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Tou lNavreAn KwvotaviouAdkn

alIWVag TTou dIaVUOUNE £XEI XOPAKTNPIOTE «Al-
owvag NG BioAoyiag» kai 6x1 adika. Kabnuepivd
BpiokdpaoTE O€ KATAIYIOHO TTANPOPOPIWYV OXETI-
K& pe Tn Biohoyia kai Tn MeveTikA kal TTAéov K&Be dvBpw-
TT0G, oTToI00OATTOTE NAIKIag yvwpilel T onpaivel DNA
kai Tt Mopiakr) E¢€Taon. Ze auté ouvéBaAe o€ peydho
Babuod n Tavénuia Tou Kopwvoiol, aAAG Kail TTpIv aTTd
QAUTHA, N EKTTANKTIKA TTPG0d0G Tou Topéa oTnv AlayvwoTi-
K AkpiBeiag otov Kapkivo kal o€ oTrdvia vooriuara.
Ta dUO PeydAa BripaTta TTOU TTPOCEPEPQAV T
armrapaitnTa epyaAgia yia TG e6ENIEEIC ATAV QUOIKA
n elcaywyn tng peBédou 1NG PCR (aAucIdwTAg
avTidpaong TTOAUPEPATNG) TTPIV OTTO PEPIKES
OekaeTieg Kal TNG peBGdou NGS (aAAnAouyiong
véag yevidg) Trpiv atmd Aiya xpoévia. Autég ol dUo
TEXVIKEG OUVETENETQAV OTNV EKTTANKTIKN au&non g
SIayVWOTIKNAG Jag IKavOTNTAG o€ OAa Ta TTITTEDA,
akopa Kal o1o TTAéoV BUOKOAO Kal aveEepelivnTo
MEXPI TWPA TTEDIO TWV YEVETIKWY (KANPOVOUIKWV)
VOOWV. ZAUEPQA, UE TNV EQAPUOYT TwV dUO AUTWV
TEXVIKWV €iOOTE O€ B€0N VO TTPOCEYYIOOUUE HE
peydaAn akpifeia Tn BAGRN oto DNA TTOU €UBUVETAI
yia Tn dnuioupyia TTOAAWY €10WV Kapkivou, aAAd Kai
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TN yévvnon Taidiwv Ye ooRAPEG YEVETIKEG TTABNOEIG
TTOU TO KABIOTOUV avriuTTopa va {AcouV Pia Qual-
oAoyIkr) {wn. Mtropoupe pdAioTa va TTapéuBoupe
o€ TTPOCUAANTITIKG oTddIa Kal va eEAEyoupe To DNA
TOU {euyapioU YA UTTOAEITTOUEVEG KANPOVOUIKEG
TTaBAOEIG, WOTE va eTTIAEEOUE Ta EUPBpua TTou Ba
yevvnBouv va gival QuoioAoyIKA Kal va aTToQUYOUE
TNV TPOUPATIKN Yia OAoug SIOKOTTA HIAG EYKUUOOU-
vng A TN yévvnan evog Taidlou e cofapd TTPORAN-
paTa uyeiag. Autou Toug €idoug 1o Pre-DNA test
(ato6 1o Preconceptual) BaoiCetal €€ oAokAfjpou
oTnVv emavaoTatikf TeXVIKY Tou NGS.

