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ONOMA:Aarskog Syndrome

Exiong yvooto og :
[Tpocowmoyevvntiky SVGTANGIN, TPOGMOTO — SOUKTVAIKO — YEVVITIKO GUVOPOLLO,
TPOGMOTOSAKTVAOYEVVITIKO cOVIpouo, cuvopopo Aarskog — Scott.

To ovvopopo Aarskog, mov meprypaetnke amd tov Aarskog 1o 1970, sivon éva
oLVOPO O OV YopakTnpiletatl oamd T0 KOVTO avAGTNLA, TIG AVOUIAIEG TOL TPOCHOTOV,
TIG 0GTED-UVIKEG KO YEVVNTIKES avopoiies pall kot pe Ao KAVIKA YopoKTNploTiKd,
YVOPIcHOTO TOV £ivol OXETIKA AETTA Kol EMOUEVMG UTOpEL va tval KATwg 0VGKOAO va
avayvoplotodyv. Mepikég amd Tig KAMVIKEG EKONAMCELS, E101KE OGOV apopd Tig
YEVVNTIKEG avOUOAIES, YivovTol AMyoTtepo epeavelg petd and v epnpeia, n onoia
KaO16TA TN SLUYyVEOGST SVGKOAOTEPN. ZOV LIt QUAOGVVIETT VTOAEWTOLEVT dLOTOPOYN,
N TANPNG EKPPOOT POIVETOL XOPAUKTNPICTIKG OTO APCGEVIKA LE TIC OEVTEPEVOVGES
EKOMADOELS O0TIC UNTEPES TOVG. [TOAAEC TEPMTMOGELS EYOVV TTEPLYPAPEL GTNV 1ATPIKTY
BiBroypaeia, oALL TO GUVOPOUO gival THOVOG GYETIKA GTAVIO e ThavoTnTa
vévvnong mov vroAoyiletan va gtvon mepimov 1:100.000.

XveTPaTe TOV EMPEALOVTOL TEPLGGOTEPO:
Kpaviorpoowniko, dxpa, avamtusn, YEVVNTIKO — OLPOTONTIKO, 0GTEO-UVIKO.

Avtodroyia :

DdvrocHvOeTn VTOAETOLEVT] KAN|pOVOLUKT aGOEVELD (0V KoL LepIKEG LEAETEG
Tapovctalovy 0Tt Ba propovce evoeyoUEVMG va ival ot puiocHvletn Kupiapyn
dwTapayn), Tov TPoKaAeital omd o LETAALAEN GE £va YOVIO0 OV OmoKaAEiTOL
FGD1(«faciogenital dysplasia») yovidio mov yaptoypagpeitar 6to Xpl1.21.(c10
ypouodcoua X). Exnpedloviat, kupiog to apoevikd, ov Kot To OnAvKd pmopovv va
EYOUV O NTOTEPT] EKONAWGCT LEPIKADV YOPUKTNPICTIKOV YVOPICUATOV KUPImG GTO
npoécomo N ota xépo. (Kenneth Lyons Jones, Smith’s recognizable patterns of human
malformation, W.B. Saunders Company).

Awtapayég Adyov :

H opdia pmopel va yopaktnpiotel and v vroypemtikn dpbpmon twv tpdchiwv
Ny®v mov epeavifetor eEotiog TV OVOUOAMOY TMV 000VTIKOV SOCTNUATOV KOl TOV
€K YEVETNG AMOVI®MV OOVTIOV TTOL TLTIKA deV Tapepunodilovv T capnvela. H eEmOnon
™G YAMGGOG pumopel va eppoviotel e€attiog tng amovsiog Tmv Tpochimwy doviidv, N1
TAELPIKN TOTOOETNOT TG(YADGGOC) AOY® EALEWYNG TOV TAEVPIKADV KOTTP®V 1
youoimv. H yetheooyiotia 1 /Kot n vrepwiooyiotio epneaviCoviol TepioTaciokd 6To
GUVOPOLO Kol UTOPEL VO 00N YGOLV GTIG AEKTIKES S10TAPOYEG TOV GUVIEOVTOL
oLV LE TIC oYLoTiES (LITEPPIVIKOTNTA KOl ApOPOTIKEG dlTOPOYES.)

AwTapoyég oitTiong :
Agv &yovv mapotnpnOei.



Awtapoyés AKoNG :

H andAielo akong dev givat éva amd ta YopaktploTikd tov cuvdpopov Aarskog,
OALG OE TEPUTTMGELS LLE VIEPMIOGYIOTIA, 1) O16YVON(EKYVOT)) TOV HEGO OVG KoL 1)
TOPOSIK OYDYUT OTMOAEL OKONG Evat duvatn.

AWTopayEs eOvVINoNG :

Agv &yovv mapotnpnOei.

AwtapoyEs Avrmong :
Yg TEPIMTAGELG LE GYLOTIES, LTOPEL VoL VTTAPEEL VTEPPIVIKN AVTNYNOT). ALUPOPETIKA, M
avTnynon eival LEso oTo PUGIOAOYIKE Op1aL.

IN'owoowkéc owatapayic :

H oprokég tipég g kavoviknig vonuoohivig | n e n yvootikn eEachévion sivar éva
KOWO YOPOKTNPIGTIKO YVAOPIGHO TOV cuvopopov Aarskog, kKot cuyvd akoiovBel n
Nma YAoooikn Kabvotépnon kat eEachévion (Mmia kot pétpio vonTikny Kobvotépnon
umopet va givor Ttapovoa péypt to 30% tov teputtdcemy.) Evtovtolg, n mistoyneio
TV acBevdv pe to cuvopouo Aarskog teivel va £xetl o ustoroyikn eEEMEN
YAOooOG Kot Evapén opog.

AMho, KMVIKG (OpOKTPLOTIKA YVOpicpato :

o Kpavionpooomko:

To npdowno givarl 6TpoyyvAd. OPOaALIKOS VITIEPTEAOPIGUAC, TANTIEG PAEQUPIKEG
OYIOUES, PAEQUPOTTMOT, KOVTH HOTN LE TA TPOGS T LECH YUPIGHEVE povBovVIN
Kot o evpeia pvikn akpn. Ot dve EAKES TOV aVTIOV ivorl aTeA®g
avadmAopéves. Ymodovtia, kafvuotepnuévn odovtiatpikn ékpnén, opHodoviikd
TpoPAnuaTa.

o AKpa:

'Hmio poroakdg 16T6G GUVOOKTUAING TOV dUYTVAMY TOV YEPIDV KL TWV TOSDY
(o pepPpavn TTNVAOV — LUEVAOOO0GT]), TAATIE OAKTVAN TOS10V, TEPLOTIKES
AVAOUOAES KO OVOUOALES TOV HECAI®MV QOAAYYDV TV SEYTLAWMV TOV XEPLOV KOl
TOV TOOUDV, GVGTACELS dOKTVAWMV. Bpayvdaktudia, acuviiotn Béon
EKTETAUEVOV OAKTOAMV, TTUYT TONKOL.

e Avamtudn:
EXappv émg pétpro kovtd avastuo( o 71%) kabvotepnuévn nikio KOKOA®V.

e T'evwnTIKO — OVPOTTOMNTIKO :
Kaivppévn 1 d1oy10m6 KO0t OpYewv, Kpuyopydia.

e OocT£0-puIKoO :

BovBoviky knAn, awyevikés avopalMes GTOVOLAIK®OV GTHAMV
SLUTEPTAAUPAVOUEVOD TNG HIGYONG ATOKPLPNG PAYNG, CTOVOVAIKES GUVTIEELS Kot
vromAacio tng 0dovtoedoig dtadikaciag. Ilapapdpemon tov ayk®va 6TV omoio
TOPEKKAVEL 0mtd TN HEoM YPapU ToL cOuaTog, 6tav enektadei (cubitus valgus),
drevpuvpéva ddyToda TodwV He PoAPmoelg dxkpes. Metatdpoio oe Tpocaymyn.



®von woTopia:

H avemdprela avantuéng umopei va £yl mpoyevvntikn Evapén aAld To cuyva yivetal
EUQOVNG a0 EVOG MG TPLOV ETMV Ko Umopel va oxetiletan pe apyn opipoven kot
kaBvotepnpévn Elevon g epnPeiag. Ot SaKTVAKEG KOt 000VTIKES OVOUOAES
yivovtat eniong meptocOTEPO EVToveg pe TV NAkio. Ot avouaAieg Tov TPOGOTOV
elvan emiong yopaKTNPIoTIKG NTTeg Kot pmopet var eivat pn aviyvedGYLES KO LE
OLVETELD TOAVAOGS TN U1 AViXVELOT] AVTOD TOV GUVIPOLOV.

Mepikd apoevikd pmopovv va ekBEGovV PElOUEVT YOVILOTNTO TOOVOV AOY®

Kpuyopyiag.

Ipoyvoon Bepaneiog :

H mpoyvootikn mpdtaot TV AEKTIKOV S1TOPOY®Y OV GLVOEOVTAL LE OVTO TO
oLVOPOLO gival TOAD KOAT KOl 1) YEVIKY TPOYV®ON givar emiong dpiotn. O fmiog
Babpoc vontikng kabvotépnong umopel va eivar mapov, aAld to ennpeacHEvio Todid
Exouv oLVNB®G KOAES KOWVOVIKEG 0eE10TNTEG Kot 01 acBeveic £xovv evyaploTeg
TPOCOTIKOTNTEG.

Al@opixi] o1ayveon 1] 10Qpopoddyvmon :

H epgdvion tov Tpoc®dmov kot To Kovtd avAacTnie Lotdlovy e TO GOVIPOLO
Noonan, kot 01 aVOUAAIEG TOV TPOGMTOV KL TOV SAKTOAMY UTOPOVV VO LO1ALoVV LE
10 wtoVTEPMI0daKkTLAKO (otopalatodigital, OPD) cuvdpopo, tomov 1. Kot to Noonan
kot to OPD tomov 1 €yovv emiong o yvootikn e£acBEvion oG YapaKTNPLoTIKO
yvopiopo. To cdvdpopo Aarskog mpémet eniong va dtopopomombei amd ta dAlo
oUVOPOLLOL LLE TN LETAYEVVITIKY EVOPEN TOV KOVTOV OVOCTHLOTOS TOV ERPaVIfEL
KPOVIOTPOCMOTIKES AVOUAAIES, avouaAieg ota dKpa 1} oTa yevwntikd 6pyova. To
ovvopopo Robison éyet pio kdmmg Tapdpota EHPEVIcT TPOCHTOV, VIEPTEAOPIGUO,
TEPIOTOCIOKN YEILEOGYIOTIO KOl / 1 VITEPMIOGYLOTIO, YEVVITIKES OVMUOAIES GTOL
APGEVIKA, TEPLOPIOUO TOV AKpV Kot KAtvodaktuAio(clinodactyly). Zvunepacpaticd
N deopikn ddyvmoon Tov cuvopopov Aarskog mepilapfavel to chvopopo Noonan
Kot To ovvopopo Robinow. To chvdpopo Aarskog dev oyetiletan pe avopaiieg g
KOPOLIG N CNUAVTIKES OVOUUAIEG TV YEVVITIKOV OpYAveV Kot £6v vtapyovy Ba
TPEMEL VO, SIOETOL LEYAAN TPOGOY TPV Ad TN S1dyvoT Tov cuvdpopov Aarskog.

Bipmoypagia:

Kenneth Lyons Jones, Smith’s recognizable patterns of human malformation, W.B.
Saunders Company

Mary E M Porteous, David R Goudie, Aarskog syndrome j med Genet 1991, 28: 44-
a7

Darendeliler F., Larsson P., Neyzi O., Price AD., Hagenas L ., Sipila I., Lindgren
AC., Otten B., Bakker B.(2003). Growth hormone treatment in Aarskog syndrome:
analysis of the KIGS (Pharmacia International Growth Database). J Pediatr
Endocrinol Metal.(8):1137-42.
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ONOMA : Aase — Smith Syndrome

Entong yvooto ¢ : Zovdpopo Aase — Smith |

AvT0 gtvat éva 6TAVIo GUVOPOLO e VEVPOAOYIKES EKONADGELG TOV pmopel va ivat
acvupifactec pe ™ {on Yo oAb acbevels. AvapépOnke amd toug Aase & Smith
(1968). Eivai, emopévac acvvindioto va Bpebovv emlmvteg eViAKOL 1] LEYOADTEPOL
nmoud1d. Evioutolg, ta veoyvd pe tig moAAamAES 0pOp®TIKEG GUOTAGELS LLE TNV
amoTVYict TOV Vo, avorTLYHoVV TPEMEL VO TPOKAAOVV TV VITOYia TG KATOYNG TOV
ouvopopov Aase Smith, oL TPOTPEMEL TNV TOPATOUTT TOVG Y10 VEDPOAOYIKT|
a&loAdynon kot mlavn aviyvevon pe MR ko CT amewkdvion.

XvoTPHaTe TOV EXNPEALOVTOL TEPLGGOTEPO :
Kevtpikd vevpikd cOoT O, KPAVIOTPOSMOTIKO, AKPO, KOPILOKO.

Avtiodroyia :

H dnpovopcémta yapoktnpicOnke apywd amd tovg Aase & Smith (1968) wg
AVTOGOUT VITOAEITOUEVT] OAAL TEAKA TPOKELTOL Y10, L0 VTOCOUIKT EMKPOTNG
KAnpovopwotta. To yovidlo dev éxel Tpocdiopiotel 1 yoptoypaendel péxpt onpepa.

Awtapayés Adyov :

O1 d1dpopot Babpoi apBpwtikng eacBéviong tpémetl va avopévovtot PaciGUévol og
TPEIS TOPEYOVTES: TNV EKTAOT] TNG GLUUETOYNG TOV KEVIPIKAV VEVPIKMOV GLGTNUATOV,
TNV TOPOLGI0 VIEPMIOGYIOTIOG Kol TO PaBUO TEPLOPIGHOV TOV GTOUATIKOD
avoiypotoc. H ducapBpia kot n vevporoyikn eacBeviopévn opikia pmopei va
ELPAVIGTOVV AOY® TG VOpokepariog N Tng Dandy — Walker avouaiiog. To
Avkdotopa (oyotio vTEPOAG) etvar cuvnBicUEVN KOl UTOPEL VoL 0OONYNOEL G
avtiotafpotikd apfpotikd potifa. Ilepartépom pe TV EUTAOKN Kot TV dV0 AVTOV
nudtov £xovpe TV TAPOLGIN TOAAATA®V APOPOTIKOV GUCTAGEWYV,
CLUTEPAOUPAVOLEVIC TNG KPOTAPOYVOOIKNG VOGNS TOV UTOPEL VAL TEPLOPIGEL
coPopd T0 GTOUATIKO GVOTYLLa.

Awtapoyég oitiong :

H oition omv noaudkn nikio prnopel va e€acbevicel cofapd amd Tov meEPOPIGUEVO
OTOMOTIKO GVOTYLLOL KO OO TIG TTEPLOPLIOTIKES VEVPOAOYIKEG SLOTOPOYES TTOV
npokarovvtor and ™ Dandy — Walker avopoiio. 211 mo Bopiég mepummtdocels, Oa
TPEMEL VO, AVOUEVETOL 1] oo TLYia TG avamTuéng g oitiong. H vrepmiooyiotio
umopet vo KAvel o mepimAokn ) oiTion, aALd avTd glval EAGYIOTNG oNUOCING OTA
noud1d pe o cHvdpopo Aase Smith. Ot vevporoyikéc dratapayés KaBMG Kot GVTEG TOV
OTOMOTIKOD avoiypatog GUUPBAALOVY TOAD TEPIGGOTEPO GTA TPOPANUATO GITIONG.

AwTapoyés AKoNG :

Oa TPEMEL VO OVALLLEVOVTOL 1) ATTMAELD TNG OKOVGTIKNG AYOYOTNTOS OV oyeTiCeTON
pe 1t 61dyvom vypod 6To PEGO 0VG KABMS KAl LLE TIG OEVTEPEVOVOEG OVGHOPPIES TOV
e€MTEPIKOD AKOVGTIKOV KAVAALOD.



AWTopayEs eOVINOoNG :
Agv &xovv avaeepBel datapayés pmvNoNg e cuvovacUd e To cOVOpoo Aase —
Smith.

AwtapoyEs Avrmong :
H vreppvikdmra npénet va avapéveton ota dropa pe oylotio Kot pmopet va
emOEV®OEL OO TO TEPLOPIGUEVO GTOUOTIKO GVOLYLLA, TTOV B0l LELOGEL TNV GTOUOTIKY

avTMOoN.

IN'owoowkéc owatapayis :
H yAwoowm e&acbévion pumopet va kopavOel and Hma og coPapr, avaroya Le ™
coBopdTNTO TOV OVOUOALDY TOV KEVIPIKOD VELPIKOU GUGTILOTOC.

AMho, KMVIKG (OpOKTPLOTIKA YVOpicpato :

o Kpoaviompooomko :
Ynepdrooyiotio, TEPLOPIGUEVO GTOUATIKO dvorypa, SusHopEKd AGB0 avTioD,
BArepapomTon.

* Akpa .

Ta ddytvra givar Aentd e amdvTeg apOPOCELS, LEIOUEVES LEGOPOANYYIKES
TTUYEC, VITOTTAAGIO TOV SEPLATIKMV PODV KOl AOVVOTOVY VO KAUTTOVTOL TANPOG
o€ (o Ypodud. ApBpwTiKéG GUOTAGELS, dUKTVAIKES GUOTAGELS, OTPERAOTOdIN
(otpePromodia mpog To pLéG equinovarus) otevoi doL.

e Kevrpko Nevpiko Xvotnpo :
Dandy — Walker avopotio, vdpokepalic, vevpoPAGcTOLA.

o Kaopduoko :

Avopopeieg g Kopodg COUTEPTAAUPAVOUEVIG KOt TNG KOTAOOPOPPOY LATIKNG
atélelog.

® Avantuén:

"Hmo averdpieia g ovamtuéng.

®von wotopia. :

Mepkd madid pe 1o cuvopopo Aase — Smith givar Bvnoryevi 1 mebaivouv apéowc
petd amd tn yEvvnon toug AOY® TG GoPapdTNTOS TOV KEVIPIKOD VELPIKOV
OLGTHATOG. AVTA TOV EMPLUBVOVY, deV TAPOVGIALOVY KApLE GNUAVTIKNY TPOOOO TNG
JTOPAYNG, CVUTEPIAAUPOVOUEVOV KOL TOV GUOTACEDV KOl TOV VEVPOAOYIKMOV
OTOTEAEGUATOV.

Ipoyvoon Bepaneiog :

1o cofapodTepa EXNPEASUEVA ATOUA, 1] TPOYVAOGCT EIVOL TOAD OVETAPKNG KO
e€aptator amd 1o Pabpd dvopopeiog ToV KEVIPIKOD VELPIKOV GUCTHUOTOGC. XTIG
NMOTEPEG EKPPATCELS NG, KAOE dratapay] LTOPEL VO OVTILETOTIOTEL GUUTTOUOTIKE
LE EVOEXOUEVMG KOAN EkPaon.



Ala@opixi] o1ayveon 1] 10Qopodtdyvmon :

Ot apBpTiKéG GLOTACELS KOt 1) VTEPWIOTYIOTIO ERPavifovTal cuVHBMS 6TO GHVOPOLO
™ mepipeplakng apboypommwong(distal arthrogryposis) to omoio emiong
yapaxtmpiletal and 1o TEPOPIoTIKO oTopatikd dvoryua. To ocdvdpopo Christian
YOPOKTNPIETAL OO TIG GUOTAGELS, TN VIEPMICYLOTIA, TIG TPOWPES dUTAPAYES GITIONG
KoL TIG 6OPapEG avVmUaAleg TOV KEVTPIKOD VEVPIKOD cuatiatog. O mpdmpog Bdvartog
gtvor yopaktnpotikdg ato cuvopopo Christian. To chvdpopo Pena — Shokeir
yopoktnpiletarl eniong amd TG apOBPOTIKEG GUOTACELS, TIC KPOVIOTPOGMIIKES
avopoiieg kot tov Tpéwpo Bavato. To chvopopo Aicardi €xet emiong Tig 101eg
ovondcelg pe t Dandy — Walker avopolio, kafdg eniong kot oylotieg TV YeMémV
KOl TNG VITEPMUG.

Bipmoypoaoia:

M.A Patton, A. Sharma, and R. M. Winter, Aase Smith Syndrome, Clinical Genetics
1985: 28: 521-525

Kenneth Lyons Jones, Smith’s recognizable patterns of human malformation, W.B.
Saunders Company

J. M Aase, D. W. Smith:
Congenital anemia and triphalangeal thumbs: a new syndrome.
Journal of Pediatrics, St. Louis, 1969, 74: 471-474.

J. M Aase, D. W. Smith:
Dysmorphogenesis of joints, brain, and palate. A new inherited syndrome.
Journal of Pediatrics, St. Louis, 1968, 73: 606-6009.

Yetgin S, Balci S, Irken G, Coskun T, Say B. Aase-Smith syndrome: report of a new
case with unusual features.Turk J Pediatr 1994 Jul-Sep;36(3):239-42.

Patton MA, Sharma A, Winter RM The Aase-Smith syndrome. Clin Genet. 1985
Dec;28(6):521-5.
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ONOMA : Abruzzo - Erickson Syndrome

Entong yvooto og :

AVt 10 OoTAVIO GVVIpOO TG E0GBEVIoNS TG aong(Kupimg vevpoaisOntipia) Tov
neptypaeetot omd toug Abruzzo kot Erickson (1977) yapoaxtnpiletar eniong amd T1g
KPOVIOTPOCOTIKEG avOUaAieg cupmeptiapufavopévng kat tng oyxlotiog g vrepmas.O
EMKOWVMOVIOKOG POVOTUTTOC UTOPEL VOl EIVOL GUYKEYVUEVOS ETELDN| TAL OMOTEAEGLLOLTAL
NG OKOVOTIKNG ££0GHEVIONG am0didoVTaL GTIC S1OTAPAYES OVTYXNONS TOL UTOPEL VoL
ouvvoéovia pe T veepotooylotio. H mapovsio evog opBaipicod koAoPdpotog
(oyotia g ip1dag) pmopel va 001 YNGEL TOVG VOGOKOLELONKOVS YIOTPOVS GTIV VIO oL
611 acbeveig pe to ovuvdpopo Abruzzo — Erickson éyovv tnv CHARGE association
(évaon).

XvoTpaTe TOV EXNPEGLOVTOL TEPLGGOTEPO :
Kpaviorpoowniko, avantuén, opOoAkd, yevvnTiKo, 06TE0-UVIKO.

Avtodroyia :
dvlocHvOetn vToAemo eV KAnpovopikn acévela. To yovidio dev £xet
TPOGOOPLOTEL 1| XoPpTOYPaPNOEl KO,

Awtapayés Adyov :

H opdio pmopel va emnpeactel amd Ty ammAELN TNG KOG TOV GLUVOEETAL LE TO
ouvopopo Abruzzo — Erickson, kot 1 apBpwon pmopel emiong va eacBevioel amd ta
ATOTEAEGLOTO TNG PEAOPUPVYYIKNG OVETAPKELNG TOV TPOKAAEITAL OITd TNV
VIEPMIOGYLOTIO

AwTapoyég oitiong :
Ext6g amo v mpdmpn emidpacn ng LIEP®IOTYOTING, 1| Gitior givorl anpdsPAn.

Awtapoyés AKoNG :
H andAieio akong eivor TumKd (KT e £voL OTLOVTIKT VEVPOOITONTHPLL GUVIGTMOC.
(ovotatiko.)

AWTopayEs QOvVINoNg :
Kopia.

AwtapoyEs Avrmong :

H avtynon umopei va emmpeactel omd v PEAOPAPLYYIKY OVETAPKELL TTOV
TPOKOAEITOL OO TNV VIEPMIOGYLOTIO Kot Uopel vo emOEVmBEL amd TNV 0KOVOTIKY
ammAER €4V 1 VELpOOLGONTHPLO CLVIGTAOGA Eivat cofapn.

IN'owoowkéc owatapayis :
H exppootikn yAdooo ennpedletot LOvo €6v 1 VELPOOLSONTHPLO CLVIGTAOGH TNG
ATMOAELNG TNG OKONG gival coPapr.
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AMho, KMVIKG (OpOKTPLOTIKA YVOpicpato :
e Kpavionpooomko :
Ynrepwwooyiotia , peyddot, porakoi Aofoi avtidv.

e Avamtodn:
Kovt6 avaotpa.

e Ooc1£0-puIKo :
AKTIVOTH GLVOGTOON).

e O¢@Ooimko :
O@BaApiKd KOAOPmLLL.

e T'evwnrikoc :
Ynoonadioon (hypospadias).

®von woTopia:

Ot avopaiieg oto ohvopopo Abruzzo — Erickson gival ovotaotikd 6TatiKég EKTOG
amo v anmAelo akone. H vevpoaioOnmpilo cuvictdoo g andAElog TG akong
umopet va givol TpoodevTikn o€ pepikovg acbeveic.

Ipoyvoon Bepaneiog :

H vonpoovvn givatl puetoloyikn Kot 1 YEVIKY] TPOYVAOGCT Y10 TV QLUGIOAOYIKY OpAia
KoL TN YAOood ivol KoAn avidoya pe T cofapotnta g vevpoosHnTipLog
OLVIGTAOGOG TNG ATMAELNG OKONGC.

Ala@opixi] o1ayvemon 1] 10Qpopoddyvmon :
Tn otiypn| mov 10 cHVOpopo oxlaypaerOnke, vVIPEE N oKEYN OTL TO GHVIPOLLO
Abruzzo - Erickson avtumpoconevce mpayuatikd to CHARGE association.

Evtovutotg, dev vmapyet kapio apeiBoiio 0Tt avtdG 0 OpOg Eivar EVOAKPITOG Ao TOV
CHARGE.

Bipmoypoaoia:

Abruzzo MA Erickson RP, A new syndrome of cleft palate associated with

coloboma, hypospadias, deafness, short stature, and radial synostosis. J
Med Genet. 1977 Feb;14(1):76-80.
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ONOMA : Achondroplasia — Ayovéopomiacio
Entong yvooto og :

H ayovdpomiacio eivar mbBavdg To mo Tpdmpa. avoyvmpiopUéVo YEVETIKO cOUVOPOLO
TOV KOVTOU OVAGTHATOC, EWO1KA TOL KOVTOU OVOGTHHOTOS GE GLVOLOGUO [LE TO
dVoavAAOYO KOVTA GKPO. TN TAELOYNQI0 TOV TEPIMTAOCEDV TPOKELTOL Y10 VEES
HETAALAEELS, OALG LOMG EPPOVIOTEL 1) LETAALAEY, KANPOVOUEITOL MG AVTOCMUKO
emkpateic ovvdpopo. Emeldn yivovion moAdol yapot peta&d tov avpdnov pe kovtd
avdotnua, £govv vrdpéel mepmT®cels opoluyiag (LpPa Tov £x0VV KANPOVOUNGEL S0
avtiypaea tov petadlaypévov yovidiov, Eva and kabe yovéa). Ot opoluymtég, 1
cofapdtepn ONAadT EKEPACT CLTOV TOL GLUVOPOLOV, dev emlovv. H ayovdpomlacio
etvat oL apKeTd Ko YEVETIKY dtatapayr| e TANOVGLIOKY] ETKPATNON TTEPITOV
1:16.000 pe 1:30.000. H axpiPng cvyvotta eivor Kanwg SHGKOAO VoL VTOAOYIOTEL
EMELON KO TO AL GUVOPOLLOL TOV KOVTOV OVOSTAHATOS GLYVE Hotdlovv [e TV
ayovopomiacio. 1o mapeABov, 1 didyvoon epapprolotay ovapHooTo AOYM TNG
KOWNG GUOCMPEVOTG APKETAOV SLOPOPETIKMY SLOTAPAYDV.

XvoTpaTo IOV EXNPEGLovToL TEPIGGOTEPO :
Avdantoln, dKpa, KpOVIOTPOCSHOTIKO.

Avtiohoyia :

AVTOCON EMKPATIKY KANPOVOUKOTNTO, TOV TPOKAAEITAL 0O TNV LETAALOEN GTO
FGFR3 yovidwo (fibroblast growth factor receptor3 — vrodoyéag voPAactikon
avéNTikov Tapdyovta. 3) mov yaptoypapeitor 6to 4pl6.3. Ta dropa pe
ayovopomhacio £xovv 50% mBavOTNTA VO YEVWNGOLV a1 e aYovOpOTANGiaL.
Evtovutoig, mepinov 10 75% 1@V atdpmV e axovdpomiacia yevviohvtal and yoveig
nov Bpiokoviotl 6T0 PUGIOA0YIKO HEG® Opo. 'ETol 1 mAeioyneio Tov TEpITOCEDY
avTIPOoo®REVEL VEES BOpUNTEG LETOAAAEELG.

Awtapayég Adyov :

H apBpotikn eEacBévion mov mpokadeitol amd 10 TPOGH10 GKEAETIKO OVOIKTO —
dayKmua £ivotl KO YopaKTNPIOTIKO YVOPICLO THG 0(OVOPOTAAGING. XE TEPITTAOCELG
Le vevporoyikn eEacBévion Adym g vopoKkepaAiag, Uropel emiong va TPOKAAEGEL
Kamota apBpwtikn eEachévion.

AwTapoyég oitTiong :
O mpoéwpog cVUPIPACHOC TV aepay®YDV 00OV pumopel va GuUPAAEL GTNV ootV i
10V va avamtuydet n oition. Apydtepa, n mayvoapkio gival KOO EAVOUEVO.

AwotapoyEs AKONG :

H e€acBévion g ayoydmrag e 0Kong ival Koo YapoKTNPIoTIKO YVAOPIGLO TOV
oyetiCeton pe ™ xpovia didyvomn tov péco ovg. H andieia e vevpoarsOntiprog
axong £xel avapepbel o€ Eva LIKPO TOGOCTO TEPUTTOCEMV.
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AWTopayEs QOVINoNG :

H Bpoyvéoa eivar Katt kovd 6TV oxovOopoTAaGia, Kot UTOPEL voL apopd TNV
0GTEOTOINGN T®V AapVYYIK®V ¥Ovopwv. H Aapuyywkn 0éon elvan emiong a@Hoikn
AOY® TOV AVOUAAMOV TNG KPAVIoKNG Baonc.

AwtapoyEs Avrmong :

H vreppvikdmra ivor moAd cuyvd eavopevo oty oxovopomAacio Kot oyetiletal pe
™ (POVIO PVOQOPLYYIKY] TTAPEUTOSIOT). H avdUOAN GTOHOTIKY avT)ynon Uropel
EMIONG VO EULPAVIOTEL BEVTEPOYEVDG TAPEUTOIION TOV apvydaAdV(tonsils) tov
otopatopapvyya(oropharynx). Ot apvydaiég pmopei va £xovv kavovikob péyedog,
AL OAOKANPOG O POPLYYIKOG aepay®YOS 000G oyNUoTilETOL AVOUOAD GTNV
aovOopomAacio Kt £T61 01 AUVYIOAES GLYVE TOTOOETOVVTOL AVAOUOAA.

