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To ungpnxoypagnua
otiC 11-14 EBSOHAGEC KUNONG

To unepnxoypd@nua oti¢ 11-14 eBSOUASEC KUNONG NPOCYEPEI T
duvatotnta NPWIMNG S1IAYVWOoNG AvATOMIKWV AVWHAAIWVY KAl EKTIMNONG
TOU KIVSUVOU XPWHOCWHMIKWY AVWUORIWY. H QUXEVIKA S10QAVEIa gival g
OKPIBAC KaI guaiodntn nEBOSOCG S1I0A0YAG NANBUCHOU VIO XPWHOOWMIKEG
avwuanieg. H suaiodnoia tng MEOOSOU VIO TPICWUIO 21 €ival nEPInou
80%, VIO NOGOOTO 5% TOU NANBUCHMOU BEWPOUMEVO WE «UYNAOU KIVSU-
vour. Eival nieavov 6ti, npoceEtovtag th METPNON XOPIAKAG YOvVaSo-
tTPonivng Kai PAPP-A GTO Qi0 TG MNTEPAC, h EUNICONGCIO ThG HEBOSOU
au&dvetal oto 90% via TO 610 N0COOTO NANBUCLOU BEWPOUMEVO WG
«PnAouU KIvéuvour. H auEnpévn Auxevikn S10@Aaveia cuvauhZetal eniong
ME AANEC XPWHOOWMIKEG OVWUOAIEG KO N EVAICONGCIO TNG NEBOSOU Eival
75% YI0 TPICWUIO 18, 72% YIO TPICWMIA 13 KOl 87% YIa 6UVSPOUO Turner.
Ta EUBPUC HME QOUZNHEVN CUXEVIKA S10@AVEIO EU@AVIZOUV auEnpévn
EVOOUATPIO BVNOINOTNTA KOl EXOUV OUZNHEVO KiVOUVO VIO KOPSIOKEG
AVWMARIEG KAl YEVETIKG oUvSpoua. H METPNGN TNG UXEVIKAG SIAQAVEIOG
néave and tnv 95n ekatootiaia 6€on, w¢ MEBOSOC SIOAOYAG NANGUGHOU
YIO CUYYEVEIC KOPSIONAOEIEG, ENITUYXAVEI EuaIoOnaia 55%. H artiofoyia
T™NG auZnpévng CAUXEVIKAG SiagAveiag gival noAunAokn. Meavoi napd-
YOVTEG NEPIAGMBAVOUV KOPSIOKEG AVWMAAIEG GE GUVOUOCHMO HE TIG
IS10ITEPECG AIMOSUVOMIKEG CUVORKEG TOU NPWTOU TPIMAVOU, CUUNIECH TOU
0WPAKA, SiatapayMévn QAERIKA ENICTPOPA, MEIWMEVN KIVNTIKOTNTO TOU
EMBPUOU, AVWUAAN AVANTUZN TWV ASUPIKOV AYYEIOV KAl SIATAPAXA oTn
ouUveegon tou KoAndaydvou. H didyvwon eveg Ley@nou EUPOUC CUYYEVWV
AVOUORIV Eival SUVATA GTO NPWTO TPIUNVO KOI OPIGHEVEG aNO OUTEQ
OUOXeTiZovtal ME auZnuévn CQUXEVIKA Siagaveia. Mengteg SIAAOYNAG
NANBUOUOU XOMNAOU KIVOUVOU YIO MEICOVEG OUYYEVEIC OVWMORIEQ
€6€1ZaV OTI n SI0YVWOTIKA IKavetnta gival 50% oti¢ 11-14 BSOUASES.
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To vnepnxoypdenpa oto Mnp@dTo Ipipnvo 1ng
gykvpoolvng eixe apxikd wg OKONG tn XpovoNdynon tng
konong. Zwn Sidpkela tng tedevtaiag Sekaeriag, n
1eXVONOYIKA MPGod0¢ TwV LIEPNXOYPAPIK@OV HNXavn-
pdtov Kal n gloayoyi otnv KAWVIKG npdén tov 8iako-
AmkoU vnepnxoypagnparog ékave Suvarni tnv Aneikovi-
on g euBpuikAg avaropiag oo nNpTo TPiPNVo Kal In

S1dyvmwon ovyyevdv avopadi@dv.

Tnv tedevtaia nevraeria, pia oeipd and penéreg €6e1§av
611 n avxevikni 8iagdvela (cvhdoynr vypol otov avxéva
10V guBpvov) (e1k. 1) efvar éva péyebog nov pnopei va
perpnBei vnepnxoypa@ikd otig 11-14 ¢B8oudbeg ka1 n
pérpnon avti eival pia anoteAecuatkn Sokipaoia Siano-
yii¢ nAnBuvopol yia avixveuon XpOHOOWUIKOV avwpa-

naov. Eniong, n av€npévn avxeviki Siagdvela otg 11-14
eB8oudbeg pnopei va anotenéoel Sokipaoia S1anoyrig yia
ovyyeveic KapS1akés avmpanieg Kal €Xe1 OLOXETIOTEL HE
nAe1dda yevetlkdOV ouvSpSuwy.

2. H IXTOPIA TON MEOOAQON AIAAOTHX MAHOYZMOY
MNA XPOMOZOMIKEZ ANQMAAIEZ

To 1866, o Landgon Down, oto dpBpo touv «[Tapatn-
pricelg otnv €BviknA Katavoun twv 181mtadv» (Observations
on an ethnic classification of idiots), nepiéypaye 10
@aivétvno wng 1piownpiag 21 (obvSpopo Down).! Avd-
Heoa ota dANa xapakinplotikd avagépel ot «to §€pua
...vnoNefnetal oe eNaotkdINIa Kal poidzel oav va eivai
oe nepiooeia oe oxéon pe 1o odua». To 1909, o Shuttle-
worth napartripnoe 611 oe ndve and to éva 1pito 1OV



Eikdva 1. "EpBpuo 12 eB8opddwv oe opizévtia Bon kar pérpnon g

avxeviknig Siapdveiag.

NEPINTOCEMV HOYYOAIOHOU Ol UNIEPES TNV EMNOXA TNg
gykvpoolvng Bpiokoviav Kovid otnv KAIQAKIAPIO Kdal
OLOXETIoE €101 yia np®dTn @opd tnv avnpévn nAlkia tng
untépag pe 10 obv8popo Down oto veoyvé.? H
avakdnavyn dt ta dropa nov ndoxovv and cVvEpopo
Down €xouvv éva vnepdpiBpo xpopdowpa 21 €yive 10
1959. Znpepa yvwpizovpe du 10 obvvSpouo Down
ogeinetal otnv vnapén tpidv avii 6o avuypdewv tov
Haxrpot oKENOLG TOL Xpwpoo®duatog 21. Avtd unopei va
npokVYel PE TPEI PUNxXaviopoUg: un ovzevén (non-dis-
junction), oto 95%
(translocation) ka1 pwoaiké (mosaicism). To 1991, o1

IOV MEPINTAOCE®V, HETATONION
Antonarakis et al e§é§tacav nonvpop@iopols tov DNA
oe naibid pe obvSpopo Down ka1 Sianictwoav é11 oto
95% tov nepimtdos®wv pn obzevéng 1o vnepdpiBuo
xpopéowpa 21 efvar untpikig npoéhevong.?

H npdtn péBodog Sianoyrig ninBuopod yia cbvSpoua
Down g@apudéoinke otn dekaetia tov 1970 ka1 Baciotnke
otnv napartipnon tov Shuttleworth yia tn cvoxétion
perali nhikiag tng untépag kai ipioopiag 21 oto kKVnpa.
"H8én and to 1966 eixe kataotei Suvari n npoyevvniiki
Si1dyvmwon tov cuv8pSpov pe KAANEPyEIad KUTIAP®OV TOL
apviakol vypol, wotdoo, NEYy®w ToLv KGoToug Ing eféra-
ong Kai tov Kivdvvou anoBonnig tov euBpuvov, n apviokE-
vinon 8gv ritav Suvvaré va e@apuootel O10 YeVIKS
nAnBuvopd. Apxikd, pévov ot €ykueg nhikiag dve tov 40
etV BewpriBnkav wg apkerd vynhov KivdBvov, dote va
10Vg npoo@epBbei apviokévinon, KABWS Spws n enéuBa-
on éyive nepioodtepo S1abeSopévn, n opdda vynhov
Kiv8vvou 8ievpivBnke, dote va nepinapBdver yovaikeg
nhikiag dve tov 35 etdv — auvii n nAilkiakn opdéa
anotenovoe 1dte 10 5% 10V CLVONIKOU NANBLOHOL TV
eyKUOV yuvalk@v. And avti v npdmn xpovohoyikd

ATl 2OYKA

@don otnv 1otopia twv peBddwv Siadoyrig nAnBuvopov
yia tpiowpia 21 npoékvywav &6o B€oeig-8dyuara, ta
omnoia 10xVovv onv npdén €wg oripepa. To npdro eivai
10 nAIKIAKS Gp1o twv 35 e1dv, ndve and 1o onoio
ouviotdral MPOYeEVVNTIKGS €NEYXOG Yid XPOUOCOHIKES
avwpaldieg Kar to Sevtepo eival 1o 6pio 10V 5% wg
anodekid nocootd tov nAnBvopov to onoio xapakinpi-
zetal wg opdda vynnov kKivdvvov (high risk group, screen
positive group) Kai oto onoio Npoc@Eperal MPOYEV-
vntik6g éneyxog. ‘Erol, pe ta onpepivd emdnpiodoyikd
Sebopéva twv xwpdv tng Avtikiig Evpdnng kar kabdg
6No Kal MEPICOGIEPES YUVAIKEG TEKVOIOIOVV Of UEyd-
edv xpnolponolicovpe wg uébodo
Stanoynig nAnBuopov tnv nAikia tng pntépag, Ba npénel
va Npoc@EPOLUE AUVIOKEVTINON OTI§ €YKLES dvm Twv 37

Altepn  nAikia,

1@V, agol aviri n opdda avinpoownevel nepinov 1o
5% tov nAnBuvopol Twv eykbwv. Me tn néBodo avtn, Ba
Siayvdoovpe nepinov 1o 30% twv epBplwv pe abvdpo-
po Down.

Zta 1éAn 1ng Sekactiag tov 1980 spgaviotnke pia véa
néBobog Sianoyrig nAnbvouol yia obvSpouo Down pe
pérpnon oto afpa tng pntépag Bioxnpik@V napaysviov
Kal, CLYKERPIPEVA, a-euBpuiknig npwteivng (a-fetoprotein,
AFP), xopiaknig yovadotrponivng (human chorionic go-
nadotrophin, hCG) ka1 oiotp1éAng (estriol) otig 16 nepi-
nov eB8opddeg kbnong. Me tn pébodo avri kar vrioBAN-
Moviag oe Siayvwotkh e§étaon (apviokévinon) 1o 5%
1oV nAnBuvopov pe 1o peyadltepo kivduvo (risk) yia
obv8popo Down, Ba Siayvdoovpe nepinov 1o 60% twv
euBpvwv pe ocbvSpopo Down.?

