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2 vvopouo Boayéag
ITAevpdg - IloAvoaxrTtv-
Atag ol GVENUEVT)

VY EVLAT OLOPAVELX:
TEQLYQUPT] TTEQLOTATLAOV
ROl AVO.OROTTNOT)

BupAroyoagiaog

ITegidnym

To ovvdgopo Poayfag mAeveds ®or TOAVOARTUAINS AVIREL OF
pio opdda omdviov pn-ovupatov pe T {01 OXELETIROV Ov-
OTTAUOLAY, TOV XAQOVOLLOUVTUL XATA TOV GUTOCMUATLRO VITOAOL-
TOUEVO Y0QuXTIOA. XAQUXTNOLOTIXA TOV GUVOQOILOV ALTOTEALOVYV:
vrohaotinos 0boaras, Poayfes mheveés, foaya droa, moAv-
dantudia ®or GVOUOAIES ECOTEQIRAOY 0QYAVOYV. XTO a0V GoB00
TEQLYQAPETUL Ni0 TEQIRTWON TATYOVTOG EuPevov, Tov TEOEQ-
XOTAV 070 Uid OLXOYEVELX «VYPNAOU KLVOUVOU», AV OLXOYEVELD-
20U 10T0EL®OV %o %0Td To vegnyoyodgnue 11-14 efdopddmv
giyxe SwumotwOel avEnuévn avyevirn dwagdvera. H dudyvoon
ovvdpouov Pooyfag mAeveds xor moAvdaxtuvliog TEOMrE OTO
devteQo Toiunvo Tng ®UnoNgS.

AEEeig - xAetdid: avyevinn duapdvera, oxehetiny dvomhaoia, ovvdgouo foayéag
TAEVQAS ®ouL TTOAVSOXTUAIOG

Ewayoyn

To ouUvopouo Poayéag TAEVEAS RO TOAVOARTUMAS OVIHEL
o€ uia oudda oavimy Un-ocuupat®v ue ™ Lon oreAETIRWY
dVOTAAOLDY, TTOU RANQOVOUOUVTOL ROTA TOV CUTOOMUOTIRG
vroAowTopEVO yooxtioa. H avEnuévn avyevinng dwagpdvela
otg 11-14 efdonadeg g »imong oyetiCetal ue xomUOowuL-
2EC AVOUOALES, HOQOLOKES ROL OVATOMKRES OVOUALIES, KO-

87



88

Avyevixj drapdveia xar aivdgouo Poayéas mhevods xat molvdaxtvriag

Bdg »aL pe mowriha yevetmd ouvdpoua, ov-
UTEQLAALUPOAVOUEVOV TTOMMDY ORELETIHWV OU-
omAaolav.l-3 1o mapdv dpbpo mepuypdgpovue
ular epimTwon maoyovimg eupovov ue ovv-
dpouo Poayéag mTheveds rou TOAMIARTUAIOS
ROl UE QUENUEVN avyeviny dwapdvela otig 13
epdouddeg g rinong.

IHagovoiaon TegLotaTinoy

Iuvaira 30 etdv, mpoonhbe ot0 TWjUO
Eupovountoumnc latpwnnig tov Noooxropeiov
“ANeEAVOQA” YLl TOV VITEQNYOYQAPWHS ENEY-
¥0 povtivag 11-14 eBdouddmv Yo xOwUOom-
wrég avouorieg (owyeviny dvagpdvelo xow
Broymuwndg Eheyyoq).

To Cevyog Mrav olfavivic rotaywyic xou
dev oyetiCovrayv €€ alpotog peta&v tovs. Amo
TO UALEVTIXG LOTOQLRO TROEXRMPE OTL OTNV
TEWTN ®UNoN elyav meoPel oe diaromy »rim-
ong otg 22 gfdouddeg GTav OTOV VITEQN)O-
yoapro €heyyo B’ Emumédou elye dioyvmobel
VITOTAQLOTIROS BEarag ®o PooayEa axa.

H maBoroyoavatoury| eE€taon uetd ™ dua-
OTY  QUTOXGAVYPE TVEUUOVIRY  VITOTTAQO(QL,
Bodyuvon CAwV TWV UOXQWV 00TV, TAATU-
OmOVOUAQ, VITOTAAOTIRES TTVEVUOVIXES PAE-
fec now un QuoloAOYRY cupaTivyg Q0N OTa
mvevpovird ayyelo. H dudyvoorn oreletinig
dvomhaotag emPefordddnre ywoic Suwg va
te0el ALAYVWON OVYRERQUUEVOU CUVOQAUOV.
Zmyv magovoa (0eUteQn) #UNon O TEWTOG
VITEQNYOYQAPIROS EAEYYOC TTOOYUATOTTOL|ON-

Ewova 1. Metwmaia tourj tov doaxa xar tg
xotdiag Tov gufovov, atny omoia ameixoviCetal
vromdaoia Tov Oweaxixot toyduatos ot 21

gfdouddes tne xvnong.