IN'woowkéc owatapayic :

H yAwoown avantuén eival cuvndmg Kovovikn eKTOg oV VITAPYOVY VEVPOAOYIKEG
EMMAOKES amd TNV VOpoKePaAio. 'Eva mold pikpd mtococtd Oa £xel coPapd
poonoclokd TpoPfAnpato

AMLo, KMVIKG (OpOKTNPIOTIKA YVOPICHOTO, ©

e Kpavionmpooomko :

[Mhatd, Tpoeléyov péTmmo, vopokePaAia, pneydlo pnéyebog Ke@aAov, Guumieon
TOV HGYOL TOV EYKEPAAOV TOV TPOKAAEITAL OO TV VMDA GTEVMOOT TOV
WKOU TPAHOTOC, KaTaOAMTTIKY pvikn pila, coPapdc meploptopdg TS Tpocoog
Kpoviakng péong, Koemon kpaviakng Baong oto 90-95% tov ntepumrtdoemy,
oTpafiopoc.

e Akpa:
[Tepropopévn Kapyn TV 0yKOVOV Kol TV 16XI0oV(YOP®V).

e Avamtuén:
YoBapd Kovtd avdotnua( mTov onuaivel 0Tt To EVAAIKO VYOG gival mepinov ivon 131
€KOT. 6TO 0poeviKd kot 124 exat. ota OnAvkd), ogTtogyovopoduTAacia
(osteochondrodysplasia), kovtd dkpa kot daktoda (PlopueAkds TEPOPIoUAC),
LEYOAN KEPOAIKN TTEPLPEPELD, GOPapn) AOPO®OT TNG GTOVIVAIKNG GTHANG.

o Ykehetog:

Miuikpd KVUBOEDEG GYNILOL CKEAETIKMV GCOUATOV LLE KOVTO HIGYO KOl TPOOSEVTIKN
oTEVOON TNG 00PVTKNG andatacns. Oceuikn Adpdmaon, NI H®PAKO0sPVIKY
KOpwon. Kovid coinvoedn ootd. Kovtd yépt 6to omoio ta ddytuda eivar oyeddv
{o0 Ko EKTPEMETOL KATA TNV TPATY LECOPAAAYYIKT ApBpwoN, £T01 DGTE VO SDGEL
éva oynua cav Tpovvt. H 6TnAn 100 06100 oV GUVOEEL THV KEPOAT TOL UNpLoiov
00TOV KOl TNG ATPAKTOL givor Likpn.

®von wotopia. :

Av Kot 01 EKONADCELS TNG 0YOVOPOTANGING vl ELPAVIG TN Yévvnon, N
AVOTTUEIOKT] AVETAPKELD YIVETOL TEPIGGOTEPO EVTOV LE TV NAIKIO KOL TO OO
TEPLOCOTEPO SVGOUVALOYO e T dkpa. H Tpoodeutikn otévmon Tov iakoD TP1LaTog
Uopel Vo TPOKAAEGEL TN GUUTIEST] TOV UIGYOV TOV EYKEPAAOV KOt TOV VOTIIOV
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pverov. H amogpaktikn drvota katd Tov Vvo pmopel va yivel epeaveg oty
TPOYWPNLUEVN TOSIKT NAKio 1) KaTd TNV opyn TS eenPeiag, akdpa KL av n
TOPEUTOOIOT TOV AEPAYMYDV 0dMV Oev €xel onuelmBel otnv Toudkn niwio. H
ToyVoUPKio £ival LYV Kol UTOPEL VoL EMOEIVMOGEL TV ATOPPAKTIKY AIVOld KOTA TOV
vmvo. H ayovdpomhacio pumopel va evtomotel mpwv and ) yévvnon. H paxpokepaiio
UTOPEL VO AVTITPOCHOTEVEL T VOPOKEPAAID TOV APOPE EVOL LIKPO VIOKO TPTLLOL.
Avomvevotikd mpofAnpata devtepebovcsa g Eva pkpd 6tH00g, andPpasn TV v
AEPAYOYADV KoL VITVO LE SLOTOPAYUEVT] AVATVOY| €ival KO, VA 1) Arvola
JEVTEPOYEVNC GTOV OLYEVIKO VAOTIONO0 HVEAD KOl XOUNADTEPT) GLUTIEGT] TOV
EYKEPOAKOV OTEAEYOVS GVUPaivel Lepikés POPES.

Ipoyvoon Bepaneiog :

H apBpotikn eEacBévion mov eppavifetar oy oxovopomAacio cucyeTileTon L TG
OKEAETIKEG AVOUOAES TNG KPaVIoKNG BAoNG oL 001YOUV GE AVAOUOATY GTAGT KO GT1)
YOVIOING BEoMG TG KAT® YVAOOL 68 GLVOLAGUO LE TN KOVTH Kol VTOTAAGTIKY YvAo.
Ta apBpotikd AdON eivoar vmoype®TIKNG PHGEWMS Kot TLTTIKA deV Bal emAVOOHV pe ™)
AoyoBepameio poévo. Evtontotg, n opfoyvabikn M 1 KpOVIOTPOGHOTIKT XEPOVPYIKT
eméuPoon uropet va d10pmacel TV avopoiies kot 1 apbpwtiky eEacbévion umopei
va emAvBetl avB6punTa 1 pe ™ Aoyobepameio petd amd ™ yepovpykn enéuPaot. Ot
VEVPOLOYIKES EKONADGELG TOV GUVIPOLOL ATALTOVV ETIOTG XEWPOVPYIKT EXEUPAOT).
[MTopd 1o yeyovog 6T 1 TAeloymoeia TV Touddv pe ayovdpomiacio, Ba etval vymes yuo
TO LEYOADTEPO HEPOC TNG (NG TOVG, Hia GEPA 0md EMTAOKES UmopovV va, cupfodv
TOV OTOLTOVV TPOANTTIKY| EXOTTEI Y10 TNV TaLpoy| KATAAANANG mopépupacng. H
KaTavoNnomn Tov ovortuEloKoy TPoPil KabdS Kt TG avATTUENG G TOdLL LE
ayovopomiacia, Bo fondnoetl va dtuceaiotel OtL 1 vyElOVOUKT TEPiIBaAym povTivag
evOelkvuTaL, 01 YOVEIG deV avnoLYoVV Ywpig AOYO Kol 01 EMITAOKEG UITOPOHV VoL
aviyvevhohv Kol Vo SLoEPIGTOVY OTOTEAEGLATIKA.

Ala@opixi] o1ayveon 1] 10Qopodtdyvmon :

Yndpyovv moALd chvdpopa pe SLGAVALOYO TEPIOPIGUO TV AKPOV GE GYEOT LE Eva
70 Kavovikd péEyefog kopov, CLUTEPIAOUPBOVOUEVNG TG WELTOOXOVOPOTAAGIOG
(pseudoachondroplasia), tg ayovdpoyévvnong (achondrogenesis), g 6106TpoPIKNG
dvomhaciog (diastrophic dysplasia), thg vmoyovdopomiaciag (hypochondroplasia) kot
téLhog Tov cuvdpodpov Ellis — van Creveld.
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Bipmoypoaoia:

Hall, JG. Health supervision for children with achondroplasia.Pediatrics1995; 95:443-
451.

Hunter, AGW, et. al. Standard curves of chest circumference in achondroplasia and the
relationship of chest circumference to respiratory problems. Am J Med Genet 1996;
62:91-97.

Hunter, AGW, et. al. Standard weight for height curves in achondroplasia. Am J Med
Genet 1996; 62:255-261.

M J Wright, M D IrvingClinical management of achondroplasia Arch Dis Child
2012;97:129-134. d0i:10.1136/134 adc.2010.189092

Kenneth Lyons Jones, Smith’s recognizable patterns of human malformation, W.B.
Saunders Company
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ONOMA : Acrocallosal Syndrome

Eniong yvooeto og : Xovopopo Schinzel, ACLS.

To otvdpopo Acrocallosal criaypaerOnke apyikd amd tov eEAPetikd yevetiot Albert
Schinzel to 1979. Av kot omdvia dtatapoyr|, £EL OPKETA KOWA YOUPOKTNPLOTIK LLE
GAAeC SloTapOYEG TOAAATAMY AVOUOAMY 01 OTTOIEG O UEPIKEG TEPITTAOCELS UTOPEL VOL
elyav dyvoobel AavBacuéva. H coBapn yvootikh eEacBévion eivar kavovag Kot
noAloi acBeveic dev avantHoGoVV KATAANTTY) OpAia.

XvoTpaTo TOV EXNPEGLOVTOL TEPLGGOTEPO :
Kevtpucd Nevpwed Zoompa (KNX), dipa kot 0GKTUAN, KPOVIOTPOSMTIKO, KOPIHKO,
YEVVNTIKA Opyava, avamTuén, KOTAoKO.

Avtoroyia :
AVTOoOUN VIOAEWTOLEVT KANPOVOLUKOTNTO, TTOV YOPTOYPAPEITOL GTOV KOVTO
Bpayiova Tov ypopocopatog 12.

Awtapayés Adyov :

[ToAAG Gtopa pe ovvopopo acrocallosal dev avamtiooovy kataAnmTh ophio AOY®
¢ coPapng yvootikng eEacBéviong. H yelkeooyiotia kot 1 vrepmiooyloTios oL
enpaviCeton mévo amd to 10% tev nepittdceny Kot propet va eEacbevicet
TEPALTEP® TN AEKTIKT KOTOANTTOTNTO.

Awtapoyég oitiong :
H cofapr| vrotovia katd v moudiki nAkio uropet vo odnynocet oe etwyn
avappdenon, oAl dev £xet avapepOel Kavéva dALo TpdPANLaL.

AwTapoyés AKoNG :

Eyet avapepBel n vevpoaioOnmpla andAelo TG 0KONG GE LEPIKES TEPUTTMGELC.

AWTopayEs pOvVINoNG :
Kapia datapoyn govig oev €xel mapoatnpndel 1 avapepet.

AwtapoyEs Avrmong :

H vreppivuchy aveymon pmopel va givor mapodco 6TiG TEPUTTAOCELS LLE CYIOTIES.

IN'owoowkéc owutapayic :
H cofapn| yhowoowm eEacBévion eivar Eva 6taBepd YopaKTPIoTIKO YVAOPIGLO TOV
GLVOPOLOV.

AMho, KMVIKG (OpOKTPLOTIKA YVOpicpato :

e Kpavionpooomko :

Maxpoxepoiio, petwmikn tpoegoyn, Tpoeceyov wio,
vreptelopiopog(hypertelorism), yetheooylotio Kot VTEPOIOGYLIOTIO, KATAUOAMTTIKY
pwikn pila, oTpaPiopdc, omicOio TEPIGTPOPIKA QLTIA.
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e Avamtudn:
Kovt6 avaotnpua.

o  Kevrpiko Nevpiko Zootnpuo(KNX) :
Amovcio Tov pesordplov cmdpatog ( corpus callosum), apayvoedeic KooTels,
cofapn vontikn kabvetépnon, TapoELGHoi, VTOTOVie, EAOIDHONG aTpoPia.

o Kapouoko :
ZVyyeViGg KOPOKEG OVOULOAEC.

e T'evwntikad 6pyoavo :
Ynoonadiag(hypospadias), kpuyopyidia.

e AkKpa Kot AGKTOAG:
[Tpoa&ovikn morvdakturia (dumhaciocuoc g (hallux), petaovikny moAvdaktuAia,
LOAOKOG GUVOAKTLAIKOG 16TOG 600 N TEPIGGOTEP®V SUKTVAMYV TOV TOS10V.

e Kothmoko :
BovPovicég knieg, opeaiikn kKnAn.

®von woTopia:

H avamtu&loxn avemdprelo EEKvA PETOyEVVNTIKA Kot ival avoroykr. H
VEVPOAOYIKN KO YVMOGTIKN OVETAPKELD PAVEPDOVETOL OO TNV TOUSIKT NAKio Kot
napovctaletar apykd oc vrotovia. Ot mapo&uopol pmopel emiong vo ERPAVIGTOVV
Ao TNV TOdIKN NAKiaL.

Ipoyvoon Bepanciog :

Avoroyikd pe ) cofopotnta g ducpopeiag Tov KNX, n tpdyvoon yo
YVOOTIKY Kol YAOOGIKN avATTLUEN etvan @Twyn, OIS KoL 1| TPOYVOON Yo TV
(UVOI0AOYIKT) AEKTIKT OVATTVE).

Al@opixi] o1ayveon 1] 10Qopoddyvmon :

O vreptehOPIoUAGC, 01 YEVVITIKEG AVOUOAIEG, KOl 01 GYIOTIES Elval KOWVE
YOPOKTNPLOTIKA YVvopiopato Tov cuvdpduov Opitz mov dev €xel 1060 cofapn
avantuélakn e€acbévion. H oyotia kot 1 moAvdaxtoria epgaviovtal o€ apketd and
TOL GTOUOTIKO — TIPOCMOTIKO — SUKTLALKG cvvdpopa (oral — facial — digital syndromes),
HepKa amd To omoia £yovv emiong T cofapn) avartvélokn eEacBévion wg
YOPOKTNPLOTIKO TOVG YVAOPIGHA. Ol KPAVIOTPOSOTIKEG AVOUOAES, 1) AVOTTUEINKT
e€ao0évion kot n roAvdaktuAia speavilovron emiong oto chvopopo Carpenter.

Bipmoypaoia:

Gul D, Ulucan H, Unay B, Akin R, Gokcay E Acrocallosal syndrome: report of five
Turkish patients.Clin Dysmorphol.2004 Oct;13(4):241-6
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ONOMA : Acrodysostosis

Entong yvooto og :

H axpodvcootoon (Acrodysostosis) éxet ta&ivoundei cuyva pali pe éva aplopd
GAL®V TOPOUOIOV SLOTOPAYDVY OV EIYOV TAPOUOLO TOTO TPOOIOV KOl AVOUOALDYV,
ovumepiapPavouévne g Albight ooteodvotpopiog (osteodystrophy) kot tov
yevdovmonapadvpeoedn (pseudohypoparathyroidism). Evtovtoig, 1 akpodvcsdctoon
TOAVDOG AVTITPOCOTEVEL U1 YOPLOTH Kot evdtdkpirn datapayn. H Acrodysostosis
oOLPMVO LE TIG TEAEVTOIEG Epevveg yapakTnpileTatl amd TV KabvoTéEpNon TG
avAmTLED, TN TEPLPEPELNKT] OVGOGTOCT] KOl T1) SLOVONTIKY AVETAPKELQ.

XvoTpnaTe TOV EXNPEGLOVTOL TEPLGGOTEPO :
Kpaviorpoowniko, dkpa, 10 KNZ, okeletikd, avamtusn.

Avtodroyia :
Avtoocopkn| emkpatig KAnpovopkotta. To yovidio dev éxel mpocsdiopiotel N

xoptoypapnoei.

Awtapayés Adyov :

To npdcH10 oKEAETIKO OVOIKTO dAYKMUA 1 TO OTUOVTIKO TPOGH10 S106TOVP®LUEVO
dayKmua 0dNYel YOPAKTNPIOTIKA 6T YAOOOoIKN eEdONoN Katd T didpKelo TG
OMIALOG LE GUVETELDL TIG VTTOYPEDTIKEG LEGOOOVTIKEG OLOCTPEPADCELS KO
avtikataotdoels. Enedn n dtavontikn kabvotépnon eivat £va Koo yopoKTnpLoTIKO
YVOPIGLO AVTOD TOL GLUVOPOLOV, HEPIKA Toudid pe acrodysostosis éxovv cofapdtepa
eCacOeviopévn opha mov Paciletatl 6TV EKPPACTIKY YAWGGIKT e£acBévion).

Awtapoyég oitTiong :
Agv vdpyel Kopio GUYKEKPYEVT dUTOPOYT GITIONG TOV VO GUVOEETAL LLE TNV
acrodysostosis.

Awtapoyés AKoNG :

Ta 2/3 twv acBevdv Tapovctdlel To akoVoTIKO EAAEYLLLA.

AWTopayES POVIONG :
Agv vhpyel Kopio GUYKEKPYEVT SUTOPOYT POVNGNS TOV VO GUVOEETAL LE TN
acrodysostosis.

AwtapoyEs Avrmong :
Agv vhpyel Kopion GUYKEKPYEVT SATOPOYT CVTIXNONG TTOL VO GUVOEETOAL LIE TN
acrodysostosis.

IN'owoowkéc owatapayic :

H yAwoowm e&acBévion gival Eva Koo YopaKTNPIoTIKO YVAOPLIGHO TOV GUVIPOLOV,
padli pe n yvootikn avendpkeln (vontikn averapkelo nepinov 6to 80%) Kot tnv
avamTLEKn KaBuoTépnon GUVOETOVV T HEYUADTEPT TAELOYN QIO TOV TEPMTOGEDV.
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AMho, KMVIKG (OpOKTPLOTIKA YVOpicpato :

e Kpoavionpooomko:
I'vaBioio avemdpkelo e TO OYETIKO TPOYVUOIGHO, LKPT KOVTH HOTN He Tpochia
KAlon tov povBovvidv. Bpayvkepoiio, xounin pvikn yéeupa, Téorn vo LEVEL TO
GTOUO OVOTYTO.

e Axpa:

Mukpd xépia ko oA, KOVIKEG EMPVOELS, avapaia petakdpmio. Ot aktiveg X
OTTOKOADTTOVV TO YEVIKELUEVO TEPIOPIGUO TOV UETAKOAPTIMV, TOV LETATOPGIOV
00T0D KOl TOV QOANYYDV, VIEPTAAGING TNG TPADTNG OKTIVOS TOV TOIUDV.

e Avamtodn:
Kovto avaotua. Hrwo £0¢ pétpia mpoyevvnTiky Evapén g avendpKelog tng
avamTLENG.

¢ MUvooKEAETIKO :
[Tpdmpn OKEAETIKN OPILOVOT LE TPOMPT] 0GTEOTOINGN TOV KOKAA®Y, apOpitida.

e Kevrpiko Nevpiko Xvotnpa :
I'vootikn e£ocBévion.

®vo) wotopia :

H avartvéloknm kabvotépnon avayvopiletor vopic, aAdd n eEacBévion elvar otatikn
Kot pn Tpoodevtikn. To Pépog Kot To VYOS YEvvnong ivol QUGIOAOYIKE e
AVOTTUEIOKT] AVETTAPKELD TTOV YIVETOL EULPOAVT] GTNV TPOYWPTLEVT TOSIKT NALKiL.

Ipoyvoon Bepanciog :

Emeidn n vevporoyikn (yvootikn) eacBévion eivan otatikn, n Oepomeio g opidiog
KO TNG YAMGGO EVOEIKVUTOL 0V KOl OEV TPEMEL VO, TPOGOOKEITE 1] PUGIOAOYIKY
avdntuén. Ot eprocdTePOl acbeveic mhve oYeTIKA KOAN EKTOC 0md T TPOPAN LT
NG VONTIKNG OVETAPKELNG KOt apOp1Tikdv mapardvmv. [1poodeutikds meploptopdg e
Kivnong tov ¥epLdv, ayKOV®V, Kol TG 6GTOVOLAIKNG GTHANG Umopel va cuuPet.

Al@opixi] o1ayveon 1] 10Qopoddyvmon :

H Acrodysostosis eiye emvondei yio va emcodvyet Ti¢ dwotopoyég g Albight
00TE0VGPOPiG Kot Tov yevdobmomapadvpeoeldn (pseudohypoparathyroidism).
Evtovtotg, n Acrodysostosis eivol tdpa mhavdg pio eudiakpitn kot EExmploty
dwTapayn.



Bipioypagia:

Kenneth Lyons Jones, Smith’s recognizable patterns of human malformation, W.B.
Saunders Company.

Hernandez RM, Miranda A, Kofman-Alfaro S Acrodysostosis in two generations:
an autosomal dominant syndrome. Clin Genet, 1991 May; 39(5):376-82.
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ONOMA : AEC Syndrome

Entong yvooto og :

Yovopopo Hay — Wells, aykvioprepapikn —
e€odeppkn(ankyloblepherom — ectodermal) atéiera — yerieooioTia
lvreporooyiotia.

To ovvopopo AEC eivar €va amd to GOVOPOO TOAAATANG OVOUOATG TTOV
TEPLOUPAVOVY TNV XEILEOTYIOTIO 1}/ KOL TNV VTEPOIOCYIOTIO KOL TNV EEMOEPHIKT
dvomlacio (ectodermal dyspasia). Avti 1 ordvia datapayn teptypaenke to 1976
a6 tovg Hay and Wells o entd dropo amd té60€pig 01koyEVELEG. AgV gival YVmOTO
€QV VTLAPYEL 10, YOVOTUTIKT) opo1dtnTa petald tov ocuvdpopov AEC kat tng
eCwdepuurng ovorlaciog Rapp — Hodgkin, oAA& vdpyel 0VGIOGTIKY GOIVOTUTIKNY
EMKAALYN HeTAED avTAV TV VO dratapaymv. To cvvdpopo AEC givar éva amd ta
oLVOPOLLE TTOV UTTOPEL VO, TTOPOVGLALOVV XEIAEOTYIOTIO KO VITIEPMIOGYIOTIO MG
YOPOKTNPLOTIKO YVOPIoUA, 1} HOVO TNV VIEP®IOGYIOTIO (GLUTEPIAAUPOVOUEVNG TNG
VIoPAEVVOYOVIOG OYIOTIOG) WG XOPAKTNPIOTIKO Yvopiopa. [Ipénet va emonuavOet 6t
eqv 600 TPOTOL — BBV GLYYEVEIG £XOVV TOVS SLPOPETIKOVS TVTOVS GYLOTIOG (ONA.,
KAmO10G €Y1 LOVO GYLOTIO VITEPDAG EVA O AAAOG €xEL OYLoTiO YEIAOVG KOt LVITEPMOG ),
vt N PEN TOV GYIOTIKAOV TOTOV etvat pia coeng Evoelgn 0Tt ol oyloTieg lvar HEPOG
evog GLVOPOLOV.

XvoTPHaTe TOV EXNPEALOVTOL TEPLGGOTEPO :
Emdeppida, viyio, 000vTikd, dEPLATIKO, KPOVIOTPOSHOTIKO.

Avtiodroyia :

Avtoocopky| emkpatikny kKAnpovopuid. To yovidio dev €xel TPoGOOPIOTEL 1)
yoptoypaenei axopa. O {oveg chvinéng PAe@apov 16Toloyikd amotelohvTot omd
£VOL KEVTIPIKO TUPNVOL TOV OYYELKOV GUVIETIKOV 16TOV OV TEPPAALeTON £
oAokAnpov amd emfnio. Muikég tveg pmopovv va mapatnpnbovv eniong. Ot {oveg
OVTEG UTOPEL VAL OVTITPOGMOTEVOVY AVAOUOAO TOAAATANGIOCUO TWV LECEYYVUATIKMOV
10TOV € OPIGHEVO onpeia 6To TEPBMPLo KAAvppa 1 Eva EAAEYLO EEMIEPKO
EMTPEMOVTOG LEGOOEPUIKT] EVEOT. O GYETIKEG AVOUAAIEG TOV GUVIPALOV QVTOV, LE
e€aipeon v yeleooytotio , TPOEPYOVTAL GE OKTMD EMG EVVEN ERSOUAOES TNG
euPpuikng Cong Kot pmopovv va EnynBovv ¢ o avopadio otny eEmoepuikn
avAamTLEN 1 TNV E6QAALEVT EEMIEPLUKT-LLEGOOEPUIKT AAANAETIOpOON.

Awtapayés Adyov :

Ot apBpdtiKég drotapayés TEPIAAUPAVOLV TIG VTOYPEMTIKES 10GTPEPADCELS Kot TG
OVTIKOTAGTACELS TOV TTPOKVLITOVV Ot TaL LKPA 1) EAAEITOVTO dOVTIOL KO OO TIG
AVOUOAEG GYIOTIES TOV XEIAOVG, TNG VIEPDAG KOL TOV 0SOVTIKOV GATVIOV.
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Awtapoyég oitiong :
Agv vrdpyel KovEva GUYKEKPIUEVO TPOPAN LA GITIoNG EKTOC OO TIG TPOMPES
dvokoAieg mov oyetifovat Le TIG OYIOTIES.

AwTapoyés AKoNG :
H andAieio g ayoyipndmmrag g akong Adym tng didyvuon Tov HEGO 0V eivat Eva
KOO YOpaKTNPLOTIKO.

AWTopayEs QOVINoNG :
H Bpoyvdoda mov givar kown, oxetilOpevn He v ENPOTNTU TOV GOVNTIK®V YOPODV
KoL Tov PAEVVOYOVOL TOV A0PLYYIKOD.

AwtapoyEs Avmong :

H vreppvikdmra givor ko ko epeaviCeTor Aoym e VTEPOIOGYLOTIOS.

IN'owoowkéc owutapayic :
Agv vrdpyetl kopio yYAwookn eEacBévion mov va cuvdéetal pe 1o cvvopopo AEC.

AMho, KMVIKG (OpOKTPLOTIKA YVOpiopato. :

e Kpoavionmpooomko :
2Ovinén PAEPap®V amd TiG AETTEG VILATOEWDEIS TPOGKOAAGELS, YKLAOPAEPAPO,
VIOTAOGIOL TOL CKANPNG Kol LOAOKNG VITEPMOS, XEIleooyIoTIOL e 1) YOPIC
VIEPMIOGYLOTIOL, TOAAUTAS YOAWVIKO PaTvio, yvabiaio vromhacio, yoaunin 6éon
OV A0PB00 TOL VTIOY Kot EAATTOUATIKY] avATTLEN TOV apP1LeTEPOV Aofov. OBAA
TPOCMOTO. SIEVPLUEVT] PIVIKT] YEQVPOL.

o Aéppo :
E&wdepuikn dvomiacia, petopévn epidpwon, TPOOLOTE KOl LOADVGELS KPOviov,
TEPLOOIKES MKPES OMOGTAGELS TG VEVPIKNG GVGTACNG, TEPLOJIKES 1 OMOVTES
BAepapidec, VTOTAAGTIKA VOYLOL GTO YEPLOL KO GTO TOOLCL.

e Odovriko :
Ynodovrtia, peptkny avodovtia. Kovikd, e peydin andotaon peta&d tovg dovTia.

e T'svwntika 0pyova :
Ynomhootikd eEmTEPIKE YEVVITIKA Opyava [LE KAEITOPIOIKN VTEPTPOPIN

®von wotopia :

H e£mwdepukn dvomracio sivoar tapovoa ot yévvnon. H yvabuia vromlacio yivetot
oTOdKA o Papldc LopeNG He TV NAKia Kot v pHéEpeL oyetiletot Pe T0 EKPUAoUO
TOV PATVIOKOD 0GTOV OV £IVOL GYETIKOG LE TN LOOOVTIO. TPOKAADVTOG TNV KATM
YVAaBo vIEP — TEPIGTPOPT TOL KAOIGTA TO TNYOVVL IO TPOEEEYOV.
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Ipoyvoon Bepaneiog :
Me 1t yxelpovpyikn enéuPacn Kot TV 000VTIKT OVTIKOTAGTAGT|, 1] OLUALN TPETEL VO,
avafinOei péxpt va. oAokANpwBel 1 LGIKY dloElPLON TNG GTOUATIKNG KOTAOTNTOC.

Alw@opixi] o1ayveon 1] 610Qpopoddyvmon :

Ta ZOvdpoua mov mpémetl va dtapopomomBovv givatl avTtd Tov Tapovstalovy
eCwdepuikn ovomlaoio Kol oyloTieg cvpmepiapavouévov tov Rapp — Hodgkin kot
EEC ovvipouov(Exprodartoiixn — eéwdepuikn ovoniaoio — oyiotio. Ectrodactyly —
ectodermal dysplasia — clefting). 'Exet 0ewpnbei 611 10 ctvvdpopo AEC mapovsidlet
11 101e¢ doTapoyég pe o ovvopopo Rapp — Hodgkin pe e€aipeon tig vipatoedeic
TPooKoAANcels Twv PAEpapwv. H Yrnowpmtiky eEmdeppukn svonracio (HED),
yopokTNPieTal amd vIOTPiYMOT (YOUNANG TVKVOTNTAG TOV TPLYYMTOV TNG KEPOUANG Kol
TOV 6OUATOG), hypohidrosis (petwpévn avdtnta vo 1pmdvouy), Kot
vrodovtio(ovyyeving EAewyn dovtidv). Zmnv HED n hypohidrosis givat apketd
cofopn MOTE Vo EXNPEACEL TN pYOLULIOT TG BEPLOKPAGING TOV GMOUATOS, £Val
TpoPANpa wov dev eaivetar oto suvopopo AEC. H oyiotia, kaBoAkn 6to 6OVIpOOo
AEC dgv gpopaviCetar cuvnbwg oty HED.

Bipiwoypagia:

Macias E, de Carlos F, Cobo J. Hay-Wells syndrome (AEC): a case report. Oral Dis,
2006 Sep;12(5):506-8.

Sahin MT, Turel-Ermertcan A, Chan I, McGrath JA, Ozturkcan S Ectodermal
dysplasia showing clinical overlap between AEC, Rapp-Hodgkin and CHAND
syndromes. Clin Exp Dermatol, 2004 Sep;29(5):486-8.

V Reid Sutton, MD, Alanna F Bree, MD, and Hans van Bokhoven, PhD.,
Ankyloblepharon-Ectodermal Defects-Cleft Lip/Palate Syndrome, Initial Posting:
June 8, 2010

Kenneth Lyons Jones, Smith’s recognizable patterns of human malformation, W.B.
Saunders Company
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ONOMA : Aicardi Syndrome

Entong yvooto og :

To oOvdpopo Aicardi givor puo odvia dloTapoy] TOV GUVOEETOL UE GYLOTIEC TOV
¥EIAOVG KOl TNG VTEPDAG, 01 0TO1eg TEPIAAUPAVOVY CNUAVTIKEG OVOUOAMES TOV
KEVTPIKOV vevpikov cvotiuatog (KNX), coprepirapfavouévev g Dandy — Walker
avopoAiog Kot g EAAEWYNG TNG EYKEQAAKTNG S10pPOPOTOINGNG TOV NUICOUPI®mV
(ohompocbeykeparia — holoprosencephaly) otic mepicodtepec nepittdoelc. Ot
coPapdtepeg EKQPACELS AVTOL TOV GLVOPOLOL givar acvpPifacteg e tn (on.

XvoTpnaTo TOV EXNPEGLOVTOL TEPLGGOTEPO :
Kevtpud vevpikd ovompa (KNX), kpaviompocsomikd, o@Oaiikd, 6TovovAko,
JEPLOTIKO, AKPO.

Avtohoyia :
DdvAocHVOETN EMKPATIKT KANPOVOLIKOTNTO TOL YopTOYpaQEiTol 610 Xp22,
Bvnoryoévo ota apcevikd. Bnivkd evio (1 apcevikd yevotumov XXY).

Awtapayés Adyov :

Y& ToAMEC TEPITTMGELG TOL cLVOPOov Aicardi, n vontikn kabvotépnon eivol 1660
cofopn| Tov 1 opAia Ko 1| YAOOOO 0V avomtucscovtal. Evtodtolg, oe nmiotepeg
TEPITTAOGELG, 1) VONTIKN avATTLEN HUopel va £lval GYETIKA KAVOVIKT LE TNV 0VGLOODS
QLO10A0YIKY YA®ootKn avamtuén. H opha propet va eEacbevioet and Tig emppoés
NG TOPOVGING TNG YELEOGYIOTIOG KOl TNG VIEPOIOGYLOTIOG O1 0TOIEG £Vl KOWES GTO
oLVOPOLO.

AwTapoyég oitTiong :

H coBapn e€acbévion tov kevipikod VELPIKOD GVGTAATOS 6T0 cuvdpopo Aicardi
umopet vo 0dnynoetl oty £pebioTikdTTa Kot amrotuyio Tov va ovartuydet. Ot
napo&uopol pumopel emiong va mopepnodicovy T cition.

AwTapoyés AKoNG :

Kapia ovykekpyévn eEacBévnon g axpdaong dev €xet avapepOel 6to chvopopo
Aicardi, av kot givor mhavo ot acOeveic e GYIOTIEG VO ELPAVIGOVV [0 aVEAVOUEVT
oLYVOTNTA H1AYVOTG TOL HEGOV OVG KOl ETOUEVMG KOL TNG OTDOAELNG TNG 0Ly OYILOTNTOG
NG OKONG.

AWTopayEs pOvVINoNG :
Agv vrapyet Kopio yvoot diotapay povnongs.

AwtapoyEs Avrmong :
Yg TEPIMTAOGELG LE XEILEOTYIOTIO KO VITEPMIOCYIOTIO TOV OVOTTUGGETAL 1] YADGGA, 1)
VIEPPIVIKT] OVTIYNOT TOV TPOKVTTEL Ad TV GYLoTiO £fval Suvart).
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IN'owoowkéc owtapayic :

H yAwoowm e£acBévion eival Tapodoa oxeddv oe OAEG TIG TEPUTTMGELS. LTOVG
coPapdtepa emnpeacpuévous acbeveic mov emlobv TG VEOYVIKNG TEPLOS0V, N cofapn
N amovca YA®GGIKY KaBvotépnon eivat mhovr).

