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ITegidnym

O oxeheTinég OVOTAUOTIES ATOTEAOVV ETEQOYEVT) ONAdA GUYYE-
VOV aVOROMOV TOV YOQaRTNEICOVTAL A0 U1 QUOLOAOYLRO 01}~
[La, OVATTUEN ROl OXEQULOTITA TOV 00TOV. XUQUXTNOIovTaL
OO XALVIRT] ETEQOYEVELD XAL TOLXLAONLOQ(IO XUl LITOQEL VO ENL-
@aviCovTaL LENOVOLEVA 1] VO ATOTELOUV ULVOTUTLXY] EXONA®ON
LHLOS YOOUOCOUOTIXIS OVOUUALOS 1] EVOS YEVETIXOU CUVOQOUOL.
O meoyevvnTI*Og EAEYY0S OTNEICETUL ®XVEIMG OTNV VITEQNYOYQU-
@uen] aviyvevon ot dudgrerts ovviifmg Tov devTeQov TEYUiVOL
™mg eyrvpoovvis. H dwodidotarn vrepnyoyoagia amotelel go-
YOAE(O TEATIG YOOGS AVLYVEVOVTAS TNV TAELOYNPIX TV OXE-
Aetiradv dvomhaotdv. IloAV ovyvd opwg tTiBeviar drayvooTird
%ol OLaPoQOdLaYVOOTIXG TEOPAUATO ROl TTEOXVITTEL 1) OVAYXY
TEQULTEQW EAEYYOV E(TE PE TN YOO GAAOV UTELLOVIOTIRDV TE-
XVIir®V eite pe v extéheon emepfatinoy eA€yyov yio TV ava-
ENTNON 1) OTOXAELOUO YOWUOCOUATIXNS 1) LOVOYOVIOLOXNS AVD-
poriag. To Entovpevo o€ OLEg TIG TEQLRTMOOELS Eivar 1 axoLPrig
meoyevvn TRy dudyveon mov O emiTEEYeL TV TOQOYN ETUQ-
%0UG YEVETIXIGS OUVUPOVAEVTIXIG 0TOVS YOVELS %Ol TO OYEOLOONO
TG TEQALTEQW avTineTONLoNG. H Totodidotatn vepnyoygapia
0w ®oL 1 TELOOAOTATY) VTOAOYLOTIXY] TopoYyeagio fondovv
ONUOVTIXA OE aUTH TNV RATEVOUVON, EVO rEoTEQN Elvan ) akia
™mg euPouvntic payvntrng topoygagias. lapd Tn onpavrixen
TE0000 OV €xeL eMITEVYOEL, 0E OQLOUEVES TEQLITTOTELS 1) TOO-
vevvnury dudyveon emrvyydveror ®obvoteponuéva otn Oude-
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%EWL TOV OEVTEQOV 1] TOU TEITOU TELUIVOU TNG
®UNONG - NE ATOTELECUA TNV ENPAVLETN TOPAQBV
nudtov pondxns @Uoens, AVTIRHETOTLONG
%ol YEVETXNS oupfouvievtiniis - wWiaitega o€
OTLS TEQLTWOELS TOV BaVATNPOQOV LOQPADV TOV
ORELETIXOV OVOTAAOLOV 1] CUTAV TOV GUVOOEVO-
vl oo gofar) avannoia.

Aékeic - xhetdid: onehetnés duomhooies, TEOYEVVNTLROS
€LEYYOC, UTEQNYOYQAPICL, TOLOOLAOTOTY VITEQNXOYQOPIa,
TOLOALAOTOT VITOAOYLOTLRY TOUOYQAPIO, EUPOUIXY paryvnTLxr
Topoyapia

Ewayoyn »a Ogiopoi

Ov onehetnég duomhaoles (EA) amotehovv
ULt ETEQOYEVY] OUAOC CUYYEVMV OVOUOAWV
OV YOOAXTNOICOVTOL OO YN QUOLOAOYLRO
oYNUaL, OVATTUEY] %OL  OXEQULOTNTOL  TOV
00TWV. ZTIS TOAVAQLOUES TABOAOYIRES ROTO-
OTAOELS TTOV €XOVV TEQLYQOPEl draxpivetal
OLaPOPETIVY] OVYVOTNTA, TEOTOS KANQOVOUL-
ROTNTOGS, TOLRIAN ®ALVIRY] €xgoaor nou PoQU-
TNTOL XOL ROTA OVVETELQ OLOPOQETIXT] CLVTLUE-
TOMTON ®ou TEOYVWoN!. e TOAES TEQUTTH-
OELg avayvmeiCeton mafoloyry ugpdvion oe
TOAMOITAGL OOTA ROl TUUOTAL TOU ORELETOU ROl
0€ AMAES VTTAQYEL ETEQOTAEVQY] EVIOTLOY ULOLS
UEUOVOUEVNS avOUaLiog, OTmS .Y amovoio
evog dxpov. Ou ZA umopel vo atote Aoy pE-
00G TS TOHOAOYIOS ULOG VITORELUEVNS YEVETL-
MG avouaiiog (yowuoowuatixig atvriog M
HOVOYOVLOLOOU OUVOQEOUOUV), OLQRETA OUYVA
ouwg 0ev ovvodevovVTOL Od OVOUOAIES Ah-
AV oVOTNUATWV.

"Exouv meporypagel mavm amd 270 diapopeTi-
7n€g A %ol mbavd o aBuds vo avEnoel me-
QLO0GTEQO 0TO0 UEMMOV STV 1 TEG0O0S TOU
ITooyevvnurov eléyyov, g Fevennic zan
™S Mogaxnc Bliohoyiag va odnyroeL o€ me-
oautépmw ToEWVOUNon tovc. H mooyevvnuixy
TOVG OV VEVON GALOTE elval gvyeENg oL G-
Mote duoyepng, alld axdua duoyepEoteQn €i-
vou — AOYm TG UEYAMNG ETEQOYEVELOS - 1) OLat-
ooy dudyvmon xow 1 axopnig dudyvwon. H
televTAlol WOTA0O0 €lval raBoQLotiry yio TV
TOQOYY ETAOROVS YEVETIXIG OVUPOVAEVTINIG

ZNQAnng »oL oLv.

oto Cevydol, ™V eXTUNon TV OUVOTOTTOV
OVTLUETWITLONG, TNV TEOYVWON RAOBMS RO TNV
mBavomro emoavepupavions. H mooyevvntinn
avoyvaoelon twv ZA €yel Behtiwbel onuavti-
%nd T TEAEVTOLL YOOVLOL PUE TNV EVTUTIMOLARY
G000 TG vrIeENoyoaplas (dodidotatng
%Ol TOLOOLAOTATNG) RABMDS ROL TV ELOAYOYN
VEOV OTELXOVLOTIROV UEBSdWV Smtmwe M eMxo-
edng topoyoapia. Ta mapamdve nali ue mv
QUENUEVY YVAOON ®oL EUTELQLOL ROBWDS ®aL T
OLaorMg AVEQVOUEVT] CUVELOQOQA TG %ALVL-
wNg now eQyaomoloxic Fevetinng emrp€movy
onfuepa TV 000 mpoyevvnTry dudyvmon oe
TOMEC — av 0L OTIC TTEQLOOGTEQES — TEQLITTM-
O€Lg ®UNoEWV ue maovoia A tov gufovov.

Xuyvotnta

H ovyvémra twv ZA €yel vtohoyLloTel o€ mte-
otmov 2/10000 yevvioeig (draxvpavorn ot Pi-
BAoyoapio 1-5/10000)1-6. To 23% twv mabo-
Aoywmv eupovmv elvar vexpd ®otd T YEVVY-
on xou 10 32% TV veoyvav mebaivel xatd
dudprela ™g mewte efdonddac. H mepuyev-
ey Bvnowdmta  mov ogeideton o ZA
avépyetar 0to 0.9%6. O té00eQLg ovyvote-
oec ZA eivar M Bavamepdopog dvomhaoia
(29%), n ayovdpomhaota (15%), n areMig
ooteoyéveon (14%) »aw m axovdpoyéveon
(9%)!. H Bavameopog Odvomhaoiar ®at
ayovopoyéveon amotehotv Tt0 62% TV -
OmAOOLOV OV elvan aovufateg pe ™ Coq2 H
o ovyvy un Bavoatneopog ZA elvar 1 oyov-
dpomhaoia.

Ta&wvopunon

ITowv 10 1970 t0 duoavaroya ®xovVI6 avaoTua
yopoxtotCovtav eite oav ayovdpomhaoio
(rovtd anpa), eite oov ‘Morquio disease’ (no-
VIog ®opuds). H dyvoia xow n puren ovyvom-
TOL 0€ OUVOVAOUS UE TN UEYAAY ETEQOYEVELQ,
TN POLVOTUTILXY] TTOLXLAOUOQMIOL ROl TV OAAN-
MOETTHAANYT) TV YOLOAKTNOLOTIRDV 0dNYN-
OO0V 0€ 0QOAOYIES TTOV NTAV TTEQLOOOTEQO TTE-
OLYQUPLRES RO BAOICOVTOV ®VOIMG O OXTLVO-
Aoyird, LoToAOYHA %ot TTaBoloyirnd xoLTjoLa
"Etou m yonowwomolovpuevy opohoyia Tmv XA
elye ox€on pe mv xhvien Expaon (m.y. Boavo-
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™MPOEOg duoTAaoiar), TNV ®AVIXY TEQLYQOPN
(7. dvotpopurr duomhaoia), TV mBavy mo-
Ooyéveon (m.y. OTEM|S OOTEOYEVEODT, QYOV-
0p0YEVEDT) M TO GVOUO TV EQEVVITAV TTOV
TEWTOL TEQLEYRaav TV ovidtta (m.y. Ellis-
van Creveld syndrome). Ta tehevtaio xoovia
1 mpdodog ot Mopraxy xow Khviry Teveti-
7] €x€L OLEVHOAUVEL TNV ROAUTEQN ATTOOUPT)-
VIO %ot OudxQLoN TV TOHOAOYHMV ROTA-
OTAOEMV 1oL amoTéAeoe 10 VROPOOEO NG
oUyy00vNg opohoyiag Twv ZA. Mo ovoLooTL-
%] TEOOTABEL YLt TV TOEWVOUNOoN TV ZA
and edwmovg €yve to 1972 oto Ioplot, ovve-
ylomne to 1992 omv Tepuavia »ar 1o 1998
oto Aog Avilelec. H mAéov ovyyoovn xau
YONOLWOTOLOVUEVY TaEvounon elvor  out)
™mg International Nomenclature of
Constitutional Disorders of Bone (1998 1po-
momomuévn 1o 2002) mov xrotnyoQLomoinoe
g 300 mepimov ZA og 32 vrouddec. Me Bdon
™V TaEvounon avti dargivovion S5 pueyalv-
te0eg notyoples ZA7, ou 00te0yovOQOdV-
omhaoteg, 1 OvodoTmwon, N WLomadng 0oted-
Ao, ou oxeTICOUEVES e YEVETIRA VOO LOLTOL
1 ue voojuota petaforonov (ivaxag 1).