S0URa ®OL OUVV.

%ne ot 1345 epfdouadec. To reparovoLaio
wjrog (CRL) tov gufovov petorinne ota 82
mm xou 1 avyeviry dwapdveto (NT) frav 2.8
mm (7dvm ot v 951 exarootiaio OEon Yo
10 ovyxrexowévo CRL). H mbavomro yua
ouvdpono Down Bdon tov ouvdvaououv g
nlriog ™g unTépag, Tov uey€0ovg g avye-
Vg SLapAdvelag %ot Tov floxynuxrav OeL-
wtov (free f-hCG zaw PAPP-A) vohoyiom-
%e oto 1 mpog 2,300. O yoveig eméleEav va
UNV TEOXWENOOVV OE eTEUPATING OLOYVOOTL-
% eE€taon. H aoBevijc dev mpoonibe yia
veENyoyoaprd €heyyo otg 16 ePdonddeg
OGS E0YE TOOYQOUUUOTLOTEL ATTO TO TUUCL, AO-
YO TG CUENUEVNS QUYEVIXNG SLOPAVELOLS.

O eméuevog VITEENYOYQAPLROS EAEYYOS TTOOLY-
noatomotinxe otig 21+2 efdouddeg (vrepn-
yoyoagnuo B” Emmédov). Kard mv eE€taon,
o Bwpaxoag PeEOnre va eivon TOA WrQOS,
OAL TOL LORQA 00TA UETOONRAY HATW OO TNV
5n exoroonalo B€on ywo v nhxio ®imong
EVO TOQOTNENON®E RO RAUYT) TOCO TOV UNOL-
almv 600 rot TV Boaxoviov ootwv (Ewmdveg
1 o 2). Katd v vepnyoyoagwrr eE€taon
™G RAEALAS, 1] ATELRAVLON TWV TEGOGQMY KOL-
AotV tav un @uotohoyuxy. O Aemtouen|g
VITEONXOYQAPLHAS ENEYYOS TG ROQOLAS Oev
Nrov epToc, AOYm g vromhaoiag/ovusie-
ong g Bwoaxinng nothdmrag. Metd amd Ae-
TTOUEQY] EVNUEQWON %OL ETEENYNON TWV €V-
ONUATMV, OL YOVEIS ATOQACLONY VO TEORovV
o€ dLoromy ™S ®UNONG, 1 OO0 TEOYUOLTO-

Ewova 2. Kexouévo unotaio ooto otny 21y gfdo-
udoa g xvnong.
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mombnxre otig 22 gfdondadec. To €upovo Nrav
dppev, ue vopwma »au Pdoovg 480 yoauuo-
olwv.

Toa evorjuata g maboloyoavotounic eEE-
Taons fTav ta ardhovBo: dpeev €upouo, @u-
OLOAOYIMNG  aVAITTUENS, Poayuxepaiic, Ov-
UTTLEOUEVOL OLVIRA OOTA, NITLOL LORQOYAMOOIL,
YOUNAY] TOAOQUON OTWYV, VITOTAQOTLROL TTVED-
UWOVES, OVOUOAMES TOU XROAMTOXOLMOXOU OLoi-
POAYUOTOS, VTOTAAOTIXG 00QTXG TOEO Ol
VIOTTAQLO(0L TOV EVOONTATIXOU YOANPAQOU OV-
omjuotog. Ta yevvnund dpyova vtav oQQE-
VoG, xweic xaulo eupavy avoualio. O axti-
VOMOYHOS  EAEYYOS OUTOXAAVYPE  ONUOVTIXY
Bodyvvon twwv mhevpwv, rhizomelic limb
shortening pe WMo ®apym TV unolalov
00TV, QUOLOAOYHOUS OTOVOUAOUS %Ol QU-
ooloywy ooteomoinon tov xpaviov. Ta Ao-
YOVIQL 0O0TA €00V OVAOUAAO TTEQIYQOUUOL UE
mhaylec mpooexPorés. IapatnenOnre emiong
eEeonuaouévy  00TEOTOMMON TV  UOKQWV
00TMV 7oL ®aBLOTEENON TS AVATTUENS TMV
0001V xovopwv. Ou uetagpioelg emiong ei-
YOV OVOUALO TEQUYQUUUOL UE ETUNKNG TTQOE-
#Poréc. Ta gvpnuata Nrav cvufotd pe To
ouvdpouo Poayx€wv TAEVEWMV-TOAMIARTUAIOS
%O TTLO OVYREXQLUEVA UE TOV TUTO I 1) TOV TU-
mo III tov ovvdpduov.

