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Ilagovoiaon ovo
TEQLOTATLROV
Koavioovvootémoncg.
H onupoota tng 3D

VITEQN Y OYOUPLAS TTTV
OLAYvVOOT TOV TadNoEDV
TOV %QOVIOV.

Iegidnyn

Koavioouvootéwon eivar 1 ;oomen oVyrAelon pag 1 TEQLOCO-
TEQWV ®QAVIOXDV QUYPOV ROl LTOQEL Vo engpaviclel wg pégog
£VOg ovvdeouov 1 pepovouéva. Eivar oxdavia avtocopatizd ®v-
olaQye %ANQOVOUOVUEVT] GUYYEVI|S Olatagayr], HE CUYVOTNTA
1/1800-2200 yevviioeis. H wAeovotnTa TOV TEQLOTATIROV EivaL
omogadwxt}. H ovyviétinre tng ovvooTémong )5 LETORLAINS Qa-
@is avtiotolyel 010 10% TV TEQLOTATIRAV RQAVIOGVVOOTED-
ong. To Xvvdoopo Apert eivor pa oxAvVIE QUTOCORATIRG %V-
olaQya #ANEOVOLOUUEVT] dLaTaQay TOV TEQLYQAPNLE L0, TOO-
™ @00d. o6 tov Apert to 1906. Mali ue to ovvogouna Pfeifer
»nar Crouzon, amoteAovv Ta oVYVOTEQX GVVOQOND TOV OYETICO-
VIOL LE XQAVIOOUVOOTEWOT), RO YUQUXTIOICETAL AT TV TOLADA.
OUUUETOLXT] OUVOARTUAIL YEQLOV XU TOOLDV, VIXOTAACIK TYOO®-
ROV %QAVIOV XUl CVVOOTEMOT 00TAV TOV %gaviov. Ilagovoid-
Covne 0V0 meQLTtTOOELS de NOvo %QUVIOGUVOGTEDTTS TTOV UVL-
XVEVON®AY TQOYEVVNTIXG OE VTEQNYOYQUPLXO ELEYYO dEVTEQOV
TOUUVOU T1)G ®UNONG %Ol ETMLONRAIVOUNE TNV onuavTiry Borj-
feLa TS TOLOOLATTATIG VITEENYOYQAPIAS 0TV OLAYVWaT) TOVG.

AéEeig - #Aetdid: ovvdpopo Apert, #QAVLOOUVOOTEMOY], TOOYEVVITLROS EAEYYOG,
ouvdaxTuhio, ovyrAon petwmaiog QoEiS, TOLOOLAOTATY VITEQNXOYQOPIC:

Ewayoyn
Kopavioouvootéwon elvar 1 mpodmwen ovyxhelon wog 1 me-
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QLOCOTEQMV RQOUVLIOXMY QOPOV AL UTOQEL VOl
eUPavLoOEel TEOYEVVNTLRA Y| HOTA TNV VEOYVL-
®] Murial, wg uepovougévn dvomhaoia 1 0to
mhaiowo evég ouvdpduov. Elvar omdvia avto-
CWUOTIRA RVEIOQYO HANQOVOUOVUEVY) OLYYE-
vig Owatapayr, ue ouvyvomroa 1/1800-2200
YEVVIOELGZ, SUWS 1) TTAELOVOTNTOL TV TEQLITTM-
oewv elvon omopadwy. H rpavioovvootémon
rnodeltor amhy 6tov agoed wo uévo Qagy|
ra oUVOETN Ty Ao TEQLOOOTEQEC.3

H ovvootémwon g petomoiog Qopig avil-
otouxet oto 10% TV TEQLTTOOEMV RQAVIOOV-
vootémonc.4 H »pavioovvootémon oto mho-
oLaL EVOS OVVOQEOUOU OVTLOTOLYEL UGVO OTO €val
TEUTTO TEQITOV TWV TEQUTTWOEMY AV KL
€xovv avopepOel mepl o 150 ovvdpoua pe
TALEOVOTA HOAVIOOVVOOTEMONG.S AT6 ovtd,
T o ovyvd elvor to. ouvdpouo. Apert,
Crouzon xau Pfeifer.