Hivaxag 1. TaEwvdunon twv oxeletindy dvoriaotdy’

ATAI'NQETIKH ITPOXEITTEH ME THN
YIHEPHXOI'PA®IA AYO AIAXTAYEQN

Evd n aviyvevon ZA elvor ovyvd dvvory ue
TOV TTQOYEVVNTIXO VITEQNOYQOUPLRO EAEYYO, M
oxoLprig dudyvmon elvon o dvoroln voe-
on. Ev touUtolg €vag mpooexrtindg vmeonyo-
YOaQIrOS EAEYYOS UTOQEl Vo odnyNoeL ot
owot dLAyvmon 1 08 WOl TEQLOQLOTLRY dLat-
POEOOLAYVWOT. AV %o 1] avOROAN Bodyuvon
TOV UNELALiOV QTOTEAEL TN CUYVOTEEY RO TTAE-
OV EUXEQN VIEQNYOYQUMLXA OVayVmEIoLUN
ZA, T600 OTO VITEQNOYQAPNUXL QOVTIVOS GO0
%O O€ VITOTTES TEQUTTWOELS 1] UE BETIHS OLrO-
YEVELAXO LOTOQHO, O VITEQNYOYQOPLOTNG TOE-
meL vo. eEETAlEL OYOAAOTIRA TOL AV KO KATW
ana, To ®EAVIo, TOV BMEARA ROl TNV OTOVIU-
Mxn otiAn. To eidog e Podyvvong xou 1 co-
BapdmTa g, To oYjua Tov 00TOU, 1] KUQTWON
N Nyoy€vela rai 1 ropovota xotoyudrwyv (Ili-
Vaxrog 2) TEOOPEQOUV ONUOVTIXES TTANQOEO-
olec TG00 Yo TV axPry meprypapy tav XA
7OV OVayvVoEICovTow 600 %ot Yo TV dLdyvo-
on %ot duapooury dLdyvmon TS VITOREIUEVNS
maBoloywng oviomras. H axoprg vreonyo-
YOOPLXY TTEQLYQOPY) OUYVA OeV aErel yia TV

Katnyogia XA Kvgua vrroxeipevn dwatagaym Noonjuata & ovvdgopa

Oorteo- datapay€g avAamTuEng oTeM|S 00TEOYEVEDN,

xovdpodvomhaoieg 00100 & Y6VOQoU ayovopomhaoia,
vmoyovdpomhaoia,
Bavateopog dvomhaoia,
oxovdpoyEveon

Avodotmon uepovouévn dvomhaoio ootol %OOAVIOTEOOCWITLXY] SUOGOTWON

1 ouddag 0oTdV

(0. Crouzon), ®QaVLOGUVOOTWON,
yvaBompoonmiky SucooTwaon,
ayelpia, amodia, morvdaxTuhio,
ouvdortuhia, foayvdaxtuiia,

o. Poland
IdromaBric ootedhvon TTOAMVEOTLONY 00TLHY ADom
Syenloueveg Avevmhoedieg 1
E YEVETIHA VOO UOITOL uetoldgers (de novo
1 ®ANOOVOUOUUEVEC)
Syenloueveg ue ATO0BECTMON 00TOV AGYm OUYYEVODS  VTTOQMOOPATAOTOL

Voo uota LETAPOAOUOD

OVETTAQKELOS AARAMAIS PWOPOTAONS
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TOLOOLAOTATY VITEQNYOYOaPia,

Iivaxag 2: 00nyos yia tyy vaepnyoyoapixij esétaon eufovov yia tyy avalirnon A ue dtodidorary 1

1 Méronon 6Aov TOV HoXQOY 00TOV

olCougha
ueoouEALL

O%QOUE Mol

Sofa] WrQOUEAL

TOyzoLon pe dAAeg avatopurés dongg van taEvounon s fedyvvong tov pélovg og:

3 ITowotix1 eXTIUNON TOV HAXEOY 0GTHV

wootwon (bowing)
amopueTalhmon (demineralization)
HOTOYLLOLTOL

QTTOVOTOL 00TWV

«hevravon ot petdguon» (metaphyseal flaring)

4 Métonomn owootdoenv Ovpaxa

5 Extipnon yeordv & modiov

ddxtuha (rolvdonturion — ouvdoxtulio)

duopopeies BEoems (positional deformities)

6 EE€éraon zpaviov

w0oTwon petwmov (frontal bossing)

VITEQ- 1] VTTOTEAOQLOUGS

avEnuévo uéyebog rpaviov (macrocrania)

rnoawvio ue oxquo «toLpuilov» (cloverleaf skull)

7 LYLOTIES TEOTDTOV
8 EE€taon omovovhixis otijing
mhaTvomovAulio

amouetalmon (demineralization)
nuordvdvrog (hemivertebrae)
otegaviaieg oxloties (coronal clefts)

amodL0QYAVMOY AEYITEXTOVIXYG 0TovVOUAWY (vertenbral disorganization)

9 Extipnon dhlov cvotnudrov (& zapoudg)
10 Extiunon eupovinov xivijoeov
11 ‘Oyrog apviazov vyeov

axELPr] dLayvwon, eviouTtols OLEVROAUVEL ROl
raTeEVOUVEL TOV TEQOUUTEQW EAEYYO (TT.). ETEU-
Bt yio TV avaiTnon OVYREXQLUEVOV [UE-
TAAAGEEWY, QTEWOVIOTIRG e ELOWMES TEYVL-
%EG, UMVIRO UETA TNV YEVYNION XTA).

Ogpoloyia oxeleTIXROV OVOTAAOLOV
2OL VITEQNYOYQUPLRA EVENLATA

Axpa
H Podyvvon tov dxrpov yoagoaxtmeileton oav

wxouéhMa otav ovureplhaufdver 6ho To
470, g oLEouéALa OTaV OVOpEQETUL OF YEL-
TOVIXG OTOV ROQUO TURUAL TOV, LECOUEALOL OTO
EVOLAUECO %O AHQOUEMO OTO TEMKSO TURUQL
Tov. O 6p0g TOAVdOXTUAIOL avaEQETOL OTNY
TOQOVOLO. TTEQLOCOTEQWV A TEVTE dUKTV-
Aov. ZuviBwg to emmAéov daxTulo Oev el
0010, amotelelton amd Ofpuo xou eivan Ov-
O®OAO VO YIVEL 0QOTS VITEQNYOYQAPLAA.

Ze OQLOUEVES TEQUITAOELS AVAYVOQITOVTOL
00TIXA, VITOLE(UUOTOL. ZTNV CUVOOXTUALCL YEL-
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Ewova 1. (A) 2D-vmeonyoyoaixj eyxdooio, ametxovion TeiAoPNs o oyxjuc «tolpuAliot» xepalijs o€
uPovo 24 efdouddwv ue Bavarnpopo dvomdadia timov Il xar uetdlriasn 1948ApG (K650E) oto yovi-
0to FGFR3 (B) Yopoxepalia, »00Twon UeTdmov xai xabitnon s fAons Ths Ivos O ETTUIxY TOUT] THS
xepalijc (Chen xar ovv. 2001", ue ddeia twv ovyyoagéwy).

ToVird OAnTUAOL €lvol EVOUEVA UE UOAARO
LoTo 1] AOY®W OUVINENS TWV 00TMYV, EVM OTNV
AMVOOORTUAIOL  TTOLQOVOLACETOL  TTAQERRALON
TOV GEovVa TV ue AoEN moela, ovyvd AOym
oS  avouolng péong mTEUTTS  QAAAYYS
(. Poayvuecopoarayyio). Zmv Pooyvdo-
®TUMO To. OARTUAOL €(VOL ROVTG UE TTEQLOQL-
ouévn wvnuromra. H otpeProyetplon »an
otpePromodion avagpEQovtal oe ArQO UE OY1)-
U0 «UITALOTOVVLOU TOV YROAP», VA AAMAES YOI-
oantELoTLRd TABOAOYHES emdveg elval TO
TOdL 0 oyRuaL «xoVVIoTHS TohBEOvVac» (AS-
YO avouoing B€ong Tov aoTEAYAAOV KL TG
TTEQVOS 0TV Todorvnuxry apBowon), To xEoL
og oynuo «toiavag» (aENON TS amdoTaong
UETOED 30V %o 40V dARTVAOV) %ol O avTiyeL-
o0 o€ B€om «0TOOTOm.

