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Ymreonyoyoagirn
oLayvmon 0eELOV
0QTLAOV TOEOV ®ATA TO

VITEQN X OYQUPTI A
B’ emiméoov -

TEQLYQU(PT] TTEQLRTMONG

ITegidnyn

To 0€E10 00QTI%0 TOEO amwoTeLel pia epPfouoroyxnn) avopaiio Tov
000TL®0V TOEOV, TOV UTOQEL VO TTQORAAETEL AVATVEVGTIRG GULL-
mTOpaTe 1 dOvoxoAies Gitiong ®atd T1 vVEOYVIXI] TEQEL0OO0, TOU
OQEILOVTUL OE TLECTING (PULVOULEVA TNG TEUYELNS 1) TOV OLOOQd-
you avtiotorya. H vrtagEn 6&ELov aogtirov T6Eov nwogei vo oye-
TiCeTon xon pe dhheg ovyyeveis »adlomdderes Tov eupovov, dra-
RoQTieg Ao Ta dAAG avaToprd CVOTHRATA, RA0DS ®aL HE YOO-
LOCMMRES avoparies, #voing ovuvogopo DiGeorge xar guvogo-
pwo Down. Ilegrypdgovue pio tegintwon 0eELoV 00@TI0V TGEOV
o dayvaodnxe oty 221 gfdondda Tng »Vnong, »atd T1 Ode-
RELWD TOV OVOAVTIXOU VITEENYOYQUPHULATOS TOV 20V TOLRIVOU
(vrteonyoyodgnuoe B’ Emuxédov). Eniong magabérovue pia ava-
oxonnon g Piprioygagiag, oyeTind pe T onuacio TG Oud-
YVOONS TOV 0EELOV 00QTIXOU TOEOV TQOYEVVITIXG, TL UVAPEQETAL
OYETLRA [LE TT) OLOYVOOTIXT] TTEOTEYYLOT RO T1] OLOYEIQLOT TETOL-
WV TEQLOTUTIXMV.

AEEeLs - vhedud: 0eEL6 aoTrd T6E0, TEoYeVVITLXY didyvmon, ouvdgono DiGe-
orge

Ewayoyn
To aooTrd T6EO0 amotehel T OUVEYELX TG AVIOVONS CLOQTHG
%Ol €0VOL O AYYELAROS OUVOEOUOG TNS OVLOVOAS UE TV KOTL-
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Yreonyoyoaqpixij didyvwon de&iod aogtixod téEov

ovoa aopti. Khadol tov aoptxol toEov &i-
VoL TO POAXLOVOREPAMRS OTELEYOS (1] AVIVU-
N 0QTNOLCL), 1| AELOTEQY KOLVI] ROQMTIOO KL
N aEoteEn vmoxrheidia aptnoia. Boloxretal
ow atd ™ A1) TOU OTEQVOU RO PUOLOAOYL-
%0 TTOQEVETAL TTOG TOL TTAV®, TTIOW KL AQLOTE-
0d, WTEOOTA %Ol OOLOTEQA OO TNV TO)ELQ
%Ol OVVEYICeEL amd 0eEld TEOg Tar aELOTEQD
UIrEOooTd atd TV omovduAMr oTiAn!. Zvyye-
velg avmuahieg Tov 0oQTvoU TGEOV OyeTICoV-
TAL EUPOVOAOYIRA UE AVOUOAES TN AVATTTL-
ENg Tov poaouyywmmy T0Emv. ZUUgovo ue v
Bewpio Tov Edwards, ®ratd to mpodto otddio
™S euPovoyEveong vaoyeL €va dUTAG aoQTL-
%0 TOEO0, TOOEQYOUEVO OGO TOV AL MWELOUS
™G aviovoag aoets. Ta dvo téEa (deEL6 nau
0QLOTEQD) OTY CUVEYELOL CUVEVHIVOVTOL YLOL VO
OYNUOTIOOUV TNV ROTLOVO0 0OQTY, EVM TAUTO-
YOOVOL OYNUATICOUV %ol EVOV ayYELOKS doxTO-
MO YUQm OIT6 TV TOXEIC ROL TOV OLOOQPAYO
(Eyua-1). Pvooroyrd to deEL6 copTnd T6-

Kepapidag xat ouvv.

EO VTOOTOEPEL AL TO CLOLOTEQD TTOQOUEVEL,
EVM 1) CLOLOTEQRY] VITOXAEIOLOG %Ol 1 ALOTEQN
AOLVI] RAQMTIO0 CUVEVIOVOVTOL YLOL VOL O UCL-
TIOOVV TO POYLOVOREPAMRO OTELEYOC. ZTNV
ovTiOET) TEQIMTWON TOV TO APLOTEQD ALOQTIXO
TOE0 VITOOTEEYEL, Onuoveyelton puion etrova
LOTOTTQOV TOU PUOLOAOYLROU, TO AEYOUEVO
deEL6 aopTnd T80 (AAT).

To AAT avixrel otig avmuahieg Tov 00QTIXOU
TOEOU %O OUYREXQLUEVOL OTLS OvouaAies O€-
0emS 1] OLOAOdWOEMS TOV coETLROV TOEoV. H
enimmwon tov AAT oto yevird whnBuoud ei-
var epimov 1 otg 1000 wuiqoewg?, mooootd
7OV TV elvol PeEYOAITEQO OV GUVUITOLO-
yioovue nou TS TEQUTTOOELS 6tov 10 AAT dev
omoTeAEl PEPOVOUEVO gUpnua, OAMA Ovvy-
TAQYEL ®OU UE AALEC ovyyevelg radLOTADEL-
€g. Ymapyovv toelg vroxatnyopies AAT: (a)
AAT pe O8eEl6 apmowond mépo (V-sign):
0oV 0 aETNOLAROS TOEOS PoloxreTanl Ot de-
Eld mhevpd - M TEQITTMON oUTH OYETICETO TTLO

Euova 1: 1o aognino to§o ue €yyomuo Doppler gpaiveton
va meoufdlrer v toayeio (I1A: Ilvevuovixy Agtnoia,
AO: Aopmij, AAA: Ae&i Aoptixo ToSo, AKD: Ava Koiln
DAEPa, T: Toayeia)

Ewxova 2: tunuata tov aoptixot 105ov gaivetal va eo-

vave exatéombBev g toayeias (I1A: Tlvevuovixny Aot-
ola, AO: Aogtij, AK®: Avw Koidn PAEPa, T: Tooyeia,)
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Ewova 3: vreonyoyoaquxj ameixovion Tov aoQTxoy T0-

Sov, 10 omoio @aivetar va weofdAlel v Toayeio (TTA:
Ilvevuovixyy Apomoia, AO: Aoot, AAA: A&l Aoptixo
ToSo, AKD: Avw Koidn PAEPa, T: Tooyeia,)

ouyVva ue dileg ovyyeveig rapdlomaberes. ()
AAT pe apuotepd aptolaxd mépo (U-sign):
0oV eVM TO 0LOPTKG TOEO Poloretal ota de-
Eud, 0 0pTELOXAS TOPOS ROl TO OTEAEYOS TNG
veVpovVIXiS amelag Polorovial ota oQL-
0TEQA TS TOOYE(OS RO OVVNOWS QTOTEAEL UE-
uwovougévo gvpnua xar (y) to duthd aoQTxo
T6E0, oV ALy dleTan oav To YOAuUo Aduda xon
TeQPAAEL TV TOOXEIDL %OL TOV OLOOQAYO?
(Zxuna-2).

Ou avopuohieg TOUV 0oETROV TOEOV €lvor Ao
TG MYOTEQO OUYVA dLAYVOUEVES HOQOLARES
OVOUOAES ®OL UTOQOUV VO, TTQORAAECOUVV
OUWITTOUOTO. OTO VEOYVO WUETA TN YEVVNOM,
0TS AVOTTVEVOTIRY OVOYEQELXL, HVOIWS AGYW
mleoNS ™S TOAXELOS 1] TOV OLOOPAYOV, | VO
TOQAUEVOVV ACUUTTOUOTIRES. Ol avoualieg
tov AAT notarapfdvouy Mydtepo amd To
1% 10V TOCOOTOU TV YELEQOVEYNOLUWV OLY-
vevav ®apdtomaleldvs. O o ovyvES avm-
WOAlEC OV TEOXOAOUV TQOYELOOLOOPAY LA
TEOTLRA (PALVOUEVO. E(VAL TO OWTAG COQTIRG
1650 now 10 AAT pe €xtomn aQLoteEn Vmo-
#helOLO 0Tl 1| UE EWMOVO ROTOTTQOV TV
©AAOWV TOV 00ETHOV T6EOV6. Emtiong to AAT
WITOQEl Vo oyeTiCeTon Ro pe AAAES HOQOLARES

OVOUOAES ROODG HOL UE YODUOTWUHKES VM-
UOALES %Ol KRQOEMELTTIRG OUVOQOU oL M)
Eyraten dudyvmon Tov eival oA onuavTixy
Yo T OWOoTY OLOL(ELOLON ROL TTOOYEVVITIRG
Eheyyo TV meplotaTrwyv avtdv. [Hapovold-
Covpe pio epimrmwon Ve oyYQopLig did-
yvoong AAT oto delitepo Teiunvo g ®inong
%O TOV TEOTTO dLary €(OLONE TOV TEQLOTATLXOV.

IHagovoiaomn Ilegrotatinov

IMvairo mpwtotdrog 28 etwyv mpooqibe ratd
™V 221 gfdondda ™ ®Mong ™S OTo TURUAL
EUPOVOUNTOXNAS LOTOLXIS TOU VOOOXOUELOV
«ALMEEAVOQU» YLOL TO OVAAUTIRG VITEQN)OYQJ-
enua 20v ToLujvou  (vrepnyoyodgnuoa B’
Emunédov). Zro vreonyoyodgnua lov towwy-
vou 1 avyxeviry dwogpdvelo (AA) frtav oty
50m ex. B€on yua v nhxio xinong (1,8 yuho-
0Td) ®oL 0 OVVOVOOUO UE TO Proynuxod €ley-
xo (PAPP-A nou free-BhCG) o =ivduvog yo
towoopio 21 vrohoyiomre oe 1:4500. Kotd
TOV VITEQNXOYQAPRO EAeyyo B’ emumédov mov
€ywve dramothiond (e unydvnuo GE Voluson
730 PRO), n aopn amewovitotav 0eEd g
Toayelog, evpnua wov amotehel EvoelEn AAT.
ZTOV VITEQNXOYQOPIXO AUTS €LeYYO OV amo-
ROMOQPONRAY GAAES OVATOMRES OVOUOAES
ToU gUPEUOV 1 SEIRTEC YOWUOCTHWHRDV OV®-
woAv. AGym Tou €UENUOTOS TTOAYUOTOTTOL-
NONxre now PPEUVIRO VITEQNYOROQOLOYQAPNULCL,
ov emPePaimoe To VU, EVE OEV EVTOTi-
ooy dAlec ovvodEg ouyyevels raALOKES
OvVOUOAES 1] TaBOAOYRA EVERUATO. ZUYRE-
1OWEVA TO A0QTXO TOEO Htav deELd T To-
YelOg, EVA 1 TTVEVUOVIXY 0LOTNOIOL ROl O CLOTN)-
QLGOS TOPOS PEICROVTIOV OTOL OLRLOTEQC TNG
toayelag (AAT U-sign), ue mv toayelon va
paivetar oov pio Nyoyevic doun UeTAEY Tov
000T*OU TOEOV (deELd) %ol TOv 0QTNELOXKOU
mopov (apuotepd) (Ewdveg 1-3). TEOnnre 1
dudyvmon tov AAT, evig ayyelanot danTuli-
ov ONAadY], TOV WITOEEL VoL €XEL WS OTTOTEAE-
OUOl TILEOTIXG (PALVOUEVO, OTNV TOOXEIOL ROL
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Kepapidag xat ouvv.

Iivaxogs 1: ovoyenion de&ov aoptinov ToEov ue dila evorfjuata

Egyoaoio “Erog N ERdopddo  tvdoopo T-21 Tetgohoyla VSD NT IUD NND
Kimong DiGeorge  Fallot

Zidere xav ovv. 2006 75 21 14 4 35 6 19/45 4 4

Galindoxowovv. 2009  48/8615 24 4 1 26 - 3 - -

Berg xow ovv. 2006 69/13000 25 7/53 - 30 15 - - -

Achiron xowovy. 2002  18/18345 15 -

- - ) - _ -

N: aptbuos aobevayv, T-21: torowuia 21, VSD: ueooxoidiaxy emxowvavia, NT: avyevixy diagpdveia, IUD: evdoujtoios Odva-

106, NND: veoyvixos Oavarog

OTOV OLOOQAYO TOVU VEOYVOU, UETA T YEVVNON.
H €yxvoc evnuepwnre otL 1o veoyvd mov
OLayLYVAWOROVTOL  UE  UEUOVOUEVO  EVONUOL
AAT nou @uOLOAOYLRG ROQUOTUTTO, €(VOL OTO
UEYAAUTEQO TTOCOOTO TOUS CLOUUTTMUOTIXA,
OV ROl WTOQE( VO EUPAVIOTOVV CUUITTOUOTOL
onoua ®ow €EL WVES UETA TOV TORETO. X€ TTE-
olITTOOoN TOV EUPAVIOTOVV CUUTTOUOTA 1] OLV-
TLUETWOILON €LVOL YELQOVOYLXY], OOV Y{vVETOL
dualpeon Tov ayyelomol daxTUAIOU RO 1) YEL-
ooveywry Bvnowdmra plag tétolag eméupor-
ong avépyetar og 5-6%. “Eywe evnuéomon
™G €ywviov emiong Ot OUVOOES ovyyevelg
HOQOLARES AVOUAAIES TTOV dEV (VoL EPPAVELS
TEOYEVVNTIXG UTOQEl va emPagivouv v
nedyvwon. H €ynvog mopaméugpdnne yio me-
QAUTEQM OCUUPOVAEVTIRY| OE TTALOORAQOLOYEL-
oovpYd. Téhog, €yive evnuéQmwon g eyxrvov
ot 1o gvpnua tov AAT oyetiCetal pe yomuo-
OWUKES avoualiec nou yeveturd ovvdpoua
%O OUVEOTHON €AEYYOC TOU ROQUATUITOU TOU
eupovov rot €heyyog tov 22q11 yia ovvdoopo
DiGeorge. To ovvopouo owtd omotehel pwio
YEVETIXY SLoTaQiy)} TTOU OQEIAETOL O€ OVOUCL-
Mo TOU YOWUOCHUOTog 22 ®ow exdNAWVETAL
UE OVOTTTUELOXY] RO TTVEVUOTLXY ®OBVOTEON-
on, Ve ouvRBwe TEOOPAMEL TV ROQOLE, TOV
Bvpo adéva ral Tovg mapabupeoeldeic adé-
veg. O €heyyog Tou raUATVTTOU TOV £UPEUoV
moayuororoniOnxe 2 nuEpeg UETA ™ dLdyvm-
on 1ov AAT pe Mpym apviaxrot vypov (ouvio-
TOQOXEVTINOY)  %OL  WHTAV  QUOLOAOYLROG

(46XY). H €ynvog y€vvnoe ue nouooQuryj To-
uq otig 38 ePfdoudodeg, €va vyLEg AQQEEV VeEO-
VO Baoovg 3120 gr. Ztovg mpoTovg 5L WVES
™G Cong tov dev €xeL eppavioel xaveéva ouu-
TTouo xou EarohovBel va moparolovBeitan
oTt6 TAdOXRAQOLOAGYO.

Lutntnon

H enimmwon tov AAT €yeL vtohoylotel o me-
otmov 0,1% Tov yevirov minBuonov xat opo-
0d o€ MydteEo amtd 1% twv xewpoveynBévtwy
ovYYEVOV ®odomadelwy. Qotdoo, 1 TEOY-
uotky] emimrwon tov AAA dev givon yvooty
%o oVT6 dLoTL dtav Oev dayvmwodel mpoyev-
VNTA ®ow OV TEORAAECEL CUUTTMOUOTA UETA
™ YEVVNOY), TOTE OE ONUOVTLXO TTOCOOTO Ttal-
oauével adidyvmotod. Ov avoualies Tov
00QTI®OU TOEOU WITOEOUV VO TAQOVCLOLOTOVY
¢ OUTAG 1 WTAG QLOQTIHG TOEO ROl TTEQOUTEQM
Loy mELoUGS Tovg yivetow PAorn g TAEVQAS
%OL TOV TAQAAAYDV Twv dtoxladwoemv. Ot
Ovo ®VELOL TUTTOL E(VAL OWTOS UE EXTOTY OOL-
OTEQN VTTOXAEIOLO CLOTNOLOL RO UE ELROVA KO-
TOTTTOOV TV *¥AAWV TOv 0oETHOU TEEOVL>7S,
Yreonyoyoopnd 1 OLdyvmon Tov aLoteQOy
N 0eEL0VU copTLrOU TOEOU YiveTOw Ue PAOT TOU
ToL0g PAYY0S YLaleTar atd To TOE0 ®ow Oyl
oé oL TAEVQA TG UEONS YOOUUS avePal-
velr 1 aopti. Extong, €xel Poedel ot n 100~
YELQL, TEQLEYOVTAS QUVIOKS VYQO, OYNuaTiCel
uta VITONYOYEVH OUVI|BMS dOUY| TTOV UITOQEL VL
omoTEAEOEL OELOTLOTO OVATOMXKRS ONUE(D YLt
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Zxmjua 1: eufovoloyixy TOOEAEVON TV AOQTIXMY TOSWV. AQ)ixd Vo) oV SUO 0oQTLXd TOEX, €% TV OTOIWV OTH OUVE-

LA 0 OeEL0 VTOOTOEPEL

™MV axELpY] OLdyvmon Tov 0.0QTroU TOE0V, Kol
T4 ™V vmepnyoyoapwry €E€taon Tov -
Bovov. T tov AN radlohoywwd €heyyo
TOV €UPEVOV amapaltnTy EIVAL 1] AVOYVMOOLOY
™mg teayelog, Twv 3 ayyeiwv, TOv A0QTIXOU
TOEOV %Ol TS raATOVo0S aoetis. Evprjuata
OV UoEEl va. 0dnynoouvv ot dLdyvmwon Tou
0eEL0U 010QTHOU TOEOV €lvalL 1| AVAOUAAN EVTO-
oM TS RATLOVOOS CLOQTHS, 1] CITOVOIO. TOU
puotoloyol oxjuatog V g ouvdeong tov
00QTXOU TOPOV UE TNV 00ETH, N devouvon
UETAEV TG avIovo0S CLOQTHS XOL TG TTVEVUO-
viig aemElog oty ewmova Tov 3 ayyelwv
nOL 1 TAEOVota €vOg ayyelov miow ard v
TooEloL UE M XWEIS TV TOQOVOTOL AyYELOXROU
dantuliov®?. Aemtouepng eEETaom autdv TV
OTOLYE(MV UTOQEL VO OONYNOEL OTNV €YXOULON
moyevvnTxy dudyvmon tov AAT nou va Be-
TUDOEL TNV TEOYVMOT CUTWYV TWV VEOYVOV.

To AAT avEdver v mbavotta ocuvodmv
OUYYEVOV  ROQOLOXMV  AVOUOAWDY TOV €U~
Povou xor yUavtd to AGYO Of TEQUITWOELS
mov dwayryvooretar AAT mpoyevvnuxd, Ba
TEETEL VAL CUOTHVETAL EUPOUIRO VITEQNKORALQ-

doypdgmua. AmS T OOPaQEg OUYYEVELS
raedlanés avoualies, 1o AAT mo ouvyvd
oyetiCeton ue terparoyio Fallot,  omoio umwo-
oel va gravet puéyot now to 30-50%3810, Xe me-
olmtwon AAT pe €xtomn aELOTEQRY] VTOXAE(-
dwa apmeia, N mMBaveT T CLVYYEVAV RaEOLO-
mofewdv elvon 10%, now mopatnoovvror ov-
YVOTEQOL TLEOTIRA (PALVOUEVA OTNV TOYELL
tov veoyvou¥ 0. To AAT elvou devteQo og ov-
LVOTNTOL  EPPAVIONG  TILECTIXMY  (PALVOUEVOV
uetd to A aoptrnd 16E010. H ewdva xa-
TOTTTOOV TV RAGOWV TOU CLoQTLROV TOEOL Tal-
povolaleton meQimov oto 47% TwV TEQUITTM-
OEWV AVOUOMOV 00QTIXOU TOEOU %Ol 08 aUTH
™V TEQUTTMON O %{(VOUVOS CUVUTTAQYOVOMV
OUYYEVHV ®0QOLOTABELMV elvol HeyaliTteEQOS
o6 90%.

H ¥moEn AAT €yeL OUOYETIOTEL UE QENUEVY
TOOVETNTO. YOWUOCHUAWDY AVOUOALDY TOU
euPovov xnow ®vplwg pe Tolomuion 21 now ovv-
dpopo DiGeorge (22q11 wnpoérhewym). H mi-
BavoTnTa YOWUOOMUHIS AVOUOAAS EIVOL LE-
yaAUTeEN GTAV OUVUTTAQYOVY %ol AALEC OULY-

2

vevelg avoualiec vodlde 1 avoualies amd
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Kepapidag xat ouvv.

