwards,

2007).

Awadopkn Stayvwon i dwadopodiayvwon : H kapdld, n unepwa, TO
OVOOOTIOLNTIKO KoL oL padnolakég Slatapaxeg oto cuvdpopo Fetal alcohol
glval opKETA OpOLa HE TG SLOTOPAXEC TTOU TTAPOUCLAOVTAL OTO UTIEPWILO—
Kapdlo —-mpoowriikd ouvdpopo( velo — cardio — facial syndrome). To
ouvdpopo Fetal hydantoin polpdletal emiong mMoAAA amd Ta KALVIKA
gupnuata mou adopolv TNV avamtuén, Ta AKpa Kol Ta KapSlakd
EUPAMOTA.
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ONOMA: FG Syndrome

Eniong yvwoto wg : ZUvdpopo Opitz- Kaveggia.

To ouvbpopo FG elval éva ¢uAOOUVOETO OUVOPOUO TNG VONTLKAG
KaBuoTtéPNong e KALVLKA XOPAKTNPLOTIKA TTOU EMNPEATOUV TLG AELTOUPYIEG
AOyou, TnG opAiag, Kat tTNg akong. To cuvdpopo eival omavio, aAAd sival
npodavwe aflo avadopds. O@eidel To Ovoua TOU OTO  OPYLKO.  TNG
OLKOYEVEIQC OTNV ormoia TEPLYPAPNKE YL TPwWTN @opd to 1974.( Robert L.
Smith, Matthew J. Edwards, Elizabeth Notaras, Edward V. O’Loughlin,
2000), eupaviletat uovo atouc avdpec( John M. Opitz, 2003).

Atttodoyia : DQuAoouvdetn kKAnpovoulkotnta. To yovidlo €xeL evtomiotel
oto Xq12-q21.31,aM\a dev £xeL avayvwplotel. Mia  uetardaén p.R961W
ExelL Bpedel oto MED12 yovibio. ( John M. Graham Jr.,Jeannie Visootsak,
Elisabeth Dykens, Lillie Huddleston, Robin D. Clark,Kenneth L. Jones, John B.
Moeschler, John M. Opitz, Jackie Morford, Richard Simensen,R. Curtis
Rogers, Charles E. Schwartz, Michael J. Friez, Roger E. Stevenson, 2008).

Awatapaxég Adyou : Eva ULkpO TTO000TO aoBevwy pe oUVEpOUO FG €xouv
ooBapn kabBuotépnon kot Sev avamtvooouv KaBoAou Adyo, alAd T
TIEPLOOOTEPA Elval PE PETPLA 1) ATILAL KABUOTEPNON KAl AVOTUCOOUV £va
XOPOAKTNPLOTIKO OANTLIKO TIPOTUTIO TO OToLo €ival mpodavwg oXeTW{OUEVO
HE TNV OAN Touc tnv oloocuykpaoia. Ot acBeveic pe olvvépopo FG eival
ouxva umepBoAka tpudepol kal PLAlkol TIg eplocotepes PopEC, aAAd
Eadvika pmopel va Eeomdoouv pe ekONAWOELS OPYNAG KOL TTOPOPUNTIKES
QMPOCAPUOOTEC CUUTIEPLPOPEC UE TeploTactaka Pilata feomaopota. O
AOYOC TOUG MUTIOPEL va TIOPOUCLACEL €V HEPN PUXLKEC SlatapaxEC Tou
neplhapPavouv €€Adpoel WOewv TOU  KATOANYOUV O€E HOKPOCUPTO
ouvaloOnuatikdo Adyo. H unepwlooyotia eival aouvribloto glpnua o€
aQuUTO TO OUVOpopo aAAG Otav epdoavileTal HUMOpPel va TIPOKOAECEL
QVTLOTOOULOTIKEG TEXVIKEC ApBpwonG.

Awrtapaxég oitiong :  H oitlon ota nmpwta otadla eival ouyva
Swatapaypévn kal odpeidetal otnv umnotovia. H éudpaén tTwv aspaywywv
00wV N N TIVEUOVIKN QVETIAPKELD UTIOPEL VO TTAPOUGCLACEL ETILITAOKEG OTN
ANUn tpodne. Emiong nmapatnpeital, yaotpoolgo@ayikn moaAivépounaon
Kot otoopaylaio otevwaon.( Robert L. Smith, Matthew J. Edwards, Elizabeth
Notaras, Edward V. O’Loughlin, 2000).
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Awatapaxég Akong :H veupoaloBbntipla anwAela tng akong epdaviletal
KOTAL TTPOCEYYLON 0TOo 1/3 TwV MEPUTTWOEWV.

Awatapaxég ¢wvnong :H ocupdopnon TOU KATWTIEPOU OVATIVEUOTIKOU
UTopel va tpokaA€ael uypn Bpaxvada.

Awatapaxég Avtixnong :MopoAo TOU N UTEPPLVIKOTNTA HIMOpPEel va
eUPaVIOTEL O ATOMA PE OXLOTIEG, N UTOPPLVIKOTNTA TAPOUGCLAIETOL TILO
ouxvd. H €éudpatn TOU KATWTEPOU QAVATIVEUOTIKOU OO UTePTpodia Tou
Aepdoeldolg otoU  elval  ouxvr) Kal  Mmopel va  KataAnéel o€
UTTOPPLVLKOTNTA. H XpoVvia avoLXTH 0TAON TOU OTOMATOC KAl N oVATUELOKNA
nopdn TN KABetng mpoPoAn¢ tng yvabou cuvdualoviol PE TN PLVIKA
dpayn Kal TNV uTtIoTOoVia TOU TIPOCWTIOU.

Mwoolkég Slatapaxeg :H yAwooa mnapouctalstal PBaoclkd TAVIO ME
kaBuotépnon avaloya pe tn yvwotikn ¢Bopa.

Zuotpata nov ennpealovtal MEPLOGOTEPO : KEVIPLKO VEUPLKO cUOTNUA,
avATTUEn, KPAVLIOTIPOOWTILKO,YAOTPO-EVTEPLKO,AKPQ, Kapdlako, Emibepuida
OTITLKO, OVOTTOPAYWYLKO, OVOOOTIOLNTIKO, QAVATIVEUTTIKO, alodNTNOLOKO.

o Kevtpikd Neuvpwko Zuotnua : Nontiky kaBuotépnon, ADD kat ADHD,
amouotia r} umonAaoia Tou HeEcOAOBLOU cwHATOC Stadavela KOALOKOU
Sladpayparog, umotovia, MEPLOTOOLOKOL TTapofUCHOL. , N _EK YEVETNC
urtotovia ue kowvr unepyadlapotnta eéeAlooeTal 0 OMAOTIKOTNTA UE
KOLVEC OUOTIAOELC Kol aoTAUElX KATA TO MEPTIATNUO OTNV UETEMELTA
{wn.( John M. Graham, Jr., Darci Tackels,, Kurt Dibbern, Duane
Superneau, Curtis Rogers,Ken Corning, Charles E. Schwartz, 1998).

e AvAMTUEN : I€ OPLOPEVEG TIEPLTTWOELG KOVTO OVAOTNHAL.

e Kpavionpoowrikd : MikpokedaAld, mAaylokepalia, kabBuotepnuévn
oUYKALON Twv TPocBwwyv padwv (fonatanel), avaonkKwpEVO TPLXWTO TNG
KepaAng, UTTEPTEAOPLOUOG (hypertelorism), TIEPLOTACLOKEG
UTIEPWLOCYLOTIEG, KABETOC TIPOYyvaBIONOG, TIPOEEEXOVTOL —ULKOO-
otpoyyulda(lohn M. Graham, Jr., Darci Tackels,, Kurt Dibbern, Duane
Superneau, Curtis Rogers, Ken Corning,Charles E. Schwartz, 1998) autLa,
umep — avamtuypéveg €Akec (over-folded helices), umoktvntikotnTa
otgoayou.( Robert L. Smith, Matthew J. Edwards, Elizabeth Notaras,
Edward V. O’Loughlin, 2000).

o laOTPO-eVIEPIKA : Xpovia OUOKOWALOTNTA, TPWKTIKA atpnoia A
OTEVWON, UTIEPUEYEDELG TV €VTEPO.
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o Akpa : Yreptpoodikd ddaxtuAa modlov, papdlol avtixeipeg kat papdla
peyala daktuAo ota akpa tou modlov, araotikn SutAnyia ( John M.
Opitz, 2003).

o Kapbdiako ZUotnua : EAAelupa KOWALOKNG MEUBPAVNG, KWVOKOPULKES
(conotruncal) kapSLaKESG avwHAALEC.

e Embepuida: AMOXPWUATIOUEVES KOL UTIEP-XPWHOTIOUEVEG TIEPLOXEC TOU
S€pUaTog TomoBeTNUEVES O€ YpappLKA Slatagn.

e OMNTKO ZUoTNMA : ALAOTOAN KEpATOELSOUG, e€wTpoTtia (exotropia).

e JUotnua Avarnapaywyng: Yrnoomnadia (hypospadias), kpupopxidia.

e AVQnVEeUOTIKO ouotnua: svalodnoia oe avamveUoTIKEC AoUWEELC TToU
ouvéestal ue vYnAn radikn Svnowotnta ( Robert L. Smith, Matthew J.
Edwards, Elizabeth Notaras, Edward V. O’Loughlin, 2000).

o Awg9ntnpiakn oAokAnpwaon: unepBoAikn avtibpaon ota_aitodntipla
gpediouara onwc apn, Nxoc, ewc, mAndn, napaAlayéc depuokpaaoiac,
ouvalodnUaTIKn TTiECN, QIO TOU OTOUNTOC QITOOTPOQN TWV UQPWV TWV
TPOQIiUWVY, ETOL ouyvd SlaylyvwoKovTal w¢ ATOUO UE QUTIOUO N UE
ouvépouo Asperger n dtayvtn avantvéiakn Swatapoyn.( John M. Opitz,
2003).

E€EAEN ko mpoyvwon: OL avwpaAieg mou apouotalovtal Vol OTACLUECS
Kat gpdavidovral otn yevvnon. Mapatnpeital pia oAk avormmtuélakn
vwBpotnta o oxéon He ta puaololoyilka mpotuma. H ophia cuvnBwg Ba
avOioel oto E€omaopa TG SpaotneLloTNTAC TNG MPWTNG TALdIKNC NAKiag. H
TIPOYVWON TWV ETKOWVWVLIOKWY EAAELLUATWY €lval TUTILKA KA. Qotdoo oL
Satapayxeg tng ouumeplpopag Telvouv va XeLpOoTEPEYPOUV EEEALKTIKA UE TN
ntapodo tng nAkiac. H uetaAdaén p.R961W oto MED12 otou¢ avdpeC ToU¢
KAVEL ALYOTEPO AELTOUPYIKOUC OTOV ETTLKOLVWVIAKO TOUEX OE OYEON UE TNV
Kowwvikortoinon kat tic kadnueptvec dgélotntec otnv {wnc touc  Kal
Bpiokovtal o uYnAdtepo kivéuvo yia mpoBAnuata mpoooync Kol ayyouc.
Auta ta eMeiuuata erpugévouv otnv evniikn {wn touc kat odnyouv otnv
arnoyontevon, ota feonaouata KoL otnv arouovwaon. H anpooséia kat to
KOWWVIKA eAAgiupata evioyvovtal ano Tic aAdayEc otnv poutiva, yla auto
ToV AOy0 Eival onuavtiko va mapexstotl eva dSounuevo nmeptBaAlov yia touc
avépec ue autn tnv ustaAdaén. MopEyovrac enapkeic mpoeldomoLNoeL TwV
aAdaywyv oTIC PoUTIVEC Elvail ONUAVTIKO Yl VA EAQTTWOOUV TO ayYoC TOUC.
H amoyontevon kat ta  mpoBAnuata  mpoooyxn¢ umopel  emionc va
arododouV OTIC PTWYEC EKPPAOTIKEC TOUC OeEI0TNTEC LETOL N EyKALPN KAl
OUVEXNC Aoyo¥eparncia givat anapaitntn, nieptAauBavovroc
OTOUQTOKIVNTIKEC XOKNOELC Yl TNV BeAtiwon tou tovou, tnc duvaunc Kat
TOU __ OUVTOVIOUOU. Ocparsvtikec  napeuBaoeic Yo mpEnel  va
nepAauBavouv  @uaikoBepamneia, Aoyolepamncia , epyodepamncio  kat
ouurneplpoplkn tporornoinon. ( John M. Graham Jr.Jeannie Visootsak,
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Elisabeth Dykens, Lillie Huddleston, Robin D. Clark,Kenneth L. Jones, John B.
Moeschler, John M. Opitz, Jackie Morford, Richard Simensen,R. Curtis
Rogers, Charles E. Schwartz, Michael J. Friez, Roger E. Stevenson, 2008).

Awadopikn dtayvwon 1 dtadopodidyvwon : MoAAEC amd TIC aVwWHOALEG
TOUu ouvdpOpOoU QUTOU €lvol OMOLEC HE QUTEG TOU Ttapouaotalovtal OTo
urtepwilo — kapdlo — TPoowritkd oluvOépouo (velo — cardio — facial),
OUMTEPIAOUBAVOUEVWV TWV KAPSLOKWY AVWHOALWY, TA CUUTEPLOPLKA
TMPOTUTA, TN OUOKOWOTNTA, KOL TIC YEVETIKEC OovWUaAiec. Qotoco Ta
KANpovoulka otolxeia tou cuvdpopou FG sival EekaBapa. MNpokeLtal yla
dulooUvOeTn KANPOVOULKOTNTA O€ avtiBeon HME TNV  AUTOCWHN
UTTOAEUTOEVN KANPOVOULKOTNTA TTOU TTOPOUCLALETAL OTO UTIEPWLO — KapSLo
— MIPOOWTILKO oUVSpopo (velo — cardio — facial).
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ONOMA: Filiform Adhesions and Cleft Lip - Palate

Eniong yvwotd wg : Nnuatosldng npookoAAnon (Filiform adhesions) twv
BAepapwv kat oxlotia.

AutOo 1O OUVOpopo eival dalvopevika Slatapax €vog yovibiou mou
TIPOKOAEL uTEpwWLOOXLOTIOL HE 1 Xwplc Xeeooylotia, LE OXETIKA Alyeg
ETUNPOCOEeTEC eMUMAOKEG. To oUVOpPOUO UMOPEL va elval UTtO mapatrpnon
Aoyw twv PAedoplkwv ETUMAOKWY, AEMTEC POOKOAAACEL QVAUECA OTO
KATw Kot avw PAEPapo KoL UIMopel autoyevwg va StaoTtactolV 1 va ival
SlaxwpLlopéva otn yévva Kal yU auTto To AOYo va €lval PN aviXVEUOLUO amo
TOUG KALVLKOUG. JUVEMWG TO QTOMO ME TO OUVOPOUO QUTO MTOPEL va
taflvopouvtol ooV va €XOUV  ONMOMOVWUEVN oxlotia. Evtoutolg, o
ouVOUOOUOC TWV TUMWV oxLoTiog epdaviletal oe autd to cuvdpopo. Me
aA\a Aoy, oe pia povo yevid pmopel va umdpfouv Atopo PE MOVO
UTIEPWLOCXLOTLO KOl GAAOL TIOU VAL £XOUV OTTOUOVWHEVN XEIAEOOXLOLO. AUTOG
0 OUVOUAOUOG TwV SLadopeTIKWY TUTIWV oxLoTiag dev epudaviletal os pn
OUVOPOLKEG OXLOTIEG.

Attiodoyia : AUTOOWHLKA ETUKPATIKI) KAnpovoukotnta. To yovidio dev
EXEL akopa xaptoypadnOel  avayvwpLotel.

Awatapaxég Aoyou : H €vapén tou Aoyou mapouctaletal GuCLOAOYLK),
aAAG prtopel var avamtuéel avTloTABULOTIKA apBpwTkA tpoTuTa ASYW TNG
oxlotiag. Ta avaykooTika AdBn tomobgtnong pmopetl va mpokUPouv ot
ATOMA E XELWAEOOXLOTIOL KOl HUE OXLOTIEC TwV Patviwv, HE CUVEMELA TN
napadpBopd TWV OUPAVIKWY NXWV.

Awatapaxég oitiong : H oition ota mpwta otadla mopouctalel apyLlka
Kamola TpoPANUATA O OXEOn HE TN UTEpwlooylootia, oAAd O

nipokuntouv aAAa coPapd poBAnuata Slatpodnc.

Awatapaxég Akong : H aywyun anwlesla akong epudaviletal cav ouvodo
CUUMTWHUO TWV CUXVWV HOAUVOEWY TOU LECOU OUG.

Awatapaxég pwvnong : H pwvnon napouvctdletal GpucloAoyLKn.

Awatapaxég Avinxnong : H avtixnon Unopet va gival umeppvikni Adyw tng
UTIEPWLOCKLOTLAG KOl TNV EVOEXOUEVNC UTIEPWLO-POPUYYLKH OVETIAPKELQL.
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Mwoowég OSwatapaxég : H yAwoowkny avamtuén mopouaotaletal
duclohoyikn.

ZuotApata TOU ENMNPeAloviol TEPLOCOTEPO :  Kpaviompoowriko,

0pOAAULKO

o OPOAAMKO : NNUATOELONG MPOOKOAANGCN TIOU EVWVEL TOL KATW Kol AVW
BAEdapa.

e Kpoviompoowriko : Yrepwilooylotia ouv /mAnv xel\eooxLoTia, tepLyLa
TOU WTOG TTOU Elval MPOOKOAANUEVA OTN TIEPLOXH TOU KpoTadou.

E€EAEN Kal mpdyvwon: To avanmTtuélakO LOVTEAD TwV TOLSLWV UE AUTO TO
ouvdpopo Sev SladEpel amod To PUCLOAOYIKO Kal €Tiong S& mapatnpeital
Kapia Stadopd amnod ta matdld mou SeV AVAKOUV O€ KATIOLO oUVOPOUO aAAd
g€xouv uTtepwlooylotia kal xetheooxlotia. Ol pkpng onpaciag odOaAULKES
avVwHoAleg pmopel va  amokataotafolv TANPWE KAl UIopel  va
avtikataotnBolv n oxLoTia TG ultepwag Kal xelAouc.

Awadopkn Stayvwon 1 Stadopodidyvwon : H vnpatoeldng mpookoAAnon

€xeL avagdepbel kol oto cuvdpopo AEC (Hay-Wells ouvdpouo). Mapola
auta to cuvdpopo AEC mephapBavet kat tnv e€wdeputkn Suomiaoia.

~ 41 ~



ONOMA: Freeman - Sheldon Syndrome

Eniong yvwotd wg: X0vbpopo oduplypa mpocwrou (Whistling face
syndrome), kpaviokapmotapolkry SuomAacia (craniocarpotarsal dysplasia),
nepudpepkn apBpwypunwon, tumou 2B (Distal arthrogryposis, type 2B),
ouYYeVNG oA apBpwypuTiwon, Tepldepikn, TUTOU 2B (arthrigryposis
multiplex congenita, distal, type 2B).

To ouUvbpopo Freeman — Sheldon eival and ta cUvépopa mepLPEPLKNG
apBpwypunwong(apBpwKUPTWONG) TO OMoio CUVSEETAL E TNV aKOAouBia
Robin kat pe MOAANATAEC apOPpWTIKEG SOUEG HE XOPOAKTNPLOTIKA EUPr AT
ota xépla. To cuvdpopo eival mMpodpavwe eUKOAQ TIAPATNPHAOLUO KATA TNV
Slayvwon amd T 0opaATA XOPOKINPLOTIKA TPoowrou. H_ Stapopetikn
nadoyevela ualdi UE TN YEVETIKN ETEPOYEVELA KOL TO EUPU (PAOUN TWV
KAWVIKWV _ CUUMTWUATWY, UTTOSELKVUOUV _ OTL __eival _mo  o0pdo  va
QVOQEPOUNOTE OE paoua napd o€ ouvdpouo Freeman- Sheldon. (Giuseppe
Zampino, Guido Conti, Francesca Balducci, Massimo Moschini, Marina
Macchiaiolo,Pierpaolo Mastroiacovo,1996).To 1969 ot Weinstein kat _Gorlin
TPOTElVAV 0Tl 0 0po¢ ‘buomAacia’ nrtav kataAAnAdtepoc amd tov _0po
‘buotpopia’, bedougvou OtL ot avwuUaAiec Twv ooTwV mou rtapouatalovral
oto_ouvdpouo auto, o@eilovtal otn dlatapoyxn avartuéne twv_eyyevi
oogtwv. (Jose Maria Sanchez and Catalina Patricia Kaminker, 1986).

Attlodoyia: H qUTOOWULKN ETUKPATIKA KANPOVOULKOTNTA. To yovidlo €xel
gvtoriotel oto 11q15.5. Miwa  afovikni touoypa@ia ToU EYKEQAAoU
QTOKQAUTITEL _ atpo@ia  TNC  TOPEYKEPaAIdAC Kol TOU EYKEQPAALKOU
oteAeyouc. NauBavovrac unmoyn tic o 0oBapEC LOPPEC TOU ouvdpouoU,
niidavoldoyeital 0tt avwuaAiec Tou eykepalou umopel va givatl umeuduvec
VIO UEPLKEC o TIC  KAWVIKEC ekOnNAwoelc  ocuunepAauBavouevwy:
QVanVeUOTIKe mpoBAnuata, SUOKOAIEC OTnNV KATATTIOON KAl UTToToVid.
(Giuseppe Zampino, Guido Conti, Francesca Balducci, Massimo Moschini,
Marina Macchiaiolo, Pierpaolo Mastroiacovo, 1996).

Awtapaxég Adyou: H apbpwon mapouotdlel ocuxvd mpoBARuata mou
odeilovtal otn TMEPLOPLOUEVN OTOUATIKA Kivnon, mou meplAapBavel tov
TIEPLOPLOMO TWV XEWWV, TNC YAWOOOC, KOL TNG KLWVNTIKOTNTOG TWV
ocayoviwwv. H utepwilooylotia eivatl cuxvo eVpnua Kol UTTOPEL va cuvdEETaL
He TNV akoAouBio Robin, omou €xelL cav amotéAecpa TNV avamtuén
QVTIOTOOULOTIKWY  apBpwTikwv  avtikataotdcswv. H oAioBnon 1ng
YAwooog (n omiocBwa tomoBEtnon tng ) elvat kowr. Emiong n pkpen
YAWOOLKN TIPOOKOAANGN €ilval €miong €va KALWIKO XOpOKINPLOTIKO TOoU
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ouvdpOpOoU, TO OTIOLO UMOPEL VA TIPOKAAEDEL pLa TEPAV ToU GUCLOAOYLKOU
KLVNTIKOTNTO TN YAWOOAC.

Awatapayég Zitiong: H oition ota mpwta otdadla mapouctalel cuvnOwg
kKamolta mpoPAnuata mou odeilovtal otnv €udpaén TOU AVWTEPOU
QVOTIVEUOTIKOU OUOTNHATOC, oTnVv akoAouBia Robin kol oto meploplopévo
AVOLyHO TOU OTOHOTOC. TO KLVNTKO €UPOC TWV XEWWV KAl TNG YAWoOoOG
ouxva elval coPfapd TEPLOPLOUEVO TIPOKOAWVTAC TN PTtwyn KavoTnTa
BnAaopou Kal tnv anotuyia tng oltonc.

Awatapayxeg AKONG:ZUXVA TTOPOUCLAETAL AYWYLUN OMWAELX TNG 0KONC oAV
ouvVOoS80 CUUTTTWHA TWV XPOVIWV HOAUVOEWV Tou HEooU ouc. Elbikotepa oe
TIEPUTTWOELG TIOU OUVUTIAPXEL N akoAouBia Robin Kal oL oLOTLEC.

Awatapaxéc Dwvnong: H pwvn mapouvaoialetal puoloAoyLkn.

Awatapaxeg AvixnongG:Alatapaxeg mapouotalovtal oTn OTOUATIKA OAAQ
KOLL OTN PLVLKN avTAXNon. H UTEPPLVLKA avTiXNnon KUMopEL va mpokKUPEL oav
ouvo80 CUUTTWHA TNG UTIEPWLOCKLOTIOG KoL TNG EVOEXOUEVNG UTIEPWLO-
dAPUYYLKAG AVETIAPKELOG, CUVOUAOUEVN UE TNV TIEPLOPLOUEVN KIVNTIKOTNTA
TWV XEWLWV TIOU Pmopel va odnyrnoouv otnv ameuBbelag pwikn avtixnon
Aoyw TG auénuévng oTopaTtikng aviiotaong. H otopatodapuyyikn
avtrxnon Unopet va €xeL urtootel BAAPN Tou odpelAETOL OTO TEPLOPLOUEVO
gUpoG SLAVOLENC TNC OTOMOTIKAG KOWOTNTOC KOL TWV OCUVETIELWV TNG
HLKpoyvaOLloG TIou KATAANYEL OE ia TIVIYUEVN OTOUATLKI) QvVTAXNON.

Mwoolkeg AtatapaxEg: H yAwooikr avantuén napouotaletal GucLloAoyLKA
oto ouvdpopo Freeman — Sheldon. Ze éva PIKPO aApPLOUO TEPLOTATIKWY
gxouv oavodepOel EMUTAOKEG OTIC YVWOTIKEG Ae£ltoupyleg, aAAd ot
neploootepol  acBevelc pe autd Tto oUVOpopo €xouv PUGCLOAOYLKN
vonuoaouvn.

Tuotnpata ToU  enmnpedlovial  TEPLOCOTEPO:  KPOVLOTIPOOWTILKO,
avAamtuén, LUOOKEAETIKO, KAPSLOTTIVEULOVIKO, YEVVNTIKO- OUPOTTOLTIKO

e Kpavionpoowrka : PaBdwtd otopa, oxnuatiopol kapivag (“keel -
shaped”), pétwno (mpoeféxovoa petwriaia kpotadikn padn), HakpU
é0pa  (philtrum),  pKkpootouia,  pkpoyvaBia,  mpoegfExouoa
UTIEPTPOXLOKA KOPUGDOYPAUN, OTEVA poubouvia, TapaUoPPWUEVO
nyouvL o oxnua  H, umeptedoploudc opdaiuou, urntonAaoio
ntepuyiou, umonAaoia katw yvadou, OTEVEUX QVOIYUATOC UATLOU
(blepharophimosis), kadstn mruyn S€pUATOC MAVW Qo TNV ONTIKA
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ywvia Tou €0wTePLKOU Tou uatiou (epicanthus).( Giuseppe Zampino,
Guido _Conti, Francesca Balducci, Massimo Moschini, Marina
Macchiaiolo, Pierpaolo Mastroiacovo, 1996), umoavantuén pLvikou
xovépou (Antonella Vimercati, Marco Scioscia, Maria Gabriella Burattini,
Giovanni _Pontrelli, Luigi E. Selvagqgi,2006), v{ynAn umepwa, KOVTEC
ueooBiepaplec oytouec Suuepwc pe BAspaportwon, yaunAn pwvikn
yépupa, Asnta yeidn, avtiotpopn twv 2 yelAlwv, UIKpn YAwooa,
TIETAYTA auTid, Aemtoc Aawudg, Bpayukepalia, uikpa dovtia (Tso-Ren
Wang and Shio-Jean Lin, 1987) BadouAwta udtia. (Aysin Agritmis,
Ozlem Unlusoy ,Saffet Karaca, 2004 ).

e Avamtuén : Kovtdo avaotnua, Siatapayuevn auvénon owUATIKOU
Bapouc. (Giuseppe Zampino, Guido Conti, Francesca Balducci, Massimo
Moschini, Marina Macchiaiolo, Pierpaolo Mastroiacovo, 1996).

e MuoOOKeAETIKO : Extpomn tN¢ wWAEvng twv SaktuAwv ( yU auto kat
amokaAouvtal “otpipoyuplota” SaxtuAa), woopepnc otpePAomodia
(ouyyevic mapopopdwon Ttwv  modlwv), KuPwTIKA  okoAiwon,
TIEPLOPLOUOC TWV APOPWOEWVY, THPAUOPPWUEVN KAUYN TWV QaAdyywy,
UEPLKN ouvdakTUAia, edapa mpooaywyr TOU UETATHPOIOU 00TOU
(Giuseppe Zampino, Guido Conti, Francesca Balducci, Massimo
Moschini, Marina Macchiaiolo, Pierpaolo Mastroiacovo,1996), kolvec
ouonagelg mou _ouvnBwce agopouv ta daytula kat ta yepia (Antonella
Vimercati, Marco Scioscia, Maria Gabriella Burattini, Giovanni Pontrelli,
Luigi E. Selvaggi, 2006), paxialookoAiwan, UOKPLA ETKAAUTTTOUEVA
Sdaktuda, yaunAn auyevikn ypouun twv uaAAdwwyv. (Jose Maria Sanchez
and Catalina Patricia Kaminker, 1986).

o Kapdlonveupoviko: [MoAdamAa ereigodia mveuuoviag, mou o@eilovral
1000 o€ duokoAia ekkaBdaplonc Twv avw aspaywywv amnd BAgvva, 0oo
Kol o€ uewwuevn Swpakikn enektaon . (Giuseppe Zampino, Guido Conti,
Francesca Balducci, Massimo Moschini, Marina Macchiaiolo, Pierpaolo
Mastroiacovo, 1996).

e [evvntikd- ouporowntike: KpuWopyidia, BouBwvoknAn. (Jose Maria
Sanchez and Catalina Patricia Kaminker,1986).