Koavio xa1 mpoowmo

O 6ot pangoxrepario, Pooyvrepario (ehot-
TOUEVN TEOOOLOTIo0LL OLAUETOOS) ROl OXOL-
poxealion (hevowy mTAATUVON) QVAEPEQO-
VIl oTlg dLooTdoeLS Tov rpaviov. H »pavio-
ouUVOOoTMWOoN €lval AmOTELECUA TNG TTOWLUNG
OUVTNENS TV QUMY %Al TO XQOVIO OTTOXTA
Wiaitego oyqua, ovvibwg «teLpuAliot» (Er-
xnova 1A). Koavioouvootmwon oamovtdtor og
ovvdpoua (Carpenter, Apert, Crouzon x.d),
om Bavamnesépo dvomhaoia timov II, omyv
VITOPMOOPATOOlN ®oL 08 dALeC ovyyevelc ma-
BOAOYHES HOTAOTAOELS. T UETMILOLN HUQ-

twon (frontal bossing) to uétmmo eupaviteton
eEoyrouévo (Ewova 1B) »ou avti n avouo-
Mo umopel vor ouvdgeTanl pe oy ovOQOThaoiaL
%Ol XOAVIOOUVOOTMON, AAAD WTOQEL VO OpE(-
AeTow oL 08 AVENUEVO €VOOXQAVIORG UEYE-
Boc AMOym vdpox€palov. Zuyvd OuvUTdQ)EL
younAy owirt Yépuoa. Katd vy gE€raon tov
TEOOMITOV TTOETEL VO EAEYYETAL ROL 1) OTTO-
0oT0oN UETOEY TV d¥0 opOOAU®VY: av gival
ehattouévn yaparmmeiletar g vmoTeLoQL-
oudg ®aL av elvolr avENUEvN mg vteQTEAOQL-
ouos. Puolohoywd 1 oréoTOoN OTO TURUO
OUTO TOVU TTEOOWITOV YWEILeTow 0g TElOL TTEQL-
OV LOOUEYEDM TURUOTA, OITO TOL OTTOTCL TAL EV-
dudueco rohvmretan omd ™ Pdon g Owog
%ol ToL axpaion ad Tovg Vo 0PBUAMKROUS
royyove. H vmaEn mxpnig »dtm yvadou (w-
®poyvabin) eivan €vo evonua mov urtoel vo
ouvd€etan ue Ghheg ZA, yevetrd ovvdpoua
O YOWUOOWULLES AVOUAAES.

Owmpaxag

"Eva tumind evponuo otig meQLooOTEQES Bavd-
™MEoes ZA elvar M Podyuvon TwV TAEVEWDV
OV €YEL OAV OTTOTELEOUOL T OTEVOTNTA TOU
Bdpaxna. Ouv mvevuoveg dev €XOuUV YWEO Vo
avortuyBoUv QUOLOAOYLRA KOl TO VEOYVO TTE-
Balvelr amd avamvevoTIv OVETAQXELD AOY®
vevpoviryg vromhaotas. H duduetpog tov
Bwoana mpémer va etvon 80-100% g diapué-
TOOV TG ®OLMAG, evdd OTLg Bavamnpopes ZA
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pia

Buopetgia ot1j00vg

Hivaxag 3: MéBodor extiunons tng TVEVUOVIXIS VITOTAACLAS TTov Exovy mepryoapel atn BiBlioyoa-

ITeptuerpog omBovg <5m EO

Nimrod 1986; Chitkara 1987; Songster 1989

[Mepiuetpog omjBovg/meieTEOS nOLALOLS

Johnson 1987; Vintzileos 1989;
Ohlsson 1992; Yoshimura 1996

(chest area-heart area)/chest area <51 E@

Vintzileos 1989; Ramus 1998

chest/trunk length ratio <0.32

Ishikawa 2003

Biopetgia mvevpuovav

lung area <5 E®

Maeda 1993; Yoshimura 1996

duduetpog A mvevpova <5n EQ

Laudy 2000

right lung area/thoracic area ratio <0.11

Nakata 2003

M1j®0g UnELotov/TeQIUETEO ROLMAS
(FL/AC) <0.16

Rahemtullah 1997; Ramus 1998

Doppler extiunon twv TVEVUOVIRDY 0LOTNOLHV

Mitchell 1998; Laudy 2002; Fuke 2003

Doppler extiunon g mapovoiog
VYQOoU OtV TEOIKELNL

Kalache 1998

Extiunon yrov mvevudvov pe 3-D US

Ruano 2004a; Bahmaie 2000; Chang 2003;
D’Arcy 1996; Kalache 2003a,b; Laudy 1998;

Lee 1996; Osada 2002; Pohls 1998; Ruano 2004b;
Sabogal 2004

elvan 50%1L. O uéBodou extiumong g mvev-
UWOVIXIE VITOTTACOLOS  TTALQOVOLALOVTOL OUVO-
aurd otov Ilivaxa 3.

ZrovOoviixr otiAn

Q¢ TAATVOTOVOUALDL Y OLOAXTNOITETOL 1] TTAQOV-
oloe  memAOTUVOUEVOV  OOVOUAMY,  TUTTLKG
evponua oty Bavomnesépo dvomhaoio, o€ avti-
Beom ue ™V ayxovOQOTANCIN OTNV OO0 ATTOV-
OLACEL N PUOLOAOYLXY] TTAATUVOT TOU 00QUIROU
TURUATOS TG OTTOVOUMAXIS OTHANG. AMOL VITE-
ONYOYQOPLXA EVENUOTA EIVOL 1) NUOTOVOUALQL,
N ®Ogpwon xou | oxolimon. Exlong umopel va
yiveL 0ot 1 TO)N 00TEOTOMON (OTNV O OV-
dpoyéveon timov I), n amouerdhhwon %o m
dudaotEn (myoyeveic unAideg €vrovng ooteo-
Tomong, emaoPeoTHOELS) OTTmMS OtV ALdoTL-
%t xovOEodVOTANCIC. ZTV OTOVOUAOETTLPU-
ooy duoThaote. OVEVQIOROVTOL TTOMOUITAES
OVOUOALES TV OTOVOUAWV e ATOdLOQYAVM™-
O1) TG QYLTEXTOVIXS OOUNS TOVC.

LYNHOEIX
YKEAETIKEX AYXITAAYXIEX

Ayovopomiaoia

H ayovdpomhaota meouhaufdver ollouéia
O WXQOUEMO UE UETOTLAIOL ®UQTMWON %O
raBitnon ™g owwnig Yépuooag. Amotehel To
19% wwv ZA pe ovyvémra 0.5-1.5/10000 yev-
vioeigh2. Kinpovoueital ue tov autoomuortt-
%10 ®VELaEYO TUTo ®ow eV eival BavatneoQog
TOQA WOVO OtV OTTAvIo. OUOTuYN WOQMY| TNG.
Ogethetal oe uetdAa&n oto yovidlo yia Tov
vrodoyéa tov FGF (FGFR3) mov Potoxeto
oto yowuoowuo 4 442 TToorertan ouviiBwg
YLOL IO OVTLRATAOTOON YAURIVIG OTt6 0QyLVi-
w4, To 80% tov atduwv pe ayovoQoThaoia
@E€pel véeg UETOMAAEELS, €VA) OTO VITGAOLITO
20% m v600g »AnEOVouUE(TOL QTS TOUG YOVE(C.
O petoMAEELS ETOVUPAIVOVY OTO TOTOLXIG
mpoelevoemwe yomudomua 4 xor o rivduvog
aEAveL ue v nhxio Tov TaTéa.

Ta dnpa elvar Poayitepa, rATm ortd TV SN
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EO petd mv 20n gfdoudda ®inong o »ratw
anté v 1n EO petd myv 27n gfdoudda. H me-
owpéoeta g xeparic (HC) Poloretan mepi-
ov oty 95N E® Adyw petmmiaiog ®iQtmong.
AMAES YOQAKTNOLOTIRES AVOUAAES €lvOoL TO
«y€oL TOlovox oL 1 arovoto TAATUVONS TS
00QUIXIGS TEQLOYNS TS OTOVOUAMKNS OTHANG.
H duagopodidyvmon g ayovopomhaoiog yi-
vetow omo: 1) m Bavamedépo dvomhaoio oty
ool TAEATNEOUVTOL OTEVOTEQOS BwEaxag,
TAOTVOTTOVOULLD,  0OPOQATEQN  WXQOUEMQL,
noL €EEoNUACUEVO VOQAUVLO. 2) TV o OVOQO-
yYEveon otV omoio To. 00Td €lvo TOA Toyd
oe u€tarro (row owtd avayvweitetor mg avn-
YOYEVELQL OTO VITEQNXOYQAPNUA) COPaQATEQN
wxeougéALa xow vdEAUVL0. 3) TV ateMj ooteo-
yéveon timov II émwov ta ootd eivan pe younin
TEQLEXTIROTNTOL OF UETAAAQL, TO RQOVIO EUQO-
VICETOL «OLOPOVES» ROL TOL 00TA UE YWVIMOON
ond ratdyuora 4) ™ dvotpogpunr| dvomhaoio
OOV TTOQATNOETOL WXQOUEMOL UE OTOOUO
TV 0QBoWoEwV raL avopokny B€on twv do-
#TOAV. 5) TV EVOOITOLOL VTTOAELTTOUEVY avd-
TTVEY TOV EUPEvov ue Vv omota eivor dvoxo-
An eviote M dudroLon, ®ow otnEleTon ovvnBmg
OTNV «TOLOTLX]» EXTIUNON TS EUPAVIONG TV
00TMV %L TOU OXEAETOU OTNV 0OVOQOTTAML-
olag 6) TV voyxovopomAaoia oV €xEL TAQO-
uoto YeveTwy Pdon ahhd T atvoTuILRd YoL-
oaxtnELoTxd elval nmotepa (Ewdva 2).