To ovvdpouo Apert TeQLYQAPNLE YLOL TEWOTN
od amtd Tov Apert To 1906, cuviotd pia oo
TLS COPAQGTEQES LOQYPES TMHV CUVOQOUMWY %O~
VIOOUVOOTEMONS %oL avilotowel oto 4,5%
OAV TOV TEQUITOOEMVO ue ovyvomro 106
vevvioels.” Eivor pla omdvia avtoompotird
nvplaya ®Angovououvuevn ovyyevig dwata-
ooy, OV YOQOXTNEICETAL OGS TV TOLAd
oUVOOXTUALD, VITOTAOOTL TTOOOMITLROV KOOV~
0V %Ol %EOVIOOUVOOTEWON. Exel meouypapel
UOOUXLOUGS TOV UPEUous; evad 1| TAELOVOTY-
TOL TOV TEQUITDOEWV OoPethovtal o de novo
UETAANOEN.O

[Mogovowdlovpue dVo de novo TEQUITOOELS
ROAVIOOUVOOTEMONG OL OTTOLES Qv VEVONrRaY
O€ VITEQNXOYQOPILXO EAEYYO TOU OEVTEQOL TOL-
uivovu g ®Unong xow emPePondOnrayv ue
YONON TOLodLdoTOTNS VITEEN)OYROpias (3D).

MR ‘
Ewxova 1: 2vyxoion dwodidorarns (félog A) »au
totodtdoratns (Béros B) ametndvions s xoavio-
OVVOOTEWONG TNG UETWTTLALAS QAPHG.

ABavaoiddng xat ouv.

Ilegrygag Ing mepintmong

[Towtotorog 33 eTwyv, un RATVIOTOLO, VITOPAT}-
Onxe oe exhextny ueiwon tEdVUNS ®IMoNC
uetd and IVF, oe nlnia wimong 13 epdoud-
dwv. To atound xoL OLROYEVELOKRS LOTOQLHO
Nrov elevBepo, evad dev avagepdtav Ajym
POQUAXMY RATA TNV RUNOY. ZTOV UTEQN)O-
voapLrd EAeyy0 20V emmEdov, o€ NArio ®im-
ong 23 efdouddmv mopatnednxe oto dpev
éupovo B ghagod ovumieon twv petmmalimy
ootawyv. H avyevin sty ota dvo €ufova
NTOV EVTOS TOV QUOLOAOYLRMV 0QLMV, XWELS
dMo ToBoloY A EVONUATO. X ETOVEAEYYO
otic 25 gfdonddec aviyvevOnxre 1 (Ol vTeE-
KOYOAPLXY ELLOVOL CUUTTLEOTS TMWV UETWITLALWOV
ootayv. H duodidotatn eundva, Adym g Bmog
OUUTTIEONS TOV UETOIOLMV 00TWV, OEV 1Tav
améAvta TAngogopLart Yo vo empeformOel
N dLdyvmwon TS ®OAVIOOUVOOTEMONS. Me v
BonBera e 3D vepnyoyoapiog Tov epupoui-
20U ®QAVIOU %O e TNV ROTAAANAY emeEepya-
olo. g, €T€0n M dudyvwon g ®EOVIOOUVO-
OTEMONG OVYXQEIVOVTAC TLS OCUVOOTEMUEVES KL
un eapés (ew. 1, 2). O véhowmog Eleyy0g ™S
ovotoutag Tov eufoiov NTaY QUOLOAOYLROG,
eve 0ev aviyvevOnre ovvdaxrtulio ota dvm
roL ®AT®W dxeo. AmS Tov emavELEYXO O
dudprela g ®imong, dev vege alloryn Twv
VITEQNYOYQAPLRAYV Oedouévmv. Metd tov To-

Euwxova 2: Svvoorewuévn (A) xar guoiodoyixyj (B)
oa@i xpaviov.
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%ETO UE RALOOQWXY TOWY|, N ®AVIXY eXTiUNON
TOU VEOYVOU 1TOV O€ CUUPWVIOL PE TOL VITEQN-
yoyoopurd gvojuata (ew. 3). Metd v yEv-
vNOoTM 1 OLAYVOOT) TG ROAVIOOUVOOTEMONS TG
UETOITLOLAS QOPNS TEOMRE HALVIRA ROL OXTLVO-
dayvootird.