ZMpe 2: oxnuoTi] QUTELXOVION TV TUTWY TOV GOQTIXOU TOS0U, OUUpuva. e TV avatouxl] OEom Tov aoptixou to5ov

o¢ oyéon ue mv rooaxeia (A) Puotoloyixn euova twv Touwv ayyeiwv (B) Ae&l aoptixo to5o — V-sign (I') euxova U-sign

(A) Suwho aoptixo to8o (IIA: Ilvevuovixy Aomoia, AO: Aoot, AIIl: Apmotoxog I1opos, AAT: Ae§i Aootino Too,

AK®: Avw Koidn PAEPa, T: Toayeia, Ae: Ae&id, Ag: Aototeod, 110006: mooobio Toiywua) — Zyniua ovugmve ue A.

Abuhamad & R. Chaoul.

GMOL avotolxd — AELTOVQYWA OVOTHUOTOL
tov euPovov. Iavimwg, andua xow oe acOeveig
ov €xeL duayvmobel puetd ™ yévvnon AAT 1
OUTAG 00QTHG TOEO0 MG Hovadrd evpnua, 1
mBavomra 22ql1 elelipewv avépyetar oe
24%14. Qot600 ®oL ovTd T TOCO0O0TA UTOQEL
va unv gtvor axLfy], ool 1 UETA T YEVVNO)
dudyvowon tov AAT yivetow ouviBmg og dtopa
OV €YOVV OVATTUEEL RATOLN OUWTTOUATOLO-
vio, OmoTE AVTOUOTA QVEAVETOL RAL O RIVOVL-
VOG TOUG YLO YOWUOOMUHKES avmuahies. Néeg
uehéteg Olyvouv OTL 1] CUVTOUTTLXY| TTAELOYN-
plo Tov veoyvav mov elyav AAT zou yompo-
OWULKY avoUohia, elyov ®ot ®AToLo Ao €V-
onua artd TV ®oEdLd 1 atd Ta Aoutd ovoT)-
uato, 0€tovtog 10 €pMTNUA ROTA TOOO Elval
amoaimtn wio emepponiny u€Bodog yia Tov
ELeYYO TOV %OQLOTUTTOV, O €va €UPEUOo UE
uwovadino evonuo 1o AATH,

H dudyvoorn meguotatirdy 0eELov aoQTtirov
TOEov €xel aENDel onuavtrd Ta televtaio
YOOVLQL, YEYOVOS Tov OelyveL OtL 1 dudyvmon
QUTHGS TG ®MVIXNG HOTAoTAONS €)XEL PEATI™-
Bel onuavtnd®. Tlpdopateg €pevveg amedeL-

Eav 6t TAEoV umopel vo OLoryvwoTel (e neyd-
A axpiPelo VITEENYOYOAPLRA, TTOV UITOQEL VaL
@Tavelr uéyor nouw 1o 68-100%, apxret va axo-
AovBnBovv mpooexTind ToL Priuata VITEQN)O-
YodgpNnong e ®raedLds ®oL TV UEYAAWV OLy-
velwv-l, H xolitepn Oudyvwon ogethetol
otV o ovotuoTky €EETaon ™S ®aQOLAg
Tov eUPEUOV UE TS TECOEQLS TOUES (EOvVaL
TECOAQMV ®OLAOTHTWYV, €5080L ueydhmv ay-
YElWV ®OL EOVA TOLDV ayYelwv), o avtiBe-
o1 UE TN UEYOL TEOoPATO EEETALON TIC HOQOLAS
TOU EUPEVOV TTOV TEQLOPLLOTOV OTNV OTTELRS-
VIO TV TE00AQMmV ®rothotjtwv. H dudyvmon
AAT Bo mpémel va evouoOntomolel tov eEeta-
ot yLa EVOV TEQLOOOTEQO AETTTOUEQN VITEQT-
YOYQOPWO €AeYy0 TOU guPovov, eve Bo mEé-
JTEL VO OVOTHVETOL ROl €LOWS euPouind vrme-
oNyoxaoLoYedenua. ASYm ™G CUOYETLONG
tov AAT pe YOWUOOWUIRES avOUALiES €QO-
OOV VITAQYOVV RO GAACL VITEQNYOYQAPLKA EV-
ofuarta eite o TV ®0EOLd Tov gupovov, i-
Te atd A cvoTiuato Ba TEETEL VO CLOTH-
VETaL ELEYYOS TOU RAQUOTUTTOU TOU €UPfUOV
ran Eleyyog Yo ovvdpouo DiGeorge (22q11),
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eved otav 1o AAT amotelel pepovmuévo ev-
onua Ba EémeL va yivetal oxetry ovlijtnon
UE TV €y®VO Yo T OuvaToTNTa ETEUPATIROV
TEOYEVVNTIXOU eAEYYOV. H mpoyevvntxy dud-
yvaoon tov AAT €yer pavel 6t Beltidvel v
TEOYVMO, EPOCOV OUVELOPEQEL OTNV RAAUTE-
01 TAQOXOAOVONON VTV TWV OTOUWV UETA
™ YEVVN O, 00TE Vo amopevy0el fagld ovp-
TTOUATOAOY(OL RO ETUTTOOELS QTS AdLAYV-
OTOL TULEOTIHA POLVOUEVCL, OTTMS TOOLY ELOUOAOL-
nio na dudToon Tov oLoopdyov's,

Diagnosis of right aortic arch during the
second trimester anomaly scan: case re-
port

Keramidas O., Antsaklis P., Oikonomou Th.,
Theodora M., Daskalakis G., Papantoniou N.,
Mesogitis S., Antsaklis A.

Fetal Medicine Unit, 1st Department of Obstetric and Gy-
naecology, University of Athens, “Alexandra” Maternity

Hospital, Athens, Greece

Correspondence: Antsaklis P., 1st Dept. of Obstetrics &
Gynecology, University of Athens
6 Lampsakou str., (4th floor) 1528, Athens,
Greece, Tel: +30 6945 586417,

E-mail: panosant@gmail.com

Summary

Right Aortic Arch (RAA) is an uncommon
embryologic abnormality of the aortic arch
that may cause respiratory symptoms and
feeding difficulties during the neonatal life as
a result of the compression of the trachea
or/and the esophagus. RAA can also be asso-
ciated with other heart and other fetal abnor-
malities, or even with chromosomal abnor-
malities such as DiGeorge and trisomy 21 syn-
dromes. We report a case of RAA, diagnosed

at the 22th week of gestation, during the 2nd
trimester ultrasound scan, with normal kary-
otype and no other ultrasound findings. We
also present a review of the literature regard-
ing the significance, the management and the
diagnostic algorithm of such cases diagnosed
prenatally.

Key words: right aortic arch, DiGeorge Syndrome, prenatal diagnosis.
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L ELOTVOUEALD

ITepiAnyn

X%0mOg TOV OOV €ival I TAQEOVGLAON EVOS TEQLOTATIROV GEL-
M VOUEAIBS TO OO0 AVTLRETOTIOON®E TEOTPATA ATTO TNV XALVL-
%1 poag. H oeignvoperio givar omdvia duopogpia 1 oxoia yoQa-
%®TNQICETOL 0O drapoov Baburov ovyydVEVOT TOV RATO AXQOV
(ovpperia). Toewg Oemoies €xovv mEotadel Yo To oYNUATIONO
TOV OUVOQOUOV, 1] AYYELEXT] VITOXAORT, 1) EAaTTONEVY PAaoTOoYE-
VEOT] %Ol 1] GULTQAEN YOVIOLOXOV %ol TEQLBUALOVTIXOV TTOQA-
YOVTOV. Alaxgivovtal TEELS TUTOL TOV GUVOQOIoV o dirovg (oup-
pneiia), 0 LovoTOUS %L 0 ATOVS (GEQNVOUELID) aVALOYO LE TNV
magovaio 1 oy dxgov woda. Ilépa amo Tig dapagries TOV ®dATO
d%XQOV TUQATNEOUVTUL CUUTUQOUAQTOVOES OVYYEVELS dvomha-
OLES TOV OVQEOYEVVOTTOLTIXOU, TOV YUOTEVIEQLXOV, TOV XUQOLAY-
YeWroU, ®aOMg ®oL AYEVESIH TOV 00(QUOIEQOV TUNUATOS TNG
omovovhxrng otiiing. To moxvttov oliyoidduvio »abLotd Hv-
O%OA1 T1) OLEQEVVNOT TOV OLVVIQOUOV petd T1) 161-181 efoondda
™mg ®UNnong. Qoto00 1 TAQEOVGIN CUPOTEQOTAEVONG VEPOLRNG
AYEVESTOG, LOVIIQOUS OUPUMXNS 0QTNEIAS %Al OLUNOQTIOV TOV
RATO A®QOV %ATA TN OLEVEQYELN VITEQNYOYOQUPNLOTOS TQOTOV
TOUIIVOU/aQYONEVOV DEVTEQOV TOLUNVOV, OETEL TV VIOYia TOV
ovvoouov.

AE€EeLs - »hedid: oelonvopehic, ®dtw axa, oAyotidoduvio
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Seionvouelia

Ewoayoyni

To dvoua Tov oUVAEGUOU TG YOEYOVOS «ZEL-
ONVOUEAIOL» TTQOEQYETOL OUTO TIG OUNQIXES OEL-
o1veg xo ) AEEN uéhog. Ta Bogen mov yevvi-
oUvtaL ue oglpnvoueiion tdoyovv amd cofo-
odtateg PAaPec oe didpopa Twtrd Syava.
2Zvvibwg webaivouv auéoms PeTa ™ YEVVNon
Tovg. QoTo00 TIg TEAEVTAlES denaeTieg Exouv
TEQLYQOUPEL RO TEQLOTOTLXA TOL OTTO(0L RATAL-
QEQAV VO EMPLOCOVY UE TNV OUEQLRAVIOO
Tifanny Yorks vo amotehet ) peyaiiteon oe
nhwxio tooa mepimtwon (16 etwv). Ta telev-
talo xoovia €xovv ratoPinbel ndmoileg mEo-
ondBeleg og avtiotoryo Lovro Taudid vo arto-
rnoraotadovv ov fAdPeg dmov auTd gival e@t-
%16 (dev ovvumdpyouvv diheg uelCoveg avm-
wohies aovppotec ue ™ Con %o OLomoTWVE-
TOL 1) TOQOVOTHL dVO UNELOLMV AVNUMY RO
drowv modwv) . H eximrwon g véoov »v-
uaivetow and 1.1 €wg 4.2 avd 100 yhadeg
yevvioeLg >3

IHagovoiaon xegintmong

H mepurypagn tg mepimtmong agoed eyrvuo-
vovoa G2P1 n omola mpoonABe oty ®xiwvinn
UoLS, TOQUTEWTOUEVY atd AALO VOOOXOUE(D

[TepyLohayTng »oL ovv.

AOYm aiong g ®oedLomng Aettovpyiog Tou
eupovov. H €yrvog »atd mv mapalafn g
Oévue v 257 gfdondda g wumons. Kartd
™ OLGE®ELDL TN €YRVUOOUVNG deV €lxe vmo-
PAnOel o eEetdoeig mpoyevvTivoy eAEYYOV.
A6 T aTopuno TS LOTOELRO AVOPEQEL OTL €(-
vou xomviotouo (35 tovydoo/muépa), ot dev
HAVEL XOTAYON O OVOLMV 1] OLVOTTVEVUATHOMWV
TOTWV ®OL OTL TACYEL OO CLOTNOLOKRY VITEQTOL-
on Mmog noeeris (Z.AI1. 140-150 mmHg »au
AAIL 90-95 mmHg). Zmv mauduxy g nie-
nlo elye mepdoel molvopveAltda ywor ™V
omota yoeldaomxe vo vtoPAnBet oe eméufoon
oto Oe&l Loy lo, To deEl YOvarto »aw to de&l mEM-
uo me. Ou eEetdoels aluatog ®or 0VQmV OTLS
omoteg VIePAON ®OTA TV ELOAYMYN TNS HTAV
QPUOLOLOYLXEC.

H aoBeviig vrefAiOn oe modninon toxetol
ue moootayhavdivy E1 (Misoprostol) xow yév-
VNOE UE PUOLOLOYLXO TOXETS €va ONAL veOyVE
2.B. 2840 gr 10 omoilo amewovitetow oty Et-
®ova 1 oto omoio mogatnednxe ovupeiio
TOV ®ATO AWV UE TN WOy ™S Olmodng
oglpnvouehiag, raBumg rou Aaydyelhog na Av-
nootopa Ewodva 2. Aev magoatmoinrav po-
©noooxomrd  daToQoy€g TOv  TAAXOVVIQL,

Euwxova 1. "Eufovo 25 douddmv oto omoio maparnoovviar onueio ofyms Aoym tov mlavoloyouuevns raoate-

TAUEVNS TAOAUOVIS TOV VOOUNTOLWS UETA TO Bdvato tov. Ilapatnoovvial ) CUUUELIR TV dxQWV TOOWV XAl 1) TTE-

otEMEN Tov oupaliov TEpiEn Tov auvyEvo.
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WOTA00 TapaTnEONKE 1 VITAEEN UOVI|QOUS
oupairig aemeioag. AxohovBnoe ponevtinyg
oméEeon ue Pdon to TEMTOROMA TG HALVL-
uNg. Meteyyeiontnd M Aeywic €1€0n oe mEo-
Mmmon] avufioon pe evOopAEPLo B xepalro-
omopivn Yo €va 24mp0, eva ENafE naL ovTL-
axrTxy Begpastelar yuoL TV ammoguyr| dtdyuTng
evdayyeloxng mMENS, Aoy Tov dyvmoTtov X00-
ViroU dLoTHUOTOS 0Tl TV oM TS KO-
S Aettovgyiag Tov euPovov. EENADe natd to
0eUTeQ0 240 0€ RO YEVIRY RATAOTOON UE
odnylo yio ouvEyLoN ™S OVTLRLOTIRIS OYWYNS
aItd TOU OTOUATOS YLOL 7 NMUEQES KAL TNG AVTL-
TINRTHNS oy OYNS Yioe AMAec 10 nuépec.

Ané to €uPovo ameotdAn deiyua 0€puatog
yioo ™) dlepevvnon ToV ®OQUOTUITOV KOTA TNV
omota. dev  moQatENONre nrdATolov  €idovg
YOWUOTWULLY] OVOUAALCL.

Tvgntnon

H oeipnvouehia elvar omdavior duopoopia 1
omoia YoeartEICeTon atd OLapdoov Babuov
OUYYWOVEVON TOV RAT® AxEwV (ouppehic).
Avarpivovtal teelg Timor tov ovvdpduov. O
AITOVg OTOV OTTO(0 ATOVOLATOVV OL AREES TTO-
deg (moovoion UOVO UNELALiOV “VIUNG KL TTE-
06vNg). O povémovg otov omoto oL dUo ®vy-
UES HOL TTEQOVES RATAMYOUV O€ €vav AxQO
6O ®ow 0 ITOVS OTOV OTOLO TAQATNEOUVTAL
OU0 dnpol TAdeg ®at OVO OUYYWVEVOLUOL HATM
arpa o ool dlvouv TV eVTUIMOYN 0VQAS
1 BVvoc. "Exovv datummBel ratd noupovg oud-
OoPES TAELVOUNOELS TS POQUTNTAS TOU OUV-
0pGUOoV MOTA00 1 EMAKEATOVOO PAIVETOL OTL
elvar avty tov Stocker naw Heifetz 4 oty
omota draxgivovtar 7 OLoxQLTES ROt YOQlES
oUTOU OTTMS POIVETAL ®aL OTY (pryovpa 1.
"Eva onuovtivg xoQoxTnoLotiid Tov ouveQo-
wov eiva 1 dralotmon ™g oTEoPg ®atd 180
WOlRES ™S POEAS TMV RATM AXEMV (UnoLaiov,
AVIUNG, TTEQOVNG ROl AXQOV TTOdA) O€ GUYXQL-
01] UE TOVUS PUOLOAOYLROVS VOQMTOUG.

2T OVVTQLITTLXY TTAELOYN L TWV TEQLTTHDOE-

wv to. Eupova meBaivouy evoounteimg, moTto-
00 600 QTG QUTA YEVVAIVTOL COVTOVA deV €L~
Buyvovv mEQOY TV TEWOTWV MEWV UETA T
vévvnon. Qotéco ot deBvy Pipfioyoapio
TEQLYQAPOVTOL HOL OTTAVLIES TTEQUITWOELS ETTL-
Blowong uéyor zar v €gnpn Twn ue aviutgo-
onmevTXég avtég twv Millagros Cerron (Eux.
3) nou Tiffany Yorks (Ewx. 4).

LUVUTAQYOVOES UVOUAAES

[Mépa amd T SlauaQTieg TV RATW ARQWYV
TOQOTNOOVUVTAL  CUUTAQOUCQTOVOES  OUYYE-
velg dvomhaoleg TOU  OVEOYEVVOTTOTLROU
(OAEC OL ROTOYEYQOOUUEVES TEQUITWOELS TTOL-
QOVOLATOVV RATOLOV PaBrov ve@QLXN 1| ovEN-
Bow} dvomhaola) %ol TOU YaoTEEVTEQLHOU
ovotjuotog (aronoto 0pBov, vromhaoio ma-

Euwova 2. Axtivoypagia tov idiov gufovov otnv omoia
ameoviCetar n mapovoia dvo unotaiwy, 00 xvnuwmv
xat dUo dxpwv T0dwv. XapaxtnoLotixy eival 1 0t0oQn
Tov de§tov unotaiov xatd 180 uoipe.
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[TepyLohayTng »oL ovv.

Euwxova 3,4. Aptotepd mapovordletan n wepimtwon g Millagros Cerron motv v eXEULAON ATORATAOTAONS TWV K-

T drpwv nat deid 1 wepimrwon g Tifanny Yorks oty xaw UETA T XELOOVQYIXY] ATOXATACTTAON TWV XATW AHOWV.

YEOC EVIEQOV, MOL OVOAOTQOPY] OTAGYVOV).
2Zvyrerouéva €yel mopatnenel ot rvdmolog
HOQPY|S EXTOTTOS VEPELXROS LOTOGS TAQOVOLALE-
TOL 0TV TUEAO TWV TROOPEPLANUEVOV ATOUWY,
1OTOOEVIOVTAS RATOLOS NORPNS dtaToQo
OTNV AVAIITUET TOU UETAVEPOLROU LOTOV >,

Ou dwotapay€c oto ueyaha ayyeio tov eu-
Bovov mapatmpolvvior o mocootd Tou Ee-
eEvoly 10 80% ue YOQOATNOLOTLRATEQN TV
TOLQOVOLL LOVIIQOUS OUPOMHNG CLOTNOLOLS, KO-
B nou ™V WTAAOTOL ONUAVTIXMWV 0LOTNOLDV
IOV EXPUOVTOL OITO TV ROLAMOAKY] 0LOQTH %O OL
OTO(ES QUUATWVOUV TOOO TOUS VEQPQEOUS, 600
%o TO €vTEQO (AemTd o maryv) 78,

"ExeL emiong mopatnonOel dvoyeveoia 1 aye-
VEO(OL TV 00QUOTEQWYV UOLQMYV, RAOWS %o
TWV 00THV TOV amaTiCovy Ty o . Zma-
VIOTEQX TTOQUTNEOUVTAL OLOUOQTIES Rl ATd
dMo cvoTirota 6TTmg TO VATTVEVOTLRO (VITO-
mhoolo wvevpova) to rapdioyyelond (uetd-
Beon peydhwv ayyeiov zar dvomhaolo ov-
TOV) 7.

IHaBoyevetinol unyoaviopoi

Ocwolo ™ms ayyetoxs vmoxAomis (vascular steal)
H Bewoia avt paociCetar oty amoxhivovoo
o6 T0 PUOLOAOYHG CULUATMON TOU OVQOLIOV
TUWUOTOS TOU OVOQMTLVOU OMUATOS OTOL EU-

Bova ta omoia waoyovv artd to ovvdpouo b
Katd ™ Bempia avty dwatvmavetal 1 vdOe-
O1] TG VITOXAOTING TS CULUOLTLXIS QOGS Atd TO
OVQOO TUNUOL TTOOS TOV TAAXOUVTIO 1) OTOiaL
teMrd odnyel ot eyratdotoon ocvuperog.
Q¢ altio TS TS OVAOTQOPNS TNG CLUATIXNG
001¢ Bewpeltan M VITOEEN LOVHOOUS OUpOAL-
NG 0OTNEIOC. 21N PLYoUa 2 aVOITOQLOTATOL
oynuotrd 1 Bewpio avt). [Hapdha avtd dev
ExeL TEXUNOLWOEL andua o€ TELQOUATIRG ETTi-
ed0 %l EMOUEVIS eV Umopel vo eEnynoeL
oTt6é UéVY TS TO OUVOQOUO.