H pébobog Sianoyrig nAnBuopot yia tpicwpia 21 pe
Hérpnon tng avxevikhg Siagdvelag otg 11-14 eB8oud-
8eg kUnong Eekivnoe tn Sekaetria tov 1990 ka1 noAvd-
p10ueg penéreg €xovv 8eifel 611 10 5% 1oL MAnBLOPOV
pe avénpévn avxevikd Siagdvela ndve and tmv 95n
ekarootiaia Oéon nepidapBdvel 1o 75% twv euBpvwv pe
obvbpopo Down. Tpdogata npokatapkiikd ortoixeia
Seixvouv 611 n gvaioBnoia tng pebddov orn Sidyvwon
1prowpiag 21 orto npdro 1piunvo pnopei va avénbei oto
90% nepinov pe 10 cvvdvacpud avxevikng Siagdveiag
kat Bioxnpikdv Seiktdv (B-xoplakn yovadorponivn kai
PAPP-A) oto pnipiké aipa.

3. YIIOAOIIZMOZX TOY KINAYNOY
IMA XPOMOXZOMIKEZ ANOMAAIEZ

Kdbe éykvog €xel kivbuvo (risk) va yevvrioel éva naidi
He Xxpopoo®ulkA aveopadia. [la va vmodoyicovue tov
atopikS kivduvo piag yvvaikag va kvogopei éva €uBpuo
HE XPWHOOWUIKA avepaiia, npénel va noAdannacid-
oovpe 10 Baoikd kivéuvo (background risk), o omoiog



YIEPHXOIPA®HMA XTIE 11-14 EBAOMAAEY KYHZHX

e€aprdral and tnv nAikia tng yvvaikag, tnv nAikia Kénong
Kal v vnapén nponyoUVHevVNS EYKVHOOVVNG UE XPWUO-
OWHIKA avopaiia, pe to Adyo mBavdintag (likelihood ra-
tio), o onofog kaBopizetal and 1o anoténecpa tng pebédov
S1ahoyng nov epappdoape.”® Auvtd n Siadikacia epappd-
zetal oe ONeg 116 uebS8oug 1anoyrig (1pinAS test, avxevikni
Siagdvela, vnepnxoypdenua Sevtépou TPIPRVOL).

H mBavdinta xpopoowpikig avopadiag oto §uBpuo
avfdvel oo avfdveral n nAikia tng untépag Kai peidveral
600 avfdverar n ndikia k6nong, yiati ta €uBpuva pe
XPOUOOWUIKNA avwpadia €xovv peyanliepn mbavdinta
evSountpiov Bavdrov oe oxéon pe ta €uBpua pe Quoio-
AoyiKS Kapudtuno.®” H mBavéinta evSountpiov Bavdrov
yia ta €§uBpua pe piowpia 21, and g 12 ka1 16 £B66o-
nddeg wg 1o 1éhog tng KVnong, eival nepinov 30% kai
20%, avtiotoixa.” ‘EpBpua pe pioopia 18, tpicwpia 13
ka1 obv8popo Turner €xouvv mony peyandtepn mbavo-
nta evSountpiov Bavdrov (nepinmov 80%) peralv 12 kai
40 eB8opdbwv. Ta nocootd avtd éxovv vnonoyiotel ané
penéteg oe nAnbuvopols eykVwv mov vnoBAROnkav oe
Siayvwortiki enépBaon (apviokévinon fi Aipn tpo@oBAG-
otng) oe Sidpopeg nAlkieg KVNONG KAl O EMINOAACUSS
ng 1piowpiag 21 oug Sidpopeg eB6opudbeg ovykpiBnke
e tov emnonacud oto 1énog tng kvnong. ‘Etol, vnd-
pxouv mnivakeg mou vmohoyizovv tv mbavdinta yia
piowpia 21 anAd kal yia AANEG XPOHOOWUIKES avapa-
Nieg (tprowpia 18, tpicwpia 13) pe Bdon v nidikia tng
untépag kat tnv nAikia k6nong.” O 1pitog napdyoviag
nov Kabopizel 10 Baoikd kivéuvo piag yvvaikag sival to
10TOPIKS Tpiowpiag oe nponyovuevn gykvpoovvn. O1 S
nidjers et al peAémnocav 2.054 yuvaikeg mouv eixav
nponyoluevn geygvpoolvn geuBpvwv pe cbvdpopo Down
kal Bprikav éu n mBavdintd tovg yia obvSpouo Down
oe endépevn gykvpootvn nrav avénpévn katd 0,75% oe
ox€0on Pe TNV Avapevopevn yid tnv nAlkid Toug Kal tnv
eB8oud8a xvnong.® Eviagpépov napovoidzel 10 yeyovég
6t o avénpévog kivBuvog agopd pévo omnv i8ia
piowpia. ‘Etol, pia yuvvaika pe nponyolpevn KOnon
euBplov pe tprowpia 21, €xer avénpévo kivbéuvo va
KVo@opricel otnv endpevn gykvpgoovvn €uBpuvo pe
pioopia 21, evd o kivbuvog Sev efvalr avfnpévog yia
dhheg 1p1ompisg, dnwg tpiowpia 18.

4. AYXENIKH AIAQANEIA

H avxevikii Siagpdvela eivar n ovAdoyri vypol otov
1pdxnho tov guBpvouv Kai, cuykekpipéva, avdueoa oto
S8éppa kar otovg 10tovg Mov KAAVGMTIOLY Tn OnovOLAIKA
ominn. ‘Oda ta €pBpuva perald 10 kar 14 £BSopudbwv
gxouvv upila mnoodtnta vypoV, anAd Jdtav avtd eivai
avénpévo, 1o éuBpuo epgavizel peyandrepo kivSuvo yia
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XPWUOOWHIKESG avwualisg, ocvyyevei¢ avopadisg kai,
€181kd, rapbiondbeieg kai yeveurd obvvdpopa. Zta
nepioodtepa €uBpua, ovupnepinapBavopévev Kalr 1oV
nabonoyikdV, 10 Lypd avtd efagavizetar oto Selrepo
1Ipipnvo ng eykvpoovvNg.

H pérpnon tng avxevikiig Sia@dvelag pnopei va yivel
otnv nAsiopn@ia tov nepinidocewv (95%) pe Siakoiniaks
vnepnxoypdenua, eved oto vnénoino 5% efvar anapai-
tnto 1o S1akoAmKS vnepnxoypdenua. ‘Euneipor vnepn-
Xoypa@1otég unopovv eVKoAa Kal ypriyopa va pdbouv
nog yiveral n pérpnon, ®otéoo eival onpaviiké n e§étaon
va ekiedeftal andé dropa mov €Xouv 10 KAtdAAnAo
Bewpntikd vdBabpo, akoNovBoVV GLYKREKPIPEVOLS Ka-
véveg Kal ta anotedéopard tovg vnoBdnAovial og ovoin-
patkrs éheyxo. Me tov 1pdno aviév saoceanizerar n
vynAnl enavainmidinta tng peBédov. To Fetal Medicine
Foundation tov Aov8ivou €xe1 ek86oel 08nyisg yia tov
TpOIMo Mov yiveral n HETpnon, opyavavel TAKTIKA OEPIVA-
p1a kai emiBAEnel ta anoreN€oPATa IOV OLVEPYAZOUEVOV
KREVIP®V.

“Yotepa and pia oeipd HENET®V HE HIKPS aplBud
MePIOTATIKAV oT1§ apx€g g Serkaestiag tov 1990, nov
avébeifav tnv 10Xxvpri ovox€rion avénpuévng ALXEVIKAG
Siapdvelag Kal XpOUOOKWHIKAOV avopaAIdv, akonovBnoe
pia oeipd and penéreg oe nAnBvopovs vYnAov KIVEBVovL,
otig onofeg n avxeviki Siapdvela perpribnke npiv and
enéuBaon yia tov €Aeyxo TOL KAPULAILIIOL, HE KUpla
gv8e1fn tnv nAikia tng pntépag. Ztnv nAsiopn@ia tovg,
ol pedéreg aviég ovp@wvoly 6t n gvatcBnoia (Siayvw-
OuKkA 1IKavdInta, sensitivity, detection rate) tng avxevikinig
Stapdveiag peyanviepng and tnv 95n ekaroortiaia B€on

811 “‘Eya onpav-

yia obv8popo Down eival nepinov 80%.
11KS ovpnépacpa and 1g penéreg avtég nrav 6t n mba-
véInta XpWUOCOWUIKAG avwuaniag efaptdtar and tnv
avxevikh Siagdvela Kal v naikia tng pntépag.
AxronovOnoav penéreg Sianoynig oe nAnBuopovg xaun-
Nob k1v8Bvov, o1 onoieg ovvoypizovial otov nfvaka 1.74%
H avddvon twv anoteneopdiov pdg odnyel o
evbiagpépovia ovunepdopara. Katapxriv, anodeikvietal
6t n péipnon ng avxevikAg Siagdveiag oe nAnBuvopd
xapnnol kivdBvou eivar vvari oe nocooté 96-100%
oe nhikia kbnong 11-14 eB6oudbwv, epdoov o vngpnxo-
YPa@10Tng €xe1 Kivnipo Kai endpkeia xpovou yid va KAvel
n pé€rpnon. Ze 8Vo penéieg, dnov 1o viepnxoypdenua
yiwvotav oe nAikia konong pikpdrepn and 11 eB8opddeg
A KAl o0 KAIVIKGG 8ev §poloe eni tov anoteNéoparog, 1d
nocootd emrtuxnpévng pérpnong ntav nonv xapnid
(58% rar 66%).145 Ze pia tpitn pedén, o Xpovog
S1dpkelag 1ov vnepnxoypaerparog eixe kabopiotei ota
5 min.*® Enfong, 1o nocooté tov nAnBuopod pe av€npévn
avxevikn 8ia@dvela (opdda vynAos Kivdvvov, oudda pe
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Mivaka 1. Medéteg Siadoyniig minBuopoy yia obvdpopo Down pe pépnon tng avxeviknig Siagpdveiag.
Svyypagéag EB8opddeg Ap1Bpdg Enitvxiig ‘Op1o avxevikig Octikd EvaioOnoia
kinong EYKGOV pétpnon (%) S1a@dveiag anotédeopa (%) (%)
Pandya et al 19952 10-14 1.763 100 32,5 mm 3,6 75
Szabo et al 1995% 9-12 3.380 100 83,0 1,6 90
Bewley et al 1995 % 8-13 1.704 66 33,0 mm 6,0 33
Kornman et al 1996 ©® 8-13 923 58 33,0 6,3 50
Zimmerman et al 1996% 10-13 1.131 100 33,0 mm 1,9 67
Taipale et al 1997% 10-16 10.010 99 33,0 mm 0,8 54
Orlandi et al 1997 ¥ 9-14 744 395n ekarootiaia Béon 58 57
Hafner et al 1998%° 10-14 4371 100 32,5 mm 1,7 57
Pajkrt et al 19982 10-14 1.547 96 33,0 mm 2,2 67
Theodoropoulos et al 19982  10-14 3.550 100 395n ekarootiaia Béon 2,9 91
Economides et al 19982 11-14 2.256 100 395n ekarootiaia Béon 75
Schwarzler et al 1999% 10-14 4.253 100 325 mm 3,1 66
Thilaganathan et al 1999% 10-14 9.573 Kivéuvog ¢ 1:200 5 76

Betkd eVpnpa, screen positive group) Siagépel onpav-
ukd otg Sidpopeg pendreg (and 0,8% fwg 6,3% 1oL
nAnBuopov). Avti n Siagopd avtavakdd oe €va B8abusd
1a Sia@opetikd Kpitripia HErpnong tng ALXEVIKAG S1a@d-
velag Kai ta Sia@opetikd 6pia yia 10 XApAKINPIOPS ev6g
anotenéoparog wg Oetikov.

