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IIpoyevvnTtinog €Leyy0g
LOCUIRLONOV TOLOOULOG
22 o¢ €upovo ne evooun-
ToL0 ®aBvoTépnon

TS AVATTTVENG,
VITEQN Y OYEVES EVTEQOD
7oL TaOoAoY1L%0Vg
Broymuirovg OeinTeg

ITepidnym

H smijong towoopio 22 ovvavidtor onaviog og {dvia veoyvd,
EVO elvar ovyvo evpnua oe avTopaTes extowoels. H mooyevvnri-
%1 oviyvevon Hoodixiopoy Toonpiog 22 ovverdyetar pa §v-
o%oAn meQinTOON ovufovievTivig TEOS TO LEvydol, agov oty
Biphroygagia €xer TerunELMOel rEos aQONOS TEQLOTATIRAOV
TOV VO ETLTOETEL TNV GOQPUAY TaQoyn TAneopoonons. Ilagov-
oLdatovue mepimTmon Torooniag 22 mov dwayvaednxze pe proyia
T00oPAGOTNG ®aL 1) ddyvwon emiPefordOnxe pe ouviortagaxé-
vinon gAlhd g yopuniov Pabuov pocaxiopnos (9%). H €yxvog
yuvaire eiye moQomep@Oet yra €Leyyo TOV XAQUOTVIOV TOV El-
Bovov Adyw auvENuEvoy ®ivdvvou Yo Toroopia 21 mwov TEoEny-
atte amo VYnAEs Tiuég s B-hCG (6 MoMs) xar yaunAés ovyxre-
vipaoels g PAPP-A (0.36 MoM) zatd tov Proynuixd €ieyyo
T0v mEATOV TOLUvou. Ta vreonyoyoagird svprjuata otig 17
epdonddeg nimong megeAdufavav evdoprjtoe xabvotépnom
™G5 avdrTuEng xaL vregnyoyevég £viego. Tnv 21n efdondda
€ywve drarom) Tng ®HMong Adyw tov aAnbovs pewcoxiopov Tot-
oouiag 22 tov gupovov. H maboroyoavatopxn eE€raon Tov gp-
Bovov €de1Ee agUppeETEN VIXOLELTOREVT) AVARTVEN RaOBS EXIONG
®EO TAAXOUVTA YLo. TNV NAxic ®U1N0Ng UE TAQOVOia AayvAdV
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rafuotegnuévig ogipavong. Avayvegiocdnxav
eEnTEQd YEVVITIRG GQYO VA GQQEVOS LE TEOG ML~
2©QWV daoTdoenv zar vrooradia. To yagaxtnot-
OTHe TEOPIA TOV BLoyNUKOV dERTOV TEOTOV
TOUUIVOU %aL 0 CUVOVUOUOS TOVS IE TA VITEQTYO-
yoagrd VENUATA TOV SEVTEQOV TELUVOV WUITO-
oel va afiomonOei yio Tnv mEoyevvnTvy Ovi-
XVELVO ENPEVOV HE HOCATXLOUS ToLoONiag 22,

Aé&eic - xAetdid: ToLompio 22, pwoorlonds toromuiog 22, -
hCG, PAPP-A, evdountolo vwohewtduevn ovdmatuEn, vreon-
XOYEVES EVTEQO, VITOOTOOIOG.

Ewayoyn

H towomuiar 22 givor omdvia pe ovyvotyta
1/30.000-50.000 yevvioeicl2, alld 1 ovyvoty-
TA TS PTaveL TeQlmov oto 2,9% otig avtdua-
TEG EXTOWOELSS. ZVOYETICETOL U COPOQES PalL-
VOTUTRES  EXONAMOELS %OL  TTOM  YOUNAS
TEOOAGXLUO EMPLOONG - TOV UTOQEL VAL PTd-
vel uéyol ta toia 3 xoovia Longts. O nmwooxrt-
ouos ToLomuiog 22 eivor ouuPatog pe ueyalv-
teEN Oudprela Cog koL 0 QALVETUTOS TG -
OV YOLOXTNICETOL ®VEIWE amd draTaaym
OVATTTUENG - ETXAAUTTETOL ONUOVTIXG UE OV-
TV TS TA{QOVS ToLomuiag 2256, Kowd yopa-
ATNOLOTLRA TNG TTAQOVS %L UE UWOUIXLOUG
Tolomuiog 22 omwotehovV 10 YouUnAS Pdoog
YEVYNONG, TO QUOTACOTIXG ®OL UE YOUNAY
TEAOPUOT WA, 0 PEaYUS now TOYVS OVYEVOS
rnat 1 rhwvodoxtudioSs. To vegnyoyoopnd
gvoiuato oty TAjen Towowuio 22 xotd T
OLAQAUELOL TOV TEAOVS TOV TTOWTOU ROl TOU OEV-
TEQOV-TOITOV TOLURVOU TTEQLAaUPdvouy evdo-
ujToLoL ®RoBLVOTEENON AVATTUENS TOV CUVO-
deveTan ovvnOmg amd doKES AVWUOMES TG
1aEOLAS, TOV TQOOWITOV, TWV VEPQWY %L TOU
yaotEevTeQoU cwhjvad-1l. TTpémel vao onuet-
wBel ot ®ow M TOLOoWUia 22 Tov gvtomiCeTal
uévo otov mhaxrovvta (confined placenta
mosaicism, CPM) ouvdéetar pe Oduvopevi
Expaon g xunong, o e0ROTEQX UE €VOO-
untola vohewtouevy ovdmTuEn -4, Téhog
TG00 1) TATELXNS GO0 RO 1] UNTOLXNS TTOOEAED-
ong uovoyovewr oodiowuion (uniparental