Ta dropa pe axovOQOTANOIOL €XOVV RAVOVIRY|
evpuia xou Covv aveEdopmra. To uéoo v\og
YL Toug Avopeg etvar 130 ex. row TLg YUVOireg
125 ex. H avEnuxn opudvn row dAles qaouo-
REVTHES aymYES mov €xouv dorwpaobel dev
€YOUV EMUPEQEL ONUOVTIRG OUTOTEAEOUO. OTNV
avEnon tov avaorjuotoc?. Ta onuavurdte-
00 TEOPAMUATO ®OTA THY TTAdLRY MMl TEO-
goyovtal amd ™V TEON TOV VOTLOLOV WVEAOU
OTO QUYEVIXO TUUO TTOV O oUVOVAOUS UE OL-
v EuEEOEN wropel va odnynioouvv og
dmvola. Ahheg maBoloywmég ouvodEg noto-
OoTdoeLg elvor M ®Opmon, N A6dwon, 1 wTlTi-
da, 1 TaLOaEXIOL KOl OTTAVLOL 1) VOQOXEPAAIQL.
Zmyv evnuxiwon urtoeel Vo TUQOVOLUOTEL
00QUO-LOYLakyia, ToQoLoOnoies, duoheltovp-
YL TS OVEOAGY OV KUOTEMGS 1] TOU EVIEQOV40-49,

HITACHI MFM OB/GYN UNIV CRETE
FR3T 8 4

Fetal Para, N
CRL(C): mm @
~w-at:

Ewova 2. Bodyvvon tov unotaiov oarov tnv 251
gfdoudda xvnons oe EuPfovo ue etepolvywtia yia
™ perdiraén C1620A (avrixardoraon N540K oto
yovioro FGFR3), yaoaxtnototixi] e viwoyovogo-
mlaoios (Karadimas, Sifakis et al, Am J Med Genet
2006)*

Oavatneopos dvomiadia

Amotehel 10 29% Shov Twv ZA. Eivan m mo
ovyvy Bavatneopog ooteoyovdpodvomiacio
ue ovyvomra 0.5-0.7/10000. OgeireTon o VE-
eg uetaldgels oto yovidro FGFR350. Awo-
xnoilvovrow dvo timor ®AS0. O timog I eivan o
OUYVOTEQOS R YopoxTNEICeTon amd cofaon
olLouEML, ®VQTWON TV UARQLDV OO0TWYV, OTE-
VO %o ®ovto BmEaKa, NOXQOXREQPAAIX e NITLoL
rnoavioovvootwon. H omovdvhnn otily ma-
povotdlel TAOTVOTOVOUAIDL ®ow  ETLITEdWON
TV omovdUAmy. To uétmmo elivor droyrmugévo
®na 1 oy Yégpuoa xaunhy (Ewova 1B). Zv-
VA VITAQYEL VITEQTEAOQLOUAS. AVTd TOL YOO
AUTNOLOTIXA, UE TO TAeOVATwV d€pua divouv v
€OV TOV «TTRO0WTTElOV UmoEEp». To unoiaio
elvaw og oyua «arovotwol Thiepwvour». H ei-
1OV OUUTTANQMVETAL ATtd VOQAUVIO, WOAOVATL
TO OAMYduvio dgv elvor omdvio. OL #VQLOTEQES
uetaAhdEelg  eivaw  ov  Arg248Cys  (55%),
Tyr373Cys (24%) now Ser249Cys (6%). O Tv-
mog 11 mopovodlet ta ido faownd yoooxToL-
otwd ald pe g €ENg dapopEs: a) €vrovn
OAVIOOUVOOTMON UE OITOTELECUOL TO AQOVIO
va TaleVeL To «oyuo TLpUAOU» (Ewova 1A)
B) eAdylotn ®UETWON TV UOXQWV OOTOV Y)
NTOTEQN EMUTEAMON RO TTAATUVOY TV OTTOV-
dvAwv pe amotéheoua o Bwpaxag vo elvol ote-
vOc aAAd OxL oto Pabud mov mapatneeiTon
OTOV TTQONYOUUEVO TUTTO.
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H petdMa&n omv omolo ogpethetan eivan oTig
TEQLO0OTEQES TEQLTTWOELS 1 (e (Lys650Glu).
AMEC AVOUAMES 1| EVONUOTA TTOV UTOQEL VO
oUVUTTAEYoUV ne ™V OA eivar vdpoxepaiio
(Ewova 1B), veporéc avwpuahies, avmuoiieg
UECTOROATLROU  OLAPOAYUOTOS, EAOTTOUATIX
TOLYAWYLVa, oTENoio. Tov 0000V, oUVOOTMOoN
reOQRIO0C-WAEVNS ®0BWS ®aL To «yEQL TElOL-
vor. H duagpopint] dudyvmon meouhappdvel to
ovvopouo Ellis-van Creveld, Tqv aogpurtirov
Timov Bwpaxiny] duomhaoia, To oVVOQOUO %O-
VIOV TAEVQMOV-TTOMSOXTUAIOG ®oL TV OuoLv-
vo ayovopomhaoia. Emumiéov eni evdelEemv
vy OA tomov I mpémer va amoxAetovtal to
ovvdopoua Apert, Crouzon, Pfeiffer o
Carpenter. Ta veoyva meBaivouv  ovvropa
UETA TN YEVVNOT AOY® TTVEVUOVIXIS VITOTTAQL-
olog. ZuvioTdtor 1 ®OLoOQLXY TOUY YL Vol
amoPeVYDel 0 TEOVUATIONOS TS UNTEQOS AO-
Yo noxgoxepalioc. H ®A xingovoueitor pe
TOV QUTOOMUOTIRG ®UELAEYO TUTO OAAG 1
TAELOVOTNTOL TV  TEQUTTWOEMY  TTQORVITTEL
oo véeg petaldEels. H mbavomra emovep-
pAaviong avépyetol oto 2%.

Ayovopoyéveon

Etvow o omtdvia Bavotngpdpog dvomiaoia, 1
omota mepuhaufdavel dvo timovg: tov timo I
rnay 115153 O wimog 1 yoapoaxtmoeileton omrd
QTWYY] 00TEOTOMOT ™S OTOVOVAKNG OTHANG
ROl TV 00TWV TG Aexdvng, eve o timog II
mopovoldlel ta (0o evpiuato ahhd 1 Pod-
YUVOT] TV 00TWV RAL TO EMLELUUA TG TTEQLE-
ATUROTNTOS O UETAMNOL ElvaL AyGTEQO EVTOVOL.
Toa vrepnyoyoapurd gvojuota TeQLAauPd-
VOuv €vtovn PEAYUVON TOV GROMV KOL HOVTES
Aemté€c TAEVOES OV UTOQEL VO €XOVV RATAY-
nato. Avtég elval vTevBUVES YOl TNV TTVEVUO-
Vx| VToTAoTo %ol TO VOQAUVIO AGYm TTieomg
oV otoopdyov. H yauniy mepiextindtnta og
UETAALOL WTOQEL VO UMV €lval EVOLARQLTY) VITE-
ONYOYQOPLAA KOL TOL OOTA WTOQEL VO TTAQOV-
oalouv €vrovn nyoyévela H atelig ooteoyé-
VEON %Ol 1] VTOQOOQPATACIO TOLQOVOLALovV
emiong grwy] 00TEOTOMON, AAAA OE AUTES TIG
OU0 nOTAOTAOELS M) POAYXUVON TOV ARQWV OEV
elvow ouvi|Bmwg T6oOo €viovn.

ZNQAnng »oL oLv.

Exova 3. 2D-vmeonyoyoainj Ameixovion Tov un-
otaiov 00toV ue maboloyinti ywvioon o€ Eufovo
36 efdouddwv ue aredj ooteoyéveon (Cassart xau
ovv 2007%, ue ddeta Twv ovyyoagéwv).

Atelijg ooteoyéveon

Ogelleton og avapain dour Tov ®oAaydvou
tomov I »ow dranpivetar oe 3 natnyopiegs+9.
Zmv ntov I 1 dudyvwon yivetal puetd m yEv-
VIO %Ol Ol OVOUOALES TWV AXQWV eV ENPOL-
viCovtou mpoyevvnTrd. Ztov timo 11 emépye-
TOL VEOYVIXOS 1) POEPLrOS BAvatog Aoym eyre-
QPAMUIS oLUOEEAYUS Y| CVOTTVEVOTIXIG OVE-
ndprewag (0tevog Bwporag), €ve VITAQYEL
OTTOUETAMMMOY TOU RQOAVIOU %ol PBOdyvvon-
yovioon twv ootdv (Ewova 3) Aoyw mohha-
MOV ROTAYUATOV UE ATOTELECUC COP0ON
vroxwvnuuomro. Ta ootd  mapovoldlovy
TOELEC EMPAVELES AOYD TMV RATAYUATOV.
XaQoxTNELOTLRO VITEQNYOYQOPLXS eVoNuUa €i-
var 0Tl OLoxQIvVETAL OO TO TEQIYQOUUO TOV
00TOU %O TO RAT® UEQOS SEV VITOXQUITETAL
a6 oxtaor. To xpavio umopel va epgpaviCet
eAATTOUEVT NYOYEVELDL ROL VO OUUTLECETAL
onoun row Pe eAopEd TEOT aItd TNV REPOM
tov vreywv. O timog III g vooou €yel
NmoTEEN EWAVa amd Tov Timo 1T xow ouviBwg
OtdeL vrepNyOYOUPLRA gVEUOTA 101 QTG TO
devtepo tolunvo. Téhog o timog IV ¢ ate-
AoUg ooteoy€veong elvor 1 NTLOTEQY] LOQKY
rar dgv aviyvevetal mpoyevvitxd. Iloagov-
oldletal ue TEMUUN OO0TEOTOQMWON XOTA TNV
€t dexaeTiol.

Awdotixrny yovdopodvomdaoia

XogoxmeiCeton amd »aBilnon g owixng
YEPUOOGS %O MLl SLAOTIEN TV EMLPVOEMV
(mowwn ooteomoinon). IlpooPdiier TOUG
omovOUAOUC, TAROOUS ®a ®apmovs. O plloue-
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Ilivaxag 4: n oayvwotixy axiBeia T OLTOLAOTATNS VITEQNYOYOAPIAS OTOV TQOYEVVNTIXY EAey)O
OREAETINDY OVOTAQTLOV.
OVYYQUpELS €105 aQLOUOG TEQLTTATEDV 0001 duayvoon

N (%)
Hersh et al, 1998 23 11 (48)
South Med J
Tretter et al, 1998 27 13 (48)
Am J Med Genet
Gaffney et al, 1998 35 11 (31)
Prenat Diagn
Doray et al, 2000 47 28 (60)
Ann Genet
Parilla et al, 2003 31 20 (65)
J Ultras Med
Krakow et al, 2003 5 5 (100)
Ultras Obstet Gynecol
Ruano et al, 2004 6 4 (66)
Ultras Obstet Gynecol
Cassart et al, 2007 11 2 (18)
Ultras Obstet Gynecol

Mrog timoct! eivar Bavotnpsépog (cuviBmg
rnatd ™ Poe@wrr] i) now yopoxtmeiletal
a6 ®OVI6 avaotuo Aoyw oLLopéMag, TAATU-
TOOOMIT(OL, HOTAQQAKTY KO VONTIXY RAOVOTE-
onon. O X-linked emxrpamg THmoco? yaQarTn-
olCetal 06 AOUUUETQES OREANETIRES AVOUL-
Mg, #OVTO avAOTUO, OAMITERIOL ROL ROTOQ-
odxnt. O X-linked vroheumduevog THmoct3 eu-
QaviCetal pue oy vromAaoia, tyBvmon xat
vontxy ®aBuotépnon.

