Makt’::lj:" XPWHOCWHIKWY AVWHAAIWY KATA TOV
(\,}'( TIPOYEVVNTIKO EAEYXO.
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Me TtTov opo “mpoyevwwntikoc eAeyxoc’ N
“mpoyevvntikn  Olayvwon’’ avadpePOUAOTE OTO
OUVOAO TWV E€EETACEWV TIOU UTTOPOUV N TMPETEL va
ylvouv oTn MNTEPA N 0TO EUPpPUO MPLV-TINV YEVVNON
TOU yLa va dtaodpaiicouv OtL auto Ba eivall VYLEC.

Screening yKvpocovVNC
E&eotkevpevo Eheyyo

AT
L/



XPWHUOOWUOTIKEC AVWLOALEC

AA\QYEC YOVIOLWLLOTOC OPOTEC OTO OTTTIKO
LLKPOOKOTILO N ULKPOTEPEC

Noonpata pe mepimAoko patvotumo (cuvopoua)

AtavonTikn kKaBuotepnon e TTOANATIAEC OUYVEVELG
AVWHAALEC

2uxvotnta 0to 1% TwV YEVVIOEWV

MEYAAEC KOLVWVLKEC KOIL OLKOVOULKEC GUVETTELEC



XPWHOOWHOATIKEC AVWUOALEG
A. AplOuntikec (aveunAoeldLopog)
MoAvowieG
Movoowpiec (kupiwg yia to xpwpoowpa X)

TPLOWMIEC KUPLWC OE OLKPOKEVTPLKA XpwHOoowata (13, 18,
21, 22)

B. AOMLKEG
MetdBson XPWHOCWUATWYV
AOKTUALOELOEC XpWHOCWHOL
Opavcpoata (marker)
EAALTA THAROTA XPWHOCWHATWV
“ AUTAQCLOGLEVOL THAHATO XPWHOCWHATWY

W/



ANyn yoproxav Aayvov (CVS): >11 gfoop.

INUEPT: 1| EKTIUNGCT] TOV

KIVOUVOU OITOKTNGNC TALO100
LLE YPOUOCHRUOTIKY
avOUoAia oe KEOE £yKvo
ATOTEAEL TAYLO TROKTIKT) TNG
GUYYPOVINC YUOVUIKOAOYIKTNG
PPOVTIONS KO GTIG
TEPITTMGELC OOV O KINOLVOG
elval QLENUEVOC TTOPEYETOL M
OVVOATOTNTO ANYNS HOPLOKAOV
Aayyvov 1
OUVIOTUPAKEVTIIONG



Kvpilec artieg EAEYYOL:

Avénuévn nAkio TG £YKV0V

% 60601 JAW 31 Mar 99 TIb0.3 MIOS6
THE FAIRBANKS CLINIC C8-4v OB/Gen > 10wks 10:19:01 Fr#98 50cm

AvENUEV QVYEVIKY] OLUPAVELX

Persist Mad
FFFFFFF
e

A)Aa VIEPOYPUPIKE EOPAPATE =

YynAiog Kivouvog amo To froynuiko £Aeyyo

I'évvynon TponyovueEVOL TaLd100 HE YPOUOCOUUTIKN
OVOROALD

L'ovéag QopENS YPOUOCOUUTIKNG UVOUAALOS




TEXVIKEC KUTTOPOYEVETLKNG
(Moplaknc KuttapoyeveTiknc)

KAQLOOLKOC KOpUOTUTIOC
FISH (Fluorescent in-situ Hybridization)

Apvio-PCR (Polymerase Chain Reaction)
NIPT (Non Invasive Prenatal test)

Array-CGH (Comparative Genomic
Hybridization)



KAouooLko¢ KoupuOTuTtoC

KuttapokaAALlEpyELA

— Zwvtava KuTttopa o€ pitwon
Xpwon xpwpoowpatwy ((wvec)
-G, Q,CR

Alakpltikn tkavotnta: 5-10 Mb
Mn duvatn n avtopoTtonoinon




Euppvucoc Kapvotvmog-amd Xoprakec Adyveg
(CVS)

Ecetalouevog 16t0c: K0TTOPU TPOPOPAGGTNC

MéBoooc:
- CVS-PCR o¢ 24-48 mpec yio TIC T GUYVEC
avevmiogwiec 13, 18, 21, X ko Y

- KaAMiEpyeia kuttapmv Tpo@oPAdcTnc yia AP
Kopvotumo (15-20 nuépeg)




EuBpovucoc Kapvotvrmog amd Auviakod vypo

Ecetalouevog 10toc: kutTapa amd 10 AF mov tpoépyovton
oo OLAPOPOVS 1GTOVS TOL EUPPLOV (OVPOTOTNTIKO, KTA.)