ZNQAnng »oL oLv.

disomy, UPD) ywa 10 yomudomuo 22 €yel
ommodely0el vo OyeTICETAL UE PALVOTUTTLRES
avouoliec!2.  TTagovowdlovue — mepimTtmon
©UNOMNG Ue emdva TAEoVS Tolomuiag 22 ratd
™ Broyia TeopoPrdoms (CVS) nau youniov
BaBuol umwooiniopud PETA TNV OUVIOTOLQONLE-
VINnom, mov cvoyetitetal pe avEnuévn B-hCG,
ehattouévny PAPP-A, evdoujtola volewto-
UEVY] OVATTUEY, UTEQNYOYEVES €VIEQO XL
vroomadia.

Ieguryoagm Ilegintmong

Aguteotorog, 31 etwv, mopaméupnxe yua
CVS g 13+5 efdonddeg »imong Adym avkn-
u€vou %nvouvou yua toromuia 21 (1:42) petd
oté TOV TEOYEVVITIRG EAEYYO TOU TTQMTOV
TOL VoL yia avevmhoeldio. Eldindtepa elyav
aviyvevBel ol vymid emimeda B-hCG (6
MoMs) xow younAd emimeda PAPP-A (0.36
MoM), eved N avyevirnng dapdveia (AA) rtav
evdewtiny younhot xvdivou (1 yuh). Aev
VITEYE ovyyEévelo €€ aluotog OTovg YOVElS
%Ol TO OWKOYEVELAXO LOTOQXO NTOv EAEVOEQO
Wlwg Yo vonury] raBuotépnon, ovyyeveig
avouaiiec 1 ®Anpovomuréc mabioels. EEetd-
omxav O€xa ®UTTOQO OTO AUECO TAQAUOREVA-
OO XOQLARWV AOLYVAV RO E(ROOL RUTTAQA UE-
td and ralépyela, ue GTG banding o »ao-
Oepmuévee teVIrEg nutropoyeveTinis. Tot-
oouia 22 (47,XY,+22) mogoatnejdnre oe dha
o ®UTTAQO. TOV AUECOV TTOQOUOREVAOUATOS
oMG now g radMépyelag. Ztg 17 efdoud-
Oeg ®UMONG €YLVE AUVIOTTAQAREVTNOY UE ORO-
6 va diepevvnBel mepatépm M mbavy ma-
povoio alnBoig pwmoaizriopol Telomuiog 22
Tov guPovov. Toromuia 22 avayvopiodnxre oe
3 amd ta 33 xittapa (9%) oe dvo raAlEQyeL-
eg (mos 47,XY,+22[3]46,XY[30]). O €heyyog
TV YOVEMV €0€lEe PuOLOLOYIXG ROQUGTUTO.
O vrepnoyoapog Eeyyog xotédelEe vmo-
Aeuopevn avdmtuEn Tov gufovov (<5 EO)
ray veNyoyeveg €viepo (Ewmdva 1). Meta
ol YEVETRY OUUPOVAEVTIXY OL YOVE(S outo-
@AoLoay TV dLoxomy ™S ®UNoNg oV €YLVE
™mv 21n efdondda ue evdorolmini| xoonynon
woompootoine. H maboloyoavatouny eE€-
TaoN TOV eUPEUOV €JELEE QLOVUUETON VITOAEL-
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Ewova 1: vweonyoyevés évrego xard tyy vmeon-
xoyoauxyj e&étaon eufovov ue UwoaiXouo ToL-
owuiag 22 (17 gfdoudoda xvnong).