Kaumrouelinn dvordaoia

Elvow ovyyevig avouahioo mov mapovoldlel
AVAOUAAT RUVQTMON TOV UOKQWV O0TMV, LOLOL-
TEQO TV RAT® A%EWV (UNELalov %ol %Vij-
ung)56:64.65, Mmopel va eugpaviCetar uévo oo
™) wia TAEVQA TOV OOUATOS RO 1) COPON Y-
viwon va divel v emova ratdypotog. Zuyvd
ovvumdEyel Podyvvon, otpefhomodia, vmo-
mhaota Bweoaxnwv oTovOUAMY %ol TEQOVNC.
X0QoxrTNELOTIXY ELVAL 1] VITOTAQLOICL TG WUO-
TMATNG EVA) GALOL VTTEQNYOYQOPIXD EVONUOLTOL
meouhaufavouvy rabilnon g owwrig YEQu-
oag, wxeoyvadia, vteQTeEAOQLOUAS, AUROOTO-
uoL, VOQOREPAAIDL RO ALOAPY] YEVVITIRA OQYOL-
vo. YOQAauvio xrou OldgoQeS OVMUOAES TOV

KNZ, toov vepoav »at Tg ®adldg €Xouv avi-
yVveLOEL ToOoyEVVNTLRAL.

Arec oxeletinéc dSvomdaoiec

Z1c Bavameopes OUOTANOIES EXTOS amtd TV
axovdpoyéveon, ™ Oavameopo dvomiaoia,
™V atel) ooteoyéveon tumov II xow v oudlu-
YO axovOQOTAQOTOL TTOV TTEQLYQAPN ROV TTOON-
yoUueva TEQLAALUPBAVOVTAL arAUN 1) LYOYOVOQO-
YEVEON, 1 OTEAOOTEOYEVEDN, 1] VITOPWOPOTOL-
OlaL %O TO OUVOQOUO ROVIMDV TAEVQMV-TTOAAL-
ntuMog. Alheg onuavtinég A ov ouvodevo-
VT AyoTteQo 1 TEQLOOOTEQO Otd VYmAY Bvy-
oSTNTAL KL VOONQEOTNTOL E(VAL 1 AOPUELOYO-
vog Bwpoxry dvomhaoia, 1 oelpnvouehic, M
000p0YUmTmoN ®abwg xow Tor ovvdoua Ellis-
van Creveld, Crouzon, Apert, Pfeiffer ».a.

H XYMBOAH THX 3D-
YIHEPHXOI'PA®IAY KAI THX 3D-
YIHOAOI'TETIKHX TOMOT'PA®IAX

O ZA moovoldlovror ue Youniy ovyvotto
%Ol ROTA OUVETELDL 1] OLOOLAOTOTY VITEQN)O-
yoagio (2D-vmeponyoyoapio) omotehel TV
0oL HEB0OO TEOYEVVITLROU EAEYYOV.
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Exova 4. 3D-vmepnyoyoa@ixt] ameixovion o€ éu-
Povo 24 gfdouddowv ue Bavarnedpo dvomdacia
wmov Il (A): »Vptwon uetdmov, xabiknon ovixijg
YEQUQOG, ETEQOTOTTIA #QOTAPIXOU AOBOU ue youn-
Mj modopuan dvouooeixdv dtwv (deixtns e) (B):
maboroyixd evBY xar PooyV unoiaio ootd (Oei-
xts f) (Chen xau ovv. 20017, ue ddewa twv ovy-

yoagéwm).

H Bodyvvon twv ponav ootwv ®ow eugoveig
OVOUOALES TOV O%ELETOU OITOTELOUV TOL GUYVO-
TEQOL KO EVYEQEDTEQO OLVALYVWQIOLUOL EVONUXL-
T0L TOV B0t 00N YNOOUV OE TEQUUTEQM OITELLOVL-
ourd €leyyo - ouvnbmg amd eEeldreVUEVO
#€vtoo 1M Ltpd. H axoifric mooyevvntiny) dud-
yvoon eivor ®aBoplotirig onuootag ywo. Ty
0001 AVTLUETAOMLON %L TNV ETOQKRY YEVETLXY
ovuPovievTivy otovug Yovelg, agpov to 50%
TV ZA givan aovppotes pe ™ Lonj evad 0 %it-
VI*OS QOLVOTUTTOS TTOWXIAEL TOOO TTOV OL ETL-
TTOOELS 0TN LN TOU ATOUOU VoL RUUALIVOVTOLL
arté aoquavtes eyl cofaon avammeio. "Etol
dToua Tov YEVVIOUVTOL e ATAEC 1] TTOMOITAES
ZA umoQel vo. un xeetdtovtal ouoTHUaTLRY Lo-
oW TEQIBaA YT ®ow EOVTIIOO xow va. €xouv
PUOLOAOYIXY] YUYOROWVOVIRY QVATTTUEY aAAd
UITOQEL AXOUTN VO AVTLUETMITICOVV ULoL TTAELADQL
00007TEORMV, VEVOOLOYLRMV, OVOITTVEVOTIRWV
N zar dlovonurav meofAnudrtwy - avdloyo
mavro ue ™ Poaovtnro Tov voxelpevoy XA
AL TOV OUVOIDV AVOUAMOY 0t6 dALO CVOTH-

ZNQAnng »oL oLv.

woata. H eregoyéveia avty nabiotd ouvijfmg
™ YEVETIXY OUUPOVAEVTIRY UETA OTTO TTQOYEV-
vnuxn dudyvmon ZA eEanpetind dVorohn vio-
Beon. Katd tov vepnyoyoapnd €Leyyo moh-
AEC Ol TS Y AQARTNOLOTIRES AVOUAAIES TV
ZA gugavitovron pe dLdeopovs ouvdVaoUovg
1aOLOTAOVTOS OVOROA TNV avayvmoLlon g
vroxelpevng aBoroyriic ovromras. “Etou 1
OAMNAOETURAAVYY] TWV YOQOUXTNOLOTLRMYV - TTOU
OVTLXOTOTTQICETAL OTN (POLVOTUTILRY TTOLXLAO-
wooeia - naver v oxoLpny dudyvoon po xht-
vy meorinon. Tivetow mpogavég ot 1 2D-
VITEQNYOYQOPIOL OEV ETAOHEL OE AUQRETES TTEQL-
TTOOELS YO TOV TTOOOOLOQLOUS TG OXOLBOUS
dudyvoong xow amouteitor 1 ovvopour dAAwv
dayvootrmv texvirayv. O emeufatindg moo-
YEVWNTLHOG ENEYYOC TOOOPEQREL T OUVATATNTO
ovVOTNTNONG XOWUOCMUNTIXMY OVOUOAOV 1
UETAAAGEEMV Yo TN dLdyvVmon 1 TOV aToxAEL-
OUG OUYXREXQUUEVOV OUVOQSUMWY. AMLOTE TTAML
osouwteiton 1 aElomoinon ot GAAWY ATTELROVL-
OTLROV TEXVIRAOV OTIWS 1) TOLOOLAOTTY VITEQT)-
xoyoapias (3D-vmepnyoyoapio) xal 1 TOLO-
dudotatn vroloyLoTvy] Topoyoapia. e ndde
TEQIMTMON SUMWS O AVaAITIROS ENEYYOS UE TNV
2D-vmepnyoyoopian xoBmg ®oL 1M YVAOON KoL
EUWTELQLOL TOV LOTEOY €lva tov Bar vTodelEeL
™V ®oteVOUVON TOV TEETEL VOL EYEL O TEQOUTE-
0w €heyy0g €xovrog voYLy mlaveS Tafoho-
YWES RATAOTAOELS TTOV YLOL T dLdyvowon (1] Tov
OTTOXAELOUS TOVG) OUTOULTELTAL O EAEYYOS OUTOG.

2VyxoITInd OTOLYElQ THG EVaLOONOIOS TWY ATTEL-
xovIoTIx @Y uebodwv oty axoufij didyvwon

H gvawonoio g 2-D vrepnyoyoapiog oty
oxop] dtayvwon ZA avogEQeTol oI ToUg
dudipopovg ouyypapeic va eivor amtd 18% €mg
zan 100%, aAhd mopdyovieg 6mms 1 emAoYY
TV TEQLOTATIXMV %OL O OVVOMXOS 0LOUdg
TV eEeTOCOUEVOV TEQUITMOEMV OUPOS ETTN-
oedlovv 1o moc00to owtd (Ilivaxrag 4)00.06-72,
[TBava €va mooootd 60-65% va eival meQLo-
OOTEQO OVTLITQOOMITEVTIXG OOV TTOOEQYETAL
otd TEOOWATES UEAETEC UE OYETWMA UEYANO
oud  meQurtyoewved: 0. T mapddetryuo
omv mpdogatn (2007) uehét tov Cassart o
ouvv. 0pOn duayvwon eté€dn uovo oe 2 amd 11
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Hivaxag 5: EmmAéov paworvmixnd evorjuata & ueyaliteon evxoivela oe meQuutdoels XA ue tn yon-
on 3D-vmeonyoyoapiog ovyxoitixd ue 2D-vmeonyoyoagia.

KoaMitepn ameirdvion g ®U0QTwong Tov unotaiov & xvy-
UNG KOl TWV UCAOXRDV LOTDV TOOCWITOV
Muxgoyvadia, eminedo TEACWITO, VITOTAAOTING OUOTAATY,

ITAatvomovduhiry Bavatnedog
yovdpodvomhaoio (Steiner 1995)
Kopmropuehrn dvomhaoio

(Garjian 2000; Seow 2004) duoydng modag

BOavatpoos duomhaoio a) ®aAUTEQN ATTEWMOVLON ®VETWONG UETOTOV & %aBCnong
(Garjian 2000; Chen 2001; Bdong owvoc.