E€EAEn kat MNpdyvwon: Eivalr eudavig amd 1w yévwa kal Oev
XELPOTEPEVOUV EEEALKTIKA E TO MEPAOHA TNG NALKiaG. H KvnTikn avamtuén
napouoclaletal GuUoLOAOYLK av  €EQALPECOUUE TOV TIEPLOPLOUO TIOU
mapouclaletal ot apBpwTtikeéc Sopég. H mpwiun amotuyia otn ARdn
tPodNg eival TutkAd cuvudacpévn Ue TNV Eudpaén aepaywyou. OL
OUOTIAOELC Oev avtamokpivovTal TEAELWE OE pPla CwHOTIKA Bepameia, aAAd
uropel va BeAtiwBouv. Meplotaclakd KpIlveTal amapaitntn n XELPOUPYLKA
napéuPoaon pe okomod va BeATiwOel To €UPOC TWV KWWACEWV. MEVIKA N
npoyvwon eivat kaAn. H kAwikn coBapotnta kadwe Kol Ol QOULVOTUTTIKEC
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avwualdiec umopei va _eival ustaBAnteéc: m.y ta yépla mudavwyv va unv
ntapouatalovv _Sduouopwia. (Giuseppe Zampino, Guido Conti, Francesca
Balducci, Massimo _ Moschini,  Marina __Macchiaiolo, _ Pierpaolo
Mastroiacovo,1996). H aviyveuon kat o mpoodloplouoC TwV TEPUTTWOEWV
QUTWV 0€ mpwiun nAtkio kunong (22 eBéouadec), umopei va enttpePel ula
KaAutepn ouuBouAeutikn yovEéwy, ot omoiol eivatl o Yean va eriiAeéouv Tov
TEPUATIOUO TNC eykuuoouvnc. (Antonella Vimercati, Marco Scioscia, Maria
Gabriella Burattini, Giovanni Pontrelli, Luigi E. Selvaggi,2006).

Awadopikn dtayvwon n dtadopodiayvwon: Zuyyevng mapapuopdwaon twv
nodwwv(otpaBAenodia), n unepwlooxwotia Kot akoAouBia  Robin
epudavilovtal ouxva otn TmepldePK apBpwypunmwon TUmou 1, oto
ouvdpopo Stickler kat oto unepwlo — KaPSLO — TTPOCWTILKO cUVSpPoo (velo
— cardio — facial syndrome). OU avwpaAie¢ tTwv apBpwoswv €xouv
napatnpenBel kat oto ocuvdpopo Kniest. Qotéco n 6PN TOU MPOCWTOU TIOU
eudaviletal oto ouvépopo Freeman — Sheldon gival xapaktnpLoTkA Kot
Stapepetl anmod to AANA cUVOPOUA LE TIAPOOLEG SLATAPOXEC
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ONOMA: Frontometaphyseal Dysplasia

N'vwotn eniong ko wg: ---------

H Frontometaphyseal SuomAaocia eivat €va omavio ouvdpopo NG
KPOVLIOTIPOOWTILKAG OKEAETIKAG UTIEPAVATITUENG TIOU OXETI(ETAL HE ML
YEVLKN VEVIKEUUEVN OKEAETIKN SuomAaoia.

Atttodoyia: X — ouvbeon UMOAELMOPEVNG KAnpovoukotntag. To yovidlo
dev €xelL Sleukplviotel § xaptoypadnOei.

Awatapaxég Adyou: n mapaywyn tou Adyou Elval PELWMPEVN KAl OTNV
apBbpwon kat otn Stapkela. Ta deutepevovia SOVTIA TUTIKA €K YEVETHG
Aelmouv  pe amotéAeopa  va Slatnpouvial Ta MPwToyevr) Sovtia Kal
npoBAiuata anodotaocng Ta omoia odnyolv ce MpocOieg otpePAwoels. H
urootnpln ¢ avamvong eivat advvaun odnywvtoag oe aduvaun
OKOUOTLKA Ttapaywyrn Kol GUVTOMO UKog dpaonG.

Awatapaxeg oitiong: n oiltion €ival TUTKA ¢GUOLOAOYLKA OTN VNTILOKN
NALKL, aAAG pe TNV nAkkia, o cUPBLBACUOG TwV agpaywywv YIVETAL TLO
ooBapo¢ odnywvrtag oe OSuokoAieg paonong He HeyaAa , SUoKoA
Koppatia tpodnc. OL emakoAouBeg o0dovTIKEC avwHaAlee (EAAeWpn NG
poviung odovroguiag) pmopel va  PBAAPeL TNV KAVOTNTA  UACNONG
OPLOUEVWY TpOodWV, E£TOL TIAPATELVETAL TO TTOGO TOU XPOVOU TIOU XPELAETOL
otnv tpodn

AlatapayeG OKONG: HELKTA AmWAELA aKong €lval éva otabepd slpnua
TIOU TIPOKUTITEL A0 TOV CUVOUAOUO TWV OKEAETIKWY QAVWHOALWY KAl TWV
QVWHOALWY TWV LOOTOELOWV OOTWV .

Awatapaxég dwvnong: n Bpaxvada kat to PBvplopa eival dia.

Awtapaxég avtixnong: n ovtixnon Umopest va eivat ¢puolodoykn , n
TIEPLOTAOLAKA UTIOPPLVLKA SEVTEPEVOUCA OTN PLVLKA TTOPEUTIOSLON.

MwoowKEG StatapaxEg: N YAwooo KoL n vonon lvatl TUTLKA puoLOAOYLKEG.

ZNHUAVTIKA CUCTAMOTO TIOU EMNPEAIOVTOL: KPAVIOTIPOOWTILKO, OKEAETLKO,
060VTLKO, OVOTIVEUOTIKO, OUPOTIOLOYEVVNTLKO:

~ 46 ~



e Kpaviompoowrko: mpoefo)x) TOU HUETWIIOU KOL TNG UTIEPKOYXLOG
KopudpoypapunG, Kovto UYPOoG TOU TIPOOWIIOU HE €va  TIPOEEEXWV
TtNYOUVL, TIOAAOTTIAN OKEAETIKI) UTIEPOOTWON, OKANPWON TWV KPAVLIAKWY
00TWV

e JIKkeAetkd: petaduolakn (metaphyseal)duomiaoia, kudpookoAiwon,
T(POOSEVUTIKOG KOLVOC TIEPLOPLOUOC KOl OUCTOAEG, 0TRB0C carinatum

e 0B80VTIKO:eK YeVETNG ENAELPN povipNng odovtoduiag, umepdlatnpnuéva
VEOYLAQ SovTLa

e AVOMVEUOTIKO: TIVEUUOVLKOG TIEPLOPLOUOC, OTEVWON TNG TPAXELAC,
UTIOYAWTTLOLKN OTéVwon, amodpaKkTLki amvola UTvou.

e Qupomnoloyevvntiko: kpupopxia kat udpovédpwon

EEEMEN KoL TPOYVWON: O TIVEUROVIKOC TIEPLOPLOUOG, KOL N €makoAoudn
dTwyn umootnPLEn tTNC OVOMVONG €lval TPOOSEUTIKN Kol OXETI(ETAlL UE
ooBapn duopopdia TNG OMOVOUALKAG OTNANG KAl TwV MAEUPWV QTO TNV
TPOOBEUTIK OKEAETIKA SuomAacia. AmMwAsla akong sival MPoodeuTIKN.
XpOvieg TABOrOE TOU HECOU QUTIOU HMOPOUV E€miong va ocupPouv.
Tpoxelokn Kol UTTOYAWTTLOWKY otévwon fekivave otnv Seltepn Sekaetia
™¢ {wNnG Kal yivovtol otadlakd Xelpotepes. Amodpaktikn drmvola UTvou
uropetl eniong va gkvael otnv deutepn dekaetia tnG {wng Kot adopd Kal
OTLG KPOVLIOTIPOOWTILKEG QAVWHOALEG KOl OTIC QVWHOALEC TOU KOATWTEPOU
QVOTIVEUOTIKOU. JUUMTWHOTIKA BOepameia kot n mpalvtiky BOeparmeia
uropet va ivat wdEApun emedn n €€€AEN tng dtatapaxng Sev eival toco
YPAyopn OMw¢ o€ KATola AAAO. 00TEWSN UTEPOVETTUYHEVA CUVSpOUA.
MpwTapXIKAG onuaciag €ival n KaAn avamveuoTikn untootnpEn. Emiong,
TIPOOTIABOELEC VA TIEPLOPLOTEL N KUGOOKOALWON UTOpPEL va yivouv.

Awadopodiayvwon: kpaviopetaduotakni( craniometaphyseal) duomiacia
glval (6la,0AAd T €€WKPOVIOKA OKEAETIKA €UpPUATO TEPAABAVOUY
neploootepn petaduaolaki(metaphyseal) kavon.Ztnv HETWTOUETADUCLAKA
( Frontometaphyseal ) SduomAaocia , n Tmpogfoxy TNG UTEPKOYXLAG
KOpUPOypaUUAG €lvol €va  eKTTANKTIKO Kol OSLaKPLTIKO eupnua. Ta
OKTIVOAOYIKO. YOPOKTNPLOTIKG TNC UETWIO- UETaQUOlaknNC duondaoiog
glval 1000 Evrova mou OEv UTTOPOUV va TIPOKAAETOUV oUYYUan _otnv
Sdtayvwon.( E. Ulirich, R. Witkowski R. Kozlowski,1979).

~ 47 ~



BIBAIOTPA®IA
F

Alves, A.F.P., and E.S. Azevedo. (1977). «Recessive form of Freeman-
Sheldon's syndrome or “whistling face'». Journal of Medical Genetics., 14:
139-141.

Antley, Ray M., Naoki, Uga, Norbert, J. Burzynski, Richard S. Baum,and
David, Bixler. (1975). «Diagnostic Criteria for the Whistling Face
Syndromen». Birth Defects Origin Article Series., 11: 161-168.

Blanco-Davila, F., Olveda-Rodriguez, JA.(2001). «Cleft palate in a patient
with Williams' syndrome». J Craniofac Surg., 12(2):145-7.

Burd, L., Cotsonas-Hassler, TM., Martsolf, JT., Kerbeshian, J.(2003).
«Recognition and management of fetal alcohol syndrome». Neurotoxicol
Teratol., 25(6):681-8.

Burn, J., Winter, RM., Baraitser, M., Hall, CM. and Fixsen, J. (1984). «The
femoral hypoplasia-unusual facies syndrome». Journal of Medical
Genetics., Vol 21, 331-340.

Church, MW., Kaltenbach, JA. (1997). «Hearing, speech, language, and
vestibular disorders in the fetal alcohol syndrome: a literature review».
Alcohol Clin Exp Res., 21(3):495-512.

Cone-Wesson, B. (2005). «Prenatal alcohol and cocaine exposure:
influences on cognition, speech, language, and hearing». J Commun
Disord.,38(4):279-302.

Daentl, DL., Smith, DW., Scott, Cl., Hall, BD., Gooding, CA.(1975).
«Femoral hypoplasia--unusual facies syndrome». J Pediatr.,86(1):107-11.

Denden, A., Pilz, H.(1972). «[Cornea verticillata (Fabry syndrome) and
glycolipid excretion in the urine]». Ber Zusammenkunft Dtsch Ophthalmol

Ges.,71:126-30.

Eastman, J. R., Bixler, D. (1977). «Facio-cardio-renal syndrome: a newly
delineated recessive disorder». Clin. Genet. 11: 424-430.

~ 48 ~



Gabellini, D., D'Antona, G., Moggio, M., Prelle, A., Zecca, C., Adami, R,,
Angeletti, B., Ciscato, P., Pellegrino, MA., Bottinelli, R., Green, MR., Tupler
R.  (2005). «Facioscapulohumeral muscular dystrophy in mice
overexpressing FRG1». Nature., 23;439(7079):973-7.

Gorlin, R. J., Cohen, M. M., Jr. (1969).«Frontometaphyseal dysplasia: a new
syndrome». Am. J. Dis. Child., 118: 487-494.

Holt, J. F., Thompson, G. R., Arenberg, I.K. (1972). «Frontometaphyseal
dysplasia. Radiol». Clin. N. Am., 10: 225-243.

Johnson, JP., Carey, JC., Gooch, WM. 3rd., Petersen, J., Beattie, JF. (1983).
«Femoral hypoplasia-unusual facies syndrome in infants of diabetic
mothers». J Pediatr., 102(6):866-72

Mitsias, P., Levine, SR. (1996). «Cerebrovascular complications of Fabry's
disease». Ann Neurol., 40:8-17.

Morton, N. E., Chung, C. S. (1959). «Formal genetics of muscular
dystrophy». Am. J. Hum. Genet., 11: 360-379.

Nevin, N. C., Hill, A. E., Carson, D. J.(1991). «Facio-cardio-renal (Eastman-
Bixler) syndrome». Am. J. Med. Genet., 40: 31-33.

Opitz, J. M., Kaveggia, E. G. (1974). «The FG syndrome: an X-linked
recessive syndrome of multiple congenital anomalies and mental
retardation». Z. Kinderheilk., 117: 1-18.

Padberg, GW., Adams C (2000). «Facioscapulohumeral muscular dystrophy.
In Pulst S-M (ed) Neurogenetics». New York: Oxford University Press., pp.
105-115.

Robertson, S. P., Jenkins, Z. A., Morgan, T., Ades, L., Aftimos, S., Boute, O.,
Fiskerstrand, T., Garcia-Minaur, S., Grix, A., Green, A., Der Kaloustian, V.,
Lewkonia, R., and 16 others (2006). «Frontometaphyseal dysplasia:
mutations in FLNA and phenotypic diversity». Am. J. Med. Genet. 140A:
1726-1736.

Song, Hae-Ryong, John, F. Sarwark, Sarah Sauntry, and John, Grant. (1996).
«Freeman-Sheldon Syndrome (Whistling Face Syndrome) and Cranio-
Vertebral Junction Malformation Producing Dysphagia and Weight Loss».
Pediatric Neurosurgery., 24:272-274.

~ 49 ~



Trabelsi, M., Monastiri, K., Hammami, A., Touzi, C., Ben Hariz, M., Gharbi,
HA., Bennaceur, B.(1989). «[Femoral hypoplasia--unusual facies
syndrome]». Ann Pediatr (Paris).,36(10):693-6.

Young, WG., Pihlstrom, BL.,Sauk JJ, Jr. (1980)«Granulomatous gingivitis in
Anderson-Fabry disease». J Periodontol.,51(2):95-101.

Zatz, M., Marie, S. K., Cerqueira, A., Vainzof, M., Pavanello, R. C. M., Passos-
Bueno, M. R. (1998). «The facioscapulohumeral muscular dystrophy
(FSHD1) gene affects males more severely and more frequently than
females». Am. J. Med. Genet., 77: 155-161.

Zwamborn-Hanssen, A. M. N., Schrander-Stumpel, C. T. R. M., Smeets, E.,
Decock, P., Fryns, J. P. (1995). «FG syndrome: the trias mental retardation,
hypotonia and constipation reviewed». Genet. Counsel., 6: 313-319.

A. Mehta, R. Ricci , U. Widmer, F. Dehout, A. Garcia de Lorenzo, C.
Kampmann,A. Linhart, G. Sunder-Plassmann, M. Ries, M. Beck. (2004).
«BlFabry disease defined: baseline clinical manifestations of 366 patients in
the Fabry Outcome Survey»., European Journal of Clinical Investigation, 34,
236—242.

O.Lidove, M.-P. Chauveheid, C. Caillaud, R. Froissart, L. Benoist,S.
Alamowitch, S. Doan,R. Szalat, N. Baumann,J.-F. Alexandra, P. Lavalle’ e, |I.
Klein, F. Vuillemet, F. Sedel,K. Sacre’, Y.Samson, E. Roullet, T. Papo. ( 2009).
«Aseptic _meningitis _and _ischaemic _stroke in Fabry disease». The
International Journal of Clinical Practice, 63, 11.

N.C. Nevin, A.E. Hill D.J. Carson. (1991). «Brief Clinical Report :Facio -
Cardio - Renal (Eastman-Bixler ) Syndrome». American Journal of Medical
Genetics, 40:31-33.

John Russell Eastman , David Bixler. (1977). «Facio-cardio-renal
syndrome:a newly delineated recessive disorder». Clinical Genetics, 11: 424-
430.

Jeffrey M. Statland, Rabi Tawil,( 2011). « Facioscapulohumeral muscular
dystrophy: molecular pathological advances and future directions». Current
Opinion in Neurology, 24:423—428.

Rabi Tawi, Silve're M. Van der Maarel. (2006). «facioscapulohumeral
muscular dystrophy». Muscle & Nerve, 34: 1-15.

~50 ~



Silvere M. van der Maarel , Rune R. Frants George W. Padberg. (2007).
«Facioscapulohumeral muscular dystrophy». Biochimica et Biophysica Acta,
186—-194.

M.J.M. Nowaczyk, M.J. Huggins, A. Fleming, P.T. Mohide.(2010). «Femoral—
Facial Syndrome: Prenatal Diagnosis and Clinical Features. Report of Three
Cases ». American Journal of Medical Genetics.

Daniel Hurst and Donald F. Johnson. (1980). « Brief Clinical Report: Femoral
Hypoplasia -Unusual Facies Syndrome». American Journal of Medical
Genetics, 5:255-258.

Sonia Gleiser, David D. Weaver, Victor Escobar, Gary Nichols, Marilyn
Escobedo. (1978). « Femoral Hypoplasia-Unusual Facies Syndrome, from
Another Viewpoint». European Journal of Pediatrics, 128, 1-5.

D.B.Pitt, I.I.Findlay, W.G.Cole , J. G. Rogers. (1982). « Case Report: Femoral
hypoplasia - unusual facies syndrome». Aust.Paediatr. J., 18 63-66.

Richard P . Lampert. (1980). « Dominant inheritance of femoral hypoplasia-
unusual facies syndrome». Clinical Genetics, 17: 255-258.

Gabriella lohom, Fcarcsi, Barry Lyons, Fcarcsi And William Casey, Fcarcsi.
(2002). « Case report :Airway management in a baby with femoral
hypoplasia—unusual facies syndrome». Paediatric Anaesthesia, 12: 461-464.

Meinhard Robinow, Jiri Sonek, Louis Buttino, Anne Veghte.(1995).
«Femoral-Facial Syndrome - Prenatal Diagnosis -Autosomal Dominant
Inheritance». American Journal of Medical Genetics, 57:397399.

Blair Paley and Mary J. O’Connor. (2009). «Intervention For Individuals
With Fetal Alcohol Spectrum Disorders: Treatment Approaches And Case
Management». Developmental Disabilities Research Reviews,15: 258 — 267.

Philip A. May, J. Phillip Gossage, Wendy O. Kalberg, Luther K. Robinson,
David Buckley, Melanie Manning, H. Eugene Hoyme. (2009). «Prevalence
And Epidemiologic Characteristics Of Fasd From Various Research Methods
With An Empasis On Recent In-School Studies». Developmental Disabilities
Research Reviews,15:176 — 192.

Albert E. Chudley, Andrea R. Kilgour, Meghan Cranston, Michelle Edwards.
(2007). «Challenges of Diagnosis in Fetal Alcohol Syndrome and Fetal

~51 ~



Alcohol Spectrum Disorder in the Adult». American Journal of Medical
Genetics Part C (Seminars in Medical Genetics), 145C:261-272.

Michael W. Church,James A. Kaltenbach. (1997). « Hearing, Speech,
Language, and Vestibular Disorders in the Fetal Alcohol Syndrome: A
Literature Review». Alcocholism: Clinical And Experimental Research.

Robert L. Smith, Matthew J. Edwards, Elizabeth Notaras, Edward V.
O’Loughlin.(2000). «Esophageal Dysmotility in Brothers With an FG-Like
Syndrome». American Journal of Medical Genetics, 91:185—189.

John M. Opitz. (2003). «FG syndrome». Orphaned.

John M. Graham, Jr., Darci Tackels,, Kurt Dibbern, Duane Superneau, Curtis
Rogers,Ken Corning, Charles E. Schwartz. ( 1998). «FG Syndrome: Report of
Three New Families With Linkage to Xql12-g22.1». American Journal of
Medical Genetics, 80:145-156.

John M. Graham Jr.,Jeannie Visootsak, Elisabeth Dykens, Lillie Huddleston,
Robin D. Clark,Kenneth L. Jones, John B. Moeschler, John M. Opitz, Jackie
Morford, Richard Simensen,R. Curtis Rogers, Charles E. Schwartz, Michael J.
Friez, Roger E. Stevenson. (2008). «Behavior of 10 Patients With FG
Syndrome (Opitz—Kaveggia Syndrome) and the p.R961W Mutation in the
MED12 Gene». American Journal of Medical Genetics, Part A 146A:3011—
3017.

Giuseppe Zampino, Guido Conti, Francesca Balducci, Massimo Moschini,
Marina _Macchiaiolo, Pierpaolo Mastroiacovo. (1996). «Severe Form of
Freeman-Sheldon Syndrome Associated With Brain Anomalies and Hearing
Loss». American Journal of Medical Genetics, 62:293-296.

Antonella Vimercati, Marco Scioscia, Maria Gabriella Burattini, Giovanni
Pontrelli, Luigi E. Selvaggi. (2006). «Prenatal diagnosis of Freeman—Sheldon
syndrome _and usefulness of an ultrasound fetal lip width normogram».
Prenatal Diagnosis, 26: 679—-683.

Jose Maria Sanchez and Catalina Patricia Kaminker. (1986). « New Evidence
for Genetic Heterogeneity of the Freeman-Sheldon Syndrome». American
Journal of Medical Genetics, 25507-511.

~52 ~



Tso-Ren Wang and Shio-Jean Lin. (1987). «Further Evidence for
GeneticHeterogeneity of Whistling Face or Freeman-Sheldon Syndromein a
Chinese Family». American Journal of Medical Genetics, 28:471-475.

Aysin Agritmis, Ozlem Unlusoy,Saffet Karaca.(2004).«Case reportAnesthetic
management of a patient with Freeman-Sheldon syndrome». Pediatric
Anesthesia, 14: 874—877.

E. ullrich, R. witkowski R. kozlowski. (1979). «Fronto-Metaphyseal
Dysplasia (Report of Two Familial Cases)». Australasian Radiology, Vol.
XXIIl, No.3.

~ 53 ~



ONOMA: GAPO Syndrome

Eniong¢ yvwotd w¢g : KoBuotepnuévn avamntuén(Growth retardation),
aAwrnekia (Alopecia), Ppeuvdoavadovtia (Pseudoanaodontia) koL OTTIKNA

atpoodia ()

AUTO TO OUTOOWMLKO UTIOAEUTOMEVO OUVOPOUO EXeL €vav SLAKPLTIKO
dawotuno pe ta acuvnblota odovtikad supnuota. H ophia emnpealetal
arnd TNV amotuyxia twv doviiwv va ekpayouv(va eudavictolv). H
KOTAOTOON QUTH TIEPLYPAPNKE YL TTIPWTN POopPa arto Tov Anderson Kal tov
Pinborg to 1947, aAAda to akpwvouto GAPO, kaBuotepnuévn avantuén (G)
(growth retardation), aAwrnekio (A) (alopecia), Wevboavadovrtia (P)
(pseudoanodontia), kot orttikn atpoeia (O) (Optic atrophy ) meplypa@nke
Yl mpwtn @opd armo tov Tripton kot Gorlin to 1984. (Elif F. Demirg€une.s,
Sibel Ersoy-Evans, and Ay sen Karaduman, 2008).

Attiodoyia : AUTOOWHN UTIOAEUTOUEVN KANPOVOULKOTNTA. To yoviblo dev
EXeL xaptoypadnOel 1 mpocdloplotel. Me Bdon tnv totoyévean , OAec ot
ekbnAwaeic mou unapyouvv oto GAPO ouvdpouo oyetifovral Ue mepioosla
ToU e£WKUTTAPLOU TUVOETIKOU LOTOU TTOU OUCOWPEVUETAL KATA TNV SLOPKELA
N¢ {wnc Kol TapeUBaiVEL OTIC QPUOLOAOYIKEC AEITOUPYIEC TWV LOTWV KoL TWV
0pYAVWYV KAl OQUTEC TEIVOUV va EYOUV TIPOOSEUTIKN EMIOEIVWON KATA TNV
Slapkel  Twv_Ypovwv. Mia  avwuoaAn katavoun Ttou  gEwKUTTAPLOU
oUOTaTIKOU N _ormoio  eUmAEKETaL _otnv__avaAuon twv _efwKUTTAPLWYV
OUOTQTIKWV TIPOTAINKE va_€ival Lo UToKeiuevn uoptakn BAabBn.( Arti
Nanda, M.D., D.N.B.E., Wafa A. Al-Ateeqi, F.R.C.P.C.H., M.R.C.P.C.H., Mona
A. Al-Khawari, M.R.C.P., F.R.C.P.C.H., Qasem A. Alsaleh, M.D., Jeoram T.
Anim, F.R.C.Path, 2010).

Awatapaxég Adyou : H apBpwon StaotpeBAwvetal and ta cuvduaopeva
QMOTEAECUATA TWV SOVTILWY, TNG UTMOTANCLOG Gvw YvaBou Kol ThG Unep —
TEPLOTPOPNAC TNG KATW YvAOOU TOU KOVTALVEL TO HAKOC TOU KATW HEPOUG
ToUu Tpoowrtou. Ot SLaoTpePBAWOELG lval UTTOXPEWTLKEG AOYW TNG OOV GLOG
NG 080VTIKAG CUYKANONG.

Awatapaxég oitiong : H oition pnopet va sivat e§acBeviopévn otnv modikn
NALKIOL Ao TNV TOPEUTOSION TOU QVWTEPOU agpaywyol odou Tou
OXETLlETAL HE TN OTEVWON TNG XoAavng. Apyotepa, n Statpodrn Umopel va
neploplotel Aoyw tng  EAAewWPng tnG O0OOVTIKAG €KpnéNg €KTOC av
epapuoletal n KOTAAANAN 080VTIKNA Bepaneia n ol
npocbéoeig(uooyevuara).
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Awatapayég Akong : H akon eivat duclohoyikn.

Awatapaxeg dwvnong : H dpwvn eivatl pucololoyik.

Awatapayég Avtixnong : H avtrxnon sivat ¢pucloloyik.

Mwoolkég dratapaxEg : H yAwoolkn avantuén eivat puololoyikn.
Tuotnpata TOU ennpedlovial TEPLOCOTEPO :, KPOVIOTIPOOWTILKO,

avamntuén, YeVWNTIKO- oupPOoTIONTIKO, 0PBaAUKO, Sepuatiko, 08OVTIKO,
OKEAETLKO, OVOOOAOYLKO, QYYELAKO, EVOOKPLVOAOYIKO.

e Kpavionmpoowrnikd :YPnAo, mpoegExov HETWMO, avw yvabiaia
urnonAacia, Kovto To XOUNAOTEPO TPLTO TOU TPOCWIIOU OXETIKO UE TO
Katw yvablaio umepkAsiolo , otévwon pwikng xoavne (choanal
stenosis), kaBuotépnon tng nepdtwong(closure) Tou mpocOiou fontanel,
npoeéeyovra maya yeiAn, kovta avtia(Arti Nanda, M.D., D.N.B.E., Wafa
A. Al-Ateeqi, F.R.C.P.C.H., M.R.C.P.C.H., Mona A. Al-Khawari, M.R.C.P.,
F.R.C.P.C.H., Qasem A. Alsaleh, M.D., Jeoram T. Anim, F.R.C.Path, 2010),
npoyvadioud kot aykudoyAwaoia (Elif F. Demirg€une s, Sibel Ersoy-
Evans, and Ay sen Karaduman, 2008).

e Avamtuén :Kovto avaotnua.

e [evvnNTIKO —oUpPOTOLNTIKO :Yroyovadilopoc (hypogonadism).

e OPOaAMKO :OmTIK atpodia, yAaUukwua, KeEpATOKWVOG (keratoconus),
dluepne wypotnta twv_ontkwv Siokwv(Arti Nanda, M.D., D.N.B.E.,
Wafa A. Al-Ateeqi, F.R.C.P.C.H., M.R.C.P.C.H., Mona A. Al-Khawari,
M.R.C.P., F.R.CP.CH.,, Qasem A. Alsaleh, M.D.,Jeoram T. Anim,
F.R.C.Path, 2010).

e Asppatiko :Alwmekia (amwAsld HOAAWV ) TwV @pudlwv KAl TwV
BAspapidwv. (Arti Nanda, M.D., D.N.B.E., Wafa A. Al-Ateeqi,
F.R.C.P.C.H., M.R.C.P.C.H., Mona A. Al-Khawari, M.R.C.P., F.R.C.P.C.H.,
Qasem A. Alsaleh, M.D., Jeoram T. Anim, F.R.C.Path, 2010).

e 06ovtko ‘EAAewdn €kpnéng Kal TNG MPWLUNG Kal TG SeutepEuoLoaC
obovtootolyiag.

o JIkeAetkd:KabBuotepnuévn nAkia KOKOAWV.

e AvooomnolnNtiko :Enavaiapfavoueveg LOAUVOELG.

o Ayyelako :Avwuodieg t™g dAeBkng (veinous) SltacwAnvwong otov
eykédalo, mpoetexovoeg GAEPRES Kpaviwy.

o Evdokpwoloyikd:  kaduotepnuévn  epnBeio,  €UUNVOPPUCLOKEC
QVWUAAIEC,  TPWIUN  EUUNVOTIAUCN O aOoUEVEIC  UEYaAUTEPNC
nAwiac(Arti Nanda, M.D., D.N.B.E., Wafa A. Al-Ateeqi, F.R.C.P.C.H.,
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M.R.C.P.C.H., Mona A. Al-Khawari, M.R.C.P., F.R.C.P.C.H., Qasem A.
Alsaleh, M.D., Jeoram T. Anim, F.R.C.Path, 2010).