H noAvkevipikii penéin nov opyavabnke and to Fetal
Medicine Foundation tov Aov&ivov napovciace ta anote-
Aéoparta nepinov 100.000 eyrbowv yuvalk@v, mov vnoBani-
Bnkav o viepnxoypa@lkni £§€raon oTo NPATO TPIPNVO TNG
gykvpoolvng (11-14 B8opddeg) yia péipnon avxevikig
Siagdvelag.® Ze 96.127 éykveg ntav Svvari n nNapako-
AovBnon g 10 TéN0G NG eyKLHOOVYNG KAl OE ALIGV TOV
nAnBuvopd vnrpxav 326 nepiotatikd pe pioopia 21 kai
325 pe dANeg xpwpoowuikEéS aveopadies. H avxevikn
Siagpdvela itav peyadvtepn and tv 95n exarootiaia Bon
yia tnv ndikia konong og 4.210 (4,4%) and ta éuBpua pe
@uoloNoYIKS Kapudtvno kair oe 234 (71,8%) andé ta
€uBpua pe piowpia 21. Av cvvvnonoyicovpe Tnv nhikia
ng pntépag, pnopoVue va ekppdoovue ta anotenéopara
pe Bdon 10 nocootd tov nAnBuvopov nov eixe mbavdinta
31:300, 10 omnoio rrav 8,3% and 1ug €yrRLeg UE
puolohoyikd §uBpua ka1 82,2% and 1g §ykueg pe §uBpua
pe ipiompia 21. “Erol, pe Bdon tn penéin avtd, yia nocootd
nAnBuopov pe BetikS e¥pnpa (screen positive rate) 5%, n
gvaioBnoia tg pebsédov eivar 77% (95% JSpia afiomiotiag
72-82%). Zinv ibia avti penéin cuykpiBnke o apiBudg
1oV epuBplwv pe tprowpia 21 —-nmov eixav @QULOICAOYIKA
avxeviki Siagpdvela kai eite Siayvodotnkav ASyw dhAov
gupniparog nov odriynce oe mpoyevvntikG €Neyxo, efte n
Sidyvwon €yive petd tn yévvnon— Pe 10 cLVONIKS ap1Bud
TV yevvricewv pe obvSpopo Down nov Ba avapevétav
otov nAnBuvopd avté pe Bdon tnv Katavoun tng nAlkiag

0V yovalk@dv kal Bpébnke éu n Sokipaocia Sianoynig pe
Bdon ™ p€rpnon tng auvxevikig Siapdvelag eixe wg
anotéheopa tn peimon katd 78% 1wV YyEVVACE®WV HE
obv8popo Down otov nAnBuvopd. H avxevikn Siapdveia
Atav eniong avnpévn ndve and tnv 95n ekarootaia Béon
oe 70,5% 1ov epBplwv pe dAAES XPOHOOWUIKES aveopa-
Aleg. Zta éuBpua avrd, ektég and v avnpévn avxeviki
Sta@dvela, napamnpriBnkav kar dAAA xapakinpiotikd
vnepnxoypa@ikd evpripara. ‘Etol, ota éuBpua pe pioopia
18 napatnpriBnke npdipn evSountpia kabvotépnon tng
avdnruéng, Bpadvkapdia ka1 e€dpupanog, ota €uBpua pe
piowpia 13 taxvrapdia, ohonpooeykrepania, e§Sp@anog
kal evdopntpia kabvotépnon avdnrvéng kai ota §uBpua
pe tpimdoeidia actppeipn npodiun kabvorépnon 1ng
avdntuéng, onompooeykepania, Bpaduvkapdia, e§oppa-
Nog, kbotn tov omobBiov eyke@anikov B6OBpouv Kai e1kGva

HEPIKAG POANG otov mAakovvra.??’

Ze gykUoug pe 1prowpia 21 €xer BpebBei du &vo
Bioxnuikoi Seikteg oto pnipiké nAdopa Siagépouvv
onpavtkd oe oxéon Pe QULOIONOVIKEG eykKLpoovveg. H
B-xopiakni yovaSorponivn (B-hCG) efvar avnpévn, eved
n PAPP-A (pregnancy associated plasma protein A) eivai
edattopévn.?# Adho1 Sefkreg mov Siepevvndnkav, dnwg
n wxipnivn-A (inhibin A), n a-@eronpwteivn (AFP) ka1 n
B.-yAvkomnpwieivn tng eykvpoovvng (SP-1), Sev anodei-
xOnkav xproigol oto npaTo Tpiunvo.

H B-xop1akni yovaSotpomnivn @uoioNoyIKd PEI@VETAl OTO
puntpikS nadopa petd t 10n eéB&oudda tng eykvpoobvng.
Ze gykupoolveg pe tplowpia 21, ta enineda tng B-hCG
efval yevikd av§npéva kai n 81a@opd pe 11§ QUOIONOYIKES
eykupoolveg avdveralr 660 npoxwpd n eykvpoovvn.?®
H ovykévipwon tng PAPP-A @uoiodoyikd avfdveral oto
UnIpikS nAdopa pe v npdodo tng eykvpoolvng. Ze
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Otpiowpia 21, ta enfneda tng PAPP-A eival peiopéva kat
n S1a@opd He TIG QUOIONOYIKEG EYKLUOOUVES PEIDVETAL
6o0o avfdverar n niikia kvnong.** ‘Onwg n nAikia tng
untépag, €rot ka1 n avxeviki Siagdvela, n 8-hCG ka1 n
PAPP-A civar avefdpintor 8eikteg tpiowpiag 21 kai
pnopoVv va cvvdvactolv Oe pid MNOALIAPAYOVIIKA
Sokipaocia Siadoynig yia tpiowpia 21. Avdhoyeg €pevveg
avagépouv 4t yia §edopévo nocootd 5% tov mAnbu-
opol Bewpovpevo Betiké yia t Sokipacia (screen pos-
itive), n evaicBnoia tng peb38ov vohoyizetal yipw oto

90% 3

Bioxnuikoi 8eikteg oto Sebrepo 1pipnvo, wg pébodog
Si1ahoynig nAnBuvopot yia ipiowpia 21, xpnoiponolobvral
gvupltara oe NoANES XAPeg, cuvnbwg ws ouvdvaouss 6o
(AFP ka1 hCG), tpidv (AFP, hCG kai oiotpiénn) n
tecodpwv deikidv (AFP, hCG, o1otpiéin kai wxipnivn).
2n x@dpa pag efval ovvAbng n xprion 1p1dv SEIKTOV, HE
mv ovopaocia dnga-test, otig 16 eB8opuddeg KOnong
nepinov. ‘Onwg npoava@épbnke, n evaicbnoia tng pebs-
Sov efval nepinov 60% yia 5% nocootd Betikdv evpnud-
tov. AGo penéteg napovoidzouv tnv eni§paocn ng £@a-
ppoyri¢ pnebdédouv Sianoyrig pe p€rpnon NG AULXEVIKAG
Siapdvelag oe nAnBvopd nov otn cvvéxela vnoBdANetal
oe péBo8o Siahoynig pe Bioxnpikovg Seikteg. % Tug §vo
avtég PeN€Ieg, n e@aAppoyn TnG HEIPNONG TNG AVXEVIKAG
Stapdvelag wg npoding uebsdov Sianoyng obriynoe oe
S8idyvwon mnocootob 71% xar 83%, aviictoixd, 1@V
euBpvwv pe obvdpopo Down oto npdto tpipnvo, pe
ouvvénela va peiwBei Spapaurd n avapevéuevn Beukn
npoyvaotiki afia (positive predictive value) tng Sokipa-
ofag Bioxnpik@dv 8e1ktdv oto Seltepo 1piunvo, and nepi-
nov 1:60 oe 1:200 ka1 1:150, avrtiotoixa. Avtd ovoia-
otukd onpaiver 611, agol nAfov o nANBLOPGS eixe MOAL
AtyStepa €uBpuva pe obvSpopo Down (n ovvipinmtiki
nhelopneia eixe Siayvworei oto np@dro tpipnvo), nonv
AlySétepa and ta Beukd anotenéopara oto Selrepo
1pipnvo petd and tn Sokipacia Bioxnpik@v Se1ktdv ritav
annBog Betikd (true positives), SnAabri avtiotoixovoav
oe €uBpuva pe tpiowpia 21. Eniong, onpaiver du, av
cpappdoovpe 660 ovvexdueveg Sokipaoieg Si1anoynig
nAnBvopol yia obv8popo Down, n rkabepia and tg
onoieg €xel éva nocoots 5% Betikdv evpnudrav (screen
positives), 16te, ouvonikd, otov vind penéin nAnbvoud Ba
SiamotwBei éva nocooté 10% Oeuk®dv svpnpdiev,
6nAadn eykVwv otig onoieg Ba cvoricovpe npoyev-
vntikS €Neyxo He apviokévinon i Alyn tpo@oBidoing,
enepBdoeig nov gunepi€xouvv tov Kivéuvo anoBonrnig tov
euBplov (nmepinov 1% andé €uneipovg yiarpovg). Edv,
napdna avtd, pia €ykvog nov €xel vnoBanbei oe pérpnon
ALXEVIKNAG 81a@Advelag OTO NPATO TPIPNVO ano@acios! va
npoxwproel kar oe Soxipaoia Bioxnpkdv Se1ktdv oto
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Seltepo 1pipnvo, o kivbuvog yia cbvEpopo Down mnov
npoékvype and nv np@dtn dokipacia Sianoynig (adjusted
risk) npéner va xpnoiponoinBei wg Baoikdg kivSuvog
(background risk) yia tn 8ebtepn Sokipacia Sianoynig.