MéBoooc:
- AMNIO-PCR ocg 24-48 mpec yio TIC T GUYVEC
Avevmloegioiec 13, 18,21, X kar Y

- KaAAigpyera kottapov AF
vio TAN P Kapvotvmo (15-20 nuépeg)
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1X & 1Y chromosome
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KAaoowkn Kuttapoyevetikn Avaluon

MAeovektnpata:
AvAaAucn oAGKANPOU TOU YOVIOLWUATOG
Avixveuon pn Lool{UYLGUEVWV XPWHOCWHLKWY OLVWHLOALWV

Aviyvevon 160 VYIGREVOYV YPOUOCOUIKOV GVORIALOV

Melovektipata:
ATtotuyia avamntuéng tTng KAAALEPYELOC in vitro <1%.
Avamntuén otnv KOAALEPYELA KUTTAPWYV UNTPLKAC tpoEéAeuaonc (CCM)

Wevdopwoaikiopog (avwuaAileg in vitro i mpoepXOUEVEC aTtO €EWEUBPULKOUC
Lotouc)

Avixveuon pn LloolUYLOUEVWV XPWHOOWHLKWY avwiaAlwy > 5-10 Mb

&
Access To Genom



AUV IHETO 6TV KAUGGKT)
KUTTOPOYEVETIKN

A ny
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KLao061K0g KapvoTLTTOG

M- -~ (resolution: 5-10 Mb) £ 2 i 2
‘ B : : .
| 5 4 4
- FISH
T YdI, Fluorescent Bn Situ =
-y g e 2 ,s" a “-,~ i s - - -
PR Y )¢ * Hybridization -
. & 7 ». = or MLPA .
b 9 ’ geted investigation of selected |
TRYATAVAT “1oci in cytogenetic cell preparations
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13 1 14 AvdAuon 6AoU TOU YOoVIOIWHATOG
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Lo Mopiakdc KapUoTumog :
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Whole genome view

Chromosome 5
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ARTICLE

Consensus Statement: Chromosomal Microarray
s a First-Tier Clinical Diagnostic Test for Individuals
with Developmental Disabilities or Congenital Anomalies

David T. Miller,.* Margaret P Adam,2? Swaroop Aradhva,? Leslie G. Biesecker,® Arthur R. Brothman,®
Nigel P. Carter” Deanna M. Church,® John A. Crolla,® Evan E. Eichler, 2 Charles J. Epstein,1!

W. Andrew Faucett,? Lars Feulk, 2 Jan M. Friedman,'? Ada Hamosh, ' Laird Jackson, 15

Erin B. Kaminsky* Klaas Kok ' lan D. krantz,'” Robert M. Kuhn,'# Charles Lee, ™ James M. Ostell ®
Carla Rosenberg,?? Stephen W. 5Scherer,?! Nancv B. Spinner,!” Dimitri J. Stavropoulos, 22

James H. Tepperberg,2® Erik C. Thorland,2? Joris R, Vermeesch,25 Darmrel J. Waggoner,26

Michael 5. Watson,2” Christa Lese Martin 2 and David H. Ledbetter2*

Chromosomal microarray (CMA) Is Increasingly utilized for genetic testing of individuals with unexplained developmental delay/intel-
lectual disability (DD/ID), autism spectrum disorders (ASD), or multiple congenital anomalies (MCA). Performing CMA and G-banded
karyotyping on every patient substantially increases the total cost of genetic testing. The Intemational Standard Cyvtogenomic Array
(ISCA) Consortium held two internatonal workshops and conducted a Hterature review of 33 studies, including 21,698 patients tested
by CMA. We provide an evidence-based summary of dinical ovtogenetic testing comparing CMA to G-banded karvotyping with respect
to technical advantages and limitations, diagnostic vield for various types of chromosomal aberrations, and issues that affect test inter-
pretation. CMA offers a much higher diagnostic vield (15%-20%) for genetic testing of individuals with unexplained DDV, ASD, ar
MCA than a G-banded karvotype (-3%, excluding Down syndrome and other recognizable chromosomal syndromes), primarily because
of its higher sensitivity for submicroscopic deletions and duplications, Truly balanced rearrangements and low-level mosaicism are
generally not detectable by arrays, but these are relatively infrequent causes of abnormal phenotypes in this population (< 1%). Available
evidence strongly supports the use of CMA in place of G-banded karvotyping as the first-tier cytogenetic diagnostic test for patients with
DI, ASD, or MOCA. G-banded karvotyvpe analvsis should be reserved for patients with obvious chromosomal syndromes (e.g., Down