E€EAEN kaw mpoyvwon: To BApog yévvnong €lval Kavovikd av Kal To
UNKOUGC TELVEL Vol Elval HLKPO TaPA KAVOVIKO. Tal oAALA €lval Tapov ot
YEVVNON KOl KOTOTILV XAVOVTOL OTOUC TIEPLOCOTEPOUC OO0BDEVELC TOU
Tmapouclalouv OUVOALK oAwmekia otnv mpowpn maldikil nAwia. H
obovtootoulyia dev epdaviletal, oUTE n aPXLIK OUTE n SEUTEPOYEVNC KOl
QUTO TTAPATNPELTAL KL OTNV AVW KAl 0TNV KATw yvabo. H mpocOia fontanel
TIOPAUEVEL TPWTOTUTIN(patent). To KOVTO avaotnua yivetal epdaveg otnv
matdikn nAkiot pe TNV KaBuotepnUeévn yPAUULK avamtuén. H odovtikn
Beparmela CUOTNVETAL YLA TNV OVTIKOTAOTAON TwV dovilwv. Ot agfeveic ue
QUTO TO oUVvOpoUOo Exouv UELwUEVN Stapkela {wnNcC KoL Ol TTEPPLOTOTEPOL
niedaivouv atnv tpitn N tétaptn dekacetia tng {wnc toud.( Arti Nanda, M.D.,
D.N.B.E., Wafa A. Al-Ateeqi, F.R.C.P.C.H., M.R.C.P.C.H., Mona A. Al-Khawari,
M.R.C.P., F.R.C.P.C.H., Qasem A. Alsaleh, M.D., Jeoram T. Anim, F.R.C.Path,

2010).

Awadopkn Stayvwon | dradopodiayvwon : H adwrmekio elval pia Kown
gupeon otnv mpoyepla (progeria), To ouvépopo AEC, oto ocUVOpoOUO
Hallerman — Streiff kaiL to ouvépouo Rapp — Hodgkin . Evtoutolg, To
UTTOAOUTTO TWV POLVOTUTIWV O AUTA Ta cUVSpopa SladEPEL CNUOVTLKA Ao
To cuvdpopo GAPO.
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ONOMA: Golabi — Rosen Syndrome

Eniong yvwoto wg : ZUvdpopo ducpopdiag Simpson (Simpson dysmorphia
syndrome), ouvépopo Simpson - Golabi - Behmel, oUvépopuo
bulldog(pumouAvtoyk). To ouUvdpopo Golabi — Rosen eival éva omavio
UTIEPAVATITUELOKO OUVOPOUO UE TN XovOpoeldn eudAvion TOU MPOCWITOU
Kol TN MeTaBAnt yvwoTik B£€0n, TOU KUMOLVETOL oo T ¢$UGCLOAOYIKNA
Sdtavola we tnv coBapn kabuoteépnon. Meplypdetol w¢ uia UAOTUVSETN
unoAeutouevn Statapayn, mou YapaktnpIletol amd mpo-Kal UETA-YEVVNTIKA
uniepavantuén kat duornAdaotikeéc aAdayec ae diapopouc tousic. (Elizabeth
Cureton, Hua Guo, Olajire Idowu, Sunghoon Kim,2007).

Atttodoyia @ QulooUvdetn KAnpovoulky acBévela. To yovidlo €xel
xaptoypadnBel oto Xq26 kat yapaktnpiletat GPC3 yia to glypican — 3, éva
yoviblo mou eAéyxeL TNV avamtuén tou epPpuikol pecodépuatog. Xg24-
g28. To yovidlo evepyel og ouvepyaoia pe to IGF2 (mapdyovtag avantuéng
LvoouAivng 2) mou eival o mapayovtag Ekppaong tou ouvdpopou Beckwith
— Wiedemann, pia aAAn umepavamntullakn Siatapaxn. ZUYKEKPLUEVA,
npokaAeital ano tn Staypapn n ustardaén oto glypican-3 yovidio GPC3
oT0 UaKkpU okEAo¢ Tou ypwuoowuatoc X (Xq26). (Isabelle Penisson-Besnier,
Thibaud Lebouvier, Marie-Pierre Moizard,Marc Ferre, Magalie Barth,
Guillaume Marc, Martine Raynaud, Dominique Bonneau.,2008).

Awatapaxeg Adyov : H apBpwon eival cuyva datapayuévn kat oxetiletal
LE TNV uTtoTovia Kot T pakpoyAwooia (macroglossia).

Awatapaxeg oitiong : H mpowpn oition pmopel va gival mpofAnpatikny Kot
OXETLWETOL YUE TNV UTIOTOVIQ, TNV TIOPEUTIOBLON TWV AEPOYWYWV 08wV, TN
TIVEULLOVLKI) OVETIAPKELA, Kol HEPLKOL aoBevelc mapouoldlouVv EVIEPLKEC
avwuaAieg cupmneplapBavopévou Tng Kakng meplotpodng(malrotation).

Awatapaxeg AKONG : H akpoaon ivatl pucloloyikn.

Awatapaxég pwvnong : H dwvn €xel xaunAo tovo kal cuxva ival Bpaxvn
(vepodepévn dwvn). H Bpaxvada ival xapaktnpLotikd uypn.

Awatapayég Avtixnong : H umteppvikotnta epdavileTal o€ MEPUTTWOELG UE

urtepwlooylotia i BAevwoyodvia unepwlooxlotia, | otoug acbeveic pe
Baplda umtotovia.
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Mwoowkég dratapayss : H yl\wooa kabBuotepel XapaKkTnpLoTikA Kal lvot
e€aoBeviopévn. H oplAla kKal n yAwooa ovamtuoooviol otn HEYAAn
mAsloPndila Twv aoBevwv Kat n yYAwoolkn e€ooBévion eival ouvnbwg
LOOUETPN UE TN YVWOTLKA avamtuén.

ZuoTtpata Tov eNMNPEAlOVTOL TTEPLOCOTEPO :, KPAVIOTIPOOWITILKO, AKPA,
avamntuén,yeVnTIKO — OUPOTIOLNTLKO, HUOCKEAETIKO, KEVIPLKO VEUPLKO
ouoTNUA, 0POAAUKO, LETABOALKO, KAPSLOTIVEULLOVIKO, YOLOTPOEVTEPLKO, AN

e Kpavionpoownikd : Katw yvabiaiog mpoyvaBlopog, peydlo otoua,
HOKPOKEPOALDL HE XOPAKTNPLOTIKO TIPOCOWTIELO, NTILO UTIEPTEAOPLOUO
(hypertelorism), pakpoyAwooia, mpooBLo OKEAETIKO AVOLKTO— SAYKWHUA,
umepwlooylotia  (ouxva PBAevwwwdng), mepLOTOCLOK XEWAEOOXLOTIA,
gykomn(auAdkwon) otn  pacalo  ypoppUn  Tou  KATw  XelAoug,
aykuloyAwoowa (ankyloglossia), pakpoyAwooia pe Ppaxy xaAwo,
AavBaopévn B€on dovtwwv. Eminedn pivikn yepupa. (Elizabeth Cureton,
Hua Guo, Olajire Idowu, Sunghoon Kim,2007), ayeveoia pueooAoBiou
ootou. (Isabelle Penisson-Besnier, Thibaud Lebouvier, Marie-Pierre
Moizard,Marc Ferre, Magalie Barth, Guillaume Marc, Martine Raynaud,
Dominique Bonneau.,2008). Nwooa ue paBdwoelc N mnyouvt UE
paBéwoeic, evpeia uvtn. (Christopher B. Griffith, Richard C. Probert, Gail
H. Vance, 2009) 2tevo¢ toéwto¢ oupaviokoc. (G. Neri, R. Marini, M.
Cappa, P. Borrelli, J.M. Opitz, 1988).

e Akpa : MAatd xépta, petafovik TOAUSOKTUALD, ouvOaKTUALQ Twv
SELKTWV Kal TwV HETAlwY SAXTUAWV

e Avamtuén : Ymepavamtuén Kol HUEYAAO OvVAOTNHA, HEYOAO BAapog
YEvvnong, auEnUEVO UNKOG YEVVNONG, NTILO TTaXUoapKia.

e [evvnuk0 -— ovupormowNtkd : Meydha vedpd, Kpuopxdia,
vnoontadiaon (hypospadias).  Negpikéc kvotec  Swuepwc.(Elizabeth
Cureton, Hua Guo, Olajire Idowu,Sunghoon Kim, 2007) YnepaptGua
{evyn mAevupwv, avwualdiec tepoU kat KOkkuya oatou.(John M. Opitz,
1984) Yroonadia. (Rhiannon M. Hughes-Benzie, Alasdair G.W. Hunter,
Judith E. Allanson, Alex E. Mackenzie, 1992).

® MUOOKEAETIKO : DTEPWTEC WHOTAATEG, KOVTOG AQLUOC, OKAUUEVOC
(excavatum) OBwpakag, unepdplOua TAEUpd, TPoodeupévn nAkia
00TWV, ade€LOTNTA KAL TIEPLOTACLAKA SUCKAUTTOG, TTAATUG BNUATIOUOG.
Avwualdiec  onovbulAikng  otnAng.  (Satoru  Sakazume,Nobuhiko
Okamoto, Toshiyuki Yamamoto,Kenji Kurosawa Hironao Numabe, Yuko
Ohashi, Yuko Kako, Toshiro Nagai,Hirohumi Ohashi, 2007) EmtkALveic
wuotl, oopuikn Adpdbwan. ( G. Neri, R. Marini, M. Cappa, P. Borrelli, J.M.

Opitz, 1988).
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Kevtpikd veuplkd olvotnpa : Ymotovia, MeTOPANT YVWOTIKNA
e€aoBévion, meplotaowokol mapofuopol, adgfloc  (ayapumog)
Bnuatiopoc.

O OaAuko :ApudBANcTPoELSIKO KOAOPBWHA, KATAPPAKTNG, OTPABLOUOC,
audLBAnotposlditidba (retinopathy). O@UaAuikoc umnepteAoplouoc.
(Isabelle  Penisson-Besnier, Thibaud __ Lebouvier, Marie-Pierre
Moizard,Marc Ferre, Magalie Barth, Guillaume Marc, Martine Raynaud,
Dominique Bonneau,2008).

MetaBoAwko : Neoyvikr) umoyAukaipia Adyw umepivooudwvaiuioc. ( G.
Neri, R. Marini, M. Cappa, P. Borrelli,J.M. Opitz, 1988).
KopSlonmveupovikd : TMVeUpOVIK UTEPTAON, KOWLOSLOppayUATIKN
(ventriculoseptal) atéAela, mveupovik otévwon, ayeveaia Stapavouc
Stappayuartoc. (Isabelle Penisson-Besnier, Thibaud Lebouvier, Marie-
Pierre Moizard,Marc Ferre, Magalie Barth, Guillaume Marc, Martine
Raynaud,Dominique Bonneau.,2008),cuyyevn Kapdlakd eAattwuata,
appuBuiec. (Rhiannon M. Hughes-Benzie, Alasdair G.W. Hunter, Judith
E. Allanson, Alex E. Mackenzie, 1992).

Faotpoevtepkd : Awadpaypatikn KAAn, Kuotidio Meckel, koakn
neplotpodny (malrotation) tou eviépou, Sleupupévn  omAnva,
nratopeyalia, koAmokoiAtako¢ amokAsiouog. ( G. Neri, R. Marini, M.
Cappa, P. BorrelliJ.M. Opitz, 1988)0Ou@aloknin, SduormAaoisc
yaotpevrepikou owAnva.(Cheryl L. Garganta and Joann N. Bodurtha,
1992).

AN\ : YriepaplBueg OnAEg, uMOMAQOTIKA vUXLa oTta SAaxTUAa Tou SeikTn.
Avénuevn ouyvotnta _suavionc euBpuiknc veomdaoiacg, Omwc OyKoc
Wilms, veupoBAaotwua, nratoBAactwua kot paBSoUUOTHOKWUN KAT
™ _Sldpkela _tne nmpwiunc matdiknc nAikiac. EKTOoc amo tnv_avamntuén
OTAQYVIKWV CUUTaYWV OYKwV, oL aogBeveic dlatpeyouv enionc kivduvo
vl tnv avantuén ayyeiakwy duanidaoiwy. (Elizabeth Cureton, Hua Guo,
Olgjire Idowu, Sunghoon Kim, 2007).

E€EAEN kaw Npdoyvwon: To BApog Kal To UAKOC YEVVNONG lval HeyoAUTEPQ
ar’ OtL Ta Pucolodoylka Kal n avéavopevn avamtuén cuvexiletal otnv
ednPeia. H umotovia eival mo Bapldg popdng KATA TN vNTILOKN KoL TN
TPWLKUN TtatdLkn NALKLL KoL 0 HUTKOG TOVOC BeATiwveTal Ye TNV nAtkio. H
npoyvwon vy tv GuoloAoyikl opAia elval koA €4v n yYVWOTIKNA
e€aoBévion bev eival moAU ocoPapn. H mAApng meplBoAn umopel va
niephapBavel koL tn AEKTIKN) Beparmeio Kal TN XELPOUPYLKH Slaxeiplon tng
UTtEpwOC Kal ¢ aykuAoyAwooiag. H opBodovtik i1 n opBoyvabikn
XEPOUPYLKN emepBaon pmopel emiong va eival amapaitntn. Ymapyet
UETABANTOTNTA TNC EKPPATNC TOU oUVOPOUOU, TTOU KUUAIVETAL a0 NITLEC
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Hoppec, €wc VBavarneopec. Emsidnn autoi ot aodeveic Bplokovral o€
avénuévo kivbuvo avantuéng oykwv otnv mpwiun maitdikn nAikic, onwc
npoava@epinke, da mpeneL v Bpiokovtal U0 TOKTLKN) UTTEQPNYXOYPOPLKN
grmutnpnon. (Neeta Vora and Diana W. Bianchi, 2009).

Awadopkn diayvwon n dtadopodiayvwon : To cuvdpopo Beckwith —
Wiedemann €xet pla mapopola ¢pavoturmikny emkaAndn pe to ouvépouo
Golabi —Rosen, onwc¢ avadépetal mapandavw. H umepavantuén eivot
EMLONG Kown oto oUVOPOUO Sotos, aAAG Ta KPAVIOTIPOOWTILKA EUPHRHOTO
elval dtadopetika katl to cuvdpopo Sotos dev mapouaotalel moAudaktuAia
WG XOPAKTNPLOTIKO yvwplopa. To cuvépopo Prader — Willi mepthapfBavet
TNV TaXuoapKia KoL TNV Umotovia, aAAA OXL TN YPOAULKY) UTIEPAVATTTUEN.
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ONOMA: Goldberg — Shprintzen Syndrome

Eniong yvwoto wg : AcBévela Hirschsprung, pikpokedalio kot KoAOBwua
ipLdac (microcephaly and iris coloboma).

AUTO TO GUVOPOUO TOU KOVTOU OvVaoTAUATOC TEPAAUBAVEL TIC avwHOALEG
TWV PAEVWWEWV UTIEPWLOXLOTLWV KL TLG AVWHAALEC TwV MEMTIKWV odwv. To
ouvdpopo elval omavio, aAAd sival TBavwe xapunAd avadepouevo eneldn
oL avwHaALeg Tou poowrTtiou dev eival coPfapég. (Goldberg and Shprintzen
(1981). ArtoteAei aUTOOWUATIKO UTTOAELTTOUEVO KANPOVOULKO TUVOPOLO TNC
ouadac Slatapaywv mou Yopaktnplletal amo KPOAVIOOGUVOOTEWOELC KOl
uoppavoetdn atvotuno. (Marie T. Greally, John C. Carey, Dianna M.
Milewicz, Louanne Hudgins, Rosalie B. Goldberg, Robert J. Shprintzen,
Anthony J. Cousineau, Wilbur L. Smith Jr., G. Frank Judisch,James W.
Hanson, 1998).

Attiodoyia : AUTOOWHN UTIOAEUTOUEVN KANPOVOULKOTNTA. To yoviblo dev
ExeL xaptoypadnbel n mpoodloplotel. Opeidetal oe ustarddaéelc twv
yovibiwv  FBN1, TGFRB 1-2. Qaivetal midavwv 0t _n nodoyeEveLr TOU
ouvépouou oxetiletal ue ardayéc otn onuarodotnon TGFB. (Kenjiro
Kosaki, Daisuke Takahashi, Toru Udaka, Rika Kosaki, Morio Matsumoto,
Shigeharu Ibe, Takeshi Isobe, Yoko Tanaka, Takao Takahashi, 2006).

Awatapaxég Aoyov : H opdia yapoktnpiletat amd tnv oapBpwTikn
e€aoOévion mou oyxetileTal PE TNV UTOTOVIO, CUUMEPIAQUBAVOUEVWV TWV
SlaotpePAWOEWV KoL TNG YAWOOLKNC e€wBnonc (protrusion).

Awatapayeg oltiong : H mpwipn oltion mepUTAEKETAL QO TNV UTIOTOVIAL KOt
TNV EVIEPLKN TOPEUNOSION. H mopeunmodion Twv EVIEPWY TIPOKOAEL
KOW\lokoUC Tovoug Kkal epeblotikotnta (irritability) mou pmopel va

napepnodioouv TN olton.

Awatapoaxég AKong : H aywylun anwAglo akong mou epdaviletal Adyw tng
dLaxuong tou HEow oug ival ko).

Awatapaxég pwvnong : H Bpaxvada kat o upnAog tovog ivat kowva.

Awtapaxég Avinxnong : Exel mopatnpnBel umeppvikdTNTA AOYyW TNG
urnepwiooylotiag (BAevvwdng).
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MwooKEG StatapayEg : Tn YAwooa KaBuoTepel LOOUETPLIKA LLE TN YVWOTLKA
e€aoBevion.

ZuotAHATO TIOU EnMnPeAlovial TEPLOCOTEPO :, KPOVLOTIPOOWTILKO,
aVATTTUEN,KEVTPLKO VEUPLKO OUOTNHO, YOOTPOEVIEPIKO, UUOOKEAETIKO,
KOPSLOTIVEULUOVIKO, 0QTAAULKO, YEVVNTIKO — OUPOTTOLNTLKO

Kpavionpoowrnikd : BAcdoplkéC OXIOUEG WHE KANON TPOG TA
navw(upslanting), BAevvoyovia  umepwlooylotia,  HIKpokepaAia,
gvBpavota poAAld oto keddAAl, Aodio oTo pECO TOU KATw XeiAoug,
HEYAAO oTOUA, Avw BAedapiLkn MTWOoN, ATILOC TPOXLOKOC UTIETEAOPLOHOG
(hypertelorism). YmomAaogia avw yvadou, utkpoyvadia, vgnAoc kot
OTEVOC oUpaVIioKOC, OTEVO mpoowro, ortioctha ywviwon autiwy, Kpavio
TPLUAALoU, udpokepalia, Stoykwon mAdyiwv kolwwv, SuormAaoioa-
urtonAaoia _eykepalou, (Marie T. Greally, John C. Carey, Dianna M.
Milewicz, Louanne Hudgins, Rosalie B. Goldberg, Robert J. Shprintzen,
Anthony J. Cousineau, Wilbur L. Smith Jr., G. Frank Judisch, James W.
Hanson, 1998). AnwAsia mopeyyUUATOC OYKOU KUPIWC 0Tn AEUKD ouaia,
urtortAaoio. uecoAoBiou  ootou, umonmAagoio  ToU  OKWANKo  TN¢
TTapeyKkeaAidac kot Twv NULOPaLPiwV, aVwUaAIEC UEoNC ypoauUUnNC TOU
EYKEQAAOU, EMIKALVEC UETWTTO, apald @pudta, BoABwdn uutn. Aiwoxidnc
ota@uAn, eninedo oynua kpaviou, Badia Aakkakio ota ucyoula. (Peter
N. Robinson, Luitgard M. Neumann, Stephanie Demuth, Herbert Enders,
Ursula Jung, Rainer Konig, Beate Mitulla, Dietmar Muller, Petra
Muschke, Lutz Pfeiffer, Bettina Prager, Mirja Somer,Sigrid Tinschert,
2005), atpnoia pwvikwv yoavwv. (Howard M. Saal, Dorothy |I. Bulas, Jill
Fonda Allen, L. Gilbert Vezina, Dawn Walton, Kenneth N. Rosenbaum,
1995).

Avanrtuén : Kovtd avaotnuo, onuavtikn avamtvéiaky kaduotépnaon.
(Marie T. Greally, John C. Carey, Dianna M. Milewicz, Louanne Hudgins,
Rosalie B. Goldberg, Robert J. Shprintzen, Anthony J. Cousineau, Wilbur
L. Smith Jr., G. Frank Judisch, James W. Hanson, 1998).

Kevtpwko veupiko clotnpa : Nontikr kabuotépnon (ouvnBwg nma).
Mabnolakég SuokoAieg, umotovia.

Faotpoevtepiko : AyyayAio Hirschsprung umeptpodiag maxéwg evtépou,
AwpoknAn, BouBwvoknAn. (Marie T. Greally, John C. Carey, Dianna M.
Milewicz, Louanne Hudgins, Rosalie B. Goldberg, Robert J. Shprintzen,
Anthony J. Cousineau, Wilbur L. Smith Jr., G. Frank Judisch, James W.
Hanson, 1998) Ou@aldoknAn, nposéeyovoa kotAia (Peter N. Robinson,
Luitgard M. Neumann, Stephanie Demuth, Herbert Enders, Ursula Jung,
Rainer Konig, Beate Mitulla, Dietmar Muller, Petra Muschke, Lutz
Pfeiffer, Bettina Prager, Mirja Somer,Sigrid Tinschert, 2005).
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MUOOKEAETIKO : Avwualdiec auyevikwv omovéUAwVY, UEIWUEVN UUIKA
uala, Uakpld kKal Asnta oakpd, YwpaKlKn) KUQWGN, TOPXUOPPWUIELC
akpwv. (Marie T. Greally, John C. Carey, Dianna M. Milewicz, Louanne
Hudgins, Rosalie B. Goldberg, Robert J. Shprintzen, Anthony J.
Cousineau, Wilbur L. Smith Jr., G. Frank Judisch, James W. Hanson, 1998)
Yriepkivnuikotnta apBpwoswy, otpabBomddlacua, utrmomnodia, wAEvia
anmokAlon twv SaKTUAWV UE CUONMAOELC KaTA TNV _Kauyn, duormdaoia
oyiwv, patBounmontodia, Aentr)  okeAetikn  katookeun. (Peter N.
Robinson, Luitgard M. Neumann, Stephanie Demuth, Herbert Enders,
Ursula _Jung, Rainer Konig, Beate Mitulla, Dietmar Muller, Petra
Muschke, Lutz Pfeiffer, Bettina Prager, Mirja Somer, Sigrid Tinschert,
2005) Svornaoeic otic usoopaldayyikec apBowoelc. (Kenjiro Kosaki,
Daisuke Takahashi, Toru Udaka, Rika Kosaki, Morio Matsumoto,
Shigeharu Ibe, Takeshi Isobe, Yoko Tanaka, Takao Takahashi, 2006).
Kap&ilonveupoviko :AicUpuvaon aoptiknc pilag, coBapn kapdiayyelokn
VOOOC, QUTOQPOKTIKA _amvola  rpokaAwvtac vuytepwv uroéatuia,
npontwon _uttpostdbouc BaABidac. (Marie T. Greally, John C. Carey,
Dianna M. Milewicz, Louanne Hudgins, Rosalie B. Goldberg, Robert J.
Shprintzen, Anthony J. Cousineau, Wilbur L. Smith Jr., G. Frank Judisch,
James W. Hanson, 1998) Autoyia £beiée ocoBapn kapdloueyalia,
goBapn dlataon tNC MVEUUOVIKNC apTNPioC Kal TNC avioUuooC oopTrc,
ouuopntikn kapdlakn averapkela. (Peter N. Robinson, Luitgard M.
Neumann, Stephanie Demuth, Herbert Enders, Ursula Jung, Rainer
Konig, Beate Mitulla, Dietmar Muller, Petra Muschke, Lutz Pfeiffer,
Bettina Prager, Mirja Somer, Sigrid Tinschert, 2005).

OdOaAukdé : O@daduikn  mpontwon,  eéwtpormia,  eKTOmia
kpuotaAdoetbdouc pakou. (Marie T. Greally, John C. Carey, Dianna M.
Milewicz, Louanne Hudgins, Rosalie B. Goldberg, Robert J. Shprintzen,
Anthony J. Cousineau, Wilbur L. Smith Jr., G. Frank Judisch, James W.
Hanson, 1998),un  @UOLOAOYIKEC  KIVAOELC  UATIWV,  UELWUEVN
Kwntikotnta oeBaAuou kat kepatonadeia. (Peter N. Robinson, Luitgard
M. Neumann, Stephanie Demuth, Herbert Enders, Ursula Jung, Rainer
Konig, Beate Mitulla, Dietmar Muller, Petra Muschke, Lutz Pfeiffer,
Bettina Prager, Mirja Somer, Sigrid Tinschert, 2005).

Fevvnuikd — oupomowntiko : Kpouopyibia. (Marie T. Greally, John C.
Carey, Dianna M. Milewicz, Louanne Hudgins, Rosalie B. Goldberg,
Robert J. Shprintzen, Anthony J. Cousineau, Wilbur L. Smith Jr., G. Frank
Judisch,James W. Hanson, 1998) YmomAaoia yevvntikwVv 0pyavwy.
(Peter N. Robinson, Luitgard M. Neumann, Stephanie Demuth, Herbert
Enders, Ursula Jung, Rainer Konig, Beate Mitulla, Dietmar Muller, Petra
Muschke, Lutz Pfeiffer, Bettina Prager, Mirja Somer,Sigrid Tinschert,

2005).
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E€EAEN ko Mpoyvwon: H umotovia kal n evteplkn mapeunodion eival
TapoVUoeC otn yévvnon. H avamtuélakni kabBuotépnon Kot n avwpaAia tng
ouAiag yivovtal epdaveic apyotepa, ota Bpedpikd xpovia. To Kovio
avaotnua eival petayevwntikng évapéng. H xewpoupylkn S16pbwon tng
AVWHOALOC TwV EVTEPWV Kal TNG BAEVVOYOVLOC UTIEPWLOCKLOTLOG TIPETEL VAL
glvat emtuxng. H yvwotikn €€acbévion elval otatikn kot ouvABwg oOxt
coBapn KaL eival EMoOPEVWE uTtayOEVn oth Bepameia. H mpoyvwon yla thv
OMtALa elvat KaAn.

Awadopkn Siayvwon i Stadopodidyvwon : H sudavion tou mpoowrnou
glval kanwg mnapopota pe to ouvvdpopo Coffin — Siris, aA\d o Babuog
yvwotlkng e€aocBéviong Sev elval t0co0 ocofapoc. Bdoel onuUEPIVWVY
armodelKTIKwWY otolyelwv, @aivetal mdavo OtlL _Ta Atoua UE KAXOOLKO
Goldberg — Shprintzen Syndrome €youv onuavtikdg ULKPOTEPO Kivouvo
QVEUPUOUATIKAC vOoou. Q¢ ek ToUtou, N KAwvikn Sditapopomnoinon avausoa
o _kAaoolko Goldberg — Shprintzen kat Loeys- Dietz €yet _onUQVTIKEC
OUVETIELEC Yla. TNV TPOYVwaon twv_aodevwv Kol tn UeTEnelta dlayeiplon
touc. (Peter N. Robinson,1 Luitgard M. Neumann, and Sigrid Tinschert,

2006).
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ONOMA: Goltz Syndrome

Eniong yvwoto wg : Zuvdpopo Goltz — Gorlin, eotiokn dgpuLkn umomAacia
(focal dermal hypoplasia).

To oUvdpopo Goltz eival pla amo TIg omavieg Slatapaxeg mou ekppaletal
ue dpuloolvBetn kuplapxn petadoon. To ouvOpopo epdaviletal oxedov
QTMOKAELOTIKA ota OnAukd, mou umodnAwvouv OtL n Slatapaxn eivat
ouvnBw¢ Bavatndopa ota emMnPeacOBEVTO APOEVIKA €TEeLdn dev €xouv
Kavéva woduvapo X Ypwupoowpa He ¢uololoyilkd yovidlo ywa va
avtidpacouv oto peTtalAaypévo yovidlo. To cuvdpopo Slakpilvetal amo ta
TOANQTTAG TpaUpATA TOU SEPUATOC, CUMUMEPAQUBAVOUEVNC TNG EOTLAKAG
SEPULKNC UTIOTTAOOLOG, TN AITOUCLOG A TNG uToAaciag Tou SE€pHaToC £€w
QMO OPLOUEVEC TIEPLOXEC TOU OWHOTOC otn Yévvnon. (Gorlin and Goltz,
1960).epypapnke yio tpwtn @opd arod tov Goltz-Gorlin to 1962. (Triona
McNamara, BDS, FDS, DOrth, Carroll-Ann Trotman, BDS, MA, MS, Kathleen
A. Russell,2005).

Atttodoyia : Quloolvdetn kuplapxn kKAnpovopld. To yovidlo &ev €xel
xaptoypadnBel N avayvwplotel, aAAd S1adopol EPEVVNTEC EVOXOTIOLOUV TO
XpwHOowHa 9(ua Staypadn xpwHoowuatwy 9g22 ka pLa dtaypadn 9g22-
g31 — Levanat et al. (1996) kot Shimkets et al. (1996). MetaAdaéeic ato
PORCN yovibio (Xp11.23), ol mpwteive¢ tou omoiou eivat Bagikoi
pudulotec otnv euBpuikn avartuén, exyouvv Bpevel va gival urtevduvol yla
10 ouvdpouo. (Anita L Lasocki, Zornitza Stark and David Orchard, 2011).