Elattouatixny fraoctoyéveon

H Bewoia avt| mpwtodiotummdnxre ®otd To
190 awwva, Stav mopatnendnxe Ot tar €u-
Bova ta omoia Emacyav amd oelnvoueiia ei-
YOV SLATOQOYUEVY] OVATTUEN TV OVQOIMYV
OWULTWV 1 OO0l TTEOYLALTOTTOLE(TOL ROTA TNV
3n ePdoudda g ximongt. Apydtepa oL
Duhamel xow ovvepydrteg meQléypopav To
ouvopouo g ovpaiog molvdedounong + 19,
Eilvaw yvoot6 6t ou omdvduior ratd T duadi-
®naolo ™S YooTodlmong VIoreEWVTOL OF Ui
OELRd YEYOVOTMV T OmoloL TeAMRA 00N yovV
ot MUOVEYIC TMV AXQEMV ROL THG OTTOVOUAL-
wg onjine. Katd ta tehevtaio otdadio ovtig
™g dradwraotag To ovpalo Tuuo ™S TEWTO-
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Type I Typell | Typelll

Type VI Type VII

Airoug 1) ouppelria

Movoémoug Anoug 1} oelpnvopelia

Dryovpa 1. TaSwvounon s oeionvouelrias xard Stocker & Heifetz. (Garrido-Allepuz C, Haro E, Gonzalez-Lamuno

D, Martinez-Frias ML, Bertocchini F, Ros MA. A clinical and experimental overview of sirenomelia: insight into the
mechanisms of congenital limb malformations. Dis Model Mech 2011;4:289-99).

yovng towviag (primitive streak) oymuoariCeu
™mv ovpaio exprdommon (rvptopa). Avté
OTTOTEAE(TOL RVQIMG TG UECEYYVUO TO OO0
emralimteton and eEmdepua. Me v vmo-
OTEOMY TS OVEALAS EXPAAOTNONG TOL VITOAE(-
wota TS 0QYEYOVNS YOEOMS VTOOTOEPOUV
TEOg ™V xothoxy empdvela. ‘Ol avty n
OLadraoio TEMRA RATOAMYEL OTO OYNUOTIOUG
™G ®othaxig eEmdeouaTinis yoouuis (ven-
tral ectoderma ridge) amé v omolo TeMnd
0o oynuatotovv Ta ®ATw ArEa. ZTN Ao
™G YOOTOLOIMONS PaiveTOL OTL TAQATNQOUV-
TaL OLoTaEa €S avTic TS ahhnhovyiog yeyo-
VOTOV 0dNYOVTAS TEMRA OTO OYNUATIOUS dLd-
POPMV CUVOQOUMV UETAED TV OTTOLWV EVIAO-
OETOL %O 1) OELENVoueELio 112,

TI'evetinoi xou wepifarlovrirol unyaviouor

Agv vdyovv oapeic yevetnol mpodiadeot-
%Ol TAQAYOVTES YLl TNV OVATTUEY TV dv-
OTTAOOLOV TOU OVQOLOV TUHUOTOS TOU avOQM-
VOV OOUOTOS ue €Ealpeon 1o OUVOQOUO
Currarino 0T0 07TO(0 TORATNEOUVTOL VMU
Meg otV OovATTUEN TOou LEEOY 00TOU, TV
00TAV TNS TVEAOV ROl ATENOIOL TOV 0000V 1314,
To ouvdpouo avtd paivetal Tl oyetiCeTol pe
ueTaAldEels tov yovidiov HLBX9B. Ztnv

TAELOYN QIO TOV TEQUTTOOEMV VITAQYEL 1) Oe-
WENON TS AUTOOMWHXOU TUTOV UETAMAENS
0€ OVVOVOOUO UE RATOLO AYVMOTO TTEQLROA-
AoVTLKG TapdyovTa ®oBwg dev €xouv maaTy-
ondel owroyevovg timov meputtwoels. H te-
Aevtala avti wotéoo drautiotwon Bo uroeov-
O€ VO, OQPETAETOL OTNV AVETTOQUY] OVAPOQA TV
TEQLOTATIRWV O€ TYROOWO emtimedo. Edv ud-
Moto. ovumepdvouue STl TaL oUVOQOUd TTOU
aoQTICOVY TV owoYEveLn TS ovpaiag dvo-
yveveotag eivon ovyyevr| Bo. wtopovoaue (0mg
va wooadeyfolue O HATOLES TEQLITWOELS
™V owoyevy ratafohi g vooou 16. Ta te-
Aevtalo pahota xoovia €xel ratofAndel n
TEOOTADELD. OVUTA TOL CUVOQOUNL VO AVTLUETM-
TOTOUV ™G EVIALIOL OVIOTNTA VTG TOV 0QLOUS
VACTERL (Vertebral abnormalities, Anal
atresia, Cardiovascular abnormalities, Tra-
cheoesophageal fistula, Renal and /or radial
anomalies, Limb defects) 7.

Q¢ mBbavol meoparloviinol  TOQAYOVTES
WOTA00 €Youv evoyomowBel To QETLVOIRG O
%ot ToL foo€a UETOMAOL LE TNV TTEWTY VO €XEL
nom emPeformwbel oe mepapaTind poveéra 8.
Zvuyrexouuéva €yel mopatnon0el og yovidia-
%A ueTaAlayuéva elpauaTind HovtEAa OTL 1)
VITEQERPOOON TV VITOO0YEWV TOV QETLVOIROV
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A Duoichoyixs Eufpus Epfpuo pe onprvopciia

Duyovpa 2. A) IopotnoeiTal ovyxoumxd 1 OnuUavILXd
QAVATEQN EXPUON THG UOVIIOOUS OUPAMXIG AOTHOLOS OTAL
gufova ue oelpnvoueria xabws xoL 1 vIOTAdCIQ TOU
HATWOTEQOV TUNUATOS TG CLOOTHGS, CUUTEQLAQUBAVOUEVDY
TV Aayoviwv aptotdv. B) Zynuatixd eyrdooieg TOUES
QUOLOAOYIXWV EUPQUWV 2w EUPOUMV ue OELONVOUELLL
(Ao oQTH, IPAO AVORVOTOUEVA XOTHOTEQN TUNUATA TG
aoptis, UA ougpalixn aptnoia, SUA povijong oupaiixny
aotoia, VA Aexibinn] apmoia. (Garrido-Allepuz C,
Haro E, Gonzalez-Lamuno D, Martinez-Frias ML,
Bertocchini F, Ros MA. A clinical and experimental
overview of sirenomelia: insight into the mechanisms of
congenital limb malformations. Dis Model Mech
2011;4:289-99).

0E£0¢ 0T0 OVEAO TURUOL TOV EUPEVIROV OWUOL-
TOC QVEAVEL OTOV TOQATNEETOL ArodOuNom
tov evlipov Cyp26al n omota emdyel v av-
Enom g dpdong Touv peTvoirov 0g€og Y. Av-
Tiotouya €xel mopotnENOel 6Tl oL ueETOAAEELS
ota yovidio Cdx2 xou Por ta omota puBuiCovv
™mv mapaynyr] tov Cyp26al odnyoivv otv
OVAITTUEN TOU oVVOEOUOL 2. AVTIOTOLYES TTEL-
oapatinés ueléteg €xovv amodelEel GtL N ow-
Enuévn xooynon etvoixol 05edg odnyouv
OtV OVATTTUEN SLOUOQTLOV TOV RATW GXQMV
UETOEY TV OTOlmV ®oL ogLEnvoueiio .
Ipoyevvnruxy dudyvwon

[TepyLohayTng »oL ovv.

H mpoyevvnuny Oudyvomon touv ovvopduou
paivetalr 0Tl amotehel TEORANON YL TOVG
€EELOLEVUEVOUS LATEOUS O QWTO TOV TOUEQ.
H ovppeiio vow  oglonvoueiion ovyvd eivan
OUorohO Vo dLayvmOoTOvV UETA TO TEQUS TOV
TEWTOV Mooy TS ®UNOoNS ®aBMOS 1) TO OALyo-
dpduvio/avudduvio xoBLotd OUOXOAN TNV
eE€TaoN TV RATO ArQMV 22, Zuyvd AOUTGV TO
UOvo €VONUOL OTLS TTEQLITTWOELS AUTES (VoL 1M
oveVEEDT TG CUVVTTAQYOVOOS dLAUAQTIOS TOV
OVQOYEVVNTIXOU OVOTHUOTOS. ZTLS TTEQUTTM-
oglg Omov M xoEdoxy Asrtovpyion Tov eu-
Bovov elvor amovoo M TEQALTEQM VITEQN)O-
voapury Olepevvnon dev xplvetal oxdmun
%Ol ATTOPACICETOL O TEQUATIOUOS TG EYHVUO-
ouvng 2. Q01600 OTIC TEQUTTMWOELS OOV TO
upouo elvar oxopa v Tmj wropouvv va xon-
owportomBovv dudgpopeg uéBodot ywow ™ die-
oevvnon g mafoloylog Tov, OTmWg 1 aUvL-
0€yyvomn vypov (amnioinfusion) »ow 1 droxroA-
ey vreonyoyooapia. H mowwn dudyvmon
Tov OoVVOEOWoU elvor ety (UEXOL oL TO
TEWTO ULOV TOV JEVTEQOV TOLWVOU TNS ®UN-
ong). Exl applimhevong vepowig ayeveoiog,
OVOUOMOV TOV RATO ARQMV %OL UOVI|QOVS
oupairig apmoiag tiBeton  mbavy vroyia
TOV OVVOPASUOU 22,

Xvpnéouopa

H oeipnvouehio eivon €va omdvio ouvopouo
to omoio o€ mooootd 1.1 pe 4.2 ava 100.000
vevvioels. O axoifrig maboyeveTindg unyove-
ouog tov Oev €yel eEanopmbel, mMOTG00 ™S
mBavol TeQBAMMOVTLROL OULTLOAOYLROL TTOLOAL-
yovteg €xovv evoyomom el ta fapéa uétalla
%Ol TO QETVOIXG OEV, evd) mapdhnho dev
OTTOXAE(ETOL HOL 1] EUTAORY TNG OLXOYEVOUS
mpodudBeonc. H didyvwon tov mooyuatomot-
elTaL pue To VITEENYXOYQAPNUO. OTO OTOl0 TTaL-
QOTNEOVVTOL TOOO EUUECH OTOLYELOL OTTWS TO
TTOAVVOQAUVLO KO OL AVOUAAIES TOU OVQOTTOL-
NTHOV, 600 RAL AUECH OTTMS 1) TALEOVOTA Ue-
Bodvng uetakv twv xdtm drpmv. Ot mbove-
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™teg emBimong eival ToAU YounAég rabwg to
TEQLOOOTEQO. VEOYVA meDaivouy dueoo netd
TOV TOXETO UE UOVO 3 HOTAYEYQOUUEVES TTEQL-
TTOOoELS COVTOV avOodTmy.

Sirenomelia

Pergialiotis V., Christakis D., Koutroumpa I.,
Papazefkos V., Antsaklis A.

1st Dpt. of Obstetrics and Gynecology, Athens University,
Medical School. Alexandra Hospital. Director, Professor
Antsaklis Aristides.

Correspondence: Pergialiotis Vassilios
Danaidon 6 str XALANDRI, ATHENS
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Email: pergialiotis@hotmail.com

Summary

The purpose of this article is to present a case
with sirenomelia addressed recently by our
clinic. Serinomelia is a rare malformation
characterized by varying degrees of fusion of
the lower limbs (symmelia). Three theories
have been proposed that lead to the forma-
tion of the syndrome, the vascular steal hy-
pothesis, the reduced blastogenesis and an as-
sociation between genes and environmental
factors. Three types of the syndrome are de-
scribed. These are the dipous (symmelia), the
monipous and apous (seirinomelia) depend-
ing on the presence or not of the distal foot.
Apart from the defects of the lower extremi-
ties, other concomitant congenital malforma-
tions are also present such as those complicat-
ing the urogenital tract, the gastrointestinal
system, the cardiovascular system, and agene-
sis of the lumbosacral spine. The resulting
oligohydramnios makes it difficult to investi-
gate the syndrome after the 16th-18th week of
pregnancy. However, the presence of bilateral
renal agenesis, single umbilical artery and

malformation of the lower limbs during early
sonographic evaluation raises the suspicion of
the syndrome.

Key words: sirenomelia, lower extremities, oligohydramnios
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H ovupoin tnc nayvnrixig
TONOYQUPLAS EYHEPAAOV

011 oLy eioLomn oofagrs
avaLiiog Tov upovov
OV UVTLUETOTLOTNRE UE
EVOOLLN TOLES UETAYYIOELS
aipLaTog

ITegidnyn

H apoivtixn vooog eupovov/veoyvov (Hemolytic Disease of Fe-
tus/Newborn - HDFN) og arxotéheopo tng Rhesus gvaroOnro-
moinong, eEarolovdel va amotelel faond maQAyOvVTO TEQLYEV-
VITIRNS vVOONEoTNTaS %ol Ovnowudtnras. Ymeonyoyoo@ind €v-
ofjuata gofaens alpoAvTinig vooov Tov eupfouov axoteLOVV 0
enPouindg VOQOTAS AL dALC EVENNOTH TOV TYETICOVTOL UE EN-
Bovixny avapio. H extipnon tng péyotng ovotolxg tayvtn-
tag 0o1jg T Méong Eyregpainng Agtnoiag (MCA-PSV) pe
xonon tng Doppler vregnyoyoapiag, £xel yonotpomoin0et exte-
VOGS Yo TN SLdyveoon tng euPouirng avaiuiog, aAAd ®ou Yo T
dnuovgyio yoovodiaypdupatos tng Begamevtinig evoountolag
evdayyelaxng petdyywons aipatog (Intrauterine Intravascular
Transfusion, IIVTs). H axopric = €yxaign OSudyveoon tng
HDFN, axolovBovuevn axo IIVT purogel va pelridoet 1j/xon va,
Oegamevoel TV avalpnio Tov gufovov, xaL Mg €% TOVTOV VO, AITO-
TEEYPEL TOV EVOOUIITELO BAVaTO 1) TNV ERPAVIOT AUECWOV 1] AROTE-
00V vevgoloyrdv emmhorodv. H poayvntixn topoygogio eu-
povov (fetal MRI, fMRI) Ady® Tng vyniiis avtifeong Tov poia-
ROV LOTOV ROL TNG OYETRNIG OOQAAELOS TNG, £XEL TAEOV YIVEL
amodent) 0g ovuminoopativy néBodog  meoyevviTivig Oud-
YVOONG, WOLOITEQD XONOLUT] TNV OVAYVOELOT TaOoAoyR®V €v-
oNuaTov gtov eyrEparo Tov eupovov. Illagovoraiovue meginTo-
o1 ooPagijs avaipiog eupovov, ov dieyvoadn tny 21nefooudda
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NG XUNOG XUl UVTIUETOTIGTIRE LRAVOTTOLTLRA
ue ogpd petayyioeov oto €upovo (ovvohlrd 6
IIVTs), #ou #ado megryevvnTino amwotédeono. Ka-
1d TV 341 efdondda ®Unong meaypotoTouOnre
fMRI yio Tnv extipnon Tvyov tadoroyindv vomn-
paTmv Tov euPouinoy eyre@dlov wg ATOTELECUA
¢ oofapiis avapiog/vroEmpiag moLv TNV €vag-
En Tov peroyyioeov, evo o efoondda agyotega
vrjege avtopatn EvaeEn ToxreTov ot yevviiOnure
vytég veoyvo. Emyelgeitan exiong pa gvvroun
avaoronnon s Pipioyoagiog eotiaiovrag otn
Bo1iBera wov pmogpet va mooogeger 1 MRI oty
TEOYEVVIITIXT] OLdyvmon Tadoloytrdv %aTaoTd-
OEOV TOV £YREPALOV enPovoveneito arxo cofaon
Rhesus gvargOnromoinon.

A€Eelg - whewWdud: aupolvtvy vooog  euPeUov/veoyvou,
Doppler péong eyregaimiic agmotag, eufouixy avaiuio,
euPouinde ¥dpmmag, evdoujtola evoaryyelomy HETAyyLon al-
noatog, uoayvnury touoyoogia, Rhesus gvouoBnromoinon

Ewayoyn

H owpohvtny véoog egupovov/veoyvot (He-
molytic Disease of Fetus/Newborn - HDFN)
opeileTon ratd ®vpLo Adyo oty Rhesus aovu-
Patotnta puetalV untépag xou euporvov xow
amoTeAEl ARG TOOAYOVTOL TTEQLYEVVNTIXIG
vooneomtag ®ow Ovnoudmrog. 2T TeEQLo0o-
TEQEC TEQUTTWOELS TTQORELTOL YLOL OLOVUPATOTN-
TOL TOV Apod. oto. avityova D tov ovotjua-
t0g Rhesus — av »naw omavidtepa aviryova non
dMwv ocvomudrtwv (Kell, Duffy, Kidd, MNSs)
UWITOQOVY VO TTOOXRAALECOUV oty VOoo
eupovov/veoyvov. H  emumuvduvomta g
HDFN mowil\er 1600 og fogumra xar 600
%O 08 OLARELA XOOWS UTOREL VOL 0dNYNOEL OF
QUENUEVY ROQOLAXY] TTALQOY RO VO TTQOXOAE-
O€L VIO LOTAV, YOAOXTIXY 0EEWON, EUPOUi-
%0 VOpmma raw tTeMxd evdounitolo Bdvaro. O
EMITOAAOUSS TS VOoOU ovjuepa elvon 1-6 me-
owttwoelg avd 1000 yevvioeic . H omaviot-
T AAAGL %O 1) OOPAEGTNTO CUTS TNS ROTAOT-
oNg OWOLOAOYEL TV TTOQOITOUTY] TG €YRVOU

ZNQAxNg “oL CLV.

YLOL OLVTLULETMITLON RO YEVETIRY OUUPOVAEVTIRY]
oe Movada Eupovountournic latowxns.

2oy VTEQNXOYQUPLRA €VERUATO  COPANS
OLUOAVTIXG VOOOU TOU gUPEUOV QUTOTEAOUV O
euPoLirdg VOPMITOS ®oL AL EVERUATO TTOV
oyetiCovral pe epuPfoviry avoupio. O gupoui-
210G VOQMITAS TOQOVOLALETOL UE ELROVAL YEVL-
HEVUEVOU 0IONUATOS V(L OAQRCL, OLORITY), TTEQL-
1aEOLOKY]  %OL  TAEVQLTLXY] OUALOYNH  VYQOU,
nroropeyolio row omAnvoueyoahio’. H extiun-
01 TNG UEYLOTNG OVOTOMXNG TayUTNTOS TS ME-
ong Eyrepoahnng Agmolog (MCA-PSV) ue
™ xoMon mg Doppler vepnyoyoapiag, €xet
YONOLWOTONOEL EXTEVHS YLOL T OLAYVWOON TNG
eupouirng avorutag, ald xot yuo T OMULovQ-
yia Y 0ovodLoyQAUUOTOS TG BEQaTEVTIRNG EV-
dounToLag VO YELORNG UETAYYLONS OLLUOLTOS
(Intrauterine  Intravascular ~ Transfusion
(ITVTs)*. H oxopng xaw €yrougn dudyvoon
™c HDFN, axohovBotuevn and IIVT umopet
va Beltinoel /xon vo BeposteioeL TV avoupio
TOU EUPEVOV, KoL O EX TOUTOV VO, ATTOTQEYEL
Tov evdoujtolo Bdvato v ™V gupavion que-
OV 1] OTTWOTEQWY VEVQOAOYIRMV ETULTTAORMV.
Av nar 1 vYmMAMg gVxEIVELOS VITEQNYOYQOpICL,
TOQEYEL TNV TOWTY OUTELXOVIOTIXY] TTANQOOQIL
™S ®OTAOTOONS TOV eUPEVOV, 1) TEM®Y] OLdyvo-
on evOEYOUEVIS VaL YOELALETOL TTEQUUTEQM OlE-
oevvnon. Ta televtaio xodvia, M xOoN ™S
Maywmuxig Topoyoagpiog eupovov (fetal
MRI, fMRI) %ediCel ovveymg €0apog mg wio
oxoPg »ou Aertropueons uéBodog amewrovioe-
WS TOU gUPEUOV OTO TACLIOLO TOU TTQOYEVVITL-
%00 eAéyyov. H fMRI — Wiaitepa Tov eynepd-
AoV - AOYm ™S VYMAM|S avtiBeong Twv Hohomav
LOTAOV %ROL TNG OYETNS COPAAELOS TNG, EXEL
TAEOV YiveL ATOOEXT] G WOL CUUTANQMUOTIAN
TEYVWMY OTO TTEDIO TG TEOYEVVNTIRIS OLdyv-
one. Amotehel yorjowo egyarelo 1600 oty di-
EURQIVION-aVAAVOT QUPLBOAWY VITEQNXOYOOLPL-
1OV EVENUATWV GO0 ROL 0T OLAYVWOY| TTOWXE-
AV TABOAOY LRV HOTOOTACEWY TOV EUPouov.
IMapovowalovpe meQimTmOn COPAENS OVOLL-
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utag euPovov, mou dieyvwodn v 21nePdo-
WAdQ TN ®UNONS KOL AVTLUETMIIOTNRE UE OEL-
oduetayyloewv oto €ufovo (ouvvolxd 6
IIVTs). H avupetdmon g mepintmong eu-
Bovinic avaiuiog Tov ToQoVoLdtovue oV ®o
Nrav  eEowpetind  OUOXOAN  avtomoxQiOnxe
LROVOTTOMNTIRG UE ROAG TTEQLYEVVITIXG OLTTOTE-
Aeopo. Emuyelpeltan emiong wa ovvroun ava-
oromon ™mg Pployoagiog eotidoviag oty
BorBera mov umopel va mpoopéper 1 fMRI
OTNV TTQOYEVVNTLXY EXTIUNON TOU EYREPAAOV
ToU euPEUov petd amd cofan avoluion opeL-
Aouevn og Rhesus evowoBnromoinon.

