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ENAIA®EPOYEEX TIEPITITQXEIX

YUvopopo Kaprropelikic duorhaoiag:
[Tadoloyoavatopkd xapaktnplotikd

mag ondviag dwapaptiag mepi 1) 6GrdmAaoy
oc éva amd ta 600 €pbpua Hidupov KUACEWC

Kovén-Ilagity A., Ilanabids K., Kaipn-BaoiAdrov E., Iovda K.,
Kovroyidvvy K., dlinmibov A.

Campomelic dysplasia in one fetus of a twin pregnancy. A case report.
Kondi-Pafiti A., Papadias K., Kairi-Vassilatou E., Goula K., Kontoyanni K., Filippidou A.
Pathology Dept. and 2™ Clinic of Obstetrics and Gynecology, Areteion-University
Hospital, Athens, Greece.

A case of campomelic dysplasia in one male fetus of a twin pregnancy is
reported. This rare skeletal dysplasia is characterized by shortening and bowing of
the extremities and other skeletal, extraskeletal and cartilaginous lesions. These
findings characterize a heterogenous group of skeletal disorders that may be spo-
radic or inherited by the autosomal recessive character, often showing anomalies of
sexual development as well. The development of this dysplasia in one of the two
fetuses of a twin monochorionic pregnancy is a unique event. Its radiological and
pathological characteristics are described.
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To ovvépopo ¢ xaunropeAiktjc dvontAaoiag (KMA) eivar pia etepoyevijc oud-
6a ovyyevdv dtauaptidv mepi m SidrnAaot, pe ekOAwon kard 1o MAEIOTOV OTToPa-
O1K1j xal €ViOoTe€ XATd TOV QUIOOWUATIKO UMOAETOHEVO Xapaktroa. Xapakinpiderat
and Bpdxvvon xar KAUYn WV HAKPOV 00TAV KAl TTOAAEG €CWOKEAETIKEG avwalieg.

Ilapovoiaderar povadixij mepintwon kapmTtopeAKnc dvomAaociag €rmi 10UV €VOg
eubpvov 616UpO0V HOVOXOPIAKIG KUNOEWS KAl AVAOKOMOUVIal Ta KAIVIKA, €0yaotr)-
plakd xar madoloyoavaropixd XapaknpEloTikd TG MEPINTWOTG.

Aéerg-kAe1b1d: Kapnropelikij dvomhaoia, Ootikij dvomAaoia
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EIXATQI'H

H xapmopelikr) dvomhacia (KMA) eivat
pia omdvia oxeleuxy Svomhaocia mou TePt-
YPAgnKe yia mpot) gopd amd tov Maroteaux
kat ovv!. Xapaxtnpiletar and bpdxvvorn xat
KAPYn 10V KA1 dkpwv o€ ouvvouaopd pe Ai-
NeC OKeENeTKEC avwpalieg ¢ KePaAfg, Tou
dopaka, ¢ OMOVOUNKIG OTHANG, TV XOV-
Opwv wg xat drarapaxég Sdmhaong Tov Yev-
vnukov cvotjuatoc®. Tlapovoldetat oy €p-
yaoia avty n efapeukd omdvia Tepiniwon
KMA o€ éva and ta 6vo épbpua povoxopira-
k¢ &idupng xvnong. H mepimiwon avty emi-
ong eivatr povadikry oe ovvolo 1.250 vexpoto-
POV €pbplwV KAl VEOYVHV, TOU €ylvav oTo
Epyaotiptlo pag xatd mv tekevtaia 15etia.

ITEPITPA®H IIEPITITQXEQX

I'vvaika nAikiag 31 ewdv (pe 1otopkd 4
KUNOEWV €K TV onoiwv 3 anoBolég) mpooni-
de oto Noooxopeio v 227 ebdondda xvnong
Noyw emipovng KONTUKNG atpdppolag, amod v
apx1) g €YKVHOOUVIG. "Apect) uepnxoypagt-
Kf amewkovion g HHIPag amoxdlvye v
napovoia 6vo {Wviwv epbpiwv. To mpohto ép-
6pvo (A) rav QuUOIONOYIKO KATA TOUG ULTEPT)-
xoypagikovg exéyxoug. To devtepo épbpuo (B)
€ixe KOVId xal Kekappéva pnptaia ootd, Kvh-
pn xat mepdvn. Katd mv 267 €bdopdda tng
kUnong 1 aodevrig mapovoiace oAryoudpdpvio,
enfAde e avtopatn prign dulakiov xat MPOW-
POG TOKETOG Katd T Sidpkela g 297 ebdond-
dag g xvnong.

To mpoto veoyvo (A) Arav dppev kat €ixe
6dpoc 850 gr, xar prKo¢ KePANNC-TEApATOC
35 cm. 'Hrav apupelég xat é{noe 20 Aemtd
Hetd oV T0KeTO, OMoOTE KAl KATEANCe pe otot-
x€la avamvevotkng duoxépelag.