TTOUEVY) OVATTUEY, UE OMUoT®o PAQOS OV
gvoLondtav ratw oo v 1n EO now ue oyxé-
on Pdoovg eyrepdrovrmotog 4/1 (meplue-
100G nePAM|S >951 EO, mepluetoog ®olhdg
<In EO, narpd ootd <3n EO). To xepdh
Nrav peyolitepmv daotdoemv (UETOITOLVLA-
71| Owduetrpog 17 ex. ue ®T 14.8 ex vy v
NAwion #MoNg), Ue YOQOUATNOLOTINY OTQOYYV-
honepaiio nan dLevouuévn neydain nyy.

O €leyyoc TV 0pydvmv Oev €de1Ee mapovoia
AVOUAAMMV EXTOS OTTO TIG EMKRES TS VI|OTLOOG
10U MToy OLATETAUEVES YXWEIC Oumg €vOeLEN
otévmong M atonoios. Ta eEwtepurd yevvntL-
%A GQYOVOL NTaV AOEEVOS UE TEOS WHQMV OLat-
otdoemv row 0thS vroomadio (Ewndva 2).

H wxpooromny] eE€taon GAwv Tmv 0Qyavmy,
ovumeQLAaUPavouEVmY TV ophoAndy, Oev
avédelEe Lotomaboloywés PraPec. O mha-
rnovvtag Mrov amofaons (105 yoau. ue ava-
uevouevo Papog ywow v nhxio ®imong 175
YOOU.) ®OL OUOMELUOG OOV TEQLOYES UE HO-
Buoteonuévn melpavon ueydlmv xow oLdnuoL-
TOWOWV YOQLOVIXWV Ao VAV EVOAMAOOOVTAV Ue
aMeg pe ewmova woyapiag (Ewova 3).

Zviitnon
H towompio 22 elvon pow amd T mo ovyveg
TOLOWWUIES TTOU AVEVQIOROVTOL OTIS OUTOPOAES

Ewova 2: eEwteoind yevwwnrind ooyava dQevos,
UE TEOS inedv dtaotdoewv xat amAd voomadia,
oe Eufovo ue uwoaixioud totowuias 22. ‘Eywe
dwaxomyj xvmons Ty 21n efdoudoa.

TV TEOTWV €RdOUAdMV TS ®UNoNS, alA €l-
vou eEougeTind omdvio og Cwvtavd veoyvd,
YEYOVOC OV VITOIMAWVEL TNV VYN TBavo-
™oL €VOOUNTOLOV BavdTov oty didoxela TG
nomong!l3. Ze nopey uwoainiopoy eivor ovp-
Bat) ue peyalitepo mEOOOOKIWO EmPimong
UE POLVOTUTTO TTOV TTEQLAAUPAVEL WRQOXEPOL-
Mo, avoualn poor %ol TEAoEUOY CUTLAY,
%1OVTO ®oL TAOTO Aowpd, avmuoiieg ®rapdldg
AOL VEPODV, UOROLAL OARTUAOL RO RAOVOTEQN-
on avdmtuEngs. H extpovpevy ouyvotta g
ToLoMUiag 22 (TAMQOVS 1 08 WWONixloud) o€
QUTOUOTES EXTOMOELS X0 O€ dELyHOTaL YOQLaL-
ROV AQYVOV OTO TEMTO TOIUNVO TG ®UNONG
nopotvetonw ortd 9-20 / 100.000 rwuroeig!3.

Ov Wolstenholme xow ovv (2001)14 mapov-
olooav otowyelon atd OMOERM TEQUTTWOELS
umwoaiziopuot Tewowuiog 22, vymiod Babuoi
xnotd v extéheon CVS rou younidtepov ra-
TA TV AUVIOTOQOXEVTNOY. X€ OLEC TLS TEQL-
TTOOELS, OxoOUnN ®aL O EuPoua Ue Wmooixt-
Oud TTEQLOQLOUEVO OTOV TTAOKOUVTOL RO QU-
OLOAOYIXA  XOWUOOMUOTA, 1 VTOAEWTOUEV
OVATTTUEN 1Tay €val ®OLVG eUENUAL ROL QUTO TTL-
Bavd amotelel exdNAwon avemaErovg Aet-
TovEYlag Tov mhaxoUvials, v mepimtwon
OV TTOQOVOLATOVUE M aovoia BLoyLdv amd
EUPOUIROVES LOTOVG YLOL RUTTAUQOYEVETIRO ENEY-
YO UETA TN dLorromy TG ®Unong dev emTEEmEL
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Ewova 3: Avodoiuos mhaxovvrag oe xvnon ue uwoaixioud tolowuias 22. Evueyébeis dwoes ueoeyyv-
HQTIRES yoolaxés Adyves evalddooovtal ue auvwoTiOuéves uixpoueyéOeis ivaders Adyves.