syndrome), a family history of chromosomal rearrangement, or a history of multiple miscarmages.

The American |oumal of Human Genetics 86, 74%-764, May 14, 2010



2YXNOTHTA TQON XPOMOzOMIKQN ANQMAAIQN
2E NMEPIZTATIKA MR

Down syndrome 76%

Other autosomal aneuploidy
1%

Sex chromosome
aneuploidy 4%

Rings and Markers
2%

Deletions including
microdeletions 8%

Duplications 2%

& __Balanced
¥/ rearrangements 3%

Unbalanced
translocations 3%

1%

&
Access To Genome



N'vwota cuvdpopa tov oPpeidovral oe eEAAeippoTa | SUTAAGLAOHOUC
TIEPLOY WV MLKPOTEPWYV OTIO TO HEYEDOG IOV SLOKPLVETAL LE TOV
KAaolKo kapuoturo (<5.000.000 Z.p3.)

DiGeorge syndrome 22911
DiGeorge region 2, 10p15
Williams syndrome
Prader-Willi / Angelman

Cri du Chat syndrome
Langer-Giedion syndrome, 8q
Miller-Dieker syndrome, 17p
Smith-Magenis syndrome
Wagr syndrome
Wolf-Hirschhorn syndrome
1p36 deletion syndrome

3029 microdeletion

9g22.3 microdeletion

15924 deletion syndrome
17921 microdeletion

22013 / Phelan-Mcdermid
MECP2 / Xg28 duplication
NF1 microdeletion syndrome
Sotos syndrome, 5935.3
Rubinstein-Taybi syndrome
2p16 microdeletion



Moprokog Kapvotvmrog (aCGH)

O poplokoc KapvoTLTog Etval pa LEOOOOS TOV EKTOC TMOV UEYAAMV OLVEVTAOELOLDV
(m.y. o. Down) &Ovaton va aviyvevoel erieipporta/dumraciocpovs (CNVS)
neyé0ovg >2.000 C.B. o€ 6A0 T0O yovidiopa (6Aa TO YPOUOCOHNATE) TAVTOYPOVA

Xapoktnpiopéveg meproyés oOmov eldeippora/dutAoctocpol (CNVS)
odnyobv otV  avdmtuén  yvwoetov  ouvvopopov (2291l1.2: .
DiGeorge/VCES)

Xapoktnpropéveg meproyés omov CNVS amotelodv moAVHOPELoHOVS
YOPIC KAVIKT onuocio

ITeproyéc 6mov CNVS dgv £10vv KaTaypa@El TPONYOVUEVMS GTN Oebv

Biproypapia kot TiC BAcES dEdOUEVDV
o) OYVAOOTOV KMVIKIS GNUociog

B) n ovoyéTion pe KAMVIKO @oivoTumo umopet va yiver pue fdon my
MEPLEKTIKOTN T 6€ AEITOVPYIKES TEPLOYES TOv DNA
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AMERI|CAN JOURMNMAL OF

medical senetics

Emmanouil Manolakos,i* Annalisa \.l'etro,2 Konstantinos I(ei-’zallzals,1 Loretta Th(:|mza|'|dis,3
Georgios Aperis,“ Sotirios Sotiriou,® George Kitsos,® Martina Merkas,” Stavros Sifakis,®
loannis Papaulidis,9 Thomas Liehr,” Orsetta Zuffardi,” and Michael B. Petersen™®

BioMed Central

Molecular Cytogenetics

EXPERIMENTAL AND THERAPEUTIC MEDICINE 7: 953-057, 2014

Case report Open Access
Detailed molecular and clinical investigation of a child with a partial
deletion of chromosome |1 (Jacobsen syndrome)

Emmanouil Manolakos*1.2, Sandro Orru2, Rosita Neroutsou!,

Konstantinos Kefalas!, Eirini Louizou!, loannis Papoulidis?,

Loretta Thomaidis*, Panagiotis Peitsidis®, Sotirios Sotiriou8, George Kitsos?,
Panagiota Tsoplou!, Michael B Petersen® and Aikaterini Metaxotou!