ITeorygag 2ng mepimTmong

Ze devteQoTon0 €yrV0o 29 etdiv, exteléoOnne
VITEQNYOYQAPLROS EAEYXOS OEVTEQOV EmULITE-
dov, v 221 epfdoudda, oe ®inon opohd eEe-
Mooduevn. To otoiund %ol OLXOYEVELOXG
totopwd Nrav ehevbepo. O ovluvyog ftav 34
etv. H Bropetoia tov gufoiov avriotoryov-
oe otV nMxia xumong ovugpova ue v TEP.
Avayvmpiotnxe gupdabuvon mg olCag g ot-
VOGS, TEOBOA) TOU PETMTLALOV 0OTOU RO TTLEON
TV Poeynativmy ootV (gw. 4). H avarouia
TOV EYXREPALOV NTOV PUOLOAOYLXY, 1] CUYEVIXT
TVYM UETEMONxe ota 5,4 YIMOOTA, VM OO
™moEOnxe poufoinmorodia xaBdg o ovvda-
wtuAloL 0T Avoe ®an ®dTw dxreo. O véhowTog
VITEQNYOYQAPLROS EAEYYOC NTOV  0OVNTLROG
yiar AGAAOL TABOAOYLRA EVERUATO KOL O OYXOG
TOU OUVIOXOU VYQOU NTOV QUOLOAOYLROS. V-
veoriOn €heyyog ywo ovyyevels AOLWWMEELS,
YOWUATOOMUATIRES  avoUohies xoBwg xral
€heyyog Yo petdriagn tov yovidiov FGFR.
H mBavn dudyvmon tov ouvopduov Apert Té-
Onre pue v 3D vmepnyoyoapia, 6mov Ot

RAB 4-8L/OB
320 em T81HZ

PRENATAL DIAGN. CENTER

9821-06-09-28-1 28109:2006 18:42:38

Ewova 3: Yreonyorouoyoapio oe toia emimeda
HAL UAXQOOKOTURT] ELXOVA TOV XQAVIOV.

Tola emimeda pue ™V ®otdAnAn eneEepyaoia,
QALVOTOY M OLAOTOON TG UETMOITLOLAS QOIS
ASyw g eufabuvong mg eiCas g Ewag,
OUVOOTEMOY TV POEYUOTIRMOV QOPWV OALA
NOL TO OLQAXTNOLOTIRG TEOOMITEIO TOV CULV-
dpdpov (gw. 5).

Me Bdomn to vTteENoYQOPIXE EVOUOTA OTO
AXQOL KOLL TO KOOVIO KO UETC ALTTO EXTEVY] EVI-
UEQwon ro ovlntmon ue to Cevydol, amoga-
oloBnure dronom g ®inons. H naxrpooromi-
% €rOvol TOU eUPEUOV €VELOAATOV OE OLU-
Qovio. PE TOL VITEQNYOYQOPXA gvpiuata (EL-
®OVQL 5) %ol ameOTAA) euPEUindg LOoToS Yo
ELEYYO NAQUOTUTTOV %O TNG UETAAAAENS TOV
FGFR. O yovidionog €heyyog €0elEe e1eQ0-
Cuyn uetdhho&n Pro253Arg tov yovidiov
FGFR2 emPepfordvoviag ™ Oudyvmon Ttov
ouvdpouov Apert.

Zutntnon

H awtiohoylo TG #QOVIOOUVOOTEWONG WG UE-
UWOVOUEVO VoMU 1] WS EXINAWON GUVOESUOU
elvol ayvwoTt, eve 1 eupAvion g eival ov-
viiBwg omopadnn. Q¢ maEdyovteg wvOUVOU
Exyouv avoyvoolofel m Aevry @QuAY, 1 nhuxio
TV YOVEWV, TO AOEEV EUPOVO, TO RATVIOUA, 1)
MY POOUARMY RATA TV ®VNON %Ol 1] VITO-
ponBovuevn avartaparymyn.10-14

2e amovota  PePaonuévou  OLROYEVELAROU
LOTOPLOV, 0TS OVUPALVEL 0TV TAELOVATNTO
TV TEQUTTMOEMVY, 1) TTOOYEVVITLRY OLAYVOON
™G  ROUVIOOUVOOTEMONS, Paolouévy uévo
omv vrepnyoyoopwry eE€taon!s, elvor Ov-
onoA. Auté cvupaivel AGym Tov 0toQadLroU
YOLOARTIOO TWV CUVOQOUMYV XOAVIOCUVOOTE M-
ONg, TV HITLWV VITEQNYOYOQUPLLWV EVONUATOV

Ewxova 4: A1odidotaty ameixnovion ths ovvootéw-
ONS TOV eUPEUixoy xoaviov.
A. Eyxdooia toutj. B Ofehiaio tour
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Ewova 5: Maxpooxomixij etxova xai tolodidora-
TH QIELXOVION TOV TTQOTWDITOV TOV EUPQVOV e TUV-
doouo Apert.