To Oeltepo épbpuo (B) yevvhdnxe vexpo,
frav emniong dppev, bapoug 800 gr xat prjkoug
26 cm. O axTivoloyikdg €heyxog v epbpinv
(Eik. 1) éderfe ou 10 épbpuvo A 1rav kara
@uor, evod 10 épbpuo B mapouvoiale moANEQ
olapaptieg Stamhdoewc, Kexkappéva pnpiaia
00T, KEKAPPEVEG KVAHEC KAl TEPOVEC APPW,
€Cdpdpwon 1oL 10Xxiov kal vmom\acia wpo-
MAATG Apeo xat avopalieg omovoVAwv pe
arnovoia MupAveV ooteomoinong xatd 1a ow-
pata wv onovoévlwv. Yirjpxav 11 {evyn mhev-
PAV.

H 6\n exdva, axtivoloyikd, aviiotoixei oe
ovvopopo xapmroperiag-KMA.

H nadoloyoavatopixy) e€€taon) €deile 1a egric:

Epbpuvo A: Anovoia ovyyevov dtapaptiov
nept ) dtdmhaor. ITapovoia extetapévrg ev-
SoxuypeNdikric atpoppayiag, €.0pOPNONC Apvia-
KOU UYPOU Kal AEVKOKULTIAPIKHG S1dnong twv
nmveupovev (Eix. 2). Eykepakikr] atpoppayia.
Autia davdrtou dewpeitar 1 avolia emi eddgoug
evdounpiov Nopidewg (Ttvevpovitig).

Ewéva 1. Axkuvoloyikog éleyxo¢ epbpiwv
01000V Kufoeng 29™ eboopadag. ‘Epbpuo A
(AeCrd) x.9., ‘EpBpuvo B (Aptotepd) umolemnod-
pevn avdmtudr), kekappéva kAt Aaxpa, Lro-
nm\aoia wporhdtng, 11 (ebyn mAevpwyv, ave-
palieg omovOLAwWv.
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Ewoéva 2. Iotoloyiky} topr] mveupoveov ep6p00v
A pe extetapévi) Aevkoxuvttapiky O1Rdnor
(mvevpovitig) xat vreparpia (A&H x100).
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Epbpuvo B: Tlapovoiale r[o)\)\cm)\e:g ouYYe-
veilg avwpahiec: emneér] PLVIKY| qumpa oUv-
dpopo xapmropeNiag TOMOL WV HAKPWV e€-
AV, Bpaxvpelia xat kapmropelia Kvijpng-Te-
poOvNG, pikpootopia, ateNrig OUYKAELOT UTtE-
PWag. AldTGOI] 1wV MAaylov KooV eykepa-
\ou otoxeia eyxecpq)\mr]g cupoppoyulg Eo-
popnon apvuu(ou VYpPoV otoug Tvevpoveg (k.
3), vnepapia v onaxvev. Ewiepikd yev-
VNUKA 0pyava ApPevog: OPXELG OTO OTOHLO TV
bovbwvikwv mopwv. H efétaon perd and xa-
TAANANAL eneepyaoia 1ou xovOpP1Kov 1010V amod
1a KAt dxpa Oev €deife madoloyikég aklotw-
o€1c.

H egéraon tov mhakovvia édele drapvia-
KO-pOVOXOPLaKO MAAKOUVIA HE €EVIOVEG ANNOL®-
o€l xoptoapviovitdog, mhaxouvvritidog xai
opg@aiitdooc.

YYZHTHXH

H xapmtopehikyj dvomhaoia etvar pia ond-
via pop@r vaviopov xapaxinpi(opevn amo
Kovid xat kekappéva dxpa. H ouxvémd g
avagépetat og 0.05-0.09/10.000 yevvoeig®.
[eprypdgetat epeavion omopadiky kat katd
TOV UTIOAEITIOPEVO XAPAKTAPA KAPOVOHIKOT-
1a*, ouvdvaldpevn) pe QUAETIKT) AVTLIOTPOPY (sex-
reversal) ouv exOn\ovetar oav 46XY xapudtu-
oG pe gawvotuno dfAeog. Ot aodeveig éxovv
yevvnuikd opyava Orieog, kOAmo, pAtpa kat
oalmyyec. ITadoloyoavatopikég peléteg Te-
pPLypdgouy atehag dtagpopomonévo wodnkikod
1016 1] YOvadikd 1016 pe 0opXiKr| Olapoportoin-
on’. H xapmropehikr) dvomhaoia kat n avto-

A
¥, & }'
Ewoéva 3. Iotohoyikr| topr] mveupdvev epbpiou

B pe etopognon apviakov vypov, vneparpia
kat aipoppayikyy 6idnon (A&H x250).
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oopatiky XY QUAETIKY avaotpo@n gaivetat ot
ogpeilovial oe petd\\adn 1ouv SRY-ouvOedepé-
vou yovidiov SOX9 oy meploxyy 17q°°.