Proximal 10q duplication in a child with severe central hypotonia
characterized by array-comparative genomic hybridization:
A case report and review of the literature

EMMANOUIL MANOLAKOS!, ANNALISA VETRO?, ANTONIOS GARAS>, LORETTA THOMAIDIS®,
KONSTANTINOS KEFALAS®, GEORGE KITSOS®, MONIKA ZIEGLER’, THOMAS LIEHR’,
ORSETTA ZUFEARDI® and IOANNIS PAPOULIDIS!

Manolakos et al. Molecular Cytogenetics 2010, 3:22
http/fwwew.molecular rtogenetics.org/content/3/1,/22 % MOLECULAR
b

Meta Gene 2 (2014) 274-282
CYTOGENETICS

Contents lists available at ScienceDirect

Meta Gene

RESEARCH Open Access

The use of array-CGH in a cohort of Greek
children with developmental delay

Emmanouil Manolakos™'"", Annalisa Vetro®, Konstantinos Kefalas', Stamatia-Maria Rapti', Eirini Louizou’,

Antonios Ga e Kitsos?, Lefteris Vasileia Panagiota Tsoplou’', Makarios Eleftheriades®, De novo 393 kb microdeletion of 7p1 1.2 @Crﬂssh‘urk
Panagiotis Peitsi ndro Orru®©, Michael B Petersen “, Loretta Thomaidis Characterized ])y aCGH il’l a ])Oy With psychomotor
retardation and dysmorphic features

e ore

Thomas Liehr™,

Original Article
Konstantinos Varvagiannis @, loannis Papoulidis b Theodora Koromila¥®,

Konstantinos Kefalas 9, Monika Ziegler ¢, Thomas Liehr ¢, Michael B. Petersen ?,
Yolanda Gyftodimou ?, Emmanouil Manolakos ®&*

icand
%%nlggﬁaea:ch Cytogenet Genome Res 2014;142:227-238 Accepted: February 13,2014

° by M. Schmid
DOI: 10.1159/000361001 Published online: April 9, 2014

AMERICAN JOURNAL OF

medical ¢enetics

An Interstitial 4q31.21q31.22 Microdeletion
Associated with Developmental Delay: Case
Report and Literature Review

Angeliki-Maria Vlaikou? Emmanouil Manolakos®® Dimitrios Noutsopoulos®®
Georgios Markopoulos®© Thomas Liehr" Annalisa Vetrof Monika Ziegler"

Anja Weise! Katharina Kreskowski! loannis Papoulidis? Loretta Thomaidis®
Maria Syrrou®

Roberto Giurda,l“ Silvana Beri,1 M. Clara Bl:lnaglia,1 Luigina Spat:t:ini,2 Barbara St:elsa,2
Emmanouil Mal‘ll:l|a|(l:|5,3 Erika Della Mina,4 Roberto CiCCUI'IE,4 and Orsetta Zuffardi*®




Moptlokn Kuttapoyevetikn Avaivon (Array-CGH)

MAcovekTpota:
AvAaAuon oAOKANPOU TOU YOVLOLWHOTOG O€ VAl TIELpA L
Avixveuon pn L0olUYLOUEVWV XPWHOCW LKWV avwpoaAlwy < 1Mb
YynAn eldkotnta ko evatcdnoia

Taxutnta

Melovektipata:

Mn avixveuon LoolUYLOUEVWY XPWHOOWULKWY OVWHOALWY TTY. LETAOECELC,
ovootpodEC.

Mwoaikiopoug < 30%

YynAo kooTOoG?

&
Access To Genome



Moprakog Kapvotvmog 6Tov TpoyEvvnTIKO £AEYY0

O poproKoOg KapvoTVTTOS EIVUL UTOPALTITOS CETEPTTOGELS:
- ZNUOVTIKEG VTEPNYOYPUPIKES avmUoAiec | TollamAd SOft markers

- Oyt puororoyikd (1 acapr]) KOTTOPOYEVETIKA EVPNUOTO (YPBUOCHUAT OEIKTEG

Ko de NOVO 1600VYIoUEVES YPDOUOCOUATIKEC OVUOIOTAEELS)

FPa G Dan G

.,Zifll-q.'i.
. !