Awatapaxég Aoyou : H apBpwon sivatl ouviBwg e€aoBeviopévn Adyw Twv
TOAATMAWY  SOUIKWV  AVWHOALWY, oupneplAapupBavopévou NG
unodovtiac(hypodontia) kot Ttng avodovtiog(anodontia). Ymdapyxouv
Alyotepa Sovtia amod to GUCLOAOYLKO KoL EKELVOL TIOU EKPRYVUVTAL UITOPOUV
va €£XOUV QVETTOPKEG OUAATO. OL avwpaAieg ota Sltaotrpata odnyouv oTLg
apBpwtikéc SlaotpePAwoelg, Olaitepa Twv NXwv ToU apBpwvovtal
unpootd nmpoodla. MoAAd dtopa pe to cuvdpopo Goltz avantuooouv ta
ayyeloivopvwpa (angiofibromas) ota xeilla katl tTn yYAwooa kal OnAwpata
(papillomas) tou ouAwaiou PAevvoyovou (gingival mucosa). Auvtd Tta
TpOUPATA UTTOPOUV VA Elval OPKETA HEYAAQ Kal va Tapepnodioouvv tnv
apBpwon f va mpokaAécouv TaAatmwela.

Awatapaxég oitiong : H oltion Twv vnriwv eival cuvABwg Kavovikn eNeLdn
TOL OTOMOTIKA ayyelolvopuwpa gpdaviloviat ocuvAbBwg HETA amod Tn
vévvnon. 2tnv ratdikni nAtkia, ot aoBeveic Stapopdpwvouv ayyelovoplwpo
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KOL OTN OTOMATIKAG KOWOTNTAC Kol 0To MPwKTO. H oition kat n adodeuvon
UropoUV va yivouv emimovec. Ta matdld yio va amodUyouV TIG EVIEPLKEC
HUETAKLVAOELG, TTOU TOoUu¢ Slvouv TNV KOWALaKN TaAaumwplo mTou Umopel va
aVayKOOTOUV va Tpwve Alyotepo. Ta olcodayikd OnAwpata pnopet emiong
va avamntuxbolv, MPOKOAWVTOG TNV TOAQUMWELN KAl TOV TIEPLOPLOUO HE
OUVETELDL TOV €EMETO N TO Tvi&wo. Emiong , Exel  mapatnpnVei
yaotpoolgopaylkn maAtvdpounon UE YaAapotnTa ToU KEVOU KAl Of Eva
natdi  nmapoualaotnke pwvikn maAwvdpounon kKatd tnv_ SLOpPKELX  TNG
oittonc.(A.E Boothroyd, Christine M.Hall, 1988).

Awatapaxeg Akong :H akon eivat ducloAoyikni oto cuvdpopo Goltz.

Awatapaxég ¢pwvnong : H Bpayxvada eivat pia kowr ekdnAwon tou
ouvdpopou Goltz.

Awatapaxég Avtinxnong :H avtixnon ivat pucloAoyikn.

Mwoolkég Slatapaxeg : H YAwoOwK avamtuén elval KOVOVLKI OTLG
TIEPLOOOTEPEG TEPUTTWOELS, aAAA elval €€acBOeviopévn ota AToua TIOU
ekppalouvv yvwotikn e€aoB&vion (Atyotepo amo 20% Twv MEPUTTWOEWV).

Zuotnpata ToU emnpedlovial  TMEPLOCOTEPO : AKPO, avamrtuén,
LUOOKEAETIKO, KEVIPLKO VEUPLKO oUOTNUA, 0POAAULKO, TTPOCWTTOSOVTLKO,
TIVEULLOVLKO, YOL.OTPOEVTEPLKO, S€pua/ mepiBAnua

e Akpa:loAudaktulia,cuvOaKTUALR, CUOTIAOELCOOKTUAWY, EKTPOSAKTUAL
(ectrodactyly) (6lakeKOUUEVO XEPL), AOCUUETPIO OTOV KOPUO Kal OTa
akpa, (Sandra Bitencourt Miranda, M.D., Delio Delmaestro, M.D.,
Renildes Bertoli, M.D.,Tdnia Marinho, M.D., Elton Lucas, M.D, 2005).

e Avamntuén :Kovto avaoTtnua, CUXVA N CULUETPLKO.

e MuookeAeTKO:ZKoAlwon, amokpudn (occulta) Sloxdng paxn,avwUOAOG
OXNHUOTIOUOG KOKOAWY OTA LOKPLA KOKOAQL.

o Keviplkd veuplkd olotnpa :lMeplotaclaky yvwotiky €€aocbévion,
ouvnBwg AmLa.

o OPOaApukO :KoAoBwpa Ttng iptdag, pikpodpBaAuia, otpaPlopoc,
avoeUaAuio,urteptedoploud, ektpomio, amoepaén  ptvodakpulkou
T0pouU, Kepatoeldikn Y0Awan, etepoypwuia, umomAaoia Tou omtikou
veupou( Addis Tenkir, Samuel Teshome, 2010).

e Odbovrtonpoowrnkd :Ymodovtia i avodovtia, UTMOTAAOCTIKO GUAATO,
KOK OUYKAnon Ttwv O0ovilwy, TEPLOTOOLOKN UTIEpWLIOOXLIOTIA N
XEWAEOOXLOTIO KOl UTIEPWLOCXLOTLO, UIonAaoiar aUTLOU, TPLYWVIKO OXNUA
npoowmnou, utkpodovtia, (Sandra Bitencourt Miranda, M.D., Delio
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Delmaestro, M.D., Renildes Bertoli, M.D., Tdnia Marinho, M.D.,Elton
Lucas, M.D, 2005), eupeia SnAwuata tou BAevoyovou Tou oTouatoc mou
ETEKTELVOVTAL OTNV_TIEPLOXN TOU 0lo0Qayou, kaduatepnuevn ekpnén
bovtwwv,(Triona McNamara, BDS, FDS, DOrth, Carroll-Ann_Trotman,
BDS, MA, MS, Kathleen A. Russell,1998).

e [veupoviko :Aapuyyikd OnAwpua (laryngeal papillomas).

o Taotpoevieplkd :0woodayikd OnAwpa, oloodaylkodG TEPLOPLOUOG
(stricture).

o Aépua/mepiPAnpua :Eotiakr) Sgppikr) umonAaocia, oyyELOIVOUWMOTO KOt
BNAwpa Twv XEWWV, TG YAwooag, Twv oUAwWV , KAl TOU TPWKTOU,
UTIEPXPWHOTLONOC, TnAayyelektaola (telangiectasias), umodoplo Wnua
ToUu AutapoU LoToU, UTIOTTACLO ] ATTOUCLOL VUXLWV.

E€EAEN KoL mpdyvwon: Ta MeEPLOCOTEPA OO TA TPAUHATO TOU SEPUATOC
(amouoia 6€PUATOC, UTIEPXPWHOTIONOG) elval mapovta oth yévvnorn, aAAd
TOL AYYELOTVOUWHATA KAl T ONAWHATA AvOTTUCOVTOL XOPAKTNPLOTIKA LETA
amo TN yévvnon, ouvnbwc otnv mPwun madiky nAwkia. AuTtEC oL
avarmntuéelc ocuveyilouv va gudavilovral kal va peyeBuvovtal kab' 6An tn
Suapkela tn¢ Lwng. H Bepamneia yla T avamntuéelg eival adaipeon twv
OnAwpdtwy. Mevikad, n mMpoyvwon lval KoAr ylo Ta Atopo Pe uoloAoyLkni
yvwon.

Awadopkp Swayvwon 1 dwadopodiayvwon : To ouvdpopo eival
gUSLAKPLTO, OAANQ TA TPAUMATO TOU SEPUATOC Elval TAPOUOLO UE EKELVA
mou ¢aivovtal otnv akpatela pehavivng (incontinential pigmenti).[ToAv
onuavtiko givat _to Goltz- Gorlin ocuvdpouo N aAiiwg eotiakn depuatikn
urtortAaoia (FDH) va StagopomnoinBei anmo to Gorlin- Goltz ouvdpouo n
Nevoid Baogiko ouvdpouo kuttapikou kopkivwuato¢ (NBCCS) , kadwc to
Seutepo eival éva Eexwplotd oUVOPOLO UE TPLO KUPLO XOPAKTNPLOTIKA,
moAdamAa Baolka  KOPKIVWUOTO  KUTTAPWV,  0O0VTOYEVAC  KUOTEC
kepatitidac kat avwualdiec mAsupwv.( Triona McNamara, BDS, FDS, DOrth,
Carroll-Ann Trotman, BDS, MA, MS, Kathleen A. Russell,1998).
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ONOMA: Hajdu - Cheney Syndrome

Eniong yvwoto wg: ApBpoodovroduodaoia (Arthrodentoosteodysplasia).

To oUuvépopo Hajdu — Cheney eival pla omavia dotapayrn mou mbavov
epudaviletal oe €va ouvOeTikd mMAéyua duodaociag. Ol mpwteg emOPACELS
glval OKEAETIKEC KOl EEXWPLOTEC OO TIGC OVWHOAALEG, TTIOU €XOUV AUECH
enidpaon otnv mapaywyrn Tou Adyou. H avayvwplon Tou cuvepopou eival
Kplowun g€attiog tTng MPoodeUTIKAG cuUTtieong otn Baon tou Kpaviou mou
uropet va mpokaAéost udpokedaiia kat tnv Arnold — Chiari avwpoAia mou
uropel va emidpEpel to Bavato av dev Bepancutel. To ouvdpouUo auTO ExEL
avapepUei ue moikilouc opouc ocuunepidauBavousgvwy: acroosteolysis
syndrome, cranio-sketetal dysplasia with acroosteolysis kat hereditary
osteodysplasia. [Meptypapnke mpwtn @opd amo tov Hadju kot Kauntze to
1948 kat apyotepa ard tov Togve to 1965. (Allison M. Brennan and Richard
M. Pauli,2001).

Attiodoyia: AUTOCWHLKN ETILKPATIKI KANPOVOULKOTNTA. To yovidlo dev €xel
xaptoypadnBel N avayvwploTel.

Awatapaxég Aoyou: O Aoyog eival efaocBevnuévog, amd €vav aplOuo
SoUNUEVWY OVWUHOALWY TIOU OCUMMEPAOUBAVOUV TIC OVWUAAIEG TOU
oolyovioU KoL TIC 060VTIKEG avwlaAiec. H oSovtootoulia dev eivatl epdavig
ano vwplg, etattiag Tng avappodnong tou datviakol KOKAAOU Kol TNG
£€kBeonc Twv pulwv amnod ta dovtia. To oayovt UTIOBAAAETOL O TIPOOSEUTLKNA
Bpaxuvon tnc SltakAadwonc Twv veupwv Kol o kovbuloc odnyel oe
Bpdxuvon Tou YaunAotepou 30U VeLUPOU QMO TO TPOOWTIO Kol
ULKpoyvoOila. YTOXPEWTIKEC APOPWTIKEC SLATAPOXEC TIPOKUTITOUV amd T
ENeLPn tnv odovtootolxiag Kat tng cofapr mpoefoxn TNG MAVW OLOYOVAC.
H yAwoowkn e€wBnon eival turukn. Edv n Baon tou kpaviou cupmieletal
Kot &ev gival SLopBwaotun XELPOUPYLKA, EKEL UMOPEL val umtapéel cuuTieon
VEUPWV KoL TIPOCWTILKA TIAPEDH.

Awtapaxég oitiong: H mpwiun oition eivat ¢uooloyikr. H oition otnv
ednPeia kat otnv eviAikn {wn pmopel va eival aduvatn, €€attiog Tng
ENeWPng tng odovtooTtolxiag Kal tNG UIKPNG VEUPLKAG SlakAadwong Ko
tou kovbUAou Tou ocayoviol. O agpaywyog 060G umopel va yivel
neplOwplakog (opltakdg — narginal) kKal va TIPOKAAECEL TOV TIVIYUO OO
HEYAAQ A poonpéva Koppatia ¢ayntol. Me tnv mpoodo ¢ cupmieong tng
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Kpaviwakng Baong, umopel va €xoupe anwAela aicbnong tou papuyya Kal
TOoU Adpuyya mou auéavel tnv mbavotnta avappong (aspiration).

Awatapaxég Akong: Exel onuewwBel apdotepOMAEUPn aAywWYLUN Kol
veupoaloOntripla amwAsla TNG akong, ouvnBwg nAma HE  HETPLO.
Eupavilovrat ouyvéc wrtittdeg. (Allison M. Brennan and Richard M.

Pauli,2001).

Awatapaxég pwvnong: H xaunAn, Bpaxvi ¢wvn eival éva ocuvnBLopévo
gUPNMUO, KOL N QVOTIVEUOTLK OVETAPKELO UIMOPEL va TTOPOUCLAOTEL €Av
UTTAPEEL CUUTILEDN TNG KPOVLOKNG BAONC HE OMOTEAECUA TN TIAPECH TWV
dwvnTkwv Xopdwv.

Awatapaxeg Avtriixnong: H avtrixnon otnv apxn ivat puclohoytkr aAAd av
n Baon Tou Kpaviou CUMTMLE(ETAL N UTIEPPLVIKOTNTO MTTOPEL va €lval
QTOTEAECO CUUTILEONG TWV VEVPWV.

Mwoolkég dtatapaxee: H yAwooikr avamtuén eivat duclohoyikn
ZuoTHHATO IOV ENMNPEATOVTOL TIEPLOCOTEPO :ZKEAETLKO, KPAVLIOTIPOCWTTLKO,

avantuén, OOOVTIKO,KEVIPIKO VEUPKO ovotnua, odOaAuULKO,aKpq,
VEVVNTIKO — OUPOTTOLNTLKO , TVEULIOVLKO- OVATTVEUOTLKO.

e JIKeAetkd: OoTeomOpwon, OKPEOOTEOAUON, TOANAMAQ KOTAYHOTO
KokGAwv, mopwdn (wormian) ootd, kKupwokoAiwon, omovOUALKN
avwoAla. YITEPKIVNTIKOTNTA UETAKAPTILWY QAAQYYWV-WUWV-KXPTIWYV,
mAeupikn aotadeta yovatwv. (Allison M. Brennan and Richard M.
Pauli,2001) Mewwuévn mukvotnta ootwV, ormovOUALKN] ouurieon.
(Kristiina Avela, Leena Valanne, llkka Helenius, Outi Makitie, 2010).

e Kpavionpoowrnuikd: Bpdayxuvon tng OStakAadwong Tou VEUPOU TOU
ooayovioU Kot dpBAuvon tou kovdUAou pe avappodnon tou KovouAlkol
KOKAAOU, ULKpoyvaOila, EKTETAUEVN  KPOVIOKN YPOAUUN POdnc,
TIEPLOTOOLOKI UTIEPWLOOXLOTILO, CUMTTILECN TN KpavIaKnc Baong e€attiag
™mM¢ wblnong tng mnapeykedaiidbog OSiapéoou pellovtog  VLAKOU
avoiypato¢ otn Pacn tou kpaviou (foramen magnum), mpoefExwv
QUTLA, HOYYOALKA TTtuxn PAeddpwv, HKpry HUTN TIOU TPOKAAEL pOKPU
dOua, advvata PUmPooTva UaAALA. [EVIKEUUEVN UNEPTPiYwan, Yovdpo
TPOOWIO,  ULKpooTouia, KATw KAlon uecoBAs@dplwVv  oxLoOUWV,
urtoBAevvoyovioc oytotia.  (Allison M. Brennan and Richard M.
Pauli,2001) Orticda ywviwon avtiwv. (Kristiina Avela, Leena Valanne,
llkka Helenius, Outi Makitie, 2010).

e Avamntuén: Kovtd avaotnua
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e Odovtika: EAAeln odovrtootolxiag kot Tou datviakd ootou. [1pdwpn
anwAela_o0doviwy, unormdaotika dovtia, umonAaoia oudAtou  Ttwv
Sovtwwv. (Allison M. Brennan and Richard M. Pauli,2001).

o Kevtpikd Neupwko ZUotnua: MBavy vdpokedalia, mbavr Arnold —
Chiari avwpaAia.

e Omutka: Muwmia, mbavi omtkn atpodia, mMOAVWG VUOTAYUOG.
YriepteAoplouog, uetplo¢ aotiyuatiouoc. (Allison M. Brennan and
Richard M. Pauli,2001).

e Akpa: E€apBpwon tng emyovatidag, xalapn kAsidwon. OgreoAutikn
eneéepyaoio akpwv. (Kristiina Avela, and Outi Makitie, 2011).

e [ewwnuKO — OUPOMOLNTIKO: YrotpormlaloUCEC AOWWEELC  TOU
ouportointikou ovotnuatoc. (Allison M. Brennan and Richard M.
Pauli,2001).

o [IVEULOVIKO-AVOTIVEUOTIKO: ATTOQPOEN OVWTEPWY NEPLAYWYWYV, HITVOLA
untvou, nveuuovia. (Allison M. Brennan and Richard M. Pauli,2001).

E€EAEN ko Mpoyvwon: Ol avwpalieg mapouoldlovtal otn yévvnon, aAAa
Ol OKEAETIKEG VW HAALEG elval TPooSeuTIKEC. H avwpaAileg tng Baong tou
Kpaviou &ekwvouv apyotepa otnv motdik nAwkia kol pmopel va yivouv
anelANTIKEC yia TNV {wn. H odovtikn anwAsla epdaviletal otnv ednpPeia
Kol elval mpoodeutikn eneldr to PaTviako 00to £xel avappodndsl. H
vonuoouvn givat puoloAoyikn Kal Le emBetikn dtaxeiplon, pall He mpwipn
QVLXVEUON Kal XELPOUPYLKN Slaxeiplon Tng cupmieonc, n €kBoon pmopet va
glval kaAn. O mAnpng @atvotumog tou guvépouoU U@avileTal KAt TNV
eviAikn lwn, evw noapardnda kata ta Siagopetika otadia avantuéng
ekdbnAwvovtat StapopeTikEC KAVIKES Kal aktivoloyikec avwualisg. (Allison
M. Brennan and Richard M. Pauli,2001).

Awadopwkp Swayvwon 1 dwadopodiayvwon: H mukvoduoootwon
(pycnodysostosis) €xel OpoLol OKEAETIKA gupnuata, pall pe avappodnon
KOKaAou, kataypoata, PBpdaxuvon tng SltakAadwong Twv VELPWV Kol
anwAsa  dovtiwv. MapoAa autd n ¢wvl otnv TUKvoduoootwon
(pycnodysostosis) eivat upnAn.

~ 74 ~



ONOMA: Hallerman - Streiff Syndrome

Eniong yvwoto wg : ZUvdpopo Francoins dyscephalic.

To ouvépopo Hallerman — Streiff €ilval pla moAU omavia datoapaxn He
afloonueiwto katL acuvnBloto patvotumo Tou ival EUKOAA avayvwpioLUo.
‘Eval amo ta kupLa tpoPARpato mou cuvdEovtal e To cUVSpopo sival pia
ECALPETIKA  MIKPN QVWTEPN agpaywyos o80C Tou OouXva OTtoLtel
TPOXELOTOMN KAl ouxvd TpoKaAel cofapd mpoBAnuata oltiong otn
vk nAwkio. Xapaktnpiletat ano avwuoAiec oto Ke@dAlL kat oto
TIPOOWIO, EiVal UL OUYYEVAC aVWUAAl, TIEPLYPAPNKE Yl TIPWTN POpd
aro tov Hallermann to 1948 kat otnv ouveyeta arod tov_Streiff to 1950. To
1958 o @pavoouda aéloAdynoe tnv BiBAloypaio kat avéAluoge tic 22
dnuoatevugvec tepttmwaelc padi kat tig Suo SIKEC TOU Kol TEPLEYPAYE T
SlayvwaoTiKa Kpltripla yia to ouvdpouo. [1eploooTEPEC MEPUTTWOELC ElyaV
nieplypaei uypt to 1982.( A. Mirshekari and F. Safar, 2004).

Attodoyia : MOBavwG OUTOOWHLKN ETUKPOTIKY KAnpovoulkotnta. To
yovidlo bev €xeL xaptoypadnBel n avayvwplotel. Qaivetal vo Exel
ormopadikn EUuQAvion Kol low¢ opEAeTaL o Ul Ve UETaAAaén Tou evoc
QUTOOWUATIKOU yovidioUu Tou MPOKUMTEL otnV meuntn N ektn eB8douada
kunonc.( A. Mirshekari and F. Safar, 2004).

Awatapaxég Adyouv : Zofapn uikpoyvoBio cuvexw¢ efaoBevel tnv
apBbpwon, to OtL n y\wooo TaAel miow elval cuvnBlopévn Samiotwon.
YMApxXeElL OUXVA TIEPLOPLOUEVO QAVOLYHO TOU OTOHUATOC TIOU TIPOKOAEL
aduvapia kivnong tng yAwooag Katd tnv opthia. H yAwooa cuxva €xeL pLo
YOVIOYAWOOOAOYLK| TPOCAPTNOn, N omola TomoBeteital xopnAd Ko
omicOia.

AwatapayEg oitiong : Yiapyel ouxva cofapr) anotuyia oto vo avantuxOel
oTn vAmakn nAia amo epnodia tou agpaywyou odou.

Awatapoaxég AkonG : H akon eivat pucloloyikn

Awatapaxég pwvnong : H dwvn eival cuxvd uPnAo tévo.

Awrtapaxég Aviaxnong : H aviixnon mapouctalel €vav  aplOuo
AVWHOALWY, cupmnepAapBavopévng tng cul — de — sac PVIKAG avtAXNong

TAVW O€ GUOLOAOYIKA PLVIKA oUpdwva Kol PWVEVTA OXETIKA HE TO
npocblo odilpo Twv pouBouviwv. H umopwkoTNTA E€XEL €MIiONG
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napatnpenBel koL oxetiletal He TO UKPO PLVOPOPUYYLKO aEpAywyO 0060.
Yrapxel ouxva pa omwlnuévn SeUTEPEUOVCA OTOMATLKA AVIAXNON HE
ocoBapo pikpoyvaBLopud Kat enipovn onicBbla tomoBgtnon ¢ yA\waooac.

Mwoolkég Swatapaxes :H yAwoolkn Kal n vontikn avamtuén eivat
DUGCLOAOYLIKEC OTIC TIEPLOCOTEPEG TIEPUTTWOELS, OAAA €vOl UIKPO TIOOOOTO
TWV TEPUTTWOEWV EXeL TapatnpnBel va €xel kabuotépnon Kkat A
TIVEUHLOTLKA KalBuoTtépnon.

ZuotApata Mou ennpealoviol NEPLOCOTEPO :080VTIKO,OEppa, avamtuén,
OVOTTIVEUOTLKO ,KPAVIOTIPOCWTTILKO, 0POAAULKO, OKEAETIKO.

e Obovtko: Ymobovtia, Suopopdia dovtiwv, adapaviikn vmonAaocia,
vevéOha dovtia, avwuaAn ouvykAsion. (Carmelo Damiano Salpietro,
Silvana _Briuglia _Maria _Valeria __Merlino,Basilia __Piraino, Mariella
Valenzise, 2003).

o Aéppa:  EmAektikn amwAelo HOAAWY KOTA UAKOG TNG KPOVLOKNG
YPOAUUNAG Kal PETWTaiag meploxng, apatd ¢pudia kot PAsdapideg, to
S8€pua oto kedaAL atpodel

e Avamntuén: Kovtd avaotnua.

e AvOmvevotiko: [Mopeumodion TNC avwtepng oepaywyou odou,
€EALPETIKA OTEV AVW aEPAywYos 060¢, acduia amo epnodia.

e Kpoavionpoowrnikd: MiKpoO MPOOWIO, HOKPLA AeT HUTN avUPWHUEVN
KOL HUTEPN QAKpPN, HIKpoyvadia, UTOTMANOTIKO J(UYWHOTIKO KOKOAO,
KOBUOoTEPNUEVO KAEIOIHO TWV Kpaviakwyv padwv, pwiko Stadpayua,
QTOKALON, ULKPO UEYETOC OTOUATOC KAl YAWOOOC , OTEVOC TOEWTOC
oupaviokog, ( A. Mirshekari and F. Safar, 2004), otevn pwikn yepupa,
UTTOMAQOTIKG. TTEPUYLA UUTNG, ULKPO QiATpo, umonAaoia dvw Kal KATw
yvadou, kovta autia ue tpoeéeyovtec AoBouc avtiwv(Carmelo Damiano
Salpietro, Silvana Briuglia Maria Valeria Merlino,Basilia Piraino, Mariella
Valenzise, 2003).

e OPOaAMKO : MikpodOaAuia, cUUPUTOC KOTOPPAXTNG, VUOTAYHOC,
oTPABLOMOC, UMAE OKANPOG XITWVACG HATOU, YAQUKWUA, TTwaon, N
antimongoloid kAion twv uecoBAspapiwv oytouwyv. (A. Mirshekari and
F. Safar, 2004).

o IKeAETIKO: MiKpA MAEUPA, UTIOTTAQOTLKO 00TO TNG KAeldwong.

EEEALEN kaw mpAyvwon: OAe¢ oL avwpalieg mapouaialovtal otn yévvnaon,
KoL 0 0oPBapOC UKPOYVAOLOMOC KAl O HIKPOG QVWTEPOG AEpAywyos 080G
ouxva odnyouv oe cofapn MapeUNOdLON TNG AVWTEPNG QEPOYWYOU 060U,
H amotuyxia tou va avamtuxBel n oltion €ival kown Kal n Tpaxelotopia
uropel va eival avaykaio ylwa vo ovakoudiosl tnv mapeunodion tou
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agpaywyol Kot va emtpePeLl TNV otopatiky oition. H mapeumodion tou
agpaywyol odoU pmopel va mpokAnBel amd tnv acBévela kapdlag Aoyw
uneptpodiag, anod tn peyevbuon tng 6e€Lag mMAeupag TS KapdLAc, Kal anod
aAlayEg Tou Bwpaka cupmeplapfavopEvou tou okadoeldoug Bwpaka.
MpoPBAnuata 6pacng eival emiong opatd otn VEOYVIKN Teplodo. Ta vonTika
npoBAnuata dev eival ouvnOOpéva OTO OUVOPOMO, AV KAl €XOUV
avadepBel. Eival acadeég av oL attieg Tou yvwotikol eAAeippaToq sivat
OUVYYEVIKEC pe TNV umofia (hypoxia), N €dv avTupoownelouV TTPWTAPXLKA
eMelppata tou ouvdpopou. H gudavion Tou TMPOCWTOU MAPOUGCLATEL
1000 cofapr) avwpoAio o TIOANEG TMEPUTTWOELG OTOU N avaSOoUNTKA
gyxelpnon eival amnibavo va anopEpel IKAVOTIONTIKA amoTeEAEopata. Agv
glval yvwoto eav n Sltadlkoolol HLoG TO00 CUYKEXUMEVNG OLoyovaG €lval
KaTAAANAn og dtopa pe to ocuvdpopo Hallerman — Streiff. Ou StatapoxEg
TOU AOYyou e€ilval OUVOEOEUEVEG HE OOUIKEC OVWHAAIEG, EMOMEVWC N
Bepameila and povn tng sival aniBavo va Bepamevoel TNV oltion Kot TLG
QVTLKOTOLOTAOELG.

Awadopikn Stayvwon i dtadopodidyvwon : H sudavion tou mpoownou
daivetal va mapatnpeital otnv mpoyepia (progeria), ala bev eilval
ouvodeUpEVN e Ta Tipowpa ynpoateld. H pikpodpBaAuia sival eva Baotkod
gvpnua oto ouvbpouo Hallerman — Streiff aA\d OxL otnv mpoyepla
(progeria).
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ONOMA: Hecht Syndrome

Enion¢ yvwoto wg: Imaocpo — PeudokapuntoSaktuAiko cuvépopo (Trismus
— pseudocamptodactyly syndrome).

Elval éva omavio cuvépopo Tou TEPINAUPBAVEL TO TIEPLOPLOUEVO AVOLYHOL
OTOMATOC KaL TIG SLadoxIkEC emdpAOELS Kal oto AOyo Kal otn ottion. Eival
enionc yvwoto w¢ Dutch-Kentucky syndrome. [eplypdnke mpwtn @Qopa
aro touc Hecht, Beals kat Wilson(1969). (Reha M. Toydemir, Harold Chen,
Virginia K. Proud, Rick Martin, Hans van Bokhoven, Ben C. J. Hamel, Joep H.
Tuerlings, Constantine A. Stratakis, Lynn B. Jorde,Michael J. Bamshad,2006)
Exet_akoun avapepdel Uue tov 0po MEPLPEPLK apBpoypunwan Tumou 7-
Distal Arthrogryposis type7. (Giuseppe Bonapace, Ferdinando Ceravolo,
Alessandro Piccirillo, Giovanni Duro, Pietro Strisciuglio, Daniela Concolino,
2010). O opoc Trismus — pseudocamptodactyly syndrome &elonydn yia
mpwtn @opd oamo _tov _Mabry. (R.D. Robertson, M. Anne Spence, R.S.
Sparkes, K. Neiswanger,L.L. Field,1982) H ekppaotikotnta tou ouvdpouou
gu@aviletal uetaBAntn. (M. Tsukahara, ,Shinozaki, T. Kajil, 1985).

Attiodoyia: Autoowulkn Kuplapxn kKAnpovopkotnta. To yovidlo dev €xel
xaptoypadnbel 1 avayvwplotel. lpokadsital amd emavalauBavousveg
uetardaéeic p.R674Q oto yovidio MYHS8. (Reha M. Toydemir, Harold Chen,
Virginia K. Proud, Rick Martin, Hans van Bokhoven, Ben C. J. Hamel, Joep H.
Tuerlings, Constantine A. Stratakis, Lynn B. Jorde,Michael J. Bamshad,2006)
H petaAdaén autn Exel meplypoael o apketou¢ aoleveic ue Carney
Syndrome, ywpic wotooo va EYEL aMOCH@NVIOTEL AV TIPOKELTAL Yl KON
nadoyevean. (Giuseppe Bonapace, Ferdinando Ceravolo, Alessandro
Piccirillo, Giovanni Duro, Pietro Strisciuglio,Daniela Concolino, 2010).