AMLo, KMIVIKG (OpOKTNPLOTIKA YVOPICHOTO, ©

e Kpavionpooomko :
XetleooyloTio KOl VTEPOIOTYIOTIO.

e Kevrpko Nevpiko Xvotnpa :

Ayeveoia tov pecorofrov odpatog( corpus callosum), etepotomio Tov
EYKEPALOV, S10VOTNTIKN KOOLGTEPNOT|, KAUTTIKOT GTAGHOT 6TV Toudikn nAtkia,
EEG avopolieg, mapo&vouoi(seizures).

e O@Ooipmko :
Xopoapeipinotposiduca(chorioretinal) ydopata, pikpdTepa TOL KOVOVIKOD
uatioluikpopal uic)

o Aéppo :
Amdpoto 6to TpY®To TG KEPAANG, Koila oupayyeiopata (hemangiomas).

o Y KEAETIKO :
ETOVOVAMKES OVOUOMES, GKOMMOT), TAEVPIKES AVOUOAEC.

®von wotopia :

"‘Eva onuavtikd mococtd tov veoyvav pe 1o cuvdpopov Aicardi tebaivovv katd tnv
veoyvikn mepiodo. Ao ekeiva mov emlovv, TOAAA | coPapn avanTuén cuvoéetat and
T0VG TaPoELGOVG (SEIZUreS) Kot TOVG GLGTOATIKOVG GTAUCUOVG. LTIC NTOTEPEG
TEPIMTAOGELS, EVTOVTOLS, TAPOLSLALOVTAL LOVO YVMOTIKES £EacBevNoels, KaBmS OU®G
kot ot Tapo&vopoi (seizures) kot to portifo g EEG avopoiiog.

Ipoyvoon Bepanciog :

>11¢ Mo Paplég TEPIMTAOGELS, | TPOYVMOON Yid T onUelUéV BerTimon oty optAia,
™ YAOOOW KOl TH YVOOTIKN Agttovpyia ivatl toyn. Enedn n yetleooyiotio kot n
vrepmIocyoTio Eival cuyVAE TAPOVCES, 01 VOGOKOUEINKOL YlorTpoi Lropovv va
nopamAovn000V MoTeoVTOS OTL 1) EAAEYN AEKTIKNG AVATTUENG 1) O TPMOUUES
dvokoAieg oitiong ovoyetiCeton pe v oyotio. Eviovtoig, oto covdpopo Aicardi, ot
dwTapayéc oo kat oitiong etvo mo mhavadg va TpokAnBodv amd v cofapn
e€ao0£vion ToV KEVTIPIKOD VELPIKOV GUGTHUATOG.

Al@opixi] o1ayveon 1] 10Qpopodtdyvmon :

H amovoia tov pecoAdfrov cdpatoc 6 cuVOLACUO LLE TNV XEILEOTYIOTIO KOL TNV
VIEPMIOGYLIOTIO £IvVOL KOO VPN GTHV KPAVIOUET®TOPIVIKT|(craniofrontonasal)
dvomiacio. Ot avopaiieg Tov aUEPANCTPOEION Kol GUYKEKPIUEVA TO
ape1PAnoTpoedko koAdPwpa(colobona), pe tig oylotieg Kot TG AVOUAAES TOV
KEVTPIKOD VELPIKOD GLOTNUATOG ELPAVILOVTOL GTO OAOTPOGHEYKEPAAIKO,
(holoprosencephaly), 6to cOvdpopo Kallamann kat oto cvvépopo Roberts. H Dandy —
Walker avopolio kot ot cuordoelg peoviCovral 6to cdvdpopo Aase Smith. Ot
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KOPLlEg LOpPEC TOV TPEMEL va Aapdvovtat vtoyn otr dlapopikt| d1dyvmon tov AGS
etvar to Cockayne cuvdpopio, ot pitoyovoplakég madnoelc, haemophagocytic
lymphohistiocytosis kot petafoAiés eykeparomdbeies pe PocIKEg AMOTITAVAOCELS TOV
YoyyAMv, OTmG, Y10 Tapadey Lo, dL0TapayES ToV LETAROAMGHOV Tapafopurovn,
Brotwviddon avemdpkela, Hoyeraal-Hreidarsson cuvdpopo ko cerebroretinal
pikpoayyelondBeta pe amotitavooelg kot kootelg (CRMCC).

Bipiwoypagia:

Grosso S, Farnetani MA, Bernardoni E, Morgese G, Balestri P Intractable reflex
audiogenic seizures in aicardi syndrome. Brain Dev 2006 Nov 3; [Epub ahead of print]

S. Orcesi , R. La Piana, and E. Fazzi Aicardi-Goutieres syndrome IAGSA
(International Aicardi Goutie res Syndrome Association), Department of Child
Neurology and Psychiatry, IRCCS “C. Mondino Institute of Neurology’ Foundation,
Pavia, Italy Published Online January 7, 2009
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ONOMA : Alagille Syndrome

Entong yvooto og :
Alagille — Watson cuvdpopo, yoldotacn (cholestasis) e mepipepelakn TvevOVIKI
otévmon (stenosis), apteprovmotikn dvomhacio (arteriohepatic dysplasia).

Amo 10 1975 10 0Ovdpopo Aligille éxel avayvopiotel mg éva vdidipito cHvopopo
7OV GLVOVALEL OGS YUPOUKTNPIOTIKY EULPAVION TPOCHTOV LE OVOUOMES TOV CLKWOTIOV
Kot yvootikn eachévion. Avti n ondvia dotapayn £xel Lo TANOGLGLILOKT
ovyvotta wepimov 1:70.000. [Mepimov 10 25% tov atouwv pe Aligille dev emlovv
HETE amd TV PO TOdKN NAKIo AdY® TOV vVOUAADY TOV HTOTOG 1) TV
KOPOOKOV AVOUOALDV.

XvoTpnaTo TOV EXNPEGLOvVTOL TEPLGGOTEPO :
Kpaviorpoownikd, opBaAKd, KapdaKo, YUSTPEVTIEPIKO, OVPOTOLOYEVVNTIKO,
depuatiko, okeletikd, Kevrpued Nevpkd Xootnpa, dipa.

Avtoroyia :
AvtOoOUN EMKPATAS KANPOVO UL, TOV YapToypapeitar 6to 20p12 Ko pmopet va
npokANOel and o yertovikn daypoen yovidiov and to 20p12.1-p11.23.

Awtapayés Adyov :
H ophio popel va kabvoteprioetl og pepikong acbeveic pe cuvopopo Alagille, alid n
OKOVGTIKN TAPOymYT| €fvat YEVIKE KOVOVIKT).

AwTapoyég oitTiong :

H mpoéwpn amotuyio Tov va avartuybel eivat kotvn 6tovg acbevelg e T0 cuVOpopo
Alagille kot artioroyikd epgoaviCovrar moAroi cuvteleotés. Ot avouaAies Tov
EVOONTATIKOV TTOPOL, O1 EK YEVETNG KOPIIUKES OVOUAMES, 1) TEPLPEPELNKT] TVEVLOVIKT
GTEVMGT) Kol 1 7T broTovia [

nopel va cuUPALOVY OAEG GTNV AVISIOTEAELN TG GITIONG KoL 6T OTOYN ovénon
Bapovg katd TV Todikn nikia.

AwTapoyés AKoNG :
H axovotikn ikavotta givot yevikd Héco 6To UGLOAOYIKA OPLo. GTO GOVOPOLLO
Alagille.

AWTopayEs pOVINoNG :
O1 drotapayég emvng dgv Exovv avapepbei 1 Tapatnpndei oto cvvdpopo Alagille.

AwtapoyEs Avmong :

O1 drotapayég avTANong dev anoTeAoHV XopakTNPLoTikd Tov cuvdpdpov Alagille.
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IN'owoowkéc owtapayic :

Tn yAdooa kabvotepet 1] Topovo1dlel Nieg S1TopayEG 6€ TOCOGTO TAV® Ad TO
50% tov acBevav pe cuvdopopo Alagille, aAdd ot dwotapayésg dev givan
YOPOKTNPLOTIKA GOPOPES KOl UTOPEL VO, KOUOEVOVTOL 6TO OPLoL TOL KOVOVIKOV.

AMLo, KMIVIKG (OpOKTNPLOTIKA YVOPICHOTO, ©

e Kpaviompooomko:
Mot pérmmo, potepd myoHvy, Tpoeséyovoa foAmong pviky dipr, Pabid
TPOCNA®ON LOTIDV.

e Akpa:
Kovtéc andpokpeg @aiayyeg kot ota 500 YEPLO, KOVTEG WAEVEG AUPOTEPOTAEVPA.

e  OvpomoloyevvTIKO :
Neppkég avouaiies.

o Kevrpiké Nevpko Xootnpo :
'Hma yvootikn eEacBévion.

o Koapduoko:
AvopoAio Tov KOTMOIPPAYLOTIKOD, KOATIKY] O10(PPOYLOTIKY] OVOLLOALD,
TVELLOVIKT] GTEVOOT).

e O¢@Ooimko :
OmicOwa epPpvoto&ivn (embryotoxin), Tpocbieg Oarapkéc avouaiisc.

o AgppoTiko :
2mopadIkég Tpiyeg 0TO TPOGMTTO KOl TO AL GTA OPGEVIKAL.

o Y KEAETIKO :

YmovOLVMKES avepalieg, ooteomevia (0Steopenia), TAevpikég avmUoAies.
ETOVOLAKA EAATTOUATO, COUTEPIAAUPOVOUEVOV COENVOELDOVS GYNLATOG
omoVOVAOLG, GTOVOVAOVG o€ SN "TETAA0VSNC". aVOUAAIEG TAEVLPDOV.

o Taotpevrepiko :
Avopodieg fmap kot ypdvio tabnon tov nratog (cholestasis) mov eppavileton
AOY® NG OTEVAOGNC EVOONTATIKOV TTOPOL, VEOYEVVITOG TKTEPOG.

®von woTopia :

H acBévela tov atog eivor yopaktnpioTikn Kot EREavIfETOL GTOVG TPADTOVG UIVES
Cong €10t avT 1 amoTvyio Tov Vo avartuydel TapovctdleTol YoPUKTNPLOTIKA VOPIG.
Ta avantuélokd kopla onueio. cuvNB®G KaBvotepolY eAaPpmdc. H modtnta kot n
1ocoTNTA (NG EEAPTOVTOL OO TIG KOPO0KEG AVOUAAIEG Kot TV acBévela Oa
napovctdoel To Nrap. Ot meptosdTEPOL 060eveEic TapovG1Alovy veoyVIKO 1KTEPO, M
omoia kaBapilel and v nhikia tov teccdpwv. H yordotaon (avénuéva emineda
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YOMKOV 0&EWV), TOL EKONADVETAL LE KVvnGpo, etvan dta Biov. Kippwon dev
avanmTOGGETOL TOTE Kot Nratiky PAAPN eltvon nma.

H neprpeperoxn oyetikd pe v ot€vmon TVELUOVOV VOl YEVIKO OCVUTTOUOTIKY]. AV
KOl 1] TAELOVOTNTA TOV AGHEVAOV EYOVV 0L KOVOVIKTY d1dpKeLa, TPtV amd To Odvato
TOV TEVTE ETOV AOY® KAPSIOKNG AVETAPKELNS 1 VEPPIKNG OVETAPKELNG 1) AUPOTEPDV
Exel TpOCPOTU avapePDEl o€ Alyeg TEPUTTMOGELC.

Ipoyvoon Bepaneiog :

Ta wpofAnpata citiong HTOPOHV va BVOKOVPIGTOLV altd TNV TPk Bepameio Kot
dgv oLoYETILOVTAL [LE TOVG UNYOVIKOVG TOPAYOVTEG. AAAL YOPOKTNPIOTIKA
YVOPIGLOTO TOV GUVIPOLOL UTOPEL GE HEYOADTEPO LEPOG TOVGS, VO pPLOGTOVV GE
TOAAEG TEPIMTAOGELG 1UTPIKAL.

Al@opixi] o1ayvemon 1] 10Qpopodayvmon :

O cVVOLACUOG TOV KPOVIOTPOGOTIKDOV OVOUOAMY GCUUTEPIAAUBAVOUEVOV TNG
Babiic TpooNA®MONG TOV HOTIOV KOl TOL HUTEPOV TNYOLVIOD GE GLUVOLACUO LE TNV
TEPLPEPELOKT] TVELLOVIKT 6TéEVmOT eppavilovial oto cuvdpopo Williams. Evtovroig,
10 ovvdpopo Alagille propei va dtapopomombei and v Tapovcio g achHévelag Tov
Nratog. O1 yvootikég dtatapayés eival cuvinBmg ONUOVTIKOTEPES GTO GUVOPOLO
Williams.

Bipaoypaegio:

Lykavieris P, Crosnier C, Trichet C, Meunier-Rotival M, Hadchouel M
Bleeding tendency in children with Alagille syndrome. Pediatrics.2003 Jan;111(1):167-
70.

Kenneth Lyons Jones, Smith’s recognizable patterns of human malformation, W.B.
Saunders Company




29

ONOMA : Albers — Schonberg Syndrome

Entong yvooto og :
OoteoméTpmon (osteopetrosis) AVTOGOOV VIOAEWTOUEVOL TOTTOV, 0GTA LAPLOPO
AVTOCOUOV VTTOAETOEVOD TOHTOV, acBévela Albers — Schonberg.

To otvdpopo Albers — Schonberg eivat éva coBapd, TpoodevtiKod vrepavarTLEINKO
0GTEDMIEG GLVOPOLO TTOV TOPOVGLALEL L0l AVETOPKT LLokpOoTpOBeoun Tpdyvmon. H
TPO0OOG TV SLOTAPAYDV AOYOV KO TG OKONG MG OEVTEPEVOVOEG EKONAMGELS TNG
0GTEONVATTLENG OV TPOGKPOVEL GTO KPOVIOKA VEDPA KOl GTO LLOGTOEWEG 00TO.
Daiveral va VTAPYEL ELATTOUOTIKY ETOVOPPOPNON TOV AVAOPL®Y 06TAOV. To
epOTNO TOL £XEL TEOEL OC TPOS TO AV 1) ACHEVELD QLT UITOPEL VAL ATOTEAEGEL LiaL
avopoiio 610 HETAROMGUO KOAGITOVIVIG, o duvatdTnTa ToL 0EILEl TPOGEKTIKT
HEAETY).

M GYETIKA KOV N0 LOPPT] TNG OCTEOTETPOOTG LE TNV KOBVOTEPTUEVEG
EKONADGELG KOl VTOCMUATIKY Kupiapyn kKAnpovould avagépetar og Albers-
Schonberg cuvopopo. H didyvaon yivetar cuyvd katd oy, OTOV 0KTIVOYPAPiEg
Aappdvovrtal yio dAhovg Adyovug. I1dpeom Tov TPOSOTIKOD VEDPOL KOl THV KOP®GT,
KOOADG KoL 1 GUUUETOYN TOV OTTIKAOV KOt TPOVHOL VELP®V oTdvia supPaivovv. Hrmieg
oKeAETIKEG OAAYEG YIVOUV EUQOVY] KOTA TNV Todkn nAkia.

XvoTpnaTe TOV EXNPEALOVTOL TEPLGGOTEPO :
YKELETIKO, KPOVIOTPOSHOTIKO, KEVIPIKO VELPIKO GUGTNLA, OPOUALKO, 000VTIKO,
OLLLOTOAOYIKO.

Avtohoyia :
Avtocopkr] vroiemdpuevn kKinpovoukotta. To yovidio €xetl yaptoypapnbei oto
11912 - 13.

Awtapayés Adyov :

Y7rdpyet po TpoodEVTIKY] GUUTIEST] TOV TOALUTADY KPOVIOK®OV VEDP®V,
cvuneprappavopévov tov VII kot tov VIII, ot omoio propel va odnynoet oty
ndpeon g LOTIKOTNTOS Kol THG KIVIONG TOV TPOGMITOL LLE GUVETELN TIG 0PpOPOTIKES
JoTPEPADOELS KOl AvOUOAIEG TNG oTOUATIKNG avTnynomns. H kabvotepnuévn
0dovTiKn ékpnén pmopel va Tpokarécel TNy apBpwtikn dactpéfrmon. H anmdieia
aKONG UTOPEL EMIONG VOl VAL TPOOSEVTIKT KO VO TPOKUAEGEL AVOUOAESG GTI AEKTIKT
napaywyn. H ooteopvelitida tov cayovidv pumopel eniong va mpokaAécet
TEPLOPICUEVT] Kivno.

Awtapoyég oitiong :

Edv exppactodv vopig (cuyyevig),  amotuyio g avantuéng umopel va epeoaviotel
GUVOEOEVT] LLE TNV TOPEUTOOION TOV AEPAYOYDV 00DV 1 LE TIC OVOUOAIES TV
KPOVIOK®V VEDP®V.
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Awtapoyés AKoNG :

Yapyel TpOOSELTIKY LUIKTH 1 VELPOOUGONTIPLOL ATMAELD AKOTG CYETIKY LLE TNV
CLUTIEST TOV OKOVGTIKOD VEDPOV KOl TPOOJEVTIKN OGTEOTETPMOOT) TOV UETUPAAAEL TOL
00TAPLOL KO TO KPOTAPIKO 0GTO.

AWTopayEs eOvVINoNG :
Ot mopaymyéc TG TpOWNS VNG eivar pustoroykés. H PBpayvdada propet va
avantuydel 010 TEAOG TNG TOSIKT NAKicL.

AwtapoyEs Avrmong :
H mpoym aviynon sivat kovoviky, aAld pmopet va avoartoydel vreppvikdtnto otnyv
noudikn nAio | oy epnPeia.

IN'owoowkéc owatapayic :

"Eva pikpd 10600t TV atopwv pe to cvuvopopo Albens — Schonberg €yovv
yvootiky e€actévion kot propel va Tapovcstdlovy YAwootkn kabvotépnon 1
dwtapayn. Eviovtoig, n mietoymeio avanticsel puGIOAOYIKN YADGGH TPV omd TN
ONUOVTIKN TPO0OO TNG acBEveLng.

AMho, KMVIKG (OpOKTPLOTIKA YVOpiopaTo. :

e Kpavionpooomko :
Maxpoxepolia.

e  Kevrpiko Nevpko Xootnpoa :
Y dpoxeparia.

e O@Oaripko :
[Tpoodevtikn ontiky €£0cOEVIoN amd T GLUTIEST) TOV OTTIKOV VELPOV,
oTPaPIoOC, VOOTAYUOG.

e 0OdovTiKO :
KaBvotepnpuévn odovtikn €kpnén, vrepPoiikn odovtikn tepndova. Ot tpmdTot youpiot
Kot Lovipn odovtoeuia tetvouv va mapapopemdel. H meprodovtikn cvvdeon eivar
KOKT], EMTPETOVTOG TNV OTOAETION).

o Y KEAETIKO :
OoteookAnpuvon, octeopveritida. To Allogeneic BMT £yet avapepBet 0Tt givar n
uovn Bepamevtikn Bepomeio yio To TOOA LLE TO VEAVIKT) OVTOYPMOUOGMLOTIKN
vrToAemO eV ooteomETpmONG(osteopetrosis). Tlayid, mokvd, 00pavota 00TA LE
aALayéG HOVTEA®V, O™ 1 apuPAeia yovia tng Katm yvdbov, pepikn ariocio Tov Gro
QoAayy®v, gubeio punpuaio, Yovopd »0oTd evidg 06TA" HETAKAPTIO KOl LOKPOKEPAATDL
LE HETMTIKY avayAven entypaer|. H copmieon tov puedot tov Kpaviakdv Tpnudtomv
umopet voL 00N yNoEL G€ TOPAALGT KPAVIK®V VEVP®V, TOEA®GSN 1 / Kol vOPOKEPUAiaL.
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e  ApOoTOAOYIKO :
YoBapn avarpia, Opopporvtonevia, maykvtraponevia.(thrombocytopenia,
pancytopenia)

o Ala:
Hratoominvopeyaiio, mpowpog Odvartog (cuvnbwe oty devtepn 1 Tpit
dekaetio g {oNg).

®von woTopia :

O1 00Te®IEIG AALUYEG KOt 1) avoLpio Etvot TPOOSEVTIKES, ONUIOVPYDVTOG EMOEIVMOON
OA®V TOV CUUTTOUATOV Kot TPO®Po BAavato. [Tio avaAivtikd, To chvopopo avtd eivar
oLVIOMC LoV KOTA TN YEVVNON, Le ETakOAov0eg coPapés emmAokég Kot To Bavarto
amo avoipio, apoppayio 1 cuvIpTTiKy Aoinwén oty vnmokn NAkio 1| v Toudiky
niia. Kavéva tpocPefAnuévo dropo dev €xel eminoet péypt v gpnPeio. Ta
TPOPANOTA THG 000VTOPLING KOl 1| 000VTIATPIKY LOAVVGT Umopel va yivouv coPapd.

Ipoyvoon Bepanciog :

H poxpompdBeoun npdyvmon sivor avemapkmg.

Al@opixi] o1dyveon 1] 10Qopoddyvmon :

Yndpyovv ToAAEG TPOOSEVTIKES S1ATAPUYEG OGTMV, CUUTEPIAAUPOVOUEVOV TOV
KPAVIOGOANVOEW®V droTopoydv (Kpaviopetopaotkn (craniometaphyseal)
dvomhaoia, petoropetapactkn (frontometaphyseal) Svorhacia, kKpaviodopLoIKN
(craniodiaphyseal) dvomAacio, covdpopo van Buchem kot ooteockAnpovvon
(sclerosteosis), ot omoieg £xovv TAPOHOL0 TPOOSEVTIKA YAPAKTNPIGTIKA YVOPIGUATO,
emdeivoon kot cvpmtopata. Ot datapoayés aipatog Bo fondncovy otnv
drapopomoinom tov cuvdpopov Albers — Schonberg.

Biphoypaoia:

W Van Hul, J Bollerslev, J Gram, E Van Hul, W Wuyts, O Benichou, F VVanhoenacker,
and P J Willems Localization of a gene for autosomal dominant osteopetrosis (Albers-
Schonberg disease) to chromosome 1p21. Am J Hum Genet. August 1997; 61(2): 363—
369.

Locatelli F, Beluffi G, Giorgiani G, Maccario R, Fiori P, Pession A, Bonetti F,
Comoli P, Calcaterra V, Rondini G,Severi F,,, Transplantation of cord blood
progenitor cells can promote bone resorption in autosomal recessive osteopetrosis.
Bone Marrow Transplant.1997 Oct;20(8):701-5.

Kenneth Lyons Jones, Smith’s recognizable patterns of human malformation, W.B.
Saunders Company
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‘Ovopo: Angelman syndrome

Enitong yvooto og :

XOvdpopo Happy puppet (Enueioon: av kot avtdg 0 0pog £xEL EPOPUOCTEL GTO
TapeABOV, divel Eva LELMTIKO COUTEPUGILO GTNV TPOSTAOELL TOV Yo YLOVHOP Kot
TPEMEL VO, ATOPELYOEL WG S10YVOOTIKY| ETIKETAL).

To oHvdpopo Angelman poxodeitar omd TV 10 S10ypOoPT| YPOUOCHUATOS LLE TO
ovvopopo Prader — Willi, aAlé povo dtav givar ) dworypoppévn pepida tov pakplod
Bpayiova Tov ypopocouatog 15 tpoépyetar and 1o untpkd ypopodcopo. H arovoio
oV untpkov 15011 — q13 tpunuatog mpoxadel eriong to ocvvdpopo Angelman, v to
npocParropevo dropo £xet dvo 15q11 — ql3 tuniuata Kou Tpoépyovrat Kot To 0o
Ao 10 TOTPIKO Ypoudcmpa 15 (tatpikny povoyovikny dtompia). Evaiiaxtikd, to
ovvdpopo Prader — Willi mpoxadeitar amd ) doypaen tov motpikod 15q11 —ql3.
Avt 1 €K@paom SV0 SLPOPETIKAOV SATAPUYDV PACIGUEVOV GTO YOVIKO XPOUOCOLLN
TpoéhevoNG Elval Yoot ©g arotdinmon (Imprinting). Aev vdpyel 0VGLAGTIKA Koo
QOWOTLTIKY emKAALYN peTo&d TV ovvopouwmv Angelman kar Prader — Willi. Ta
dropa pe o ovvdpopo Prader — Willi avortbosovy v opidia kKot T YAOGOW, VGO
T0 Gropa pe to ovvopopo Angelman oy

XvoTpato TOV EXNPELovToL TEPLIGGOTEPO :
Kevtpikd vevpikd oo, KPAVIOTPOSOTIKO, OEPUATIKO, 000VTIKO.

Avtiodroyia :
Awypaen tov 15q11 - ql3 and 10 untpkd ypopodcoua 15 (arotdinwon) N EAAeyn
oV puntpwkov 15q11 — ql3 mov mpokaAeital and To pHOVOYOVIKY dSompa.

Awtapayés Adyov :

Agv vrapyet Kopio AeKTIKn avanTuén ota dtopa e To cOvopopo Angelman otn
TAEIOYN L0 TOVG. YTTAPYOLV EAAYIOTO TTOUdLA TOV TOPOVCIALOVV TEPLOPICUEVT
YAOOOIKN avamTuEn pe Ty AeEloyio. To BaPiopa kot o1 kpavyég meptypapovTal
TEPLOPICUEVEG OTO OVOTTTVELOKO 1GTOPIKO TOVG,.

AwTapoyég oitTiong :

Mmnopet va vdp&et tpdmpn amotuyio Tov va avortuydei | omoia oyetileton pe v
Boptdg Lopeng votovia eved apydTePa N GITION TEPITAEKETAL OO TNV EMILOVT
eEmBnon g yAdooag kot ™ cofapn popen| ataiog. Xe vnmokn nAio oAl
Tod1d TaPovGLALovY JATOPUYES GITIONG KO KOTATOOTG. MEIWUEVO aVTAVOKAUCTIKO
OnAacpob pmopet vo 0dnynoetl o Suokorieg adEnong tov Papovg Kot dev eivat
Tepiepyo avtd Ta modld vo dayveotovv og «failure to thrive» (amotuyio va
avantuydel). AAAeg copmepLPopEg Exovv Tapatnpndel € aVTOV TOV TANOVGHO OTTMC
T0 SAYKOUO, 1 CLEAOPPOLO VO OVOLACOVV TNV TPOPN TOVG Kot 1 dpeén Yo avTikeipeva
UN QOYOCULN OTMG CTAYT.
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Awtapoyés AKoNG :

H axon eivar cuovnbog péca ota pustorloyikd opia.

AWTopayEs pOVINoNG :
H opdia dev avortucoetal 6€ anTd T0 GOVOPOLO KO EMOUEVOS 1) POVNON
neplopiletar otovg TvYaiovg BopvPovg Kot Ta YpuAiGHATA.

AwtapoyEs Avmong :
H avtiynon dev amoteiel Bépa Aoy g EAAENYNG TNG AEKTIKNG OVATTTUENC.

IN'woowkéc owatapayic :

Av ka1 vapyel EAYIOTN SEKTIKN YAMGGIKN AVATTUEN OE HEPIKEG TEPITTACELS, 1
TAgoyNneio ToV atopOV pEe 10 ovvopopo Angelman kabvotepei coPapd kot
napovctdlel Tpoodevtikn atadio. H ekppaotiki] YAOooH dev 0vOTTOGGETOL Kot ivart
po omd TG oepayideg Tov GLVOPOUOL.

AMho, KMVIKG (OpOKTNPLOTIKA YVOpicpato :

e Kpavionmpooomko :

2xeTkOG TPoYVadIoOS TPOKAAOVUEVOS OO TV HOKPOYXPOVIL KAT® KoL GV
yvoabuwio avendpketa, enipovn(eEaKoA0VONTIKN) AVOIKTH CTOUATIKY GTACN UE
eEmBnon g YAOooOS, LoKpoosTopia, KpoKePaAio, Bpayvkepalia.

[Two avaivtikd, Ta dropa pe cvvdpopo Angelman mapovsidlovv Eva peydio
SImANTO GTONO [LE KOKT GVYKAELST) dovTidmv. O 6pog pHakpooTopio
YpNoyomoteitat yio to damAato otopa. To avm yeilog 6€ 0PIGUEVES TEPITTAOGELG
etvar Aemtd Ko va tepropilel v YAd®osoo avapeoa ot xetin. To otdpa pévet
avotyTo o€ npepioL.

e Kevrpko Nevpiko Xvotnpa :
[Tpoodevtikn atasio, VTEPEVEPYNTIKA AVTOVOUKANGTIKA, VTOTOVIO GTNV TOIOIKY|
nAia, aypilo EECTAGUOTO TOV YEALOL, PAOLDONG OTPOPIaL, EUTAOKEG, OLVMLOAL
potifa EEG, etepovyiopata tov Bpayldoveov.

o Aéppo :
H avopoin ypdor tov x0p1oedo0c, VIOXP®UATIKEG TEPLOYES TOV OEPUATOG.
Eniong to 8épua mapovsialetl ebkoia eykavpato amd Ty ékBeomn atov AL0.

e Odovtiko :
OdovTikd ddoTnua.

®von woTopia :

To oOvdpopo Angelman umopei va unv avayvoplotel oty yévva Kot Pmopel vo umv
JyveoTel LEXPL TNV TPOUN TondIKN NAKIo OTOV 01 GYETILOUEVEG CUUTEPLPOPES
yivouv gpoaveis. H didyvoon yivetoar cuvifog and modiatpo 1 yeveTio.
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Me v nAiia, 1 ata&io Kot ot akoVG1EG KIVAGEIS 0vVATTOGGOVTOL Kot YivovTot
TPOOJEVTIKA YEPOTEPES, GVVOSELONEVES amd Tovg Tapo&vopovg(seizures). Yrapyet
emipovn e£mOnon g BEong g YA®GGag e T0 Tapo&uouiKd YEMO Kot TO
QTEPOVYIGUO TV BpoytOvav.

Ipoyvoon Bepanciog :

Doy kabng dev vtapyet Bepamneia. Ta tepiocdtepa madd dev Ba £xovv AdYo Kb’
O ™V ddpketa ¢ CmnMg Tove. AapBavovtog avtd VT’ OGP 01 GTPUTNYIKES TNG
e€mAeKTIKNG emKOVOViNG Oa Tpémet va dtepguvnBovv.

Alw@opixi] o1dyveon 1] 610Qopodtdyvmon :

To wpoeik g ata&iog Kot TG CLUTEPIPOPAS TOV TAPATPOVVTAL GTO GUVOPOLO
Angelman givar gvdiakprro. Eviovtotg, n 1poodevtikn ataéio Kot ot ovopoiieg TG
YPAOONG TOL dEpLATOG eppavifovTatl emiong 6to chvopopo s ataiog —
mAeayyeiektooiog (ataxia — telangiectasia). Eviobtoig, n yvaon dev givol 1060
coPapd eEacbevicpévn oto chivopopo g ataiog — TNAAyyElEKTOCT0G.

Bipmoypoaoia:

Gail J. Richard, Debra Reichert Hoge The source for syndromes

Camprubi C, Coll MD, Villatoro S, Gabau E, Kamli A, Martinez MJ, Poyatos D,
Guitart M .Imprinting center analysis in Prader-Willi and Angelman syndrome
patients with typical and atypical phenotypes. European journal of medical genetics)
2006 Oct 10;

Lawson-Yuen A, Wu BL, Lip V, Sahoo T, Kimonis V, Atypical cases of
Angelman syndrome. Am J Med Genet A. 2006 Nov 1;140(21):2361-4.

Artigas-Pallares J, Brun-Gasca C, Gabau-Vila E, Guitart-Feliubadalo M,
Camprubi-Sanchez C, Medical and behavioural aspects of Angelman
syndrome..Revista de neurologia 2005 Dec 1-15;41(11):649-56.
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ONOMA : Antley — Bixler Syndrome

Entong yvooto og :

>vvdpopo ABS, cuvdpopo tparelogidokepario — cuvootmon (trapezoidocephaly —
SYNnostosis), ToAVGLVOGTMOTIKO — 06TE0OVGYEVVNTIKO (MUltisynostosis
osteodysgenesis).

To otvdpopo Antley — Bixler eivat éva 6mdvio GOVOpPOLO KPOVIOGVGTOGNG TTOL £XEL
TOALEG EEOKPAVIOKEG OVOUOMES TOV TEPIAAUPAVOVY TPMOTICTO TOL (KPOL KO TIC
evaooelg(apBpmoeig). Ot kpavioTpooOTIKEG avoUoAieg etvatl TOAD coapés Kot oA
vima pe to ovvdpopo Antley — Bixler nebaivovv oty maidikn niikio Aoy tov
EMTAOK®V OV TAPOVGIALOVY 01 aepay®Yoi 0dot.