E
-
-
g T
T3

Log2(Ratin)

g @ 10 11 12 131415 16 17 16 19 OXH22 23

Chramosaoma




Eivan 0 Khaowkog Kapvotomog akopo amapaitntog;

1-3% emurhéov dayvmon amd Tov KapvoTvmo (Screening)

(Shaffer et al., 2008; Coppinger et al., 2009; Fiorentino et al., 2011; Armagol et
al., 2012; Lee et al., 2012, Papoulidis, Manolakos et al 2015)

5-10% emuwAiéov ordyvmon o€ EuPpoa Pe PLOTIOAOYIKO KOPVOTLTO KOl
vrepnyoypapikd evpnuato (Kleeman et al., 2009; Van den Veyver et al., 2009;
Shaffer et al., 2012; Brady et al., 2013; Ahn et al., 2014; Callaway et al., 2014;
de Wit et al., 2014)

3.1% emuwhéov ovdyvmon ge Euppoo e pvo1oloyiko kapvotomo kol NT >3,5
mm (de Wit et al., 2014), evod oe 215 guBpva pe NT>2mm dev Bpédnkav CNV
KMVIKA onuavtikd. X avtiBeon Bpédnkav VOUS 1.4%.

H avdivon oev aviyvevel Tpurhogdieg 0nmg 69X XX, teTpamroerdicc 0mmg 92X XXX
Kol 92XXYY, @opeic 16000 Y16 péEVIS HETATOTIONG KOl LMGUIKIGHOVS KAT® TOV 30%

CNVs ayvaetov kMaviki)g onnaciag, (VOUS 1-3% screening)



Comparative performance of aCGH and conventional cytogenetics according to
indication for invasive prenatal testing

Pathogenic results

aCGH+/cyto+ aCGH+/cyto- Relative increase Additional yield Relative increase Additional yield
(%)

ALL INDICATIONS +14% +12%

Fetal structural defects +25% +12%

Increased NT

Positive first-trimester screening

Positive second-trimester
screening

Second-trimester sonographic
markers

Advanced maternal age +22% +22%

Previous history

Anxiety / request




Enti Tou mapovtog, TouAaxiotov otnv Eupwnn, o LOPLAKAG KaPUOTUTIOG SEV
XPNOLLOTIOLELTOL CUGTN LOTLKAL
O€ OAQL TOL TIEPLOTATLKA TTOU {NTELTAL TTPOYEVVNTIKA EAEYXOC KOLPUOTUTIOU

Av16 opeiletal ota €N

1) AvokoAia 6TV EPpUNVEID TOV OTOTEAECUATOV (.. OTOVCIO, VIEPNYOYPUPIKOV
EVPMNUATOV)

2) Yynio k66105? (o€ TOALEG TEPIMTMOELC TPEMEL VO EEETAGOVLLE KOl TOVG YOVELQ)

3) ‘Erdenyn GpTLO-EKTOLOEDUEVOV YEVETIGTMV, LUE EUTEPio. otV davdlvon TV
OE00OUEVAV E10IKA GE TPOYEVVNTIKO ETITEOO

4) ‘Erdenyn €OVIKOV KoTE00UVTIPILOV YPOUR®OV GTNV TAEIOVOTNTO TOV EVPOTYIKDV
YOPOV UE OTTOTELEGUO TNV CLVOLOLOYEVT] KATAGTOOT] UEPIKES POPES OKOUN KO EVTOG
NG 1010.¢ YOpog



XNUOVTIKG EpaTiroto/mpoinuatiocuot

2TOYEVUEVN M Ol OTOYELVUEVT) TAOTPOPLLOL,

ITo10 T0 avaAvTIKO eminedo ¢ e€ETOoMNG;

T mpEmeL va avapEPOLUE Kot TL OYL;

[Hog yerprlopacte CNVS ayvdstov KAMviKNE onuociog;