H x\wviky exéva g KMA, onwg éderlav
npoogateg pelétect !, xapaxtnpilerat ouvidwg
and 6apog epbpvov VTTOAEITIOPEVO Y1a TV T\1-
kia f§ kat QuoloNoyIKO, pe pikpokealia, dv-
ocavaloya bpaxy dwpaxa, Kovid dxpa Kat €vio-
vn) unotovia twv veoyvav. To mpdéowno kat n
pwviky yépupa elvar emimeda. Ot bhepapixég
OX10pP€G €lval oTevwpéveg xat divouv v eviv-
TIWOT] TOU UTEPTENOPLOOU. YIApxel ouxvd Hi-
Kpootopia, okoMwor) g omovOULNIKAG OTHATG,
€V o1 xeipeg pmopet va napovotdoovv Bpaxv-
O6aktulia. Ta xdww dxpa elvar xovid kat xe-
Kappéva e EVIVTIOPATA OTO 6eppc1 Zovundp-
x€l ouxvd €Capdpworn tov 1oxiov kat patboirn-
norodia.

Bdaoer ¢ aktivoloyikrc eikdvag Sraxpivo-
viat 1pei¢ tonot KMA: 1) o tdnog g xpavio-
OTeEVOHOEWG Hetd Bpaxéwv ootwv, 2) o TUmog
¢ voppokepaliag perd Bpaxéwv ootwv, Kat
3) o 1rnog petd paxpopeliag, xapaxtnpE{ope-
vog and pikpov badpov bpdxvvon katr ywvien-
On WV HAKPOV 00T®V Kat TOANATAEG ANNEG
OKENETIKEG KAl e€wokeeTikég avoparieg'2 Ta
€pbpua medaivouv evdountping 1 KAtd T veo-
YVIKH] Tepiodo, NOyw avamveuoTKng avemndp-
Ketag opeNOpevng ot Bpaxela xatr otevwpévn
dwpaxiky Ko\otta.

Irpepa, n mpoyevvnuky Odyvwor eivat
€pikT] peta 1) 18" ebdopdda xivnong pe 1
Xp1on unepnxwv VYNArG avaivong. O vrolo-
YIOpOG TOU PNKOUG KAl NG popgoloyiag twv
pnpaiov 0otV v epbplnv pe LTEPHXOUG
(real-time) emrpémer v akpibry avixvevon g
ovomhaoiag avtyc.

Emiong, xatd m didpxela g vnepnxoypa-
Qixig ef€taong pmopovv va Sayvootodv 1
napovoia bpdxvvong v AKPwY, OXIOPNG OV
UMEPOQ, 1] voNAacia TG WHOMAATNG, O LTEP-
TENOPIOPOG, 1] HiKpoKepahia, 11 VOPOVEPPWOT)
kat o vdpoxépaloc’. Ta mpoobebAnpéva ép-
bpuva yevviovviar vexkpd 1 amodviokovv dpe-
0oa petd ) yévvnon 1 10V MPROTOVG UHVEG NG
(g Moyw avamvevotukrg duoxépelag kat omnd-
via xdamoto embioverl yia peyalltepo XPOoviko
oudompa. To peyalltepo o€ nhikia avagepod-
pevo mawdi €(noe péxpt nhikiag 17 etodv!. Xy
nepinmwor] pag poévo 10 éva and ta 6vo €p-
6pua g d16vpov xunoewg eixe KMA xat and
600 yvopilovpe avty eivar n Odeltepn mepi-
MwoT) 1oL meptypdgetal ot Bibhioypagpial®!.
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H amovocia madoloyikov al\owwoewv katd
MV 10T0NOYIKY €{€1aon 1ouv x6vOpou otV Te-
pimwor pag ovvnyopel pe myv damoyn Ot 1)
KMA ogeiletal Baoikd o€ dratapaxég 1wV Ki-
VIUKOV PUOV TIOU Tpoo@UovIal oT1d paxpd
0014 Kal OX1 0€ TPwIoyevy Oiatapaxy g
xovOpikng avdmrtugng!o,

Tehevtaia éxouv avagepdel mepimiwoelg
KMA xwpic eppavy) kapmropehia’.

O unepnxoypa@ikdg éeyxog eivar molvT-
HOGC OV aviXVEUOT] TWV OKENETIKQOV avepd-
AoV oe épbpuva pe KMA xat o pohog tou
omv Tepattépw €§ENEn g eyxvpoovvng €i-
vatr anogaotoTikog.

Ot pntépeg mpémnet va kadodnyndovv eykai-
PWG O€ TIPOYEVVNTIKO €NEYXO (DOTE va UTIAPXEL
0 0wWOTO¢ OxedAoOPOC Kal €MPENG TAPAKO-
AoUdnon peténelta Kunoemy.
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