Machado 2001; B) eupdvion Tov TAeovalovimy dEQUOTIXMOV TTUYV
Krakow 2003) Y) XOUNAY TEO0QUOT SUCUOQPLRMV BITMV

ayovdpomhaoio Kahitepn amewmovion: o) ®iprmong petdmov & »afiln-
(Moeglin 2001; ONG ELVOG. B) EMPUOEMY & UETAPVOEMV UORQWDV OOTHOV. )
Krakow 2003) o0VEALOG OTEVMONG O) «YEQLOV-TOIOUVO»

€) duoavaloyiog doumv drpmwv

KoMiteon avaryvapion tov mpoowreiov Binder (xaBinom Bd-
ONG OWOG, VITOMAQOT0L LECOV TTEOOWITOV, UTTOTACOTLXY] UUT).
Avoryvapon hauyyumnig dudonéng ("laryngeal stippling")
IMavopawxn amewmovion fooyd oot & cofapiic Pod-
YUVONS MMV TOV SOUMY TOV ARQWV

dvomhaoieg omovdUAmV pe amovoia TAevedV & &yndo-
OL®WV ATOQUOEMV

Ardotint yovdpodvomhaoia,
owCouenot timov (Krakow 2003)

ayovdQoyEvean
(Krakow 2003)
Jarcho-Levin syndrome
(Clementschitsch 2003)

neouttoels  (18%), alhd ou ool twv ZA
IOV OVUWITEQLEM|PONOAY TV OTTAVIOL RO TTO-
M OUonoAo Vo avayvmoloBouv pe axpifela
moyevvnTvd60. Zmnv (St €gevva 1 axifela
™S EUPQUIXNG VTOLOYLOTIXNG TOUOYQOPLOS
6oov agopd T dudyvwon eivan 73%. O
Krakow zav ovv. (2003)7! avogpépovv mooo-
ot 100% axpfovg didyvmong téoo pue v
2D-vmeponyoyooapia 600 xnow pe v 3D-vme-
onyoyoopia, eve ywoo tovg Ruano zat ovv.
(2004)72 ta. avtiotouya TOCOOTA €lvor 66 1oL
100%. Ot televTaiol OUYYQOPELS YONOLUOTOL-
Noav £TUTAEOV VITOAOYLOTLRY TOUOYQAPIO OTO
upovo nat dwamiotwoav 100% o061 mpoyev-
vty OLdyvoor. Xg TEOoQATY OVOXrOIVMmOoN
YEQUAVOL EQEVVNTES OVEPEQAV AOLPBY| VITEQN-
xoyoopiry dudyvwon oe mooootd 66.7% ue
vAMro 165 gupova ota omoio avayvweiodnxe
vrteENXoYoopwd ZA UeTOED Twv gtddv 1984-
200773, Xe avahloyn avoxolvwon amd v
Tovpxia (2007) owoty Oudyvwon €ywve oto
74% twv meprotatrmv (20 amd 27 €ufova)’4.

[To€mel wOTO00 VA TOVIOTEL OTL 1] TEOYVWOTL-
%1 0Elo TG VITEENYOYQOPIOS OTNV CVEVQEDT
TV Bovateopmv THmmV TV XA mtpooeyyilel
N etvow 1009600.70-74,

H dudyvoon twv meploootépmv ZA yivetal
%®OTA TO 0€UTEQO %O TOITO TOIUNVO. TNV
€ogvva Twv Parilla xow ovv70, ) dudyvwon tov
ZA €ywe og péon nhxia ximong 22.7 gfdoud-
deg (evpog 14-32.3). EWdwdtepa o€ 21 amd tig
31 meputtwoels (67.7%) m dudyvwon €yive
oW amd v 24n efdoudda. e dAleg Sumg
uehéteg N Nhxria ®UNoNg OV omoloL EMLITVY-
xavetonw 1 dudyvwon (1 n 0B dudyvwon) &i-
vou petd v 26m gfdoudda. Avtd eEnyeiton
aTt6 TO YEYOVOS OTL TOAAES Ol Tig ZA gupo-
VICOUV TO XOQOXTNOLOTIXA TOVS — OTO PBaBud
TOVAGYLOTOV TTOV VO UTTOQOUV VO OVaryV(mQL-
0000V vrTeENYOYQOPIXd - RaTd TO OeUTEQO W
tolto TElUNVO. OpLouéveg de A — Gmwg TEO-
avapéonre — exdNAwvouy T PovoTuITLRA
TOUG (OQOXTNOLOTIXG, €V UEQEL Y| €EOAOXAN-
ooV, uetd m yévvnon. H naBuvoteonuévn vme-
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ZNQAnng »oL oLv.

d2 ‘

\¥ie

Post mortem

Ewova 5. Ilpoyevvmuinds éreyyos ayovooomiaoias tyy 32y efdoudoa »inons ue to ovvovaoud 2D-vre-
onyovoagias, 3D-vrepnyoyoapias xar 3D ehixoeidovs vrroloyiotinijs topuoypagias. 2D-US: xvotwon ue-
Tdmov (al), foayv unotaio (a2). 3D-US: Podyvvon mAdevoaw (bl), maboloyixij dourj omovdviwy (b2), md-
xuvon e unolaiag uetdeuons tov unotaiov (Pérog) (b3). 3ID-HCT: uaxpoxepalio, Bodyvvon mAevoay,
TdyVVon unolaias UETAQPUons tov unotaiov (BElog), (cl) & avénon uecoomovéviov diaotijuatos oopui-
%@V omovovdwy (Bérog) (c2) Postmortem RO: xvotwon uetdmov (d1), uaxgoxepaiia (d2), avénon ueoo-
omovOUALOU OLaoTHUATOS 00QUIX@Y GTovOUAWY, TTdyvvon unotaias HETAPUans Tov unoitaiov (d2 & d3).

(Ruano xair ovv 20047, ue ddeta twv ovyyoagéwy).

ONYOYQOPLAY|] AVOLYVMOLON TWV ZA %O 1 ETO-
©OhovON naBuotéEnon yia Tov axLpr] TEoo-
dLopLoud g viroxreinevng TaBorhoyig ovro-
TS Y YEVETLROU OVVOQSUOU OMULOVQYEL nei-
Cova mpoPAiuato YeEVETIRIS OVUPBOVAEVTINIG
raBmg M amdpaon yio diaromy xunong (6ov
ot evdeirvutan) elvol eEQQETING ETHOVVOS
YL To CEVydoL eV OTLS TEQLOOOTEQES YWQOES
artaryopevetal. [TIp€mel mavimg va toviotel ot
TOVAYLOTOV OL TAEOV OUYVES amd Tig Bavaty-
@opeg ZA didovv ovviBmg eugpavy VITEQENYO-
YOapIXd EVONUOTA KoL OYETIXA EVWQITEQO —
ol oYedAV TAVTO PETA TO TEMTO HULOU TG
EYHVUOOUVNG. ZNUELDVETOL TENOS OTL VITAQ-
YOUV TEQUTTMOELS XA (Omwg ). atelovg
00Te0YEVEONG)T mov eugaviovrar pe avén-
UEVN auyevIry OLoAvELD OTY OLAQUELO TOV
lov Towvou — otouyelo mov wpehel udvo e
™V €VVOLOL TNG EYQTYOQONS YOl TV OLdyVmOon
wag mlavic vroxeluevng moboroylog.

H dwayvwon twv Bavatneoowy pooeay
H gvawonoio 1600 tc 2D- 600 »aw g 3D-

VITEQNYOYQOPIaS OTY dLdyvwon Twv Bavaty-
PPV LoV ZA mooeyyilel 6mmwg TEOoa-
vagpéonre to 100%. Zng Bavamepopeg dv-
omhaoleg mepLhaufdvovrol 1 ayovOQoyEveon,
N Bavoteopog dvomhacia, 1 LvoyovOpoyEve-
o1, 1 ATENOOTEOYEVED, 1] OTEMNG OOTEOYEVE-
on II, n vrogpwogatacio, To ovvdpouo ®o-
VIOV TAEVOMV-TTOAVIARTUALIOS RO 1) OUOTVYOC
o OVOQOTTACO(OL. ZTC YOQOUXTNOLOTLXA TWV TTOL-
Boloyndv outvV ROTAOTACEMV TEQLAOUPA-
vovtor M €vtovn Peayuvon Tmv  UoXrQLOV
00TAYV, M VIOTAaolo TOV Bwooaxa, N €viovy
®UQTMWON, TA TOMATAGL RATAYUOTA, Ol ROVTES
TAEVOEC, TO ®EOVIO O€ OYUOL TOLPUAAOU raL
N ovpaia vrromhaota. To uirog Tov unolaiov
elvan Boayutepo ratd 6.7 efdonddec amd v
50n E® ot dudoxrelo Tov 200 TOWURVOU TG
ninong, evad oe XA ovppatég ue ™ Con M
avtiotouyn dapod eivar 4.2 efdouddec.

H duagopd ovt] avEdvetow pue mmv muxio
©UNONG HOL OL AVTLOTOLKES TWES otg 27-32
epdouadeg wimong elvow 12.1 zow 4.8. Znv
O OVOQOYEVEDT TO WXOS TOVU UNELALIOV ElvaL



YMNEPHXOIPA®IA ToMm.5, TEYX.1, SEA. 23-42, 2008

Post mortem

Ewxova 6. Iooyevvmtinds édeyyos atedovs oateoyéveons tnv 33n efdoudda »vmons ue to ovvdvaoud 2D-
veonyoyoapias, 3ID-vaeonyoyoapias xat 3D elixoetdovis vwoloyiotixnis touoyoapias. 2D-US: xdrayua
xoaviov (a), avaduales mreveés (b), xvptds & Poayvs A Poayiovas (c), xdrayua unoiaiov (d). 3D-US:
xdrayua xoaviov (e), avaduales mlevoés ue xardyuata (f), fodyvvon xar xVETWON TWY OOTGY TOV AVTI-
Poayiov (g), xdrayua unotaiov (h). 3D-HCT: xardyuata mlevoaw & unotaiov (BéAn), xou ueiwuévn ema-
oféotwon tov xpaviov (i) Postmortem Ro: fodyvvon xat xUotwon uaxodv ootay, ue moramid xatdy-
uaza (j). (Ruano xar ovv 20047, ue ddeia twv ovyyoapéwy).

mepimov 10 30% TOv RAVOVIROU, OTNV OTEAY|
ooteoyéveon Il zaw ot Bavatedpo dvomia-
olo. 40-60%, evad omv ayovopomhaoio %o
otV voyovdpomraotia to 80%:3.