Opwg, Tapd TV TTPAYHATIKI «ETTAVACTOCN» TTOU
Epepav ol Texvoloyieg Tng PCR kai Tou NGS otnv
épeuva Kal d1ayvwan TwV YEVETIKWY TTABACEWY, N
OUVOAIKH S10YVWOTIKA Pag IKavOTNTA QTAVEI PETA
duokoAiag oTo Trepitrou 50%, kI auTd «diapdlo-
VTAG» VOUKAEOTI®I0-VOUKAEOTIBIO OAO TO eKPpalOlE-
VO yovIdiwua Tou avBpwTrou Pe Tnv TexVikh Whole
Exome Sequencing. O Aoyog eivai 611 To NGS
avayvwpiel Ki aTTOKOAUTITEI JOVOVOUKAEOTIOIKEG
TTapaAAayEg (UETOAAGEEIC) padi pe MIKPOU ueyEBoug
eMeipeig § TpooBnkes (<150 voukAeoTidia) Kal
€101 EEQPEUYOUV Ol TTEPIOOOTEPEG MEYAAEG EAAEIYEIG,
TTPOOONKES KAl TTAPAAAAYEG apIBUOU avTiypAQwy
o€ TTEPIOXEG pe eTTavaAapBavopeveg aAAnAouxieg
TOU yovidiwpaTtog. EmimAéov, To NGS aduvarei va
ATTOKOAUWYEI 1I00pPOTTNHEVEG OOUIKEG TTAPAAAAYES
OTTWG Ol avVaOTPOYES Kal Ol PETABEDEIG, EVW Baaile-
Tal 0€ PIKPOU peyEBoug aAAnAouxieg ol oTToieg Tau-
TiCovTal pe KATTOI0 YOoVIBiwPa ava@opdg e10GyovTag
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£T01 GUYKEKPIPEVEG TTPOTIMNACEIG™ OTAV EVTOTTICOVTAI
Oouikég TTapalAayEg. TEAog, éva akdua aduva-

10 onpeio Tou NGS ¢ival ol eTavaAapBavopeveg
aAAnAouxieg, TIG oTTOiEG BEV PTTOPET VO BIGAEUKAVEL
KalI Ol OTT0iEG aTTOTEAOUV TTEPIOTOTEPA ATTO TA 2/3
TOU yovidiwpaTog! AuToi o1 TTEPIOPIoHOI KAVOUV TNV
dueon omrmikotroinon Tou DNA, TNV TTI0 EAKUGTIKN
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Kal aglOTnoTn TTPOCEYYIoN Yia TNV atroKGAuyn doui-
KWV TTapaAlaywy cAPEPQ.

O 1pATTOG KAl 01 TEXVIKEG ATTOKAAUWNG SOMIKWV
TTapaAhaywv o€ KAIVIKG deiypata £xel e¢eAixOei
eNAXIOTa TIG TEAEUTAIEG HEKAETIEG KA BaaifeTal KUPi-
WG o€ TTaPadOCIOKEG HEBOBOUG KUTTAPOYEVETIKAG,
OTTWG €ival 0 KAPUOTUTTOG (eIkOva 1).
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O1 yéxpr onuepa eEENIEEIC TNG XPWHPOCWUATI-

KNG avaAuong, atrd Tov KAAOIKO KApUOTUTIO OTOV
@Bopitovta uBpIdiopd (FISH) kai To poplakd
kapuoTutro (arrCGH) dev kataepav va TTpooBE-
oouV TTOANG 0TnV d1ayVWOTIKA aTTOKAAUWN SOUIKWV
TTAPAAAAY WV AOYW TEXVIKWYV TTEPIOPITHUWY, aAAG Kal
TNG AVAYKNG VO CUPTTANPWVOVTAI TTAVTOTE PE AAAEG
Hoplakég TexVIkEG OTTws MLPA, gPCR, RNAseq,
WOTE VO TTAPEXOUV ia TTANPECTEPN BEPATTEUTIKN
Kal TTPOYVWOTIKA agloAdynon tng voéoou A Tou
GyKou.

H véa texvoloyia Tou OGM (Optical Genome
Mapping) oTrTiKOTTOIEl AECA OAGKANPO TO YOVIdi-
WHA PE TNV AUECN EPPAVION ONEiWY oRuavong
TTavw o€ oAokAnpa pépia DNA. H diagpopd cival
OTI N TEXVIKN auTr aglotrolei TouhdyioTov 500.000

bionano

2 € MEYAAN TTOAUKEVTPIKN PMEAETN UTTO TNV KaBo-
onfynon Tou MavemaoTtnuiou Columbia aTig HIMA,
£yive oUyKpIon TwV aTroTeEAeaPGTWY Tou OGM pe
EKEIVa aTTO TIG TEXVIKEG POUTIVAG VIO QIATOAOYIKES
VEOTTAQTIEG, TA OTToia TTAapouaIdaTnkav aTo Cancer
Genomics Consortium ki £d€1&e 611 uTIp)E 100%
OUPQWVia Pe Tov KAAoIKO KapudTuTro, To FISH kai
10 arrCGH kai o1a 91 deiyparta Tou avaAubnkav.
ETtriong peydAn peAétn oto MD Anderson Cancer
Center otig HINA, oTnv otroia éyive oUYKPION TwWV
atroteAeopdTwWY Tou OGM peg ekeiva TwV KAATIKWY
TEXVIKWV avAAUONG TTEPICTATIKWYV UE JUEAOOUOTTAG-
oTIKO oUvdpopo, amokdAuywe 100% ocupewvia o€
auTd, evw n Texvikl OGM atrokGAuye eTTITTA OV
TTapaAAayEG Kal TTOAUTTAOKOTNTEG TTOU €ixav EepU-
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TéTOIOU €idOUG ONEia ofjpavong oTo yovidiwpa