XvoTpaTo IOV EXNPEGLovToL TEPIGGOTEPO :
Kpavionpoowniko, dkpa, CKEAETIKO, OVPOTOLOYEVVTIKO.

Avtiodroyia :
Avtocopn vroiewmopevn kKAnpovopd. To yovidio dev €yl mpocsdiopiotel N
xoptoypaenOel axopa.

Awtapayés Adyov :

H épBpwon e€acbevel Aoy g coPapng dve yvabioiog averapKelog, TG KOKNG
oVYKAnong TV dovtiwv tomov 111, Tov GKEAETIKOV 0vOIKTOD dOYKOUATOG LLE
ocuvvénelo TV enipovn eEmOnon g YA®GGac, Tov 6oBapol TEPLOPIGHOD TOV HeYEBOVG
NG GTOWOTIKNG KOMAOTNTOG Kol TEAOG AOY® TNG PVIKNG OTOPPUENG.

AwTapoyég oitTiong :

H npoéwpn cition e€acbevel Ady® 1oL avamveuotiko cupuPifaciod Kot g pvikng
nopepnddiong. Ta veoyva pe to cdvopouo Antley — Bixler dev pmopovv va
AVATVELGOLV KOl VO PAVE TOVTOYXPOVAOGS Y10, 0VTO KOL O OVOTVEVSTIKOG GLUPIPAcUOG
ToVG TPEMEL va. eEeTaoTel TPV amd TNV EMAVOT TOV TPOPANUATOV GiTIoNC.

AwTapoyés AKoNG :

H andielo aydyyng akong eivotl avop@iofnmmra £va Koo yvopisHo 6To GOVIPOLLO,
oV KOl OEV £YEL VILAPYOVYV CLYKEKPIUEVEG OVAPOPES TTOV VO TEPLYPAPOVYV THV
OKOVGTIKN IKAVOTNTOL.

AWTopayEs pOvVINoNG :
Kapia dwatapoyn eovnong dev €xel avapepbel  mapatnpnOei.

AwtapoyEs Avrmong :

H vreppvikdmra givorl Koo yopakInpioTiko YvopIcoHo Tov epugaviletot Aoy g
PVIKNG TOPEUTOIIONG, TNG ATPNGING TNG XOAVNG 1 0 £val KPS PVIKO VMDOEG
Buldxkio(kaya).
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IN'owoowkéc owutapayéc :
H exppoaotikn yAdooo uropet va eEacbevioet, aAdd vdpyovv acbeveic pe 10
ovvopopo Antley — Bixler mov giyav puol0AoyiKn yvdOON Kot S1vonTIKY avantuén.

AMho, KMVIKG (OpOKTPLOTIKA YVOpicpato :

e Kpaviompooomko :
YoBapn dvo yvabaio averdpkela, kabilnon g pvikng Paong, petwmikn tpoegoyn,
eEMOPOUALIKOG KOYYXOG, GTEVMOT| TNG XO4vNG 1 atpnoic. Bpayvkepoiio.
Kpavioovvootémon. Meconpmaconikny vroriacia. [Ipontwon. AvomlaoTtikd avTid.

o Akpa:

ApBpoTIKEG GLGTACELS TOV AYKAOV®V, TOV YOVAT®OV KOl TOV SOKTOA®YV,
BpoylovokepKidIKny cUVOGTMGT, UNpLaio Koptoua, unplaio kotdypoto (femoral
bowing), mAévio koptmpa, rocker — bottom feet.

e  OvpomorloyevvnTiKO :
"Exovv mapatnpnbei avopoiieg Tov 0vpomomTIKoy GUGTAIATOS 6T ONAVKE Kot
a0 TPNTOG TPWKTOC.

o Y KEAETIKO :
Avopoiieg mievpmv, otevd Aayovia gtepd, eEapBpmdoeig(petatonicels) woyimv.

®vo wotopia :

O1 mokileg cuvioT®oeg 6t0 GVuVOpopo Antley — Bixler givatl mpoodevtikég kat ot
KPOVIOTPOCOTIKEG AVOUOAIEG LTOPOVV VAL YIVOLV CTLLOVTIKA TTLO EVTOVES LE TNV
niia. O Tpd®Pog BAVATOG Amd TNV TOPEUTOIIOT| TOV AEPAYOYDV 00DV epPavileTon
o€ €va LYNAO T060GTo TV aclevdv pe ovtd to suvopopo. [T avaivtikd, o
AVATVELGTIKOG GUUPPAGHOG SeVTEPOYEVIG ATOPPAENS TOV AV aepay®YOD EXEL
nokilel and cofapn Pk GLUEOPNOT G TOALUTAG ETEIGOIO ATVOLNG TTOV 0OTYOUV
010 Bdvaro. [Tapdro mov n adp1| KoL N AemT KvnTiky Aettovpyia oy SHoKOAO va
EKTIUN B0V AOY® TV GUOTAGEWMYV, YVYOKOWVOVIKY EEEAMEN NTAV KAVOVIKT GTOVS S0
YOVELG LeyoAOTEPT TOV £VOS £TOVG TG NAKING TOVG,.

H embetikn Bepameio yio tnv amd@paén TV aepay®y®v 000V CUUTEPIAAUPAVOUEVNG
KOLL TNG TPAYEIOTOUING, EIVOL 1) EVOEIKVLOLEV.

Ipoyvoon Bepanciog :

Me v mtpdmpn d10pOBwomn TG AmdPPAENS TOV 0EPAYOYDV 00DV KoL TNV eVOEYOLEVN
KPOVIOTIPOGMTIKY] YEPOVPYIKY| EXEUPACT, VITAPYEL SVVATOTNTO T ATOLA [LE TO
ovvopopo Antley — Bixler vo pmopovv va avorthEovv puetodoyikn yvado, opuiia,
Kot YAOood. Evtontotg, moAAEg AeKTIKEG SloTapayES £ival VITOYPEMTIKNAG VOGS Kot
JgV UIOPOLV VoL ETAVOOVV LLE TNV AVOSOUNTIKT] XEPOVPYIKY| EXEUPAOT TOV
KPOVIOTPOCOTIKOV OVOUUAMDV.

Al@opixi] o1ayveon 1] 10Qopoddyvmon :

ApKeTa cVVIpoUa TNG KPOVIOGUVOGT®GNG(Craniosynostosis) éxovv acvvioioteg
avoparieg akpov. To cuvdpopo Baller — Gerold mapovoidlel omovsio 1 vromlacio
NG OKTIVOG KO OVOUOAEG TOV SAKTOA®MV, 0AAG O1 KPOVIOTIPOGMTIKES OVOUAAIEG OEV
etvo Topopoteg pe exeives tov ovuvopopo Antley — Bixler. H kpavioouvootwon
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umopet voo guvodeDsEL Kot dAL0 cHUVOPOULN LE CLOTAGELS, GCUUTEPIAAUPOVOLEVIC TG
apBpokvTpwong(arthrogryposis). To morlamdd chvdpouo g cuvoctwong (Multiple
synostosis syndrome) umopei vo £yl mapOUOIES AVOUOAIES AKPMV GE GUVOVAUGHO LE
T1G 0eVTEPEVOVOES KPOUVIOTPOCSHOTIKES ovories. To cuvdpopo Pfeiffer mapovoialet
TOPOUOLEG KPOVIOTPOSMTIKES OVOUUAIEG LE KPOTEPES AVMUOATES OAKTOAWV.

H atpnoia g xodvng elvan éva otévepa 1| o TopeUTOSIoN TOL PIVIKOD EVAEPIOV
dtdpé oL amd 10 peUPpavmdn 1 0oteddN 1016. Etvan évag odueutog 6pog,
onpaivovtag eivarl mapdv ot yévvnon.

H atpnoia g xodvne mov eumodilet kot T 600 mievpég (dipepeig) g poTng

TPOKOAEL TOL 0EEQ TPOPANLLOTA OVOTVONG LLE KVAVMOOT KOIL TNV GTOTVYI0 OVOTTVONG .
Ta vima pe duepéc aTpnoio TG Y0AvNS UTOPEL vaL XPEGTOOY OVAVIYN GTOV TOKETO.

Bipiwoypagia:

Hurley ME, White MJ, Green AJ, Kelleher J, Antley-Bixler syndrome with radioulnar
synostosis. perdiatric radiology 2004 Feb;34(2):148-51.

Kenneth Lyons Jones, Smith’s recognizable patterns of human malformation, W.B.
Saunders Company
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ONOMA : Apert Syndrome

Enim]g ’YV(DGT(’) ¢ . Akpokeparoovvdaktoopodg (Acrocephalo syndactyly).

YvoTpHaTe TOV EXNPEGLOVTOL TEPLGGOTEPO :
Kpaviorpoowniko, dxpa, kevipikd vevupikd cOotuo(KNZ), avarntoén.

Avtoroyia :

AveEdptnTo YOoVidlo, aVTOCOIKY KUPLLPYIKT KAT|POVOLIKT d10Tapay TOV
npoKaAeitar omd o petdAroén oto yovidto FGFR2 (wvoPAactikdg avéntikdg
napdyovta vrodoyéa 2) mov PpiokeTon 610 poKpL Bpoyiova tov ypopocopotog 10.

Awtapayés Adyov :

H apBpotikn e€acBévion apopd tnv kakn cOYKANGT T®V SOVTIOV KOl TO 0VOIKTO
JUYK®OUO [LE TO VTOYPEMTIKA AGON TNV TOT0BETNONG TNG YADCGCOG LE GUVETELD TIG
npocoieg apbpotikég daotpefrmoeic. Emedn n yvabog eivarl vtomiaotikn, n YAOCoH
TOPAUEVEL GLYVA GTO £00LPOG TOL GTOUOTOC e EAGYIOTN 1| Kopio apOp@TIKy
Tomofétnon oty dve yvodwia kapdpa.

AwTapoyég oitTiong :

H anéepaén tov dve aepayoydv 0ddv Kot mbavadg atpnoio tng xoavns Oa
00MYNGOLV GTNV amOTLYIC TOL Vo avarTVyOel emeldn| Ta vimia e o cvvopopo Apert
B0 TPOCTAONGOLVV VO SALTPNGOVV TIV OVOTVOT] TOLG KON Kot €16 BAPOg NG
oltionG. X TETOLEC MEPIMTAGELS, 1) TUPEUTOSION TOV OEPAYDYDV 03DV TPEMEL VAL
BonOnoOei.

AwTapoyés AKoNG :

H andAielo g aydyiung akong, cuvinlmg fmia pe PETpia, ivan Ko Kot Umopel va
aQopa TN YPOVIa. TAONGT TOL HEGM OVG, TN XPOVILL GUCCOPEVCT) VYPDV, TIG
0CGTOPLOKES AVOUAAIEG 1) OTTO10ONTOTE GLVOVACUSO TOV TPLDV.

AWTopayEs pOVINoNG :

H Bpoyvdoa mapovcidletol meplotaciokd oTny Todikn nAkio Kot v epnpeio Kot
umopet vo apopd TNV TpdmPn 06TEOTOINCT) TOV BUPEOEIDN, TOV KPIKOEDN 1) TOV
TPOYELOKADV YOVOPOV.

AwtapoyEs Avmong :

H vmopwvikdtnta givor ToAH Koo yopakmpiotikd kot propei va ival Adyw atpnoia
™G XOAVNG 1 OTEVAOGCNS 1} AOY® TOL HIKPOD pVvOQAPLYYa. € TEPUTTMOGELS OOV
vrdpyet vepwocyootio(mepitov 30%), uropel va TAPOLGLOGTEL LIKTT
VIEP/VTOPPIVIKOTNTA, OAAAL 1] VTOPVIKOTNTA OV ivarl EmakOAovBo TG AmOPpaing
TOV AV aEPAY®YOV £ival TOAD O KOWVN.

IN'owoowkéc owutapayic :

H yAwoowm kabvotépnon eivar kown oAAG propet vo avamtuydel pe tig
OLYKEKPIUEVES dlaTapayEG TOL GYETILOVTOL LE TN YVAOOTIKY avemdpkeLlo (Tepimov
50%) mov mapovcialetl. Evrovtoig, ta mepiocdTEpa Toudid pe o shvopopo Apert
AVATTOGGOLV TIG EMOUPKELG OEKTIKES KOl EKPPOACTIKES YAWOOIKES Oe&10TNTES Y100 TNV
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EMKOWVMVIO. XTI 60PapOTEPO EMNPEAGUEVES TEPITTDCELS, 1| EKPPOACTIKN YADSSA dgV
aVamTOGGETOL.

AM\o, KMIVIKG (OpOKTNPLOTIKA YVOPICHOTO, ©

e Kpoavionrpooomko:

ZVvOoTMON TOV TOAAATAMY KPOVIOKOV Kol TPOSOTIKMY GLPPUPDV, VITOTAUCTOL
™¢ v yvabov, kakn cvykAnomn tov dovtidv tomov I, avoktd ddykwpa,
vrepotooyotia 30%, atpnoio yodvng 1 6TEVMOOT, LIKPT PVIKT KOWAOTNTO,
0POUALIKOG VITEPTEAOPIGUAGC, YOUNAT aKivTh OTicO0 TEPIGTPOPT| TOV AVTIAV,
oLVOGTMOT (GVVINEDN) VO 1| TEPICTOTEPMV 0GTAPIMV, KAONAMOT TOV TEALOTOG
(foot-plate) tov avaporéa, pelwpévo péyefog Tov SOTAIATOG TOV HECH OVG,
YPOVIO 0p®OING OTITION, 1] SVGAEITOVPYIO TNG EVOTAYLOVIG CAATLY YOG UTOPEL VO
TPoKANOel amd TN avOUOAN YOVIOKY 0E6T TOL GTOUIOL TNG EVCTUYIOVIG
OOATLYYOC KOl TNG HEIWUEVNG SIAUETPOV TOV COANVA AOY® TNG OVOUOANG avENONG
TOV KOKOA®V TOL TEPIPAAAOVTOG KPOVIOTPOGMTIKOV GKEAETOV.

e Akpa:
ZUVOOKTUMGUOG TV OGXTLAMV TOV XEPLOV KL TOV TOdIDV, Bpayvieiio
(brachymelia)(kovta avtipayiovec). H cuvdaktoiia mokidetl amd ok cuvinén
péypt uepikn ovvrnén, cvvnbéotepa e TANPN cLVTNEN TOV dELTEPWV TPITOV KOl
TETOPTOV dYTVAN. ATT® PAAMYYES TOV avTiYElp®V GLYVA givan gvpeieg Kot og BEon
e€apBpwong. Ta ddytvAa pmopel va eivar kovtd. Agppatikny cuVOaKTLAIN G€ OAa TaL
JYTLAN TV TOJIDV UE N YWPIG 0GTIKN GUVOAKTLALD. .

e Avamtodn:
[Iepiotaciokd Kovtd avactnua.

o  Kevrpiké Nevpiko Xvotnpa (KNX) :
Awvontikn KaBvoTéPn o, LOKPEYKEPUAMKO, VIPOKEPAAOG, AVENIEVN
EVOOKPOVIOKY| TTEO.

o Aéppo
Métpla £w¢ cofapn axpn, CVUTEPIAAUPOVOUEVOV TV avTIPpayiovmv, 6TV
epnPeia.

®von wotopia :

Ta veoyvd pe o oOvdpopo Apert £xovv petafAnt £KEPocn TV KPOVIOTPOCSOTIKMV
EVPNUATOV, 0ALY 1) £V OA®V TV SaKTOA®V o€ OAa Ta dKpa ivor Eva
YOPAKTNPLOTIKO OV gpeaviletal 0TS TeplocoTEPES Tepintwoels. H atpnoia tng
¥0dvNGg 1 GTEVMOT) 00N YEL GTNV TPOWPT| TAPEUTOSICT] TV OEPAYDYDV 0OMV Kol
mBavd og cofapn ToPEUTOINOTIKY Ac@LEIN(ATVola), 01 0Toieg UTOPEL VAL OTaNTHGOVY
Bepameio EKTAKTNG OVAYKNG, CUUTEPIAAUPBOVOUEVIG TIOAVAOS KOl THG TPOXELOTO LS.
Ta kpavionpocwmikd evprrota LEavICovTon HETA amd T YEVVNON KOL 1) OVOLLOAT
KPOVIOTPOCMTIKY] avATTLEN YivETOl EL@avng otnv Tpodwpn {1, cuvnBwg Ttpv and
™V NAKio TV 2 TOV. L& PUEPIKEG TEPIMTAOGELS, TO KPOVIOTPOSMIIKAE ELPNLLATO ETvat
cofoapd amd T yévvnon kot 1 avartu&lokn kaBuoTépnon etvat Kown av Kot Leptkot
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acBevelg £XOVV PLGIOAOYIKT YVOOTIKY OVTIANYT KOl 0VATTUEY. e HEPIKEG
TEPIMTAGELS, EVTOVTOLS, 1 YVOOTIKY e€acBévion eivar coPapr|. H Kok chykAnon tov
dovtimv tomov I pe v avantuén Tov avoIKToD daYKMUOTOG EVOL CLYVA ELPAVIG
amd v oyolkn nikio. H kpaviocvvoostmwon (Craniosystosis) cuveyileton kot petd
amo TN YEVVNON LE GUVETELN TNV TPOOOEVTIKT SAGTPEPAMON TOV KPAVIOLKDOV 0GTMOV
KOLL TNV TPOOJSELVTIKY peconpocmmiky (midface) vromhacio. Ot pabnolokég
dwtapayés ovvnbwg eppavifovror vopic. H dwvonrtikn kabvostépnon 1 ot
LoONGLoKEG SUGKOAMESG 001 YOUV GLUY VA 6TV ToTtoBétnon o €10tkn Taén. H
TAEIOYN Ol TOV ToddV pe 10 cvvopopo Apert mapovsidletl Kdmoo TOTO YVOOTIKNG
e€ao0évionc. H vmoloylopevn dudpketa {ong ivon kavovik.

Ipoyvoon Bepanciog :

Ot apBptiKég dloTapayEs IOV GLVOEOVTOL LLE TO GUVIPOUO Apert 6TV TodKY| NAio
Ba TV AvTIKPOLOEVESG GTN AoY0oBEpATELD AOY® TOV OVOUAAIDV TNG SOUNG TNG
OTOMOTIKNG KOWOTNTaG. Ta AdOn elvan avapevopeva kat dev Ba gvdgikvotot va
EMAVOOVV Y®PIG TN YEWPOLPYIKN AVAGOUNGT TOV KPOVIOTPOGMTIKOD GKEAETOV LUE TIG
KPOVIOTPOGOTIKES 1)/Kkot opBoyvabdikés dadkaocies. H yAwooum eEachévion Oa
avtomokplel apketd oty Bepaneio, aALE 1| TPHOJ0G QLT HUToPEl VO TEPOPIOTEL ATTd
™ yvootikn eEactévion. H vadpvikdtra ivon emiong avapevopevn kot umopel va
emAvOel pdvo pe tn yepovpykn dwyeipion g pesompoownikng (midface)
vromlaciog. H otévaoon g yodvng 1 n atpnoia vt YopokTnploTikd avOEKTIKN 6N
YELPOLPYIKN EMIAVOT AOY® TNG TPOOSEVTIKNG CKEAETIKNG SVOTANGING KABMG Kot
EMELON TO TOdLA pE TO cVVIpopo Apert £xovv xpdvia otopoTikn avarvon. H éAdetyn
PVIKNG AVATTVONG B0l ATOTPEYEL TN PIVIKT] KOTAOTNTO OO TNV TOPALOVI TNG
gvpeotteyViog, aKOpo Kot LETE amd T xelpovpykn enépPaon. H andAieio g axong
Bo amotnoel emiong ¥EPovpyIKn eTilvon).

Al @opixi] o1ayvemon 1] 10QpopodLayvmon :

Ynrdpyovv d1dpopa GAAL GHVIPOLLE TOV TALPOLGIALOVY TOV GUVIVAGHO TNG
KPavioGuvooT®monG (Craniosinostosis) Kot Tov avopoAM®V TOV GKpmv
ovumepiappavouévov Tov cuvdpdov Saethre — Chotzen , tov cvvdpduov Peiffer,
10V GLVOPOLOL Jackson — Weiss kot Tov cuvdpdpov Shprintzen — Goldberg. Av kat ot
KPOVIOTPOCMOTIKES AVOUAAIEG TOV TOPOVGLALOVTAL GE AVTA TOL GUVOPOLLA ETvaL
TOPOUOLEG LLE EKEIVES TTOV TTOPATNPOVVTAL GTO GUVOpoo Apert, udvo to Toudid pe to
ovvopopo Apert Exouvv to "yEptL YAVTL" ¢ amoTEAEGHA TG GLVOUKTVAING TNG EvmoNg
OV TV ddyTVA®V O AV TV dKpwv, To chvdpopo Crouzon éyet mapdpoleg
KPOVIOTIPOGMOTIKES AVOUOAIES, AALA dev Tapovoldlel cuvdaktuAic. Katd tpomo
evolapépovta, ta cuvopopa Jackson — Weiss kot to Crouzon mpokahovvtot oo pio
dpopetikn petdAraén Tov id1o yovidov, FGFR2, 1o omoio ivan aitio kot yio to
ouvopopo Apert.

[Two avaAvtikd atoud pe chvopopo Apert poldlovy eVITmGoKE [Le TOVG acOeVEIS e
ovvopopo Crouzon mapdro mov 1 eEmeBoipiio Teivel va etvat Aydtepo €vtovn, Kot
ToPOLO OV VITAPYEL TOPOLOLN VITOTAAGIO 6TO PHECO TOL TPOs®MTOL. H potn eivon
YOUYT Ko Topatnpeitol cuyva otpafiopoc. H vmepoa eival, cuyvd, otevn Kot
VIEPMOTOGYIOTIO TAPOVGLALETAL IO GLYVE 6TO GUVIpOopo ApPert am’ 4Tt 6To GUVIPOLO
Crouzon.
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Bipiwoypaogia:

Slaney SF, Oldridge M, Hurst JA, Moriss-Kay GM, Hall CM, Poole MD, Wilkie AO,
Differential effects of FGFR2 mutations on syndactyly and cleft palate in Apert
syndrome. American journal of human genetics 1996 May;58(5):923-32

Ann W. Kummer, Zyiotieg Kot KpovioTpocsomikég avopaiieg exdooelg [aoyaiiong

Kenneth Lyons Jones, Smith’s recognizable patterns of human malformation, W.B.
Saunders Company
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ONOMA : Ascher Syndrome

Entong yvooto og :
Blepapoydraon (Blepharochalasis) kot dumAd yeirog.

To oHvdpopo Ascher meprypdonke apyikd otic apyés tov 2000 aidva, Kot £vog
ONUOVTIKOG aplBUOG TEPUTTOCEMY AVTOV TOV GTAVIOL GLVOPOLUOV TEPLYPAPTNKE
€KTOTE, KOTA £vol LEYAAO LEPOG ETELDTN O EKONAMCELS TOV TPOGAOTOL £Vl TOGO
Swkprtikés. H dvo Prepapdmtwon, cuyva oteveDel TIg PAEQPUPIKES GYIOUES, Kot
VILAPYEL oL O€HTEPT TTLYN 16TV cav Xeihog oV cvveyilel TapdAAnAa KATw® amd TO
v yethog. Ta dropa [Le 0VTO TO EXIKPATIKO KANPOVOLIKO GOVIPOUO ivarl eEEMKTIKE
(QUVOIO0AOYIKAL.

XvoTpnaTo TOV EXNPEGLOvVTOL TEPLGGOTEPO :
[Ipdcmmo, evooKkpivig adévag.

Avtiodroyia :
Avtoocoun emkpotikn kAnpovopd. To yovidio dev €yl mpocsdiopiotel N
xoptoypaenOel axopo.

Awtapayés Adyov :

O mAeovaopdg TOL XEMKOD 16TOV UTOPEL VO TPOKOAECEL SEVTEPEVOVTEG
JGTPEPADOEIS LEPIKDOV Y@V, cuumeptapPavouévev tov dyelikov (bilabials),
aALG Kot GAAOL TPOGHOL0L Y01 popel va aAAAEOVY amd TOV TAEOVAGHO TOV XELMKOD
10TOV OV TOPEUTOSILEL TO CTOUATIKO Gvorypa. AVTEC 01 S1oTPEPADGELS eival pUGTKA
OVOY KOO TIKEG,

AwTapoyég oitTiong :
Kapia datapoyn oitiong dev €xel onuelndei. O yellikodg mieovacuog dev yivetal
a1eOnTOG PEYPL TV Tod1K NAKia, cLVHBWOE STV GYOAKT NAKicL.

Awtapoyés AKoNG :

H axpoaon givar pustoroyik).

AWTOPOYES POVIONG :
H oovn givar pucloroy.

AwtapoyEs Avmong :
H avtynon givatr pucloroykn.

IN'owoowkéc owatapayic :
H yAwoown avantuén gival puoloroykn.
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AMho, KMVIKG (OpOKTPLOTIKA YVOpicpato :

e Ilpocoymko :
Biepapoydraon (Blepharochalasis) ave Prepapdntmon, SITAUGIAGHOS TOV AVE
¥eIAOVG KOl TO TEPLOTAGLOKS 01N TOV KATM YEIAOVC.

e  Evdokpivig adévag :
"Hmia dievpuvon tov Bupeocidn adéva mov eivat HOVO TEPIGTACIOKE
CUUTTOUOTIKOG,.

®von wotopia :

Ot avopaiieg Tov xetumv Kot Tov BAEQap@v dev givat epeavng Kotd T yévvnon. O
YEMKOG Smhactoopog yivetal auoOntdg otnv Toudikn nAkio Kot 1 PAEQapOTTOON
(blepharochalasis) otnv epnfeia. H diebpuvon tov Bupeogidn givar to televtaio tv
KAVIKOV YOPOKTNPICTIKOV YVOPIGHATOV TOL eUQavilovTal.

Ipoyvoon Bepanciog :

H yepovpyikn emovacvykpdTnon Kot TV PAEPAPIKOV KoL YEIMKOV 0VOUOAIDY
umopet vor eMAVGEL AVTEG TIC avVOUOAies kot Oa eMAVGEL EMIONG Kot TIG AEKTIKES
JdoTPEPLOCELS.

Al@opixi] o1ayveon 1] 10Qopoddyvmon :

O mAeovaoudg TOV HOAOKODV 10TMV TOV TPOGMITOV, CLUTEPIAAUPOVOUEVOD TOV AV
YEIAOVG KO TV PAEQPAPOV €IV £VOL YOPOKTNPIOTIKO YVOPIoUA TOV cuvdpopov Setleis
OAAG elval O YEVIKELIEVO GE OAOVG TOVS HOAOKOVG 1GTOVG TPOGMOTOV.

Bipiwoypagia:

Parmar RC, Muranjan MN, A newly recognized syndrome with double
upper and lower lip, hypertelorism, eyelid ptosis, blepharophimosis, and third
finger clinodactyly. Am J Med Genet A 2004 Jan 15;124(2):200-1.
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ONOMA : Ataxia — telangiectasia Syndrome

Entong yvooto o¢ : Tovépopo Louis — Bar.

To obvdpopo Ataxia — telangiectasia(oto&io — tnAeayyeiektacio)eivol o
TPOOOEVTIKT] EKPVAICTIKT] VEVPOAOYIKN dl0Tapay] TOV GLVNOMG £XEL CLVETELD TOV
TpOwpPo BAavato, péypt Ty nAkio Tov 20 etdv. Exetl o mAnfucuoky emikpdtnon
nepinov 1:100.000, av kot pepikoi Bewpovv 0Tt aVTO TO TOGOGTO EVOL VITOTIUNEVO.
To yovidio mov peTaPépel anTES TIG VIOAEWTOEVES droTapayEs etvorl TOoVMOG opKeTH
kowo. To chvdpopo etvat 1010HTEPO KATAGTPETTIKO EMELON N OPYIKN avATTLEY givat
KOVOVIKT LLEYPL TNV £VOPEN TOV EKPUAIGLOD GTNV TOOIKT NAKIC. oV 0VTOGMUIK
VTOAEWOUEVT] SLATOPOYY, EVO VYNAD TOGOGTO TV TEPITTOCEMV EPYETOL OC EKTANEN
OTOVG YOVEIG EMEWON 1 dlaTtapoyn WTopel unv eixe eavel TponyovpEvmg 6TV
OKOYEVELCL.

XvoTpato TOV EXNPELovToL TEPLIGGOTEPO :
Kevtpud vevpikd chotua, deppratiko.

Avtiodroyia :
AVTOoOUN VIOAEWTOLEVT KANPOVOLUL, LE YOPTOYPOPNLLEVO YOVido oto 11g23.3.

Awtapayés Adyov :

H ataxia — telangiectasia givot puo Tpoodevtikn dwtapoyr| He v Evapén g
ekOMA®OoNG oTNV TPO1UN Toudikn nAKia, Tov cuviBwg ivar ta 3 €. H mpdiun
KIVNTIKN avATTuEn etvat puo1oAoYikT), cupmeptlopfovouévng g AeKTIKNG Evapéng.
H mapeykeporidun ataéio yivetar epeoavig otnv moudikn nikio 6mov akoAovbeitot
a6 ) dvotovia. H opdia yiverol otadiokd o dvoapOpikn kot katdmy yiveTot
AKOTAANTTTN.

AwTapoyég oitTiong :

Yta TpdTa Ypdvia O Tapovotdlovtol TpofANpaTo, AAAL LETA amd TNV apy TNG
ataiog, vadpyel cuyva debovn oerdppota (drooling) kot eTeyOG oTOpATIKOG
KIvNTiKog €heyyog. Evtovtolg, n 6Topotikn Gition cuvtnpeitol, ov Kot 1 ikovoTnTo
duxeipiong g TpoPNg oTopatikd Kabmg 1 pdonon eivan eEacbevicpéves. H
OTOMOTOQOPLYYIKT duo@ayia gival KO kal £ivotl TPO0dELTIKN 6TOVG AGheVEIS e TO
oralio-telangiectasia.

AwTapoyés AKoNG :
Agv vapyet kapio yvoot) eEacbévnon akong oto cuvdpopo ataxia — telangiectasia.

AWTopayEs pOvVINoNG :
H oovn yiveton tpepovitoct Kot ad0vaprn HETA TNV ELPAVIoT TG atasiog Kot
OTOOLOKA YEPOTEPEVEL e TNV NAKiaL.

AwtapoyEs Avrmong :
H vreppvikdmra ivar cuyva Topovoa HETA oo TNV ELPAVIOT] KL THV TPAOS0 TNG
ata&log.
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IN'owoowkéc owutapayic :

H mpoym yAwooikn avantuén ivol guGI0A0YIKT Kot 1] YVOOTIKY KOvOTNTo ivart
EMIONG PLGIOAOYIKT GTNV TOUSIKT NAKIOL, 0V Kol VITAPYEL £V OPOTEDIO TNG YVOOTIKNG
avamTLENG TNV TPOYWPMUEVN TodikT nAkia. Evtovtolg, n dektikn yAdooo
Topopével AOKT).

AMLo, KMVIKG (OpOKTNPLOTIKA YVOPICHOTO, ©

e  Kevrpiko vevpiko cvotnpa :
[Tpoodevtikn ata&io, TpOUOG .

o AgppoTikd :
Tnieayyaiektooia. (Telangiectasia)

® AVOTVELOTIKO:
Katappon, cuyvég AMOUMDEELS TOV AVATVELGTIKOV, BPOYYEKTOGIEG UTOPEL VOl
avamTLYOouV.

* AvV0GOTOUTIKO GVGTINO:
AvemdpKeLo TNG KLTTOPIKNG 0vOGiag Le To Bupikn vromAacia, vroTAacio TV
APLYOOADY KOt TOV 0OEVOEDDV EKPAACTNCEDV TOL AEUPOELDN 1GTOD.

e Ala:
Avantoén TV VEOTAUGI®V.