YymAy mooyvmotxy aglo yua ) Oudyvoon
TV Bavameopmy ZA €yeln oyxéon FL/AC, oe
T ureoteEn amd 0.1670. Ze oQLouéveg meQL-
TTWOOELS SUwe M vroxeiuevn ZA dev eivar Oo-
vatpoog taed to ot | oxéon FL/AC eivan
<0.16. Autd eEnyelton omd 10 yeYOvAg Ot TO
unoLaio eppaviCel €vrovn ®UQTMON 1] YWVImon
MOV noTOyUdTOV %o aVTo TEETEL VO Aaufd-
VETOL VITOYLY OTNV eEaywyn dLoryvmoTivmy ov-
urepaoudtmv. Elivalr evvénto 6t 1 vrorhaoio
TOV TVEVUOVWV ®ow Tov Badpaxa elvor deintng
BvnouomTog aol CUVOEETOL AUECT LE ALVOL-
vevotxy avemdoxelo. Ot uéBodot extiumong
ToUg ratoypdgovror cvvortivd otov Hivaxra
3. Znuetwvetonr OTL 1 EXT(UNON TWV ROVIWDV
TAEVQMV, TWV RATOYUATOV ROL TOV RQAVIOV OE
OYNUOL TOLPUAOU €lvol €UYEQEOTEQN UE TNV
TOLOOLAOTOLTY) VITEQNYOYQULICL.

H ovupfolij tns 3D-vmeonyoyoapias

O Krakow »ow ovv (2003)™ perémoav 5 meQt-
otatnnd 16-28 efdonddwv ®inong mwov meQLe-
Aaupavav Bavamnesépo dvomhaoia, ayovoo-
mhaota, ayovopoyéveon Il/vmoyxovdpoyéveon,
onxty xovopodvomhaoto (QLlloperol THTov)
za ovvdpouo Apert. Ta €upova eEgtdotnray
ue 2D- nou 3D-vmepnyoyoapia xou axorovon-
0€ OUY®QLON TOV €uvENUAT®V. AV ®0L 1 TQO-
yevvnTxn Oldyvoon ytav 000 oe Oleg Tig me-
QUTTWOELS arOun xou pe v 2D-vmepnyoyoo-
@lo, oL EQEVVNTES EXTIUMOQY OTL 1] ATTELROVLON
TOV OXEAETIRMV OVOUAALGV TAV EVYEQECTEQT
®now o Aemropeeng ue mv 3D-vmepnyoyoa-
gia. T mapdderypa to taboloyurd yoQant-
QLOTXA TOV TEOOMTOV (TToowrteto Binder pe
©naBinon pwrng yYEpueag, VIToTAaote LECOU
TEOOMIOV, KON UUTH Ue Ueydlovs omBmveg
1OOOS KO 1 UETMITLOLA KVQTWOT) KL 1] WUHQO-
yvoBio) ritav TeQLoodteQo eupavy pe v 3D-
VITEQNYOYQOPIO. ZUUQMOVA [LE TOUS OUYYQO.-
eeig n OUVOTATNTOL OTTELROVLONG TNS ETTLPAVEL-
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oc avadeinvue To TEQIYQOUUO, TN Oouy %o
TOV OYXO L€ OUVETTELO 1] EXTIUNOT VO EVOL TTE-
0L000TEQO cag|g rat axopis. EmmAéov av
1AL 1 UETONOT TWV UOXOLWV OOTMV 1TAY EVYE-
oNg ue v 2D-vmeponyoyoapia, n 3D-vmepn-
YOYQOUPl0L TQOOEPEQE RAMITEQY AVTIANYM TOV
Oy®ov zat g B€omg Tovg 0To KWEO, OIS ETTL-
oG ®ow TS UETOED Toug ox€omg. TEhog mpooE-
@eEE TN OUVATOTNTO ROAMITEQNS OUTELXOVIONG
™S Pooyudantuiiog now TS (EWROS 08 oYU
«Tolovag». ZNUavtrd TAEOVEXTHUO HTOV —
TAVTA RATA TOUG OLYYQAQE(S - 1 duvardtnta
TEQLOTEOPNS TS eovag xotd 1800 ran avtd
elxe naBoprotrd QOLO OtV aviyvevorn Twv
EMOOPEOTOOEMV OTNV TEQITTMWON TS OTKTNG
yovdpoduomhaoiag. AvtiBeto ot uehét avm
1 3D-vmepnyoyoapio dev TEOOPEQE ONUAVTL-
%A OTNV OVEVOEON TAATUOTOVOUALOLG RO WL~
700U Bpaxa.

Zto (0w mepimov ovumeQdopota ®atéAnEe
nat M €oevva tov Machado xaw ouv (2001)76
UETA artd TV peAétn 6 epPoimv ot omoia
VITOYE TTOLQOITOUTTY YLOL TTEQOUUTEQM EAEYYO UE-
TA Ao OLAYVOOT €VOOUTOLOS VITOAETTOUEVNS
avamtuEne. Me v 2D-vmepnyoyoagio 000M
OLdyvmon €yLve oTIS 5 oo TS 6 TEQUTTWOELS —
®noL 0 Oheg M Oudyvmon ftav Bavotnpdeog
woor} 2A. H 3D-vmepnyoyoapio avédelEe
RAAUTEQA TIS TTAQAXRATW OVOUAAES: ®nEavio
0 OYNUOL «TOLPUAMOT», UETOILAIO. RVQTWON,
raBitnon Pdong owde, miedvaoua O€QUATOg
(rpocmmEl0 WTOEEQ), YEQL «TOlOVOY, BOAYLV-
O1) RO TTAYUVON TTAEVQWIV, EAATTMOT TV UECO-
omovOUMmV draotnudtov xow (o€ avtiBeon pe
™V TEONYOUUEVN UEAETN) TAATUOTOVOUALQ.
Kau nue tig 0o puefddovg n avayvoolon twv
TTOLQARAT Y AQOATNOLOTIXWY NTOV EVYEONS: UL-
roouEMa, QLLouEMa, POAyuVvor ®ou ®UQTMON
unoLomv, uUNELaio 0 OYUOL «AROVOTLROV TN-
AEQPWVOU», POdyUVON GAADV LOXQLIV OOTWYV,
otevog Bwparag ue eEoyrmuévn rod (oyi-
oL «EAMOU  COUTAVLOG»),  WOXQUREPAAD,
Boayvrepahia xow vdQAUvVI0. T€hog oe neré
tovg ou Garjian xaw ovv?7 raténEav o€ TaEo-
oL, OVUTTEQAOUATOL VITOOTYICOVTaS GTL 1 3D-
VITEQNYOYQOPI0L TTOOOEPEQE EMUTAEOV TTANQO-
popteg oe 3 amd 7 €uPfova pue ZA. ‘Ohol oL
OVYYQOE(S TOVICOUV OTOL TAEOVEXRTHUATA TNG

ZNQAnng »oL oLv.

3D-vmepnyoyQaplag T dUVaTOTHTO TOV TQO-
OPEQETAL YLO. ROAUTEQN HOTOVONOYN HOL CLTTO-
doyn Twv ewmovev omtd Tovg aobeveic mov ov-
VETLAYETOL JLEVROAVON TNG TTOQEYOUEVNS YE-
vetrig ovupovievtvig (Ewova 4). Ztov Ili-
VOO 5 TOQOVOLATOVTOL TOL ETTUTAEOV POLVOTU-
ARG KOUQARTNOLOTIXA KOL 1) ROUAUTEQN OTTELXO-
vion gvpnudtmv pe ™ xenon 3D-vreonyoyoa-
plog o€ SLOPOQETIHES TEQLTTWOELS ZA.0