Me tov i810 1pdno npénel va vrnohoyizetar o Baoikég
kivuvog, av pia éykuog €xe1 vnoBanBbei oe onoladrinote
Sokipaoia Siadoyrig (avxeviki Siapdvela i kai Bioxnpi-
KoUg 8eikieg) Kal otn cLVEXeld KAvel vriepnxoypdenpa
SeLTEpoUL TPIPAVOL PE ENEYXO VIIEPNXOYPAPIKAOV SEIKTOV
(markers) yia xpwpoowpikés aveopanisg. ‘Etoi, pia
€yKLOG otnv omnofa n P€rpnon tng avxeviknig diapdveiag
peiwoe tov kivuvo yia obvSpopo Down and 1:100 ce
1:500, Ba €xe1 npiv and to vnepnxoypdoenua towv 20
eB8opdbmv wg Baoikd Kivbuvo 6x1 avtdv mov aviiotolxel
omnv nhikia g, andd to peiwpévo kivbuvo (1:500). Av
Sev vndpxouvv SelKieg XPOUOOWHIKAG avmpaniag oto
vnepnxoypdenua, o kKivbuvog peldveral akdua Mnepio-
odtepo. Av vnidpxovv Seikieg, 1dte o Kivéuvog avfdveral
avddoya pe 1o méool kal moiol eivar o1 Seikteg avrof,
Sebopévov du1 o kdGBe Seiking Sev avfdver orov ibio
Babpd tnv mbavdinta xpwpoowpikig avopaiiag. ‘Etol,
n.x., n vnapén avxevikoV o1driparog ndvw and 6 mm
anotenei évav 10xvpd Seikin, mov avfdver tnv mbavdinta
yia obvépopo Down ratd 15 ¢@opég, evd n rima
v8povéppwon eival €évag acBbeviig Seiking, nov avfdvel
v mbavdinta yia ovvépopo Down pdvo katd 1,5
@op€s.® Autd n 8Si1adikacia Sia8oxikrg Siahoyrg (se-
quential screening) Baocizetar omnv napaboxri du o1
vnepnxoypagikoi Seikteg eivar avedptntor 1600 1ng
ALXEVIKNAG S1a@dvelag, 600 Kal twv BIOXNUIKOV SEIKTIOV.
Avté, napdého mov eivar moAd mbavs, Sev  €xel
anodeixBei pe pendreg o nAnBvopols xapnAot KivSG-
vou.

5. AYEHMENH AYXENIKH AIAQANEIA XE EMBPYA
ME OYZIOAOIIKO KAPYOTYINO

Zroixeia andé piIkpEg oeipég pe €uBpua pe avfnpdvn
avxeviki Siagdvela kal QuoIoNoyIKS Kapudtuvno £8e1§av
6t vndpxel CLOXETION UE AVATOUIKEG avwpanieg kat
yevenlkd ovv8popa.’®®% Tinv noAuvkevipikA pedén
Siafoyrig¢ nAnBuvopod, nov opyavdbnke and to Fetal
Medicine Foundation tov Aov&ivov, vnrpxav 4.116
€uBpuva pe avxevikin Siagdvela ndvew ané v 95n
ekarootiaia B€on kar pe @uoloNoyiké rapuvsétvno. H
OLXVOINTA  AVATOMIK®OV AVOUAAI®V KAl YEVEUK®OV
ovvdpduwv avdhoya pe tny avxevikh diagdvela ntav n
e€nig: yia avxevikn Siapdvela petald 95ng ekarootiaiag
Béong ka1 3,4 mm: 24%, peta&v 3,5 ka1 4,4 mm: 7,1%,
peralo 4,5 ka1 5,4 mm: 12,3%, petalv 5,5 kar 6,4 mm:
16,7% kair ndvew andé 6,5 mm: 35,6%. (Ze aviég Sev
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nepidapBdvovial eNdocoveg ovyyeveic avwpaiisg, Snwg
noAvSaktunia, rima v8povéppwon, KUOTEIS XOP10e1SDV
nheypdiov kai kapSiakég avopanieg nov Sev xpeld-
omnkav Bepaneia). Znv {8ia penéin Bpébnke St n
mbavdinta vylovg veoyvol peldverar 6co avfdveral n
avxevikni Sia@dvela, and 96,3% oe €uBpua pe avxevikn
Sragdvela petal 95n¢g ekarootiaiag 6éong ka1 3,5 mm,

oe 44% av n avxeviki Siagdvela eivar peyadvtepn and
6,5 mm.%’

O ap1Bués twv YeVETIROY GLVEPSH®OV KAl AVATOUIK®V
AVOUANIDV oL §X0LV CLOXETIOTE e avinugvn avxevikn
Siagdveia avfdverar ovvexdg (niv. 2).%% Efval npoga-
vE€g 11 n oLXVATINTA OPICHEVOV AVATOUIK®OV AVOUANIDVY,
énwg o1 kapSiakég avwpanisg, n Sia@payparoknnn, o
e€éppanog, n avopania tov npoobBiov KoIAIAKOV TOIX®-
parog (body stalk anomaly) ka1 1o obvSpopo euBpuiknig
akiwvnoiag (fetal akinesia deformation sequence), eivai
0a@®g avinuévn o oxéon pe 1o yevikd nAnBuvoud. Eival
eniong mBavdv 6t vndpxel ovox€rion petagv avinpgvng

Mivakag 2. Avopadisg mov ovoxetizovial pe avnpévn avxeviki dia-
@dveia.

Avopadia npocbiov Koidakos
toixdparog (body stalk anomaly)  Z6vépopo EEC

Atediig ooteoyéveon t6mov Il
(osteogenesis imperfecta type II)  Z6v&popo Fryn

Axov8poyéveon témov Il
(achondrogenesis type II)

Axov8poniaoia

[ayyhiooidwon témov GM1
(GM1-gagliosidosis)

Aia@payparokiidn

E€Supanog

Oavarngdpog Svonhacia
(thanatophoric dysplasia)

OwpakikA Svonhacia aoQUKTIKOD
16nov (asphyxiating thoracic
dysplasia)

Kapntopehikn Svondacia
(campomelic dysplasia)

Kapbiakég avopanieg

Z6v8popo hydrolethalus
Z6vpopo Jarcho-Levin

Z6v8popo Joubert
Zov6popo Meckel-Gruber
Lov8popo Nance-Sweeney

Z6vépopo Noonan

Z6vbpopo Perlman

Z6vbpopo Roberts

Z6v6popo Smith-Lemli-
Opitz

Leipnvopéhia (sirenomelia) Z6vbpopo Vacterl

ZnovSuAIkn puikn atpogia t6nov |
(spinal muscular atrophy type I)

Z6vbpopo epBpuikrig akivnoiag
(FADS)

Z0OvSpopo vnonAacTIKOY NAEVPOY-

Z6vpopo Weaver
Z6vbpopo Zellweger
noAvSaxrvAiag (short-rib-

Tpiywvorepania C
(trigonocephaly C)

polydactyly syndrome)

Xovbpobduvondaocia punctata
(chondrodysplasia punctata)
Z6v8popo Blomstrand

Z6vdpopo Beckwith-Wiedemann

ATl 2OYKA

ALXEVIKAG Si1a@dvelag kal evdg peydhov e6pouvg yeve-
TIKGOV OLVSPSU®V Kal Onaviov OKEAETIKAOV Svonnacidv,
®0ot600, NOYym TG Onavidtntdg tovg, acann cuunepd-
opara eivar 86orono va e§axbovv.

[81aitepn onpacia €xel n ovox€uon tng avinpévng
avxeviknig diapdveiag pe peizoves kapS1akEG avmpaniss.
2e naBoNoyoavatopiKEG HENETEG XPOHOO®UIKA @LGCIONO-
VIKOV Kal naboloyik@dv euBplwv Kair ce vnepnxo-
YPAPIKEG HENETEG OTO MPATO Tpignvo, n cuvxvdinid TV
ovyyevadv kapdionabeidv ritav avénudvn oe éuBpuva pe
avénpévn avxeviki Siapdveia. O1 Hyett et al, oe pia
avadpopiki pedén oe 29.154 uBpua pe @LGI0NOYIKS
kapvdrvno, BprAkav 411 n ovXVAINTA TWV CLYYEVDV
kapSionabeidv avfdverar ekbetuikd doo avfdverar n
avxevikh Siagdveia.?” ‘Erci, €uBpuva pe @uolohoyikh
avxevikn Siagpdvela (<95n ekarootiaia B€on) eixav
ovxvétnta 0,8%eo, evd yia av€npévn avxeviki Siapdvela
395n 6éon-3,4 mm, 3,5-4,4 mm, 4,5-5,4 mm ka1 35,5
mm, o1 aviiotoixeg ovxvdéinteg nrav 5,3%o, 28,9%o,
90,9%0 xai 195,1%o0, avtictoixa. Zinv i8ia pedéin
efetdotnke n xprion 1ng auvxevikAg Sia@dvelag wg
nebs8ov Sianoynig nAnBuvopos yia ovyyeveis kapSiakEg
avopanieg kar Bpébnke St1, xpnoiponoidviag wg pio
BetikoC evpriparog (screen positive) tnv 95n exarootiaia
Bgon avxevikrig S1apdveiag (5nAadni 1o 5% twv epBplav
pe tn peyanvrepn avxeviki Siagdvela), n evaiobnoia tng
pebS8ov eivar 56% kai n Betikni npoyvwonki afia 1,5%.
O1 avtiotoixol apiBpof yia tnv 99n ekatootiaia B€on efvail
40% xat 6,3%. O1 Zosmer et al, o pia npoontikr PeA€n,
eféracav vnepnxoypaeikd 398 €uBpuva pe avénpdvn
avxeviki Siagdveia ndve ané tnv 99n erkarootiaia 6éon
(3 3,5 mm) ka1 Bprirkav peizoveg kapSiondbeieg oe 7,6%
and avtd.” £tn pedérn avid, n cuXVAINTa TWV KAPSIAKDOY
avopaldv napovoiace atnon andé 3% yia avxXeviki
Siagdveia 3,5-5,4 mm, oe 15% yia avxeviki Siapdvela
peyadvrepn ané 5,5 mm.#

H kAvikd e@appoyri tov gupnpdiov avtdv eivail
npo@avig: ta €uBpuva pe avénpévn avxeviki Siapdvela
anotenoVv cap®g évav nanfvopd vynAol kKiv&dvou yia
ovyyeveig kapdiondbeleg, apov §xovv tovAdxioTov Téon
mbavdinta yia kapSiakég avopanieg oo kal o1 kabie-
popéveg opddeg vwnhot Kivdvvou (cakxapddng 81aBni-
NG Ing Uni€pag, XPrHon avIEMANOIK®OV QApHAKOV,
10T0pIKG  mponyoUHevVNng eykvpooLvvng pe KaApdiakn
avopania).