®vo wotopia :

To npdowno yiveror Aemtd, Tpafnyprévo kot avéKepaoto. Ot dve avEKEpPAcTOL TPOUOL
etvar kowol. H mpieayyeicoraaio apyilel va yivetatl epeoavig otnv modtkn nAkio HeTd
mv évapén g ataéiog, aAAd dev gival mapdv oe OAOVS Tovg acbevels. Ymapyovv
TEPLOOKES LOAVVGELS TOV (VM KO TOV KAT® OVOTVELGTIKOV LE TNV AVOGOUVETAPKELDL
va epeavileTal oTIC TEPIOCOTEPEG TEPIMTAOGELS. Y TAPYEL LYNAN GLYXVOTNTO AVATTUENG
KokoNOdV VEOTAUGIDV, GUUTEPIAAUPAVOLEVIC TNG AsVvyaLpiog Kot TN acBEveLn
Hodgkin kot tov Agupauoarog non — Hodgkin. H didpketa {ong pikpaivet pe to
Bavato mov gpeaviletar cuyvd mpv and v nAkia twv 20 eTOV omd TNV ELPAVION
KopKivov 1 Baptég HOpPNG avamveLSTIK®Y dlatapoydv. Mepikoi acBevelg, eviovTolg,
&xovv (noet puéypt ta 40 tovg. H datapoyn sivor tpoodevtikn.

Ipoyvoon Bepanciog :

AOY® TG TPOOOEVTIKNG PVONG TNG d10TAPOYNG, OEV LILAPYEL KA YVMOOTH
amoTeAESOTIKY Oepameia yio TNV atadio 1 yuo TS datapoyég GiTiong Kot OpAog.
Emedn vmapyet pia atédeto oty katackevn tov DNA mov cuvdéeton pe to
oLVOpoLOo, Kamolo cupPatikn Oepameio Yo TOVG KapKivovg etvat emiong
OVOTTOTEAECLOTIKT] 1 LTOPEL KOl VOL EMOEWVMOGEL EMTAEOV TO TPOPANLLAL.

Al@opixi] o1ayveon 1] 10Qopoddyvmon :

Yrdpyovv kot GAAEG TPOOSEVTIKEG VEVPOAOYIKES SLOTAPOYEG TTOV TEPIAAUPAVOLY
emiong Tig deppaTikéG oAlayE, oupmeplapfavopévon tov cuvopopov Refsum kot
AAPOPV AAL®V YEVETIKAOV (GLVINO®G VTOAEMOUEV®V) KATAGTAGEMVY TOV
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neptlapfavouy v tpoodevtikn atosio. Evtovtotlg, moAld amd avtd ta chvopopa
7OV TEPIAAUPAVOVV ETIGNG TV OTDOAELN OKOTG KO TIC OEPUATIKES QAAAYES
ocvoyetilovtol TEPIGGOTEPO e TNV YBVWOT Tapd Pe TV Aeayyeieotaoio.
Yndpyovv opiopéva Kowva yopakInploTikd LETasd Tov cuvopopov Fanconi, Tov
ouvopopov Bloom kot ata&io-telangiectasia. e kdfe pio omd avtég T1c dSrotapayég
etvat yeviKeLpEVN 1 avendpKELD AVATTUENG, 1) Ol0TAPOYT] TOV JEPLOTOC Kol 1] TAGT VoL
avanmTOEOLV AEUPOSIKTVMOTY] KAKONOELN, GLUV DYNAN GLYVOTNTO XPOUOCMOUKNG
Opaong oe KoAAepynUEVH AEVKOKVTTAPO.

Bipioypagia:
Lefton-Greif MA, Crawford TO, Winkelstein JA, Loughlin GM, Koerner CB, Zahurak
M, Lederman HM , Oropharyngeal dysphagia and aspiration in patients with ataxia-

telangiectasia. J Pediatr.2000 Feb;136(2):225-31the journal of pediatrics

Kenneth Lyons Jones, Smith’s recognizable patterns of human malformation, W.B.
Saunders Company
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ONOMA : Baller — Gerold Syndrome

Eniong yvooto og :
BGS, 60vopopo KpaviocuvoeT®GG — OKTIVOTIG 0mANGiag (Craniosynostosis —

radial aplasia syndrome)

To ovvdpopo Baller — Gerold eivan pia ordvia dtatapayn pe a&loonueimtes
AVOUOALES TOV AKPOV MG TO TLO S10POPOTOTIKA YOPUKTNPIOTIKA TOV. AV KoL N
KPOVIOGUVOOTMON givat emiong éva KAVIKO €0pnioL TOV GVVOPOLOL, deV givat 0 1510¢
TOTOG TOVGUVOGTOGNG OV EUPAVILETAL YOPUKTNPIOTIKA 6Tor chHVOpope. Crouzon 1
Apert kaBdg kot ot Kpaviakés ducpopeies dev eivatl cuvnBmg toco coPapéc. H

VIEPOIOCYIOTIO EPPAVICETOL TEPIGTAGIOKAL.

XV6TIHOTO TOV EMNPEALOVTOL TEPLGGOTEPO :
Kpaviompoowmikd , dxpa, KEVIPIKO VEVPIKO GOGTNIA, vVOTTLELNKO, CKEAETIKO,

EVTEPIKO, YEVWNTIKO — OLPOTOUTIKO, KAPILOKO.

Avtwodoyia :

Avtécoun vroiemdpevn kKAnpovopid. To yovidio dev £xel Tpocd1opioTel 1)

xoptoypoenOel akdpa.

Awtapayég Adyov :

Yg auTV TEPINTTOOT TAPEVPIGKOVTOL O1 APOPOTIKES S1TOPOYES. XE LEPIKEG
TEPIMTAOCELS, 1) apOpwTiKy eacBévion sppavileTol SeVTEPOYEVDS AOY® TNG
vrepwocylotiog kot g eropapuyyikng(velopharyngeal) averndpreloc. Te dAleg
TEPITTAOGELS, VITAPYOVV VIOYPEMTIKA AAON TomoBEong Ta onoia oyetiCovtat pe v

piKpoyvadio Kot v kakn cOyKANon twv dovtidv tomov 11
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Awtapayég oitiong :
H veoyvin anotuyio g avdmtuéng(tg 6itnomng) Urnopel va ELPAVIGTEL OEVTEPOYEVMDS
amd £YKEPOAMKES ovVOUAALES /Kot TIC Kapdtakég dOuspopeies. Evtovtorlg, ) katdmoon

dev givar Wwaitepa eacOeviopévn.

Awtapayég AKong :
H amoAeio g aydyyng akong eivat évo Koo YopaKTnpIoTIKO YVAPIGHO TOV

oLVOPOLLOV.

Awtapayés eovnong :
H p®vnon sivat puotoroyik).

Awtapayég Avomong :
H vreppvucn aviymon wropel va ELOOVIGTEL GE TEPIMTMGELS [LE VITEPOIOTYIGTIO.
Evto0to1g, N vmoppvikdTnTa €V £Vl OTLOVTIKO YOPAKTNPIGTIKO YVOPIGLO GVTOD TOV

oLVOPOLOL dedOUEVOL OTL pPavICETOL KOl 6T GAAD GHVIPOLLX TNG KPOVIOGUVOCGTMGNC.

IN'woowkég dwatapayss :
H yA®ooa eivar eEacBevicpévn o€ mepmTdGELS TOV TOPOVGIALETAL VEDPOAOYIKY

e€aoBévion kKot avarntvélokn Kabvotépnon.

AMLO, KMVIKGA (OpOKTNPLOTIKA YVOPIoHATO. -

o Kpaviorpocomko :
Kpaviocuvdotmon, pikpoyvadio, onicOio kekApévo pétwno, tpoeléyovsa pvikn

pila, poyyoAkn oy PAe@dpov, HiKpd oTicO10 TEPIGTPOPIKH OVTIAL.
e Avamtuén:
[Tpoyevvntikn kou petayevvntikng avendpkelo avantoéng. Kovtd avdomua.

e  OvpomoroyevvnTIKO:

AlGTOVPOUEVT) VEQPIKN TAPEKTOTIOT).



49

o  Kevrpiko vevpiko cvotnpa :
Polymicrogyria(puo avorto&lokn avopoiio Tov eyKepaAov Tov yapaktnpiletat
amd TV ovATTLEN TOAADVY LKP®V GUVEAMEE®V (Microgyri), TPOKAADVTOG

dtvonTikn kabvotépnon) , YVOoTIKT eEachévion.

o Kapowko :

Kotuodwppaypotikn atélela, mpoTtdTLIOS apTpoKd oyyeio.

o AKpPO KOl GKELETIKO :

Axtivom) arAacio / vrorhoaoio (Kenneth Lyons Jones, Smith’s recognizable

patterns of human malformation, W.B. Saunders Company), avdpoin mAiévn,
KOPTIKT] KO LETOKAPTILO OTANGT0, OTOVTIEG 1) VITOTANGTIKOL AVTIXEIPES, CTTOVOLAIKES

VO UOATES, AVOUOALES TAELPOV.

o Evrepko:

Atpntog 1 Tpdchio PETATOTIOUEVOG TPMOKTOC, OPHOKOATIKO Gupiyy1o.

o Al
Xtpafiopoc. Ontiky atpogio. Aydyyn andiea akons. Tpryoedn AyayysidpoTo
TAV® omd TN POTI KoL 6TO GIATPO TOL AV XEIA0VG. ZTOVOVAIKESG ATENELEC.

YxoAiwon. Yromiaotd Bpayidvio 0otd. YroBoaAPiokn BorPiowm vreptpopia.

®vowi) wotopio. :

H dwrapoym etvor ototikn, aAld €xovv vapéet avapopég Bavatwv vnriov mov
oyetiCovtal pe eYKEPAAKEG avmUOAMES o€ Evav PiKpO aplBud TV TEPITTOCEMV. LTI
TEPIGGOTEPEG TEPUTMOGELG EMLOVV KOl £VOL TOGOGTO TAPOVGLALEL PLGIOAOYIKT

VOMHOGUVN KO TH YVOOTIKY OVATTUED.
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I[poyvoon Ogpomeiog :

H mpdyvwon yio v kavovikn oo givar koA €év 1 yvootikn e&acBévion dev etvat
ndpa moAd coPapn. H kpaviompoowmikn yeipovpykn| enépfoocn pnopei va dtopbmacet
TG KPOVIOKEG KO TIG OVOLOALES TOL GAYOVIOD Kot TI OVCLOPPIES TOV AKP®V,
e€aptopevn amd T coBoapodTnTa IOV TEPOLGIALOVY, OAAL 01 KATAAANAES XEPOVPYIKES

Kol KWWNTIKESG avTioTadpicelg pmopel vo emtevyfovv.

Aw@opikn dtayvmon 1 d1a@opodiayvmon :

Ot KPOVIOTPOGOTIKES OVOUAAIES Kol 01 OVOUOAIEG TOV AKPp®V TOV TEPIAOUPAVOLV TaL
TEPLOPIOTIKA Akpa pmopel va Ppebovv ato civopopo Holt — Oram kot 6to chvdpopo
Antley — Bixler. Ot axtivotég avopolieg pe Toug amdVTEG avTixepes Kot 1 pikpoyvodio

enpavilovtai oto suvopopo Nager.

Biphoypagia:

Temtamy SA, Aglan MS, Nemat A, Eid M, Expanding the phenotypic spectrum of
the Baller-Gerold syndrome. Genet Couns.2003;14(3):299-312.

Kenneth Lyons Jones, Smith’s recognizable patterns of human malformation, W.B.

Saunders Company.
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ONOMA : Bamatter Syndrome

Eniong yvooto og :
Octeomhootikd yepddepua (Geroderma osteoplastica), vaviopog Walt Disney
(dwarfing)

(Znueiowon: av Kot avtdg 0 6pog £xel epaprocTel 6To TapeABOV, £xel Eva LIOTNTIKO
CLUTEPAGLO LLE TNV £EICMOOT) TNG EUPAVIONS TOV EXNPEACHEVTOV ATOLMV KoL LLE TOVG
YOPOKTNPEG amd Tov TNV Tavia Tov Disney ‘Snow White’ (Xiovatm) kot mpémet

EMOUEVOG VO, AOPEVYDET OC JLYVMOSTIKN ETIKETAL).

Av16 T0 GHVOPOLO TOL KOVTOD VAGTILOTOG EIVOL GTAVIO, OAAL EVLAKPLTO GTO
eowoTLnd T0oV. To KOVTO avacTNUa Eival GLYVA T SVGAVAAOYO LE TOV KOPUO TTOL
emnpedletar coPapdtepa amd To dKpa, To 0moin propel akoAoVO®S va paivovtal
dvcavaroya pakpld. H amddoon kot n vonpoosvvn givat pustoroyikéc. H mo aicbnm
EKONAMON TOL TOPOVGLALEL TO TPOGMTO EIvaL 1] YOUAUPOTNTO TOL JEPUATOG TOV OiVEL
07O TPOCHOTO pio TPd®PN NAKIoKT epdvion. Ta kokoia sivar eb0pavoTa Kot

EMPPETEG GTO GTMAGLUO.

XV6TIHOTO TOV EMNPEALOVTOL TEPLGGOTEPO :

Avantuén, deprotikd, 0GTEO-ULIKO, KPOVIOTPOSHTIKO.

Avtwodoyia :
Avtocopuikn vroiemopevn kKAnpovopud. To yovido dev €yl mpocdlopiotei 1)

xoptoypoenOel akdpa.

Awtapayég Adyov :

Ot apBpotikés daotpePrOoelc Tov epugavifovtal AOYm g KaKNG GOYKANONG TV
dovtidv gtvar kowvég. O Tpoyvabiopds g katw yvdbou givat Eva Koo YopaKTnpIoTiKd

YVOPIGHLO TOL TPOKAAEITAL EV HEPEL OO TO EAATTOUEVO VYOS TOL (OTVIOKOD OGTOV, LIE



OULVETELN TO VITEPKAEIOIO TNG KAT® Yvabov. H Koxh chyKkAnon twv dovTidv

(malocclusion)umopei va daotpeAdoet, £101KA TOVS YA®GOIKO — POTVIAKOVG T)XOVG.

Awatapayég oitiong:

H oition dev e&aocBevel oto cvvopopo Bamatter.

Awtapayég AKong :

H axpdaon dev paiveror va eEacbevel oto cuvopopo Bamatter.

Awtapayés eovnong :
H pmvnon €xet cuvnBog Evrova vymAod tdvo kot pmopet va etvar Bpayvn e&antiog tng

TPOW®PNG 0GTEOTOINGNG TOL AUPVYY.

Awtapayég Avomong :

H avtymon dev etvan eacBeviopuévn oto cuvopopo Bamatter.

IN'woowkég dwatapayss :

H yAwooum avantoén ival gusioAoykn.

AMLO, KMVIKA (OpOKTNPLOTIKA YVOPIoHATO. -

o Kpaviorpocomko :
Yvyyevig kKato yvabuiog Tpoyvabicudg(prognathism), katabimtikég

Quyopatikés TpoeEoyés.

o Avantuln:

Kov16 avéotmpuo.

e Oocteo-puiko :
Oocteondpwon, evaictncio oty Opavon TV 06TOV, GTTOVOLMKES AVOUOATES,
oKOAMmon 1/kat T AOpd®aoN, vroTovia, Bdpakag GE GYNUATIONS Kapivag,

apBpwtikn atovia(yarapodtnta), e£apOpwon(LeToTOnnoN )IGYI0V.

52
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o AgppoTiko :

Xohopd dépLa TPOGHTOV.

®vowi) wotopio:

H avendpreia g avamtoéng sivar petayevvntiky], aAld 1 xoAopdtnta Tov apdpmoewy
KOLL TOV OEPLOTOG TOV GLVOPOLOL YiveTal ouctnth moAD vopic. H okeletikn dvoniacio

etvat TPOodEVTIKN.

I[poyvwon Ogponeiog :

Ot apBpotikég dratapayic mov oyetiCovral e Tov mpoyvadiopod gival 60oKoAo va
Bepamevtovv. Ot ooteotopieg (Osteotomies) g katm yvabov yio va d1opbdcovy tov
TPOYVaOIoUo elvar TPoPANUATIKEG AOY® TNG TAONS TOV 0CTMV VO CTAVE Kol VO,
OpvppatiCovrat. Ot apBpmTikés d1oTpePADGELS £IvaL VTOYPEMTIKNG PVOTG, KoL

EMOUEVMGC, Ba eppeivouy TBOVOS ywpig 010pBwom, AOY® TG SOUIKNG OVOUAAINS TOVG.

Aw@opikn dtayvmon 1 d1a@opodiayvmon :

H yoAapdmra tov d€ppatog eivar kowvn o€ d1dpopeg S10TapayEs,
ovumepropfavopévov tov cvvopopov Ehlers — Danlos, tov chvdpopo Setleis, kot ™
akpoyepia (acrogeria). Evo mpompo Aok tpocmneio yopic yvootikn eEacdévion

eaivetol ot mTpoyepio (Progeria)kat 6to cHvopopo tov manrod (granddad).

Biphoypaoia:

Al-Gazali L1., Sztriha L., Skaff F., Haas D Gerodermia osteodysplastica and wrinkly
skin syndrome: are they the same? Am J Med Genet. 2001 Jul 1;101(3):213-20.

American journal of medical genetics
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ONOMA : Bannayan — Zonana Syndrome

Eniong yvooto og :
Yvvopopo Riley — Ruvalcaba — Bannayan, covopopo Riley — Smith, chvdpopo
Ruvalcaba — Myrhe, suvépopo Ruvalcaba — Myrhe — Smith.

Apywcd meprypaepnke 1o 1971. H cuyvotnta avtig g dtatapoymg eivar dyvootn Kot
TOAVAOG Exel LITOTUNOEL AOY® oG EAAEIYNG CNULOVTIKOV SVGHOPPIKADY
ocvunepacpatmv. Ta veoyvd pe owtd o cuvopopo gival peydia, cvyvd dvo tov 4Kg (9
AMBpeg). Evtovtotg, n avantoén dev emtoydveTon LeTd amd T YEVVNOT), Kot EKTOG amd
v paxpokeeoiio macrocephalia), Ta dropa pe o cuvopopo Bannayan — Zonana dev
yapoktnpiovror avopoio peydia. Eriong tapovsidlovv moAlamid MadpuoTo
(lipomas) kot opayyeiopota (hemangiomas). H yvootikr eac6évion, mov kopaiveton
a6 Mo £0G coPapr), TOPOVGLALETOL GTOVE TEPIGGOTEPOVS OO TOV HG0VG AGOeVELS.
[Téve amd 10 80% TV avaeepBEVTOV TEPUTTOCEMV EIVOL APCEVIKE, AALGL LEPIKES
TEPIMTAOCELS OO TV OPCEVIKN ETIKPATNON UITOPEL VoL apOopovV TN S10yVOGTIKY

OTOLOAOTNTO TV OPCEVIKADV YEVVITIKMV OVOLUALDV.

XV6TIHOTO TOV EMNPEALOVTOL TEPLGGOTEPO :
Kpaviompoowmikd, deplotkd, KEVIPIKO VEVPIKO cOGTNLA, 0QBOAUKO, dKpa, LOES,

EVOOKPIVIG 0OEVOG, YEVVITIKA OPYOVOL.

Avtwodoyia :

Avtocoun emkpatukn kKAnpovopd. To yovidio mov yapaktnpiletor wg PTEN, £xet
yaptoypaendei oto 10g23.3.
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Awtapayég Adyov :
H oMo kaBuotepel yapaktmpiotikd Kot epeaviCetor fmia ducapbpia oe pepicég
neputooelc. H apBpotikn e£ocBévion mov oyetileton pe pia yevikn AEKTikn

KaBvoTEPN oM glvar Kown).

Awatapayég oitiong :
H o1eAdppora (Drooling) £xet onueimdet oe pepkove acbeveic. H mpodun oition pmopei
va givat SOGKOAN AOY® TG VITOTOVING, OAAG VTN M Ao TLYIC TOV VO avarTLYOEL dev

amotelel oNUOVTIKO TPOPANLLOL.

Awtapayég AKong :

H axovotikn e€acbévion dev €xetl avapepbel 6To cuvopopo Bannayan — Zonana.

AwTapayés eovnong :
O1 dratapayes emvNonG OV elvat Eva YOPaKTNPIOTIKO YVOPIGLO TOL GLVIPOLOV

Bannayan — Zonana.

Awtapayég Avoymong :

H vreppvikdmra £xet mapatnpndei o€ pepikovg acbevels g cuoTaTIKd EVOG N0V
ducapbpikov Aektikov potifov. H Behopapuyykn averdpkeio mov ival Ao ot pia
TAELPA TOL PAPVLYYQ UTOPETL VOL TPOKANOEL A0 TNV LN GUUUETPIKT LETAKIVIOT TOV

VIEPDI0V 1GTIOV 1)/KOL TOV TAELPIKDV QOPVYYIKDOV TV TOYOUATOV .

IN'woowkég dwatapayss :
Tn yAdooa kabvotepel kot tapovstaletot eEocBeviopévn ndvm amd to 50%

neputtocemv. Kabvotepnuévn Aextikn avamtuén. Madnoiokr duckoAio.
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AMAO, KMVIKGA (OpOKTNPLOTIKA YVOPIoHATO. -

o Kpaviorpocomko :
Maxkpokepahrio, okapokepario(scaphocephaly), kabvotépnon v nepdtmon tov

npocbiov fontanelle, Nmog vreptelopiopdc.

o AKpa:

[Mhatiol avtiyepeg Kot To peydAa déyTuAd TOL TOS10V.

e Avamtudn :

Meydho Bapog yévvnorg.

o  Kevrpiko vevpiko cvotnpua :
Ynotovia, yvootik eEacdévion, kabvuotépnon TV PactKdv KIvGEWDY,

LLOKPOKEPOALD, EVTTAOELN GTOVG EVOOKPAVINKOVG OYKOVC.

e  O0¢Buipko
Ytpafiopdg (eEwtpomiay),yevdooidn o onTikng OnAne.

e T'evwntika épyava :
Maoaxkpoméog( macropenis), dievpopévot Opyels, okovpot Aekédec 6To PAAavo Tov

TEOLG.

o  Evdokpivig adévac:

Acbéveiec Tov Bupeoeldong 1 Gykot Tov Bupeoetd.

o Aéppo:
Awayysidparto, Mmopato , tmAeayyeiektooia (telongiectasias), depoTikn

HoppapuyT, Kapé knAideg,
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e  Mvik6:
Mvondbeia. Kown vrepkivntikdmnta, kabuotepnuévn Kivntiky avamtuén mov £xet

EMNTAOGELS GTT) dSuVATOTNTA TOL Vo KaBicel, va otafel 1] vo TepmaThoEL

®vowi) wotopio :
H dwdwacio g poomddeiag Kot 1 avantuén TV VEOTANGUDY EIVOL TPOOSEVTIKN
Katdotaon, aAld 1 avoartuélokn Kabvotépnon kot 1 eEachévion g vonpooivng sivat

OTOTIKEC.

I[poyvoon Ogponeiog :

To amotélespa g avaivong ywo v €60c0£vion TG OMALNG Kol TG YADGGOG
e€aptdror and 10 PabUd CLUUUETOYNG TOV KEVIPIKOV VELPIKOD GUGTHUATOG KOl TNG
YvooTikng avendpkelag. Kdmolol acbeveig Exouv ikavomoumtikny vonposuvn, 0AAd ond
™V GAAN HEPLd TOL PACHATOC, LePIKOT 0oBEVEIC TAPOVGIALOVV GNUAVTIKY
kaBvotépnon. H dvcapbpia ko apBpmtich e&acBévion mov eppaviletar oo
ouvdpopo Bannayan — Zonana pmopei va BedtiowBovv pe ™ AoyoBepameio, aAld 1

TANPNG OTOKOTACTOOT) OEV £ival TOV TPEMEL VAL AVOUEVETOL OTIC BOPLEC TEPITTMOELC.

Aw@opikn dtayvmon 1 d1a@opodiayvmon :

H paxpokepoiio pe g Kapés knhideg ivot xopaKInpioTiKa YVOPIoUOTe TG
vevpoivopdtmong tomov | (neurofibromatosis type I). To cuvdpduov 1. Peutz — Jerger
EXEL TOPOLOIEG YEVVITIKA YPOUOTICUEVES OEPUATIKEG KNALOES O1 0TT01EC OLMG

enpavilovtat og A0 LEPT] TOL CAOUATOG,.

Bipioypagia:

Gujrati M, Thomas C, Zelby A, Jensen E, Lee JM, Bannayan-Zonana syndrome: a
rare autosomal dominant syndrome with multiple lipomas and hemangiomas: a case

report and review of literature. Surgical neurology 1998 Aug;50(2):164-8
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ONOMA : Bardet — Biedl Syndrome, Type 1

Eniong yvooto og : BBS1

[Tpwv amd TV EQOPLOYN TOV HOPLOKADV YEVETIKMY TEYVIKMV, O GLVOVAGHOG TNG
TOYVCOPKIOG, TNG XPWOTIKNG VEPPOTAOELNG, KOl TG VONTIKNG KaBuoTépnong
ta&voundnke og ovvdpopo Laurence — Moon — Bardet Biedl. Eivar topa yvooto,
EVTOVTOLG, OTL OAEC O1 TEPWTTMGELG TOL APYIKA GLGCOPEVOVTOL KATM OO TO GUVOPOLLO
Laurence — Moon — Bardet — Biedl dev avtitpoowredovy v id1a dotapoyr|. Téooepig
vrokatnyopiec Tov cuvdpopov Bardet — Biedl kot evog aveEapmmrtov TOTOL TOL
ouvdpdov Lawrence — Moon avayvopilovtot Tdpo g EuO1AKPITO GOVIPOLLO. LLE
EVTTPOGOIOPIOTES avayvmpictueg artiohoyies. Oleg avTég ot datapayés £xovv

vonTIKY| KaBouotépnon wg 6tabepd svpnua.

XV6TIHOTO TOV EMNPEALOVTOL TEPLGGOTEPO :
Kevtpikd vevpikd chotnuo, vookpvig adévag / avamtun, oQOoAUKd, yevwntikd —

OLPOTTOMTIKO, AKPO.

Avtwodoyia :

Avtécoun vroiewmdpevn kAnpovoud. To yovidio éyetl yoptoypaendei oto 11q13.

Awtapayég Adyov :
H oMo gtvon mapovoidletor moAd kabuotepnuévn kot 6TIS To Papléc TEPITTMOELS, 1
oAl pmopet va gival moAd mepropiopévn. H cofapn popen vrotoviag pumopet va

eEaobevioel TepATEP® TV APOPOTIKY OVATTVEN.

Awtapayég oitiong :
H coPopn vrotovia umopel va 0dnynoet oe pia adOvapun avappoenon(weak suck) kotd

NV TodKT NAKiaL.
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Awtapayég AKong :

H axpdaon dev etvar eEacBeviopuévn.

Awtapayés eovnong :
H pwvn pmopel va givar advvaun 1 BopuPoddne.

Awtapayég Avoymong :
H avtymon sivat puoioloyik).

IN'woowkég dwatapayss :
H yAdooa givan mavra eEaobeviopévn oto cuvdpouo Bardet — Biedl tomov 1. Yrdpyet
TavTa oNUOVTIKY KOOLGTEPTON OTNV EVAPEN TOV YAMGGIKOV KOPIWV CTUEIDV KoL M

YADOGO OVATTOGGETOL APYAL.

AMAO, KMVIKGA (OpOKTNPLOTIKA YVOPIoHATO. -

o AKpa:

IToAvdoxkTiAio.

o  Kevrpiko vevpiko cvotnpua :

Nontwn kebvotépnon, vrotovia.

e T'evwnTIKO — OVPOTONTIKO :

Miukponéog, vToyovadIopoGS.

e O@Oarpko :
Xpwaotikn veppomdOewa. (Pigmentary retinopathy.)

o  Evdokpivig adévag / avamtoln :

[Mayvoapkio(Obesity).
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e Odovtiko:

vrodovrtia, pikpodovtia, HikpEs piles, kot Pabid vrepda.

®vowi) wotopio :

H avortoélokn e&acbévion mov cuvdéetar pe to odvopopo Bardet — Bied!, tomov 1
TopovoldleTal omd T YEVVNnon Kot Topoplével otatikn ko' 0An ) didpreia g Long.
H veppomdfeia etvar Tpoodentikn e v apyn g TV Toudik nAkio, cuvndwg petd
amo v nAkio Tov 5 etov. H evdeyopevn toplwon epeoviletol 6Toug TeptocdTEPOVG
acBeveic uéypt mv tpit dekaetio g (ong Tovg. H puoikn 1otopia avtng g
Katdotaong eEAdyiota meptypdpetal ot Proypapio. H dtovontikn avendpietia eivat
oLVNO®G NI £0G LETPLL KOl 1] EKPVAIGT] TOV AUPPANGTPOEIBOVG EYEL YEVIKA (G
AmOTELEG LA OVOKOMEG GTNV VVUYTEPIVI] OPOLOT| KATA TN SIEPKELD TG TOOTKNG NAKIOG,
aKOUO Kot oo TPV €Tv. Movo mepinov 1o 15 1016 ex0td TV acbevdv deiyvouy o
dTumn HEAAYXP®OT TOV AUEPBANCTPOEIDOVG amd TEVTE £mG dEKA YPOVIA TNG NAKING
tov. H kevrpkn 6paon ybvetot akoAovBovpévn and ammAELD TG TEPIPEPIKNS OPOUCTG.
Méypt v niia Tov 20, to 73 to1g ekaotd TV acbevov givat Tuproi. H mayvoapkia
etvat cuvNBE TOPOVGH OO TNV TPMOIUN TOUdIKT NAKIAL.

I[poyvoon Ogpomeiog :
H yevicn mpdyvoon yio ) Bertimon g yVOOTIKNG avATTUENG Kol TG YADCGOS Eival
AVETAPKNG KAOMDG 1) OTTIKNG eE00HEVIONG YIVETOL TPOODEVTIKY] KO 1] YVOOTIKY

e€aoBévnon pmopel va emdevmbet.

Aw@opikn dtayvmon 1 d1a@opodidyvmon :

Ynrdpyovv kot Ao cHVIPOLLE TOV £YOVV TN YVOOTIKY £E0GOEVIOT, TNV TOLCOPKIO Kot
TNV LIOTOVIO MG YOPUKTNPLOTIKA YVOPICHOTO, CUUTEPIAAUPAVOUEV®Y TOL GLVOPOLLOV
Laurence — Moon, tov cuvdpdpov Prader — Willi kot Tov cuvopdpov Coher.
Evrtovtoig, to ovvopopo Prader — Willi, to covépopo Cohen, kat 1o chvdpopo
Laurence — Moon dev £xovv Tnv ToAVSaKTUAIL MG YOPUKTNPIOTIKO Yvadpioua. To
ouvdpopo Laurence — Moon éyet emiong T GTATIKN TOPATANYI0 OC YOLPUKTNPIOTIKO

yYvopopa, avtifeto and to cvvopopo Bardet — Biedl, tomov 1.
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ONOMA : Bardet — Biedl Sydrome, Type 2

Eniong yvooto og : BBS2

To ovvdpopo Biedl — Bardet, tomov 2, drapépet amd tov Tomo 1 pe v mpoctnkn g
vréptaong (hypertension), tov cakyopddn (mellitus) dwapntn kot g acBévela Tov
NTOATOG MG KAVIKA YopakTnplotikd yvopiouata. To chvdpopo €xet to id1o potifo
KANpovopds, oAAG cuvdEeTaL e £Va SLOPOPETIKO YOVIOI0 KOt L0 SLOPOPETIKN

YOVIO0KT) B€6T) TOV YPOUOCHUATOG.

XV6TIHOTO TOV EMNPEALOVTOL TEPLGGOTEPO :
Kevtpikd vevpikd chotno, vookpvig adévag / avamtuén, 0@OaAKdc, YevvnTiko —

OVPOTOMNTIKO / VEPPIKD, AKpa, NTOp.

Avtwodoyia :

Avtocouikd vrorewmdpevo Loviého kAnpovopds. To yovidio yaptoypaenonke 6to
16q21.

Awtapayég Adyov :
H opMa givon yopoaktnpiotikd moAd kafootepnuévn Kot 6TIC T Papléc TEPUTTMOGELS, N
oo pmopel va gival moAd mepropiopévn. H Bapid votovia prmopet va eacbevioet

TEPAITEP® TNV aPBPOTIKN avanTLEn.

Awtapayég oitiong :
H Bopég popeng vrotovia pmopel va 0dnynoet o€ Evav advvaun avappdenon (weak

suck) otmv vnmokn nAkio.