Totodidoraty vwoloyiotixy Touoyoapia

Ou Ruano xow ovv (2004)72 og pwa evOoLoupé-
QOO0 UELETY CUVERQLVOLY YLOL TTOMTY PO T
dwayvoorry a&la g 2D- xaw 3D-vmepnyo-
yooplog ue TV ToLodLdoToTy) eMrogLd VITo-
hoywotnyy topoypagia (3D-HCT) omv avi-
yvevon 2ZA (Ewodveg 5 znar 6). Méyol tote 1
TEYVIXRY oVt €lyE YonolmomomnBel daryvowoTi-
N0 UEUOVOUEVES TTEQUTTWOELS CUYYEVIV AV(-
uohav (toromuio 18, ovyyevy dwopoayuato-
®iAY, ayvoaBio-ohompooeyrepalio, *HVOTIRO
Uyomua,)82-84. Me v eMroeld| TopoyQapia
0 0vog axtvofoliog mepropileton ota 207,
OV €(val OaQMS WKRQOTEQOS OO TOV AVTi-
OToLYO TS 0EOVIXNG TopoyQapiog, Ve 1 00-
on ota. 3 mGy (n 0601 Yo axtvoypagpia 8-
oaxra xo dvem xothiag etvon 0.7 zan 1.5 mGy
avtiotolya)’2. Ze avtd 10 (EOvo Aaupdvovtal
yUow otig 350-500 ewdveg mov wroQovv ot
OUVEYELDL VO NELETNOOVY. ENUOVTIRG TTAEOVE-
UTNUOL OE OYEON UE TNV VTEQNYXOYQUPIOL OF
TEOXWENUEVES NArieg ®imong elvar 1 duva-
TOTNTO. AITEROVLONG TOU EUPQUIROU O%EAETOU
OtV OAGTNTA TOV %O OVEEAQTNTOL ALTTO TNV TTO-
oomrto Tov ouviaroy vypov. Ou Ruano xau
ovv puerémoayv 6 Eupova oe nlriag rimong
27-36 gfdouddec, ota omoio ovumeQLhaupo-
votav 3 ue ayovopomhaoia, 2 ue atel 0oteo-
véveon timov II now 1 pe ouxty xovopodu-
omhaota. OO Oudyvwon ue ™ xoMon g
2D-vmeponyoyooplag TEoryuatomoonue oto
67% TV TEQLITMOEWV €V Ue ™) xoMon 3D-
vrepnyoyoapiag 1 3D-eMxroeldovc voloyt-
otng topoypapiag oto 100%. Ou empépovg
oxeheTEC avoualiec mov  dioyvdoTrov
Ntav: POAYUVOY UOXQLDV 00TV, CVENUEVO
A0S TNG UNOLALIOG UETAPUONG, KVQTWOT WOt
NOWV 00TV, RATAYUOTA, UETWITLOLA RVQTWON),
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QTTOUETAMAMMOT], LARQOREPALDL, OTEVOS B
2AC, CVENUEVO HECOOTOVOUALO dLdoTuo otV
00QUIXY OTHAY], TAQOUSQP®WOY AEXAVNG, QO
Aayywy| vromhaoio, Ououop@ia TEOOHITOU
®nal €TAOPEOTOOES oty emiguon. Emtuyng
QVIYVEVON TOV AVOUOALWV OUTWV EYLVE OF TTO-
00016 51, 77 non 94% Yo TG TEELS TOOUVOL-
pepBévtec ueBodovs aviiotoya.

Ze pelém twv Cassart xan ovv (2007)%0 n dvo-
yvootry gvawcnota g 3D-vmoloyloTinig
topoypapiag ftav 73% évavu 18% g 2D-
vepnyoyoapiog oe 11 mepurtwoelg eufovmv
ue omaviec moboroyrég oviomres A Ommg
omovdvloempuotoxy dvomhacio, ooQUKTL-
700 TUITOV Bweaxixn SuoTAaoia, UEUOVWUEVY
NUWOTOVOUALD,  OOTEOTETOWON,  OUVOQOUO
VACTER =ou ovvdpopo Pfeiffer. Ov ovyypa-
pelc ToviCouv 6 pe ) yxoMon g 3D-vmoho-
YIOTIXNS  TopoyQo@iag €lval  TeEQLOOBTEQO
oxELPYS M OTTEWAVION TG OTOVOUMXNG OTI)-
MC, TV 00TWV TS AeXAVNS ®OOMDC ®aL 1 avi-
YVEVOT CUVOOTWOEMV - EVOUOTA ONUAVTLXA
ywoo ™V ey Oudyvoon (Ewdve 7), alhd
duodLdxrpLTa te TNV SLOOLAOTOTY VITEQNYOYQO-
@lo. ZNUeELmveToL TAVTmS OTL TOA TN YOMoN
™ 3D-vmoloylotxig Touoypagiog ot
mooyevvnTxy dudyvwon dev xatéotn duvar).
oe 3 meputtoels. To avEnuévo rdotog ®a-
0wg now m axtvoPorlion mov Aaufdver To €u-
Bovo vmoderviouy T YENON TNG VITOAOYLOTL-
%1|C TOUOYQOPLOLS O ETUAEYUEVES TEQUTTWOELS
Omov asroutelton TeQatépm Eleyyoc. H moood-
™Ta TS OXTWVOPOALOGS elvor wxey alld ol
UOXQOTEODEOUES EMTTMOELS elvol €va Tnn-
uoe  vmo diepevvnon om deOvi
BLpALoyoLpic.85-80

H MAI'NHTIKH TOMOI'PA®IA XTON
EAEI'XO XKEAETIKQN AYXITAAYXIOQN

[MaAoudtepa mg mEoimdBeon Yo TV eXTEAE-
on  eupounng  payVNTIRIS  TOROYQOQIOg
(MRI) vjtav n QOOUOXEVTIRY RATOOTOM] TNG
UNTEQAS %O TOV EUPOEUOV UE OXOTG TOV TE-
0LoOLOUS TV euPEuinavs’. Me t olvyyoovn
teyvohoylo avto €yel Eemepaotel »aw  MRI
€xel onuavtivy B€on otov TEOYEVYNTIKG ENEY-
¥0o avouoiwyv tov KN, tov ovgoromtixov

Euwova 7. 3-D vtodoyiotixi] topuoyoagixyj ameixo-
VIon 0AdxAnov tov oxedeTov ge Eufovo 26 gfdo-
Uudowv ue xeoxtdo-wlévia ovvootwon, maboyvw-
uovixtj tov ovvoeduov Pfeiffer. Aoyixd eiye tebei
owdyvwon ovvdoduov Crouzon 1j Apert Adyw the
QITELXOVIONS THG XEPAANS OE OYNUA «TOIQPUAALOT»
ue 2D-vmeonyoyoapia (Cassart xar ovv 2007%, ue
ddeta Twv ovyyoagéwy).

OLOTUATOC, TOV OTLOOOTEQLTOVAILOU YWDEOV,
TOV TIVEVUOVOV ®oBMS  €miONg O€ TEQLTTW-
oelg dropoayuatoriing xot duoydovs Qd-
Mc8-91. Evrovtolg, n yonon mg MRI omyv
mooyevvnTry aviyvevon ZA elval TEQLOQL-
Oouévr #0600V deV ENMTUYYAVETOL EVRQLVE-
OTEQN OTTEWOVION TOV €UPQUIROU OREAETOV
OUYXRQUTXA UE TS AALEC YONOLUOTOLOVUEVES
ueb6dovcs789. H epapuoyn g amoxtd Olo-
yvootry oElo 08 TEQUITMOELS KQOVLOOUVO-
otmwoNg?? raBwg ®alr Yoo TV eXTiUnon g
mvevpovirig vromhaoiac?3. "Exovv avagep-
Oel pepovmpgévo TEQLOTATIRA TTOOYEVVNTIXNG
oudyvoong ZA pe v xorjon MRI xow ovyxre-
HOLUEVO OTEAOOTEOYEVEDNC, ATEAOVS OOTEOYE-
veong tomov I xaw viroyovdpoygveongd4-9%.

YYMIIEPAXMATA

Z10Y0C TOV TTEOYEVVNTIXOU EAEYYOV EIVOL KO-
TAQYNV N AVOyvAiELOT TV uPolimv ue A o
0T OVVEYELWM O TEOCOLOOLOUSS 0QO1g xat
axopols Odyvmong mov Bo emTEEPeL TOV
OYEOLOOUO TNG AVTLUETMITLONG, TV TEOYVMOON

37



38

Or ametxoviotinés uébodor arov Ipoyevvnrind EAeyyo twv oxeletingy dvomlaoidv

2O ®VOIWS TNV TOQOYY ETAEROVS YEVETIRIG
ovupouvievtiviic oto Cevydolr. O peydiog
0LOUOS TV TOHOLOYLROV RATOOTACEMV TOV
oyetiCovial ue mapovoto A, 1 QALVOTUTTLXY
TOUG TTOLXLAOROQICL RO 1] RALVIXTY TOVG ETEQO-
yévelo raBLototv ouyvd TV VAOTONoT VToU
Tov OITTov otdYov dvoyeEr]. H diodidotatn
VITEQNYOYQUQIO. €lval TO €QYOAE(D TTOEMTNG
YOOUUNS %Ol UE TNV AELOTOMOT TOU UWITOQOUV
vo. ometroviotel peydhog aolBudg ZA non
oxoun vo. avoyvmoLlotel 1 viroxelpevn mabo-
Aoy oviomrto. Ze TOMES SUWS TEQUTTH-
oelg xobiotatalr avoyralog 0 TEQALTEQW
Eleyyoc elte pue ™ nooen emeufotirov ery-
YOU %Ol XOMUOCHUATIXIS 1] WOQLAKNS OVAAL-
ong elte pue ™V aflomoimon OVWTANQWUATL-
ROV OITELROVIOTIROV TEXVIRMV, 0TS 1) TOLO-
OLAOTOTY VITEQNYOYOULPITL, 1] VTTOAOYLOTLXY] TO-
Hoyoapio. %ol O€ OQLOUEVES TTEQUITTWOELS 1)
uoyvntry topoyoapia. Me ) ovvdvaouévn
ouT] TEOOEYYLoN wropel va mepLopiletal
OLaprg To  OLapoEodLayvwoTvd medlo ue
ATMOTEQO OTAYO TV 0001 mEOoyevvNTLKY OLd-
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Summary

Skeletal dysplasias comprise a heterogenous
group of abnormalities of the bones related to
their shape, growth and integrity. Skeletal dys-
plasias are characterized by clinical hetero-
geneity and variability and may be present as
isolated findings or phenotypic manifestations
of a chromosomal aberration or a genetic dis-
order. Prenatal diagnosis is mainly based on
the sonographic detection, most commonly
during the second gestational trimester. Two-
dimensional ultrasonography may detect the
majority of skeletal dysplasias, however diffi-
culties in the diagnosis as well as in the differ-
ential diagnosis are frequently arising. In such
cases further evaluation is needed by the use
of imaging modalities or by invasive proce-
dures to detect or to exclude an underlying
chromosomal or singe gene disorder. An ac-
curate diagnosis is essential to be established
that will allow adequate genetic counseling as
well as further management of the case. In
such an approach the three-dimension ultra-
sonography and three-dimension computed
tomography may be useful; whereas the role
of fetal MRI is of less importance. Despite the
indisputable progress that has been achieved
during last years, in some cases the antenatal
detection delays and is feasible only at late
second or even at third gestational trimester.
This may generate serious bioethical concern
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as well difficulties in the management and the
genetic counseling, particularly in cases of
lethal skeletal dysplasias

Key words: skeletal dysplasias, prenatal diagnosis, ultrasonog-
raphy, 3D-ultrasonography, 3-dimensional computed tomog-
raphy, fetal MRI
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