TNV AVOyVORLON TNS TTEOEAEVONS TV TOLOMLL-
HOV ®UTTAQWV OV PeEONrav 010 auviaxrd
VYQO - av ONAad] autd TEOEEYOoVTaL Atd TO
upovo (alnBig uwoouxiopnds Ttov eufevov -
true fetal mosaicism) 1 Tov mhaxovvra. (uw-
OOLXLOUOS TTEQLOQLOUEVOS OTOV TACROUVIOL -
confined placental mosaicism). H amovotia
ONUOVTLROV VITEQNYOYQOPLRMV 1] VEXQOTOWUL-
HOV EVONUATOV YOLOARTNOLOTIRMV TS TOLOW-
utag 22 evioyvel ™V mlavoTTo ToL TOLOWULRA
®UTTOQM OTO OUVIOXO VYOO VO TTQOEQYOVTAL
OTT6 TOV TTAUKOUVTQL.

"Eva oxetird ouyvo eVpnua g TOOYEVVITL-
%S VITEQNYOYQOPIXS EETOIONG €lval TO VITe-
onyoyevée €viepo. H avevpeon tov cvoyeti-
Cetal pe avEnuévo rivduvo yoo toromuio 21
av xou ovvnBgotepa dev €xel TaBohoywxy on-
waotals. “Exel deyBel otL ovvdéeton apnetd
ovyvd ue vymiotepa entimeda B-hCG oto dev-
TEQO TOLUNVO TG ®imongle. Kow ou dvo deinteg
oyetiCovrar pe vymidtepo xivduvo yua evdo-
untoa raBuoTtépnon ™S avdamTTuENG, TOAVHS

Moyw  mhoxovvtioxns  duoAeltovyioglo-1s,
2TV TEQIMTMON TOV TEQLYQAPOVUE WUTOQEL
VO OETICETAL UE TNV TAQOVOIC TWV JLOTETOL
uEvarv elizmv g vioTdag, VITOdERVIOVTOS
dvolertovpyion TOV EVIEQOV. ZUUPOVO UE TOL
otouyela wov daBgtovpe elvor M TEWTY Ava-
QPOQA VITEQNYOYEVOUS EVIEQOV O AUNOT WUE
Tolomuion 22.

Ta mo ovyvd vmenyoyQoELrd €vEHUOTA
otV TeLomuia 22 mepuhaufdvouy evdountola
VTOAELTTOUEVY] OVATTTUEY], VITOTAQLOLOL UnQLoLi-
WV 00TMV, TAYXUVOY TOU OUYEVO HOL YEVIREV-
uévo otdnua tov d€puatog, erlelppoto Tov
ROMTOROLMOXOU dLopEAYUOTOS TS RAEALAC,
OVOUOAES TNG TAOEYREPAMDOAS KOl TWV VE-
oV noBwg xnat oMyduviolt-1l, To udvo €v-
ONUC OTNV TEQITTMON TOV OVAPEQOVUE TTOV
Ba umwopovoe vo vmootnEiEel ™ didyvoon
aAnBovg (euPEuirov) nwoaixiopnoy ToLomuiog
22 eiva 1) 0OVUUETOT) VITOAETOUE VY OVATTTUEN,
onwg €0e1Ee M veENOYaPWMY| EEETAON %O
TOL VEXQOTOMLRA EVOUOTA - EVENUCL OUMS TTOV
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UITOEL VO t0d00El %O O UMOUIRIOUS TEQLO-
OLOUEVO otov haxoUvtas. TTpémel va onueum-
Bel 6TL 0 vroomadiag, Tov emiong PEEBN®E ®a-
16 TV Taboroyoavartowry eEEToom €xel emi-
oG meQLYQapel ®ow og dAho €va EuPovo »rin-
ONg Ue AN TOLOMWIO 22 OTOV TAAROUVTOL CLA-
A0 ue QUOLOAOYIXO HAQUOTUTTO GOEEVOS OTNV
RAAMEQYELDL TV AEUPORVTTAQMVLY,