Awtapayég AKong :

H axon| dev etvar eEacBeviopuévn.
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Awtapayés eovnong :

H povnon pmopei va etvar advvaun 1 va mopovstdlet BopuPmnong avaca.

Awtapayég Avomong :

H avtmymon eivon kavovicn.

IN'owoowkég dwarapayss :
H yA®ooa eivan mévta eEacbevicpévn oto ochvdpopo Bardet Biedl, tomov 2. Yrdpyet
TavTa oNUOVTIKY KOOLGTEPTON OTNV EVAPEN TOV YAMGGIKOV KOPIWV CTUEIDV KoL M

YADOGO OVATTOGGETOL OPYAL.

AMLO, KMVIKA (OpOKTNPLOTIKA YVOPIoHATO. -
o AKpa:
[MoAvdaxtvAia, cuvdaktvria, Bpayvdaktulrio.(Polydactyly, syndactyly,
brachydactyly.)

e Kevipiko vevpiko cvotnpa :

Awavontikn kabvatépnon, vrotovia (hypotonia).

e 0O@Oarpko :
Xpwaotikn veppomdOewa(Pigmentary retinopathy).

o Al :
Ynéptaon(Hypertension.)

o Evookpiviig adévag / avamToln:

[Moyvoapkia, caxyapdong swfnmc(mellitus).

e YVKOTL:

Hrotun wopdtoon (fibrosis) avénon tov wopat®dovg 16tov).

o T'evwnTIKO — 0VPOTONTIKO / VEQPPLKO :

Maikpoméog(Micropenis), vroyovadiopog(hypogonadism), veppikn avendpkelo.
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e Odovtiko:

vrodovrtia, pikpodovtia, HikpEs piles, kot Pabid vrepda.

®vow woropia :

H avortoélokn e&acbévion mov cuvdéetar pe to Bardet — Biedl, tomov 2,
ToPoVC1AleTal oo T YEVVNGOT] Kol TOPOpLEVEL GTATIKT Ko’ OAN TV dtdpketa TG Long
tov. H veppomdOeia sivarl mpoodevtikn e v Evapén tng otV Toudikn niia,
ouvnBmg petd amd v nAkio tov S etdv. H evdegyduevn thpimon eppavifetor 6toug
TEPIGGOTEPOVS aoBeveic péypt T Tpitn dekaetio g Lmng tovg. H puoikn wotopia
ALTAG TG Katdotaons eEAdylota Teptypapetal ot Piproypapio. H dtovonticy
avendpkela givor cuvnBmG N0 EOG LETPLAL KoL ) EKPVAIGT] TOV AUPIPANGTPOEID0VG
EXEL YEVIKA (OG AMOTEAEGLOL OUGKOAMEG GTNV VOYTEPIVY] OPAICT] KOTA TN SIEPKELL TNG
TodIKNG NAIKIOG, aKOpa Kot oo TPV £Tdv. Movo mtepimov 1o 15 to1g ekatd Tmv
acBevdv delyvouv [ ATUTN LEAAYXP®GT TOV AUPPANGTPOEIDOVG Amd TEVTE MG OEKAL
xpOVIa T NAkiog tov. H kevepikn 6paom ybvetot akoAovBovpévn and ammAELo TG
TEPIPEPIKNG Opaons. Méypt tnv nhkia towv 20, to 73 1015 £K0TO TV acBevdv etvat

tveAol. H mayvoapkia sivar cuvnwg mapodoa amd Ty Tpdiun moidiky niio.

I[poyvoon Ogpomeiog :
H yevucr mpdyvoon yio ) Bertimon g yVOOTIKNG avATTUENG Kol TNG YAOCGOS Eival
AVETAPKNG KAOMDG 1) OTTIKNG E00BEVIONG YIVETOL TPOOJEVTIKY| KO 1] YVOOTIKN

e€aoBévnon pmopel va emdevmbet.

Aw@opikn dtayvmon 1 d1a@opodiayvmon :

Ynrdpyovv kot Ao cHVIPOLLE TOV £YOVV TN YVOOTIKY £E0GOEVIOT, TNV TOLCOPKI Kot
TNV LIOTOVIO MG YOPUKTNPLOTIKA YVOPICHOTO, CUUTEPIAAUPAVOUEV®V TOL GLVOPOLLOV
Laurence — Moon, tov cuvdpdpov Prader — Willi kot Tov cuvopdpov Coher.
Evrtovtoig, to ovvopopo Prader — Willi, to covépopo Cohen, kat 1o chvdpopo
Laurence — Moon dev £xovv Tnv ToAVSaKTUAIL MG YOPUKTNPIOTIKO Yvadpioua. To
ouvdpopo Laurence — Moon éyet emiong T GTATIKN TOPATANYI0 OC YOLPUKTNPIOTIKO

yvopopa, avtifeto and to chvopopo Bardet — Biedl, tomov 2.
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ONOMA : Bardet — Biedl Sydrome, Type 3

Eniong yvooto og : BBS3

To ovvdpopo Biedl — Bardet, tomov 3, €ivar avoTumKa TOPOUOL0 LLE TO GOVOPOLLO
Bardet — Biedl, tomov 2, coumepapfavopévng g Topouciog VIEPTaong, SoKYap®ON
(mellitus) dwfM Kot TG NIATIKAG AGHEVELNS MG KAMVIKA YOPOKTNPIOTIKG YVOPICUOTOL.
To oHvdpopo £xet 1o 1610 potifo KAnpovopds, aAld meptiapfavovtan £vo SLpopPETIKO

YOVIO10 KOl Lol S1OUPOPETIKT YOVIOLOKT) BEGT) TOV YPOUOGDLOTOG.

XV6TIHOTO TOV EMNPEALOVTOL TEPLGGOTEPO :
Kevtpikd vevpikd chotno, vookpvig adévag / avamtuén, 0eOaAKdc, YevvnTiko —

OVPOTOMNTIKO / VEPPIKD, AKpa, NTap.

Avtwodoyia :
Avtécmuo vToAemopevo pHovtédo KAnpovoude. To yovidio yaptoypapndnke cto
3p13-pl2.

Awtapayég Adyov :
H opiMa givon yopoaktnpiotikd moAd kafootepnuévn Kot 6TIC To Papléc TEPUTTMOGELS, N
oAl pmopei va gival moAd mepropiopévn. H Bapid votovia propet va eacbevioet

TEPAITEP® TNV apBPpOTIKN avanTLEn.

Awtapayég oitiong :
H Bopiég popeng vrotovia pmopel vo 0dnynoet 6 Evav advvaun avappdenon (weak

suck) otmv vnmokn nAkio.

Awtapayég AKong :

H axon| dev etvar eEacBeviopuévn.



Awtapayés eovnong :

H povnon pmopei va etvar advvaun 1 va mopovstdlet BopuPmnong avaca.

Awtapayég Avoymong :

H avtmymon eivon kavovicn.

IN'woowkég dwatapayss :
H yA®ooa eivan mavta eEacbevicpévn oto ochvdpopo Bardet Biedl, tomov 3. Ymdpyet
TavTa oNUAVTIKY KOOLGTEPTON OTNV EVAPEN TOV YAOGGIKOV KOPIWV CTUEIDV KoL M

YADOGO OVATTOGGETOL OPYAL.

AMLO KMVIKA (OpOKTNPLOTIKE YVOPIoHATO. -
o AKpa:

[ToAvdaktuAica, cuVdaKTLALN, BpoyLOaKTLAL.

e Kevipiko vevpiko cvotnpa :

AwovonTiky] KaBvoTéPNOT, VIOTOVIa.

e 0O@Oarpko :
Xpwotikn veppomdOewa(Pigmentary retinopathy).

o Al :
Ynépraon.

(Hypertension.)

o  Evookpiviig adévag / avamtoln:

[ayvoapkia, cokyopmdng (mellitus) dwapnmg.

e 'Hrmap :

Hrotw wopdtoon

67
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o T'evwnTIKO — 0VPOTONTIKO / VEPPLKO :

Mikpoméog , VITOYOVASIGHOC, VEQPIKT OVETAPKELOL.

e Odovtiko:

vrodovrtia, pikpodovtia, Hikpés piles, kot Pabid vrepda.

®vowi) wotopio :

H avorto&loxn e&acbévion mov cuvdéetan pe to Bardet — Biedl, tomov 3,
ToPoVC1aleTal oo T YEVVNGOT) Kol TOPOpLEVEL GTATIKT Ko’ OAN TV dtdpketa TG Long
tov. H veppomdOeia sivar mpoodevtikn e v Evapén g otV Toudikn niwia,
ouvnBmg petd amd v nAkio tov S etdv. H evdegyduevn thpimon eupavifetol 6toug
TEPIGGOTEPOLS aobeveic péypt t Tpitn dekaetio g Lmng tovg. H puoikn wotopia
aLTAG TG Katdotaons eEAdylota meptypapetal ot Piproypapio. H dtovonticy
avendpkela givor cuvnBm NI EOG LETPLAL KO ) EKPVAIGT] TOV AUPIPANGTPOEIBOVG
EXEL YEVIKA (OG ATOTEAEGLOL OUGKOAMEG GTNV VOYTEPIVY] OPAICT] KOTA TN SIEPKEL TNG
TodIKNG NAIKING, aKOpa Kot oo TPV £TdV. Movo mtepimov 1o 15 to1g ekatd Tmv
acBevdv delyvouv i ATUTN LEAAYXP®CT TOV AUPPANGTPOEIDOVG Amd TEVTE MG OEKAL
¥pOVIa T NAkiog tov. H kevepikn 6paon yévetot akoAovBovpévn and ammAELo TG
TEPIPEPIKNG Opaons. Méypt tnv nhkia tov 20, to 73 1015 £K0TO TV acevdv etvat
tvpAol. H mayvoapkia sivor cuvnbmg mapodcoa amd tnv Tpdiun modiky nAio.

I[poyvoon Bgponeiog :
H yevuic mpdyvoon yio ) Bertimon g YVOOTIKNG avATTLENG KoLl TG YADCGOS Eival
AVETAPKNG KAOMDG 1) OTTIKNG €E00BEVIONG YIVETOL TPOODEVTIKY] KO 1] YVOOTIKY

eEaoBévnon pmopel va emdevmbet.

Aw@opikn dtayvmon 1 d1a@opodiayvmon :

Ynrdpyovv kot Ao cHVIPOLLE TOV £YOVV TN YVOOTIKY £E0GOEVIOT, TNV TOLCOPKIo Kot
TNV LIOTOVIO MG YOPUKTNPLOTIKA YVOPICUOTO, CUUTEPIAAUPAVOUEV®Y TOL GLVOPOLLOV
Laurence — Moon, tov cuvdpdpov Prader — Willi kot Tov cuvopdpov Coher.
Evrtovtoig, to ovvopopo Prader — Willi, to covépopo Cohen, kat 1o chvdpopo
Laurence — Moon dev £xovv Tnv ToAVSaKTUAIL MG YOPUKTNPIOTIKO Yvadpioua. To
ouvdpopo Laurence — Moon éyet emiong T GTATIKN TOPATANYI0 OC YOLPUKTNPIOTIKO

yvopopa, avtifeto and to cdvopopo Bardet — Biedl, tomov 3.

Bipioypagia:
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ONOMA : Bardet — Biedl Sydrome, Type 4

Eniong yvooto o¢ :BBS4

To ovvdpopo Biedl — Bardet, tomov 4, €ivor ouvoTumiKa TopOLO10 LLE TO GOVOPOLLOL
Bardet — Biedl, tomov 2 kou 3, GOUTEPIMOUPOVOUEVIG TG TAPOVGIOG TG VITEPTOUOTC,
0V cakyopmon (mellitus) dwfn Kot g NEapIKng AoHEVEING MG KAMVIKA
YOPOKTNPIOTIKA Yvopiopato. To cuvopopo £xet o 1010 potifo KAnpovopdc, aAid
nepLapBavovTat £va S1apopeTikd Yovidlo Kot o S1opopeTIKT Yovidlak BEoT Tov

YPOUOGDLOTOC.

ZV6TIHOTO TOV EMNPEALOVTOL TEPLGGOTEPO :
Kevtpikd vevpikd chotno, vookpvig adévag / avamtuén, 0eOaAKdc, YevvnTiko —

OVPOTOMNTIKO / VEPPIKD, GKpa, NTOp.

Avtwodoyia :
Avtécmpo voAemopevo povtédo kKAnpovouide. To yovidio yaptoypaepndnke cto
15q22.3-923.

Awtapayég Adyov :
H opMa givon yopoaktnpiotikd moAd kafootepnuévn Kot 6TIC To Papléc TEPUTTMOGELS, N
oAl pmopel va gival moAd mepropiopévn. H Bapid votovia prmopet va eacbevioet

TEPAITEP® TNV aPBPOTIKN avanTLEn.

Awtapayég oitiong :
H Bapidc vrotovia pmopet va 00NyMoEL G Evav adVVaLT avoappdPNoT GTHV VITLOKN

nAwio.

Awtapayég AKong :

H axon| dev etvar eEacBeviopuévn.
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Awtapayés eovnong :

H povnon pmopei va etvar advvaun 1 va mopovstdlet BopuPmnong avaca.

Awtapayég Avomong :

H avtmymon eivon kavovicn.

IN'woowkég watapayis :
H yA®ooa eivan mévta eEacbevicpévn oto ochvdpopo Bardet Biedl, tomov 3. Yndpyet
TavTa oNUOVTIKY KOOLGTEPTON OTNV EVAPEN TOV YAMGGIKOV KOPIWV CTUEIDV KoL M

YADOGO OVATTOGGETOL OPYAL.

AML0 KMVIKA (OpOKTNPLOTIKA YVOPIoHATO. -
o AKpa:

[ToAvdaktuAica, cuVdaKTLALN, BpoyLOaKTLAL.

e Kevipiko vevpiko cvotnpa :

AwovonTiky] KaBvoTéPNOT, VIOTOVIa.

e 0O@Oarpko :
Xpwotikn veppomdOewa. (Pigmentary retinopathy.)

o Al :
Ynéptaon(Hypertension.)

o Evookpiviig adévag / avamToln:

[Moyvoapkio, cakyapddng dtafnne.

e 'Hrmap :

Hratw wopdtoon

o T'evwnTIKO — 0VPOTONTIKO / VEQPPLKO :

Mikpoméog , VITOYOVASIGOGC, VEQPIKT CVETAPKELOL.
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e Odovtiko:

vrodovrtia, pikpodovtia, Hikpés piles, kot fabid vrepda.

®vow wropia :

H avortoéloxn e&acbévion mov cuvdéetar pe to Bardet — Biedl, tomov 4,
ToPoVCIAleTal oo T YEVVNGOT] Kol TOPOpLEVEL GTATIKT Ko’ OAN TV dtdpketa TG Long
tov. H veppomdOeia sivarl mpoodevtikn e v Evapén tng otV Toudikn niia,
ouvnBmg petd amd v nAkio tov S etdv. H evdegydpuevn thpimon eupavifetor 6toug
TEPIGGOTEPOVS aoBeveic péypt t Tpitn dekaetio g Lmng tovg. H puoikn wotopia
aLTAG TG Katdotaons eEAdylota Teptypapetal ot Piproypapio. H dtovonticy
avendpkela givor cuvnBmG NI EOG LETPLAL KoL ) EKPVAIGT TOV AUPIPANGTPOEIO0VG
EXEL YEVIKA (OG AMOTEAEGLOL OUGKOAMEG GTNV VUYTEPIVY] OPAICT] KOTA TN SIEPKEL TNG
TodIKNG NAIKING, aKOpa Kot oo TPV £Tdv. Movo mepimov 1o 15 to1g ekatd Tmv
acBevdv delyvouv i ATUTN LEAAYXP®CT TOV AUPIPBANGTPOEDOVG ATd TEVTE MG OEKAL
xpOVIa T NAkiog tov. H kevepikn 6paom yévetot akoAovBovpévn and ammAELo TG
TEPIPEPIKNG Opaons. Méypt tnv nhkia towv 20, to 73 1015 £K0TO TV acBevdv etvat

tveAol. H mayvoapkia eivar cuvnwg mapodoa amd tnv Tpdiun moidkn niio.

I[poyvoon Ogponeiog :
H yevucn mpdyvoon yio ) Bertimon g yVOOTIKNG ovATTUENG KoL TNG YADCGOS Eival
AVETAPKNG KAOMDG 1) OTTIKNG E00HEVIONG YIVETOL TPOOJEVTIKY] KO 1] YVMOOTIKY

eEaoBévnon pmopel va emdevmbet.

Aw@opikn dtayvmon 1 d1a@opodidyvmon :

Ynrdpyovv kot Ao cHVIPOLLE TOV £YOVV TN YVOOTIKY £E0GOEVIOT, TNV TOLCOPKIo Kot
TNV LIOTOVIO MG YOPUKTNPLOTIKA YVOPICHOTO, CUUTEPIAAUPAVOUEV®V TOL GLVOPOLLOV
Laurence — Moon, tov cuvdpdpov Prader — Willi kot Tov cuvopdpov Coher.
Evrtovtoig, to ovvopopo Prader — Willi, to oovépopo Cohen, kat 1o chvdpopo
Laurence — Moon dev £xovv Tnv ToAVSaKTUAIL MG YOPUKTNPIOTIKO Yvadpioua. To
ouvdpopo Laurence — Moon éyet emiong T GTATIKN TOPATANYI0 OC YOLPUKTNPIOTIKO

yvopopa, avtifeto and to cOvopopo Bardet — Biedl, tomov 4.
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ONOMA : Basal Cell Nevus Syndrome

Eniong yvmoto og : Gorlin syndrome, Gorlin — Goltz

syndrome.

Ot Binkley kot Johnson g&€Becav apycd oawtd to ohvopopo to 1951. AAAG ftav o
1960 mov o Gorlin -Goltz cuvédese 0 GHVIPONO E TO CLUTT®ROTO TOV. To GVUVOPOLO
10V PBaocikov kuttapov eadg (Basal Cell Nevus) eivan oyetikd omavio. Exet
mAnBucpokn emikpdmon Arydtepo amd 1: 50.000. Evtovtolg, To civopopo ival cuyvo
o€ GTOLO TTOL £XOVV KOPKIVALOTO TV Bactk®v kuttdpwv (tepimov 1:200). Ta
KOPKIVOUROTO 0V eppavifovtal e OAOVG TOVG aoheVEIS Le TO GUVOPOUO, OAAL
Bpiokovtal 6tovg mepiocdtepove. H évapén tov dykmv givar cuvibmg kovtd 1 pHetd
mv apyn g epnPeiog. H yvootikn eEacbévion dev givat Eva Kowd xapaKTnploTiko
YVOPIGHO TOL GLVIPOLOV, eppavilete mBavadg o Arydtepo amd 5%. To 50% tmv

TEPIMTOCEMV TPOKELTOL Y10, VEEG LETOAAAEELG.

XV6TIHOTO TOV EMNPEALOVTOL TEPLGGOTEPO :
AgpLOTIKO, KPOVIOTPOOSHOTIKO, KEVIPIKO VELPIKO GUGTNLO, OPOOALIKS, 0GTEO-UVIKO,

dKpaL, YOOTPOEVTEPIKAS, YEVVITIKO — OVPOTONTIKO, KOPIOKOS, TVELHOVIKO.

Avtwodoyia :

Avtécoun Kupiopyn kKAnpovopud. M dtaypagn| xaptoypaendnke oto 9q22.3.

Awtapayég Adyov :
H Aextikn mopoywyn propei va ennpeaotel ex0pikd amod ) oyiotia (pio 6yt 1060
ouvnBopévn e0pecT 6TO GUVOPOLO) 1} TNV APy Evapén TS avATTLENG KUGTMV GTO

ocayovi. H oMo givait QUG10A0Y1IKN OTIG TEPLEGOTEPES TEPIMTAOCELS,.

Awtapayég oitiong :
O1 dratapayg oitiong Twv veoyvav dgv Exovv avapepOei 1 tekunpwdet. H evijlum

oltion pnopel va ennpeactel amd TIG KOGTES TOV GUYOVIOU.
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Awtapayég Akong :

H axon| etvat xopaktnpiotikd puG1oA0YIKN.

AwTapayés eovnong :

Agv €govv avapepbel dtatapayés oTnv edvnon

Awtapayég Avoymong :

H vreppvicn avtymon umopet va eLQovicoTel AOYm VTEPMIOCYICTIOG.

IN'woowkég dwatapayss :
H yAdooa eivan eEacbevicpévn oto 10% 1 Aydtepo TmV TEPITTOCEMV TOL GYeTIlovTaL

LLE EK YEVETNG EYKEQPOMKEG OVOUOALEG LLE YVOOTIKN AVETAPKELO.

AMLO, KMVIKGA (OpOKTNPLOTIKA YVOPIoHATO. -

o  Kpaviorpocomko:
[Tpoyvabiopdg, HeTmmKy TPoeE0YT, HOKPOKEPOAATLN, KOOTEC GOYOVIOV, GTPOYYLAO,
TAOTO TPOGMTEID, VITEPTEAOPIGHOG, YELEOTYIGTIO 1Y/KoL TOV VTTEp®IOTyIoTio. Evpeia

PVIKT YEPLPOL.

o Axpa:
[MoAvdaxtoAcpos, Bpayvdaktoioudc, eskoapn Ompaka.(pectus axcavatum)

e T'evvnTIKO — OVPOTOINTIKO :

QoONKIKE WVOHVOUATO 1] KOPKIVOLOTO, OPCEVIKT YEVVITIKY VITOTANGIOL.

¢  MUvOGKEAETIKO:

[Mhevpkéc avopodies, Kopookolimon, ®pog Sprengel

o  Kevrpiko vevpiko cvotnpa:

I'vootikn avendpketa, ayevesio Tov LecoAdPlov GOUOTOG.
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o Kapowko :

Kapdiokd wopvopato.

e OpOarpko :
2tpafiopdc, oeBaipkég depproeldeic Kioteg, KoAdPmua ipdag, K YEVETNG

KOTAPPAKTNG, YAAOK®OUA YOAGL10, VTEPTEAOPIGHOG.

o AgppoTiko :
Boowd kuttapucd eMmv 1/ kot kapkivopata. 1o avaiotikd, onilot facikdv
KUTTAP®V TAVE® 0mtd TO Aopd, Toug Ppayioves, Tov KOpUd Kot T0 TPOGMTO,
EMPPETELG VAL YIVOLV KOPKIVOUOTO. XTIKTO1 QUOKEPATWCIKOT AGKKO1 GTIG TOAGLLES

KO TOL TEALLOTOL.

o Taotpoevrepko :

TFaotpoeviepikég KHOTES Kot TOAVTOOES.

e Ilvevpoviko:

Kvoteg mvevpoviow.

e Odovtiko:
AvokepaTmoikég kKHoTeS TG Kétw yvabov. [apapopeaocels kat / 1) Eldeimovta

d6vTIO.

®vowi) wotopio. :
H éxppaon tov dwtapoydv dev eival cuyvd Tpoeavig £ OTOV T, SEPHLOTIKE
TpodpOTO VO YIVOUV UV oTa TEAT TNG ToudIKNG nAkiag 1 oty epnPeia. Ot
veomlaoieg /Kot ta. apaptopata (hamartomas) avimrposmIEDOVV TIG TPOOSEVTIKES
dwtapayés. Ot omilol 6to TPdS®TO Eivat TOAVOV VL ELPOVIGTOVY YOP® OO TOL
BArépapa. H karxonn odrayn ivor wiaitepa mbavn petd ) dedtepn dexoetio. Ot

KOoTEG YvdBov pmopei va dievpuvBolv, Wwitepa ot PETEMELTO TOOUKT) NALKIOL.
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I[poyvoon Ogponeiog :
H ocvuntopatien Bepaneia eivar cuvnBmg emtuyng, 0AAd GLGTIVETOL 1| TPOGEKTIKY

e&étaon yuo veomAaoies.

Aw@opikn dtayvmon 1 o1a@Popodidyvmon :

Y rdpyovv moAAG GUVOPOLLO TTOV £YOVV TO TOAAUTAG dEPUOTIKE TPODLATO MG EUPOVY
YOPOKTNPIOTIKA YVOpiopato, sopmeptiapfoavopévov tov cuvopopov LEOPARD kat
10V GUVOPOOL Peutz - Jerger. Evtovtoig, 1 dtavoun Kot 1 6€om tov EMdv 1 TV
JEPUATIKES YPOOTIKMV avOUaAMdV gival dtapopetikéc. To ovopopo LEOPARD
oLVOOEVETAL GLVNOMG Al TN YVOOTIKN e£00BEVIon Kot TOAAY dTopa TaPoVG1AlovV

OTTMAELD. OLKONC.

Biphoypaoia:

Karthiga KS., Sivapatha Sundharam B., Manikandan R....Nevoid basal cell carcinoma
syndrome. Indian J Dent Res.2006 Jan-Mar;17(1):50-3.

GEORGE J. BITAR, M.D., CHARLES K. HERMAN, M.D., MOHAMMED 1.
DAHMAN, M.D., MARTIN A. HOARD, M.D. 2002 Basal Cell Nevus Syndrome:
Guidelines for Early Detection VOLUME 65 NUMBER 12 , 2501 — 2503

Kenneth Lyons Jones, Smith’s recognizable patterns of human malformation, W.B.

Saunders Company



78

ONOMA : Beckwith — Wiedemann Syndrome

Exiong yvwo16 og : cuvdpopo Wiedemann — Beckwith, Eoppatog —
nakpoyrmooia(exophalos —macroglossia), covopopo yryavticpov(gigantism)
(cvvdpouo EMG).

To ovvdpopo Beckwith — Wiedemann ivot évo GOVEpopo GXETIKG KOWNG TOAAOTANG
VO UOALNG Kot {0(MG TO 10 KOO GUVOPOLO VITEPAVATTLENG GTOVS AVOPMITOVG LIE LiaL
mAnBucokn cvyvoémra nepimov 1:13.000 tov (ovtavav Bpeemv. Ovcaotikd, OAa To
Toudd pe to cuvdpopo Beckwith — Wiedemann €yovv Aektikn kot YAOGGIKH
e€aoBévion, av Kot etvar yopaktnpiotikd nria. To cOvopopo oyxeddv mévta aviyveveToL
APYIKE GTNV TOOTKT NAKIN AOY® TV KOTAMOK®V OVOUUAIDV, TOV HETOPOAKOV
dwTapoydv 1 ™V vIePavATTLEN cvvdEdEV pe TV vrotovia. [Tapovoidost Wiaitepo
EVOLOPEPOV Y10 TOVG AOYO — YAWSGOTAHO0AG YOV AOY® TNG LOKPOYAMGGIOG KO TOV
KAt yvabioiov Tpoyvaficod oe GUVOVAGHO LE TV VTOTOVIO, 1 OTOL0 TPOKOAEL Lo
evpeia oepd apBpodTik®dv dwtapaydv. H vtepmiooyiotia, counepthapfovopévng piog
VYNNG EMKPATNONG TNG PAEVVDOOVS VTTEPMIOTYIOTIOG, UTOPEL VO TEPUTAEEEL

TEPALTEPM TIG AEKTIKEG O1OTAPOYEC.

XV6TIHOTO TOV EMNPEALOVTOL TEPLGGOTEPO :
Avantuén, KpovIoTPOSHOTIKS, YOSTPEVTEPIKY / KOTAMOKY], LETAPOAMKT)/ EvOOKpIV adEva,

YEVVITIKOG, UNYOVIKT] OVATTUED, KEVIPIKO VELPIKO GUGTILLAL.

Avtwodoyia :

Avtécoun kupiapyn kAnpovopud. Exovv avapepbel d1dpopot unyavicpol yo tnv
dTapoy, COUTEPIAAUPAVOUEVOL EVOS YEITOVIKOG SIMAAGLOC UGG YOVIdImV,
napBeyevetuan diompia (10-20%) kot amovcio ToL UNTPIKOD AVTILYPAPOV TOL YOVIOIoL
YpoOHocOUAT®V. H 0661 TOV YpOUOGOIOTOS Y10 TO GUVOPOLO £XEL amopovmbel 6To
11p15. (matpoi Simhactacpoi g mepoyng 11plS, untpikés duvardmmreg drokivinong
YPOUOCOUATOV 0V TEpIAapPavovy v mepoyn 11p15.3-p15.5). Eva yovidio
amokarovpevo IGF2 (insulin growth factor — tapdyovtog avénong veoviivng 2) eiyxe
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evoyomomBei, aAd dev povoTay va eEnyel TNV TANPN GEPE TOV OVOUIADY TOV

oLVOPOLLOV.

Awtapayég Adyov :

H Aextikn évapén cvyva etvor e kaBvotepnuévn Aoym g mhovig VTOTOVING Kot
NG MEPIGTAGLOKNG NG avarTulakng Kabdvatépnong. H vroyAlvkopio etvor po Koy
g0peom mov pmopet va GupPdret oty vrotovia Kot TNV avartuélokn Kabvotépnon. Ot
apBpwtikég dratapayés etvor moAd Kowég kot oyetiCovtanl Le TNV HOKPOYA®GGio Kot
™V KaK1 cVYKANGn tov dovtidv. Ot acbeveic pe to cuvdpopo Beckwith — Wiedemann
etvat YopakploTiKd mpoyvadikol kot £ovv emiong avmpoAo 0d0vVTIKA dtaothuato. H
TOPOVCi UG HEYEANG YADGoOS Holl HE TIG OVOUOAIEG TOV GOYOVIOD KOl TV dOVTIOV
odnyel ota vIoypeTIKA TPHSOL apBpmTiKd AdBN dacTpéfrmong 1) Ta
avTioTodoTikd Aabn tomoBétnone. H yAdoca pmopel va tomobeteiton oty kdt®
yvoduio Kopdpa Topd otny dve yvabiaio Kopdpo yio va apBpdoel Tovg YAOGGo —
(OTVIOKOVG NYoVG AOY® TG pokpoylmaoioc. H vrepmiooyiotio 1) koum
VTOYAEVOYYOVION VITEPMIOGYIOTIO £fval £va OPKETE KOO €0pNL0L 6TO GOVOPOLO
Beckwith — Wiedemann mov propei va mepumdé€et tig apbpotikég datapayéc. Emedn n
vrotovia givat emiong kown 6to cHVIPOLO, Tadd pie To cVVOpopo Beckwith —
Wiedemann, ta omoio £0VV VIEP®IOGYIOTIO KO BEAOPAPLYYIKY OVETAPKELD, Eivarl
TOAD TOVO VoL avaTOEOVY aVTIGTAO G TIKG HOTIBO, GCUUTEPIAAUPAVOLEV®V TNG
AVTIKATAOTACTG TOV YAMTTIOIKOV GTAGEMV, TV QapLyYikav mpootpiav (fricatives),
Ko TV Qapuyyikov otacemv (pharyngeal stops). [ToAloi acbeveic pe To cuvopopo
Beckwith — Wiedemann éyovv emiong vaeptpopikég opvydaAéc 1)/ Kot Tig adeVOEdEig
exPractnoeig(Kpeatdiia), ot 0Toieg LTOPOVV VO TPOKAAEGOVV L XPOVIOL VO TKTI
OTAOT) TOV GTOUATOG LE TN YADGGO TPOS TO EUTPOG, OV EMOEWDVEL TN LAKPOYAMSGio

KOLL TNV LITOTOVia Kot e GLVERELD ToL TPOGH1o AGON.

Awtapayég oitiong :

H mpdwpn cition Katd v veoyvikn| mepiodo TEPITAEKETOL TEPIGTAGIOKA OO TNV
vIoToVvia Kot T pokpoyAwoooio. H mapepunddion tov aepaymymv 0ddv mov gival
KOWI UTOPEL VoL 00N YNGEL GTNV TPO®PT| OTOTVYIN TG AvATTLENG TNG GiTong. DTwyn

oltion.
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Awtapayég AKong :
O1 xpdvieg S100OEIS TOL HECH MTAOC LE TNV AYDYIUN ATMOAELN 0KONG EVOIL KOWVEG, E1O0TKA

OTOVG 0oDEVEIS LE VITEPWIOGYLOTIO

AwTapayés eovnong :
H Bpayvada dyvootng artioloyiog Exet mapoatnpnei oe pepicong acheveis.