Tvintnon

To ovvopouo Poayéag mAevQus-ToAMdOKTL-
Mog (SRPS) avixel og pio ouddo oxeheTInmv
dvomhaoldv, un ovupatav ue ™ Con. Ymdo-
youv té€ooeplg Timou: timog I (Saldino-
Noonan) mov yapaxtneiCeton and Bodyvvon
TOV UETOPUOEMV HOL EROVA TOV  UAXRQWV
00TV «d(unV ToEmiANG», Tomog 11 (Majewski)
YOLQARTNOICETOL OO OYLOTIES TEOOMITOV KL
rovtéc omeldelc xviueg tibiae, twomog III
(Naumoff) yoapoxmoeieton oo gvpeleg peta-
guoelc ue dnravlec, wmog IV (Beemer-
Langer) mov poiwalet pe tov timo Majewski
rnaL yopoxtEileton amd uéon oyotion dvom
yethovg median cleft lip, alG oL nvijueg elvon
Mydtepo Poayeleg eV OmAVIOL TOQOTNQETOL
molvdaxtuhio.+¢ Kal ou T€00eQlg timor ®iy-
QOVOUOUVTAL ROTA TOV OUTOOMUATIXO VITOAEL-
épevo yapaxtjoc. O doymoouds UETAED

Toug ouyVvd elvar HUOROAOC, oV TOAAD At
TOL POLVOTUTURA, ROL OXTIVOAOYIXG EVOTUOLTOL
ovumimrouv.® Ou Elcioglu »aw Hall peiémoav
TAL OXTWVOAOYLRA EVONUOTA OERA TTEQLITTDOE-
v ue SRPS.7 To yeyovdg ot now oL TE00EQLS
VITOTUITOL €YOVV ROV AXTLVOLOY LA OLQOXTY-
QLOTXA RABMDC oL TO OTL TO OLOYWOLOTIRA,
%OLTNOLAL UETOEY TV TECOAQWV TUTWV TOU
ouvdpduov dev elvor oo Toug odynoov
OT0 OUUWITEQOOUOL OTL OL TEOOEQLS QUTOL TUITOL
aroTEAOVV EXONADOELS PO ®OWNS TdBnong,
ovumeQLhaupdvovtag xou tTo ovvdgouo Mohr
100w noL ™V aopuELGZovoa Bmpoxiry dvu-
otpopta asphyxiating thoracic dystrophy.” O
Ho »ouw ovv. nat€yoaypav v mepintmon uiog
owoyevelog omv omota dvo adéhgia €mo-
oyov amd Yo ouvdpouo Jeune. 10 HOLEVTL-
n0  LOTOOWO TNG OUYREXRQUWUEVNS UNTEQOS
VITOYE %O EVOS EVOOUNTOLOS BAVOTOC, %Ol 1)
moBoloyoavatoxy  €E€taon  ammerGAnpe
SRPS timov II1.8 Aev €xel eEanoipwbet edv
oL dLaLpoETLROL TUTTOL TOV GUVOQAUOV OPETAO-
Vi o€ PETOMAEELS YOVIOImV 0E JLapOQETL-
%€ yovidLonég BEoelg, | 0€ SLOPOQETIRES e-
TalAGEelg oy (Ol yovidwony, B€om, 1 edv
OTTADG OTTOTEAOVV SLOLPOQETIRES PALVOTUTTLRES
exOMAmoeLs Tov Wiov yovidiov.

H mBavdtepn 0€on yo to yovidio mov nabo-
oiCer t0 SRPS, ovugpmva ue tovg Urioste xat
ovv. Poloxretan elte ot 0O€om 4ql3, eite om
0éon 4pl6. Zvpugpovo pe v TEwT) Bemwola
™G UEAETNG OUTYS TO YOVIOLO TNG OOTIXIG HOQ-
POYEVVITLXS TEWTEIVNG-3, TO OmOl0 €VTOTi-
Cetal otV TEQUXREVTQLXY| TTEQLOYY] TOV XOMUO-
oWUoToc-4 mbava vo eutAéxretal oty tabo-
véveon tov SRPS. H devteon vnéBeon vmo-
omoiter 6t to SRPS ogeitheton oe peTtdAAaEY
Tov Yovidiov oty 4p16 mepLoyr). TV (0L TTe-
oLoy1] evrtomiCetal ®xat To Yovidlo mov gvbive-
TOL YL TLg oxOhoVOEC TOBOELS: 0 OVOQOTAOL-
ola, vmoyovdpomhaota, Oavateopog dv-
omhaoloe »ow ywo 10 ovvdpopo Ellis-van
Creveld.%10