Iegurygagn meginTtmong

Ze €ynvo yuvairo 34 etov, TEUTTOTORO, Q-
v oty tapovota tapdyovro Rhesus, pe
LOTOQOLXG TTEONYOUUEVNS OLOXOTS ®UNONC OLE-
YVOOONoOV 0 VITEQNYOYQAPWO EAEYXO TNV
211 gfdopada »imong Ta €ENg mabBohoynd gv-
ofuata: coPapds euPounds  Vdpwmog (e
OQOR(TY), UEYAAY TTEQLROAQOLONY] KO TTAEVOLTLXY
ovMoyn), moludpduvio, cofay] %aEOLMN
OLATOoN UE AVETAQHRELD ROATOROLMOXWV POh-
Bidwv, avEnuévn avyeviry TTuxn, UELWUEVN
AVITLROTNTO EUPOVOV RO TTETOYVOUEVOS TTACL-
rovvtag (Ewdva 1). H iy g MCA-PSV

Euwxova 1. [1aBoioyixd vreponyoyoagixd evofuata xatd v 21n efdoudda xunong, evOoeixtixnd oofaons eupout-

S avouuiog.
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Euwxova 2. Doppler e§€taon g UEONG EYREPOALXIGS AO-
molag. () mowv v 1n evéountoto evOoxaodLox Ue-
wdyyton myv 21n gfdoudda xinons (MCA-PSV 44.25
cmy/sec). (B) 2.5 woes uetd mv mpwtn evéoraodiaxy
uetayywon aiuoros (MCA-PSV 30.62 cm/sec).

Nrav avEnuévn (44.25 cm/sec) nan vedeirvue
eupouny avowpio (Ewdéva 2a). O tithog g
gupueong Coombs frav woll vymidg (1:4096).
Tnv 17n efdoudda g ®imong elye moayuato-
o 0el auUVIOTAQAREVTNON AOY® CUTHUOTOS
™G UNTEQAS KA O EUPOVIHOS RAQVATVITOS HTOV
puotohoyrog Onhemg (46XX). O oporoywrdg
Eheyyog Yoo OUPLAY, TOESGTAQOUO, €QUOQA, |iE-
yaroxuttaold, €omnToid 1 xou 2 »ow [agPoid
B19 dev vmedeinvuay mpdopatn AoTUmEY.

Amopaolot®e 1 OVTLUETMOTLON TS EUPOUVIRNAG
ovouiag Ue eVOOUNTOLES UETAYYIOELS OllUOL-

ENpAxrNg ®aL ovv.

t0c. "Eywav €& IIVTs ocvvolxd. H moo
moaywotoronOnxe evdoradond AOyw g
oA ®QIoLUNG ROTAOTAONS TOV ufeuov (gu-
Bovixy awpooparpivn 1.6gr/dl), evedd modAin-
Ao apo€dnrav cuvolxd 13 x.ex meQLraQ-
dLarov zat whevpttrov vypov. H xwuttapoue-
tolon poNg emPePalmwoe v euPovivy mEo-
€hevon tov deiyparoc. O apBuds twv AEK,
AEVRAOV AULUOOPOLQIWY AL OULUOTTETAAIWY TOV
EVIOC TV QUOLOAOYHMV 0QIWV OTO QOYLRA
Aaupoavouevo detyua atuotog tov eufovov. H
MCA-PSV 2.5 0)peg UeTd TV HETAYYLON TV
30,62 cm/sec (Ewdva 2f), n 0o tov alnatog
OtV OUPOA®Y] aETElCL NTAV QUOLOAOYLRY.
Ahheg mévte IIVTs €ywvav péow opgpaiidora-
QAXEVTNONG VIO VITEQNYOYQAPLXY] RABOO Y-
on neTagy 22ncxon 33ng efdondda »imone. H
oy mov axorovdOnre otg IIVTs rav va
dobel €va Mool alpotog (oo we tov eufuo-
TAOXROVVTLOXO GY®O, OTImS VITOAOYICETOL OUp-
POV UE PLPAoOYQaprEs avagpoEs’, xmwlc
va mpoxAnBet foadurapdio. Zuvolnd petoy-
yiomzav 290 mL aipatog pe ™ nopey ovumv-
AVOUEVOV €QUOQMV ALUOCPALQIMV TG UNTE-
oac. H moodtta tov auviarot vypov opcho-
momnre €merta amd ™ 2n VT v 22y
epdoudada ximong. O aonitg, 1 TEQROQEOLO-
%] ®ou 1 velwrotvy] ovALOYN dEyLoav va
VITOYMWQEOUV KOl OUTORATOOTAONKRAV UETA TNV
3n IIVT v 25mepdoudada g vuimons. Metd
™mv 31 petdyylon magotennre €va uxeo
VITOXAYLO audTmua oto deELe AofS Tov Mrta-
TOG, TO OMOL0 VITOXWENOE EMELTOL ATO OERA
nuéoeg. Aev mapatney|nxre euPoviny Poadv-
©r0dlar oUte aupogEayia, eved 1 ueimon g
MCA-PSV frav epugpavig €metta amd rdade
IIVT (Ewdva 3). Katd myv 34n efdoudda
ninong mooaypoaroroninxre fMRI yia v
EXTIUNON TUYGV TOBOAOYLROV EVEONUATMV TOV
EUPOUIROV EYREPALOV G ETUTAORMDV TNG OO-
Baorc eupouvric avaipiog/vmoEouiog Tov
eupovov o ™V €VOEEN TV uetayyioemv
%ot 0ev avayvmplotxrav mtaBohoyurd evon-
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Ewova 3. Doppler eEraon e uéong eyrepalixis ao-
moliag. Zradiaxy ueiwon ms MCA-PSV reita oamo
®xdbOe evOOUNTOLOL EVOQYYELOXY UETAYYLON CQIUATOS.

wota. Tnv 351 efdoudda »imong vmjee av-
TOUOTY €VAQEN TORETOU %Al YEVVIONRE VYLES
®nopitot, fapovg 2500y0, ue vahd Apgar score
010 10 ®ow 50 Lemtd. AEV YOELAOTNRE ELOAYM-
v § voonieia oty MEGON petd v ayni
EXTIUNOY TS RATAOTAONS TOV VEOYVOU.

Lvgntnon

H owoltny vioog  euPoiov/veoyvou
(HDFN) w¢ amotéheopa SLOUTAOXOUVTLORNG
UETOPOQAS UNTOLRMV OVTLOWUATMY RATC TWV
eupovinayv eouBpwv awpwooparptwv (Rhesus
gvononromoinon) amotehel Paoird mapdyov-
TOL TTEQLYEVVNTIXNS VOONQOTNTOS %ol Ovnouo-
™MTOG, TOQA TNV TEOPUAOXTIXY YOOWYNOM
veQEAvoons avti-D y-opoupivng o Oleg Tig

RhD-apvnmnég eynvovg (aveEdomra amd to
RhD otvomuoa tov epfpvov) ot didorea tg
rimong (1). Av xouw y oopapy] HDFN ogeihe-
TaL ®aTd ®VpLo Adyo oty Rhesus aovpfotdm-
T UETOEY untépag %ot euPouov/veoyvou,
WOTA00 %ol avityéva GAOV  CuoTHUATOV
(Kell, Dufty, Kidd, MNSs) umopouv vo. amote-
Aéoouv  auttomafoloyrols TaQAYOVIES TG
vooov®. Zvupmva ue Puployoapirnd dedous-
VO, TOL CUYVOTEQO OTTALVTMUEVOL AVTLOWUOTO OF
gupoua/veoyva pe owpolutiry vooo eivor to
anti-D, anti-K »ou anti-C gve apretd omavio-
teQ0 €lvan T0 avtiowuo anti-E (ue ovyvémra:
1.1/100 mpooPePrjueva veoyvd)’. Eufouwxn
ovoupuio wroel emtong vo meorAnOel amd un
OVOOOTTOMTLXES RATOOTAOELS OTTWS 1 EUPOVO-
untowry awpopeayio (Fetomaternal Hemor-
rhage, FMH), n oudCuyog pecoyewonyj a-0a-
haoooawpia, N AolumEn (rvpilmg amd tov op-
foié B19), 1o ovvdpouo €upovo-eupouiniic
uetdyywong oe dtdvpo rimon rar 1 €oubpo-
Aevyouutad . H mpdyvmon g HDFN duopé-
Q€L ONUOVTIXA UETOED TV dLAPOQMV OULTLOAO-
YIRAOV OUAdMV %Ol RUUOIVETAL OO ROAY €x-
Boaon ue oxetnd yaunhd ®ivouvo yior parQo-
TEOOEoUES EMUTTOOELS (OTTMWS OTNV TEQITTOON)
™s holuwEng and IapPoid B19) uéyor copa-
0d TOBOLOYIHES HOTAOTAOELS TTOV OEV €lval
ovupPatéc ue ™ Cwn Y wov oyetiCovral pe av-
Enuéva mooooTd TEQLYEVVNTIXNG VOONQOTY-
Tag ®al Bvnoudtrag rar avEnuEvn move-
™NTA GOPOQMV ATMTEQMV ETUTAORMV.

Kabwg 1 eupovinyg avoupior pmopel vo avo-
vy Oel otadland ®otd T OLAQHELD AOHETAIV
epdouddwv 1 amdtoua péoa o wa gfdouddo
- 0g¢ ovvOVaoUOS ue rovoviry | vymAy tun di-
ATVOEQUOQORVTTAOLRMDV OERTAOV avTiOTOLY L -
N €ynoun OLdyvmor RO OVILUETOTLON TG €i-
VoL amooltT) Yo TV ouoh] €xfaon g
winong xou ™V empPioon Tov TEoofePAnuE-
vou eufovov/veoyvov'>3. H aElohdynon twv
eupovmv ov Poioxrovion o€ ®ivduvo avasttu-

Enc uétorag M/zar coPapic avauiog PaciCe-
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TOL TOOO O€ EMEUPATIRES (AUVLOTAQOKREVTNON),
OUPOAMOOTOQOXEVTNON) OO0 ROL OF UN-ETEU-
Batrég ueBddovg (VITEENYOYQUPLRY| TOQOUXO-
AoV oY, TEOCGOLOPLOWAS TiTAOV €upeons un-
towng Coombs, Doppler vmeonyoyoaplia,
Moayvnuny Touoypagia). H apviomogoxéyv-
TNON TEOOPEQEL T dUVATOTNTA AELOAGYNONG
TOV EMITEdMV TG XOAEQUOQIVNS OTO aUVIaRS
VYQO EVM UE TNV OUPAMOOTAUQAREVTNON YiVE-
TaL AUECOS €LEYYOS OTO euPound afua'. e
OTL aod 0TS un-emeuPatinés dadraotes,
ot OElRd OItd VITEQNYOYQAPLROUS OE(nTES
€xyovv a&LoroynBet mg evdewTinol eufouinig
avoupiog (didtaon Nrorog/ominvog, didtaon
OUPOAMHRAOV PAERDV, TETAYVOUEVOS TAOKOUV-
Tag, VOEAUVLO, AoxriTNS VOEOBMEAKRAS, TEQL-
100X}  OVAAOYY]  UYQOU,  YEVIXEVUEVOS
VOpwm0g)3, aAAd TOOVA ROVEVOS 0TO AVTOUG
0e dvUvatal vo dLaxQIVEL PE OCOPRVELDL HaL
axpifera v vjmar amd ™ cofaoy Paduov
avoupia>17, EEalpeon (Omwg amoteletl M mo-
povaota euPouinov aoxitn, evonuo ovupatd
UE TEOYWOENUEVN VOOO ral cofay] avoiuio
(Hcet 15%, Hgb 5g/dL). H extiunon e MCA-
PSV, ue m xonon me Doppler vreponyoyoa-
plog, amotehel Tov mAéov afldmoto deinty
Oyl Uovo yua Ty TESPAEYM ™S PaitnTog
™S avouiog Tov eufoiov, aAAd %o YLt TOV
©000oLoUS ™G EVOEDELYUEVIC YOOVIXNG OTLY-
UG YLOL TNV OVTLUETMOITLON NG, RAOBMS RO yLo
TO XQOVIXO TAGVO ETAVEXTIUNONS TNS. ZTNV
TEQIMTWON TOV TEQLYQAPOVUE T VITEQN)O-
yoaurd gvofuota Tov odfynoav oty Oud-
yvoon g oofoapnc avalulag tov gupfoiov
Nrav: ooPadg BdpmTaAC, AoxriTNS, UEYAAN TTE-
owadlar rat vreCmroTvy ovAloyn, TOAV-
dpduvio, cofaon raEdiaxry didtaon ue ove-
TTAOUELOL ROATTOROLMARWDV ParPidwvV, avENUE-
v owyeviry vy, avEnuévny MCA-PSV xou
memayvouévog mharovvrog. Kabwg n opugoit-
domapaxrévimon emPePaimos ™ didyvwon
™G COoPaENg avoupiag Tov uPEUov Ue xoun-
M Tt Hb (1.6gr/dl) €ywe mpoomdBeio avti-

ZNQAxNg “oL CLV.

UETAOTLONG OUTHS TS RATAOTAONS UE EvOOUN-
TOLES UETAYYlOELS OTO €uPouvo uetay 21Ing
zo 33n¢ efdonddag »imong.

H MCA-PSV gaivetor ovviBmg va emavép-
YETAL EVTOS PUOLOAOY RV 0QIWV AUeCO UeTd
™V 06EBmWoN ™S avapuiog amd ™V TEW 1
omd 1 axorovBeg IIVTs!® - dmmg anopug
ouvVvEPN oty mepimTmon mov dnuootevovue. H
ouaromomon ™g MCA-PSV miotevetor ot
opeileTon otV AENON TOV ®OEOLOKOU UETO-
POQTIOV WS ATOTELEOUA TNG OENONS TOV LEM-
dovg xow ™g Pertimong ™ 0EvySvmong tov
euPourov alporog’. Xy meQlimtwon pog, M
MCA-PSV mowv amdé Vv mewty UeTdyyLon
Nrav 49.0cm/sec (wavo omd 1.5 MoM yuo v
OUYXREXQUUEVT] MAior ®Unong), ue UV
ueimon ™mg MCA-PSV peta ané nabe IIVT.
IMpémer 0 va emonuavOel 1L ®aBMdg oL pe-
tonjoels g MCA-PSV yapaxtnoiCovron amd
oxetxn EMenpn axpifeloag ral emovainPLud-
™mTog  (TaEovoLdtoviog oNUavTiREég  dlanv-
UAVOELS), OL UETONOELS XOL TNV €QUNVELQ TNG
TEETEL Vo YIVETOL A0 EUTELQO LOTEO OTNV
eXTELEOT poUEVTIXG vrepnyoyoaplac’. H
entipmon g MCA-PSV ue m yoron Doppler
vIeEQNYOYopiag amotelel emiong YONOLWO
eQYOAelo TG00 Yoo TV TTOQOXOAOUONON TWV
eUPoimv petd amd UeTayylon oipnatog 600
%nOL YLOL TOV X0O0QLOUS TNG YOOVIXIS OTLYUNS
mov N emduevn IIVT Oa moarypoaromownOel.

H evdouitola evdaryyetoxy petayylon oiuo-
tog (IIVTs) oe €uPouva pe coPapr avoiuio
omotehel TV ®UoLoL Bepamevtiny apéupoon
OTIC EMUTAEYUEVEC HKUNOELS %OL OVIUTQOOM-
meveL €va amd To UEYUAUTEQX ETLTEVYUOTO
™G amoraloluevng «evdountolag Begameiog
oV guPoUou», ®oBMS CUVOEETOL UE TOL TTOOO-
otd emplwong mavw and 90% ywo €upova
7oV dev €x0ouV TEOAAPEL VO EUPAVICOVV YEVL-
xnevuévo otdnual?. Mdévo 1o 10% twv emi-
mheyuévav ruoemv Ba yoetaotet IIVT, evo
70 VTOAOLTo 90% umoQEl va €XEL LRAVOTTOLNTL-
%] ToparolovONon HEom TG EXTIUNONS TG
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MCA-PSV?. Méow ¢ mopaxorovnong av-
TS — AL EPOOOV eV eXOMADVETAL M| AVAY®T
yia eVOOUTOLOL UETAYYLON - ardur o Epuouva
ue oyxeTwmd cofapol Pabuov avarpion wroget
Vo ETPLOOOVY, EVH MO OELRA Al UEAETES
7oV €X0VV 0oYOMN Ol ue TnTuata oYETRA UE
™V VEVEOOVATTUELOKY TOVS €EEMEN nOTEAN-
Eav 010 ovuéQaona GTL 0 RIVOUVOG EYREPUAL-
wIS PAAPNS OV QVEAVETAL ONUAVTIRA?> .,

H Oegpamevtiny] avuluetdmon g avoupiog
TOU €UPEUoV OV OyeTICETAL UE TOQOVOTNL
VOpmmar eival dLapoeTvy, ®abmg 1 ®aEdLd
TOU €UPEUOV OF OWTEC TIS TEQLITMOELS OEV
uwoel va deyBel neydlec mooOTNTES PETOYYL-
Couevov aiparog. Alpotoxitg 25% petd v
UETAYYLON BemEElTOL OTOLYELO LXOVOTTOLNTIXNG
avuuetomoneg®. To mooootd emPloong Towv
euPovmv €merra amd IVTTs eivon meplmov
85%, nvpowvouevo and 75% oe TEQUITMOELS
ue maovoio VOpwmo ®otd TV EVaQEN g
Bepamelog €mg mavm omd 90% o€ mEQLTT®-
oglg amovotag tov?. Idavird, M uetdyylon
TEETEL VAL TTEONYEITOL TOV OTOOIOV TNG VITEQN-
YOYQOPHNG EXONAMONG TS avoupiag, ®abwg
to amotéleoua g IIVTs oto €uPovo elvoun
TOM) naAUTEQO av ypovird moonynOel tng
avamtuEng vdpmmas. Evalloaxtixéc Bepamei-
€c Ommg M TAOOUOPAipeon M N eVOOPAELaL
X001 YNOoN avoooopapivng oty untépa (in-
travenous immunoglobin therapy, IVIG) pe
OTOYO0 TNV EMTEVEN UNTOLXIS CLVOOOTTOLNTIXIG
TOOMOTOMONG - UOVES 1] OE OVVOVOOUO UE EV-
domeprtovainég petayyloslg peto&v lomg -
20mc efdonddag e ®UMoNg - €XOUV OVOLPEQ-
Bel Ta TehevTaiar XOOVLIa, OAAG CLEPOQOUV RU-
olwg ™ Bepameion o€ TEOLUOL OTAOLL TNG E€Y-
nopoovvnc?.

Emuthoxéc umopel va mpoxrvypouvv xotd ™)
dudporela 1 puerd v devépyewa IIVTs nan
OPOQOVV O€: OVATTUEN EMITAEOV UNTOLROV
OVTLEQUOQORVTTAQLRMV  OVTLOMUATOV  (ASY®
NG OYETLOUEVIS UE T UETAYYLON Epfououn-
TOLNS ®URAOPOQIOS ®VOIWS UECM TEWONS TOV

ThoxrovvTa), OMULOVQEYIO CLUATWUATOS TOV OU-
@aliov MDQOV LE CUVETELO OTTAOUO TMV ALOTY)-
oLV %o gpPount) foaduradia, TESmEN O1)-
EN vuévarv, TAmEOo TOxETS, OUOTOAES TG UH-
TOOG, EVOOUNTOLOL AOTUMEN /%Ol L OQLOOUVLO-
vitda, evioujtolo Bdvato. Alpopoayio atd
TO ONUELO TAQAKREVTNONG CUY VA TAQOTNQEITOL
UeTd ammd evdoouviary 1 OLoUTAROUVVTIOXN
TOQOXEVTNON TOV oupaiiov Awpov. H mapa-
®EVINON OUPAMRIS aQTNOlag oyeTileton Ue
Boadurapdio nat epfovinyg dvoyépeia, mba-
Vg AOyw Ttommov ayyeldomaouov. Emiong
€xeL meprypapel OoouPwon g apmoeiog.
2NV TEQITTWON U, RO ATTO AUTES TLS ETTL-
TAOrEG OeV TapaTNOY|ONXE.

Eyrepainég PAapeg Tov epfovov/veoyvou oe
TEQUITAOELS OOPOONS AVOLUOS TTOV OQETAE-
tow oe Rhesus gvawoOnromoinon 1 o meQL-
TTOOELS 00OV oVVOSUOU EUPELo-eufut-
NG UETAYYLONG O dtdupo ximon €xovv meQL-
voapel. T6oo 0 ddtg 600 ®ow 0 MjrrTng €xouvv
QVENUEVO 1ivOuvo Yo eyrepalnéc BAaec.
ZuviBwg M ratdotaon ovt) atodideTon o€
evdountola  evdoxpaviaxry oupogoayio. O
%nivouvog galvetal vo elivor dtaitepa VPmASS
ATV 1 CLYREVIQWOT TS OLUOOPALRIVNG HOTd
T OTLYUY TS TEWTNG UETAYYLONG ELVOL WXQO-
teon M ton ue 2 g/dL3, dmwg ftav oty dwwn
uog epimrmon (aupoogpanpivn 1.6gr/dl).