Ektég and tnv avnpévn cuxvdinta avatopik@dv ave-
padidv, ovyyevadv  Kapdionabeidv KAl YEVEIIKOV
owvdpduwv, ta éuBpua pe avnpévn avxeviki Siapdvela
éxouvv avfnupévn mbavdinta anoBonnig kar avénpdvn
nepiyevvnuks Ovnoipdéinta.’” Qoréoo, efval onpaviiks va
toviotel 611 n av§npévn avxeviki Sia@dvela 8ev anotenel
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euBpuikh aveopadia kai 61, £@S00oV anokAsiotoby o1
XPOHOO®UIKEG avopadisg, 10 90% twv euBplwv pe
avxeviki Siapdveia pikpdtepn and 4,5 mm Ba efval vyin
veoyvd, e€v® T1a aviiotolxa Mooootd yid aULXEVIKNA

Siagdveia 4,5-6,4 mm xar 36,5 mm esivar 80% xai

45% 37

6. MAOGO®YZIOAOIIA
THX AYZHMENHX AYXENIKHZ AIAQANEIAZ

H eepoyévela tov véowv otg omnoieg amavidrai
avénpévn avxeviki Siagdvela odnyei otnv vnéBeon St
S8ev pnopolue va piAdpe yia pia andd yia noAAAnA€g
aitieg ovANoyng vypol ortov avxéva tov euBpvov. O1
mbBavoi pnxaviopoi eival o1 e€ig:

a. Kap8iakn avendpkela oe cuvduvaopd pe avatopikEg
avepaiiss tng kapSidg i Kal twv peydlwv ayyeiov

8. Zvp@dpnon oto @AeBikG ocbotnpa tng Ke@ANRg Kal
0L AdIPoy

y. Alatapaxni otn obvBeon 1ng e§wkuttdpilag ovoiag (ex-
tracellular matrix)

8. Avdpann 11 kaBvotepnpévn avdnivén 10V AgpPIKOV
OLOTANATOG

€. Alatapaxni otnv napox€revon AEUQPOL NOY® UEIDUE-
VNG KIVNTIKSTNTIAG

ot. EuBpuiki avaipia 1 vnonpwreivaipia
z. Zuyyeviig Nofpwén.

e naBonoyoavaropikég penéreg tng kapdidg Kai 1wV
peyddov ayyeiov, petd and Siakomnrdi tg eyrkvpoodvng
oe éuBpua pe avfnpévn avxeviki Siapdvela ka1 XxpwHO-
OWUIKEG avopanieg, Bp€Onkav avatopikKEg avwpanieg
g Kapdidg Kal twv peydlwv ayyeiov otnv nisiopneia
1wV nepitooemv.” O1 cuxvdtepeg avopadieg oe éuBpua
pe tplowupia 21 ritav KoAmokolAlakd eAAsippara Kai
HECOKOINIAKA Tpripata, oe tpiooupia 18 pecokoiniard
pripata kair avopaiies twv BanBidwv, oe tpiowpia 13
HECOKOIAIAKd TpApard, KOAMOKOIAIAKd eAAsippara,
avopaiisg twv BanBidwv kar otévwon tov 160pos tng
aoptrig 1 tng avioboag aoptrig kai oe obvdpopo Turner
ooBapn otévwon SAov tov aoprtikol 16§ov.#? Xapakin-
p1otKS efval 6t og 6ha ta €uBpuva pe XpOWHOOOUIKA
avopania o 100udg tng aoptrig Ntav onpaviikd otevo-
1epog 0 ox€on pe 1a €uBpua pe uCIoNOYIKG KAPLETLITIO
Kar oéu o BaBudég 1ng ordvewong nrav onpavikd
Heyanvtepog, oo peyanliepn Rtav n avxevikhi Sia@d-
vela.® Ze éuBpua pe 1prowpia 21 kar 18, n orévwon tov
10000 tng aoptrig ovvbudzeral pe Sidraon tng aviovoag
aoprtrig, mov, Ye t oelpd tng, eivar mBavd va odnyei oe
LIEPAINIA TV 10TOV TNG KEQANRS KAl TOL avxéva Kal va
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npokanei tehikd oibnpa, ek@pazdépevo wg avinpdvn
avxevikn 8iapdvela. KabBodg 1o éuBpuvo peyandver, n
adfnon g Siapérpov touv 100poV ng aoptrig efvai
taxttepn and mv adv€non g S1apérpov NG AOPTIKNAG
BanBibag kai tng avioboag aoptig, €101 GOote 01 alpodu-
VAMIKEG OLVENEIESG TNG OTEV@OONG TovL 16000 npoodevtikd
va vnoxmpotv.* Efval yvootd 611, kabdg n aviictaon
evég ayyeiov e€aptdrar ekBenikd and tn Siduerpo 1oL
ayyeiov, pia pikpn adgnon tng Siapéipov obnyei oe
peydAn nr@don tng aviiotaong Kai €101, KAIVIKG, o€
vnoxdpnon tov oiériparog tov avxéva. O punxaviopdg
avtdg mbavdg e€nyei tnv avidparn vnoxdpnon tng
avfnpévng avxevikig Siagpdvelag npoiovong tng nAIKiag
konong. [a napddeiypa, avénpévo vypd otov avxéva
napatnpeital oto 70% tov epBplwv pe tprowpia 21 yépw
otug 11 eB8ouddeg k6nong, anAd pévo oto 30% otig 20
eB8ouddeg kbnong.

“Eva ayyeio, tov onoiov n penéin napovoidzei 181aitepo
ev8ia@épov onv katavénon g oxéong pertat avénpé-
vng avxevikng Siagpdvelag kal kapdiaknig avendpkeiag
oto €uBpuo, eivar o @neBikdg népog (ductus venosus).
Auté 10 ayyeio, nmov amoteNel CLVEXEIA TNG OUPANIKIG
@eAéBag ka1 £kBdnner oto 8ef16 KSAmo 1ng rapdidg,
@afverar va 81aB€tel AITOLPYIKG CPIYKINPIAKS PUNXAvi-
OMS Kal o ponog tov eival va karevBbiover ekNeKTKd 10
KaNd ofuyovwpévo afpa tng op@alikng @AgBag otn
ote@aviaia Kai eyKe@ANIKn KuKAo@opia tov epBplvov. H
alpatiki pori oto @NeBikG népo xapakinpizetar and
peydnn taxvtnta Kai Otk pori otn GLOTOAIKA Kal
Si1actonikh @don tov KapdiakoV KOKAoL (kbua S kair D
NG KLpatopopPrg tov eAeBikob népov, aviicroixa, €1k.
2), adAd krat otn @don 1ng CLOTONNG TWV KOAN®WV (KOpa
A). Ze éuBpua evtépou Kai 1pitov TPIPNVoL, N AVaAcIPo-
@ri 1ov KOparog A eivar ev8eikuiki Kap8iaknig ave-
ndpkelag. O1 Matias et al e€€tacav tn pori oto @AeBikS
ndpo ot §uBpua niikiag 11-14 eB8opddwv pe avénpdvn
avxevikii  Sia@dvela kar Sianfotwoav amovoia 1
avaotpo@ni 1ov kKOpatog A (eik. 2) oe 90,5% twv
euBplwv pe xpwpoowuikiA avopania kar os 3,1% tov
euBplov pe @uolodoyikd kapuvstvno.* Ta avetépwm
evupripata vnodeikviouv 611 éva onPaviiké Nocootd TV
XpOHOOWHIKA nabodoyikdv euBplov Bpioketar oe
«RapS1aKrni avendpkrela» oto 1€A0G TOL IPPIOL TPIPRVOUL.
Ze nepintdoelg epBplowv pe yvowori XpOHOO®UIKA
avopaidia Kal avaoctpo@ni 1ov Kparog A, otig onoisg o1
yoveig amo@dolocav va oLvexXioouv Tnv eyKLupooLvn,
BpEBnke St 1600 n avxevikr Siagdvela 600 Kai 1o
nabonoyiké kVpa A enavrinbav ce @uolonoyikd enineda
oto 8ebtepo tpipnvo. Eminnéov, oe pia dAAn pengétn 142
XPOHOOWUIKA QUOIONOVIKAV euBpVwv pe avinpévn
avxeviki Siagdvela, ta 7 andé ta 11 uBpua (63%) pe
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Eikdva 2. Ave tpipa: Puoiodoyiki kupatopop@n @AeBikos népov pe
Beuikd por oto téhog g Siactodrig. Kdtw tuhpa: Kvpatopopeni
@AeBikol népov pe avdorpogn poni oto 1éNog tng S1a0TOAA.

anovoia i avactpo@n tng pong oto eAeBIkS népo eixav
peizoveg kapSiakég avopadieg.” O1 Leiva et al
penéinoav npoodevtikd tv Kapdiakn Asitovpyia oe 48
@uolonoyikd §uBpua and v 6n €wg tn 12n eB8oudda
kOnong kKal napaiipnoav 611 0 XPOvOS 100UEIPIKAG
ovotonrig (6nhadri o xpdévog petall tov TéAOLS TNng
nAipoong pe aipa t@v KOIAI®V Kal Tng apxnig tng
e€&dBnong aiparog and tg Koidieg) oradiakd peidveral,
®ote oto 1énog g 12ng eB8opddag va eivar pn
perprioipos.? O1 ovuyypageig epunvebouv to eVpnpd tovg
g €vbeifn avfnpévouv kap8iakolV petagoptiov otn
petaBaukin avti nepiodo tng eykvpoovvng, Kartd v
onofa n avapiun gpBpuikin kapSid napovoidzel nepio-
piopévun Siatatéinta (compliance). Avtd ta evpripata
gvioxBouv tnv droyn 411 010 TENOG TOL MPATOL TPIPAVOL
n kapdid tov epBplouv Aertovpyei ota épia twv Svvarorni-
TV NG, AOY® avmpipdintag t1ov puorapdiov, avnpévng
NAAKOULVIIAKNAG aviiotaong kai advvapiag 1@v VeEQpp@dv
va efloopponficovy thv Karakpdinon vyp@dv pe avin-
péun 810Upnon.