Awatapaxeg AOyou: YIIAPYEL TIEPLOPLOUEVO AVOLYHO. OTOUATOG TIOU UMOpPEL
Va TIOPEUTIOBITEL TNV TTapaywyr KATIOWWV NXwV, 0w ol YA\ woooodovtikol
AxoL.

Awatapaxég oitiong: H oltion XelpotepeVEL Ao TO MEPLOPLOUEVO AVOLYUA
TOU OTOMATOG OAAG OXL TUTILKA KaTd tnv SLApKeLD TNG vATlakng nAtkiag. H
TiPOwWPN Katadmoon kat o OnAacuog eival puclodoyikd, aAAd Otav To oTopa
Xpelaletal va eilval avolyto yla ta HEYOAUTEPO KOUHATIO TpOodng, N
paonon yivetat 8UokoAn kot n aAlayn tng tpodng otn Bpedikn kol ota
naldika nAwia eivatl amapaitntn.

Awatapaxég Akong: H akon eivat puctloloyikn.
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Awatapaxég pwvnong: H dwvnon eivat puctoloyikn).

Awatapaxeg Avtxnong: H avtixnon pmopet va mapouolaletal ‘mviypevn’
AOYyW TOU TEPLOPLOPEVOU OTOHOTLKOU QVOLyUATOG.

Mwoolkég StatapaxEg: H avantuén tng yA\wooog sivatl $puololoyikr).

Zuotpata mou ennpealovial MEPLOCOTEPO: ITOUATOMPOCWITLKO, AKPQ,

avarntuén

ZTOMOTOMPOOWIILKO: IMOOMOL TwWV HUWV MACNONG UE TIEPLOPLOUEVO
AVOLYHO OTOMATOG, UTEPUEYEDN akpn tn¢ dtadkaciag tou cayoviou,
KOVTOC UG Tou AalpoU. Mikpootouia. (Reha M. Toydemir, Harold Chen,
Virginia K. Proud, Rick Martin, Hans van Bokhoven, Ben C. J. Hamel, Joep
H. Tuerlings, Constantine A. Stratakis, Lynn B. Jorde,Michael J.
Bamshad,2006).H  afovikn _ touoypoeio  onuelwoe  UEWWUEVN
Klvnukotnta  tn¢ katw yvadou. (Giuseppe Bonapace, Ferdinando
Ceravolo, Alessandro Piccirillo, Giovanni Duro, Pietro Strisciuglio,
Daniela Concolino, 2010) MEyioto avolyua navw Kol KAtw Kontnpwyv 21
mm, bduonAaotika _autia. (M. Tsukahara, ,Shinozaki, T. Kajil, 1985).
AOyw TOU TIEPLOPLOUOU autoU, o aolevic nmapouatalel SUOKOAIEC UE
odovtikeC Sladlkaoiec UYLELVAC, evw gu@avilel EKTETAUEVN TEpndOVAL.
Erougvwe, nmapeumrodiletal n mpoAnmuikn Kot emavopdwtikn odovtikn
Uepaneia. MNavopaulkn aktivoypapia amokaAuye goBapn Steupuvaon
n¢ katw yvadou-urniepridacia. (R Carlos, E Contreras, J Cabrera, 2005).
Akpa: Mikpol Tévovieg ota SAYTUAA TIOU €XOUV WG OMOTEAECUA
OUOTOAEG KOl SUOKOUTITIKEG AVWHOALEG, 0 peydho Babuod sukapmta
nodia, kapmrtodayxtuAia. PatBourtmonodia. (Reha M. Toydemir, Harold
Chen, Virginia K. Proud, Rick Martin, Hans van Bokhoven, Ben C. J.
Hamel, Joep H. Tuerlings, Constantine A. Stratakis, Lynn B. Jorde,
Michael J. Bamshad,2006) leptloptouevn araywyn twv toyiwv. (R.D.
Robertson, M. Anne Spence, R.S. Sparkes, K. Neiswanger, L.L. Field,1982)
YriomAaoio  uvwv  twv_ modlwv _ odnywvtac OE  TAPOUOPPWOELC,
ouvbaktuldia. (M. Tsukahara, ,Shinozaki, T. Kajil, 1985) Apayvodaytulia.
(Osamu Nagata , Akiko Tateoka ,Ryojl Shiro , Mamori Kimizuka , Kazuo
Hanaoka,1999).

Avantuén: Kovto avaotnua. (Reha M. Toydemir, Harold Chen, Virginia
K. Proud, Rick Martin, Hans van Bokhoven, Ben C. J. Hamel, Joep H.
Tuerlings, Constantine _A. Stratakis, Lynn B. Jorde,Michael J.
Bamshad,2006).
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EEEALEN ko Mpdyvwon: Ol SUCKAUTITIKEG avwUaAleg Tapouotalovtal otn
Yévvnon Kol HUImopel va mopouclaotolv ocav odlypévn ypobua ota
veoyevvnta.H Xelpoupylky Oeparmeia eivat mBavry aAAd 6ev umapyel
HEYAAN eumelpia otn dtatapayn Kat pia ocodn npoyvwon dev ival yvwotn.

Awadopikn diayvwon 1 dtadopodidyvwon: Ou cuuduTol onacpol ival
Eva. KOO elUpnua aAAQ TO TIEPLOPLOMEVO QAVOLYUO TOU OTOUOTOG
mapatnpeltat o ouvdpopd HE MIKPOOTOMiO 1 OGAAa mpoPAnuata
ovonoaong, Onwg to ouvdpouo Schwartz — Jampel kal to ocUVOpoOUO
Freeman — Sheldon .
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ONOMA: Hemihypertrophy

Eniong yvwoto wg : Huw untepndacia(Hemi — hyperplasia).

H nuwneptpodia (Hemihypertrophy) mnapouowdletal  HeE ONUAVIKNA
OoUXVOTNTO OTO KPOVIOTIPOOWTILKA KEVTPA KAl OTA yvaBompoowrika
(maxillofacial) kAwvika eupripata e€attiog TG ACUUUETPLOC TOU TPOCWITIOU
Tiou cuvdéovtal pe tn datapayxr, g ouvOUAOUO LE ULY TIOWKIAID OyKwV,
olaitepa tou oykou Wilms, entveppidiwv oykwv kot nnoatoBAactwua (M
Al-Attar, R Verma, RS Shannon, PA McKeever, A Rickett, 2004). NopoAa
QUTA N ouxvotnta NG MANBUCHLOKNG €TKPATIONG TNG Sotapaxng Oev
glval yvwotn, Kat mbavov va €XeL ouxvoTNTA TEPLOCOTEPO ATd 1 O0TOUG
20.000 avBpwrmoug. Zuykekpluéva n ouyvotnta eival 1/86,000 alAd
naAaotepeg ekGeoelc moapaBETouV Ul YnAOtepn ouyvoOTNTA EUPAVIONC
1/14,000 kot n aAndwn tou ektiunon umopel va aAdaéel kaBwe akoun
nieploootepol avipwrmot AauBavouv yvwaon avtou.( A. Guala, G. Pastore, F.
Fagioli, S. Scappaticci, 2004). H nuturteptpopia umopei va eival cuvépoutkn
N wcC UEPOC &voc ouvdpouou umepavantuéne onwc to Beckwith-
Wiedemann ouvépouo (BWS). (Anne M. Slavotinek, Michael T. Collins,
Maximilian _Muenke,2003). H ocuyyevic NULUTIEPTPOQI TEKUNPLWINKE
npwta_ano tov Meckel 1o 1822(Roopal V. Kundu, MD,llona J. Frieden,

MD,2003).

Attodoyia : Ayvwotn. Exel mpotaBel n QUTOOWMLKI) UTIOAEUTOUEVN
KAnpovoulkotnta. Kamole¢ attioAoyikéc Jewpiec mepidaubBavouv  tov
XOWUOOWULKO UWOALKIOUO, TNV UOVOYOVELKN Slowuia, Kol QOUUUETPIO EYEL
Bpevel o€ OutAosldn/tpurtAoeldn UWOAIKIOUO Kol  Ttplowuio 18
Uwoatkiouou. Ayyyetakn duaAsttouvpyeia Exel enionc Sewpniei we mdavn
awtia.(Anne M. Slavotinek, Michael T. Collins, Maximilian Muenke,2003).

Awatapaxég Adyov : H apBpwon sivat cuxva e€acBevnpuévn amo tnv Kok
oUYKAnon twv dovtiwv. H avwpalia oto KAEloHo Twv dovTiwv Tou £ival
TIAEUPLKN HE avOoLXTO SAYKWUA TIPOKAAEL TNV 0KOUOTLKA SLaoTpEPAWON TWV
YAwooodatviakwy Kal twv YAwoocoodovilkwv AXwv. MoAhoi aocBeveig
EXOUV OVWMOALEG TOU KEVIPLKOU VEUPLKOU OCUOCTNUATOC TIOU MTOPEL va
avénoouv évtova TNV apBpwtikl PBAABn 1 va TPOKAAEoouv
kaBuotepnuévn avantuén olAiag.
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Awatapayég oitiong : OL dlatapayeg oitiong dev eival cuvnOLopEVEG.
Awatapaxeg Akong :H akon sivat puactoloyikn).

Awatapaxég dwvnong :H dwvnon eivat puololoyikr).

Awatapaxég Avtinxnong :H avtixnon ivat pucloAoyikn.

Mwoolkég SratapaxEg :H yAwooa elval ouxva kabBuotepnuévn enewdn éva
TLOCOOTAO TWV ATOUWV HE nULTepTpodia €xouv yvwoTikad eAAeippata. H
YVWoTilkl kaBuotépnon eivat avaloyn pe TOV PBaBpd  yVWOTIKAG
kaBuotépnonc.

Tuotpata ToU ENMnPeAloviol TEPLOCOTEPO : Kpaviompoowrtiko,
avarmntuén, VEUPOAOYLKO, LUOOKEAETLKO, YEVVNTLKA Opyova, SEPUATLKO, AN

e Kpoviompoowrniko : AcoupeTpla avanmtuéng tTne avw Kat KATw yvabou,
HOVOTIAEUPN Katakopudn avw yvablaia umtepBoAr, peyaAa dovtio ano
Vv TpooBePAnuévn TAEUpd, TPOWPN O0d8ovik E€Kpnén amo Tnv
nipooBePAnUEvVN TAEUPA, LOVOTIAEUPN UTIEPTIAQCLO TNG YAWOOOG KAl TNG
YAwooLkn BnAng, pakpokedaAia.

e Avamrtuén: JWHOTLKA OOUPUETPlA, OQOUPMETPlA TwV  AKpwWV,
agovuetpia _avtiyeipwv(Anne M. Slavotinek, Michael T. Collins,
Maximilian Muenke,2003).

e Neupoloywko: MpoaoPoAn, yvwotikn kabuotépnon.

e MuoOOKeEAETIKO:  IKOAlwon, HushopwiyyiknAn (myelomeningocele),
UTTQVATTTUKTOL UG OTNV ULa TAEUPQ TOU atBoug, ULkpotepn BnAn amo
mv_ua nAsupa(Anne M. Slavotinek, Michael T. Collins,Maximilian
Muenke,2003).

e Tlevvnukd Opyava: MakpU meEog, HeyaAn kAettopida, umoomadia,
kpuPopxLdia, LOVOTIAEUPN AVATITUEN TWV OPXEWV.

o Aéppa:MoAlamniol omidol (eAtéc — nevi),tehayyelektaoia(telangiectasia),
TPOXLU OkANpO 6€pua otnv mpooPBeBAnpevn mAeupa, Tpxoduia.

e AAa: MovomAeupn MAgUPLKN avamtuén, KUoTeG vedpwv, KOoUBLKA
(nodular) umepmAacia Tou cukwTtloU, avénuévog kivbuvog veomAaoiag
ouvuneplAappavopévou tou oOykou Wilms, emvedpidlo dAowwdng
Kapkivwpa kot nrmatoBAdotopa peTall twv aAwv, veupoBAdotnua,
paBbouvooapkwua.( A. Guala, G. Pastore, F. Fagioli, S. Scappaticci,
2004).
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EEEAEN koL mpoyvwon: Av kol nma nuuteptpodia eudaviletal otn
Yévvnon o€ TOAAEC TEPUTTWOEL, N OOUUMETPL YIVETAL TEPLOCOTEPO
alodntn pe tnv nAwkia kat tnv avantuén. H npooBeBAnuévn mMAeUpa yiveTot
TIPOOSEVUTIKA HEYAAUTEPN ATIO TNV KAVOVLKN TTAEUpd. MTopel va urtapyouv
avénuéva ayyeia otnv pooBePAnuévn mMAeupad. H mpoyvwon elval yevika
KA oAAG urtapyet SuokoAa otnv MPOoBAedn Tou TOTE N uMEpavantuén Ba
UTIOXWPNOEL €KTOC Qv UTIAPXEL €va KAAO HOKPOXPOVIO TPOYPAUUQ
avantuéng tou aocBevr) Kol TNG NALKIOC Twv ootwv. Oa pmopouocav va
UTIAPXOUV OUXVA €AgyxoL yla TNV avamtuén Ttwv veomAaowwyv. H
nUUTEPTPOPIa UITOPEL Vo AEITOUPYNOEL WC YEVETIKOC Tapayovtac Kivéuvou
ylo v avantuén EVOC KataAdyou Slapopwv OYKwV
ovunepidauBavousvwyv twv_awuatoloyikwyv kakondewwv .( A. Guala, G.
Pastore, F. Fagioli, S. Scappaticci, 2004). JUyxpoVeC oUOTAOELC EAEYYOU Yl
v UEUOVOUEVN  NULUTEPTPOPIOl nepAauBavouv  Eva KolALako
urtepnyoypapnua Kade 3-6 UNVEC UEXPL 5 ypovwV Kal TTOLKIAEC CUOTATELC
eAEyyou yia usyaAutepa maildla UEYpL TNV _oAokAnpwaon tn¢ avamtuénc.
(Roopal V. Kundu, MD, llona J. Frieden, MD,2003).

Awadopkn diayvwon i dwadopodiayvwon : Movomdeupn umnepnacia
eudaviletal kot oto ouvdpopo Sturge-Weber. H avw yvaBlaio acuppetpla
KOL N OCUUMETPLO TOU TIPOOWTIOU €ilval OpoleG. Mepikol aoBeveic pe
nUITEpTPOdia €XoUV ETONG XPWHATIKA aAlayr oto §€pa TTOU UMopEL va
potalel pe autry tou cuvdpopou Sturge-Weber. To cuvdpopo Beckwith —
Wiedemann emiong €xeL OHMOLOL UTEPOAVOMTUELOKA YOPOKTNPLOTIKA Kol
npodlabeon yia tov oyko Wilms.
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ONOMA: Herrmann Syndrome

Eniong yvwotd wg : QwtopuokAovog, cakxapwdng dapnitng, kwowon,
vevuporaBela kat eykepaAikry SucAettoupyia(Photomyoclonus, diabetes
mellitus, deafness, nephropathy, and cerebral dysfuction)

To cuvdpopo Herrmann €iva pa omiavio Slatapoxr) aKOUOTIKAC ATMWAELAG,
veupoloyiky Statapoxn mou cUUPAMAEL otnv opAia Kol 0 YAWOOLKA
npoPAquata kot otn evdokplvr) aoBévela. H akouotik amwAsla gival
davepd emnPeACUEVN OO Tov KOXALaKO ekdUALoUO (degeneration). Auti n
kataotacn Oev Oa Empeme va umepdeutel pe AAAn Slatapaxn Tmou
neplypadetal w¢  ouvdépopo  Herrmann  Tou nepthapPavet
KPOVLOTIPOOWTILKEC AVWHOALEG KOl AVWHOALEG TWV AKPWV.

Attiodoyia : To cuvdpopo €xel Teplypadel ocav pLa AUTOOWHLKN Kuplapxn
Swatapaxn efawtiog NG KAtakOopudpng HeTadopdc TNG YEVEOXAOYLKAG
avaAuonc. MapoAa autd OAEC OL TIEPUTTWOELG £XOUV KAnpovounOel amnod tn
UNTEPOL KOL TAL CUUTITWHOTA €lvOL OHOLO HE MUEPLKEG TIPOTACELS AAAWV
pLtoxovéplakwy dtatapaywyv. AutO UMOpPEL EMOUEVWE VO AVILITPOOWTEVEL
gl ptoyxovéplakn Statapoxn. O TPOMOG TNG KANPOvoulkotntag Oa
propoloe va gival cUpPwvog pe pla puloolvdetn kupilapxn Statapaxn,
aAAG Sev UTtAPXEL BVNOLYEVELAL OTOUC AVTPEC.

Awatapaxég Aoyou : O Aoyog sival SuocapBplkog, apyd avVATTUCCOOUEVOG,
KOlL € KOKN) apBpwon.

Awatapayxég oitiong : H oltion dev emnpedletal.

Awatapaxég AKONG : H TTPOOSEUTIKY VEUPOOLOONTNELAKY ATIWAELA OKONG
mapouolalel petaBAnty coBapotnToG TOU OUVOEETAL UE TPOOSEUTIKO
KOXALOKO €KPUALOMO. H apxn) TNC AKOUOTIKNC QMWAELAC UMOPEL va pnv
napatnpeitat péxpttnv 3" n 4" dekaetio te LwAc.

Awtapaxég pwvnong : H pwvn eival puclooyikn.

Awatapaxég Avtnxnong : H avtrxnon €ilval (KT, UTIEP- UTIOPLVIKOTNTA KOl
0 TUTIOG cuXVA TtapouacLaletal o€ atopa Le Sucapbpia.

Mwoowkég datapayxég : To evapén tng yAwooag eival duololoylkd alAd
HE TNV nAkia pmopel va umapyxel emdeivwon Twv Asltoupylwv otnv
opYAvVWOoN UE MAPOEUCHOUG, Avola Kal atagia.
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Tuotqpuata Tou ennpealovral meplwoootepo : Evdokpwvig  adévag,
OKOUOTLKO, KEVTPLKO VEUPLKO cUOTNUaA, VEDPLKO.

e Evdokpwvng adévag : Takyxapwdng dtafning

o Nedpwko: Nedponabela

e Kevtpikd Neupko Zuotnua: DwTtopuokAovikol apofUoHol, eoTlaKkol
Kwvntikol mapofuopol, atatia, vuotayuog, mapadpoacuvn, OALYN.

e AKOUOTIKO: MMPo0oSeUTIKI) VEUPOALOBNTHPLO ATIWAELX AKONG.

EEEMEN ko mpoyvwon: H avamtuén kat n mpoéodo¢ tou cuvdpopou
Herrmann givat uPnAd eUPETABANTN. Z€ LEPLKEC TIEPUTTWOELC N apXn lval
TIOAU kaBuotepnpévn KaL n poodog apyr, £TOL TTIOU N CUVOALKN €midpaon
glval Nmua. Ze AAAeC MepMTWOELG N €vapén elval vwplitepa kal n poodog
TIEPLOCOTEPO YypHyopn HE TNV Slatapaxn vo €XEL WG ATIOTEAECUA TTPOWPO
Bavato. e TO NTIEC KATAOTAOELS, Ol KATAMPAUVTIKEC Beparmeieg sival
EMAPKAG. € TILO COPAPEC MEPUTTWOELS, N TPO0dOC TNG dSlatapaxng sivat
avanodeuktn kat n Bepaneia eivat mBavw va €xel Bpaxumpobeoua
odEAn.

Awadopkn Stayvwon i dtadopodidayvwon : To cuvOpopo Refsum €xel
oX€on HE VEUPOAOYLKA TpoPARpaTO KAl Tn VeupoalwoOntipla kKwowaon,
aAAQ €xeL emiong MPOOSEUTIKEC avwMoAlee S€puatog Kol TpofAnupota
0paonG. YIApXouv AAANEC LLTOXOVOPLAKES SLATAPOXEG HUE Opola epdavion,
ouuneplAapBavouévou Tou ouvépouou MERRF (Mitochondrial
encephalopathy, myoclonus Epilersy, Ragged - Red Fibers, and
sensorineural hearing loss).
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ONOMA: HMC Syndrome

Enion¢ yvwoto w¢ : XUvOpouo umepTEAOPLOUOL, HLKpowTiag , oxlotiag.
(Hypertelorism, Microtia, Clefting syndrome), cUvépopo Bixler.

To ouvbépopo HMC eivalt omavio oAd mBavog umo- avadepOUevo
oUVOPOUO TIOU XaPaKTNPL(ETAL OO TIC KPOVLIOTIPOOWTIKEG AVWHAALEC, TNV
QYWYLUN OTWAELO AKONG KOL TIG VEPPLKES aVWHAALES. To cUVOpopO pmopel
va unv SlayvwoKeToL ouxva e€altiog TOAWY XAPOKTNPLOTIKWY TIOU
ETUKOAUTITOVTOL Ao AAAQ TILO eUKOAQ avoyvwpilolpo cuvdpopa mou sivat
TIo ouvnOLopéva va TopoucLlaloviol OTO KPOVIOTIPOOWTILKA KEvTpa. To
HMC ouvdpouo Teplypa@nKe yla mpwtn @gopd arno tov Bixler to 1969 oe
buo abeppec mou mapougialav UEPTEAOPLOUO, SUOTTAQOTIKA QUTLO KoL
uovouepn oytoun xeidouc kat unepwac.( Jamal Ghoumid, H'el'ene Ansart-
Franquet, Damien Subtil, Nelly Pasz, Louise Devisme, Jeanne Amiel Joris
Andrieux, Sylvie Manouvrier-Hanu, Muriel Holder-Espinasse, 2009).

Attiodoyia : AUTOOWLKN UTIOAEUTOUEVN KAnpovoukotnta. To yovidlo dev
gxeL xaptoypadnbei N avayvwploTel.

Awatapaxég Aodyou : O Aoyog umopei va eival kaBuotepnuévog. H kakn
oUYkKAnon Twv &dovtiwv daivetal ovolwdws oc OAEC TIC TEPUTTWOELS
OUMTEPIAOUBAVOUEVOU TOU TIAEUPLKOU aVOLXTOU SAYKWUATOC UE CUVETIELN
TLG AVAYKOAOTLKEG SLAOTPEBAWOELG | AVTILKATAOTACELG.

Awatapayég oitiong : Ou Statapayeg oitiong dev €xouv avadepBel aAld n
XEWAEOOXLOTIOL KOL N UTIEPWLOCXLOTIOL UTTOPEL VO TIEPUTAEEOUV TG TIPOWPEC

TipoonaBbeleg oltiongc.

Awatapaxég Akong :H aywylun amwAsgla akong, MARPNG ota ATOUA HE
uikpotia Babpou .

Awtapaxég pwvnong : H dwvn dev €xel avadepBel [ mapatnpnBel va
elval avwpaAn.

Awatapaxég Avtaxnong : H avtixnon €ilval UMEPPLVLKN O€ TIEPUTTWOELG UE
oXLOoTiol OTIOU aVaNTUCO0UV UTIEPWLOPAPPUYYLKH AVETIAPKELA.

Mwoowkég dratapaxég : Ta ylwoolkd mpoPAfuata eival avaloya He TO
BaBuo Tou yvwoTtikoU mpoBARuaToC.
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ZuotApata ov ennpedlovral NEPLOCOTEPO : Kpaviompoowriko, vedppLko,
HUOOKEAETIKO, KOpSLAKO, VEUPLKO cUOTNUA.

o Kpoaviompoowrikd: YMePTEAOPIOMOCG, MIKPOTIO, XEAEooxoloTiol Kol
UTIEPWLOCKLOTIOL , OLOUHMETPLOl TIPOCWTIOU, HLKpoyvadia, HLKpooTouia,
poxta n Swoxdng pwikn axkpn (bifid nasal tip), pwkpokedaia.,
avwualdisc  ota_autia (Jamal Ghoumid, H’el’ene Ansart-Franquet,
Damien Subtil, Nelly Pasz, Louise Devisme, Jeanne Amiel,Joris Andrieux,
Sylvie Manouvrier-Hanu, Muriel Holder-Espinasse, 2009).

o Nedpwko: Nedpd ekt0¢ owotng BEong, otévwon tng oupnBpag, dutdoi
ovpntrpec, (Jamal Ghoumid, H'el'ene Ansart-Franquet, Damien Subtil,
Nelly Pasz, Louise Devisme, Jeanne Amiel, Joris Andrieux, Sylvie
Manouvrier-Hanu, Muriel Holder-Espinasse, 2009).

e MUuUOGKEAETIKO: IOVOUALKEG avwHaAieg, umomAacia tou B€vap
(meApatiaiov — maAapaiov — thenal) pu.

o Kapdiako: ASD, SutAn €fobo beéiac kotdiag, aplotepr) umomAaoio
debiac kolkiag kot EAAswuuausookoldtakou Siappayuatoc. (Jamal
Ghoumid, H'el’ene Ansart-Franquet, Damien Subtil, Nelly Pasz, Louise
Devisme, Jeanne Amiel Joris Andrieux, Sylvie Manouvrier-Hanu,Muriel
Holder-Espinasse, 2009).

EEEMEN kal mpdyvwon: Ot avwuaAieg eudavitovtal otnv yévvnon. H
OLOUUUETPLO TOU TIPOCWTTOU UIOPEL VA YIVEL TIEPLOOOTEPO €UPAVAG UE TNV
nAtkla e€attiag T mo coPapd mpooBePANUEVNC MAEUPAG TOU TPOCWIIOU
niou Ba avantuyBel meplocoOTEPO apyd amod OTL N puactloloyikn mMAeupd. H
XELPOUPYLKN €EETAON UMOPEL VO EMIAUCEL TIG KPAVIOTIPOOWITLKEG AVWHOALEC
Kot poll pe tnv AoyoBeparmela pmopel vo amoteAéocsl thv AUon Twv
npoBAnuatwv opAiag. H yAwoolkr avtiotabuilon e€aptdtal o peyaAo
HUEPOC Ao TO BABUO TWV YVWOTKWV TIPOBANHATWV.

Awadopikn Stayvwon i dradopodiayvwon : To HMC cluvdpopo €XeL Kowva
XOPOKTNPLOTIKA yvwplopata e AMo Suo ouvdpopa TOU Cuxvad
TIAPoUCLAlOVTIaL OTA KPAVIOTIPOOWTILKA KEVIPA, oUMMepAapBavouévou
tou oculo — auriculo — vertebral spectrum (MPOCWTIKY QOCCUUETPLA,
HKpowtia, kal oxlotiag — facial asymmetry, microtia, and clefting) kat tou
craniofrontonasal dysplasia syndrome(uneptehoplopog, supeia / SLoxdng
uUTn, Xel\eooyotia / unepwiooylotia — hypertelorism, broad / bifid nose,
cleft lip / palate).
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ONOMA: Holoprosencephaly

Eniong yvwoto wg: AkoAouBia DeMyer, kukAwTeLla (cyclopia)nBuokedalia
(ethmocephaly), kuBokedalia (cebocephaly) arrhinencephaly, mpoyvaBiaia
ayeveola (premaxillary agenesia), ocUVOPOUO YWPLOTWV  KEVIPLKWV
korttnpwv (single central incisor syndrome) , cuvépopo Kallmann.

H olAompooeykedpalia (Holoprosencephaly) eivat pia €kdppoaon mou
xpnowdomoteitat ywa va Tmeplypadel éva ¢ddaopa  Slatapaxwv Tou
nieplhapBavouv BaotkéC eyKeDAAKEC aVWHUAALEG pe TTOKIAN cofapotnTa.
ITIC TTILO OOPAPEG TEPUTTWOELG UTIAPXEL TTANPNG EAAEWPN TNC LEUBPAVNC TOU
LotoL Tou eykedpaAou pokaAwvtag eva odoodaiplo (holosphere) xwplig To
duolohoylkd kKatakopudpo olvotnua yvwoto oav  oAoPikn (alobar)
oAompooeykedpaAia. € TLO NTILEC TIEPUTTWOELC UMOPEL va. OAOKANPwOEL n
HEUBpAvVN TOU eykedAAOU ME MEPLKA amoucia 1 umomAaocia HEPLKWY
ETUKOWVWVIOKWY TIEPLOXWV Kol (ow¢ ENewpn tng oavamtuéng Ttwv
oodpntikwv AoPwv (bulbs), yvwoto wg AoPwkn (lobar) ohompooeykedalia.
Ot 1o coPapeg popdeg eival acvuPateg pe tnv {wn. € TO ATILEG LOPDEG
uropel va €xoupe puaololoyikn dpaotnplotnta Kat dtapkela wnc, alla
UTTOPEL VO TIOPOUCLAOTEL OVETIAPKEL AVATTTUENG (OXETIKA HE UTtOdUOLKNA
urnonAacia) i anmovoia aicOnong tng oodppnong. MAnBuoLOKN ETLKPATNON
1 ota 5.000 — 10.000. Zuuewva ue ta tedsutaia dedousva n ouyvotnta
avéndnke ota 1: 10-16000 yevvrioeic (Daniel E. Pineda-Alvarez, Christe'Le
Dubourg, Ve Ronique David, Erich Roessler, Maximilian Muenke, 2010).