Av %o 1 VYPNAIS EVROIVELOS VITEQNYOYQAPIO. -
Omwg avapEEOnre TEONYOUUEVA - TAQEYEL
TNV QTN OWTELROVLIOTLXY TTANQOQOQIa TS %Ol
TAoTaAoNS TOU EUPEUov (Tpoopépovtag T du-
VaToTTa.  EVTOTLOUOU  TTOAMY  EUPOULRAIV
OVOUOMOV), MOTO00 €YeL TOAOUS TEQLOQL-
ouovg ®at evOgyouEvme 1 TeMxy dtayvwon va
yoewdtetal meoatépm diepevvnon. H fMRI
omotehel ™V un-emepuPatiny) u€Bodo exhoyric
%Ol WITOQEL Vo Tparynotoron0el »atd to dev-
TEQO %O TO(TO TEIUNVO TNC HUNOEMS, TAQE-
YOVIOS ONUOVTIRES EMITEOODETES TANQOQO-
oleg ue Owyvootnn axpifera’?3. H fMRI
€xel ovumAnowuoTey agla, 6Tav 1 TEOYEVVY-
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TRy VIEENYOYQOPXY dLdyvwon elvor e€AAL-
e, auiPoin, meprooouévn § otav 1o €u-
Bovo Poloxetow oe ®ivduvo Yo avastuEn
Brapwv tov KNZ (wg amotéheopo g maoo-
TETAUEVNG 0OPOQNGS VITOELOG TOV €YREPALOV).
Evrtovtolg, dev exteheiton mg modto Priuc yio
™ OLAYVOOT TG EUPOVIRIS avoiog alhd mg
UETAYEVEOTEQN EEETAON YLOL TNV EXTIUNON TWV
EVOEYOUEVA HOTAOTQOPIRMY OUVETELMV TNG
otov gupourd eyréparo. Zuvemmg, n fMRI
elvor Wdaltegar yoMoUn yioL TV OViXVELON
LOYOULULXAIV ROl CLUOQQOYXWV PAafddv OTo
KNZ tov gufoiov®* aAld xot veEVQOAOYLROV
OLATOQOY WV, OLOTAQAYMY TOU RIVNTLROU VEV-
owva xou PAaPav oCddovg orhjguvong — xo-
TAOTAOELS OTTOU 1) VTTEQNYOYQAPlaL £YEL TEQLO-
OLOUEVT dLaryvootiny] a&la®. Aviyvevon Té€tol-
oV {00V avOUaA®Y TOV euPEUoV ETOELVM-
VEL TNV TEOYVMOT), EYEL LATOO-VOULRES ETLITTM-
O€LS Ol TQOTOTOLEL TN WoevTiny) Bepamevti-
u1). [Tp€mer Sumg va emonuavOel ot ue dedo-
UEVO TNV U1 0AorAEMON Tov UPEUIKOV EYXE-
@Aalov 010 20 %o 0EYOUEVO 30 TEIUNVO TNg
©UNONG AL OXOUN AOY® TNS TaUTaTnS OLOpO-
pomoimong xow eEEMENS Tov, ) fMRI pe apvn-
Twrvd modoloywrd svojuota Oev  amoxAelEL
avouaiio-ec®. AvuBétmg, wwopel pe ueydiy
evatotnoio now axpifera va empPePformoet
™V Taovoio maboroywrayv gvonudtwv. To
OTAOL0 TG ®UNONS ®OTA TO OTO(0 OLEVEQYEL-
tan TMRI eEaptdton amd v vwoxeiuevn xou
dLeeuvauevn TaBoroyia, Ta VITEQNYOYQOPL-
10 EVONUOTOL ROL OXOUN TN OYETLRY] VOuoOe-
olo — mov dLaéPeL oNUAVTIXA 0TS YDA O
yoa. To televtaio owtd onueio eivor onuoy-
TIRG O€ TEQUTTMON TOV TEOKRELTAL VoL ANpOEel
amépaon SLoxOTNg ™S EYRUNOOUVNS Paotlo-
uevn ota arotedéopara ™ TMRI ZvviBwg, 1
fMRI extehelton peta&l 24nc non 40ng efdoud-
o #imomg, ue PEATLOTO YEOVO ALEVEQYELUS TNV
281-32n gfdoudda. Zmv mepimrwon pog, n fM-
RI moayuaromoriBnre xard v 34 efdondda
™S ®UMoNg Yo v extiunon mbovaov PAafv

ZNQAxNg “oL CLV.

TOV gUPEUIROU EYREPANOV (G OVVETELDL TNG EX-
Beong tov oV TOAU YouNAr CUYREVTQWON o
uoopoivng o ™mv 21n efdoudda g #im-
ong. Elxe €EnynOel oto Cevydol ot aveEdotnta
o7t TOL AOTEAEOUOTOL TG €EETALONG DEV VITOYE
duvatdTTa SLoOTTNG TS ®UNONS — ue Pdomn v
Loyvovoa MV vopoBeoia.

H yonon g fMRI %epdiCel ouveywg €0apog
wg wior axopig xar Aemroperic u€Bodog
OTTEWMOVIOEMS TOV euPovov ota TAaloLL TOv
mpoyevvnTvoy eAéyyov. H ouveyng teyvolo-
vy €EEMEN TS Hayviiiig TopoyQoplog emt-
TOEMEL TN dLOEKY ETEXTAON TNS YOONG TNG: )
BeAtudveTal 1 TaUTNTO OTOVS XOOVOUS OTTELRS-
viong (elvan TA€ov e@rtd vo Aapupdvovon To-
uéc o€ yoovo Mydtepo omd 400ms, ywEig vo
emmoeedletal OGOV OTTO TLS KIVI|OELS TOV ElL-
Bovov), B) vdeyel naiiteEn TOLdTNTOL EOTLA-
oemg ®aBMDS ®ow TOAVEOTIORA TTAAVA BEATLO-
VOVTOG €TOL TNV TTQOOPEQOUEVY] TTOLOTNTO. EU-
Bouwic amewmdviong, v) »abwg dev xonowuo-
motel woviCovoa axtivoforiar 0ev mEOnOel
PAGPec oTovg LOoTOUG, OV emnEedLeTon ammd TV
B€on tov guPoiov, TO OMYAUVLIO 1] TV Tt V-
oapxia (ardun xow oto 30TEIUNVo ™S ®UNoNg)
%o ETUTAEOV SEV QUTOUTE(TAL TTQOETOLUALOTOL TG
€Y®UOL 1 TOU guPEUoV74,

H fMRI dgv ovviotdrtal ®otd To ToMTo TOIUN-
VO ™G €YRVHooUvng raBwg dev €xel andun
oroderyel  aopdiela ™S - oV row UEAETES O€
elpopatotma dev avapégovy PAAPes uetd
oo €xBeon oe mhextoouoryvnTrd mediat040,
AvtévdelEn devépyewong  fMRI zatd v
OLdreLr ™G ®UNONG QITOTEAEL 1 TTOLOVOIAL
Pnuatoddt oty untépa v n Toovoia AAA®Y
unyavixmv ovorevav. Av zou m fMRI Oa prwo-
povoe va BewonBel aopalis uéBodog mpo-
vevvnurov eAEyyov, M xonon g Oo meEmel
VO TTEQLOQILETAL OTLS TEQUITWOELS RATA TLS
OToleg VITAEYOVV COPROES VITOieg TaBoAo-
viag Tov gufovou xou Gyl wg eQyalelo auTeL-
1OVLONG YO0 EAEYYO QOUTIVAS ®OBWS apeVOg
TO ®OOTOC TNG E(VAL OLOXETA VYNAS CUYHRQLVO-
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UEVO UE TO €EAQEETHA YAUNAG %OOTOC TG
VITEQNYOYQUPIOS ROl OLPETEQOV TTAUQOVOLALEL
TEQLOQLOUEVT EUXQIVELDL ATTELXOVIOEWS TTOA-
AV ovomudtov Tov gppoiou (m.y. ®apdid
rat ayyelo). Zuviong €vdelEn yio dievépyela
fMRI amotehel  avdayxn Oepevvnong mba-
vov PAapav Tov guPfourol eyxrepALOV, TOV
VOTIOOV  PVeAOU, OrREAETIRAV  SUOTACLOLWV
(avyévag, anpa, omovdvixy otiin), Tov Bw-
QUL TNG HOLMOXNG YWOEOS, TOU OVQOITOLNTL-
%oV oVOTHUATOS %ol TG TVEAOV 4, "Evde1En
fMRI pmopel va awoteAéoel axdun 1 xounin
TEAOEPUOT TOV TAAROVVTO RABMDC 1oL 1) OTa-
drorroimon tov. H duvardmra dudyvmong evog
OLeLodLUTIHOU 1) OTLPEOV TAOXOUVTA %O O Pab-
wog dietodvong Ponbdel onuavtrd otov TEo-
YOOLUUOTLOUS %OL TV TTQOETOLUOLOTOL QUVNTIRNIG
awpoeaylag ®atd tov Toxetd. Kupidtepn €v-
OelEn duwg eEanohovBel va amotehel 1 die-
pevvnorn mobioewv Tov euPOuULrROV EYREQA-
AoV, T600 AGYm TS ®oAiTEQENS avtiBeong TV
woharav oty mov 1 fMRI mpoogépel, 600
%OL AOY®D TG UOVAOLRNS RaVOTNTOS TG VO
extiud 10 Pabud welpuavong tov eupfouLrov
EYREPALOV, OELOAOYDVTAS UE AUTO TOV TQOTO
™ Quooloy 1 TaBoAoyv] AVATTUEN TOV
KNZ. Ze1pd pehetayv amodenviet 6t 1y fMRI
noéxel 40% ue 55% mepuoodtepn dioyvo-
oty oxEIPeLa OTLg TABOELS TOV EYREPAAOV
O€ OY€0N UE TO VITEQNYOYOAPNUA-30,
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Summary

Hemolytic disease of the fetus/newborn
(HDFN), secondary to cell alloimmunization,
is still a significant cause of fetal and neonatal
mortality and morbidity. Sonographic evidence
of severe HDFN includes fetal hydrops and
other fetal anemia-related findings. The peak
systolic velocity in the middle cerebral artery
has extensively been used for the prediction of
fetal anemia and for the timing of the first in-
trauterine intravascular transfusion (IIVT). It
is very useful in monitoring post transfusion fe-
tuses, and additionally may serve for the follow
up by determining the next IIVT. Accurate
and timely diagnosis of HDFN followed by
IIVT can treat fetal anemia, and prevent neu-
rological compromise and fetal loss. In recent
years, the fetal MRI (fMRI), due to its high
soft-tissue contrast and presumed safety has
been accepted as a complementary technique
in prenatal diagnosis, useful either to elucidate
equivocal findings on routine US studies (espe-
cially for the detection of central nervous sys-
tem lesions) or to further delineate some
pathological entities. We present a case of se-
vere fetal anemia that was diagnosed at 21st
week of pregnancy, and was treated with serial
ITVTs. A total of six IIVT were performed. The
actual increase in the fetal Hb after each trans-
fusion was as expected. At the 34th week of
gestation a fMRI was performed for prenatal
diagnosis of fetal brain without pathological
findings and one week later a healthy girl was
born by vaginal delivery weighted 2500gr. A
short literature review is also presented focus-
ing on the contribution of fMRI in the antena-
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tal assessment of fetal brain conditions after se-
vere Rh alloimmunization.

Key words: hemolytic disease of the fetus/newborn, Doppler of
mean cerebral artery, fetal anemia, hydrops fetalis, intrauterine
intravascular transfusion, magnetic resonance imaging, Rhesus

alloimmunization.
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ITpoyevviuxrt) viteenyo Yo o pLri

OLAYV(®OT] TOV GUVOQO IOV
Prune-Belly ong 11 »ou 12

gfoondoes rumong:
TOQOVOLO0T) TEQLOTUTIRDV
2Ol OVOOROTNON

s Brpoyoagiag

IlegiAnyn

IMogovordtovral dvo meguTroels ouvdpopov Prune-Belly og ép-
Bova nuxriag »inong 11 zar 12 gfdopddonv, to didornua 2010-
2012. H vrepnyoyoaqxt] oldyvoon paciomue oe ameixovionxd
EVENUATY, OTMGS 1) 1] PUOLOAOYLXT) OLATA.OT) TS OVEOOGYOV %V-
oG, N AEXTUVO] TOV XOLMAEXDV TOLYORITOV, 1] OTEVOOT] TS 0V-
0100ag %ot To @UAo Tov gnfovov. H mgoyevvnuxi dudyveon av-
TS TS SLaTEEAYIS ®ATA TO TEATO TRV TI|S XUNONG, ®AODS %aL
1 dwaoodidyveon, eivar xadogronxriis onuaciog yla ) Swayei-
QLO1) TOV TEQLOTATLXOV, EWOKG 0TAV VPIOTOTAL TO EVOEYOUEVO dLa-
®oTg TS ®Unons. Mia avaoxomnon mg vrdoyovoos Pipioyea-
@iag VITodELXVIEL 6T TO. TEQLOTOTMXA NOG UNOQEL VA EivaL AN Tug
mo meoyo duyvewodeioes meguTTdoEls OV ouvdEowov Prune-
Belly.

AE€EeLg - nhewdid: ovvdgopo Prune-Belly, ueyaxior, vromiaoio pudv xothioxo
TOL(MOROTOG, ONUEl0 ®AELOQETEUITOGC, TEWTO TEIUNVO

Ewayoyn

H ovyyoovn xonom tov vreoiymv wg dLayvmoTirmy QY-
Aelov QOUTIVOCS OTY NOLEVTLXY] ETLTOETEL TV TQMLUY TTQOYEV-
vty SLdyvmwon Twv dtapdomwv avoualdv Tov eufovov. H
TEOYEVVNTIXY] OLAYVION TV OVOTOUXMV OVOUOMOV TOU
ovvdpduov Prune-Belly zatd 1o mpato toiunvo g »imong,
raBg ®ow M dLapoEodLdyvmon, eivar ®afoQLoTinig onua-

129



130

Hooyevvnuxaj ve oy oyoaqixij didyvawon tov cvvdduov Prune-Belly

olog ywo ™) drayeipLon tov mepLotaTinoy, eudL-
%nd OTOV VPLOTATOL TO EVOEYOUEVO OLOKOTNG
™G ®Unong. o100, N £yrnoun didyvmon Tov
ouvOEOUoV %otd To TEAOS TOU 1ov TELUNVOU
€mg TLg 0PYES TOV 20V avapépetal omdvia. To
ovvdpouo Prune-Belly, «xothd dixnv daud-
OANVOU», TO OTTO(0 ralelTow emiong oivoQouo
Eagle-Barrett, elvow wa omdvia ouyyeviig
OLaTaQOYY], CUYVOTEQX OTTAVTOUEVT) OTA ALOQE-
va €upoua. Zuviotatol og dLoTaQayy AvAmTTL-
ENg TmV pu@v TOu XOLMOKXOU  TOLYMUOTOS
(amhaolo | vromhaoia), o duomhaoieg TOv
OVQOTTOLOYEVVITLROU OUOTHUATOS, OIS HQU-
Yoeylo xou pueyoarvor, vaBumg row dAeg dv-
OmAQOTES, OMWS OVAOTOOPY OTTAAY VWYV, TO-
owmelo Potter, dudtaon otoudyov, ooyl
€vtepo, atpnota 0pBov, paipoinmomodia, ovy-
vevég €EdpBonua woylov, vmomAaoio %dtm
anpwv, amhacion daxrTiAwV, ywvoeLdig Bwoa-
%o, OROMmoN row dAleg Bwponinég dvomha-
olec. H mvevpoviny vmomhaoio mov ovyvd
OTTOVTATOL OPETAETAL OTO OMYOGUVIO ROl TNV
aENON g evdoxrothaxng mieone. H mpdyvo-
01 TWV TEQLOTATLRMV OWT®V ouviifwg Oev &l-
vou roA xo eEaptdTan ®uEime 0Td TOV TEQLO-
owoud g vepownig Aettovpyiog. TTagovold-
Covpe &0 meQLOTOTIRA UE TO OUVOQOUO CUTd
7OV SLOYVOOTNRAY OTO TEAOS TOV TTEMTOV TOL-

ujvou g ®imong.

IHagovoiaon negrotanrdv

H oo™ mepimtmon apopovoe pia tomTtoto-
%0 29 €1V 1 omoia vtofAOnxe og vITEQN)O-
voapurd €heyyo arlayov otg 11 efdouddeg
®UNONG, YLOL LETENON TNG CUYEVIXNG OLapAVEL-
og, oo oot TAnBuouonoy eAEYYOV Qov-
tivag. Ta vmepnyoyoapnd €vEUaTo NTOV:
CRL (regparovoiaio uprog) = 48,5 yxh. (11
epdouadeg + 3 Nuépeg), maEOVon RO
Aertovpyia, QUOLOAOYLXY TOGGTNTO AUVIOXOU
vYoU, mpdoBiog mharovvrag, NT (avyevinn
dwapdvern) = 1 k., vmomhaoion QWIrOU
0otov (ewodva 1). To vrepnyoyodenuo osto-
rAAVYE emioNg EVOL VTTONYO KVOTIRO UOQPOUOL
daotdoemv 12x11 yih. oty ®oLALd Tov eupu-
ov, oV 0rodolnre oe peyorvom (ewndva 2).
AnohovBnoe emavéreyyog pe dvo draotdoe-
wv (2D) o toudv draotdoewv (3D) vrepn-

Iamaviwviov xow ouv.

YOYQOPHUATO TTOV OLEVEQYRONHOY OTNV RALVL-
% nog (ewdva 3). Ao Vv vITEQNXOYOUPLXN
ewmova 1€dnre M vroyia cuvdpouov Prune-
Belly Baowouévn omv maboroywn didtaon
™S 0VEOOGYOV KVOTEMS, TO  LOLAULTEQO AETTG
TAYOS TV HOLMARWDV TOLYWUATOV oL TNV
amovota Tov onuelov ™S AAELOOQOTEUITOS
(key hole sign), mov yapoaxtnoiCel TG amo-
podEelc g ovpriBpac. To auviard vypd frav
puotohoyxng moodmroc. H mbavomra yom-
UWOOWULXWV OVOUAM®V, OTtws Totomuio 21, 18
ran 13, frav 1/680, 1/1534 now 1/4846 avri-
oToLYQ, We Pdon v nria ™S UntéQag ®al
uetotpdmnre oe 1/330, 1/1000 »now 1/2000
avtioTol o, UE TNV TEOOONKY TV VITEQN)O-
yoapwmv mooauétomv. H yuvaira petd ovp-
Bovievtixy vePAOn oe Proyion TOoPOPAd-
OTNG YO Y OWUOCWULLY OVAAVON ®OL O EUPOUI-
210G raQUATVTTOS PEEBM®E PuoLoAOYIROS. Me-
Td véa oupuPovievtirng to Cevydol eméheEe
OLa®om) TS ®UNONG RO CUUPMVIOE YLOL TTE-
QAULTEQM OLEQEVVNON UE verQoTou|. =Tig 12
epdouadeg nimong yevviiinre €va verpd €u-
Bovo 40 yp., uerd mpoeToLACIO-mEIUOVON
TOV TEOYNAOV ne noATtnd droxnio tpootaryhov-
Otvng. H vexpotoun amoxdhvye ovvoQouo
Prune-Belly. H duwdyvwon Poaociomre omyv
VITOTTAQLOTOL TV UMV TOU ROLAAXOU TOLY DU
TOG, OTN LOTETAUEVY OVEOGYO KVOTH RO OTO
ULO TOV EUPEUOV (AQQEV).

Ewova 1: 2D ameixovion vaomlaotixoy Qivixov
0070V
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Ewxova 2: 2D ameixovion ueyaxvotns, Aemrdy toLyoudtwy

To devteQO TEQLOTATIHG APOQOVOE Uiat TOW-
T0to®0 37 €TV M omolo emMOnEPONKRE TO VO-
ocoxoueio puag otg 13 efdouddec g vuimong
vy €vol TEWTO VITEQNYOYQAPNUO AVOLPOQUC.
Mio poviiong evoountola ®inom duayvaotn-
%E, Ue BeTny noEdory| Aettovpyio ®ow vie-
onyoyoagryy Mmuxia 13 gfdouddwv. Zmv
OITEAOVLON UE VITEQNYOVS VITNOYE EVAS VITON-
YOYEVIS HVOTIHOS OYNUOTLIOUOS €VTOS TNG TtE-
QLTOVAIXNES ®OLLOTNTOS TOU eufeUov ue da-
otdoelg 25x23,5 yuh. (ewmodva 4). ITepartépm
dvo dwaotdoewv (2D) o 1oLV dlaoTdoEmv
(3D) vreponyoyodgnua (ewdveg 5-6) amonrd-
AMyPe TV TOQOVoToL UEYORVOTNG UE OTEVMON
™S ovENBOS 08 OAORANQO TO UNXOS TNG RO
™mv amovota "onuetov xiewdapdtoumag'. To
%®OLMarG  Tolymuo Mrov eEapetvd  Aemto
vrodeviovtag TV amovoio puwv. To auvia-
%0 VYO 1TAV O€ UOLOAOYLXY] TTOOGTNTOL KOl
dev vmnoyov dAleg EUPOVEIS OVOTOULRES
avouolies. H vtegnyoyoaguxr] eixova ouvy-
yopouoe oty dLdyvmon tov cuvdpduov Prune-
Belly. H ®imon diexdmn pe ) x01j0n WoomQo-
OTOMNG naL Alyec e aQydtepa yevviOMxre
éva verpo dpoev €upovo 80 yo. ArolovBnoe
EMOPOA EXKEVIITIXI] UCLEVTIXY] OTTOEEON T™NC
eVOOUNTOLOS KOLAGTNTOS %Al TO €UPOUO €0TA-
A yro raBoloyoavaropnyj eE€taon. H mabo-
Aoyoavatouxry €xBeon emPepfaimoe STl TO
uPovo Nrav GpEeVog YUAOV %ol OUTORAANYE
VITOTTAQLOTOL TV UMV TOU ROLAAXOU TOLY DU
TOg ®ow peyoxrvorn. H dudyvmon tov ouvdps-
wov Prune-Belly emifpefarwOnxe.