RATA TV XEOVIXY] OTLYW| TS €EETOONG TTOV
WITOQOUV VoL dLAdBOoUV TG TEOCOYY|S TOV €E¢e-
TaoT, OAAG %o ™S aduvvauiag TEOOdLoQL-
OOV TS XQOVIXNG OTLYWHS EUQAVIONS g
PAAPNC. Zto OUVOQOUA RQOVIOOUVOOTEWONG
7TOV OVVOIEVOVTUL OTTG OVVOOUXTUAID, 0TS TO
ouvdpouo Apert, givar ouyva SUOrROAN 1 VTe-
onyoyoagry dudyvmwon g, Wiaitega otav
dev OUVUTTAQYEL OUVOOTEMON TOV dOXTUAMY.
ZmoQadrA TEQLOTATIRA RQOVIOCUVOOTEWOTS
uwIroovv va dtayvwoBouv ratd Tov VITEQN)O-
YOO ELEYYO 20V TOLW|VOV, GTImS palveTal
%OL OTTO TIS TEQUTTWOELS TTOV TTEQLYQAPOVTUL
mopamdvw. H Aemrouepnc eE€taon tov dvm
RO HATO AXOWV HOL TOU OYNUOTOS TOU ROAV(-
oV €lvor LOLALITEQO ONUOVTLXY RATA TOV VITEQT)-
Yoyoopws €leyyo 20v emmédov, mWOTO0O
asroutel Walteen eumelplor €x PEQOVS TOV Lo
TOOU %Ol CUOXEVES VITEQNYOYQOUPIOS VYNNG
euxpivelas. Qotdoo, N TEOYEVVNTLXY OLdyVw-
01N NS REAVIOOUVOOTEMONG OUYVO ETTLTUYYC-
VeTaL TEMrA ratd ) didoxela Tov 30u TOUY-
VOU, RATOQEVYOVTOS OF emavaloupavouevo
VITEQN(OYOAPNUATO 1OTE VO TEOEL ne oyeTInn
Bepoardmra n dudyvmwon te.16:17. 18 Katd 1o 20
TOIUNVO TG ®UNONG O TEOYEVVNTIROG EAEYYOS
elvar etog eml Betnol  OmoYEVELOHROU
LOTOQLROV, OAPUIV VITEQNXOYQOUPLRMV EVONUA-
TOV ROL LWOQLOXMWV TEYVIRWDV

Extéc and tov vmepnyoyoapnd €heyyold,
OLdYVmOT NG XOAVIOOUVOOTEMONS WITOQEL VOl
yiveL xow ue euPouoorndmnon?; o tehevtaio
ue ) Pondeta Tov yovidioxov erEyyov, eudi-
rOTEQU  OTIS  TEQUITAOELS TWV  OUVOQOUMV
Apert, Pfeifer xow Crouzon.2! MetdMa&En oto
yovidro tov FGFR-1 (vrodoy€ag tov avEnti-

ABavaoiddng xat ouv.

®oU  mopdyovto  woPhaotdyv - fibroblast
growth factor receptor) mpoxraiel to ovvdQo-
uwo Pfeiffer eved petdhha&n oto yovidio tov
FGFR-2 to ouvopouo Apert xotr to ouvOoouo
Crouzon.?2-24 [Tpdogata ov Bellus xow ovv.25
TEQLEYQOPOV HQOVLOOUVOOTEWON TS OTEQPOL-
vialog agrg omov  PoBnre  uetdAAoEN
Pro250Arg tov yovidiov FGFR3. "Onwg mpo-
avagéetnxre, To oUvVOQOUA AUTA UTOQOUV Vol
®AnoovounBovv pe ®vElaEYO AVTOCMUATIRG
YOOARTHOO, OAAG 0TV TTAELOVOTITAL TWV TTEQL-
TTOOEWV 1 eUpAvion eivon orogadxn. H ov-
YVOTNTOL EUPAVIONG TOV UETOAAEEMV TWV YO-
vidtowv FGFR avEdvel exbBetind pe mv mpdo-
90 ™ NAriag Tov TaTEQO AOYW TOU QENUE-
vou 0QLOUOU TV SLOQECEMV TMV KUTTAQWV
™G YEVVNTIXIGC OELRAS TOV AvOQa 08 oUy%QLOM
ue eXEVOV TS YUVOUIXROG, UE ATOTELEOUA LU~
Enuévn mbavémra  opoaludIov  xotd TV
OVTLY QO TOV YEVETIXOU VMKOUV. 14 26, 27