Av€npéun avxevikin 8ia@dvela gugavizovv mnepinov
40% tov epBpvwv pe Stagppaypartokniin. [8iaitepo evbia-
@épov napovoidzel 10 yeyovdg 611 avénpévn avxeviki
Siagpdveia éxe1 1o 80% twv epBplnv nov nebaivovv otn
veoyVIKNA nAlkia and nvevpovikA vnonfacia, eved pévo
10 20% twv emzoviov.® inv nepintwon avtd, n
avénpévn avxevikn Sia@dvela o@einetal iowg og PeTats-
nion tov pecoBwpakiov Kai Siakonh NG QLOIOAOYIKAG

ATl 2OYKA

@AeBikig ponrig Adymw Tng napovoiag evOOKOINIAK®DV
onhdxvev otn Bwpakiki koindinta. Eivar mBavdév 61 oe
éuBpua pe avénpévn avxevikid Siagdvela, o eykohed-
Opdg Twv onhdxvev yiverar vopig omn 8idpkela tng
eykKupoolvng Kal mpokahei, AOym mieong, MVELUOVIKA
vnonAaoia, e§nydvrag to1 yiati ta §uBpuva avid €xovv
xe1pdtepn npdéyvmon. Mia evaddaktiki vnéBeon efvai dtt
0 &yKONEAOUSS 1TV ONAdxvwv veiotatal o 6Aa 1a
éuBpuva pe Siappayparorkninn otug 11-14 eB8ouddeg,
andd avénpévn avxeviki Siagpdvela naparnpeitar pévo
ota éuBpuva ota onoia n cuunieon 1OV NVELUGVOV eival
1600 coBapri, dote va o8nyel og nvevpovikh vnonnaocia.
AvEnpéun evBobwpakiki nieon eival o mBavdg pnxavi-
Opdg kal og €va peydho €0pog OKENETIK@OV Suonhacidv
nov ovvdvdzovial pe Orevri, LOONAACTIKA BWPAKIKA
koindtnta (niv. 2). [Ndviwg, oe opiopéva ané avid ta
obv8popa, dnwg n.x. otn Bavatn@dépo atedri ooteoyE-
veon t0nov Il (osteogenesis imperfecta type II), évag
dnnog mBavég pnxaviopsg avénpévng avxevikig Siag@d-
velag eival n addoimon tng ovortaong tng s§wkuttdplag

ovoiag.*

H e§wkuttdpia ovoia anoteneitar Baocikd and Bhgv-
vornpoteiveg, BAevvonoNvoakxapiteg Kal fveg KoANayS-
vov. To kohNAaydvo eival npwteivn pe Sopn tpininig
€NKag, nov napdyetal and tovg wobBadoteg. Ta kVttapa
ovv8€ovtal petat touvg Kal pe dANeg npwigiveg, dnwg n
@iunpovektivn kai n daptvivn. [ToANEg and 11g npwteiveg
ng efwkruttdplag ovoiag eivar KwSikomnonpéveg orta
xpopoodpara 21, 18 ka1 13. Avoooioctoxnpikég nébodot
pe xprion avilyévmv yia Kodhayévo ténov [-VI, Aapivivn
Kal @iunpovektivn oto §éppua euBplov He XPOUOCHUIKESG
avopanieg €8e1§av annoidoelg otn ovotacn tng e§WKUT-
1dplag ovoiag, mov mbavév va efvalr anotéheoupa
av€npévng noodintag opiopévav yovidiov.*” Av€npévn
€k@paon yovidinv 1ov xpwpoodparog 21 Bewpeital og
n mBavdiepn efiynon t®V @QAIVOTILIIKAOV XAPAKINPI-
otuk®V 1ng 1p1owpiag 21. ‘Etol, n avénpévn ékppaon tov
yovi&iov nov kwdikonoiel v npwteivn npéSpopo tov
apvroeibouvg obnyei og avnpévn gevanéBeon apvhoel-
80Ug otov eyképano kal obvdpopo Alzheimer. To pépio
10V KoANaydvov ténov VI amotedeitar and tpeig nmonv-
nentuibikég anvoideg, al, a2 kar a3. Zto &&€ppa tov
avxéva epBplwv pe tprowpia 21, o Adyog tng §KPpaong
10V yovibiov COL6A1 (nov Bpiokeral oto xpopdomua
21) npog to COL6A3 (nov Bpiokeral oto xpopdowua 2)
efval 8inAdolog and 1o @uaoiodoyikd.?” Efvai, Aomndv,
noAV mbavé 6t n obvBeon KAl CLVEN®S O HOPIAKEG
18161nteg 10V KOANaySvov tonov VI efval aAhoiwpéveg oe
éuBpuva pe tprowpia 21 kar 6u avid obnyel oe
ouvykEvipwon vypot kal vnoddpio oidnpa. To KoAAayGS-
vo tonov VI oxnpartizer §eopols pe 10 vAAOLPOVIKGS 08V
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(évav moAvoakxapitn peydhov popiakol Bdpovg), mov
katakpartei peydieg moodinteg vypotv otov e§mwkrutrdpio
X®po. Avoooioctoxnuikég penéieg €xovv Seifel S oe
guBpua pe 1proopia 21 10 vanovpovikd ofl eivai
onpavukd avénpévo oto 8€pua tov avxéva, evd o€
guBpuva pe tprowpia 18, 13 i1 obvépopo Turner n
noodintd tov eival guolonoyiki. ‘Evag dndog mBavaég
UNXaviopés pe tov omofo unopei va ovvbéetar n
andoimwon tng obotaong tov KoAnaydvou témov VI pe
v avénpévn avxeviki Siagpdvela eival n Siatapaxni tng
Soupng A tng Asitovpyiag twv 10tdv tng Kapdidg. Ta
napd8eiypa, to KOAMOKOIAIAKS €AAgippa, pia modd
ouvxvi kapdiakn aveopaiia otnv tpioopia 21, sival 1o
arnotéNeCUA ANOTLVXNUEVNG EVOoNg TV evEokapSIaKDY
Sioyrkopdiov, n omnofa mbavév va ogeidetar oinv
avénpévn cuykoNANTIKSTNTA TV IvoBAaot@v. EmnaAdov,
n andoiwpévn obotaon tng e§wkuttdplag ovoiag anote-
Aef {owg To unxaviopé nov gvBidveral yia v avénpévn
avxevikn Siapdvela os nAs1dda yevelkdv ocvvdpduwmv,
1a onoia cvvo8debovral and Siatapaxni oto peraBoniopd
0L KOoAAaySévou (6nwg n axovSpoyéveon tomov I, n
atedrig ooteoyéveon t6nov Il ka1 1o obvEpopo Nance-
Sweeney), Siatapaxni otovg vnodoxeig tov avfntikov
napdyovia towv 1woBhactdv (fibroblast growth factor),
énwg n axovépomndacia kai o Bavarn@sépog vaviouss
(thanatophoric dwarfism), 11 Siatapaxni oto petaBoniopd
twv vnepofeioopatiov (6nwg 1o obvdpopo Zellweger).

"Evag dAhog mBavdég pnxaviopdg, mov €xel eVOXO-
noinBei yia tnv av§npévn avxeviki Siapdveia oe §uBpuva
pe obvdpopo Turner (45X0), eivalr n vnondaocia 1oV
AEPQIRQOV ayyeiowv. Ze @uololoyikd §uBpua, ta Nep@ird
ayyeia oxnpartizovtalr apxikd and 10 10iX®UA TV @Ne-
Bav, aAhd otn cuvéxela n obvdeon pe 11g ENEBeg eSapa-
vizetal kair Snpiovpyeital 1o avedpinto Nep@ikS Siktvo,
ue e€aipeon tovg o@ayitidikoVg AeP@IKOVS GAKOLG, MOL
napoxerebouv tn Afp@o oto @NeBikd ovotnpa. Ze
guBpua pe avnpévn avxevikn Siapdvela, évag mbavdg
HNXaviopsgs eival n kabvotepnuévn EVeon TV AEHQIKOV
ayyeiov pe 1o @neBikS cvotnpa 1 n MNPWIOYEVAS AV®-
pain 816yKmwon Kal o noAAANAAciacués 1ovg, Mov eUNo-
Sizel tnv opaini poni Nép@ov npog 1g enEBeg. Mehén,
HE avoooiotoxnpikég pebddouvg, tng KATAVOUNG T@V
AePQIKAV ayyeiov oto 8€ppa tov avxéva euBpliwv pe
obv8popo Turner, emBeBaiwoe vnonAacia 1wV ayyeiov
avt@dv oe oVykpion pe €uBpua pe piowpia 21, 18, 13
Kal éuBpua pe @uololoyiké Kapuvdtvno.®

7. YIIEPHXOTPA®IKH AMNEIKONIZH
TOY OYZIOAOIIKOY EMBPYOY

Evd apxikd to vnepnxoypd@npa 1ov Np@d@Tou IpIHNAvou
xpnoipornolrifnke pévo yia v akpiBi xpovoAdynon tng
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kOnong Kal v avixvevon rapdiaknig Asitovpyiag, ta
tenevtaia 8€ka xpdvia n texvoNoyiki npdodog endipeye
n peNén tng avaropiag tov epBplov oto npdto 1pipnvo
kal tn S1dyvmwon CLYYEVOV AVOUAAIDVY.

H epBpuiki nepiobog kai 18iaitepa n npdiun (4-9
eB8ouddeg) efvar 181aftepa onpaviikr, agol JAa ta
ovotripara oxnpartizovrat kai ekivovv va avantbooovial
otg npareg e88opddeg tng eyrkvpoobvng kai, avdhoya,
Kal 01 MEPICOSIEPES CLYYEVEIS avpanieg epavizovial
katd tn Sidpkela avtig tng nepiédouv.

Ynepnxoypa@ikég penéreg® pe S1akoAmKkS vnepnxo-

ypdonua otig 4-12 £88oudbeg nepiypdpouvv 10 KOnpa
¢ e€nig: o odkog tng KVUnong eivar opardg and tug 4
eB8oudbeg ka1 3 nuépeg. O Aek1BikSg aokég (yolk sac)
epgavizeral otig 5 eB6ouddeg kai efval ndvia nap@dv ortig
5 eB8oudbeg ka1 4 nuépeg. O euBpuikég néhog eival
opatdg &inAa oro NekiOIKS aockd kar n kapSiaxkh Ael-
tovpyia pnopel va eivalr ep@avig. Zro téhog tng Sng
eB8oudbag, n kapdiakri ovxvdinta eivar nepinov 100
nadpoi/min. Tnv 6n eB8oud8a, 10 kKepanovpaio prikog
1oV gpuBpvov (CRL) efvar 4-8 mm. O gpuBpuikég nénog,
0 Ner101KGG aOKGG Kal n kapSiakni Aertovpyia eival ndvia
opard Kal n apviakn kKoihétnta pnopei va Siaypdeetal
oav pia Aenti pepBpdvn yUpw and 1o §uBpuo. Z1o 1éNog
ng eB8oudbag avrrig, n KoiAdinta tov pouBeyrediov
(pouBoe1bnig eyképanog, rhombencephalon) epgpavizetal
®G U1a HIKPNA LIIONXOYEVAG MEPIOXA OTO KEQANIKS dKpo
1oL guBplov. Tnv 7n eB8oudda, 10 Kepatovpaio YAKOG
eival 9-14 mm ka1 n kapdiakni ovxvéinta avfdveral and
130-160 nanpovg/min. Z1o Ke@aAIKS drpo 1oL epBpouv
gp@avizovial LVNIONXOYeEVEIG MEPIOXEG OTOV AVAMNIVO-
odpevo eyképano. Eival o1 koiAdinteg tov pouBeyre@d-
Aov  (peddoviikd, yé@upa Kal napeyke@aiida), tov
peoeyke@dnov (mesencephalon: peddovrikd, neploxn
IOV EYKEQANIKQV MUpHvwv), tov Sieyke@dnov (dien-
cephalon® pendovtrd, 3n koinia, BdAapog kar vrnoBd-
Aapog) kal twv nAayiov koidtdv. O opedniog Adpog efval
BpaxVg kar omv £i0o83 tov omnv kKoidia @aiveral
Sievpuopévog Kal vnepnxoyeviig. Avtd eival 1o npato
onpefo eyKoNeaopol ToL €VIEPOL OTOV OPQPANIOo ADPO.
Ta dxpa apxizovv va spugavizovial wg Bpaxeieg npoefo-
x€6. Tnv 8n eB8opdda, 1o KRe@anovpaio pnkog eivai
15-22 mm, o1 eyRe@ANKEG KoINSTNTES (eyRe@anikd
kuotidia) peyad@dvouv, ta npiceaipia Sievpdvovial Kai
1a Xop1oe1d1i nAfypara yivovial opard og HIKPES vmepn-
xoyeveig neplox€g. H kap8iakn ovxvdinta eival nepinouv
160 nanpoi/min kat n kapdi1d katanapBdvel nepioodiepo
and 1o 50% tng Bwpakikhig roiAdintag. Eviote, eivai
opati n 8iaipeon oe KSAmouvg kKair Koipnieg. Tnv 9n
eB8oudba, to kKepahovpaio pnkog eivar 23-31 mm, 10
odpa AapBdver endeipoel8€g oxnipa, to Ke@dhl eival
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dvica peydho oe oxéon pe 10 OodUa Kal ta néapara
epdntovial omn péon ypappri. Ta xopioeldi nagypara
efval epeavi kar katadapBdvouv to peyanltepo p€pog
TV nAayiov Koini@dv. O eyRe@aNKOg @AO16G efval Aentdg
Kalr vnonxoyevig. Ta mnapeyke@ani8ikd npiceaipia
apxizovv va 8iakpivovialr avtri tv eB88opdda. And to
1énog tng 8ng £B8ouddag 10 viepo eykonedzetal otnv
op@anida kail @aiveral vnepnxoypa@ikd wg pia peydan
vrepnxoyevig pdza. To otopdxi anesikovizetal npiv and
n 10n eB8oudda oto 75% twv nepintdoenv.