Ewova 3: 3D ameixovion ovvdpouov Prune-Belly

TuCrimon

To ovvdpopo Prune-Belly mepuypdgmxre yio
TEWT od to 1895 and tov Parker!l. O 6pog
oUvOQOUO «xotMd dixnV daudornvov» mTo-
€oxetal amod TV WOLOTEQN EUPAVLON TG %OL-
MAS TV eufoimv ovTmv, 1 0ol XOQOXTNQI-
Ceton atd OLOyrmom e xohapdtro Tov 0€p-
UOTOG KO QUTEOMON AUTOV TTOU TTOOCOUOLALEL
™V EMPAVELD EVOS daudoxrnvov?2. To ovvdpo-
uo Prune-Belly mpoxrvmtel ouviBmg artd mowi-
un OTEVMON 1 adEEAEN TOU AT OVQOTOLTL-
%oV ocvotjuaroc. H ovpoddyog »iotn Bemoei-
tal drateTapuévy oto 1o Tpiunvo dtav givar >
10 yuh. Artétorog g dudtaong g ovEoddyov
rUotg elval 1 aduvauio ®aBédov Tmv Gpye-
@V ota dpeeva Eupouva o  advvauia avd-
TTVENC TOV %OoLMoxoU Touywuatos?3. Ymdo-
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Ewova 5: 3D ameinovion ovvdpouov Prune-Belly

YOUV oToLyEla ToV VITOdNAVOUV nia X-pulo-
OUVOETY ®ANQOVOURGTNTA, OAAD €Va TTOAVTTO-
QAYOVTLXG UOVTEAO HANQOVOULROTNTOS alive-
TOL VO €lvOL 1) QLTiOL OTLS TTEQLOOOGTEQES TTEQL-
TTOoelct. Zoupova ue ueAEteg, N uéon nrio
™G eyrvov untépag elvon 27,7 €t (20-39 €m)
%o 1M LEON NAxieL ®UNONG RATA TNV TTQOYEVVY-
iy dudyvwon eivan 14,8 ¢fdouddeg (12-22
efdouadec). H ovyvomra yévvmong Coviwv
veoyvav glvar 3 ava 100.000 ot avauéveton
va ueltwBel TeQaTEQW 0TO UEMOV RaBMS av-
TEG OL HUNOELS UTOQOVV VA aviveVOOoUV Lo
€UNOA, HOTA T OLAQUELDL EAEYYOV QOUTIVOC
TOV TTEMTOV TOLW{VOU, XOL VO TEQUOTLOTOVV.
Avo tov 60% tov veoyvawv mebaivouv ratd
™V TR eRdoudda g Cmncd.

Oa meémeL va TiBeTon 1 vIToY o avTHS TS OLd-
Yvoong oe €upoua ue oAU peydiy dudtoom

Iamaviwviov xow ouv.

N TR EIrH

™G ®othanic ywpoas. H didraon aviimpoow-
eVEL TUTTLRA TNV dLoyrmuévn xioty (ueyoanv-
ot), ohAG urtoel emiong va €xel dAAn mEOE-
Aevon, Ommg otV TEQIITWOYN Uiog Ueydaing
©00TNG WoONUWVe, uiag yryaviiaiog #voTng
Nrarog’, eufouirol aoxitmd 1 ouvvdesuov
ouvioxmv tavidvd. H avohoyia dpoevo/01-
Aea €uPova elvon 20/1 »ow eEnyelton PaoeL g
TOAMOTTAOUNG LOQPOYEVEDNC TNS ALOOEVIXIC OV-
o10pac, ue mMBAVO OTOTEAEOUO OLTTOPQOXTL-
%€g dratapoy€clo. To ovvdgouo yopoxtneiCe-
TaL otd €V AoU AVOUOAMY %ot oL aobe-
velg Wrtoouv vo. xatnyoglomotBoiv avdalo-
Yo UE T OCOPaEOTNTOL TWV OCUUTTOUATMYV.
ITpoodevtny didraom g ovEoddyov xrvoTe-
g oONYel Og VEPELXY OVETAQKRELD OLTTOPQOL-
®TROU  TUTTOV, OMYOUSQAUVLO, TTVEUUOVLXY
vrromAaoto xan teAxd evdountoto (1) veoyvi-
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Ewova 6: 3D 1o&éc toués

(a) mooxeitaL yia dpoev Eufovo

(b) otévwon overboas xab’ 6lo to wijxos s
(¢c) amov «onueio xAetdapdToVmac»

Exova 7: vesicoamniotic shunt

RE®ASH YIEMHATY

KAOETHREE SHUNT

OYPOSORAT KYEITH
EMAPYOY

KENAIARCT TOIEORA METE=AT
TOA LA METRAE

ANMIAKOE Z0HOT

ANBIAKC WTRD

KOLAIARD TOROMA EMEFYDY
XL KA T ROL EMEHYDY

KARFTHRAT BEHLINT

rE2la=THRAL
BEACNH MAPARZIMTHEHE

BEITDYFOA SHNT
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%0) Bdvaro, mov yapoaxtmEitel T mo cofa-
0€¢ WOEPES TOV OVVOPAUOV2. ZUVOIEC avmuoL-
Meg Tov oUVOQEOUOL Eival OvVOOTQOPY OTTAG-
Yvov, Tpoowmeio Potter, didtaon otoudyov,
Boaxy €vtepo, atonota opBovy, parfoimmorno-
dla, ovyyevég eEqpBonua woyiov, vromiaoio
®ATW AnQWV, amiaoior doUTUA®Y, XWVOELONG
Bdpanag, orohimon xou dAlec Bwoarirnég du-
omhaotec!l. MoMg te0el 1 dudyvwon tov ouv-
0pduov Ba mpémel va avatnrovvtal ®ot GAAES
ouVoOEC avmualies, Wlaitepa raEdLaxrES!2,
Atogoprny dudyvowon Bo meémer va yivetow
ond omioOieg ovpnBowrnés Parpides (PUVs)
%OL OUVOQOUO UEYOXVOTNG, UEYOHOAOU %Ol
vronepiotalong eviépov (MMIHS). H amet-
©OVLOT TS OVENBQOC KAl TG OVEOOGYOV K-
omg elvor ovolddng ya ™ drapooiry dud-
yvoon tov ovvdpdpov arté PUVs. Zto ovv-
dpouo Prune-Belly n otévawon g ovpnboog
apod o€ 6ho ¢ To wjrogs. Ze PUVs, og Ao-
E€c mpoPoléc g omioBag overBpas-rvoteo-
ovENBLKNS CUUPBOAC, TO RATHTEQO TUUOL TG
0VE0AOYOV ®VOTNG UoLdleL pe ®AedaQdTEUITAL
%ol ovoudleton €€ owtov «onueio xAedoo-
ToVTOS». 210 ovvdpouo Prune-Belly to «on-
ueto ®kAedapdTEUITAC» ATOVOLACEL. ZTIS OTti-
oBieg ParPideg g ovpnBpag n 0VEOdGY0g
®VO0TN €)EL oD TOLYWUD, EVH OTO OUVOQOUO
Prune-Belly 1 ovpoddyog »votn €xel Aemtd
Tol MU, VToderviovias v amhaoto 1 du-
omhaoto g wirng otopadost3. To ovvogo-
wo MMIHS eivau wo omdvia ovyyeviic diata-
oo Ayvwotg meoéhevons. XaQoxtnoitetal
amé dudTaon ™S ovEOddYoU RVOTNG, UN OTo-
POOXTIXIG aLTloloYiog, VOQOVEPEWON oW Y-
YAOUENTHO, VTOTEQIOTAAON TWV EVIEQLUMV
ehinwv nar prpdéroro. O vroxelpevog unyo-
viopdg moteveTton 0Tl €ivor puomdlela twv
HOLMOXMV 0QYAVM™V, 1) omoio. 00N yel 0€ peLw-
UEVO UUiKG TOVO TS 0vEOodG oV ®KUOTNS %O
tov eviépov. H drapoouxy didyvmon Paoite-
TOL OTO YEYOVOS OTL oto ovvdpouo MMIHS to
auvLIoKrS VYQEO Vol UOLOAOYLHO ROL VITAQYEL
utor auENUEVN ouyvoTTa EUPAVLONG TOU CUV-
dpdpov ota Orea (4:1)14.

H evdouitola Bepameian tov  ovvdpsuov
Prune-Belly mepihapfdver emepfdoels, ommg
HVOTEOUUVIARES TAQARAPELS (Vesicoamniot-

Iamaviwviov xow ouv.

ic shunts), og mepUTTOOELS GOV €XOVV OITO-
UAELOTEL AANEC OVOUAAIES AL O HOQUATVITOG
elval puolohoyog!s (ewdva 7), o€ o To-
OmAOELO ATOOVUEPOENONGS TOU OVQOTOTLROU
OUOTHUOTOS TOU gufevov rat ddEBmong g
TOOOTNTOS TOU QUVLOXOU UYQOU %OoL EUUECO
NG TVEVUOVIXNG VITOTAQOtaC. Ze avtifetn me-
olmrmwon ovviotdtal dtoxomy g ®imong. Ev-
TUYDG, 0 RIVOUVOS VITOTEOTMNS elval YaunAdc.
O avoTéQm avopeQOUEVES ETEUPATIRES TOA-
Eelg evéyouv onuavurd xivOuvo EmTAORWV
o€ m0000T0 45%, 6mmg naxy TomoHETnon Tov
xonopomorovuevoy rafetoa (20%), nolwwo
OVQOTEQLTOVOLO, OATOPEOEN TOv %oBeTHEO
oL avVAY®RY emavETEUPAONS, TEOWEN OMEN
EUPQUIRMV VUEVMV, YOQLOAUVLOVITION, LOTQO-
YEVI] YOLOTQOOYLON ROl CUVOAXRY O%EAOVGIO.

Xyurepdopoto

Aoupavovtag vty To UOVTELO HOVOVIXNG
OVATTTUENC TOU OVUQOTTONTIXOU CUOTHUOTOS O
avBpwmvo €ufovo, 1 et €VOELEN vepoL-
%S AELTOVQYiaG €VTOmICETOL YQOVIRA %OTA
™mv 11n efdondda g winong (amd v tehev-
tala Euunvo Uom) ue ) dLatloTmwon auEnue-
VNG TOOGTNTAS OVOWV EVIOS TS 0UQEOdGY OV
®0ote. Me Bdon To yQOVOdLAyQOUUa TG
OVATTTUENS TOU avBQMITLYOU OUQOTTOLNTLXOU
OUOTHUOTOS, 1 TEWTY €VOELEN TS VEPOLRNG
Aertovpylag umopel va mapatnondet 9 epdo-
uddec perd ™ oVAAMYM »an 11 efdouddeg pe-
Td TV €uunvo evonlel7. Amd v eumelplo
uag, ovpa Wropovv vo. aviyvevfoiv oty »i-
ot Tov UOLOAOYXOU eufovov amd g 11
ePdouddeg numone. ¢ ex ToUTOL, TOTEVOUUE
OTL TOUAGYLOTOV TO TOMTO TTEQLOTATIXG UOG
TEEMEL VAL lVaLL OTT6 TS TEWIUOTEQES OUVATES
duayvioeig Tov ouvdpduov Prune-Belly.
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Prenatal ultrasound diagnosis of Prune-Bel-
ly syndrome at 11 and 12 weeks of gesta-
tion: our cases and review of the literature

Papantoniou N., Antonakopoulos N., Daskalakis
G., Domali A., Antsaklis A.

1st Department of Obstetrics and Gynecology, University of
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Correspondence: Antonakopoulos Nikolaos
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Summary
We present two cases of Prune-Belly syn-
drome in two fetuses of 11 and 12 weeks of
gestation. The ultrasound diagnosis was based
on the finding of an abnormal dilatation of
the bladder. Prenatal diagnosis of this malfor-
mation during the first trimester is very im-
portant for management, as well as differen-
tial diagnosis, especially if termination of
pregnancy is a considered option. A review of
the literature indicates that our cases may be
of the earlier reported cases of Prune-Belly
syndrome.

Key words: Prune-Belly syndrome, dilated bladder, abdomi-

nal wall muscles deficiency, keyhole sign, first trimester
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Biproyoagiag

IlegiAnyn

H axovdpomhaoio eivar 1 mo xowvij poo gt vaviopov. Ilegroodte-
00 070 10 90% TOV TEQLTTOOEMV EIVUL OTOQAOKES naL EYEL AL~
oatnEndet avENuévn o ToLx NMxria ®atd T onwyu ™mg oVAMNMS
Tov moofefinuévav ardpwv. Ilegroodtego amo w0 97% tov
atopnv pe ayxovogomhaoia €xovv o Gly380Arg perdrllhatn oto
YovidLo Tov drapepPoavinoy TIHE.TOS TOV VIT0d0YEN TOV AVENTL-
%oV modyovia Tov wofractdv (FGFR3). MetaAlhdEerg 010 Yo-
vidoro mg FGFR3 pmoget emiong va €xovv og amotéAeoua vio-
yovogomhaoio, ™ Oavarngigo dvomhaoio, ™V TEGCQATA TEQL-
voageioa dvomhaoio Saddan (ayovogomhaoio pe cofapr) ava-
mvElaxn) ®auotégnon zaw pelavitovoa axdvlwon), xar dvo
O TeQaYES ®QAVIOOUVOOTEMOTS: 0Vvdgopo Muenke xat ovvdgo-
puo Crouzon pe peravitovoa axdvlmon. Ilgoyevvnuxn vepnyo-
yougux1} OLdyvoman eivar dvvaty, aAhd eivar dVoxroln oL guyvd
vivetar a@yd. ‘Otav 1e0€ei 1 vroYia g ®aTdoTE.0NS AVTIS, 1) 1O-
owoxn yevenxn eE€raon unopel va yonoipomomdel yia va avi-
yvevoel pio petdAhaEn oto yovioro FGFR3.

AE€EeLg - nhedid: ayovdpomhaoia, vaviopds, FGFR3, modto toiunvo

Ewayoyn

IMapovowdlovue pio epimrmon ayovdpomlaoiag, ue puoLo-
LOYIG ROQUATUTO, TTOV JLAYVHOTNRE TOA) OUVTOU, RATA TN
OLAOXELDL TOV TEWTOV TOWNVOU NG eyrvuoouvng. Emiong
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OVOOROTTOUUE TNV VItdeyovoo PiAloyoapio
yio 1o B€pa ovTo.

IHagovoiaon megrotanrov

H meplmrwon pog vitav pia 31x00vn momtoto-
%0G yuvaira 1 omola vrofAOnre oe vmeEn-
yoyodgnua otg 12 gfdouddeg g ®imong yio
uéronon mg avyxeviris dwagpdvetag (NT). Ta
VITEQNYOYQUPIKRA EVONUATO NTAV: REPOAAOV-
oaio wijrog (CRL) 67,3 yihootd, moagovoo
raEdLoxy  AELTOVQYI, RAVOVIXY TOCOTNTO
ouviorov vypov, omtobiog mhaxrovvtag, NT
3,4 yihootd [oxynuata 1, 2, 3]. H mBavémta
YOWUOCHUWHDV AVOUAAMGV, SIS TOLomuia 21,
18 non 13, frav 1/534, 1/1356 now 1/4240 avti-
otowya, ue Paon Ty nhxio g unTtéQOs ®ow Ue-
taoynuottomxre oe 1/33, 1/192 wow 1/956 pe myv
TEOOONXY TV VITEQNYOYQOPLRMV  TTOQAUE-
TOWV. ATtG TV QYN VITOYE WOl VIToyia Yo
oxeleTint] Ouomhaoia, Ommg 1 ayovdgoThaoio,
ue Paom to fooy€a poned ootd Tov gupovov,
WLateQO TO WREO WXOS TOU UNELaiov [Etrdva
4], now 1 ®VPOOoRWALWON Tov gupoviov. Xt Yyu-
vaira ouveonion va vtoAn0el oe derypoatoln-
Plo yopromig Adyvng (CVS) xaw vtepnyoyoo-
o emaveEétaon oe 2 gfdouddes. To CVS
TEOYUOTOTTOONRE PE emmituylion OTO TURUAL TTQO-
vevvnurig dudyvmong Tov voooxroueiov pog. O
EUPOUINOS  RAQUATUTTOS NTAV  UOLOAOYLXAG.
Metd ovppovievtny to Cevydor eméheEe ™
Lo TG ®UNONS KL CUUPAVNOE YLOL TNV TTE-
oaUTEQW EEETAON UE ETAVAAMYT HOQUOTUITOV
o ovtoyio. Ztig 12 efdouddeg g ®imong,
€va winua 40g yevwijinure [emdva 5], uetd mol-
UOVON TOU TQOYNAOU e xohmxd dwoxio wpo-
otayhavdivng. H moBoroyoavaropnrj eE€taon
aoxdlue ayovdpomhaoio.

Lvtrton

H mo xown un Bavoateopog oxeletiry dv-
omAaoia givan 1 ayovOQOTTANOIM, UL AUTOOM-
WOLTLXY) ETUXQOTOVO0 ROTAOTAOY e TTATO1 OL-
ELOQUTLRATNTA KO EXTUUWUEVT] CUYVOTNTOL TTOV
wopaivetar arnd 1/10000 €mg 1/50000 yevvi-
oeicl. To veBuvo yovidlo yio TeQLOOGTEQES
artd 1S 99% TV TEQLTTWOEMV EYEL TOWTOTOL-
nOel vow agopd wa de novo PeTdAOEN Tov
yovidiou yio Tov vtodoy€a Tov awEnTrov mo-

Aoonrahdung rot ovv.

odyovta twv wopraotwv (FGFR3), oto yow-
uéomua 4p16.3234. H mo xowyj (97% tov me-
OUTTAOOEMV) UETAMAAEN €lval po avtirotd-
OTOON Youavivng amd adevivy 010 VOURAEOT(-
dto 1138 oto apvo&n 38056, Iepimov 1% twv
TEOOREPAMUEVDV ATOUMY EXOUV ULOL OLVTLROL-
TAOTOON yovawvivng oamtd ®utooivny oto (OLo
vouxrheotidro. H petdhhagn G380R €yeL amo-
OeuyBel OtL noToMjyeL o€ €veQyomoinon Tov
yvovidtov FGFR3, mov avaotéhiel Tov mohha-
TAOOLOOUG %Ol ALOPOQOTTOMON TV YOVOQO-
RUTTAQMWV ®OL (VoL VITevBuvn Yo T Podyuv-
01 TOV WOXQWV OOTWVO.

To oUvipouo rAvirnd yoparteICeTon amd OL-
Copehxn Podyuvon TV AxQMV RO NITLeL ®AU-
Yn ovtwyv, vrepfori] AGEOmWOoN 0opUixNg
Holpag OTOVOUMKNIG OTHANG %o HITLoL SYLung
EvapEng nwoxpoxpavia’. To 00td TV XeQLHV
%Al TV TOOLWV elval wrd (Peoyvdoxturio)
AL TO REPAM €lvan ueEYAAO (LORQOREPAALQL),
UE UETMIUAHY TTQOTETELQ, VITOTAAOICL UECHTN-
TAS TTEOOMITOV, EMITEIWON QLVAS %ol (ot OLal-
AdTuvon ®dtm yvadous. "Eufoua pe oudtuyo
ayovdgomiaoia eugpaviCovv mpdwen PEdyuv-
on TV unetaimv ootwv (Mydtego amd v 31
exartootiota 0€on) otg 14-17 efdoudadeg g
©UNoMG, VM Ta £TEQOLVYA Eufova emneedlo-
vrouw aydtepa oty eyrvuooutvn®10, To ujrog
Tov unolaiov Potoretar ocuvijBwg oty S50
enatootiota O€on otg 18 efdouddes, omv
30m exarootiaio B€on otig 20 efdouddeg, nan
ndtw oo Vv SN exorootiaion B€on otg 22
epdouddes. To Poayldvio ootovv TaEOVOoLd-
Cel Podyvvon uéyol tic 22 efdonddes, »rabmg
%O TOL GAACL LORQA 00TA EUQAVICOUV pLoL ué-
towa Bdyvvon. To nepdh €xer drevpuvOel ue
uetmwmoio oidnua. IIpocoyn Ba mpémel va do-
Bel 010 AGY0 ™S SLOUETEOV TOV BEARA TTEOS
TV OUELREOTOPIXY] duduetpo. Mepurég gopég,
ueyaleyrepalio tagatnoeitalr Aoyw dvoava-
Moyiag ™g fdong Tov xpaviov. I to Adyo av-
T Ol TEQLITTMOELS OWTES UTOQEL ETiONS VaL oL~
QOVOLOOTOUV e VOQOXEQOAlD. YTeQERTOON
TV 0pBpwoemv, Wit TOV YOvVaTOG, €ti-
OoNg TaEATHEOUVTAL OUYVA. Axovdgomiaoia,
otV €TEQOCVYN Loy, opeileton mavta oe de
novo UETAMOEN %o, WS €% TOVTOU, O %{VOUVOG
emaveupavions elvow xauniog. Avtibeta, o
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Ewova 1: Ymeonyoyoapixyj uétonon xepalov-
oaiov uijxovs (CRL)

xivduvog emovepupaviong gtdavetr to 50%, eav
euAEnETOL O VoG YOVEQS ®owL TO 75% av €mtn-
poedCovtan xow oL dVo yoveig.