Attiodoyla : Yrapxouv TIOAAEC QUTIOAOVIEG YLl TNV OoAompoosykedaAia.
Evag aplOpog yovidiwv €xeL ovayvwplotel OTL amoteAoUV auTh TNV
Swatapaxn pall pe dwaypadn oto 2p21, 7936, 18pll, kou 21g22.3. Evag
aplOuoc povipwv yovidlakwv ouvdpouwv Sivouv adopun yla Tty
olomnpooeykedalia OTWG Lot deutepevovoa EMUMTWON,
oupneplAappavopévwy Tou cuvdpopou Meckel, Tou UTEPWLO — KPOWVLO —
TIPOOWTILKO ouvdpopou  Kal ouvdépopou Kallmann, peTall AAAwVv.
XPWHOOWULIKEG  SlaTapaxeC MMOpPel  €miong va  QMOTEAECOUV TNV
oAomnpooeykepaAio WG LEPOG TWV SLKWV TNG TOAUTIAOKWY CUUMTWUATWY,
ouuneplAappavouévng tng Tploopiag 13, tng tploopiag 18, kal NG
TPUTAOELONG. Ol E0WTEPIKEG KOL Ol TEPUOATIKEC Olaypadec mpokaAolv
eniong oAompooeykedalia cupmneplhappavouévn tng dtaypadng twv 18p,
13qg kat 2p. H attionaBoyevela tn¢ oAonpoasykepaliac eival ETEPOYEVIC
Kol nepAauBavet uovvoyovidlakoug, XOWUOOWULKOUC Kol
nieptBaAdovtikouc  mapayovtec.  Avayvwplouévol  meptBaAlovrikol
napayovieg eivat oakyapwdng SiaBntng efaptwuevoc amod vaoulivn,
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aAkooAlouocg tn¢ untepac ue €vav kivéuvo o omoio¢ auédvetal UE TO
Kanvioua. 210 25% twv mEpIMTWOEwWY , N oAompoosykepaldia umnopei va
OUVOEETAL UE apKETA uovoyovidiakda ouvbpoua onw¢ to Smith—Lemli—
Opitz (SLO), kot to Pallister—Hall ocuvépouo. (F. Petracchi, L. Crespo, C.
Michia, L. Igarzabal , E. Gadow, 2011) . [1l0 OUYKEKPWIEVA , T TECOEPO
Baoika yovidia eivat SHH , ZIC2 ( 13g932), SIX3 ( 2p21), TGIF ( 18p11.3) .
(Claude Bendavid, Vale’ Rie Dupe’ , Lucie Rochard, Isabelle Gicquel,
Christe’le Dubourg, Ve Ronique David, 2010). Méypt onuepa autd ta
tegoepa yovidia gival ol KaEPWUEVOL OTOYOL TWV VEWV UETAAAdéswV TTOU
odnyouv oe HPE OE __eKATOVTAOEC OlKOYEVELEC.OTay  e€sTtaoTnKoY
TIPOOEKTIKA ol uetaAdaéeic o autd ta oyetika yovidia amodnydnke ot
odnyouv oe rmpwrteivec ue uewwuévn Biodoyikn Asttoupyia.  (Erich
Roessler,Maximilian Muenke, 2010).

Awatapaxég Adyou : AcBeveic pe AoPoeldn (lobar) odonpooeykedalio dev
avantuooouv  Aoyo. AoBevelc pe  pepikp  aloPoedny  (alobar)
olompooeykedpaiia eival amibBavo va avamtuéouv ekdpaoTikry YAwooda.
Atopa pe AoBoeldn (lobar Johompooeykedpadia pnopet va avantuéouv Adyo
KOL MUMOPEL akopn va €xouv ¢uololoylky vonpooulvn. e ATOUA TIOU
avVamTtuooouv AOyo TOAAQ elval TBovwv va £€Xouv Kaky oUYKANnon
Sdovtwwy, yvaBlaia umomAaocia, kokrf oUykAnon 6ovtwwv tUTou I, kot
ENELPN TWV UMPOCTIVWV SOVTLWV LLE UTTOXPEOTLKA AGON otn apBpwoaon.

AwatapaxEg oitiong : H oltion XelpotepelEL APKETA O€ TMEPUTTWOELG LE TILO
ooBapéc avwpaAieg Tou eykepaiou. H amotuyia tng avamtuéncg sival n
gvapén  twv  Boowkwv  coBapwv  VEUPOAOYIKWV  OVWHOALWY,
OUUTEPNAUBAVOUEVNC TNG UTIEPTOVLKOTNTA KAl TNG OMOCTIKOTNTA UE TN
ooBapn evalcObnoia .

Awatapaxeg AKonG : H akon eivat mBavo va XELPOTEPEVEL ATIO L0 KEVTPLKN
Baon oe mio coPapEC TMEPUTTWOELS, OAAA N METPNON TNG aKOnG elval
dUuokoAo va OSwoel aflomioteg €tol Kol OANMWG oupmepldopes N
nAektpoductoavaloylkes efaltia Twv cofapwv  OVWHOALWY  TOU
geykepaiou.

Awtapaxég ¢wvnong : H dwvn elval puoloAoyky OE TEPUTTWOELG ME
OTOMOTLKA ETLKOWVWVIA.

Awatapaxég Avinxnong : H avtrixnon Unopet va givatl umeppviki Adyw tng
untepwlooylotiag( ovuneplapfavouévng tng BAevwwdng pepBpavng ) n
NG XEWEOOXLOTIOG KOL TNG UMEPWLOOXLOTIOG, Omou kot ot duo eival
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ouvnBLoUEVEG oTo oAompooeykedaAlkd daopa. H umoppvikotnTa Unopel
eniong va epdoaviotel KoL oOxetiletal PE HlA  ULIKPOTEPN OO TNV
dUGCLOAOYLKN PLVLKA KOWAOTNTA, OE PEPLKEC TIEPUTTWOELC.

Mwoolkég dwatapaxég : H avamtuén tng yA\wooog elval avumapktn o€
TIEPUTTWOELG UE OOPBapPEG eYKEDAAIKEC aVWHOALEG. Ze Alyotepo coPapeg
avwpoAieg n yAwooa pmopel akoun va eivat avomapktn, aAlAd eivat
BeBalwc mapapével apKeTA eEACOEVIOUEVN. € TILO NTILEC TIEPUTTWOELG TNG
AoBknc (lobar) oAompooeykepoAiag n yAwoowky avamtuén pmopel
TIEPLOTOOLOKA VA €lval GUCLOAOYLKN.

Zuotpata mov ennpealovtal MEPLOCOTEPO : KPOVIOTIPOOWTILKO, KEVTIPLKO
VEUPLKO OUOTNHA,YEVVETIKO, AVATTTUEN, EVOOKPLVOAOYLKO, 0POAULKO

e Kpavionpoowrukd:  YoPapoc  uneptelopopoc  (hypotelorism),
KUKAWTIELD, Hova poubolvia, avUTOPKTN Hecaia ypauun Tou
TMPOOWTOU, amoucia tng Tmpoyvabou pe akplPry evOLAUESN OXLOUA
XeWlwv, avwpaAn mpofookida (proboscis) otn putn, HikpokedpaAia,
Tpo¢ ta tavw Ao BAedapikég (upslanting palpebral) oxlopég, eviaiot
avw kevrpikol korttnpeg (Erich Roessler ,Maximilian Muenke, 2010).

e Kevtpikd Neupko ZUotnpa: OMokAnpwpévn 1 eAATAG HepPpavn Tou
geykedpalou, avUTapKTn oodpnTLKA TEPLOXN, QTOUCLO TOU UECOAOPLOU
owpatog (absent corpus callosum) kol GANEG ETMKOLWVWVLAKEG TIEPLOXEG,
QVETIAPKELA UTIOPUONG, EAAELPN LKOVOTNTOG VO SLATNPCOUV UELWHEVN
por tou aipatog,mapofucpoi(seizures),uTiEPTOVIKOTNTA, UTIEPEUKA U LAL.

e [EVVETIKO: YTTOyovISLOMOC.

e Avantuén: Kovto avaotnua.

e Evdokpwoloyilkd: EMewpn avamtuélakng oppovng, dtafAtng amolog
(in sipidus).

e OpOaApkO : KoAoBwpata tng pLdag, Tou apdPAnotpoeldn kot tou
OTITLKOU VEUPOU.

e AM\a: MOANEC AAAEC OWMHATIKEC 1 KPOVIOTIPOOWTIKEC QVWHOALEG
ouvdéovtal He TNV olompooeykedpoAia efattiag MOAWY Suvaplkwy
ALtV Kat cuvdéouy tig Suopopdleg pe aGA\a cuvdpopa.

E€eA§n ko mpoyvwon: Otav ol eykedaAlkeg avwuaAieg eival cofapég,
onwg n alobar olompooeykedpaiio n mpoyvwon yla emiBiwon HETA TN
VEOYVLKN Ttepiodo eival ptwyn. Ta pwpd sudavidouv kevipki acduiia,
g€xouv duokoAia pe Tnv pubulon tng Beppokpaciog Kal ocuxva mebaivouv
EVTOC NUEPWV N €BSOHAdWY. ZTIC TEPUTTWOEL OTMOU ETLBLWVOUV TNG
VEOYVLKNG TtepLOSoU pmopel va Irioouv pexpL tnv eviAtkn {wr aAAa Ba ivatl
Slattepa kaBuotepnuéva kal Ba eival oe ouvexn Kaxektikn (cachectic) kot
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OTIAOTLKA KOTAOTAON. ZE TIO ATILEC KATOOTAOEL( UMOPEL va €XOUV OALKN
kaBuotépnon tn¢ avamtuéng, ouxva oofopr. Meplkd atopa €xouv
KOVOVLKN] VOnHoouvn KoL N Tpoyvwon toug eival KoAn. Mowidel amo
dtwyxn oe efalpetikn, PBaowlopevn otnv cofapotnta TNG €YKEDAALKNG
avwpoAlag. Av kat n oAdonpoosykepaldia ival uta onavia dlatapayn , To
T0000Td aviyveuonc eivat uPnAd o€ 0An TNV EYKUUOOUVN , OKOUN KOl KT
10 nmpwto tpiunvo .( F. Petracchi, L. Crespo, C. Michia, L. Igarzabal , E.
Gadow, 2011) . 3to mapeA@ov n SSCP kat n DHPLC Eyouv ypnowomnotnUei
w¢ uedodol anotedsouatikwyv eAcyywy. MAgov ula véa poptakn uedodoc
glvat n moAAarAn amoAivwon eaptwuevn amno evioyvon kadetnpo (MLPA)
TTOU QVIYVEUEL THV EUPAVLION TTOAU Uitkpwv Staypapwy / enavalnewyv ota
yovidia. EmumAéov, veec teyvoldoyiec onwc n HRM, a GGH, NextGen
aAAnAouyia Ba enitpErovy tnV mapaywyn UEYAAwV moootntwVv dedoUEvwV
navw oo 90%. (Daniel E. Pineda-Alvarez, Christe'Le Dubourg, Ve Ronique
David, Erich Roessler, Maximilian Muenke, 2010).

Awadopikn Stayvwon 1 dtadpopodiayvwon : To ocuvOpopo Binder €xeL tnv
EUPAVION TOU UTEPTEAOPLOMOU Kal TG coPBapn €AAelPng oto UECW TOU
TIPOOWTIOU HE UEPLKEG HOPPEC TNG oAompooeykepaAiag. H péon ypapun
™m¢ Peudooxlopng Twv YeWwv Pailvetal oto wToUMEPWIOSAKTUALKO
ouvdpopo (otopalatodigital). MapoAa autd, n oAompoosykedaAia E£xel
SLaKPLTIKA eYKEPAALKA XOPOKTNPLOTIKA TOU Urmopouv va StakplOolv pe
geykedaAlkouc umtepnyxouc, tnv MR n tnv CT. Emiong, UEPIKEC SLATAPAYEC
E£youv amouaia Twv 00@PNTIKWV Kouuatiwv n BoABwv ywpic va cuvdéovrtal
ue ocoBapn olompoosykepaldio my. 10 ouvépouo Kallmann n n
QUTOOWUATLKN UrtoAewntouevn campomelic SduornAaaoia. TéEAoc, n ayeveoia
TOU UeocoAoBiou eival UEPOC TOU OAOTIPOOEVKEQAALKOU (QACUATOC OE
OPLOUEVEC TIEPITTWOELC VW O dAAec umopel va mpokUYeL wc éva
QTTOUOVWUEVO OTtoPASIKO 1 YEVETIKO EAQTTWUN , UTTOPEL va oUVOEETL UE
OAAeC eykeQAAIKEC avwUaAIEC Kol UTTOPEL Vo EUQPAVIOTEL WC OUTTATIKO
Stapopwyv ouvdpouwyv. (M. Michael Cohen, Jr,2001).
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ONOMA: Homocystinuria

Eniong yvwotd w¢g : Avemdpkelo kuotabeslwovivn BAta  ouvBeong
(Cystathionine beta — synthase).

H opokuotnvoupia (Homocystinuria) eivat pla petafoAikn Siatapaxn mou
odelletal otnv €Aewdn evog eldkov eviupou, TnG Kuotabelovivng BrRta
ouvBeong kat (cystathionine beta synthase) yapaktnpiletal ano usyain
T000TNT. _ouoKuoTivne ota oupa(.Yoshida Y, Nakano A, Hamada R,
Kamitsuchibashi H, Yamamoto K, Akagi H, Kitazono M, Osame M., 1992) H
kuotabelovivn Bnta oluvbeon (cystathionine beta synthase) petafoAilet
Vv HeBelovivn (methionine) kal amotuxia autol Tou PBrRpATog OTO
HeTABOALOUO 06nyel o vontiky Kabuotépnon Kat GAAEG avwpaAieg. H
TANBUOULOKA EMKPpATNON TNG Opokuotnvouplag (Homocystinuria) eival
TBavov umotiunpévn, aAAd sival duvat 1 oe 50.000 avOpwmoug, £0tw
KoL av UEPLIKEC avadopeg €xouv aflodoynoel 1 og 200.000. H amoyn tng
UETABOALKAG a0DEVELOC Elval OPKETA TIOLKIAN, KUMALVOUEVN oo cofapn
vontik kaBuotépnon oe ¢uoloAdoyikn vonuoouvn. H mAsoPndia twv
TIEPUTTWOEWV POVEPWVOUV ATILA TIPOC UETPLA YVWOTLKA TIPOPAR AT OTNV
eviAlkn {wrn). OL mepLooOTEPO 00Bapa EMNPEATUEVOL OTEVEIC UMApPYoUV
otnv JAoBakia, Kol oL MTEPLOCOTEPOL UE NTTLOTEPO PALVOTUTTO oTnV TOEXIKN
Anuokpartia. H opokuotnvoupia  av Slayvwotel gykalpa gival Lo
Uepamevowun acBevela , evw n un Yepamneio n n apyn Yepaneio tn¢ vooou
odnyei o MOAAEC OKEAETIKEC, 0QUAAULKEC, QYVELAKEC ETUITAOKEC KAl OE
ETUITAOKEC TOU KEVIPLKOU VEUPLKOU oUaTNUATOC. NEOYVIKOC €Agyxog
EKTEAgiTal oxedov  amokAelotika  otou¢  mAnBuouoUC TwV  aTOUWV
Bpetavikng, ZKwtoelikne kat IlpAavdiknic katoaywync. (J. Sokolovd, B.
Janosikovd, J.D. Terwilliger, T. Freiberger, J. P. Kraus, V. KoZich, 2001).

Attiodoyia : AUTOOWHLKA UTIOAEUMOUEVN KAnpovopkotnta. To yovidlo
gxouv yaptoypadnbei oto 21g22.3

Awatapaxég Adyou : H évapén tng outAiag eival ouvnBwg puotoroyikn. H
apxn TWV CUMMTWHATWY TOKIAEL arto tnv madiki nAkia otnv eviAwkn Lwn.
e TLO OOPaPEC TEPUTTWOEL, O AOYOoC MMopel va yivel ypriyopog Kot
amodlopyavwpévos.  Nontikég  Satapaxeg eival  ouvnOlopéveg kot
nieplhapBavouv tn oxlodpévela KoL 0 AOYOG EMOUEVWE MTTOPEL va glval
€€QVAKAOTIKOG Kal yprAyopoC. H omaoctikdotnta yivetal opatr HE TNV
npoodo twv Slatopaxwv Kal o AOyog umopel va yivel duapBpikdg kot
SUokoAo¢ Katd TNV ekdpacn. AUGTOVIKEC CUCTTAOELC TOU LAONTHPA KOl TOU
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Aapuyyilkou puoc kavouv thv outAia akatavontn.( BurcEak Ekinci, MD,
Hulya Apaydin, MD, Melih Vural, MD, Sibel O~ zekmekcEi, MD, 2004).

Awtapaxég oitiong : H amotuyxia tng avamtuéng tng oitiong eival
ouvnBLopévn, alAa pmopel va pnv elval opat otn veoyvikn nepiodo. OL
SUOKOALEG olTloNG KAl KATATIOONC ELVAL TIEPLOCOTEPO CUVNOLOUEVEC OTLG TILO
oOBaPEC MEPUTTWOELC.

Awatapaxég AkonG :H akon elvat puolodoyikn

Awatapaxég pwvnong :H dwvr pmopet va sivat Bpaxvi 1 pe BopuPwdn
avanvory Aoyw ¢ OpopBwong kat tNg epPoAng (emboli) mou
TIPOKOAOUVTAL EEALTIOG TWV TIEPLOEPLKWY KLVNTLKWYV EAAELLUATWV.

Awatapaxég Avtiaxnong : H avtixnon eivot ducloAoyikrp aAAd pE TNV
npoodo NG Olatapaxn¢ n OSuocapBplo  pmopel va  TPOKAAECEL
UTIEPPLVLKOTNTA KOl .0UVHOLOTN OTOUATLKA OVTAXNON.

Mwoolkég StatapaxEG : H YAwooLkn avamtuén eival cuxva KOVoVLKN Kal n
Swadoxlkny  xelpotépeuon epdaviletar AOyw KOl TWV  OYYELAKWY
QMOTEAECOUATWY KAl TwV Paokwv HeTaBoAkkwy amoteAeopdtwy. H
gevbexopevn kapdlakn mpooPBoln eival mbavov va katainéel oe adaoia.
Q¢ mpoodeutiky petafoAikny Sdwatapaxr, n YAwooa sival avaloyn HE TO
BaBuo Tou yvwoTtkou TpoBARHaTOC.

Tuotpata ToU emMnpPealovial  TEPLOCOTEPO:OTTIKO, UOOKEAETIKO,
SEPUATLKO, AYYELAKO, KEVTPLKO VEUPLKO cUOTNUA, GANQ

e OpOaApkO : Noapektomion PAedpapwkov adéva (ectopia lentis —
e€apBpwon ¢dakol), KATAPPAKTNG, AUAUPWON UATIOU , KEPATOELSNC
aoBeotonoinon, ouppikvwan iptdac .( BurcEak Ekinci, MD, Hulya
Apaydin, MD, Melih Vural, MD, Sibel O zekmekcEi, MD, 2004).

e MuookeAetiko: Aduvato, PnAoAyvo cwpa (marfanoid ocuvnleia),
PnAd avaotnua, ooteomopwon, okadoeldng Owpakag, TPOEKTOON
kAeldwong, okoAiwon, kKupwaokoAiwaon.

o Aéppa: Akun ota UYWHOTLKA, KOKKIVIOHA SEPUATOC, aVOLYTOYPWUA
Sépua kot paAdwa.( BurcEak Ekinci, MD, Hulya Apaydin, MD, Melih
Vural, MD, Sibel O~ zekmekcEi, MD, 2004).

o Ayyewako: Eykedaloayyelaka atuxnuota, OpouPwon, eUPOAEG
(embolisms).

e Keviplkd veuplkd ovotnua: [poodeutik) yvwotiky €€acOévnon,
Juxlatpkn Satapaxn, enctgodiakn kataGAwpn ,EmANTTIKEC KPIOELC

~ 93 ~




oto 20% TwvV TEPUTTWOEWVY, Olavontiky KoaduoTEPNON, TEPLPEPLKN
veuponadeta. (BurcEak Ekinci, MD, Hulya Apaydin, MD, Melih Vural,
MD, Sibel O~ zekmekcEi, MD, 2004).

e AM\a: MNaykpeatitdba

EEEAEN ko pOyvwon: XTI Lo coPaPEC TEPLUTTWOELG N Sldyvwon yivetal
dawopevik@ otn vnmakn nAwkia kaBwg n mpododo¢ NG cofapnc
ekdnAwong g Statapaxns Twv KALVLKWV EUPNUATWV
ouvuneplAappavouévng tng oofapng kabuotépnong. € KATIOLEG
TIEPUTTWOELG, N €vapén dev elvat opatr) HEXPL TNV Ttatdikn nAkia. H évapén
NG evdeXOUevVNG Bvnalyoviag UmAoKnC TG BpouBwong kot Tng eUBoAng
notkiAet petafl tng edbnPiknic nAwkiog kot tng 4"° f 51° Sekaetia tng Lwnc. H
petapfAntotnta, efaptatol amo tnv nAwkio tng €vapéncg. Evac aplbuog
Bepamelwv £xel mpotadel cupnepAapBavopévne tng xPnong Tou GoAkou
0&€0¢ Kal AAAWV XnULKwV TIou BonBolv otov meplocoTtePo GUCLOAOYLKO
pueTaBoAlopd. Ot SUCTOVIKEC OUOTAOEIC O autr T dwatapayn
avapEpdnkay va ival E0TIAKEC KATA TNV Evapén Kol YEVIKEUUEVEC LUE TOV
katpo.( BurcEak Ekinci, MD, Hulya Apaydin, MD, Melih Vural, MD, Sibel O
zekmekcEi, MID, 2004). H Sepancia ue nupobdofivn, uedetovivn n Bitaivn
eunodbileL tnv avantuén Twv CWUATIKWY Kal Yuylkwv dlatapaywV oTi¢ Lo
QKPAUEC TTEPUTTWOELC UOVO OTaVv auTeC apyilouv atnv Bpepikn nAwia. ( J.
Sokolovd, B. Janosikovd, J.D. Terwilliger, T. Freiberger, J. P. Kraus, V. KoZich,

2001).

Awadopikn Stayvwon i dwadopodiayvwon : O CWHATIKOG POLVOTUTIOC
glval evlelkTIKOC TOou ouvdpouou Marfan, oM@ n TPOOSOC TwV
VEUPOAOYLKWY KOl AYYELOKWY CUUTTWUATWV (€EuBoAn kat Bpoppwon) sivatl
SladopeTikn) amo aut Tou cuvépopou Marfan OTIOU OL KUPLEG AYYELOKEC
AVWUOALEG avapEPOVTOL OTN CLOPTLKH AVATOUN.
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ONOMA: Hunter Syndrome

Eniong yvwotd  wg : MukomoAucakxapibwon  tUmou Il
(Mucopolysaccharidosis), avendpkelwo iduronate 2 — ocouAdataong
(iduronate 2 — sulfatase deficiency).

To ouUvdpopo Hunter slval To HOVO HUKOTIOAUCAKXAPLOIKO cuvdpopo (N
a0B0€vela. AUTTOCWHOTIKAG  amoBnKeuong - lysosomalstorage) mou
napouolalel puloouvdetn attiodoyia. Evag oaplBuog SiadopeTikwy
petafoAwv oto i6lo yovidlo €xel avakaludOel katl umtapxouv 2 TUTIOL TOU
ouvdpopou Hunter mou dladpEpouv oto Babud coBapdtntag coBapotnta.
AUTEC oL 2 dOpuEeG Exouv xapaktnplotel cav MPSIIA (coBapn popdn) Kat
MPSIIB (Ama popdn). Ta XopakTtnPLoTKA Tou cuvdpopou Hunter eival
opola ME eKkeiva TwWV OGAAWV  HUKOTIOAUCOKXOPLOWKWY CUVSPOUWY,
OUUTEPANAUBAVOUEVNC TNG LETAYEVVNTIKAG EVapPENG TNG EKTPAXUVONG TOU
MPOOWToOU, TPNEWWO TwV  opBpWOEWY, YVWOTIK OVETIAPKELD KOl
erudelvwon, Kot TEAOG aVOTVEUOTIKEC SUOKOALEG. (Mo pial 1o AEMTOUEPNG
e€nynon tn¢ acBévelag TG AUCOCWHLKNAG amoBrikeuong 8¢ To cUVOPOUO
Hurler). To Hunter syndrome mpokettal yla pia @uloouvdetn Siatapayn
TTOU _EKONAWVETOL KATA KUPLO AOY0 OTa QpOEVIKG Kol omaviwe ota UnAukd.
Juvavtaue 2  SlopopETIKOUC TUmouC  tou ouvépouou  Hunter/MPS
taélvounuévouc ouuewva Ue TNV nAkio évapénc kot tn coBapotnta Twv
ovurtwuatwy. Etol,  umdpyel o TUMOC  mpwwunc  évapéng,  mou
YapaKkTNEIlsTOL OITO TEPLOOOTEPO 00Bapd CUUNMTWUATO KOL O TUTTOC OYLUNC
gvapénc  ue  Awyotepo  coBapa  ocuvuntwuata.  Ta  CUUNMTWUOATA
nepAauBavouv _ekeiva mou egival kowvd yio TiC SU0 UOPQEC KaBwe Kal
Yuyikn emmbeivwon _mou _odnyel o€ vontikn UOTEPNON, EMIVETIKOTNTA
Kadwe Kol UTTEPKIVNTIKOTNTA. EKTIUATOL OTL N oUuxvoTnTo TOU OUVOPOUOU
givat 1 orouc¢ 100.000 ue 150.000 yevvroeic maykoouiwc. H mpwiun Evapén
ToU ouvdpouou Hunter ekdbnAwvetat Aiyo ueto ta 2 €tn. (Gheona Altarescu,
Paul Renbaum, Talia Eldar-Geva, Baruch Brooks, Irit Varshaver, Mical
Avitzour, Ehud J. Margalioth, Ephrat Levy-Lahad, Deborah Elstein, Silvina
Epsztejn-Litman ,Rachel Eiges, 2011).

Awttodoyia: QuUAOCUVSETN UTOAELIOVEUN KAnpovoulkotnTa. To yovidio
gxeL xaptoypadnbel oto Xg27.3-g28 kol €xeL meplypodel wg IDS
(iduronate 2 — sulfatase). [NpokaAsital amd avendpkela tou eviUuou
tboupovikn-2-gouAartaan. (IDS) (Gheona Altarescu, Paul Renbaum, Talia
Eldar-Geva, Baruch Brooks, Irit Varshaver, Mical Avitzour, Ehud J.
Margalioth, Ephrat Levy-Lahad, Deborah Elstein, Silvina Epsztejn-Litman,
Rachel Eiges, 2011).
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Awatapaxeg Aoyou: e coPapeg HopdEG, N MPWLUN Evapén tou Aoyou sival
dUGCLOAOYLKN OAAA PE TNV APXN TWV KALVLKWV XOPOKTNPLOTIKWY UTIAPXEL pLaL
apxXlk ouykpatnon tn¢ oavamtuénc kot Stadoxkoc  ekdpuliopods. H
apBpwon ylvetal apyd avamtuooopevn, €attiog TnG LEYAANG YAWooag Kot
™M¢ avénong Tou unmepwiou Kal odovtodatviakol emdpuatog (alveolar),
TIoU TIOPEUTIOSIEL TNV TOTOBETNON KO TNE KV OELS TG YAWOooOG. YIAp)EL
ETLONG VEUPOAOYLKOG EKGUALOUOC TToU CUUPBAAAEL otnv SucapBOpia.

Awatapayxeg oitiong: H mpowpn oltion elvat kavovikn. Ztn madikn nAkia,
toa madld pe tn oofapn Hopdnry apxilouv va avamtuooouv Kol
OVOTIVEUOTIKO OUMPBLBACHO KOl QVOTOUKA) aAAoyr) TNG OTOMOTIKAG
KOWAOTNTOG Kavovtag tn duactoloyikn oition duokoAa avext. Mia aAlayn
o€ oltion poAokwv Tpodwv Ba pmopouoe TeAKA va €lval avaykaia kot
oTo teAeuTalo otadlo tng cofaprc Slatapaxng, N OTOMATIKN oltion pUnopet
va yivel aduvarn.

Awatapaxeg Akong: Kabwc n xpovia cupdopnon yivetal mo cofapn, n
QYWYLUN omwAELa akong spdaviletal ouxva HeE T xpovia dldxuon tou
HECO OUC TIEPUTAEKWHEVN aAMO TNV av&non Twv EKKPLOEWV KoL TO
«KOAwbec ouc» (‘glueear’). NeupoaitoOntnpia kwewaon. (T Ochiai, Y
Suzuki, T Kato, H Shichino, M Chin, H Mugishima, T Orii, 2006).

Awatapaxég pwvnong: Me tnv mpdodo TG MAPEUTOSLONEG TOU OVWTEPOU
KOLL KOTWTEPOU aEPAYWYOU UTIAPXEL pLa Xpovika aduvatn Bpaxvn dwvn.

Awatapayég Avtixnong: H avtixnon slval apxkad Kovovikr, oAAd pmopel
va YIVEL UTTOPPLVLKI LE TNV NALKLA KaL TV Tpoodo tn¢ Statapaxng.

Mwoolkég Slatapaxeg: H mpwipn YAWOOLK OVAMTUEN €lvol opxLKa
KOVOVLKN Ylot OAEG TIC TIEPUTTWOELC. XTI ocoBapéc popdEC, n yYAwoolkn
avantuén otapatdel otnv maldikn nAKia Kot TEAIKA EMIOEWVWVETAL OTNV
eviAlkn Twn. Ze To AMIeG HopPEC, N YAWOOO MMOPEL va TOPAUELVEL
duolohoyikn HEXPL TNV eVvAAKN Twr).