H avdivon otovg yoveic mote yiveTo,



H eppnveia twv CNVs KOTA TOV TPOYEVVNTLKO EAEYXO

(Database of genomic Variants H avgavopevn ToooTNTd TWV
http://projects.tcag.ca/variation ocdopévwy ~ToUu  oUAAéyovTal  amo
auTtoU¢ Toug Tépoug, Ba emiITpéYel aTo
eYYUC pEAAOV pia TOAU mio €UKoAn
ovoxéTion peTall opiopévwy CNV kai
pia mlavin maBoyovo kardoraon Tou

eHPpUOU

DATABASE of HUMAN CNVs
based on build 36 (hg18)

Total CNVs :

N° of patients :

A tool to compare CNVs identified in MR patients
hosted by IRCCS OASI Maria SS. Troina

>0

ttps://www.iscaconsortium.org.

Causative CNVs:

MetayevvnTika: Kivikn e€€taon tov mondtov — I'vootdg eatvOoTumog

IpoyevwnTika: 0 QUIVOTUTOC TEPLOPILETOL GE OVTO 7OV €ivol OpPOTO UE TOV
VIEPNYO, OAAQ KOl 1] TOPOVGIO VITEPYOYPAPIKTC avOUAAMaC, UTopel va eivor un-
E101KM

Mmnopel va gival 006K0AO VO SLaKpivovue T1) 6xEon PETAED
@UIVOTUTTOL TOV EUPPVOV KOt TNG AELTOVPYLOS TV YOVIOI®MV NEGH GTO

CNV
W/



Array VS KAa.oGLKO KOLPUOTUTIO OTOV

TLPOYEVVNTLKO €AEYXO

-TL pag mpoodEpeL to Array? TL MEPLOCOTEPO, TL AlyOTEPO, TOLEC £ival ol dtadopéEc
KOLL LE TTOLOV TPOTIO MPETEL VA XPNOLHOmoLn0ei?

-Moiec givar oL mpoilmoBéoelg yia va emttAé€ovpue to Array oav first step ( 6nA. o 6Aec tig DP)
ovefdptnTa €AV UTAPXEL aUénMEvn 1 Oxt TOavotnta yiot XPWHOOWMLKEG OVWHAALEC
OLVTLKAOLOTWVTAC TOV KAQOOLKO KOPUOTUTIO | HOVO OE QUTEC ME avénuévo kivbuvo second
step?

-(Texvikéc mou mpémet va epapuootovv mapdaAAndAa yia Aiyo Xpovo akouo MHEXPL va
efakplBwIoUv ta nAsovekTnuato/UELOVEKTHUOTA).

ZNUEPLVEC OETELC
-ouUVTINPENTIKNA
-evéLapeon

-TIPOXWPNHEVN

=&

Ac(ess To enome



Od8nyiec yia tnv XpRon Twv array- .
CGH otov npoyevvntiko €Aeyyo (E.C.A.) eyriropean

Association

e AUO N MEPLOCOTEPEC LTIEPNXOYPADLKEG AVWHAALEC CUMIEPLAA M BOVOUEVOU TOU
IUGR

¢ [oveic popPELC XPWHOOWHILIKAC AVAKATATAENC
¢ [IponyoUHEVO ALSL TACKWV ATTO XPWHOCWHLKN avwuaAia

e XO0paKTNPLOMOG Lo SOMKAC XPWHOOCWHLKAG avwHaAilog rtovu £xeL BpeOet
TPONYOUUEVWC LE TOV KAQLOOLKO KOLPUOTUTIO

=&

Ac(ess To enome



+

loannis Papoulidis®*, Alexandros Sotiriadis?, Elisavet Siomou?, Elena Papageorgiou?!, Makarios Eleftheriades3,
Vasilios Papadopoulos?, Eirini Oikonomidou>, Sandro Orru®, Emmanouil Manolakos! and Apostolos Athanasiadis’

-Agv untapxeL av€énon twv VOUS og oxéon He TNV KAAGOLKN KUTTAPOYEVETIKNA

-- ATtO TNV HeAETN MPOoEKUYPE OtL: o€ 16 and 1763 KUROoELS xapnAou Kwwduvou (0.9%)
kat o 7 amo 120 kunoewg vynAov kwduvou (5.8%), tTO array aviyvevoe
UTIOMLKPOOKOTILKEG XPWHOOWHLKEG oOVWHOAiec mou Oa eixav Siaduyel
XPNOLHLOTIOLWVTAG LOVO TOV KAOLOGLKO KOPUOTUTIO