M¢éyoL oxjuepa oAU Alya otoyeio elvon yvm-
otd Yo T OY€0N UETAEY TV Proynuxwy OeL-
ATAV ATtO TOV 000 TS UNTEQOS RO TNG TOLOM-
utag 22. “Exovv OmuootevBel maBoroywmd
amoteAEopaTa PETA oo TLg OVVNOELS OORLUOL-
olec aviyvevons aveuvmThoeldiog TEMTOU %ol
OEVTEQOV TOLUVOU - OIS OE TEQITTWON TTAN-
Q0VUC ToLoWuUiog 22 otov TAArOUVTOL YWEIg
OUWS Vo AvaEQOVTOL TO ATTOTEAECUATO TV
Broymuirayv  dewrtavld. e dAln mepimtmon
rimong 8ng efdouddog ta emimeda g B-hCG
rouw PAPP-A vjtav onuoavtind pewwpévazl. Ot
Scott xan ovv (2004) dnuooievoayv ToeLs TEQL-
TTOOELS TOLOMWLOG 22 TToU aviyvelOmrav Hetd
™ Odoxwuoota screening eA€éyyov pue AA now
Broymuirovg deintec?l. H AA now m B-hCG
Nrav awEnuéveg oe OV0O TEQUITOOELS, EVA M
PAPP-A 1jtav eAaTtmuévn ®ro oTLs TOELS TEQL-
TTOOELS. 2TV ®UNON TTOV TEQLYQAPOUUE TO
TEOPIA TV Proymurayv dewrtayv otig 13 efdo-
WAdES ®UNONS NTOV OELOONUELMTO YOLQOXTNOL-
oo, e vynid emimeda B-hCG row younid
enimedo PAPP-A. Ant6 v dAAn mhevpd n AA
NTOV €VTOS QUOLOAOYIXWV 0QlwV - OIS %ol
otg V0 amtd TS TOELS TEQLITTWOELS TTOV dNUO-
olevnrav omd tovg Scott xar ovv (2004)2L.
[Tp€meL va avapeEBel dTL TO YOLEAXRTNELOTIRG
outo TEOQIA PLoynunmy OETWV 00U TNg
untépag (oAt vymAég tuég B-hCG nan youn-
Léc tuég PAPP-A) €yeu Poebel oe €51 meQL-
TTOOELS TOLOMULaS 22 (TAMQOVS 1 UE WOATXL-
oud) mov  €xovue  TEOOPOTH UEAETHOEL
(Sifakis zaw ovv., 2008)22. Eivan mbové ot 1o
YOLOARTNOLOTIRG AUTO BLoynuird TEoeih ratd
™V screening €EETALON TOV TEMTOU TOWWHVOU
og ouvovaoud pe 1o cofaov fabuod IUGR
ratd 10 OgUTEQO TOIUNVO AmOTEAOUV YONOL-
UOVG OEIXTES YLOL TNV TTQOYEVVNTIXY aviyVEVON
ToLomuiog 22 - TAMjEovs | o pwoaixond. TE-
MOg, TEQLOOOTEQEC UEAETEC AL AVAPOQES El-

vau avayxales yua vo aglohoynbel n oxéon
%o 1 mBavn duaryvootiry] aglo Tov Ve o-
YEVOUG EVTEQOU UE TNV TOLOMWUIOL 22.

Prenatal diagnosis of Trisomy 22 low Mo-
saicism in a fetus with IUGR, Echogenic
Bowel, and abnormal Biochemical Mark-
ers
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Summary

Non-mosaic trisomy 22 is rare in live-born ba-
bies but is a common finding in spontaneous
abortions. The antenatal identification of mo-
saic trisomy 22 can present a difficult counsel-
ing situation as very few cases have been doc-
umented for comparison. Here, we report a
case of trisomy 22 (T22) diagnosed initially as
complete T22 with CVS, and later further
confirmed by amniocentesis, however as a
low-rate mosaicism (9%). The patient was re-
ferred for karyotyping due to high B-hCG (6
MoM) and low levels of PAPP-A (0.36 MoM)
during first trimester biochemical screening.
Sonographic findings at 17 weeks’ gestation
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included IUGR and echogenic bowel. A ter-
mination of the pregnancy was performed at
21 weeks’ gestation. Autopsy revealed asym-
metrical growth retardation of the fetus corre-
sponding to the 18th week of gestation. Male
external genitalia were detected with a small
penis and hypospadias. The placenta was small
for dates and immature. To our knowledge,
this is the first case reported in the literature
of a low mosaic trisomy 22 fetus with a charac-
teristic first trimester maternal serum bio-
chemical profile and echogenic bowel. Further
studies are needed to evaluate the role of bio-
chemical and sonographic markers in the ante-
natal detection of low mosaicism trisomy 22.

Key words: trisomy 22, trisomy 22 mosaicism, $-hCG, PAPP-
A, TUGR, echogenic bowel, hypospadias.
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