H etepoluvyn ayxovdpomiaoio eivar ocvupaty
ue wa. uotohoywxn Com ®ou TvevpoTiny avd-
TVEN. Avtj elvol 1 WO OUYVY] LOQMY VaVL-
ouov. Qot600, 0000TESIHES ROl TVEVUOVIRES
uaxrEomEobeoueg ovveEmELES elvon oUvnOeg va
TOQOVOLAOTOUV, AGY®M TOU OYETHA WMKQOU
Bdoaxra. EmmAéov, avmuaiieg oty tooymho-
votaio TeQLoYY, 1 omolo WtoEel va 0dNyRoeL
oe ouvumieon, B€tel To PEEPOg ue oovdQo-
mhaota og ®ivouvo Yo Bavamedpa emond-
AovBall12, H toaymAo-votiolo otoouusmeott-
) xewooveywy eméupfaor wropel vo elvan
OWTHOLOL UELDVOVTOS VEVQOAOYIRES ETULITAORES
oyxetnLoueveg ue PAAPN Tov vortiaiov puehov
%o WtoEel va eEahePeL TNV REVTOLXY] ATTVOLOL
OV UTOQEEl VO TEOXROAETEL aupvidlo Bdva-
tol3:.14, v oudtuyn rotdotaon, | omolo eu-
paviCeton o 25% TV atoySvomv Tmv dvo yo-
véwv pe ayxovdpomhaoia, N véoog elvar ouvy-
Bwg Bavatnedpa ratd Ta TEMTA 2 YOOV TNG
Comg!2. Qotdoo, wa megimrmon empimong
yua 37 wijveg €xeL avapedel ot Piploygoa-
@iols. To arntivoloyrd YOQAXTNOLOTIRA TNG
ouSTuyNg ayovOQOITANLOIOS KUUOLIVOVTOL UETOL-
E¥ exelvov g Bavateopov dvomhaoiog rat
™S €TEQOLLYNS axovOQOTANOTOLG.

H »ipwo dvorohion oty mooyevvnuny| Oud-
yvoon eivor 0Tl 1 avATTUEN TOV  UoxQMV

Ewxova 2: Ymeonyoyoo@ixyj UETONON QUYEVIXIS
dapdveiag

00TV 0g ot TV aoBévela dev avayvwite-
TAL, OTLS TEQLOOOTEQES TEQUITDOELS, UEYOL TO
To(T0 TOIUNVO NS £yrVUooUVNSl0. Emimpoo0E-
TG, 1 WoEEYOoAOYioL TV TEOOPANOEVTMV na-
ROV 00TWV €(VOL PUOLOLOYLXY, YEYOVOS TTOV
raBLotd ™ didyvoon axdua mo dSVoxOAY. Ze
OQLOUEVES TEQLITWOELS, 1 OUUUETOYY TOV
Boayroviov elval mo cofar] artd exelvn TOU
unowaiov ootovlt. Qotdoo, M TEOYEVVNTIXA
Oudyvmon g axovopomhaoiog eival duvorn
now €xer avope0e(l’-20. [TodoBeta noLmoLa
OV, v elvoul TaEoVTa, WIOEEL VL VITOOoTNQI-
Eouv v vumeonyoyoapuxy dudyvmon g
oY OVOQOTTACOTOG ELVaL (oL TAON TTOOS UOLQO-
rnoavio not younhy owwy yégpupa. 20téoo,
%o 7oL OU0 autd Yo eoxTNELoTRd elvon dVoro-
Lo va dworyvawotovy (Zxjua 9.21b). TN vo Ee-
nepaotel aut) 1 dvoxrohia, uepwol ovyyoa-
elg €xovv mEOTEVEL TN XONON TOV SETWV
HC / FL (meuuétoov nepahic / Wwirog unot-
aiov) 1 BPD / FL (augupotapuuy diduetoog
/ ujrog unoLaiov), ov omoiol CAAOLOVOVTOL
voEteEQa atd T UETENOT TWV UEUOVOUEVOV
TOQAUETOMV, AOY®W TOV YEYOVATOS GTL OL PLo-
UETOWHES TAQAUETQOL TOU OOLOUNTY KOl TOV
TOQOVOUAOTH TAQEXRAIVOUV O avTiOETES RAL-
tevBuvoelg, ONAad Eog T dvm 1 Tdvw amd
™y 95M exoarootiaion BEom YL TV REAVLIARY
BroueTpio ®ow TEOS TAL RATW 1| HATW OTO TNV
51 erxarootiaia B€0n Yo TO0 urog TOU unoLo-
ov. H dxpa yetpa dixnv tolowvag, ue ovEnué-
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Ewova 3: Ymeonyoyoapixyj ameixovion twv do-
UV T0V eUPouLnoV eyxepdiov

VO UECOAAOTNUO UETOED TOITOV %O TETAQTOV
daxntihov, elvar €va edwmd edonuo otV
ayovopomhaoia02l, Ta meQLoodteQa atd Ta
TOQOTTAV®D  YOOOKTNOLOTIRA €lval TOAY dV-
O%OAO VO EVTOTLOTOUY %ol Vo emLPefowBovy.
Avtég oL drayvoorrnég duonohieg, wall ue v
©00VOTEENUEVY EUPAVLON TWV TEQLOOOTEQWV
VITEQNYOYQAPLRA VLY VEVOLUWV ONUELV, Elvon
VevBuveS i T TOAY YOUNAS TOOOOTO TTEO-
YEVVNTIXIG QVIYVEVONG TG aXOVOQOTAQOTOG22.
Mo ovoy€tion g avEnuévng auyevinig owa-
QAVELOLS TOV TTOMTOV TOLUVOU UE TNV ayovOQO-
mhaolo €xel avapepBel and o 200523, H mpo-
vevwnTy  Oldyvmon O€  EYRUUOOUVES OTLS
omoleg €vag 1) xow oL OUo Yoveig €xouv ayov-
dpomhaoia eivar duvoty Ue wooLaxry OLdyvm-
on, ™ Proyia xopraxng Adyvng (CVS) 1j auvio-
TOQAXREVTNON 192425, MogLont] avaluon Wroet
vo. evtomioel emiong uetaAhagels oe Eupoua e
VoYl aXovOQOTACTOS QTG VITEQNYOYQOPL-
%A EVENUOLTOL, XAVOVTAS TV TTOOYEVVNTIXY OLd-
YVOON O OITOTEAE CUOLTLX].

H dwogpopwen) dudyvmon Ba mpémel vo meQt-
hopupdver ®ow GAMES ROTAOTAOELS TOV EIVaL
mBavé vo yagoxmeitoviar amd oguoxd M
Boayy unoiaio. To mEwTo %L TO WO €UROLO
va atoxhetotet elvan n tolomuia 21. “Evag
amhOg nouotumog apxrel. EmutAéov, ta (da
©UTTAQO. UWITOQOVV VA YoNoLuortomovv yio
tov €heyyxo Tov DNA mov asouteiton yiow )
duayvmon mg axovdpomhaoios. H dlln mo

Ewova 4: Y meonyoyoapixij ameixovion s pod-
XVUVONG TOV UnoLaiov ootov

Euwova 5: To teyvntd amofAnbév éupovo v 12
efdouddwv ue ayovdoomiaoia

ONUOVTLAY] HOTAOTAOT TTOU TOETEL VO OLTTO-
xAewotel elvar n mEowng €voeEng eufouwxn
raBuotégnon mg avdarténe (FGR), n évap-
EN g omolog Wroeel omavia Vo YoQoxTNQI-
Ceton Ol emMAERTIRY VTAVATTUEN TWV WUd-
20V 00tayv. O dAleg oreheTnég Ouomhaoieg
ov EEmEL va dlapoodiaryvinaBouv givar M
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uétolar owLouehior (Tovidylotov oto OevteQO
ToluVvo), M nrouwropuehxy Ovomiaoio, M
ool OVYVA YOQOXTNEICETOL 0TS MKHQOYVOL-
Bta xow T0E0eLd] ootd, M KovOpoeEwdEQUATL-
x1 dvomhaotia (Ellis -Van Creveld ovvdpouo),
M omolo. ouvdEetar ue onuovtey Bmoaxixn
vromAaoio, TOAMIAKTUAIOL ROl CUYYEVY] ROQ-
dromabera (50% twv TEQUTTMOEMV) ROL OL U
Bavatneopes TagarlhayEg g atelolc 00TEO-
véveong (tomou I, IIT »ow IV), ov omoieg umo-
el va draB€Touv Puung €vapEng ratdyuato
OL RAUYPT] TOV LORQWV OOTWVS.

XopMynon avEntxng oouovng €xel meotadel
vy ™ Bepameia TS axovOQOTAAOLaS UE €V-
Bapovviind amoteléonuaTat-28, AANEC RALVO-
Toueg OeQauTeEVTIRES TEOOEYYIOELS OPOQOVV
™ ovBwon (uelwon) g dpaotwdmrog g
®nvaong mg tweooivng tov FGFR3 antd exhe-
UTIHOUS  OVOOTOAELS, OVTLOMUOTO.  OUTOXAEL-
opov yua vou ToQEUTodICeTAL 1) ovvdEO TV
FGFR mpoodetv?d, nau 1 vIeQEéxrgaon Tov
C-vatplovprtirov memtidiov,

YvumeQdopato

H ayovdpomhaoia elvor wo outoomuotieny
em®EATOVO0 dLaTOQOYY] TTOU OYETICETOL WUE
eMATTOUA OTO KEO PEOIOVA TOV YOWUOOK-
wotog 4, mov umoel vo etvar oudtuyo (sravra
Bavatn o) 1 etepdluyo (ruplng Covta ve-
oyvd). H dudyvwon yivetow pue fdon to owxo-
YEVELOXO LOTOQLXRO, OV %KOL OL TTEQLOOOTEQES
TEQUITAOELS OPethovtal 0¢ uetahhdEels de
Nnovo, %ol oo To. arSAovBa VITEQNXOYQOPIRA
EVENUATO: ROVTA AXQO, ®VELMWS pLloueAia, no-
%OVUG koL OTEVOS Bparas, oopuixy Aopdwon
%Ol ATTOTTAATIOUEVO RQOVIO UE UETMILOLO Of-
omua. Yrmdapyer wor evlaoouvtiky tdon yuo
TEOWY dLdyvmwon g axovdpomhaotia pe Pd-
on ™V avEnuUévn auyeviry Slapdveln, OTo
TEwTo TElUNvo. Mo amhy] emPepfaiwon ue
RAQUOTVTTO €lvol artapaTTy Yo T dLdyvo-
on. O TeEQUOTIONOS TNG EYRVUOOUVNG palveTal
va glvor 1 To ovvnOLoUEVN €mAOYY TV Y-
VOULROV O QUTES TLS HOTAOTAOELS RO 1) EYROLL-
o1 dudyvwon ouuPdrlheL OTOV TEQLOQLOUS TV
BLohoy®Y %oL PuYoLOYIROV %VOUVMV %O
TOV %GOTOVC.

Ultrasound diagnosis of achondroplasia
with normal karyotype in the first trimester
of pregnancy: our case and review of the lit-
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Summary
Achondroplasia is the most common form of
short-limb dwarfism. More than 90% of cases
are sporadic and there is, on average, an in-
creased paternal age at the time of conception
of affected individuals. More than 97% of
persons with achondroplasia have a
Gly380Arg mutation in the transmembrane
domain of the fibroblast growth factor recep-
tor (FGFR) 3 gene. Mutations in the FGFR3
gene also result in hypochondroplasia, the
lethal thanatophoric dysplasias, the recently
described SADDAN (severe achondroplasia
with developmental delay and acanthosis ni-
gricans) dysplasia, and two craniosynostosis
disorders: Muenke coronal craniosynostosis
and Crouzon syndrome with acanthosis nigri-
cans. Its prenatal sonographic diagnosis is
possible, but difficult, and often made late.
When this condition is suspected, molecular
genetic testing can be used to detect a muta-
tion in the FGFR3 gene.

Key words: achondroplasia, dwarfism, FGFR3, first trimester
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oV guPovov: Tagovoiaon
MEQLOTATLXOV KL
aVO.OXROTTN0 TG

Biuprroyoagiog

IlegiAnyn
H ohomgooeyrepario (holoprosencephaly-HPE) eival ua ovvOe-

™ VoA Ola TOV EYREPAAOV TTOV TQOXVITTEL ALTTO ALTELT) dLdoma-
01] OV TEOOEYXREPALOV 0& OEEL %Ol 0.QLOTEQD MUOPAIQLO, TOV
ovppaiver petagV 18ng »nar 28ng nuégag g »xvnons. Ov avoua-
Meg dudmhaong Tov MEO0OLoV eyrEPIAOV FUVOEOVTUL YEVIRG NE
avORoAMES OLATAAONS TOV TEOCDITOV, TTOV KUUAIVOVTUL ARG AVO-
@Ooipioa 1 »vzhomio pe 10 yoic mpofooxrida ong mo cofagég
MEQLITTAOELS, PEYOL AAYDYELAO, OLTTAD VTOTEAOQLONO 1) OXON XL
®a00Aov avouaries ong MyoteQo oofaQ€s poogeés.

IMogovordtovpe pio meQimtmon ohompooeyre@ariog ne ouvodo
rurdomio zor agowia dwyveodeicag oto devtego TOipMvVo TG
EYRVUOOUVIIS ®OL AVOOXROTOUUE TV vrdeyovoa Piployoapia
OV 0.poEd avTH TH GVYYEVT dapagTio dtdmhaons.

A€Eeig - »hewdid: olompooeyrepaiio, ®urhmmuia, agowvia, delvteQo Tolunvo

Ewayoyn

O dvomhaoteg Tov nevroLrov vevprol ovotiuatog (KNX)
elvor amo TG oUYVOTEQES OUYYEVEIS avmuaiiec. Ou avmuo-
AMeg Oudmhaong Tov vevpurov cwhfiva elivor oL OUOTAQOTES
tov KNZ tov amavtovror ouyxvoteQo ®atd T YEVVNOT ROl
avépyovtal o€ meQimov 1 pe 2 mepurtwoelg avd 1000 yevvy-
oelc. H ovyvomro eugpdviong evOoxrQavioric ovmuohiog

143



144

Oyuun draxomij eyxvuootivyg Adyw odompooeyxepalkiag tov eufoiov

YWEig ovvodS avouoiic dATAOONS TOV VEV-
oo cowljva elvor dyvoorn, emeldr] dtahdOel
ouvviBwg g dLdyvmong ®atd T YEVVNOT %ol
exdnhavetanl mBavov apydtepa ot Lon. Ma-
®rpompoOeoues neléteg mapaxolovOnong Oei-
KVOUV OTL 1| ERITTOON WTOEL Vo €lvor TOOO
vymij 600 1 onig 100 yevvioec!.

To vreponyoyodgnua €xer oVUPAAeEL TOL UEYL-
oTo 0T OLAYVOOT OVOUAAMY TOU EUPEUIROU
KNZ yio oyeddv 30 yoovia. Ta tehevtaio
XeOVia, o upoyvnuxog ovvroviopds (MRI)
€xer avodewyBel mg o ToMA vrooyouevn
véa TEXVIXY TTOV UTOQEEL Vo TROoB€oeL onua-
VTRES TANQOPOQIES, O EMAEYUEVES TEQUITTH-
OELC2, OV O TO TTOOYUATIXO TTAEOVEXTNUOL OE
OY€0N UE TOVS VTEQNYOVS TTOQAUEVEL OEual
dLaprovc avtutapdfeoncs.

O euPovindg eyr€palog veploTaToL ONUAVTL-
%®€g avamtuElonég alhayéc oe OAn v dido-
®nEWL TG riMong. Zug 7 ePdouddec wimong
(Sdroaxohmuny] Mym), T0 QOUPOEYREPAMAO KV-
otidLo, mov Ba dwoel eEeMnTind TV TETOQTY
%OWAlaL, elvor ouvNBmGS 1 UOVN ATTELROVICOUEVY
doun. Zuig 8 gfdonadeg (dromolmunn) Mpym) ta
o ®ipLa ®VOTIOLAL TOV EYREPALOV TTOV UTTO-
QOVV VO OTTELXOVLOTOVV EIVOL: 1) UECEYREPOUAL-
%1] xoLhla, 1 omoia Ba 0dnynoeL otov VOO W-
v6 tov Sylvius ®ou 1) TEOoEYREPOART] ®OLAIDL, T
omoio. B odnynoeL oty 1ot ®okio. Zug 13
efOouAdES TS ®UNONS 1 EVOORQAVLOXY] OVOL-
TOUIOL YOQAXTNOICETOL OITS TOL Y OQLOELY| TIAEY-
wota Twv TAayiov xolthayv. H uéon yoouun

Ewova 1: Yreonyoyoapixtj ameixovion the evoo-
*OAVLAG XOLAGTNTAS AL TOV EYHEPALOV

AvVTovoroToulog ®oL ouv.

WTOQEL £TTiONG VoL EIVOLL 0OQUTY) UE COPNVELQL.
210 deUTEQO TEIUNVO oL AETTTOUEQNS VITEQN-
yoyoopwy eEETaomn Tmv NON raAd SLOUOQPM-
UEVOV EYREPAMNDYV OOWMDV ETUTOETEL TV ALV~
YVEVON TOV TEQLOOGTEQMV OVMUOMDV4A. ZUVN-
Bwg yonowomolovvtal TeeLs TEOPOAES (ratd
TOV gyrdEolo dgova):  dwabBahaunr tpopo-
M Yy Voo UETENOOVUE TNV OUQLLQOTAMLRY
duduetpo (BPD) now v mepinetpo g vega-
Mc (HC) now mepuhappdver tov Bdiapo xnou
T0 dapavég dudgpoayua, 1 doxrothony| To-
oA} mov mepuhauPdvel ta v€QaTa TV TAA-
YLV ROLMMV, T OO0 TTEQLEYOUV TOL VITEQN-
YOYEVY] XOOL0ELWd TAEYNaTO, ®ow 1 dloutaQe-
yrePaldLry TEofoAy mov Aaupdvetal pe v
omioBua xauypm tov NYoPoAEd TEOS TOV Oi-
080 xpaviard foBpo. e avti v TEOPOAY
TUTIRA UETQMVTOL 1) TTOQEYREPAAIDL nOw 1 Ue-
yaAn deEauevn. Metaku 15 nouw 22 efdouddmv
©UNONG, N OLAUETQOS TNG TTOREYREPAAIDAUS OF
YAMOOTA €lval TEQITTOV LOOOUVOUN UE TNV NAL-
nilo vimong oe efdouddecso.

To Paowd vepnyoyodenuo ivor ovolooTind
wo eE€taon Shoyng yuoL eYRUOVS YounAov
AVOUVOU RO VITAQYEL WOl YEVIXY] OUVAIVEON
ot axrel vo ametroviCovran oL faotrég dougg

Ewova 2: To 24wv efdouddwv éupovo
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oe OU0 eyndoolo emimeda, OmmS oL TAGYLES
AOLALES, T faowmd YayyAa, To duapaveég Oud-
poayuo ®aw 0 omiofog PoBpogt. Zuviotdrou,
emiong, uétonom g BPD xou thg HC. Oplopé-
VoL Voot EiCovv emiong T UETONON ™G
EYRAQOLAS SLOUETOOV TG TOREYREPAMIDOS RO
Tov PdaBovg g ueyding deEapevic’. To Aemro-
UEQES VEVQOUTEQNYOYQAPNUO. TOV €UPEUOV
(neurosonogram) eivan o droryvmotiry e&é-
TAON TTOV OVVI|BWS EXTEAELTOL OE €YXVO UE Q-
ENuévo nivduvo eupouinav ovmuolMmy xoL TTe-
othappaver otepaviaieg row ofehaleg Toueg
™G REPAM|S TTOV €lva TTLO SVOROAO TEYVIRA VL
emrevyBovy, aAld €xouv TO TAEOVEXTNUAL TNG
OaPEOTEQNS OQLODETNONG ROL AETTOUEQEDTE-
NG OTTEOVIONG TG EVOOXQAVIOS OVOTOUIOS,
Waltepa pe ™ XOMNOoN ROATUHNG HEPAM|S VITE-
010V, ota EuPEua ue ve@airy TEORoM).