E=ETAZH 1°° ENINEAOY

-MeyaAutepn avaiuvon

- Alyltepog Xpovog (peiwon ayxoug, duvatotnta ypriyopng dtakomnng)



http://onlinelibrary.wiley.com/doi/10.1002/pd.4685/abstract;jsessionid=6BF95E421D4FBA41B987C0FF189BF510.f01t02

ACOG (American College of Obstetricians and Gynecologists)
December 2013

SMFM (Society for Maternal-Fetal Medicine)

1) e kunoelg pe umepnxoypadikd svpipata (VPnAol kwduvou), cuvloTATaL N XPrRON Tou
LOPLAKOU KOPUOTUTIOU OOV TIPWTO TECT OE AVILKATAOTAON TOU KAAOOLKOU KOPUOTUTIOU;

2) O HOPLAKOG KAPUOTUTIOC UIMOPEL va xpnotpomolnOel kal o€ KUROELG XapnAou Kivéuvou &nA.
XwpLc umtepnxoypadLKa eupRpaTa;

3) H xprion tou popLakou KopuoTtumou Sev TPEMEL va TTEPLOPLOBEL 0 KUNOELC TIOU €XOUV oV
attia moparmopunnc tTnv auvEnUevn UNTPLkn nAkkiar (>35 xpovia), avtiBeta Oa npémnel va npotadsei
OE OAeC TIGC €yKUOUC Mou umofdaAlovtal o€ emepPatikd €Aeyxo, SLOTL Ol XPWHOOWHULKEG
OVWHUAALEG TTOU aviyvelovTal JE aUTA TNV TEXVLKA 6gv cuvdEovTal amapaitnto e TNV auEnuévn
NALKLOL TNG EyKUOU.

Yroypappilet:

® UTIAPYXOUV TTAEOV QPKETA ETILOTNMOVLKA SeSoUEVA TTOU ATTOSELKVUOUV TNV HEYOAUTEPN
guocOnoia tou poplakol KOPUOTUTIOU OE OXECH LE TOV KAOLOGLKO KOPUOTUTIO OTOV TIPOYEVVNTLKO
gAeyxo (eldika og EpPpua pe umtepnXoypPaPLKEC avwWHAALEG) KoL elval TTAEov avaykaio, va
TIPOTE(VOULLE TECT IOV €XOUV HEYAAUTEPN avaiuon.

* TNV avaykn MNEVETIKAG U BOUAEUTIKAG TIPLV KAl LLETA TO TEOT.
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XVUTEPUCUOTA

O Moplokdc KOpLOTLTTOC UTOPEL VO CVENCEL TO TOGOGTO OLOYVOGTIKAOV
EVPNUATOV GTOV TPOYEVVITIKO EAEYYO 101G GETEPICTATIKA UE TEPLGCOTEPQ,
amd &vol VITEPNYOYPAPIKE svprjuoto. Agv €yovue axkOUO TEMKE OEOOUEVAL:
TOGOGTO EVPNUATOV LE array / LELOVMOUEVES VTTEPTYOYPUPIKES OVMOUOATEG.

Avti Vv oTiyun Ogv LWAPYOLV EMOPKI] GTOLYEID Yo TNV Y¥PNCLUOTNTO TOL
array-CGH oe éufpva pe povadiko copnuo tv ovénuévn NT ko pe
KapLOTLTTO PLGLOA0YIKO. H availvon CMA npénel va mpoteiveton ciyovpa dtav
n NT etvar peyaivtepn >3,5 mm.

H moAivmioxomnta g avaivong CMA  mpoyevwntikd, 1 epunveio) Ko 1M
AVOKOIVOON TV  OMOTEAECUATOV  OIKOMOAOYEL WO TPOGEKTIKY| Kol
em@UAOKTIKY ypfon. H evooudtowon g oty mpoyevvntikn odyveoon Tpénel
vol YIVETOL HOVO GE KEVTPU UE TEKUNPIOUEVT] EUTELPIN, GTO OO0, AEITOVPYEL UL
OLEMOTNUOVIKT] OUGON (KMVIKOG YEVETIGTNG KOL EPYOCTIPLOKOS YEVETIGTIC)
LLE E10IKEVOT GTNV TPOYEVVITIKT] O YVAOOT)
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