Znv Swiun guBpuikni nepiodo (10n ka1 11n eB8opdda)
10 Ke@adovpaio prikog eivar 32-54 mm. To €uBpuo
naipvel nepioodtepo avOp@dnvo Oxnpa KAl 10 odpd
HEYAN®DVEL O€ HNKOG, MapASAo Mov 1o KEQAAL eival akdun
dvioa peydno, pe npotetapévo pétmno kat vV wio. Tnv
nepioSo avtri apxizovv va oxnparizovtar ta ootd tov
kpaviov. H ooteonoinon apxizel and 1o 1vi1aké ootd otig
11 eB8opddeg mepimov. O eyre@ANIKGS QAOISG €Xxel
ndxog nepi 1o 1 mm oto 1éhog 1oL npdrov tpipfivov. O1
nAdyieg KoINeg yepizovy 1o npdobio uépog tng KeEPaANnnig
ka1 kanvnrovv 1o Sieyképano. O peceyk€panog peraro-
nizetal oto KEVIPo tov eyKe@dAov, n 3n KolAia, perd and
napodikri Sievpuvon, opikpGveTal KAl 1A MNAPEYKE-
@aliSikd nupio@aipia svdvoviar oto péco orig 11-12
eB8ouddes. H évapén tng ooteonoinong tng cnov8uAIKNAG
otiAng yiverar oto téhog tov mp@dtov Tpiprivov. H
kapSiakn ovxvéinta apxizer va peidverar otovg 165
naApoVg/min nepinov oto 1éhog tng 11ng eB8opddag.
Tn 10n

KONAMOKOINIAKOV  BanBiSwv xar 10

eB8opdda Siakpivetar n  kivnon 1V
KONMOKOINIAKG
Si1dppaypa kat oto 1énog tng 11ng eB8opddag Siakpivov-
tal 6ho1 o1 kapSiakoi oxnpaticpoi. O péyiorog eykoea-
OMGg toL eviépov armelkovizetalr omv apxid g 10ng
eB8oudbag ka1 n enoTpo@n 10V EVIEPOL OTNV KOIAIAKNA
KolnStnta apxizel otg 10 eBSopddeg ka1 4 nuépeg rai
ohokAnpaverar otg 11 eBSopddeg ka1 5 nuépeg. To
otopdxt @aiverar oe 6na ta §uBpuva mnpiv ané to téNog

g 11ng eB8ouddag.

8. ANATOMIKEZ ANQOMAAIEZ XTIX 11-14 EBAOMAAEX

Menéteg oe €ykveg vynhol Kal xapndol Kiv&Bvou
€6e1§av 6u 1o vnepnxoypdenpa otg 11-14 £B88opddeg
npoo@épel tn Suvvardinta npdiung Sidyveong  yia
nAe1dda cvyyevdv avopanidv. 24335554 01 Economides kai
1.632 12-13

eB8oudbeg kUnong kair Bprikav du n evaicbnoia tov

Braithwaite e€étacav €uBpuva ortig

LIIEPNXOYPAPHUATOS MPATOL TpiuAvoL yia Sidyveoon
ovyyevadv avopanidv eivar 50%, evéd oe ovvSvaoud pe

ATl 2OYKA

vnepnxoypdenua otg 20 eB8opddeg Si1dyvwoav cuvoni-
Kd 82% 10V avopadidv og avtdv tov nAnBuopd xapniov
Kiv&vvou.

8.1. Akpavia/aveykeqalia (acrania/anencephaly)

H 8idyvwon tng aveykepaniag oto Sevtepo Kai 1pito
1piunvo Baoizetal otnv éNAs1pn Kpaviov KAl EYKEQANIKDY
npiogaipiov. Mehdteg oe zda €6s1€av du n €Adeipn
kpaviov o8nyei e npooSevTIKr ekEVAION KAl KATACTPO-
@n NG eyKEQANIKAG ovoiag, eV® OE LIIEPNXOYPAPIKES
penéreg SiamotdBOnke du 10 610 cvpBaiver kair ota
avBpodmva €uBpua, dote n akpavia va sfenicostar oe
efeyke@ania (exencephaly) kai tehikd os aveykega-
Aa.*®% ‘Ero1, oto mpdto tpiunvo, 10 naboyvopoviké
ebpnpa eivalr n énAeipn tov Kpaviov (arpavia), evd o
eykREPANOG pnopei va esu@avizerar QuoloNoyIKSS N OE
Sidpopa otddia ek@UVAIONG KAl KATACTPOPNG.

2e p1a mONALKEVIPIKA peAin Siadoyrig mAnBuopov
eferdotnkav nepinov 54.000 éuBpua oto npdro 1pipnvo
ka1l Bpgbnkrav 47 aveyképada €uBpua, 3 and ta omnoia
oe 8i8vpeg kKvroelg.’® Linv npdtn @don tng UeAsing,
aveykepania S1ayv@dotnke ocwotd oto np®to 1piunvo oe
23 and ta 31 nepiotatkrd (74%). Zin Sebtepn @don, apotv
01 LIIEPNXOYPAPIOTES evnpep@ONKav yia tn S1a@opetiki
VIIEPNXOYPAPIKT €1KGVA TNG AVEYKEPANIAG OTO NPATO OE
oxéon pe to Geltepo tpipnvo, Kal ta 16 mnepiotaurd
aveykepaniag Siayvdotnkav owotd oto np@to tpipnvo.

8.2. Oompooeykepahia (holoprosencephaly)

H ondvia adAd nond ocoBapni avti  katdotaon
avunpoownelel §va @dopa avopanidv ot diaipeon tov
npooeyke@dnov (npocbiov eyrepdnov, prosencephalon).
Alakpivovtar 3 t6no1 (dhoBog, nuinoBog kar NoBdONg),
avdnhoya pe t Baplinta tng BAdBng. Yndpxer otevni
OLOXETION HE XPWHOOMUIKES (tprowpia 18 rar 13) kai
avatopikés avwupahieg (18iaitepa oro npdowno). H
Sidyvwon tng anéBouv olornpooeykepaniag €xel Avakol-
vwBei oe €uBpuva tov mpadtov Tpiurivov (and tug 10
eB8oudbeg) ka1 Baoizetal otnv aneikévion HOVAG KolAiag
pe évwon towv Bandpwv.®3%° O1 Snidjers et al Snpooisvoav
1a vepnxoypa@ikd svpripara oe 46 €uBpua pe picopia
13 oug 10-14 £B8oudbeg, ta omnoia nepiendpBavav
avénpévn avxeviri Siagdveia (76% twv NePINTOOEDV),
(64%), (24%) xai
e€épupano (10%).27 Ze 660 pendreg Siafoyrig nAinbBuouov

taxvkapdia oNornpooeyKepania

yla avatopikés avwpalieg pe vnepnxoypdenupa oto
np@to tpipnvo, oe 1.632 ka1 3.991 éykveg, avriotoixa,
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SiamotdOnke and va nepiotatkd anéBov oNonpooeyke-
@ahiag oe kGO pedén. > H Sidyvmon éyve owotd oto

np@to 1piunvo otnv npdtn peAém, ardd dx1 otn Sebtepn.

8.3. Aiox16g pdrxn (spina bifida)

H oxeukd ovxvii auvtid ovyyeviag avopania ogeidetal
oe anotvxia oVYKAEIONG TOL VELPIKOV CwWARvVA, MOV QL-
otohoyikd ovuBaiver tnv 6n eB88opudda, evd n ooteo-
noinon tng onov&uLAIKAG otiAng apxizel tn 10n eB8opdda
g kvnong. O1 Braithwaite et al avakoivwocav 611, pe
ovvbvaopd Siakoidiakol Kal Siakonmkoy vnepnxoypa-
priparog, e€étacav emTuXdg TOLS ONMOVSVAOLS Kal TO
8éppa mov kanvntel tn onovOuvAIKA otiAn otg 12-13
eB8ouddeg.”