ZuoTAMATA IOV ENMNPEAOVTOL MEPLOCOTEPO: AVATTTUEN, KEVTPLKO VEUPLKO
oUOTNUA, KPAVIOTIPOOWTILKO, OTITLKO, HUOCKEAETIKO, KAPOLOTIVEULOVLKO,
YOOTPOEVIEPLKO.

e Avantuén: Kovtd avaotnua ( o coPfapo oto MPSIIA)

o Kevtpwkd Neuptko Zuotnua: H apxikr) Kavovikn avamntuén akoAouBeitat
QMO YVWOTLKI OVETIAPKELA, N VONTIKI OVETAPKELA VIVETAL TEALKA
ooBapny oto MPSIIA, aA\d n vonuooulvn €lval AT 1} KOWVOVLKH OTO
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MPSIIB, ubpokedalia (oto  MPSIIA), mapofucpol  (MPSIIA)
unepdpaotnplotnta (MPSIIA)

e Kpavionpoowruko: Tpoaxio mpoowna, Xovipd XeiAn, umneptpodia
obovtodatviakou emnappoatog (alveolarridge), avénon tng umepwac.
Xovdpoeldn) yapaktnplotikd mpoowrnou, ueyadlokepaldia, avénuevn
napaywyn uaAdwwv. (Gheona Altarescu, Paul Renbaum, Talia Eldar-
Geva, Baruch Brooks, Irit Varshaver, Mical Avitzour, Ehud J. Margalioth,
Ephrat Levy-Lahad, Deborah Elstein, Silvina Epsztejn-Litman, Rachel
Eiges, 2011).

o OpOaApkO: OnAwoidnua(Papilledema), pn ¢uoloAoylkd xpwua Tou
apdPAnotpoetdn xttwva (MPSIIA), apudBANCTPOELOIKOG EKPUALOUOG
(MPSIIA), apdiBAnotpoeldikdg Bolotnta (MPSIIB).

e MuookeAetiko: Kovtog  Aaiwpog(  MPSIIA),  oUvOpoOHO  KAPTILKAG
onpayyag(MPSIIB), kUpwon, mpoodeutiki akappia Twv apBpwoswy.

e KapSlonmveUHoVIKO: EMIOWPEUTIKN) amotuyio Kapdlag, HeyaAn Oefla
kapdla, Swatapaxeéc g PaABidag (MPSIIA), puokopdlokd THAELUO
(MPSIIA), otedaviaia aptnplakiy acBeveia (MPSIIA). NAoluwén tou
QVATVEUOTIKOU oUaTNUATOC, AGyw mveuuovikng npoaBoAnc.(T Ochiai, Y
Suzuki, T Kato, H Shichino, M Chin, H Mugishima, T Orii, 2006).

o Tlaotpoevieptko: MeyéBuvaon tou nnatog kat/ A tng ormAnvag (MPSIIA),
Swappota (MPSIIA), BouBwvikn (inguinal) ko opdaiia kAAn (MPSIIA).

E€EMEN Kal mpoyvwon: ITg mo coPapéc popdéc (MPSIIA) n aoBévela
yilvetal atobnti Katd tn mpwipn modiki NALKLa Kat n ypriyopn mpoodog e
™V mMAsoPnodia Twv acbevwv va amotuyxavouv va em{joouv HEXPL TNV
NALKLO TwV 18 xpovwv. H yvwoTikn tkavotnta, n opia, n yAwooao, Kat ot
OKOUOTLKEG AELTOUPYIEG, OAa eTLbElVWVOVTOL PE TNV NAKIA. € TLO ATILEG
nopdéc (MPSIIB) n évapén eival kat n mpoodog sival apyrn. Mdvo ot
aoBevel¢ pHe TA AT YVWOTIKKA TpoPARuata 1 HE tn HUOCLOAOYLKNA
vonuoouvn kot YAwooa emifuwvouv pEXpL tVv eviAlkn Twn. Kapia
Sdpaotikn) Bepameia dev €xel akoun Ppebel yia tn coPapn popdn tou
ouvdpopou. Katampalvrtiky Bepaneia eival evOELKVUOUEVN OFE TILO NTUEG
KOTOOTAOELG, oupmeplapBavopévng tng Bepameiag tng Sldxuong tou
HECO OUG KOl TNV OVAMVEUOTIK acBévela. H OGepamneia tng¢ evIuulkng
vnokataotaonc (ERT) eival Stadoun onuepa yio TNV aVTUETWIILON TOU
ouvépouoU, watoogo n BeAtiwon twv cuuntwuatwv Sev_eupavilel ta
emduunta_anoteAéouata. (Gheona Altarescu, Paul Renbaum, Talia Eldar-
Geva, Baruch Brooks, Irit Varshaver, Mical Avitzour, Ehud J. Margalioth,
Ephrat Levy-Lahad, Deborah Elstein, Silvina Epsztejn-Litman, Rachel Eiges,

2011).
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Awadopikn diayvwon 1 dradopodiayvwon: H eudavion tou mpoownou
Kat n duoikn pododoc tn¢ Statapaxng eivot OpoLla pe AAAEC AUCOOWLKEG
a00éveleg amoBrikeuong Kal UETABOALKEC SLaTapoxEG. YMAPXOUV TEAIKA

OXETLKA OTOLXELWON TEOT TOU Pmopolv va eniBefatwoouv TNV dtdyvwon
Tou cuvdpopou Hunter.
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ONOMA: Hurler Syndrome

Eniong  yvwoto w¢ : MukormoAucakyapidbwon TUTIoV I
(Mucopolysaccharidosis type 1), avendpkela alpha — L — iduronidase.

OL 0.0B€veleg TNG AUCOCWLKAG amoBAKeEUONG 1 OL LUKOTIOAUCOKXAPLOLKES
glval pla opada yevetikwyv datapaxwv Holl He HETAPOALIKEG avwHAALEG.
AUTEC oL Slatapoxec mpokaAouvtol omo Ay oplOpd  eviupwv
(Aucoowpika éviupa ) ToOU €xouv TNV Aesttoupyia va SltaAvcouv Ta
HUKOTIOAUCOKXOPLOL, €miong yvwotd w¢ YAukooaplvoookyopidia
(glycosaminoglycans — GAGs). Ta pukomoAucakyxapibita 1 GAGs eilvat
pHeyala cuvOeTa Koppdtia {axapng rmou mailouv éva poAo otnv popdn Twv
OUVOETIKWY LOTWV TOU OWHOTOC. Y& PUOLOAOYIKA atopo ta GAGs eival
ouvexw¢ Stalupéva yla anaiowdn and ta Aucoowuka €viupa. Eav dev
elval SloAvpéva efattiag T™NG AUCCOCWWLKAG €evemapkelag Ta GAGs,
amoBnKeVOVTAL OTOUG LOTOUG TOU OWHATOG. JUVETIWG OUTEG OL SLATAPOXEG
glval TPOOSEVUTIKEC KoL O€ TILO ooPBapEg popdEC umopetl va avadepBouv ot
pwLpoL Bavatol. To cuvdpopo Hurler esival éva amo tig coPapég popdEg
¢ HukomoAuooakyxapidwong (mucopolysaccharidosis) pe mpowpn Kat
ypnyopn katndopikr mopeia. H anwAewa eviupou oto ocuvdépouo Hurler
elvat alpha — L — iduronidase. To Hurler eivai dlaitepa omavio, He
ouxvotnta sudaviong 1 otic 100.000 yevvioeig, aAAd ocav opado n
pukomoAvoakyapidwaonc(mucopolysaccharidosis) epdaviletal touAdaxlotov
1 otigc 25.000 yevvnoeig.  To mpooadokiuo {wn¢ twv modiwv ue Hurler
guvbpouo givat ouvnBwc Atyotepo amo 10 ypovia kot n Bvnowuotnta ival
ouvnBw¢ amotéAeoua tn¢ anoepaéng Twv aspaywywyv , tnc Aoipuwéng tou
QVATMIVEUOTIKOU KOl TwWV KaPSLaKWV ENMLTAOKWVY. Q0T000, N UETAUOTYEUTN
awornowintikwy BAaotikwv kuttapwV (SCT) kot n Yepaneia evIUULKAC
uniokataotaonc (ERT) €xet Bpevei ot avédavouv 1o mpoadokiuo {wng
avutwVv Twv natdiwv.( Stacey C Dusing,2007).

Attiodoyia : AUTOCWLKF UTTOAELTTOMEVN KANPOVOULKOTNTA,. TO YoViSLo €XeL
xaptoypadnBet oto 4pl16.3 kal anokaAeitatl alpha — L — iduronidase. Evog
aplOuog  AaMwv  acBevelwv  AUCCOCWMLKAG  amoBnkeuong  €ival
aAAnAopopdeg (allelic) popdég tou ocuvdpouou Hurler ou onuaivel otL
nipokaAouvtal amo SLopopeTikéC peTaAAdéelg oto 6o alpha — L -
iduronidaseyoviéto. To cuvdpopo Scheie kaL to cuvdpopo Hurler — Scheie
glvat  aAAnAopopdeg  ekdnAlwoelg NG HUKoToAucakxapidwong
(mucopolysaccharidosis) tumou |
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Awtapaxég Adyou : Mpwipo otadio avamtuéng tng ¢wvnong elvatl
duolohoylkd aAAd n aocBévela TPoXwPAEL MPOOSEUTIKA ypriyopa otn
vamakn nAwkia. H Yuxokivntikn avamtuén eival cuxva KaVoViKr) 0To ULoO
TIPWTO XPOVOo {wNG Kal UETA apyel Spapatikd TPV TNV OAOKANpwaon Tou
npwtou €toug Iwng. NMwoowka opdéonua mavouv vo TPoodsuouv Kal
avamntuoostal Alyog Aoyoc. Ta meploocotepa Atopa pe cuvdpopo Hurler
urtokUTtouv othv mawdikAn nAwkia, ouvABwe mpw dtdoouv otov 10°
xpovo {wng touc. H meploplopévn mapaywyn nxwv eumodiletal and tnv
avénon Twv 060vIodaATVIAKWY EMAPUATWY, TNV alENong tTng UMEPWAG, KOl
TNV XPOVLa OPEUTTOSLON TOU OVWTEPOU KOl KATWTEPOU agpaywyol odou.

Awatapaxég oitiong : H mpwipn oiton eivat ¢uololoyiky aAAd pe TNV
Evapén TWV CUUMTWHOTA, N TIAPEUTOSLON TOU AVWTEPOU agpaywyol odou
Kol N mMpoodo¢ TNG MVEUUOVLIKAG a.oBEvelag Ba mpokaAéoouv SuokoAla TNG
olttonc. Qotoco aoBeveic pe to oUVOpopo  Hurler epdavilovral
“"kovtoxovtpol * kot Pouokwuévol efaltiag TNG €VOOKUTAPPLKNG
anoBnkevong Twv GAGs. Autol yivovtal moAU adpavig Kol OAOOXEPWE
Bepuidikol. Itnv madikn nAwkia o cuvduaopog TNE oltong TNG OTOMATLKAG
KOWAOTNTOG KAl O QVOTVEUOTLKAG CUMBLRACHOC KAVOUV HLat GUGLOAOYLKA
oltton amiBavn, kat pla oAAayp o€ TO HOAOKEC TPOdEC YilveTol
armapaitntn. e METEMeLTA otAdL TNG OOBEVeELRG, 1N eVOANAKTLKA
Stadikaoia oltiong ouyxva ylvetal avaykaia.

Awatapayxé¢ AKONG :H aywylpun amwAegla akong e€altiog thg XPOVLog
SLaxuong vypo oto PHETO oUG elval TTOAU cuvnBLopEvn.

Awatapaxég dwvnong :H advvaun Bpaxvada kot to xpovio dpafipo sival
ouvnBlopéva Eekvwvtag mepimou otoug 3 — 6 WAVEC TNG {wNG Kot yivovtal
T(POOSEVUTIKA XELPOTEPO UE TNV NALKLAL.

Awatapayxég Avtiaxnong :YmMoppwikotnta AOyw TNG XPOVIAG PLVLKAG
TIAPEUTOSLONC KoL TOU LEYAAOC AeUdOoELdNC LOTOC elval TTOAU cuvnBLopEvn.

Mwoowkég Statapaxég :H yAwoouwkn avamnrtuén dev napouaotaletal oxedov
katBOAou katd tov 1° 1} 2° xpdvo LwhC. To yvwoTtkd mpoPAnpa pokaAeital
amo TG HeTafoAlkég SatapaxEg mou cuve)ilouv va Tipoodelouv HEXPL TOV
npoéwpo Bdvato tnv 1" Sekaetiag tng {wAC.

ZuotApaTa MOU eNNPEAlOVTOL MEPLOGOTEPO :AVATITUEN, KEVTPLKO VEUPLKO

oUOTNUO,  KPAVIOTIPOOWTILKO,  OPOAAUIKO,  HUOOKEAETIKO,  AKPAQ,
KOPSLOTIVEU LOVLKO, SEPUATLKO, YOLOTPEVIEPLKO.
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e Avantuén : Kovio avaotnua LETAYEVVNTIKAG Evapéng.

o Kevtpikd Neupko Zuotnpua: MpoodeuTikn yVwoTikh e€acBévnon.

e Kpoviompoowriko : Tpoxld XapOoKTNPLOTIKA TIPOCWITOU, XovTtpd XE(An,
avénuéva  obdovtodatviokd — emApuaTa,  SLEUPUUEVN  UTIEPWA,
HokpokepaAia, peyaln yAwooa, Kovir) Kal gupsio katw yvado,
napauopewueva-vnonAaotika-pikpa dovtia(Eleanor Mcgovern, Laura
Owens, June Nunn, Andrew Bolas, Anne O’ Meara, Padraiqg Fleming,
2010).

e OPOAAMKO: OOUMOC KEPATOELSNC XITWVOG

© MUOOKEAETIKO: ALEUPUUEVEG, AKAUTTEG apBpwoelg, KUPwaon, KOVIOG
Aalpog, Bwpoakoklovoeldng kaumoupa  (thoracolumbar  gibbus),
avwpaAieg e€apBpwong Loyiovu.

e Akpa: Bpoayudaktulog.

e Kapdionveupoviko: Itedaviaio aocBévela aptnpioag, PaAPdikn
otévwon, OeflomAeupn HeyaAn Kkapdid, aocBévela Kapdlag Aoyw
uneptpodiag, mapepunodlotiky acduia, mveuoviko oidnua.

e Aéppa: Tpuyoduioa.

e TlaoTpoeviePIkO/ KOWLAKO: AUCKOIALOTNTA, HEYAAO AMap, HEYAAN
onAnva, opdaila kAAn, BouBwknAn.

E€EAEN kat mpoyvwon: H évapén tng datapaxng yivetat cuvnBwg mplv
TOUG 6 MPWTOUC MAVEC IWNC UE TIPOOSEUTIKN EKTPAXUVON TOU MPOCWIOU,
apyn Kwntkn avamntuén, duckoAia apBpwong, epeBLOTIKOTNTA, KAl XPOVLa
ouudopnon. Metd amnd 6 pRves apyng Spapatikng avantuéng, os 2 xpovia
yivetal otaown. Apyotepa otnv matdikr nAwia urtapxel oTadLaK AmwAELQ
TWV lKavotATwyv. H mpoyvwon tng Bepaneiag sival blaitepa dptwyn. H
UETOUOOYEUON _aiuorolnTikwV _ BAaotikwv kuttapwv  (SCT) eival  uia
QTOTEAECUATIK OTpatNYIK ylo ta matdia Ue  pukomoAvaakyapidwan
turtou I: MPS1H, odnywvtac otnv BeAtiwon tn¢ Yuyokivntikng avantuvéng,
UL OYETIKN UEIWON TNC TEPLUETOOU TNC KEQPAANG, Kal rmaAwvdpounon twv
evépokpaviakwv BAaBwv akoun kat oce  mawdid  mou  AauBavouv
UETOUOOYEVUON UETd TNV hAkia twv 2 etwv.( Thomas Liicke, Anibh M Das,
Hans Hartmann, Karl-Walter Sykora, Frank Donnerstaq, Gerhard Schmid-
Ott, Lorenz Griqull,2007). Suykekpwueva, BAaotika KUttapa tou 60Tn
ntapeyouv dtapkn entineda tn¢ a-L- iduronidase ue arotéAsoua tnv enilvon
¢ _unepBoAikric GAGs OTouC LOTOUC TOU CWUNTOC TTIOU LE TNV OCELpd
QVTIOTPEPOUV TTOAAD QITo TO YAPAKTNPLOTIKG TTOU OYETI{ovTalL UE aUTH TNV
kataotaon. Ta BpEpn 1mou  YewloUvTal OTIC TIANYEIOEC OLKOYEVELEC
eAéyyovral katda TI¢ mpwrteC eBbouadec tn¢ lwn¢ touc¢ Kalt ouvniwc
UETQUOOYEVOVTOL OE _vnruakn nAwkia, ouyva mpwv avontuéouv  tnv

~101 ~



awoturtukn eugavion. (Eleanor Mcgovern, Laura Owens, June Nunn,
Andrew Bolas, Anne O’ Meara, Padraig Fleming, 2010). TéAo¢ ta maudLa ye
o'vépouo Hurler umopei va mapoudlagtouVv UE KATW TOU UECOU OPOU
LELKTEC KLVNTIKEC IKAVOTEC KoL EUPOC TWV TTIEPLOPLOUWYV TNC KIVNOan¢ w¢ Toug
10 unvec tn¢ lwnc touc. Quatkn Bepaneia uropei va Bonvroest ta matdid
QUTA VO UEYLOTOTTOLNO0UV TIC AELTOUPYIKEC LKAVOTNTEC KoL Vo SLaTnPHoouV
TIC UEIKTEC KIVNTIKEC IKOVOTNTEC YLo UEYAAUTEPO xpoviko Siwaotnuo( Stacey
C Dusing, Deborah Thorpe, Angela Rosenberg, Vicki Mercer, Maria L
Escolar, 2006).

Awadopkn Stayvwon R dtadopodiayvwon :To cuvdpopo Hurler sival
SLapopeTIKO amod TG AANEG 0oBEVELEC AUCOOWULKNG amoBrKeuong Kot ot
pueTafoAlkég Slatapaxec mou Paoilovtol O €pyACTNPLOKA TECT TOU
kaBopilouv To €viupo Tou givatl avwHaAo.
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ONOMA: Hypochondroplasia

H Ymnoyxovdpomhaoia (Hypochondroplasia) eivat €va ouvdpouo Ttou
duocavaloyou pe KOVToU avaotipatog mou eivatl aAAnAopopdo (allelic) pe
v ayxovdépomAaoia, oANd pe por Stadopetiky petaAalén oto FGFR3
yoviblo. Itn mponyoUlEVn QTELKOVLON TOU CuVOpPOUOU eival mBavov oTL
oMol aoBeveic pe auty tn Swatapoxy €xouv Stayvwotel OtL elyav
axovdpormniaoia.

Attiodoyia: Autoowpiky Kuplopxn KAnpovoulkotnta. To yovidlo €xel
xaptoypadnbel oto 4pl6.3 kol amolakeitat  FGFR3, 1 umodoxéog
tvoBAaotikol auvéntikou apayovta 3 (fibroblast growth factor receptor3).

Awatapaxég Adyou: H mapaywyrp tou Adyou eilvat KaAn, oAAG n
kaBuotépnon tng apxn elval mepimouv 10 pe 20 % ota ATOMO UE TO
oUVOPOUO MOV TTOPOUCLALOUV YVWOTLKO EAAELUUAL.

Awatapaxég oitiong: OL Statapaxég oltiong dev eival cuvnBLoOPEVEG oTO
oUVOpOUO OANA TIPWLUN OLTLoN UTToPEL va eival SUCKOAN O TEPUTTWOELC JLE
vnTmakn umotovia mou n dtadoxkotnta cuvexilel va avamtUooEL YWWOTIKA
npoBAquata.

Awatapayxeg AKONG:H akor elval VIO TwWV KOVOVIKWY OpLwv.

Awatapaxég dwvnong: H dwvnon €xel tumika uPnAo tovo.

Awatapaxég Avtiaxnong: H avtixnon eival yeviKA KOVOVIKI) av Kol O€
HEPLKEC TIEPUTTWOELG UTIAPXEL L0l SEUTEPEVOVCA UTIEPPLVIKOTNTA AOYW TNG
AETTNC IEPLOPLOUEVNC TTPOCOLAC KPAVLIOKAG BACNG KAl TNG ULIKPOTEPNG TOU
duclooylkol pvikng KaPouAag. H oTopatikr) avtixnon UnopeL miong va

EXEL KATIOLO LElWON YOV €€aTiag TWV OTIOVOUALKWY OVW LOALWV.

Mwoowkég Slatapaxés: H yAwoolk oavamtuén €lvol KAVOVIKH €KTOG
EKELVWV TWV MEPUTTWOEWV TIOU TTAPOUCLALOUV YWWOTLKA TpofANaTa.

IuotAMAaTa TOU eMNPeAloOvVTOL TEPLOCOTEPO:  KPAVIOTIPOOWTILKO,
OKEAETLKO, AVATITUEN, KEVIPLKO VEUPLKO CUOTNUA.

o Kpavwonpoowriko: Metwrmiky  mpoegfoxn, Aemt kovi mpocOia
kpawviakn Baon.
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o JIkeletkd: Ooteoxovdpodbuomiaocia, kovta dakpa He Ppaxuddaxtula,
ooduik AOPSWON, TEPLOPLOUEVN ETEKTACN OYKWVA, TIEPLOPLOUEVN
youdkn apbpwon, KUptwaon modwv.

e Avantuén: AucavaAoyo Kovto avaoTtnua.

o Kevtpikd Neuplko Zuotnpa: MNeplotaolokn A vontiky kabuotépnon,
TIEPLOTOOLOKK TIOLS LKA uTtoTOViAL.

E€EAEN Kau mpoyvwon: To Bapog kal to UYPoC TNG YEvvnNonG UMOpPEL va
glval YapunAo, aA\Q o€ UEPLKEC TIEPUTTWOELC E(vVaL KOVTA 0TO HUOCLOAOYLKO.
H avamtuélakn avemdpkela yivetatl davepr otnv mpwiun matdikn nAtkia.
To avaotnua Twv evnAikwy ival tumika ota 4 % nmodia. Kabwg to madi
TIEPTIATAEL TILO TTOAU Kol TiLo TIOAU to Bapog meEdTeL ota modia, n KUPTWON
(bowing) yivetal neploootepo pavepr). H mpoyvwon ¢ Bepaneiag sival
e€alpetikn. To Xelpoupyeio Umopel va ivat avaykaio yla TG omtovOUALKEC
QVWUOALEG, TNV ETUAKUVON TWV OKPWYV, WBLTEPWS Ta TOdW, €lvat
TBavOV val XpNOLLOTIOLOUVTAL TEXVLIKEG ATOCTIAONG.

Awadopwkp  Swayvwon 1R dwadopodiayvwon: H  ayovdpomhaocia
(achondroplasia) €xeL Opola eupriuata OAAA Ol  KPOVIOTIPOCWTILKEG
avwpoAleg sival afloonuelwteg otnv ayovdporAaoia, av Kot n pdavion
TOU TIPOOWTIOU E€lval OXETIKA KOVOVIK) otnv umoyovéporAaoio. H
OTIOVOUAIKEG aVWHAALEG €lval OHOLEG He ekelveg ToU eudavilovtal otnv
spondyloepiphyseal dysplasia congenita.
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ONOMA: Hypohidrotic (Anhidrotic) Ectodermal
Dysplasia

Enion¢ yvwoto wg : EEwdepuikny Suomhaocia 1, apdpwrtiky (Ectodermal
dysplasia 1, anhidrotic), cuvépopo Christ — Siemens — Touraine.

Auth n popdn efwdepuknc Suomhaoiag éywve yvwotr oto téhog tou 19°Y
alwva amno tov Charles Darwin nou nepleypae «to padoutn avdpa amnod
1o Sind» (" the toothless men of Sind"’). O Darwin mepléypa)e TOUG AVIPEG
4 olkoyevelwv Kovtd oto Hyderabad mou 6ev idpwvav, elxav HOVo PEPLKA
dovtia kat Ntav ¢alakpol. H mepypadn eival katadavwg umoidpwtiki
e€wdeputkny duomAaoia (Hypohidrotic (Anhidrotic) Ectodermal Dysplasia)
ylatt HOVo Ol QVIPEG OTNV OLKOYEVela ntav TipooPBePBAnuévol.( eival
duloouvdetn umoAewumopevn Swatapayxn), dev dpwvav kat gudavilav
OUMPUTN ONMWAELA OUYKEKPLMEVWY OOVTIWV TOU  £ival yvwoTto TwE
armouotalovta  o’autd TO oUVOpopo. Ot YEVETIKEC  SlaTAPOYEC
npoadiopilovtal ano EAAswyn n duayeveaia touAaytotov Suo eéwdepUutkwy
douwv, onw¢ ta puaAdia, ta voyla, ta dovua N ol Ldpwtomnoleic adEveC.
(Marja L. Mikkola,2009).

AttioAoyia: QulooUvEeTn UTTOAETOUEVN KANPOVOLKOTNTA. To yovidlo €xel
xoptoypadnbel oto Xq 12 — q13.1 kot anokaAeital EDA. MMpokaAsital amo
ustardaéeic os omotwodnmote amo to mopakatw yovidia: ectodysplasin
(Eda), Edar kot Edaradd. e onaviec neputtwoel, 1o HED ouvdestal Ue
QVETIOPKELOL _TOU _O(VOOOMOLNTIKOU CUOTHUATOC, TTOU TIPOKXAE(TOL  aTto
ustardaéeic ota mepaitépw otowyeio tou  yovidiou Eda, mou eival
amopaitnTa_yla. TNV _EVEpyoroinon tou mopayovia ustoaypo@nc NF-KB.
(Marja L. Mikkola,2009).

AwatapayEg AGyou: & TIEPUTTWOELC UE YWWOTIKO TIPOPANUA, o Adyoc eival
KaBuoTepnUEVOC. e AAAEC TMEPUTTWOELS, N EAAeWPn Sovtliwv TPoKOAEl
UTIOXPEWTLKEG OPOPWTIKEG OLATAPOAXEG KOL OVILKATOOTAOEL. XE HEPLKEG
TIEPUTTWOEL  UTIAPXEL OAOKANPWTLKA  OMWAEL TWV TPWLLWY Kol
deutepevoviwy doviiwv (avodovtia) . Mo ocuxvd, umdpxel Evag aplOpog
Suopopdwv Sovtiwy, cupmnepAapBavopévwy tTwv Komtnpwv(incisors) n
Twv Kuvodovtwv(canines) kol opketwv ¢povipitwy (molars). Ymapxel
eniong peiwon tou UYPoug tou obovtodatviakol (alveolar) kokaAou
g€autiag Tou TEPLOPLOPOU KOl TWV AVW KoL TWV KATW TIAVW OSOVTIKWY
KAUAPWV e eMakOAouBa apBpwTikd pofAnuaTta.
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Awatapoaxég oitiong: YIApXEL OTOUATIKI) EAATTWON TOU GLEAOU £TOL TIOU TO
OTOMO OTEYVWVEL. AutO pmopel va mpokaAel SuokoAla otnv pdacnon
KAmowwVv tpodwv. Emopévwe ouviotatal n auvénuévn KATavaAwaon vypwy
Katd tnv dtapkela tou payntou. H anwAela twv doviiwv pnopel eniong va
QTTOLTIOEL JLOL TTLO MOAOKE Tpodn).

Awatapaxég Akong: H akon gival ¢ucololoyLKn. Ze 0PIOUEVEC TTEPUTTWOIELC
aoUsvwyv gyel rtapatnpnUel aywyiun anwlsta akonc. (Roop Singh, Rajesh
Kumar Rohilla, Ramchander Siwach, Rajeev Sen , Kiranpreet Kaur DA, DNB,

2011).

Awatapaxéc dwvnong: H dwvn elval Bpaxvr Kal oXETWIETAL HUE TIC OTEYVEG
dWVNTIKEG TTTUXEG Kol Tov e€akoAouBNTIKO gpeBlopod e€attiag tng EAAeWPNG
Atmavonc (lubrication). e pepIKEC MEPUTTWOELC N Pwvry UTTOPEL va ival
BopuBwdnc. Meta amd peyain mepiodo Pwvntikng, n Suodwvia eivat
Kown.

Awatapayég Avtixnong: H éANAeuwpn mapaywyng BAévvag and toug adéveg
nipokaAel Eepn kpovota(dry crusting) otn HUTN KoL EVIOTE PLVIKO €UTOSLO
TIOU TIPOKOAEL UTTOPPLVLKOTNTAL.

Mwoolkég dwatapaxég: H yAwooo XELPOTEPEUEL OE TIEPUTTWOELS E
YVWOTLKA TTpo AN HaTaL.