Awtapayég Avomong :

H vreppvikdmra etvar duvatn ota dropa pe vrepwiooytotio. Eqv n vrotovia ivon
ToPOVCa, 1) VIEPPIVIKOTNTA Eivar axoOun To mhavo va avartuyel. H vropvikdmra
umopel eniong va epeaviotel eEoutiog g AOEVOELONG VIEPTPOPIOC, KOt 1) LKTH VTEP /
VTOPWVIKOTNTO UTOPET EMIONG VAL ELPAVIGTEL GTOVS AGHEVEIS LLE TIC VTIEPTPOPIKEG
apYOaAEg Kot Tig adevoedels ekPAactioeig(kpeatdkia). H otopatikn aviiynon

umopel eniong va eacbevicet amd TIG VIEPTPOPIKES OLVYOUAES.

IN'owoowkég dwatapayss :
H yAdwooum avantoén eivor petafintn kon eaptdral and v mopovsio 1 TNV anovcio
™ YvooTtikng e&acBévione. H vonpocivn eivar cuvnBmg gustoAoyikn, aAAd n a1

eraepLd yvootikn e€acBévnon dev etvar acuviiom.

AMLO KMVIKA (OpOKTNPLOTIKA YVOPIoHATO. -

o Kpaviorpocomko:

Meydho otopa, Kdtw yvadiaiog mpoyvabiGHog, LOKPOYA®CGIo, VTEPMIOGYIGTIO.
E&éyovta patia pe oxetikn vepkdyykn vromiacio. EEEywv wio. AcvvnBioteg
YPOUUKES GYIGUES 6TO AOP10 Tov e€wTeptkol anTiov. Ecoyéc oto omicBio yeilog

™g EMKaC.

e Avamtuln:
Yrepavamroén(Overgrowth) (uéypt to 90° — 95° ekatootod), Nt — vreptpoia
(hemihypertrophy). Makpocwptia pe peydan poikn palo kot woyd vrodoplo 16To.

Tayeio oot opipavon.
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e Kevipiko vevpiko cvotnpa :
[Teprotaciaxn yvootikn eEactévion, tapolucopoi (un kowot), vOPoKEPUAOG(UN

Kowo), Anbapyog

o T'evwnTiko:

Atevpopéva yevvnTikd 6pyava (apoeviko Kot OnAvko).

e Al :

Avantoén tov veomlacidv copmepirappavopévov tov oykov Wilms, tov
KOPKIVOLO TOV EXVEQPIOIOn VELPPOPAAGTOUATOC LETAED GAAW®YV,
KOPIOHVOTAOELD, OVAOUAAES TTVYEG GTOVG AOBOVS TMV AVTIOV KOl EYKOTEG GTO
TG® HEPOG TOV AVTIOV, AVATTLEN VEOTANGIDV, GUUTEPIAUUBAVOUEVOD TOV OYKOV

Wilm. Aebpovon pepikdv opydvev Kot 16TdV

e TaoTpoevrepko / KOUMOKO:

Opgparoknin( Omphalocele), kKhadepévo oroudyt (prune belly),sievpopévo fmap.

o  MetafolKkoc/ EVOOKPIVIG UOEVOG:
Neoyvikn vroyAvkouio, ovopaAieg veQpkoD TPOUNKT LVEAOD, PAOIOETIVEPPIOIKT
(adrenocortical) kvttapopeyoio.

e  Kwnru avartoén:

Ynotovia (umopel va eivar eupovicotel AOYm g VITOYAVKATNG)

®vowi) wotopio :

H veoyvikn mepiodog mepurdéieton and v vrotovia, 1 omoio umopei va eivor opeiletan
otV vroyAvkaipio. H vroyAvkoytio eMAVETOL [LE TOV KOPO KO VILAPYEL CNUOVTIKA
apyn avAaKTNoN TV KOpLov avartuélokdv onueiov. H avarntuéiokn opiia kot ot
YAOOGIKOL PavOTLUTTOL BEATIOVOVTOL e TOV Koupd, 0AAG 01 acBevelg Tpémel va

TPOPLAAGGOVTOL GLYVA ATO TNV AVATTLEN TV VEOTANGIMV, 10104TEPA TOV GYKOV
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Wilms. Ta mpémpa. 0pomédia TG VaEPAVATTUENG KOl LETA 0O TV avATTuén TG
eonBeiog emPpaddvoviar €101 MGTE TaL dTopa e TO cuvdpope Beckwith — Wiedemann

dev mapovc1dlovy To EVIIAMKO YIyoVTIGUO.

Ipoyvoon Ogponeiog :
H mpdyvwon givar Gpiot yio v guGI0A0YIKT oAl Kot YAMGGOL.

Aw@opikn dtayvmon 1 d1a@opodiayvmon :

H vrepavantoén ivot éva yopakTnpioTikd YvapIoe S1opopmv GuVOPOL®mY TOL UTopEl
emiong va Tapovstdlovy VITOTOVie. MG TPOWPO YAPUKTNPIOTIKO YVAPIGUAL,
ocvpumeplapfovopévov tov cuvopdov Sotos. H mapovsia g vroyAvkaytiog Kot Tov
peydov Bapoug yévvmong pumopei va potdlet pe avtd mov epugaviCovv ta popd tov

10 MTIKAV UNTEPV, 0L TEPATOYEVETIKY emidpact). H nut — vaeptpoeio ko n nui —
VIEPTAGTIO VITAPYOVV EMIONG WG gVOLAKPITO cOVIpoua. H opparoknin pe tig

AVOLOAIES TOL TPOCHOTOV Kal TNV LItoTovia el avapephei oto cuvdpopo Shprintzen —

Gold - berg II.

Bipioypagia:

Clauser L., Tieghi R., Polito J...Treatment of macroglossia in Beckwith-Wiedemann
syndrome. J Craniofac Surg. 2006 Mar;17(2):369-72.

Kenneth Lyons Jones, Smith’s recognizable patterns of human malformation, W.B.

Saunders Company
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ONOMA : Bencze Synsrome

Exiong yvwo16 og : Humposoniki vrepriacio (hemifacial hyperplasia), HFH.

AvT6 givar £va oTAvio GUVOPOLO TOV GUVOVALEL TV VIEPMIOCYLIOTIO (OPUKTNPIOTIKA
™G PAEVVAOONG GYIOTIOG), TNV AGVUUETPING TOV TPOCHTOL KOt TO GTPAPIGUO
(ecotpomio — esotropia). Oleg o1 TTVYEC TG AVATTVENG TOL TPOCAHTOV (CKEAETIKOV Kol

LLOA0KOD 16TOV) EIVOL ETNPENCUEVES.

XV6TIHOTO TOV EMNPEALOVTOL TEPLGGOTEPO :

Kpaviorpoowmikd, opBaipiuco.

Avtwodoyia :
Avtécoun kupiapym kAnpovopud. To yovidio akdpa dev Exetl yaptoypoendei N

TPOGOI0PIOTEL

Awtapayég Adyov :

H xaxn ovykAnon tov dovtidv (Malocclusion) mov givat kowd gvpna. ToL GLVEPOLOV,
pali pe TNV aGLUUETPIO TOV TPOCHTOV TPOKOAOVY TO TAEVPIKO AVOIKTO dAYKM®LOL.
Emopévmg, o1t voypemtikéc apbpwtikég dtauotpefrmaoelg etvar mBavég. Mmopei emiong

va gppaviotel avtiotdduion Aoym oylotiog.

Awtapayég oitiong :
Ta mpofAqparta citiong dev Exovv avapepBei N TapatnpnOel, eKTOG and TIC TAPOSIKES

JVGKOAIEC TOV GLUVOEOVTOL TEPIGTAGLOKAL LLE TNV CYLOTIOL

Awtapayég AKong :

H d1éyvon tov pécov wtdg AOY® TG VITEPMIOGYIGTIOG UTOPEL VAL 0OTYNOEL TN
SLKOTTOLEV AYDYUN OTDAEW TNG 0KONG. EvTodtolg, ot dopkéc avopaiies tov pécov
®TOC deV AMOTEAOVV LEPOC TOL GLVOPOLOL KL ETGLT) 0KOT Otd TN GAAN givarn

(PUGLOAOYIKT).
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Awtapayés eovnong :
O dratapayég emvnomng oev Exovv avagepbel 1| mapotnpnOet.

Awtapayég Avoymong :
Mmopei va epeavioTtel VTEPPIVIKOTNTO AGY® TNG VIEPMIOCYIOTIOS (1 TG

VO PAEVOYOVING VTTEPVIOGYIOTIONG).

IN'woowkég dwarapayss :

IMwookég dratapayés dev Exovv mapatnpndei N avoapepOet.

AML0 KMVIKA (OpOKTNPLOTIKA YVOPIoHATO. -

o Kpaviorpocsomko:

Aocvppetpia Ipocs®OTOL, H1ELPLVGT TNG LG TAEVPAS TOV TPOGMOTOV,
CLUTEPIAAUPAVOLEVOL TOV GKEAETOD TOV TPOCOTOV (GUUTEPIAAUPOVOUEVOV TOV
CUYOUATIKOV KoL TOV TPOYLOKAOV TAPLO®OV), TOV UMV KoL TOV 0OEVIKOV 10TMV,
VIEPMIOTYIOTIES (01 TEPIOTOTEPES avapEPDEicES TEPMTOGELS ivart PAevvoydvieg

oyotieg( submucous clefts).

e O@Oarpko :
Ytpofropdg( Strabismus), Tumiky ecmtpomtiof cvyrlivav otpafiouds), opprommio(
amblyopia).

®vowi) wotopio :

H acvppetpio Tov Tpocdmov yivetot eppoavEstepn e TV NAKio Kot TV aviamtuén,
aALG Oev elval TpayloTiKd TPoodeLTIKT. Eivat amdd svkoddtepo va aviyvevudei )
OGLULETPIO GE YEPLOTEPO KO LEYOADTEPO TPOCHOTO. AEV VILAPYEL KA KaBVoTEPN O

otV évopén TV aVOLOALDV.
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I[poyvoon Ogpomeiog :
H Bepaneia g oyotiog, Tov 6Tpafiopo, Kot TG OCVUUETPINS TOL TPOGMIOV LE TO.

YEPOLPYIKA PEGA £xEL APLOTN TPOYVOOT.

Aw@opikn dtayvmon 1 d1a@opodiayvmon :

H acvppetpio tov Tpocdmov givat kowvn o€ didipopa GHvVOpopa,
ovumeplopfavoprévon e oeHaApo — mTiono — otovovAkn dvorhacio (oculo —
auriculo — vertebral dysplasia (OAV)), tov Belo — Kapd10 — TPOGOTIKOD GHVIPOLOV
(velo — cardio — facial syndrome (VCFS)), tov covdpopo Beckwith — Wiedemann, g
NUL— VITEPTPOPiaG Kot Tov cuvdpdov Sturge - Weber. To odvdpopo Bencze dapépet
amo o GAA0 GHVOPOLO AGY® TNG OIOVGING TV CAA®V EEMKPAVIOK®OV OVOUOADY, 1
TOV ELEOVAV OVOLUA®DY TOL TPOGMIOV, OTMG TIG OVGHUOPPIEG TV QLTIOV KoL TN
pikpowtio ov epeaviletar 6to OAV kat to onEAdo KOKKIVOL YPMOUOTOC KOTE TNV
vévvnon 6mog topovoialovral oto Sturge - Weber. To VCFS éyet ndveo amd 180 dAAeg
avopodieg kot To dTopa pe o ocvvdpopo Beckwith — Wiedemann ropovoialovv

TPOWPN LIEPAVATTVLEN KOl VITOYAVKOLLOL.

Bipioypagia:

Kurnit D., Hall JG., Shurtleff DB., Cohen MM Jr....An autosomal dominantly inherited

syndrome of facial asymmetry, esotropia, amblyopia, and submucous cleft palate
(Bencze syndrome). Clinical genetics 1979 Nov;16(5):301-4.
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ONOMA : Berardinelli Syndrome

Exiong yvewot6 mg : Zovdpopo Seip, Mmotppcdg(lipotrophic) Swoffing, copeu

Mrodvotpoeio(lipodystrophy) tomov Berardinelli - Seip.

To ovvdpopo Berardinelli eivar éva and ta omdvia chvdpopa mov yopakmpilovot omod
cofapn omatdAn Tov VToddP1oL Almovg. H yvootik e€acbévion etvat kowvn, Exovtag

EMNTMOGEL 6€ TAV® and 50% TV TEPMTOGEWDV.

XV6TIHOTO TOV EMNPEALOVTOL TEPLGGOTEPO :
Avantuén, KpovioTPooHOTIKS, KEVTIPIKO VEVPIKO GVGTNILO, GUKATL, KOPIOKAOS, VEPPIKOS
evookpvig adévag/ petafoiikds, depratikd (déppa Kot Tpiya), yevwnTikd —

OVLPOTTOMTIKO, HVEG TOV CALOTOC.

Avtwodoyia :
Avtécoun vroiemdpevn kKAnpovopud. To yovidio axdpa dev £xet yoptoypapndei n

TPOGOI0PIOTEL

Awtapayég Adyov :
H épbpwon pnopei va yapaxtmpiotel omod ta tpochio Aabn mov oyetilovron pe myv

VIEPTPOPIaL TNG AUVYOUANC.

Awtapayég oitiong :

H oition pnopei va etvon e€acBeviopuévn AOym g mapeUmOdIoN TOV 0EPAYOYDV 00DV
TOV TPOKOAEITOL 0T TIC VIEPTPOPIKESG OUVYOAAES 1)/ KO TIG AOEVOEIDETG
exPractnosig(kpeatdiia). Exel onuewwbei mpdwpn amotuyio avantuéng me. Ot
acBeveic dev LTOPOVV VO LETOTPEYOVV TIG TPOPES O AMITOG Kot TPETEL ETOUEVMS VL
TEPLOPIGOLV TAL YELHOTO OE TETOW0 PEYEDOG £TGL DGTE VO UMV KOTOVOADVOLV

TePIOGOTEPEG BepUideg am’ OTL XPelALoVTaL TO AUEGH EVEPYELOKE TOVG EMIMEDQL.

Awtapayég AKong :

H andlelo akong dev €xel avapepbei oto cvvopopo Berardinelli.
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Awtapayés eovnong :
H Bpoyvada givar kown, cuvdepévn pe v Avmodvotpoia( lipodystrophy) kot tig
JLEVPVUEVEG APVYOUAEG IOV GUEGO TPOKOAOVV GTafepr] TNV oTafepn) pon LUKATOV

TPOG TOV PLVOPEPLYYQL.

Awtapayég Avoymong :
H avopoin octopatiky aviynon 1 n LKt vaép - / vropvikoTTo Tov epeavileton
AOY® TOV VIEPTPOPIKDV ApVYOAAGDY gival kown. Mmopel emiong va eppaviotel

VIOPVIKOTNTO TOL GYETILETOL [LE TV OOEVOELDT| LITEPTPOPIQL.

IN'woowkég watapayis :
H yAwooum e&acBévion epoaviletor otig mepiocotepeg amd 50% neprtdoelg Tmv
acBevov pe yvootikn eactévion. O Babuog yvmotikng eEacBéviong eivan petafantog

Kot Kopaiverol and Nmog og coPapdc.

AML0 KMVIKA (OpOKTNPLOTIKA YVOPIoHATO. -

o Kpaviorpocomko :
"EXewym otopatikdv Mnomddv enBepdtov (fat pads), tpryovikd — dtapopeopévo

TPOCMOTO.

e Avantuén:
[Tpoodevtikn Amodvatpopio. Tayeio avdmtuén kot wpipovon, diedpvvon Tov
YEPUDV KOL TV TOIDV, POAAIKT SIEVPVVGT], VITEPTPOPIO TOV HVDV ILE TAEOVAGLOL

TOV YAVKOYOVOV, 1 EAAELYT TOV ATMOOVG amd TIG apyES TG CmnC.
e T'evwnTIKO — OVPOTONTIKO :
Atevpopéva YevvnTIKa 6pyava, TOAVKLOTIKEG m0BNKeS oTa ONAvkd, TPdmPN

oe&ovolk| wpipovon.

e Kevipiko vevpiko cvotnpa :



88

I'vootikh averdpketa, vrodolopukd apoptopoto(hamartomas).

o Kapowko :

Kapdopeyoiria.

e  Mieg 10V GONATOG !

Amoduvapmon pomv.

e YVKOTL:

Atevpopévo fmop, Kippwon(Mmatog).

e Neppko :

Atgvpopéva veppda.

o  Evdokpiviig adévac / petaforko :

Avoyouévog petafolopos, cakyapmong (mellitus)dwafnng, vaepyivkopio.

o Agppotikd (0éppa Ko poring) :
[Mayia, agpbovn, ko oyovpn tpiya Kepaiov, akdvOmon (acanthosis) nigracans,

VIEPYPOUATOGCT TOV OEPLATOG.

e Aowta otoyyeia :
H gppdvion axpopeyoriog oe 6hovg tovg acbeveic. Ot yuvaikeg 0moKTovy YEVIKA

£VaL 0POEVIKO LVTKO GOLLOL.

®vowi) wotopio :

H vrodopra omatddn sivar tpoodevtiky). H évapén tov dafnn emonuaivel o
emdeivoon g paxponpdBecung tpdyvmon, kot toAroi acbeveig evdidovy otig
TEPMAOKES ToL Ypdviov dwaPrtn v 3" dekaetio g (ong tovg. H emtdyvvon tng
avamTuéng Kot 1 vepATOia Vol TEPICCOTEPO EUPOVIG GE TPMOULN TOLOUKT) NALKIL,
Kot 1 veepyAvKoaytio propet va avartoydet apydtepa otn modkn nikio. H

KippmO™ TOL NTOTOG LE KIPGOVG 0100(PEYOV UTOPEl vaL YIvVEL il Lo1paio ETTAOKT).
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I[poyvoon Ogpomeiog :
H apoydadiektopn| pmopel vo emADGEL TIG GTOLOTIKES O10TOPOYES AVTIXNONG KOt TIG
apBpwtikég datapayéc. H yAwoowkn| eEacOévion kot 1 vonon ivotl oTaTikég Kot

EMOUEVOG PTTopEl va avtamokplfovv ota Tapadoctokd povtéda Bepameiog.

Aw@opikn dtayvmon 1 o1a@Popodidyvmon :

Yrdpyovv d14popa GOVIPOLLA LLE TV ELPAVIOT TNG TPO®PNG YPOVST 1] TNG LTOOOPLN
OTATAAN, OAAG YOPOKTNPIOTIKA £XOVV GOPapOTEPT) SUCLOPOAOYIO TTOL GUVILETAL LIE TIG
KPOVIOTPOGMOTIKEG SOUES, OTMG TO TTpoyepia (Progeria) chHvopopo Kot T0 GHVIPOLO
Hallerman - Streiff. To covopopo Granddad et pio modd Topopoa epeavion
TPOGAOTOV, OAAG deV EYEL TIG EVOOKPIVEIG Kot LETAPOAMKES AVOUOAIEG TOV GUVIPOLOV
Berardinelli. To covdpopo Dunnigan givar mopopoto pe to ocvvopopo Berardinelli,

aALG TTopoLGLALEL EMITPOCHETA TIG TOALUTAES OOOVTIKEG OVMULOALES.

Bipioypagio:

Gurakan F., Kocak N., Yuce A Congenital generalized lipodystrophy: Berardinelli
syndrome. Report of two siblings. The Turkish journal of pediatrics1995 Jul-
Sep;37(3):241-6.

Kenneth Lyons Jones, Smith’s recognizable patterns of human malformation, W.B.
Saunders Company
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ONOMA : Binder Syndrome

Eniong yvoo16 og : T'vabopviky duomhacio (Maxillonasal dysplasia)

Ta dropa pe To cvvopouo Binder £yovv pio aAlayn oty dopr TV HEGOL TOV
TPOGAOTOV, GVYVA cofapn. H vonon kot 1 avartuén eivar puoloroykés. Mmopei
TEPIGTAGLOKE TO TPOCMOTO TOVG VO LOACEL Le EKEIVO TV ATOUMV TOL TAPOLGLALOVY
™V NIOTEPN £KPPOOT) TOL GLVOPOHOL Crouzon, aAld 1 KPaVIooLVOSTW®ST) Ogv etvat

EVOL OO TOL YAPAKTNPLOTIKA YVOPIGHATA TOL cuVOpdov Binder.

XV6TIHOTO TOV EMNPEALOVTOL TEPLGGOTEPO :

Kpaviorpoowmikd, dKpa, GmovovAky 6THAN

Avtwodoyia :
Ayvoot. 'Exyovpe vroBécet 0Tt mpdketton yio outdompn Kupiopyn KANPovouLd Kot

TOALTTOPOYOVTIKT) KANPOVOLULA.

Awtapayég Adyov :

H oMo yapaxpiletor amod Tig vIoype®Tikég S100TPERADGEIS TOV YOV TOV
apBpdvovtar TpdcOia, cuUTEPIAAUPAVOUEVOD TOV YAMGGO — PATVIOK®V Kol
yYAwocodovtik®dv Nxwv. H eEmOnon mg yAdooag speaviCetor cuyvd Adym g Boapidc
LOPPNG VITOTAAGIOS TNG AVE YVABOL Kot TOV TPOGHI0V CKEAETIKOD GVOIKTOV
dayK®potog. Ot dryetdikol ot Propel vor TapdyovTat Pe T0 KATo ¥eIAog Tov EpyovTat

o€ EMOPN LE TO AV dOVTIa (000VTOYXEIMKAL).

Awtapayég oitiong :
O dratapayég oitiong dev eppavifoviot otny modikn niwic. To pdonpa propei va
EIVOIL KATTOG EXNPEAGHEVO alTd TV KoK cOYKANon Tev doviumy (malocclusion) ety

mondikn nAkio Kot v eenPeio, oAAd 1 cition dev eivar eEacBevicuévn
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Awtapayég AKong :

H axon| etvat xopaktnpiotikd puG1oA0YIKN.

Awtapayés eovnong :

H pmvnon sivat yopaktnpioTikd puG1oA0YIKT).

Awtapayég Avomong :
H vropwvikdtnta ivaor Kown ngdn 1o pvikod vmong BLAAKIO givor Lkpd Kot 1) pvIKy

avamvon pmopel va cupPipaoctet.

IN'woowkég dwatapayss :

H yA®ooa givar yopakmpioTikd puGIoA0YIKY.

AMAO, KMVIKA (OpOKTNPLGTIKG YVOPIoHOTA :

Avo yvabaio vromiacio, Kovty pot, kovin tpdcedio kKpaviakn Baomn, tpdchio
OKEAETIKOG OVOIKTO SAYKMLLO, 0movsio TG Tpdehlog pviKNG 6TOVOVAIKNG GTANG,
JEVTEPEVOVGEG CTTOVOLAIKEG OVOUOAEG, OEVTEPEVWMV TTEPIOPICUOC TMOV TEPIPEPEIKDV

QOAXYYDV TOV S&YTUAMV.

®vowi) wotopio :

Ta moudd pe o ohvdpopo Binder gppaviovral yapaktnpioTiké GUGIOAOYIKA TN
yYévvnon Kot Kotd T S1dpkela e Toudikng nAkiog. Me v nlkia 1 kdto yvadog
ALEAVETOL KOVOVIKE, OALA 1) Ave YVABOG etvatl avemopkng KATL TOL eivol ELQAVES TNV
TPOMPN TN NAKI, YOPOKTNPIOTIKA TPV TV NAKia TV 5 etodv. H dve yvéBog
Topovotdlel Eddytot N kopio avamTuén amd TV Todk NAKio Léypt TV EVIAIKT

Con.

I[poyvoon Ogpomeiog :

H opBoyvabin yepovpyun enépfaon pmopel vo emAHGEL TIG AEITOVPYIKES KO
aeNTikég avoporieg Tov cvvdéovtar pe o cvuvdpouo Binder. H mpoéyvmon givan
dprom. H Bepancio yio tnv apBpwticy eacBévion Oa mpénet va avadiletor péxpt tnv

YELPOVPYIKY| EMEUPACT AVAOOUNONC.
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Aw@opikn dtayvmon 1 d1a@opodidyvmon :

H cofapn ve yvabiaio averdprela ival Kown og TOAAG cOVOpOLL
KPOvVIOGUVOOTOGNG, Gupmeptiapfovouévon tov cuvopoumyv Crouzon, Pfeiffer, Saethre
— Chotzen kot tov Jackson — Weiss. Evtobtotg, 1 kpaviocuvootwon dev epeovifetan
oto ovvdpopo cuvdéoumv Binder. Me e€aipeomn to ovvdpopo Crouzon, to GAAQ

GUVOPOLLOL KPOVIOGUVOGTMOONG £XOVV TO SIKPITIKA HoTifa Tng SuopopPiag Twv dKpwv.

Bipioypagia:

Greenberg SA ....Binder's syndrome (nasomaxillary dysplasia): an uncommonly
common disorder. La State Med Soc. 1991 Mar;143(3):27-33, 35-8.
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ONOMA : Blepharonasofacial Syndrome

Emiong yvewot6 og : suvdpopo Pashayan, covdpopo Pashayan-Pruzansky,

oLVOPOLO BAEPAPOPIVIKOTPOCOTIKNG SUGLOPPIOC.

AvTo givan £va oTavio Kupimg GOVOPOUO LE S1aVOnTIKT KaBUGTEPNOT Kot LLE

KPOVIOTPOGOTIKES OVOUOAIEG TTOV GVUTEPIAAUPEVOVY TOL LLATLOL KOL TO GTOLLOL.

ZV6TIHOTO TOV EMNPEALOVTOL TEPLGGOTEPO :

Kpaviompoommnikd, Kevipkd vevpikd cOGTN L.

Avtwodoyia :

Avtécoun kupiapyn kAnpovopud. To yovidio dev éxet yoptoypaenbdei 1| tpocdiopiotet.

Awtapayég Adyov :
H Aextikn évapén kabvotepet, kot HEPIKES POPES, GE POPLEC TEPUTTMGELS 1) OUAIL

umopel vo unv avomtoydet.

Awtapayég oitiong :

O dwatapayég oitiong dev Exovv avapepbel 1| mapatnpnOei.

Awtapayég AKong :

Agv €govv avapepbel | TapatnpnOel draTopoyég 0Kong.

AwTapayés eovnong :
Ot dwtapayés pavnong dev Exovv avaeepbei 1 TapatnpnOel.

Awtapayég Avoymong :
H avtiynon pnopei va givatr vropwviky 1 va €xetl adié€odn (cul — de — sac-adiécodog

0popog) modTNTA AOY® NG TPOSHING PIVIKNG TAPEUTOIONG.
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IN'owoowkég dwatapayss :

H yA®ooa eivar ovoraotikd e£ocBevicpévn oe OAEG TIG TEPUTTOGELG AOY® TNG GLYVNG
eLPaVIoNg TS Yoo TIKNS eactéviong. O deiktng vonpooivng kopaivetal ond 35 — 68
(1Q=35-68).

AMAO KMVIKA (OpOKTNPLCTIKG YVOPIoHOTA :

o Kpaviorpocomko :

Meyddn ot pe o foAfoedn dxpn, tmiékavBoc(telecanthus —uoyyodixa pdria),
TOPEUTOOION SAKPLYOVOV AYOYDV, AVAOLAAN TOTOHBETNOT TOL daKPLYOVOL G LEiOV
(lacrimal puncta), vrotovio ToV TPOGMTOV, AVEKPPUGTN EUPAVICT] TOL TPOCHTOV.

Tpomreloedéc avdrtepo yeilog.

e Kevipiko vevpiko cvotnpa :

I'vootik e€acbévion, cuotpoiky dvatovia(torsion dystonia).

®vowi) wotopio :
Ta yvootikd Kot vevporoyikd cupntdpota etvot mapov kab' OAn ) didpreta g Long

Kot €ival otaTikd.

I[poyvoon Ogpomeiog :
H yepovpyun Oepaneio tov avopalidy mov tapovstdlovy Ta pdtia eivat dvvatn. Ta
amotelécpata G Bepameiog TG opAaGg Kot TG YADCOG £0pTOVTOL 0o T

dpwnro(cofapdtra) Tng YVOOTIKNG eE0cBEvionc.

Aw@opikn dtayvmon 1 dta@opodidyvmon :

O mAékavBog 1 o vteptedopiopog (Telecanthus or hypertelorism) kot n yvootiky
e€aoBévion epneavifovtol wg YapaKTNPICTIKA YVOPIGHOTO GTO GUVOPOLLO
Plepopopiumon (blepharophimosis — n diavontikn kabvotépnon sivar éva
TEPIGTUCIOKO EVPMLLA), 6TO GOVOpopo Opitz ( pa puAocHvOeT dwtapayn) Kot 6To

o OVOPOUO TNG KPAVIOUET®TOPIVIKNG dvomAaciag (craniofrontonasal dysplasia).
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ONOMA :Bloom Syndrome

To ovvdpopo Bloom givar pio chvOetn antOGmLT VTOAEUTOUEVT] YEVETIKY Sl0TOpOy | e
KOVTO 0VAGTNIO KoL o VYNAT GLYvOTNTO KOPKIVOL ToL TEpIAapPavet T pHetafint)
ypopocouky dopn. [ave amd 20 avopaiieg cuvdovtal pe avtd T0 GHVOPOUO, TO
omoio gival to mo koo PeTaEd Tov Efpaiwv Ashkenazi g avatoAikng Evpmmng.
2xed6v 1% tav iopomAwvev Ashkenazi Efpaiomv gival popeic tov yovidimv. To yovidio

etvat ToA) AyodtepPo Koo 6 AAAES PUAETIKEG Kot €0VIKEG VTTOOLADES.

XV6TIHOTO TOV EMNPEALOVTOL TEPLGGOTEPO :

Avamtuén, deproTikd, KPOVIOTPOSMOTIKO, OVOCOTOUTIKO, KOPIOTVEVHOVIKD,

HeTaPoAKO/ EVOOKPIVEG AOEVAG, OVOTOPUYMYIKO, KEVTIPIKO VEVPIKO GOGTILAL.

Avtwodoyia :

Avtécoun vroiewmdpevn kKAnpovopid. To yovidio éxet yaptoypaendei oto 15q26.1.

Awtapayég Adyov :
H oMo gtvait @UG10A0Y1KN, 0V KO GE PLEPIKEG TTEPUTTAOGELS UTOPEL VoL VTAPEEL GYETIKA

KaBvotepnuévn Evapén.

Awtapayég oitiong :

Ot veoyvikég drotapayég oitiong dev Exovv tekunpuwbei | mtapatnpnel. Ot eviiikeg
dTapayég oitions pmopel va avamtuyfovv apyotepa v epeavifovrol veomlaoieg
OTNV TENTIKY 000 N €V M EMKPATOVCA {OTIKOTNTA EIVOL LEWOUEVT OO TV YPOVIKL

acBévela 1 ToV KapKivo.

Awtapayég AKong :
H aydyyn andAeia akong mov tpokaAeitot amd Tig ¥pOVIEG LOAVVGELS TMV QLTIOV KOl

T1G O10)VGELS TOV UEGH OVG EIVOIL KOTVEC.
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Awtapayés eovnong :

H owvn £et vymin tovo kot meptypdeetot og "topyt".

Awtapayég Avoymong :
Awtoapayég avtiymong dev Exovv avapepBel 1| TapatnpnOei.

IN'owoowkég dwatapayss :
H yAwooum avantoén eivot xopoktnpiotikd UGIOA0YIKN 1 HOVO EAUPPAGS

KoBLGTEPNUEV OE LEPIKEG TEPUTTMCELS.

AML0 KMVIKA (OpOKTNPLOTIKA YVOPIoHATO. -

o Kpaviorpocomko :
Mikpoyvadia 1 omeBoyvadia(retrognathia), vromhacio Tov {uyopatikod KOKoAoV,

Aemtd Tpryovikd Tpocwneio, doiryoképarog(dolicocephaly), mpoe&éyovoa po.

e Avantuén:

Kovtd avdomua g tpoyevwntikng apyns, xaunio Bapog yévvnong. [To
AVOAVTIKE, TPOYEVVITIKY EKONAMOT EAAEWYTG OVATTTUENG e LEGO VYOG EVIAIKAL
avopa 151 cm kot péco vVyog eviAkng yovaikag 144 cm.

o  Kevrpiko vevpiko cvotnpua :

MoaOnoiokég SuoKoAies.

o AgppoTiko :
TnAeayyeiéotaon, epOOnuo(kokKiviopa dEPHATOG) TOV TPOKAAEITAL OO TNV
£kBeom 6T0 PG TOL AV, KNAIOES Kol VIIEPYPMOUATOGNG KO VITOYPMUATOCTS,

KOQE YPOUOTOG KNAOEG .

o Al :
[ToAd vymAn cvYVOTNTO VEOTAAGLMOV, EWOIKE TNG ASVYOUINS, TOVL AEUQMUOTOS KOl

TOV KOPKIVOL TOL dEPHOTOG.
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o  Metaforkioc/ EVOOKPIVIG UOEVOG !