H napatipnon 611 n 8iox18rig pdxn ovvodeveral otn
CULVIPINTIKA NAEIOYNPIA TOV MEPITTOOEWV And evprpara
otnv napeyke@anida (onpeio pnavdvag, banana sign) kat
oto oxnpa tov Kpaviov (onpeio Agpovioy, lemon sign),
kaB1épwoe 1o vnepnxoypdenua wg Baoikn eg€raon yia
 Sidyvwon tng S1ox1600¢ pdxng, avurabiordviag v
apviokévinon. H 8idyvwon tng aveopadiag avtrig €xel
avarolwvwBei oto npdro tpipnvo and tug 10 eB8o-
pddeg. *#** Ev8iagpépov napovoidzel 1o yeyovdg 6t ta o
Siayvwotukrd onpeia tov Segvtépov  TpiuAvov  eival
napévia 1én and 1o npdro Ipiunvo, TOLAGXICTOV OF
opiopéveg nepintaoelg 8610x1600¢ pdxng. Ze pia pHeNEn
Stadoyri¢ mAnBuopol yla avatopikEg avwpanieg ortig
11-14 £B880opddeg, 5 and ta 6 nepiotatikd diayvedotnkav
EMITLX®G Oto Np@io 1pipnvo®® Qotéco, oe §Vo dANeg
avdhoyeg ueNfreg, 1o vnepnxoypdenua O10 NPATO
1piunvo anéruxe va diayvadoel Yo ouvonikd nepiotatikd

(ané éva oe KdOe pedérn) 2>

8.4. Kapdiokég avwpohieg

O1 ovyyeveic rapSiondBeleg eivalr o1 OLXVOTEPEG
OLYYEVEIS aVATOMIKEG avwpanieg Kal n ouxvdintd 1ovg
otn yévvnon avépxetal oe 5-10:1000. Ané avtég, o1 p1ogg
nepinov eival acvpuntopatkég (eNdoooveg) Kai o1 AANeG
nioég efvar Bavarngdpeg 11 xpeidzovial XeEIPOLPYIKA
aviperomon (peizoveg). Emruxnig e€étaon tov tecodpav
Ko1NoThRTOV tng Kapdidg (4-chamber view) eivar Svvarni
oto vnepnxoypdenua npdtov  TtpipAvov.® TToANEg
ovyyevei¢ avwpadieg g kapdidg kal 1wV peydhwv
ayyeiov €xovv S1ayvwortel eMTLXAS OTO NPATO TPipnvo,
Onmwg KOAMOKOINAKS €NAeippa, €NAsigpa 81aKOIAIAKOV
Siagppdyparog, terpanoyia Fallot, kapdid,
napapovn apxéyovouv aptnpiakot Koppov, Sefiokapdia,

éKtonn

obvSpopo Uhl kar povripng koiria.***>* Te noAAd and
avtd ta éuBpuva n avxeviki Sia@dvela ntav avénpdvn.
Ze p1a pedéin Sianoyng nAnBvopov vynAol KivEBvou

473

pe vnepnxoypdenua npdrov tpiprivov, o1 Gembruch et
al 81fyvwoav 9 and ta 10 §uBpuva pe cvyyevii kapdiakn
aveopania.®® H avxeviki Siapdvela ritav avénpévn orig
8 ané 1g 10 nepint@oeig.*

8.5. E§opgaiog (exomphalos)

Eivar pia oxetikd ovxvii ovyyeviig avopadia kai n
vnepnxoypa@ikni Sidyvwon Baocizetar onv aneikdvion
xdopatog oto npdobio KoiAlakS toixmwua, and 1o onoio
npoBdniel odkog nov nepiéxel evbokoinlakd onndxva,
ev®d n op@aliba e10épxeral otnv KopuPn tov GdKOov.
Mnopel va ovvbudzetar pe dANEG aAVATOMIKES Kal
XPOHOOWUIKEG avwpanieg, ouvribBwg tpiowpia 18. Onwg
npoava@épbnke, o eykoAeaopdg tov eviépov eival
@LO10NOVIKS ebpnpa péxpl g 11 eBSopddeg, av dpwg
10 €viepo Sev emoTpgPel OTNV KOIAIAKNA KOIASTNTA PEXPL
10 1énog tng 11ng eB8opddag, mpdxeital yia e§épgano.
H napovoia rinatog oto odko anotenei ndvia nabo-
MoyikS gvpnpa. H Sidyvwon tov e§oppdnov €xer ava-
kowwBOeil oe apketrd nepiotatkd oto Np@IO TPIUNVo Kai,
ovykekpipéva, and 1g 11 eB8ouddeg yia e€épgano nov

nepiéxel Anap.**

O1 Van Zalen-Sprock et al Snpooisvoav ta svpripatd
tovg ot 14 nepiotaurkd pe efépgano oug 11-14
eB8opddeg.’ H avxeviki Siagdveia ritav av€npévn oe
8 nepintdoelg Kal o1 7 and avtég eixav XpOHOCWHIKA
avopadia, rupiog tpicopia 18. To mepiexdupevo tov
e€oppdnov ntav pdévo €viepo ota §uBpuva pe Xxpwpo-
OWUIKA aveopadia, svd ota §uBpuva pe @ULOIOAOYIKS
Rapudétvno ovxvd ovvounnipxe Anap.

e pia penémn Sianoyrig nAnBuvopot vynhot KivEdvou
yla oLyyeveig avopanieg Kal o Vo penéreg nAnbuvopov
xapnhoV Kiv8bvov vnnpxav OLVOAIKA 6 NepPINTAOOEIS
eoppdiov Kral Sheg Slayvdotnkav oto npdto 1pi-
pnvo.?:%3% Fe pia dAAn pengm Siadoyrig pe vnepn-
xoypdonpa otig 11-14 eB8ouddeg e€etdotnkav 15.726
guBpuva kar Bpédnkav 18 nepimidoeig e€oppdiov. ™ O
KApLATLIIOG RTAV QPLOIONOYIKGS Ot enMtd MEPINTAOCEIS KAl
otig dnheg vmnpxe tpioopia 18, 13 i tpimdosidia. H
penéin avtni €8e1€e du n cuxvdinta tov eSoppdiov eivail
avénpévn oto npdro pipnvo, AGywm 10XVPAG CLOXETIONG
pe Bavatn@dpes XpOWUOCWUIKES AVDUANIES.

8.6. laoTpdoyion (gastroschisis)

Eivar nepinov eficov ouvxvii omn yévvnon éco Kai o
e€opupanog. O eykoNeaopdg 10V eVIEPOL OIN yAOTPs-
oxion yiveral péow evdg nmonsd pikpoU eAAeippaATog 1oL
KolN1aKkoU toix@duarog, ovvibwg 8£€1d ané tnv eicobo
0L ou@aniov A@pov otnv kKoihid. H npoyevvnukn 81d-
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yvwon Baoizetal otnv aneikévion QLOIOAOYIKAG OU@Ani-
8ag kal edikwv eviépov mov emnAfovv enevBepa oto
apviaké vypd. H yaorpdoxion ondvia cvoxetizetar pe
XPOUOOWHIKEG avopanieg. H Sidyvwon tng €xe1 avakoi-
vwOef oto np@to tpipnvo, and 1g 12 B85opddeg. %%

8.7. MeyakuoTn (megacystis)

H ovpo8dxog kbotn efvar mdvia opati oe €uBpuva
peyanbrepa and 67 mm kair oe nepinov 90% twv
euBplwv prikovg 38-67 mm. 3842 ¥ e npikia kbnong 11-14
eB8ouddwv, n Siduerpsés tng Sev vmepBaiver @uoio-
Aoyikd ta 6 mm.%*¥% Aiatetapévn ovpod6xog KVOTN OTO
npdto tpipnvo €xel nepiypagesi o BiBAloypagia oe
€uBpuva pe ano@paxriikii ovpomndBela (ocvvrnbBws Ay
andepadng i atpnoiag tng ovpriBpag), coBapn vegpikn
BAdBn kar arpo@ikd Koidlakd toixdpara (prune belly
syndrome).%85°

Ze pia penémn Sianoyrig nAnBuopot vynhov KivEdvou
yla ovyyeveic avopanieg, otg 10-13 eB8oupdbeg
e€etdotnkav 622 €ykveg ka1 Bp€bnkav Vo nepiotatikd
peyakrvomng Néyw andéepadng tng ovpnibpag, ta omnoia
Siayv@dotnkav oto np@to tpipnvo® Ze pia dAAn penémn
Sitahoynig mAnBLoPoV yia XPWUOCWHIKEG AVOUANIES HE

ATl 2OYKA

vnepnxoypdenua otg 11-14 £B88ouddeg, e€etdotnkav
24.492 éuBpuva.? Meyaxkvorn Siayvadornke o 15 éuBpua
(mepimov 1:600) ka1 n 8i1dperpog tng kK¥otng ritav 8-32
mm. H opd8a pe rimov kai pérpiov Babuod Sidtaon tng
kboing (8-12 mm) eixe kKaAl npdyvoon Kal onv
nisiopneia twv euBplmv n kVotn enavrinBe npoodevtikd
O10 @ULOIONOVIKG HEyebog, xwpig va emnnpeactei n
ve@pIKA Aertovpyia. Qotdoo, otnv opdda avti vnripxav
1pia nepiotatukd pe nabodoyiké kapvdtvno. Ta §uBpua
pe ooBapri Sidtaon tng kGotng (>17 mm) eixav Kakn
npdyvmon Kai n peyakdorn e§eAixOnke og ano@paktiki
ovpondBela ka1 veppikn Svondaocia

ANNeg ondvieg ovyyeveis avopanieg, nov n Sidyveoon
T0VG¢ €xel avakolvwBel vmepnxoypa@ikd Oto NPATO TPi-
pnvo, eivalr eyke@anokninn, obvbpopo Meckel-Gruber, v-
Spoképanog, avopania ténov Dandy-Walker, v8paveyke-
@ania, wieykegania (iniencephaly), noAvkvotikoi veppol
naidikoy tonov (infantile polycystic kidneys), noAvkvotkn
Svonhaotikh véoog tov veppav (multicystic dysplastic kid-
neys), ocipnvopénia (sirenomelia, caudal regression syn-
drome), avopaidia tov npocoBiov KoIAIAKOU TOIXAOUATOS
(body stalk anomaly) kar okedeurd ocVvbpopa (atenrig
ooteoyéveon, axovSpoyéveon, ewKopélla, niv. 2).38%

ABSTRACT

The 11-14 week scan

A.P. SOUKA
Harris Birthright Research Centre for Fetal Medicine, King’s College Hospital, Denmark Hill,
London, UK

Archives of Hellenic Medicine 2000, 17(5):463-476

The 11-14 week scan offers the opportunity for early assessment of risk of chromosomal abnormality by mea-
suring nuchal translucency and enables the early diagnosis of major structural defects. The nuchal translucen-
cy measurement is a sensitive and accurate method of screening for chromosomal abnormalities. The sensitiv-

ity of the test for trisomy 21 is about 80% for a 5% screen positive rate. It is likely that the sensitivity can in-
crease to about 90% for the same screen positive rate by adding the measurement of maternal serum hCG and
PAPP-A. Increased nuchal translucency is also associated with other chromosomal abnormalities and the sen-
sitivity is 75% for trisomy 18, 72% for trisomy 13 and 87% for Turner syndrome for a screen positive rate of
5%. Fetuses with increased nuchal translucency have a higher rate of intrauterine death and are at increased
risk for heart defects, other structural anomalies and genetic syndromes. Using a nuchal translucency measure-
ment above the 95th centile as a screening test for congenital heart defects achieves a sensitivity of about 55%.

The etiology of increased nuchal translucency is complex. Possible factors include heart abnormalities in com-
bination with the unique first trimester hemodynamics, thoracic compression, impaired venous return, reduced
fetal movements, abnormal lymphatic development and altered composition of collagen. A wide spectrum of
structural defects has been diagnosed by ultrasound in the first trimester and some of these are associated with
increased nuchal translucency. Screening studies for diagnosis of structural anomalies in the first trimester in
low risk antenatal populations by ultrasound at 11-14 weeks have shown a detection rate of 50% for major ab-

normalities.

Key words: Chromosomal abnormalities, Nuchal translucency, First trimester
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