Juotipata ToUu emnpealovial  MEPLOCOTEPO: Afpua, 0OOVTIKO,
KQOVLIOTIPOOWTILKO, OPOAAULKO, QVATTUEN, KEVIPLKO VEUPLKO OUOTNUO,
LUOOKEAETIKO, YEVVNTIKO — OUPOTTOLNTLKO, KAPOLOTIVEULOVIKO.

o Afppa: AwAslat HOAALWY , Qv epdavioToUV HAAALA lval oTtopadika,
AemTd Kal anald, anovcia WOpwTomoloy adéva, UTIOXPWHATIOUOS YUPW
and toug odpBaApouvg, atpodia PAsvvwdouc pepBpavng amouoia
olehoyovou kot BAevvoyovou adéva. Awyootda @pudia kot BAspapidec.
(Marja L. Mikkola,2009) Znpo bépuca. (Nosheen Bibi, Saeed Ahmad,
Wasim Ahmad, Muhammad Naeem, 2011) YmomAaocio n_oamouaoio
uaotkwv _adgvwv. (Roop Singh, Rajesh Kumar Rohilla, Ramchander
Siwach, Rajeev _Sen , Kiranpreet Kaur DA, DNB, 2011) YneprAaoia
ounyuatoyovwyv _adévwy, oe Siagpopouc Baduoug, ota uayoula, otn
uutn, oto nnyouvy, k.o (Julie V.Schaffer,2008) lNpoodcta yopaKTnOLOTIKC
Tou depuaroc HED mepiAauBavouy, amoAemnion tou SEPUATOC KATA TN
VEOYVIKN) TIEPI0SO, TTEPLKOYYIKO UTEPXPWUATIOUO Kot putidec. (Julie
V.Schaffer,2008).
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e 0Odbovtiko: Yrmodovtia i avwpalia, edv ta doviia epdavilovral eivol
Suopopda ocuVRBWE KWVIKA OE CXAHA.

e Kpavionpoowrukd: Metwriky €€dpBpwon bossing, kovt mpoodla
kpaviakr PBdaon pe Suopopdia pUTNG. [Mposgéeyouoa-ueyaia xeiAn.
(Nosheen Bibi, Saeed Ahmad, Wasim Ahmad , Muhammad Naeem,
2011) YnomAaoia avw yvadou, younAa tomovdetnuéva autid. (Roop
Singh, Rajesh Kumar Rohilla, Ramchander Siwach, Rajeev Sen,
Kiranpreet Kaur DA, DNB, 2011).

e OpOaApko: Avumapkto¢ Sakpuikog adévag, duotpodia kepatoeldolg
Xttwvo. Euavion katappaktn. (Roop Singh, Rajesh Kumar Rohillg,
Ramchander Siwach, Rajeev Sen, Kiranpreet Kaur DA, DNB, 2011).

e Avantuén: Kovto avaotnua. YromAaoia 1] anmouoio HooTKWY adEVwy.

e MuookeAeTlkO: JkoAlwon, amdacio  TOU _00TOU _ TNC  KVNUNG,
Boayudaktudia, kAwvodaktulia. (Roop Singh, Rajesh Kumar Rohilla,
Ramchander Siwach, Rajeev Sen, Kiranpreet Kaur DA, DNB, 2011).

e [EVVNTIKO — OUPOTOLNTIKO: JUYYEVAC VEQPIKN ayeveaia. (Roop Singh,
Rajesh Kumar Rohilla, Ramchander Siwach, Rajeev Sen, Kiranpreet Kaur
DA, DNB, 2011).

o Kapdlonveupovikd: ANowwwéelc  avanveuotikou ocuatnuatoc. (Julie
V.Schaffer,2008).

e AMN\a: YYnAn Oepuokpacia ocwuaroc. NAoyw tn¢ goBapd UELWUEVNC
Lkavotntac epudpwong, ol aoleveic ue HED €youv _tnv _taon va
avVanTUooouV unepdepuioc UE TN CWUATIKA doknon N tnv_e€kJeon o€
leoto _rneptBaAdov. Ta Bpepn ennpealovral ocuyva mopouvotalovrac
enavalauBavouevouc uyndouc nupetouc. (Julie V.Schaffer,2008).

E€EALEN kaL mpdyvwon: H eEwdepuikn Sduomhacia eival ocuxva SuokoAo va
SlakplBel og veoyva kal ta Bpedn, e€attiag tNG PuoloAoyLknG amouaiag
TwV SovTlwv Kal HOAALWV O TIOANG pwpd. Ta vyl Twv SaxtuAwv twv
Xeplwv Kal twv Todwwv otnv adpdpwtikn (hypohidrotic) efwdepukn
Sduomlaoia eival puololoylkd, Pe amOTEAECHA va. PNV cUUPBAaAAouv otn
Stayvwon. EmumpooBeta 1o SE€pUa TWV HWPWV KAl TWV VEOYVWV Elval
ouxva gvaicbnto kat oe efwtepikad epebiopata. H mpoyvwon eivatl kaAn
EKTOC AV UTIAPXEL ONUOVTIKO YVWOTLKO TPOPANHa. Ot 080VTIKEG SLaTAPAXEC
TIOU TtpoKaAoUV TpoPANHaTa AOYou UTOPEL va NV €XOUV LKOVOTIOLNTLKN
AUon eneldn to odovrodatviako (alveolar) KOKAAO glval UTTOOVATITUKTO Kall
N OVIKATAOTOON TwV SoVIIwV amo HOoEAEG 1 epduTELUATA UMOpPEL va
elvalt efalpetikd SUokoAn. Edv pepwkd Ooviia mapoucLlacTolVv Kol
SdtatnpnBoulv, n mpoobeTikr avtikatdaotaon sival mbavn.
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Awdopiknp Swayvwon 1 Swadopodidayvwon: MoAléG  e€wdepULKEC
Suomaoieg €xouv EAeldn 1 amouoia LaAALWY Kot SovTiwv oAAG 0 BaBuOG
™mMe edpibpwong N g adidbpwon Staxwpilel autd to cuvdpopo amod Ta
aAla. Ta ocuvépopa Onwg to Rapp- Hodgkin eEwdepuikn Suomlacia kot

Vv EEC €xouv avwpaAieg vuxlwy, Kol emumpocBsta xelheooylotia Kat/ f
UTtEpwLooyLoTia.
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ONOMA: Jackson — Weiss Syndrome

Eniong yvwoto wg : ----

To oUvdpopo Jackson — Weiss gival éva cUVOPOUO TNEG KPAVIOOUVOOTWONG
(craniosynostosis) mou oklaypadndnke mio mpocdata and to cuvdpouo
Crouzon, pe to omoio Kal potaletl. To cuvdpopo eival mMBAVWE CUXVA KOKWE
Slayvwopévo wg ouvdpopo Crouzon 1 ouvdpopo Pfeiffer. H aAnBwn
mAnBuoplaky emikpdtnon tou &ev elval yvwotr), aAAd epdaviletal
Tlavwg HE xapnAotepn cuxvotnta o’ OtL to ouvépouo Crouzon. To
ouvdpopo Jackson — Weiss mpokaleital and pia Stapopetiky LeTAANagN
oto (610 yoviblo pe auto mou sivat appoddio yia to cuvépopo Crouzon.

Attlodoyia : AUTOOWWLKA ETKPATIKI) KAnpovoukotnta. To ouvdpopo
mipokoAsital amd o petdMaén oto yovidlo FGFR2 (umodoxéog
tvoBAaotikol auéntikou mapayovta 2 — fibroblast growth factor receptor
2) mou Bpioketatl oto xpwpoocwuo 10g26.

Awatapaxég Adyov : H apBpwon xapaktnplletal amd T UTMOXPEWTLKEG
npooBdleg SlaotpePAwoelg mou oxetilovtal PE TN KOk oUYKANON Twv
Sdovtiwv tumou Il kat tn dvw yvablaioa vrtomAacia. H yl\wooa avaykaletal
ouxva va apBpwoel otnv KATw yvabilaia Kapdapo AOyw Tng oTEVWONG Kot
™N¢ uTtomAaciag ¢ dvw yvabou.

Awatapayég oitiong : Tnv mpwipn ottion pmopel va e€aoBeviosl amod tn
PWIKN €udpaln kot amod TNV MapeUnodlon Tou agpaywyol odou.

Awatapayxeg AKONRG : H aywylpn amwAgla aKong lvol €vo TEPLOTACLAKO
gvpnua.

Awatapayég dwvnong : H dwvnon sivat ducloAoyikn.

Awatapaxég Avixnong :H umopuvikotnta €ivat Kown Kal mpokaAeital amno
™V PWIKN €udpaln kal amo tnv WUkpn pwvodapuyykn(nasopharyngeal)
KoL\OTNTO.

MwoowkEég dtatapaxeg : H yA\wooikr avamtuén eivatl puaotooyikr).

ZuotApaTa Mov ennpealovial MEPLGGOTEPO : KpavIOTPOOWTILKO, AKpa
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e Kpavionpoowrko : Kpavioouvootoon (Craniosynostosis) moAAQTAwWV
ouppadwv,avw yvadblaio vrtonhaoia,nmia eEwdpBaipia(exophthalmos).
Meoonpoowrtikn urtortAaoia, eninedn  pwikn yépupa, oxlotia
orouartoc.( L.C. Ad&, J.C. Mulley, I.P. Senga, L.L. Morris, D.J. David, E.A.
Haan, 1994).

e Akpa : MNAatd peydAa SAKTUAQ O0TO AKPO Tou TOSLOU, HAAAKOC LOTOC
ouvdaKkTtuAilag Twv SelTtepwy Kal Tpitwv SakTUAWV Tou TodLoU, KapTTLkA
n_@alayyikn €vwon twv_yeplwv, Sepuatikn ouvdaktulia, Evwan
KUBoeLboUC 00TOU KAl TTEPVAC, CUVIOUO , EUPU NTPWTO UETATHPOLO KOl
aouvvidioto oynua twv ootwv tou tapoou. (L.C. Ad&, J.C. Mulley, I.P.
Senga, L.L. Morris, D.J. David, E.A. Haan, 1994).

EEEMEN KoL mpoyvwon: Xtn YEvvnon, HUEPKA MwpA HE TO OUVOPOUO
Jackson — Weiss spdavilovtat puotoloyika. Me tnv nAkia, n avw yvadlaia
urnonAacia yivetal epdavig Kol TEPLOCOTEPO EVTOVN OCO N KATW yvabog
avéavetal Kavovikd. To mpooBio fonatanel pmopel apyxka va €lvol avoLKTo
oTn yévvnon akOUa KL av n Kpovioouvootoon(craniosynostosis) gival nén
napovoa oe AAAeG cuppadE. H cuvootwon Sev eival otatikr, aAAd apyd
npoodeutikn. Emopévwe, n mapouacia tou mpocOlou fontanel otn yévvnon
Sev MpEMEL va epUNVeVBel MWE onuailvel OTL To Kpavio gival ducLloAoyLKO.
H mpoyvwon eival aplotn. H yvwotikn e€aoBévion dev elval Eva KALVIKO
XOPOKTNPLOTIKO YVWPLOMA TOU Ouvdpopou Jackson — Weiss. Ot
KPOVLOTIPOOWTILKEC AVWHAALEG UTTOPOUV VoL pUBUILETOUV XELPOUPYLKA.

Awadopwkp Swayvwon n  dwadopodiayvwon: H kpavioouvootwon
(Craniosynostosis) kal n avw yvoBwaio umomlacia sival ta Baoika
gupnuata oto ouvépouo Crouzon, aANA eival o Bapldg Hopdng Kot To
e€wTtpoxlaouog (exorbitism) eivat kowd oto Crouzon evw UTAPXEL HOVO
ATLO TPNELUO TWV HATWV oto ouvdpopo Jackson — Weiss. O HOAOKOG LOTOG
ouvdaKkTtuAlag eival kowog oto cuvdpopo Saethre — Chotzen , aAAd n
KpPOVLOOUVOOTWOoN(craniosynostosis) Kol oL aVWUOALEG TOU TIPOCWTTIOU ival
SlapopeTikéC anmod auteg ou epdavilovral oto Jackson — Weiss. Ta TATLA
poyaAa SAKTuAa oto akpo tou modlol eival kowvd oto cuvdpopo Pfeiffer,
aAAd ot mAatiol avtixelpeg dev Bplokovtal oto Jackson — Weiss, Oonwg
epdavilovrat oto cuvdpopo Pfeiffer.
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ONOMA: Johanson — Blizzard Syndrome

Entiong yvwoto wg : Pwikn mtepuyoslwdng umonAacoia (Nasal alar hypoplasia),
unoBupopeldlopog (hypothyroidism), maykpeoatiki(pancreatic) achylia, kat
ouudutn kwdwon (congenital deafness).

To cuvépopo Johanson — Blizzard eival omdvio aAAd eUKOAQ AVAYVWPLOUEVO
ouvépopo AOYW TwV €USLAKPLITWY €KONAWOEWV TOU TPOCWTIOU KAl TNG
evbokpwnc (endocrine) aoBévelag. OL OnAUKEC TEPUTTWOELG  £€XOUV
UTLEPLOXVOEL, OAAA N QUTOCOWHLKI) UTIOAEUTOMEVN KANPOVOULKOTNTA HTOV
ETUKUPWHEVN amd Sladopa yevealoylkd OEvipa HE TOUC OmPOoPANTOUG
YOVEIG Kal Ta emnpeacBEvTa KoL apoevikad kot BuAika. (Johanson and Blizzard,
1971, kat Park et al.,1972). To 1971 o Johanson kat o Blizzard nrav ot mpwtot
TTOU _ TTEPLYPAYQVE T YAPAKTNPLOTIKY yvwpiouata Tou  cuvdpouou.
(Christopher R. Fichter , Garry A. Johnson, Stephen R. Braddock , Joseph D.
Tobias, 2003). To guvpouo JBS €xel pula ekTiuwuevn entkpatnon 1: 250.000
yevvnoeic. ( Mariet Elting, Ariana Kariminejad, Marie-Louise de Sonnaville,
Jaap Ottenkamp, Susanne Bauhuber,Bita Bozorgmehr, Martin Zenker, Jan M.
Cobben, 2008).

Attiodoyia : AUTOOWHLKI UTIOAELMOUEVN KAnpovoulkotnta. To yovidio Sev
€xel xaptoypadnbel n mpoodioplotel. Ev_ kaipw, TO yovibio UBRI1
Tavtonoldnke oto ypwuoowua 15q14-21. Oudluyec n etepoluyec oUVIETEC
uetaAdaéeic o auto to yovidlo , w¢ eni to mAsiotov 0dnyouv ge uta mtAnpn
anwAela tn¢ Asttoupyiac autou tou yovidiou mou Bpednke va mpokaAei to
JBS. ( Mariet Elting, Ariana Kariminejad, Marie-Louise de Sonnaville, Jaap
Ottenkamp, Susanne Bauhuber,Bita Bozorgmehr, Martin Zenker, Jan M.
Cobben, 2008). Mopiakec UEAETeC amokaAvupav uta veéa ouoluyn Uetardaén
oro gfwvio 38 tou yovidiou UBRI1, n onoia emiBeBaiwvel tnv Siayvwaon tou
Johanson-Blizzard cuvépouou. (Gholam Hossein Fallahi, Mozhgan Sabbaghian
, Manijeh Khalili, Nima Parvaneh , Martin Zenker, Nima Rezaei, 2011).

Awatapaxég Adyou :H Aektikn mapaywyrn €ivat cofapd TeEPLOPLOUEVN OF
TIOAAEG, v OXL OTIC TIEPLOCOTEPEG, TIEPUTTWOELG AOYW TOU ouvOuaopoU Twv
QMOTEAEOUATWV TNG coBapng 1 TG MARPNG veupoalobntnplag (sensorineural)
QMWAELOC OKONG KAl TNG YVWOTLIKAG €€000EvVIioNG. € UEPLKEG TIEPLTTWOELG,
UTTAPXEL TIOAU TIEPLOPLOUEVN AEKTLKN TIOPAywYr, €0LKA OTO HLKPO TTOCOOTO
TWV TEPUTTWOEWV HE TNV duololoyky Sitavola. Evtoutolg, o€ QUTEG TIG
TIEPLITTWOELG, 0 "kouoc Adyoc" (“deaf speech”) ival o kavovag.
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Awtapaxég oitiong :Av kal n olton 6ev sival e€aoBeviopévn autrn kab'
gauty, n oavénon PBapoug eivat apyn Adyw TG Suaocamoppodnong
(malabsorption — AaBo¢ avappopnon tPoEng) KoL CNUELWVETAL CUXVA WG
"amotuyia tou va avantuydei". H ocofapn yvwotiky e¢aoBévion umopel
emiong va 0dnynoeL otnv unotovia otnv matdikn nAtkia. Metd ano tnv nAtkia
™¢ odovtikng €kpnéng, Ta dovtia eival avwpoAo 1 amovia KoL To pacnua
OPLOUEVWVY TpodwV Umopel va eivat moAu Suokolo.

Awtapaxéc Akong :H auvotnpn i mAAPng veupoaiodntnpla(sensorineural)
QTTWAELO QKON G ELVOLL O KAVOVAC E TNV avwHaAia TUtou Mondini Tou KoxAla.

Awatapaxég pwvnong 0L Slatapaxec dwvnong dev €xouv mapatnpnbel n
avadepbel.

Awatapaxég Avinxnong : H avtixnon sival dtatapaypévn Adyw tng "kw@ou
Adyou" o€ auTtoUC TToU £XouV KArola optAla, aAAd YEVIKA, UTTOpEL va umtapEel
pLa molotnta cul — de — sac otnv opAla Adyw pLag amodpaing tng npoodlag
PLVLKNC KOLAOTNTAG o TNV rtepuyoeldn (alar) umomAaocia.

Mwookég Satapaxeég : H yldwooa sival ouxva coBapd e€acBeviopévn Aoyw
NG YVWOTIKNG avemapkelag. MoAlot acBeveig €xouv IQ — Seiktn vonuoouvng
KATw oo 50.

Juotpata mov ennpPealovtal MEPLOCOTEPO : KpavIOTIPOOWTILKO, avamTuén,
VEVVNTIKO- OUPOTIOLNTLKO, KEVIPLKO VEUPLKO oUOoTNUA,SEPUATIKO,080VTLKO,
evOoKkpLVRG adEvag, yOOTPOEVTEPLKOC, KapSLakO

e Kpavionpoowrniké :H umomAoocia Twv pIKWV TTEPUYIWY, HUTN oav
paudoc (beaklike), koaBuotepnuévn mepdtwon tou TMPocBlou fontanel,
Kovty TpooBla Kpaviakn Baon, avw yvaBlwaila umomAaocia., gupiyyto
dakpuikou mopou (Mohammed S. Al-Dosari, Saleh Al-Muhsen,Ayman Al-
Jazaeri, Julia _Mayerle,Martin Zenker, Fowzan S. Alkuraya, 2008),
uikpokepadio  (Mariet Elting, Ariana Kariminejad, Marie-Louise de
Sonnaville, Jaap Ottenkamp, Susanne Bauhuber,Bita Bozorgmehr, Martin
Zenker, Jan M. Cobben, 2008), kovta autid, uikpoyvadia, Aenta yeiAn
(Christopher R. Fichter , Garry A. Johnson, Stephen R. Braddock , Joseph D.
Tobias, 2003).

e Avamntuén :MeTayevvnNTIKA QVETTAPKELD OVATITUENC.

e levwnukO — oupomolnNtike :AuTAn untpa, Sikepn pATpa, SlEUPUHEVN
kAettopida, pikpomeocg, kpupopxtdia, opBokoATIKO cuplyylo(EAkOG).

e KeviplkO VEUPLKO oOUCTNUA :[VWOTLKA OVEMAPKELA, Ouxva oofopn,
avwpoAo EAka(gyri) otov eykedaAlkd PpAoLO, VEUPWVLKA amodlopyavwon.
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o AgplatikO :ATEAELEG KPOVIOU, UTIOTAQOTIKEG OnA€g, xovOpoeldng Kal
apald poAAla kedallol , amouaia BAspapidwv/ pudiwv(Christopher R.
Fichter , Garry A. Johnson, Stephen R. Braddock, Joseph D. Tobias, 2003).

e 0dbovtiko :Amovoa | avwpaln Ssutepoyevi¢ odovtooTtolyia, avwHaAo
apxtkrp odovrootolyia, oAlyodovtia Twv poviuwv doviiwv(Mohammed S.
Al-Dosari, Saleh Al-Muhsen,Ayman Al-Jazaeri, Julia Mayerle,Martin Zenker,
Fowzan S. Alkuraya, 2008), vronAagia tn¢ adauavtivne (Christopher R.
Fichter , Garry A. Johnson, Stephen R. Braddock, Joseph D. Tobias, 2003).

o Evbokpvng adévag :YoBupoeldSLopOG , MAYKPEATIKOG LETATOTLOUEVOC LE
Sduoamnoppodnon (Aadoc avappopnaon tpoprc — malabsorption).

e [aOTPOEVTEPLKO:ASLATPLTOG I TPOCOLA LETUTOTILOUEVOC TIPWKTOG.

o Kapblako: puvokapdioradcia  exst  avapepPei  os  Suo  ekIETELC
nepintwoswVv(Mariet  Elting, Ariana __Kariminejad, Marie-Louise _de
Sonnaville, Jaap Ottenkamp, Susanne Bauhuber,Bita Bozorgmehr, Martin
Zenker, Jan M. Cobben, 2008).

EEEAEN ko mpAyvwon: H mpowpn amotuyia va avamntuxBel eival ouoLaoTikA
otaBepn Aoyw tng ducamoppodnong (Aadoc avappopnonc tpopng). Me 1o
leuydpwpa t™n Baplag popdPng YyVwoTtikng eEacBEviong Kol TNG UTOTOVIAG,
moAAA viTa 8ev emilovv, Kal OUTEG OL ETILPPOEC epdavilovtal oTo TEAOG TNG
nadikng nAlkiag. OL TayKpeoTIKEG Kol evOOKpLvelg Slatapaxeg elvat
TIPOOOEVTIKEG KoL yivovtal emipova Latplkd TmpoBARpata. e TOANEG
TIEPUTTWOELG, N TIPOYVWOoN €lval eEAPETIKA AVETIAPKAG, €OLKA Yl €KELVOUG
omnou napouotalouv coPfapn yvwoTtikr e€aoBévion. AKOUN KoL O€ TIEPUTTWOELG
he tn duololoyikny SLavonTikr Lkavotnta, oL eVOOKPLVELS SlatapaxEg pmopel
va €€aoBevioouv ONUOVTIKA TNV TolotnTa Kal tn moootnta {wn¢ touc. H
nxokapdloypapia Ja mpeneL va gival UEPOC TOU MPWTOKOAAOU eéeTATEWVY TWV
aoBevwv ue JBS, yiati av katl umopei va gival puatodoyikn o€ éva oudi yue JBS
Ja_npEnel va napauevouv ge _gypnyopaon yia avamtuén upvokapdloradeiac.
(Mariet _Elting, Ariana Kariminejad, Marie-Louise de Sonnaville, Jaap
Ottenkamp, Susanne Bauhuber,Bita Bozorgmehr, Martin Zenker, Jan M.
Cobben, 2008). Xewpoupyikn) eméuBaon umopel va gival anapaitntn yia tnv
S1opfwan TwWV _OUPOYEWNTIKWY QVWUOALWY, TWV CUYYEVWV _KAPSLAKWV
EAQTTWUATWY ] TWV QALVOTUTIKWY avwuaAlwyv. Ouwe, n vnondacia tng avw
yvadou kat n utkpoyavdio umopei va 0dnyrnoslL o€ aVAIVEUOTIK QVETTAPKELY
TTOU _O)eTiletal UE amo@paén TwV avw oepaywywV. Aoyw TNC KAKAC
amoppoEnanc Allrouc , UITOPEL VoL UTTAPYEL ULO QVETTAPKELY BITOULVWV OITWC 1
Butauivn K, n omoia urmopel va emnpeaoel tnv Asttoupyia tnc mnéng. Tédoc, o
unoBupeoeldtouOC  UTTOPEl  va  EXEL  ONUAVTIKEC  ENMUTTWOEL,,  OTWC
TIEPLEYXEPNTIKA  KABUOTEPNUEVN  YOOTPLKN)  KEVWON, UETABOAEC  otov
UETABOALOUO TwV @apudkwy, eAdattwuatiki puduton tng depuokpaoiog Kat
SuvatoTNTEC Yl UETEYXELPNTIKN avanveuotiky avenapkela.( Christopher R.
Fichter , Garry A. Johnson, Stephen R. Braddock, Joseph D. Tobias, 2003).
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Awadopiky Swayvwon i dwadopodiayvwon : H ducamoppodpnong (Aadoc
avappoenonc TPoenc) elval €va  XapPOKTNPLOTIKO yvwplopa Stadopwy
ouvdpouwyv, ouumneplappavopévou tou ocuvdpopou Schwachman, oAAG
Kavéva Oev €xeL TN SLOKPLTIKN €UPAVION TOU TPOCWTOU HE TO CUVOPOUO
Johanson — Blizzard. H umomAaoia Twv pikwv Ttepuylwv PplokeTal oto
TPpLYOpLVodaAayYLKO (trichorhinophalangeal) oLvVSpopo Kol 10
oculodentoosseous oUVSpopo, dAAA QUTEG oL Statapaxeg Sev €xouv TIG (OLeg
evOOKPLVELG SLaTapayEg.
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ONOMA: Johnson — McMillin Syndrome

Eniong¢ yvwotd wg : ZUuvdpopo Johnson veupoefwdepukov (Johnson
neuroectodermal syndrome), cUVOPOLO AAWTEKLACG — AVOOULAG — KWdwang
— unoyovadlopoU(alopecia — anosmia — deafness — hypogonadism
syndrome).

To ocuvdpopo Johnson — McMillin slval pla omavia avwpoAio TTOAAQTTIAR
Slatapayxn mou €XeL HEYAAN PoLvoTUTIKN €TUKAAUYN HE GAAA TILO KOWA
ouvdpopa. Elval emopévwe duvatov auti n Statapaxny dtayvwobel cuyxva
w¢ €va Ao ouvdpopo. (Johnson et al., 1983)

Attiodoyia : AUTOOWULKI) ETIKPEATLK KAnpovoukotnta. To yovidio dgv
gxeL xaptoypadnbei  mpoodloploTel.

Awatapaxeg Aoyou : Tn Aektikn évapén KaBuoTePEL OTIC TEPLUTTWOELS TIOU
napouolaletal yvwotikn e€acBévion. H nmua pikpayvabia  pmopet
TIEPLOTACLAKA VA CUMBAAEL oTtnv Kakn apBpwon. H umtepwiooylotia pmopel
va odnynoeL TNV avtlotabuloTikn apBpwon Adyw TN¢ UTEPWLODAPUYYLKAG
(velopharyngeal) avendapkelog .

Awatapaxég ottiong :H mpwiun oltion pmopel va meputAextel amd v
UTIEPWLOCKLOTIOL KOIL TNV ATILAL UTIOTOVIOL OE HEPLKEC TIEPUTTWOELC. ATO TN
AAAN TAEUPA, N oltion ivatl pucloloyikn.

Awatapayxég AKONG :H aywylpn omwAsLlol okong Mou TPOKAAELTOL amd TN
Suopopodia tou e€wteptkol (aUTLOU) Kal TOU PECOU 0UG (UtkpowTia) lval
Koln.

Awatapaxég ¢wvnong : H dwvy pmopel va eivar Bpoxvy Adyw 1tNng
HELWMEVNCS edldpwong.

Awatapaxég Avinxnong : H avtrixnon Unopet va ivatl umeppviki Adyw tng
UTIEPWLOOXLOTLOG KOL TNG UTIEPWLODAPUYYLKNG OAVETIAPKELAG.

Mwoowkég dratapaxég : H yvwotik e€acBévion eival éva TEPLOTAOLAKO
gvpnua ToU CUPPBAMEL o€ Lo avadoyn kaBuotépnon Kal pia dtatapoxn
™M¢ YAwooag. H ouudutn aywylun amwAeLlo akong mou pokaAegital anod
TIC AVWHOALEG TOU PEOW OUC UTTOPEL eTtiong va. cuPBAAeL otnv Slatapaxn
™S yYAwooaog .
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ZuotApata ToU ENMnPeAloviol  TEPLOCOTEPO :  Kpaviompoowriko,
avamntuén, KEVTPLKO VEUPLKO GUOTNHO, KAPSLOK, YEVWNTLKOC, SEPUATLKO

o Kpoviompoownike :YMEPWLOOXLOTIA, OOUMHETPIO TOU TIPOCWTIOU,
ULKpoyvoOia, Tapeon TwWV VEUPWY TOU TIPOCWITOU.

e Avamtuén :Hrmo Kovio avaotnua.

o Kevtpikd veupikd clotnpa :Avoopia, Amia yvwoTikn e€acBevion.

o Kapdlako :KapSlakég avwaAied.

e Tlevvnukd :Ymoyovadilopog(Hypogonadism) Aoyw tn¢ PAevvoyovou
QVETIAPKELAG.

o Aeppatiko :Mewwpévn edpibpwon, aAwrekia, Kape KNALOEC oTOV KOPUO.

E€EAEN kaw mpoyvwon: Ol avwUaALEG 0TO cUVOPOO €lvol OTATLKEG Kol
TIAPOUOEC KATA TNV YEvvnon. H avemdpkela avantuéng epdaviletal Aoyw
™NC BAOIKAG OPHUOVLIKNAG aveNAapKelac. H mpoyvwon eival KaAn €wg aplotn.
OL aoBevei¢ pmopouv va BepamevBoUV CUUMTWUATIKA YLo OAEC TLG
Swatapaxec mou ekdppalovtol oto oUVOPOHO HE KOAEC eKPAOELS,
OUMTEPIAQUBAVOUEVNC TNG OPLOVIKAC OVETIAPKELAC.

Awadopikn dtayvwon n dtadpopodiayvwon : Ot avwpaAleg Tou eEwTtepLlkoU
(auTLoU) KoL TOU PHEGO OUG O CUVOUOOUO UE TA N CUMUETPLKA TIPOCWTIELN
KOlL TNV TIAPESH TOU MPOOWTILKOU veUpou Bpilokovtal otn oPpOaAUo — WTLOLO
— omovOuAwkn duomhaoia (oculo — aurioculo — vertebral dysplasia — OAV),
OMWG Kal N unepwlooxlotia. EvtoUutolg, oL SEPUATIKEC KOl YEVVNTLKEG
avwUaALeg Sev elval €va xapakTnpLoTkO yvwplopa tou OAV. H oAwrmekia
Kol N HEWwpEVN ePidpwon o€ ouvOUAOUO HUE TNV UTIEPWLOOYLOTION Elvall
Kowvad oto cuvdpopo AEC kol to cUvépouo Rapp — Hodgkin, oAAG kapio
amo AUTEC TG StatapaxéC 6ev ouVOEATEL TNV AVOOULd 1} TNV QVETMAPKELL
avamntuéng pe To umoyovadilopo.
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