O oxehetnég dvomhaoieg oyetiCovron ue ™
duovpyiar VOpwma 0to devTEQO 1AL TOITO
TOlUNVO TG ®UNONG, EVA OVUPWVA UE TTEO-
opato 0edougva paivetor T €va ueydlo mo-
000TO TOV TOONOEMV OUTHV EXIMADVOVTAL UE
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QUENUEVY QUYEVIRY OLOPAVELD. OTO VITEQNYO-
vodgnua 11-14 efdouddwv.? Ta oxeletind
oUVOQOUX TTOV OYETICOVTOL UE QVENUEVY QyE-
vy OLopaveLa, Ommsg avagégovror ot Pi-
PAoyoapia elvar o axdlovBa: ayxovOQoyE-
veon, ayovdpomiaoia, acpuEidlovoa Bwoa-
wry  dvotpopia,  00TEOYOVOQOIVOTANCIOL
Blomstrand, xoumtopveMxy dvomhaoia, vwo-
yovdpodvomhaota, hypophosphatasia, ovv-
dpopo Jarcho-Levin, osteogenesis imperfecta
type II, ovvdpouo Robinow, ovvdpouo fooyé-
ag mhevpdg-roivdaxturiog and Bavoatnepsopog
dvomhaoto.!l Zmv TAELOVOTTA QUTOV TOV
TEQUTTOOEWYV 1) OLAYVWON TEBNRE TOOYEVVITL-
%A ®atd To OeVTEQO 1 TEITO TEIUNVO TG *UY-
ONG 1 UETA TOV TORETO, OV RAUL OF OQLOUEVES
TEQUITDOELS TOL YOLQOKTNOLOTIXG UiaS U CUU-
Batic ue ™ Cor madnong, vtav eupavy oo
TO TEWTO KOOGS TEIUNVO TS ®Uinong. Ou Hill
®oL ovv. avépepayv uia mepimrmwon SRPS tv-
mov I, og plo owoyévera vymhov xnvdvvov,
ROTA TNV 07Ol TOL VITEQNYOYQOPLAGL EVOTUOL-
ta otg 13 gfdouddeg rvrav: avEnuévn NT,
vromAaoTvy] Bweaxirvy xokdtTa, Poayéa
Aanpa ®o TohdarTuAio.12

O mBaviotepog TaBOPUOLOAOYIROS UNYOVL-
OUGS OV EVOUVETOL YLl TNV CUENUEVT] CUYEVL-
1 Owapavelo o Eupova ue SRPS elvon n ov-
urteon tov uecoBmeaxiov AGym g VITOTAL-
oS Bwoaxrrig ®oAdTTOS, OTms mBavO-
TaTo. ouuPaivel ue GAha ToL oxeAETIRA OUVVOQO-
WO OTOL OTTOl0L TTEOOPRAAAETOL 1) BWEOXLNY] ROL-
Motta. Emiong, elvar mBavov 6tL 1o uetoi-
Aayuévo yoviolo mov gvBuvetar yio to SRPS,
gVOUVETOL ROL YLOL TV TTOQOYWYY UM QUOLOAO-
YUNS EEWHRUTTAQLOS OVOTOGS, UE UELWUEVT LA
vomto. yioe Olomienon  Tov  eEmxuTTdQLov
vypoU. H un guoworoynj ovvBeon tov eEw-
AUTTAQLOV VYQOU EVOYOTTOLEITOL ETTLONG WG OlL-
Tia avENUEVNS awyeviric dwapdvewag NT og
€val LEYALO aQLBUS YEVETIRMV OUVOQOUMYV, TA
omoia oyetiCovral ue avoualies oto puetapo-
Mopd tov xoAhaydvou (Ommg 1 axovdoyEve-
on twrov II, to ovvdpopuo Nance-Sweeney,
atehj ooteoyéveon tomov II), avouokiieg tov
VITO0OYEMV TOU CQUENTIXOU TOQAYOVIO TWV
woPraotwv (6mtwg 1 axovopomAaoion ot M
Bavatpopog dvomhaoia) 1 pe dratapayy Tov

S0URa ®OL OUVV.

UETAPOAMOUOU PLOYEVVNTIROU TOQAYOVTA TMV
vrepoEuomuatiov  (6mwg  to  oUvdpouo
Zellweger).13

Short-Rib-Polydactyly Syndrome present-
ing with increased nuchal Translucency in
a High-Risk Family

AP. Souka, A. Pilalis, P. Antsaklis, A. Antsaklis
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Summary

Short rib-polydactyly syndrome is group of
rare, autosomal recessive, lethal skeletal dys-
plasias characterized by hypoplastic thorax,
short ribs, short limbs, polydactyly, and viscer-
al abnormalities. We describe an affected fe-
tus from a high-risk family presenting with in-
creased nuchal translucency at 13 weeks. The
diagnosis was established in the second
trimester.

Key words: nuchal translucency, skeletal dysplasias, short-rib-
polydactyly syndrome
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