IHagovoioon megrotanxov

To mepLotaTnd pog apod pio 16x00vn €gn-
M TowToTé®O M OTTOlCL VITOPANONRE OF VITEON-
yoyodgmua otg 22 gfdouddeg g xumong,
Yo TOMT QoA ®atd TN OLdOXRELXL TNG TQE-
xovoog eyrvpuoovvne. To vmeponyoyoapund
gvorjuata (oxjua 1) qrav: moviehig EMenpn
EYREPAMKDV NUOPOLOLWYV, 1) oolo. uAMOTOL
oQYWwa €0ve TNV EVTUITMOYN VOQOVEYREPOL-
Mog. TTpooextndtegn ®OTO00 TOQOUTHENON
avEdeLlEe vmoleluporta ayEYovou eyrepAlov
%ot Tov omioOo BEBpo. Metd ouupfovievti-
% omoaoiotyre domomy ™S ®imong, M
omota parypotorodnxe otig 24 gfdouddeg
rimong (oyquata 2,3), uetd meinavon tov
TOOYAOV TG UTEOS Ue ®OATLrA dronia TEO-
otayhavdivns. Ta poxpooromnd gvoriuato
Nrav: rurhomio, oQQvia, wxeootoulo, Wui-
®npoyvalio, Youniny TEGoELON THV WTWOV KL
TV UOAMAY, gVUS Bpaxrag, noxold Avm
arpa. Ta evprjuata emPefaimoay ™ dudyvm-
01 TG OAOTTQOOEYREPAMIOGC.

TuCrnon

H olompooeyrepaiion elvor pia wohdmloxy
avouaiio StdmAaong Tov TEOOHIoV EYREPA-
MOV TTOV YOEAXTNOITETAL OTTG ROLVOU 0TS OITE-
M) O wELoUS TV EYREQOMAWV NULOPL-
olmVv ®aL aTeEM] OXYNUATIOUS TWV VITOREIUEVOV

|
L 4
ST
Ewxova 3: Koaviompoowmxés avaoualies: xuxiw-

mia, agowia, uxpootouia, wxooyvabia, yaunliy
TOOOPUON QUTLAY X0 UAAALDY

dopwv Tov OLeyredrovs. O  emumoAaouog
vévvnong eivon 1 ota 10000 - 16000, av xow €i-
va ToM peyoAitepog o€ amofolég, gBdvo-
vtag oe 1 otg 250, obugpova pe rdmoleg -
uootevoelcd-1,

H ouwtohoyio elvanr etepoyevig. TToAég dua-
(POQETIRES YOWUOOWUHES OVOUAAES EYOoVV
avapepBel oe ohompooeyrepalio, Ue O ROL-
vii Vv toromuio 13 (v del.13q) (70% tov me-
OLITTMOEMV UE OVOUAAIES YOWUOTHUATMV ROL
40% OhwV TV TEQUITOOEMV). AMAES YOWUO-
OOUHES avwualieg mov mapatEdnxroy ot
OAOTTOOEYREPOALD TTEQLAOUPAVOVY ETTAVAM]-
Pelg »aw eEMeNPELS TOV Yowuoouatog 18, Tot-
oomuia 21 row tourhoeldio.. Ohompooeyrepaiio
WIToQEl Vo TEOXANOEl amd €va. UTOOMUOTIXG
vIolewTtopevo Yovidlo 1 amd plo emroorovoo
UETAMOEN OTIS TEQLOOATEQES TEQUTTOOELS!2,
TovAdylotov 9 yovidlomég uetahdEelg €xouv
avapepOe(!318:  sonic hedgehog (SHH),
patched homolog 1 (PTCHI1), glioma-associat-
ed oncogene family zinc finger 2 (GLI2), tera-
tocarcinoma-derived growth factor 1 (TDGF]1,
erttong yvootd wg CRIPTO), TGF-f-induced
factor homeobox (TGIF), forkhead box H1
(FOXH1), zinc finger protein of the cerebel-
lum 2 (ZIC2), SIX homeobox 3 (SIX3), and
dispatched homolog 1 (DISP1).

"Exouv emiong avoyvmeLotel ®ow emyeveTinol
TOQEAYOVTES ®LVOUVOU YLaL T VOOoO. AvTti 1) TTat-
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AvVTovoroToulog ®oL ouv.

Ewova 4: 1=@uoiodoyixds eyxépalos, 2=alofraxyj HPE, 3=nuiofiaxrj HPE, 4=Aofiaxij HPE

Boloyla umopel va mpoxinOel amd meolpol-
AOVTLHOUS TTaQAYOVTES 1] UETOPOMNKES Oota-
pax€cl®. Ou pudvor emionua avoyvmolougévol
eQPAMOVTLROL TAQAYOVTES E(VOL O LVOOUAL-
voeEaptdpevog canyaowdng dwupims (1%
®ivduvo yuoo HPE)20 naw 0 untouds aixooht-
oudg ue €vav rivOuvo Tov EVIOYVETAL UE TO
ramviopo (RR1.4)21. Ohompooeyrepoiio
€xeL emiong onuelwbel o ovvdvaouo pe TEo-
vevvnunwy €xBeon o€ @douaxa (QETLVOIXO
08U, avootolelc ProovvBeong yolnoteQo-
Mg22), 1| og AoudEeLg (ruTTaQOUEYOAOTG23.24,
ToEomhaona?26, gouBpa2027). To peTvoind
0&U %aBMG %Al M LOOTRETLVOIVY TEOXRAAOVY TOL
amoTeAEOUOTA TOVS SQWVTAS OTo VEVQKA
wUtTTaa xoQueNS. Olompooeyxrepaiio Uwo-
el emiong vo mporAnOel amd petallaypéva
YOVIOLOL RO TEQUTOYAVA, OGS OTO OUVOQOUO
Smith-Lemli-Opitz (SLO)?28.

H mo evpéwe amodext| taEivounon avtwv
TOV OLATOQOYWY aVOryVQILEL TEOOEQLS V-
oLeg noEeég: v ahoPfraxnn (alobar), v nui-
Mopronyy (semilobar), Tovg hofraxotg Timovg
(lobar) »aw v mo mEAOEATA TEQLYQUPEIDQ
uéon dromuogparowr] maparhayy (middle in-
terhemispheric variant - MIHV) (wivaxog 1).
Zmv alofraxy] pooey, ™V o cofag, aTov-
oalel ®AGBe OLOYWELOUOS TV NUWOPOLOLOV
200G ®oL To pecoAOPLo. Ymdapyer pion povo
TEWTOYOVN ®OWhio, ue M xwelc €va povdvo
AOLOU TTOU TTEQLRAAAEL TOUG REVTQLRA OUVTNY-
uévovg Bardauove. H toitn ®olion ammovotdlet,
OIS ®AL M VEVEOUTOPUON KL OL OCPENTLLOL
BoApol. Ztv nuhofraxy nooen ta dvo eyxe-
QaMrd MULOQOLOLEL Loy mEICovVTaL UEQLRMGC,
OMG €EOOAOVOET VO VTTAQYEL ULOL EVLOLLDL HOL-
Mo (oyjua 4). Ov dU0 TEwTES AVTEG NOQYES

OLVOEOVTAL OUYVA UE WRQOKREPAALDL, AMYOTEQO
OUYVA UE UARQOXEQOAlC, M Omolo TTAVTOTE
opeileTon o€ aylaion ®VOTN 1 ATTOPQAKTIXY
vdpoxrepalio. ZTovg AofLarovg Timovg o dia-
YWELOUOG TOV NULOPALRImV elvol ®aAd ave-
TTUYUEVOGS, alld eEanohovBel va amovoldel
10 dwapavég dudpoayua. Xt néon domut-
oQALOXY] TOQOAMAYY NS OAOTQOCEYHREPOL-
Mog M oOvingn Aaupdver yoea »veimwg oto
emimedo tv mAaylwv ®olMdv, evdd To TEO-
oBwa nan omloBua xé€pata elvor oyxeTind nald
avemTuynéva2d30, H ohompooeyrepalio eival
1N WOVN OVOUOAC TOV EYREPAAOV OTNV OTOLNL
oynuotiCeton to omioBo uecohdPLo ev ™
amovota tedoOov pecorofiovsl.

H dwagpopomoinon oe dvo eyrepoalnd mui-
OpOOLL ETTAYETAL OTTO TOV (OLO UECEYYVUOTL-
%0 10td mov elvor emiong vrevOuvog yio ™
dlapopomoinon g HEong Yoauuis Tov to-
owmov. H ahofroxy xow nuikofrony] olompo-
ogyrepalio TVTRA ®oL OXEOOV TTAVTA OUVOE-
eToL Ue avouahieg tov mpoonmov’. H cofa-
QOTNTA TV AVOUOALMY TOV TEOOHDITOV CLVTL-
RATOTTOICEL TLS EYREQAMRES avoualieg oe
1000070 TEQTmOV 80%32. Ou o CUYVES avm-
uaAieg mEOOWTOU TeEQLAAUPAVOUV €va VU
pdoua, Omms: ®urhwmio 1§ avopOoiuio ron
agowia, ue 1 xwoig mpofooxrida (owAnvoeLl-
d€c eEdomua Tdvm amd to udm), nuoxepa-
Mo, pe moopovy vmoteAoQoud (avodpoin
uelmon mg amdotaons UETOEY TMV UOTLHV)
%OL WO TTEOROORIOA AVAUETO OTAL WATLO, KVU-
Boxepalic, ue AMyoteQo €VTOVO VITOTEAOQLOUO
%ol poty pe €va govBouvi, dudueoeg oyLoTieg
ue wpoyvadwwn ayeveolia.

ZNUEQQ, Ol TEQLOOOTEQES OOPARES TEQUTTM-
oewv HPE aviyvevoviow pe 1o vmeonyoyod-
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Hivaxag 1: Ta&wvounon e olomoooeyxepalias

TYIIOX
OAOIIPOXETKEPAAIAX AAOBIAKOX HMIAOBIAKOX AOBIAKOX MIHV
Movrjiong 1edoba ®othio ZToU(EUDOELS Avemruypévol eyrepohnol  AVETTUYUEVOL
eynepalxol Lopot LMoot eyrepolroi Aofol
XAPAKTHPIZTIKA Mn duoyweLouds AzeMic duaywoLiopds Sagrs duymoiouds  Avartag. droywolopnoy

TOV NULOQALOTWV

nuopoinv

NUOQOLEIDV omio0.
UETMTLOLOV RO

Boeyuatixot hopov

Anév ugcorofro

Anév ugcorofro

Yromhaotnd pecordfo  Asév uecolopLo

Hivaxag 2: EAAeiuuota tov ovvdeouov s oAompooeyxepaiiag

HPE Nevporoynd Koaviomgooomuxég Evdoxgwixég Kuvnuxég Avoovrovouxrd
onueia dVopoQQieg duatoayss dvohertovgyieg onueia
Exmypia Muwpoxrepahio Amorog drafftng Avorohieg oltiong Aotadg
O HOTATTOONS Bepuoxrpaoio
Ydpoxréparog Yrotehoopdg Avemdoreio GH Aoctabiic radiondg

O OVOTTVEVOTIROS
ouude

[Ivevporivg votéonon Aoyoyelho

1} Auxdortopa

Emwvegotdioni

vromhaoia

Ynotovio Eninedn uvm

Yroyovadiopndg

Advvauia Koldpoua iptdag

Bupeoetdint] vtomhaoio

ZrnaotroTTo Moviong dvm

yvobioiog Topgog

Avotovio

EnuoL Tov TEWTov ToLwvov. H mpoyevvnuiny
dudyvoon ovyvd odnyel oe dromomn g ®un-
oMNG, UETA OTTO YEVETIRY CUUPOVAEVTIXY, OYETL-
%nd pe ™ ooPfapdtra Twv dvouopeLmv. Hmd-
tepeg mepurtwoels HPE uropel va dtahdBovv
™g Oudyvoons. O uayvnurog ouvtovioudg o
QEYEL TEQLOOOBTEQES TTANQOPOPLES YLOL TO YOLOOL-
ATNOLOUO TV OUOTTAACLHYV OTO TOITO TOIUNVO33,
H mpoyevvnuny didyvwon tov alofianol ti-
7oV ohompooeyrepaAiag eEaQTdtal amd TV
OVAOELEN Mag EVIAOGS OTOLYXELWMOOUS EYREPOL-
MxNIg ®olhlog tov umoel va mpoeEEyeL TEOg
To. Tow p€oa amd To QAOLO OYNUOTICovVTag
éva payalo odro. Avahloyo pe tov fabud
avadimhwong Tov AOLOY TAVM ald TNV ROL-
Moy ROLAGTNTAL RO TNV TTOQOVOTNL 1 aTtovoiol
eVOS QoyLalov odxrov dLaxrQivVouue TOELS TTOL-
whec ™G aAOPLOKNS LOQPNG OAOTTQOOEYRE-
pallog: ™V myavita, To ®KUTEAAO ROL T UITG-
M. Emmhéov gvprjuata meQuhappdvouvy v
TOQOVOLAL TUTTLRMY OVOUAMDV OTO TEOCMITO.

[Tapduola vITeEENXOYQOPLRY ELLOVOL OVAUEVE-
tan oty nuhoProxty pope). H MIHV mtapoh-
Aoy  ohompooeyrepaiiag  YoQOXTNOICETOL
od OYETHA HOAOOYNUOTIOUEVO  UETMITLOLIOL
©€QOTOL TTOU CUVTIROVTIAL OTN UEON YOOouuy
YWOIS TV TaeUPoAY dopavoig dtapodyua-
TOG %Ol ETMXOLVOVOUV omtoOia pe pio uovo
vroTuTtddn ®othdtro. H avayvdolon tov Ao-
Brandv popewv amotelel TEOrANON, 1OODS N
OLapoomoinon amd GAAES EYREPAMRES VM-
Wohleg, OmmS 1 QWA QLYEVESTOL TOV OLOLPOVOTG
duaodypotog elvar mavra dvoxoin. H mo-
QOVOIa CUVTNYUEVMV REQATMV, TOL OO EW-
gaviCovrior wg pia yooumuxn dourj eviog g
toltNg ®oLhlog, elvar ovyve now TOAY ovyxre-
HOWEVO €VONUOL OTNV TEQITTWON T 3435,
‘Onwg ®ow oty AofLaxy 0AOTQOoEY®REPAALX,
N OYWOW| TV MUOQALRLOV givol oNyn TEO-
0Bl Aoy TS OVVINENGS TV PeTmmLaimy Ao-
BV xow ov ®hddou ™S TEAoOLaS EYREPAMAIG
0QTNELAS TOPEVOVTAL ROTA UHOS TNG ETLQA-
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VELOG TOV EYREPANOV TEOXOADVTOS OTNV €Y-
yowun amewrovion Doppler éva tvmnd on-
UELO TTOV AVOPEQPETOL MG «TO PIOL TOV OEQVE-
TOL RATW TG TO ROAUVI0»30,

H oahofroniy HPE mpémer va droanpibel amd
vdpaveyrepahrio e v avaliftnon tov goyL-
alov oaxov, Twv CUVTNYUEVOV BaAduwy ®al
™V AVvAOELEN eVOC AeTTOU £YREPAMROU PAOL-
oU. Zvvod€c avmUaAieg TOV TEOOWMITOV TTQO-
oovatoAiCovv ) diayvwon mpog HPE. Eivau
ETIONG ONUAVTIXO VO JLOLPOQOTOLOOVUE TNV
0MOTIQOOEYREPOAICL QTG OQLOUEVES UOQPES
ocofapric vdporepaliog. v meQimTmon av-
™ PE€Pona Aetmovv ov datapayéc didmhaong
™S uéons yoauuig tov mpoowmov. Emiong
OVOOEXVUOVTAL (PUOLOAOYLRA Lo WOLOUEVOL
Bahapor xow eTeEQOTAEVQOL KOQLOELOY TTAEYUOL-
ta.. H o dvorohn dropoounr dudyvmwon ago-
od hofroxy ohompooeyrepalior v dLapooLy-
uoromTirvy dvomiacia. H diagogomoinon avt
elvar OVoroMN, emeld »now ou Vo mabohoyleg
uotpdovror duoTANOTES, OTTMGS 1] ATTOVOIOL TOV
dLapovotig dLapEdyIaTog ®ow 1 (Aol epugpdvion
Twv TR0V repdtmv. Edd agioloyeltan m
TOQOVOIOL TOV onuelov «to @IOL ®ATw AT TO
1OOVIO» HOL OUTOULTE(TOAL OUYVA UoryVNTiRog ov-
vroviopds. Kapudtumog mpémer va yivetan mtd-
vta. Emmhéov, o vymidg xivouvog ouvdpouou
Voo EICeL 00evaQd TV avdyxn Yo axolpn
OVAAVON TNG OLXOYEVELOS AL ULOL TTQOOEXTLXY
€ogvva yLa tpdodetec avouaiies. H amondiv-
YN eVOS OUYRERQUEVOL CUVOQSUOV Elvol On-
novTiry] oL UOvo oL Tov ®aBoLopd g Tteo-
YVOONG, GAAG %O TOU ®IVOUVOU VITOTQOTNC.

H »oxn modyvmon yio foégn ue arofroxd
%o NAoPLand Tomo eivor dedouévn3738, al-
MG xou o hofrarot timor mapovotdovy eEa-
QETWMA T VEVQOAOYXY] OVATTUEYN. ZTIg
o coPaés nopeés (alobar »ow semilobar),
TO VEVQOAOYIRO EAAELUROL elvol EppavES oo
™ veoyviri O mepiodo, ue T woepy YevL-
HEVUEVNS VITOTOVIOGS, OTOOUWYV, TQOPANUATOV
OTN O(TLoN ROl VONTLRY VOTEENON. ZTOUS Al-
Youg €mlwvVieg, Ol COPOES VEVQOMOYLRES
avopoiieg elvar ovyva vevBuveg yio 10 0d-
VOTO 2aTd T OLIQARELD TOV TEWTOV £TOVg Lw-
M. 210 MofLoxd Timo, 1 TEAYvmon elivor AMyo-
TEQO ®AAG ®aOOQLOUEVT), QMG vonTLrY VOTE-

AVTIOVOrOTOULOG %O OUV.

N0, OOPENTIKES KOL OTTIRES AVOUOAES (-
vau ovyvd mapovoes. O TTivarag 2 ouvoyitel
TOL VEVQOAOYLRA ®ow dAACL EMAelupoTa TOV CUV-
dpduov. O %ivduvog VITOTEOMY|S E(VOL EUTELQL-
%d 5-6%. Eav n HPE ovufaivel ota mhaioto
eVOC yeveTirol ouvdpouov, o xivouvog emo-
VEUPAVIONG elvol EXEIVOS TOV CUVOQGUOV.

Yuurepdopoto

H olompooeyrepaiion elvor po olimAoxy
dvomhaoio Tov eyreEQAAOV TOU TEOXVITEL
oo ateh] SLoWOELOUG TOV TOOOEYXREPAAOL.
H awtohoylo elvan etepoyeviic. TTIohhég dua-
(POPETIRES YOWUOOMUHES OVOUUAES €YoV
avage0el pe mo xowvy Vv Towowuie 13.
Mmopel emiong va mpoxraAelton amd €va av-
TOOMUOTIXO VITOLELTOUEVO YOVIOLO 1 o uia
EMRQOTOVO00 UETAMLOEY, OTIC TEQLOOOTEQES
neQurtyoels. EmmAéov, oavty n mabohoylo
wropel vo mpoxAnBeil ard meQifarloviinoig
N uerapfolnoic mopdyovres. H mo gvpémg
OmodEXT] TOELVOUNON avVOYVWQEILEL TECOEQLS
Baowég noppés. H arofraxy xow nuhofroxn
uoopn elvor avtég mov ouvnBmg oyetiCovral
UE OVOUOAES TOV TOOOMITOV TTOV WITOQEL VoL
OewEn0el wg CUVETELA TG HOLVIC LECEY (VUL
TS TEOEAEVONGS. ZNUEQX, Ol TTEQLOOOTEQO
ooPapéc meputtwoelrs HPE aviyvetvovror pe
oVOTHUOTHG VITEQNYOYQdgpNua, MO atd To
oo Telunvo. H mpoyevvnuwy dudyvwon
odnyet ovyva og duaromy g ®imong, Aaupd-
VOVTOG TTAVTOTE VTTOYT TNV ROKY TEOYVOON).
H dwn pog mepimrwon ftav pow ordvior eQi-
TTWoN ®oBvoteENUEVNS dLdyvmong mov €ge-
Q€ TLS UWOXQOOROTXES OVOUOALES TOV TTEQL-
YOAPOVTOL A6 TO OVVOQOUO OTO PWG.

Late termination of pregnancy with fetal
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holoprosencephaly: case report and review
of the literature
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Summary
Holoprosencephaly (HPE) is a complex hu-
man brain malformation resulting from in-
complete cleavage of the prosencephalon into
right and left hemispheres, occurring between
the 18th and the 28th day of gestation. The
forebrain malformations are generally associ-
ated with facial anomalies, ranging from
anophthalmia, cyclopia or proboscis in the
most severe cases, to midline cleft lip, a sim-
ple hypotelorism or even no anomalies in the
less severe HPE forms. We present our case
of holoprosencephaly at second trimester of
pregnancy and we provide updated informa-
tion about this condition reviewing the exist-
ing literature on this topic.

Key words: holoprosencephaly, cyclopia, arhinia, second
trimester
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