H eupovinng vrepnyoyoapio elvor xorjoun un
emepporny] u€Bodog oty meoyevvTny did-
YVOON TG XQOVLIOOUVOOTEMONG. ZE AVIXVEVON
VITEQNYOYQUPLRADV EVONUATOV OTTmS dtdTaom
TANAYLWV  ROLAMGYY, OBUREQOAlD, €mMUTEdMON
TOV TROOWIXOU ®EOViov, deEtorapdia, ouv-
daxtuhia ®oL QVENUEVNS QUYEVIRNG TTTUXNC,
TEEMEL VAL WITALIVEL 1] VITOYIA TV CVVOQSUWV
oy eTCOUEVWV UE ROOVLOOUVOOTE MO 18, 28,29
H 3D vreponyoyoapia tooopépel ) duvato-
TNTA OVYROLONS TV (PUOLOAOYLRMV Rl TToHOo-
AOYLHMV QOPAV TOU %RQAVIOU %Ol UTOQEL VOl
ovuPdrrer ot ue oxomo ™y emPefaimon e
dLdyvmon g ®rpavioouvootémons. H tauto-
YOOV ETOROMNON TWV TOLDV EMUTEdMV TOU
ywoov diver v duvatdtnta €VROAOTEQNS
ovoYVOELONG voxeinevng mofoloylog Ttov
eupouirov xpaviov.30 Emuthéov de 1 duvord-
™TO EMEEEQYAOIAS TNG EROVOS UE TTALYUTEQES
touég (Vocal Contrast Image) xaOiotd v
TOLOOLAOTATY) VITEQNYOYQUPICL CUYRQLOLUY UE
™V TOLO0LAOTOTY OEOVIXY TOpoYQOpiaL.3!
Eilvon amapaitnm mpoimdBeon 1 Mjym travo-
ToMTKYS LoOLAOTOTNG EROVOS - RO OOV
outd dev elvar e@urtd Oev emTUYYAVETOL 1
oS  OTTEWOVION %ol EMEEEQYAOIX  TOV
OY®OV. Z€ YUVAIXES OOV 1) VITEQNYOYQOPLXN
OTTEWAVION TV OVATOMX®OV QOUMV TOU €W~
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Bovou elvar dVoroln (Omwg o ToXUOUQHRES
YUVA{®ES), N UOLYVNTIXY] TOUOYQOICL UTOQEL
va givon yonown. H auvioroapoaxrévimon 0o
xonowomomoOel Ot TEQUITWOELS  EXEIVEC
Omov pe PAon To LOTOPLRO 1 TNV TAQOVOIO
VITEQN(OYQUPLWV gvoNUdTmY, Bor artantnOel
MY opuviorov vyEoU yLoL TTEQULTEQM YOVLOLOL-
20 €AEYYO Ue O%OTO T SLAYVWON-ATORAELOUS
OUYXERQIUEVV  YEVETIXWV OUVOQOUMV  TTOV
OYETICOVTOL UE HQAVIOOUVOOTEWON).

H ocwotj yonon g tolodidotatng vmenyo-
yoapiag elvol TOA) ONUAVTIXY OTOV TTQOYEV-
VNTKO EAEYYO, RO LOLOTEQOL 0TV OvaliTnON
TOOOLOY MMV RATAOTACEWY TOV €UPQUIROV,
OIS POIVETOL RO QTG TNV TALEOVOTOL TV OVO
TEQUTTWOEWV KQOOLOOVVOOTEMONG TTOV TTEQL-
YOAPNRAY TOQOITAV®.
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Summary

Craniosynostosis is the premature fusion of
single or multiple cranial sutures and may oc-
cur as an isolated effect or as a part of a syn-
drome. It is a rare autosomal dominant con-
genital disorder and its prevalence was esti-

mated to be one per 1,800 to 2,200 births,
though the majority of the cases are sporadic.
The metopic suture is affected in less than
10% of cases.

Apert Syndrome is a rare autosomal domi-
nant congenital disorder, originally described
by Apert in 1906. It is the most severe of the
craniosynostosis syndromes, and one of the
three most common along with Pfeiffer syn-
drome and Crouzon syndrome. In particular it
represents a developmental malformation
syndrome characterized by the triad of syn-
dactyly, midfacial hypoplasia and craniosynos-
tosis. We present two de novo sporadic cases
detected prenatally in a second trimester level
IT Ultrasound scan and the contribution of
three-dimensional ultrasound examination to-
ward diagnosis.

Key words: Apert syndrome, craniosynostosis, prenatal ultra-
sound, syndactyly, 3D ultrasound, metopic suture fusion
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