Yokyopmdng (mellitus) dwopnng.

e AvV0GOTOMTIKO :

Xpdvieg LOADVGELS TOL AVATEPOL KO TOV KOTMTEPOV OVOTVEVGTIKOV.

e Koapdoomvevpoviko :

[Tvevpovikn avemdpkel, Kopdopvomaosio.

o  AvVOTapaymyKo :

21e1pdnTa, OpYIKY VITOTANGTN, KpuYopyLdia.

®voiki) woTopia, :

Metd and to younAd Bapog yévvnong, n toydnta ¢ avantuéng mapapével otabepn,
0AAG TO VYOS Kot T0 Bépog mopapévouy xaunid ko' 6An m ddpkeia g {ong. Ot
VEOTAOGIEG OVOTTTOGGOVTOL YOPOUKTNPIGTIKA 0TV gpnPeia 1] v Tpdmpn eviikn Con.
Q¢ amoTEAESUA TOV YPOVIOV LOADVGE®YV, TOV AVOTVEVGTIKMV JLOTOPUYDV KOl TNG
OLYVOTNTOG TV VEOTAAGL®DV, 1) VITOAOYILOHEVN dtdpKeLa (NG Etval GUYVA SPOUATIKA
ocvvtoun. Me v nAio, VIapyEL o LYNAR GLYVOTHTO THG Bpaon TV
YPOUOCOUATOV KoL ovTaALayn adepemv ypouatidmv (sister chromatid exchange) tov
YEVETIKOD DAMKOV, TO OTO{0 UTOPEL VoL 00N YNOEL OTIG COUATIKES LETAALAEELS KoL TNV
VYN GLYVOTNTO TOV VEOTTAUGIDV.

O1 acbeveig avtoi mapovcialovy otabepd apyd pvBud avarntuéne. Ta mpofinpota
oitiong tvar ouyva Katd ™ Ppeeikn niikio, 6mog etvorl kot n péon otitda. To
ePLON L TPOCOTOV TOAD GTAVIO VIAPYEL KATA TN Yévvnor, cuvnBmg speavileTot Katd
™ Bpepkn nAkio petd and v kbeon 610 Pog Tov NAov. H kakonfeta etvor n kopua
yvoot ottio tov Bavarov. [lepimov évag otoug 1éocepig acbeveic avéntuée Kakoneta,
0 10 KOWAG TOTOG vt Aevyoytio. Ao Ta dtopa pe Kakondeia, n péon nAkio Kotd
dryvoon ntav 21 ypovav, pe po oelpd amd téooepa £o¢ 44 etdv. H yaotpeviepum
Kakonfeia givar cuyvn petd v nAkia tov 30.

I[poyvoon Ogpomeiog :

H dwyeipion g avantuéng Tov oppovev mapovuctdlel bIOGYEST Yo TV aENGT TOV
vyoug. Eivat acapéc edv vapyet Oetikn enidpacn oty Topoywyn ovig, 0AAL etvat
TOavO OTL e TO AEAVOLEVO OVAGTILLOL KOL TNV OVATTTLEN, O POV TIKOG TOVOG Uopel

V0. OLLOAOTIO M GEL.
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Aw@opikn dtayvmon 1 d1a@opodidyvmon :

Yndpyovv d14popa GhVIPOLLL TOL TALPOVSIALOVY VYNAT GLYVOTNTA VEOTAUCIOV GE
GLVOVAGHO [LE TO KOVTO OVACTNLA, TIS (VOGESG O10TOPAYES KO TOL TPODLLOTO TOV
dépuartog, cupmeptiapPavopévon Tov cuvdpopov Cockayne kot Tov GuVEPOUOL
Rothmund - Thompson. Avtifeta and o chvdpopo Bloom, to cvvdpopo Cockayne
yopoktnpiletot amd v cofapn YvooTikn e£acOévion pe v Toyela emdeivoon e
otV eviihikn {on. To cdvdpopo Rothmund — Thompon napovcidlel onpovtikég
AVOUOATES AKpV (0T®G 01 GoPapoi LTOTAAGTIKOT AVTIYEPES) Kol 0OOVTIKES

VO UOATEC.

Biphoypaoia:

Chisholm, C. A.; Bray, M. J.; Karns, L. B. : Successful pregnancy in a woman with
Bloom syndrome. Am. J. Med. Genet. 102: 136-138, 2001.

Bartos JD., Wang W., Pike JE., Bambara RA Mechanisms by which Bloom protein can
disrupt recombination intermediates of Okazaki fragment maturation, J Biol Chem.2006
Oct 27;281(43):32227-39. Epub 2006 Aug 31

Kenneth Lyons Jones, Smith’s recognizable patterns of human malformation, W.B.
Saunders Company
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ONOMA : BOF Syndrome

Exiong yvewot6 og : Bpayyoedarponposwmikd(Branchiooculofacial) cuvdpopo,
BOFS.

AvT6 givar £va oTAvio GUVOPOLO LLE HLOKPITIKO EVPNLLOL TOV TPOCHTOV
CLUTEPIAAUPAVOUEVOL EVOC LIKPOTEPOL KOLL OLPAYLEVOD OVATEPOL YEIALOD TTOV
enpaviletat va givan oyiopévo, aAdd dev etvat. Ymdpyovv eniong mpoe&éyovoeg
Bpayylokés oylotieg 61N 0mcBo0KOVGTIKY TEPIOYN AUPOTEPOTAEVPO., Ol OTOTEC UITOPET
va ToVieTovv and To aparyysiwpato. To yeidog yapaktnpiletot amd £va Kovto
eiktpo(philtrum) kon pmopel emiong va vVdpyet Evag TPoe&Eyov YaAVOG 6TV LEGOi

YPopu tov yeilove.

XV6TIHOTO TOV EMNPEALOVTOL TEPLGGOTEPO :

Kpaviorpoowmikcd, opBaipucd, avamtuén, 000viko, depprotikd (emdeppuido Ko

LLOAALGL).

Avtwodoyia :

Avtoécoun kupiapym kAnpovopud. To yovidio dev éxet yoptoypaendei 1| tpocdiopiotet.

Awtapayég Adyov :
O1 tpdoBieg S100TPEPADGEIS TOV SYYEIMK®DY WOV KoL TO DITOYPEMTIKMV AGON
T0m00ETNONG Uopel va TPokANBoVV e Tov TEPopioid Tov v yeilovg. O1 odovTikég

avopoAies TpootiBevtal emiong oTic apOpwTiKég S106TPEPADCELC.

Awtapayég oitiong :

Neoyvikég dlotapayés oitiong UTopel va ELPAVIGTOVY AOY® TNG VITEPOIOGYICTIOS.

Awtapayég AKong :

H fma aydoyyun omdAieto aong eivon pia mbovn evpeon.
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Awtapayés eovnong :

Agv €govv avopepbet.

Awtapayég Avomong :

Mmnopet va epeavioTtel VTEPPIVIKOTNTA AGY® TNG VITEPOIOGYICTIOG.

IN'woowkég dwarapayss :
H yAdwooum avantoén eivor yopaktnpiotikd puoioroyikn. H yvootikn wavotnta sival

KOVOVIKT).

AMAO, KMVIKA (OpOKTNPLGTIKG YVOPIoHOTA :

e Kpaviorpocomko:
Yevdooyiotio Tov dve xeilovg, TpoeEéyov Kdtw ¥eilog, YEMKA KOAduaTa,
BpayyloKés oxloTies, ALOYYEIOUOTO TOV PPAYYEIKOV CYIOTIAV, TANTIL PVIKY

YEQUPO, ETITESN PVIKN dicpn.

e Avantuén:

XopunAd Bépog yEvvnong, GYETIKE KOVTO OVAGTILOL.

e O@Oarpko :
Ytpafiopoc, opBoipkd KordPopa (ipda, apePANcTPOEIdNG, OTTIKO VEHPO),
TPOYIOKGL OLLLOLYYEID AT, TAPEUTOIIOT TOV pvodakpvyovav (nasolacrimal)

AYQYDV.

e OdovTIKO :

OdovTiKéG avmpaAiec.

o Agppotko (6gppo Ko poiiad)

Awayysidparto, KHoteg Kpoviov, Tpdmpo YKPLAPIGLO THG TPIXOS TOL KEPOALOD.
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®vowi) wotopio. :
H petayevvnrucy avantuén tetver va etvor apyn. H vomon givar pustoroyum otnv
mAeloyYMPia TV aodevav. Agv VITAPYEL KOO ONUOVTIKY ovopoiio kabvotepnuévng

évapéng.

I[poyvoon Ogponeiog :
H yepovpyum 010pbwomn tov puotkadv avopoidy etvat duvatn. H Aektikn 610pbwon
etvau emiong dvuvarn PeTd and TIg yepovpyIKes dopBmaelg 1 puropel va ddoyet

AVTIOTOO O TIKEG TOTOOETNOES TPOGAPUOLOUEVES OTIC GTOLATIKES AVMOLLOALES.

Aw@opikn dtayvmon 1 o1aPopodayvmon :

O1 Bpayywxég oyiotiec 1| ot kKOATOL (SiNUSeS) Ppickovtol kot og d16popa. GAAN
oLVOPOLLD, OOV TO TTO KOO gtvat to cvvopopo BOR Bpayyio — wto — veppikod
ovvdpopo(branchio — oto — renal syndorme, or covépopo Melnick — Fraser).
Evtottoig, to svdpopo BOR €yet tn onuovtiky] gkt 1 vevpooioOntipio andAgiol
QK0TS MG KON €0peoT] Kat dev yapaktnpileTot amd v aveopoiio Tov HEGoV ToV
yelhovg. Ta yetikd Kotkdpato gival £va Koo YopoKTNPIoTIKO YVOPIGLO TOV

ouvvdpopov van der Woude kot tov cuvopduov popliteal pterygium.

Bipioypagia:

Demirci, H.; Shields, C. L.; Shields, J. A. : New ophthalmic manifestations of branchio-
oculo-facial syndrome. Am. J. Ophthal. 139: 362-364, 2005.

Fujimoto, A.; Lipson, M.; Lacro, R. V.; Shinno, N. W.; Boelter, W. D.; Jones, K. L.;

Wilson, M. G. : New autosomal dominant branchio-oculo-facial syndrome. Am. J. Med.
Genet. 27: 943-951, 1987.

ONOMA : BOR Syndrome
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Exiong yvewot6 og : Bpayyo — oto — veppikd covdpopo (Branchio — oto — renal),

ovvdpopo Melnick — Fraser.

To otvdpopo BOR givar o oyetikd Ko moAlamAn dtatapay avepoAiog Tov
TOPOVCIALEL PUVOTLTIKY ETKAALYN LE S1APOPES AAAES KOWVEG dlaTapayEs Kot EXEL
dwyvootel AavBaouéva o ToAAES Tepittdoelc. H avayvdpiomn tov cuvopdpov tvat
ONUOVTIKT AGY® TV VEPPIKADOV SUGULOPPLDOV TOL GLVOIEVOVV TNV OATLMAELD OKONG KOl

T1G SOUIKES AVOUAAIES TOL QVTIO.

XV6TIHOTO TOV EMNPEALOVTOL TEPLGGOTEPO :

AKOVOTIKO, KPOVIOTPOSHOTIKS, VEPPIKO, AUUOS, TVEVLOVIKOG.

Avtwodoyia :
Avtécoun kupiapyn kAnpovopud. To yovido €xetl yaptoypaepnel 6to pakpvy Bpoyiova
TOV YpOHocopatos 8, oto 8q13.3.

Awtapayég Adyov :

H oMo pmopet va emmpeactel amd ™ ikt 1 vevpoarsOnmpla armAglo axone. H
VIEPMI0GYGIoTIO (GLUYVE PAEVVAOONG) PpioKeTan EMioNg G€ HEPIKES TEPIMTOCELS KOl
umopel vo 0dnynoet otig avtiotaduotikKég apbpotikés dtutapayés. H Kok ocbykinon
TOV OOVILDV, TOL CLUTEPIAAUPAVEL TO TPOGHI0 CKEAETIKO OVOIKTO OGYKMLLAL, TO
TAEVPIKO OVOIKTO dAyKmpa, 1) Tn omicboyvadio (petrognathia) ivot apketd kowd
EVPNUOTO, TOL OTOL0L UTTOPEL VOL 031 Y|COVV GTIC LITOYPEMTIKEG OUGTPEPADGCEIS 1)

OVTIKOTOOTAGELG.

Awtapayég oitiong :

Ot dratapayég oitiong oty moudikn nAkio dgv £xovv Bempn el xapaKTnPIoTIKO
yvopiopa Tov cuvdpdpov BOR. Agv vrdpyet kapio eEacBévnon g oitiong ot
noudikn nAia, v gpnPeio, 1 v eviin {on.

Awtapayég AKong :
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To amoAewo axong etvor TOovdS 1 To Ko ekOMAmoT Tov cuvopdov BOR kat
pmopel va gtvort oA orydyun, Kk, 1 vevpoorsOnmpio. Ot ducpopeieg Tov autidv
etvar kowég oto BOR, cupmepilopfavoptévav Tav eEmTEPIK®OV OVOUIADY TOV 0VTIOV,
TOV EEMTEPIKOV KAVOALOD TMV OUTIOV, TOL LEGOL OVG, TOV KOYALD TOV 0TIV, KoL TOV
npoBaiapuaiov cvotipatog(abovsiaiov — AapuvpvBikov cuotiuatog). O cuyvoTEPOg
TOMOG ammAglog akong o€ BOR givar 1 puktn emedn Kot to oydy Lo Ko to
vevpoarsOnmpila eAleippoto gtvar kowd. O Babuog eEacéviong kopaivetotl amd Hmog
®¢ TANPNG Kot eivart suviBmG etvol GUUPETPIKOS, 0AAG £XOVV ELLPAVIOTEL KOt
TEPIMTAOGELS acLppeTpioc. H vromhacio tng kopueng tov koyhia £yl tekunplodel o

TOAAEG TIEPIMTMOGELS, OTMS Kot 1 atafepomoinom tov footplate tov avaPoréa(stapes).

Awtapayés eovnong :
H p®vnon sivar puoiodloyikn oto BOR.

Awtapayég Avoymong :

H avtymon umopet va givar avopoAn Paciopévn oto amoTteAECUATA TG
vebpoaoHnTplog ammAELG TN aKOTg /Kot TG vepwiocyotioc. H vtepmiooyiotia
o010 BOR givar cuyvotepa PAeVVAOING, Kot gival ETOUEVMS, PNV OVIXVELGYLY GE TOAAEG

TEPUTTMGELC.

IN'woowkég dwatapayss :
H yA®ooa givar yapokmmpiotikd pucioloyikn oto BOR, ektdg av givar amotedéopota

TOV GOPUPITEP®OV HOPPDV OTMOAELNS OKONG GE LEPIKEG TTEPUTTAOCELS,.

AML0 KMVIKA (OpOKTNPLOTIKA YVOPIoHATO. -

o Kpaviorpocomko :

Mikpoyvabia, omc0oyvadia(retrognathia), acvupetpio tov tpocdnov(pakpdoTeVO
TPOGMOTO, KOKT GUYKANCT TOV SOVIIDV, VITEPMIOCGYLIGTIOL.

o Ilvevpoviko :

[Tvevpoviky vromiacio.
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e Neppko:
Mukpd 1 amdvta vEPPA, KUGTIKG VEQPEL, AVOUOAIES TOL GLAAEKTIKOD VEQPIKOD

GLGTNLLOTOC.

¢ AKOVGTIKO :

E&mtepikég Suopoppieg auTidv, yopokTnpIoTIKE LKpd o€ oYU KVTEAAOL (CUp —
shaped) avtio, | KOUPEVE OVTLA, OVOUOMEG TOV 06TAPIOY, CLUTEPIAUUPAVOIEVTG
™G 6Tafeponoinong Tov avafoAréa, VITOTANGTIKY KOPLPY| TOL KOYAld,
npobodopiaieg avopaiisg (vestibular — avopoiieg tov AafvpvOov),Bobpia(pits)

oVTIOV.

e Ampdg:
Bpayyakéc oyiotieg (neck cysts).

®voiki) woTopia, :

H anoAeio axong oto suvopopo BOR eivar yopaktnpiotikd otatikt, oAAL GE S1APOPES
TEPIMTAOCELS £XEL TOpoTNPN Ol NITIaL TPOOdELTIKNG amdAglog akone. H yvoon ko n
KIVNTIKY avamtuén ivatl puotohoyikés. H ykaipn aviyvevon tov avopaAdy Tov
VEQPAOV £tvol oNUavTIKN Kot 1 Bgpameion Tov TpoPANUATOV TOV VEQPPAOV OV GUVIEOVTIL
1e T1g duopopeieg etvar duvarh.ITo avaAivtikd, 1 andAE0 aKong propet va ivar
vevpoarsOnmpia (25%), ayoyypodtrag (25%) 1 puwetn (50%) kot Kopaiveton omd o
¢mg oofapn. H nAwia Evapéng g vocov pmopet va givar amd v Toudikr nAtkio péypt
TNV EVNAKIOOT), Kot 1) OTMOAELD okong eivat Lepkég popég amdtopn. Yapyovv icmg
duomhacieg TOV HEGOL MTAC, TOL ABOLGIOV GUCTNHLLATOG, KoL TOV KOYALM,
CUUTEPIAAUPOAVOLEVOV TOV EKTOTICUEVOV OKOTAAANA®VY 1] TETNYUEVOV 0GTOPIOV Kot

v dvormracio Modini Tov KoyAio.

Ipoyvoon Ogponeiog :
H Aextikn Oepameia, 1 evicyoon Kot 1 ¥EPOVPYIKN SOXEIPICT) AVOLEVOVTOL Y10, VOL

Exoupe Tig OeTIKEG EKPACELG OTN LEYOADTEPT TAEIOYNOI0L TOV TEPUTTOCEWV.
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Aw@opikn dtayvmon 1 d1a@Popodidyvmon :

H mopovcio tov eEmTepIK®V OVOUOADY TOV aVTUOV TOL cuvdcovtal e Ta fobpia Tmv
QLTIOV, 1) OTOAELD TNG OKOTG KOIL 1] OLGVUUETPIO TOL TPOGMTOV £ival £Vag KOWOg
oLvdVacpOg 6to BOR kot cuyvd cuyyéetat pe v o@BoALO0 — 0KOVGTIKOGTOVOLAIKT
dvomhacio (oculo — auriculovertebral dysplasia - OAV, | nUITPOGO®TIKY HKPOGO LN -
hemifacial microsomia)). E€attiag antod tov kowod diayveotikod AdOove, yio moAA:
POV To TodLd oV Yevvidvtovaay pe 0 OAV (NUITPOSOTIKY MKPOGMLUIN) GuyvVA
AVOPEPOVTOV Y10 TNV EEETAIOT) TOV VEPPOV KOl TOV GLAAEKTIKOV GUGTHUOTOG(VEPPDV)
(ovyvd pe ta evooeAEPia mueloypappdpila pyelograms). Ztig oAnOwég mepmtdoelg
OAV, 1a Beticd svpnpata Bo ftav ondvio, oAhd otovg aobeveic pe BOR, o1 veppucég
avoO LAl eival Kowég. YTapyovv d1dpopa omdvia cHVIPOLL OV Tapovstdlovy éva
OLVOVAGHO TNG OTMOAELNG 0KONG Le T Bobpia TV avTidv Kot T vebpoaisOnthpia
ATTMOAELDL TG OKONG LE AAAES DEVLTEPEVOVGES OVGLOPPIES, OAA TO IO KOO VTTOTTO

ovvopopo givar to BOR.

Bipioypagio:

Kumar S, Kimberling WJ, Kenyon JB, Smith RJ, Marres HA, Cremers CW. Autosomal
dominant branchio-otorenal syndrome - localization of a disease gene to chromosome
8q by linkage in a Dutch family. Hum Mol Genet 1992;1:491-5.

Fraser FC., Ling D., Clogg D., Nogrady B. .Genetic aspects of the BOR syndrome--branchial
fistulas, ear pits, hearing loss, and renal anomalies. Am J Med Genet.1978;2(3):241-52

Melnick M, Bixler D, Nance WE et al. Familial branchio-oto-renal dysplasia: a new
addition to the branchial arch syndromes. Clin Genet1976; 9: 25-34

Kenneth Lyons Jones, Smith’s recognizable patterns of human malformation, W.B.

Saunders Company



106

ONOMA : Borjeson — Forssman — Lehmann Synsrome

Eniong yvooté g : Xvvopopo Borjeson.

To ovvpopo Borjeson — Forssman — Lehmann givat puo omdvia. poiocoviem
VTOAETOLLEVT dloTapOyN TTOL YopakTnpiletal amd T dtovontiky kabvostépnon,
ouvnBmg GoPapn, amd pid YOPUKTNPICTIKN ELPEVIGT) TOV TPOCHTOL KoL OO TOL

AvVOUOAL HETAPOAKA Kot 0eVTEPOPABLLIL GEEOVOMKE YOPUKTIPICTIKAL.

XVGTIHOTO TOV EMNPEALOVTOL TEPLGGOTEPO :

Kevtpikd vevpikd oot o, KPOVIOTPOGOTIKO, EVOOKPIVIG adEVOS /UETABOAIKO, dKPaL.

Avtwodoyia :
dviocuvhet voAewmdpuevn kKAnpovopd. To yovidio éxet yaptoypaepnbei oto Xq26 -
217.

Awtapayég Adyov :
O mepiocdtepot aobeveis e to ovvdpopo Borjeson — Forssman — Lehmann dgv
AVATTOGGOLV CLOVTIKG TOGH YADooaG 1 opiliac. Exetvol mov to kévovv,

Topovctdlovy SvcapOpIKn OUIAId [LE YOPUKTNPIOTIKY| LEIMON TOL UKOVG EKPPOOTC.

Awtapayég oitiong :

Awtapayég oitiong dev Egovv avaepepbei 1) TapatnpnOel.

Awtapayég AKong :

H axon| etvar puetoloy.

AwTapayés eovnong :
H povn éxetvymho tovo ko ivan Bpoyvi.
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Awtapayég Avoymong :
Awtapayég avtymong oev Exovv avaeepBei 1| ToapatnpnOel.

IN'woowkég dwatapayss :

H yA®ooa eivar coPapd eEacbeviopévn 1 dev avontOGGETOL.

AMLO KMVIKA (OpOKTNPLOTIKA YVOPIoHATO. -

e Kevipiko vevpiko cvotnpa :

Awvontikn kaBvotépnon, cuvnbwg coPapny, Tapofvopot.

o AKpa:
Mikpd ddxToAa, otadiokd Aemtd (tapered) ddaytoAa, TAOTIO — YOPIGUEVOL

JCTNATO TOV SOKTOAW®Y TOV TTOJ10V.

e Kpaviorpocomko :
Xovdpoedn Tpoocwneia, mpoe&éyov vrepkdyyla endppata (Supraorbital ridges),
doykopéves ve Prepapidec, PAe@apIKn TTOGN, S10YKOUEVOL LOANKOT 1GTOT TOV

TPOGAOTOV, LEYAAL OVTIA.

o  Metaforkioc/ EVOOKPIVIG UOEVOG !
Apyoc Pacikdc petaforopdc, Toyvsopkic, KOvTo ovAGTNLLO, LKPO 0PCEVIKE

YEVVITIKA OPYOVOL, YOVOIKOLOGTIOL.

e Avantuin:

"Yyog cuvnBwg Aydtepo o TO TEVINKOGTO eKaTooTNUOpto . MéTpia 1 mayvcapkio
umopel va pewwbet apydtepa ot {on Tovd.

e Ontiko:
Nvotayudc, Ttdo, Kot 1 Kok OpaoT), Le o TOKIAlo amd avopoiieg Tov

ApPPANGTPOE0VE 1 / KOl TOV OTTTIKOL VEDPOU.
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e YKELETIKO:
MetafAnTtéc akTvoypapikés avopoiies, maydg BOA0G Tov Kpaviov, LiKPOS ouyeEVIKOS

VOTIH0G COAVOC, N0 GKOAMMG, KOQOMOT).

®vowi) wotopio :

H avantvu&lokn eEactévion Kot avantuélokn avendpKela eivol ELEAVEG GTNV TOOKY
nAwio. H moyvoapkio Kot 1 yovoirkopootio yivoviol mepiocdtepo EVIOVEG LETA TV
apyn g epenPeiog. Amd ™ yévvnon avtol ot acBeveig etvar votovikoi, pe cofapn
avantvélokn kabvotépnon. To tepmdtnpa propei va apyicel 1060 apyd 660 TEGGApmV
€mg £&1L etddv ko mapopével adéElo. H ophia mepropiletar og pepikég gpacels o moAv.
Agv vdpyet kopio yvoot acvvi oot evaictncia o mpofAnparta vysiog, av Kot
Bpoyyomvevpovia tav vaevBuvn yia 10 B6vato Twv 600 and ToVG APYIKOHS AoOEVEIS
ot NAkieg Tv 20 Kot 44 Tov.

I[poyvoon Ogpomeiog :

H dubpkea {ong Bewpeiton 011 eivan puororoykn|. 'Eva tpoctatevpuévo tepifdiiov
etvat amapaitnTo Ady® TV GoPapmdv TEPLOPIGUMV TNG AOS0GTG TOV VEVPIKOD TOV

GLGTNLLOTOC.

Aw@opikn dtayvmon 1 d1a@opodidyvmon :

H mayvoapkio ko n yvootikn e€ocbévion givor kowég oto cuvdpopo Prader — Biedl,
oto ovvdpopo Bardet — Biedl kot oto chvdpopo Laurence — Moon. Evtovtorg, n
ELLPAVIOT TOV TPOGMTOL EIVOL S10KPITIKY 6TO Guvdpopo Borjeson — Forssman —
Lehmann, to omoio Oa Eexmpilel oTic dratapayés and Ta GAA GUVOPOUA TNG
Toyvoopkiog e ™ yvootikn e&acdévion. H eppdvion tov tpocodnov givor mapdpota
ue avtn Tov epeavifetar oto cvvopopo Coffin — Lowry, adAid to tedevtaio cuvopopo
dev €xel 0L EVOOKPIVI Kot LETAPOALKE ELPTLLOLTOL TOV GLVOEOVTOL LE TO GHVIPOLO

Borjeson — Forssman — Lehmann.
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Bipioypagia:

Turner G., Gedeon A., Mulley J., Sutherland G., Rae J., Power K., Arthur |
Borjeson-Forssman-Lehmann syndrome: clinical manifestations and gene localization
to Xg26-27. American journal of medical genetics.1989 Dec;34(4):463-9.

Gecz J., Turner G., Nelson J., Partington M The Borjeson-Forssman-Lehman
syndrome (BFLS, MIM #301900). Eur J Hum Genet.2006 Dec;14(12):1233-1237.
Epub 2006 Aug 16

Kenneth Lyons Jones, Smith’s recognizable patterns of human malformation, W.B.
Saunders Company
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ONOMA : Brachial Plexus Neuropathy

Exiong yvewot6 og : Nevpitida pe Bpoyiovio mpodiabeon, (Neuritis with brachial
predilection) exavalappavopevn Ppayyloviog vevponddeio TAEYUAT®V pe

vrepoooyiotia (recurrent brachial plexus neuropathy with cleft palate).

Av16 10 cHVIpopo yopakTnpileTar apyikd and TV VIEPMIOGYIOTIO, OAAL etval
JKp1Td AOY® TG apyomopnuéVNG Evapéng Tov evpnudtmv. Ot Eapvikes emBECELS
TOVOL TV OUOV apyilovy cuvBOE GTNV TOOTKN NALKIO HE [ TPAOSO TV
VELPOAOYIKADV CUUTTOUAT®V, cvpmeplappavopuévne tapaictnong (paresthesia —

parasthesia) kot g adVVapiog TOV HOOV.

XV6TIHOTO TOV EMNPEALOVTOL TEPLGGOTEPO :

Nevporoyikd, KpOVIOTPOSHOTIKS, AKPO, CKEAETIKO.

Avtwodoyia :

Avtécoun kupiapyn kAnpovopud. To yovidwo €xet yaptoypaenbel oto 17q24-925

Awtapayég Adyov :
Ta dropa pe oyiotieg propet va mapovotdlovy aviioTaboTikd apOpwticd potifa.
Edwv, evtovtotg, dev vapyet kavéva ototyeio PEAOPAPLYYIKNG OVETAPKELOG, 1 OLUALN

etvat cuvBWS ELCIOAOYIKY.

Awtapayég oitiong :

H oition pnopei va meputheytel and v vepmiooyiotio, EWWAAMG EIVOL GLGIOAOYIKY.

Awtapayég AKong :
H aydyyn andieia akong mov gppavifetot Adym g didyvong Tov pécm ovg(egottiog
NG VIEPMIOCYIOTIOG), EIvOL KOV GTNV TPOMPN TOOTKN NALKIa EWHAAMG 1 acoT| etvat

(PUGLOAOYIKT).
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Awtapayés eovnong :
Bpayvada.

Awtapayég Avomong :

H vrepwvicodtnta prmopet va eivot epeoaviotel Adym e VIEP®IOGYIOTIOL.

IN'owoowkég dwatapayss :

H yA®ooa eivar @ucioroyum.

AMAO, KMVIKA (OpOKTNPLGTIKG YVOPIoHOTA :

o Kpaviorpocomko :
Yrepoooyotio (cuvBwg BAEVVAOONG GYIoTIO), OCVUUETPIO TOV TPOCHTOL, Babid
— apetatomoto (deep — set) pdtio, vrepteropiopdc, kabetn vrepfoin g dvo

YvaBov, KpO GTOLA, TAPEST) TOV TPOCHTOV.

o AKpa:

Amodvvapmpévot LHgS, GUVOAKTLALD.

e Y KEAETIKO :

D1epmTéG OUOTAATES.

e Nevporoyko :
Bpayydvia vevpitida (neuritis), maparcOncio ota papdtoo Kot o xEpia, aduvoLio

HLGV, LEIMOT) TOV VTOVOKAUGTIKMV.

®vowi) wotopio :

Extég amd v vepmiooyiotia, 1 Tapovcioon Katd ) yévvnon eivol pucstioroyn. H
EvapEn TV VELPOAOYIKMV CUUTTOUAT®V apyilel TUTTIKA KOVTE 6TV oYOAKN NAKia,
apyiCovtag amd tov 0&y avenynto Tovo otV TEPLOY TV Ormv. H dotapayn

TPOYWPEL amd TNV andAeln aictnong ota xépia (ropaictnaio) oty advvopio TV
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LLGV Kot ETELTAL GTNV ATPOPIO TOV LAV, Xxedov v id1a oTiyun, n ewvn apyilet va

yiveton Bpoyvi.

I[poyvoon Ogponeiog :
Ot AeKTIKEG O10TOPOYEG TTPETEL VAL OVTIETOTIGTOVV GVUTTOUTIKA. H dtatapoyn g

QOVNG Umopel va apopd TV ETovaAapBavopevn Aopuyyikn SUGAEITOVPYiL TV VELPOV.

Aw@opikn dtayvmon 1 d1a@opodiayvmon :
H mpoodevtikn vevpordbeia (neuropathy) eaivetat oe S14¢popeg aTOCMES
VIOAEWOUEVES dloTapayES, OTMS 610 cvVOpopo Refsum, adid cuvdéetan pe to

TPOOUOTO TOV OEPLLOTOC KOt LE TN 60PapdTEPT COAUPIKT] VEVPOAOYIKT) EKOVOL.

Bipioypagia:

Bolland E., Manzur AY., Milward TM., Muntoni F. Velocardiofacial syndrome
associated with atrophy of the shoulder girdle muscles and cervicomedullary narrowing
Eur J Paediatr Neurol.2000;4(2):73-6.
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