ME atroTéAeapa TNV eEAIPETIKA PEYAAN BIOKPITIKN
IKavOTNTA € CUVOUACHO JUE TV QUTOUATOTTOINCN
TTOU TTPOCPEPEI N VAVOTEXVOAOYIa Kal O £EUTTVOI
aAyopiBuol avdAuong. AuTd pag ETTITPETTOUV Va
doupe TTAéov e 10.000X peyaAutepn avaAuon atrod
TOV KOPUOTUTTIO: TTPOCOAKEG Kal EAAEIYEIG O€ eTTiTTE-
60 500 voukAeoTIdiwyv, o€ oxéon pe Ta 5.000.000
VOUKAEOTIBIA TTOU TTPOCPEPEI O KAAOIKOG KOPUOTU-
106 A akdpa Ta 50.000-200.000 voukAeoTidia Tou
popiakou kapudéTutrou (arrCGH). Me k&dAuwyn Tou
yovidlwpaTog o€ eTitTedo €wg 1.600X avd deiypa
Me TNV TeXVoAoyia Tou OGM, divetal n duvatotnTa
ATTOKAAUWNG SOUIKWY TTAPAAAQYWV PE OUXVOTNTA
€wg Kal 1% (eikéva 2).

YEI TNV aTTO TNV avAAUCH PE KAQCIKEG TEXVIKEG
KUTTOPOYEVETIKAG. MNapduola atroteAéopara gixe
KO GUYKPITIKI) MEAETN O€ TTEPIOTATIKA AEUPOYEVOUG
KOl JUEAOYEVOUG Acuxaiyiag TTou avaAuBnkav oTo
Radboud University otnv OA\avdia, evwy kadnuepl-
VA& 0 KATAAOYOG QUTOG TwV £pyaciwy PeyaAwvel. H
emavaoTatiki auth pebodoAoyia Tou OGM Trapéxel
Mia TTAR PN Kal TTOAU AETTTOPEPN €EIKOVA TNG OOUNAG
TOU YOVIOIWMNATOG, ATTOKAAUTITOVTAG £TC1 TIPOYVW-
OTIKOUG O€iKTEG TTOU BEV PUTTOPOUCAV VO AVIXVEU-
TOUV TTPOCPEPOVTAG OAOKANPWHEVO XAPAKTNPIOUO
TOU OYKOU 1 TNG YEVETIKAG VOOOU WE PIa HOVO €EETO-
an, avTIKOBIOTWVTAG TTOANATTAEG KUTTAPOYEVETIKEG
eCeTdoeIg TTou PEXPI onuepa ATav 1o gold standard
(Eikéva 3).
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Cyto Lab Current Workflow
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Bionano Workflow
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H avaAuTikr euaioBnoia Tou OGM yia dopIkEG
TTapaAAayEG TOU YOVIBIWPATOG £XEl UTTOAOYIOTE OTI
@Tavel 10 99% pe BeTIKA TTpoyvwaTIKY agia (PPV)
TEPIOOOTEPO ATTO 97%. AuTO Oonuaivel 0TI Ta €1TO-
MeEva xpovia Ba AEITOUPYROEl WG CUPTTANPWHATIKH
e¢étaon otnv NdN oAU WNARG avaAuTikAg euaioBn-
oiag Texvikr) Tou NGS kai 8a KaAUwel T0 diayvwoTI-
KO Kevo Tou TTEPITTOU 50% TWV TTEPITITWOEWY TTOU

Bionano Genomics
Saphyr installed base
-EMEA only- .
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TTapapévouv adidyvwaoTeG OTA TTEPIOTATIKA TTOU
UTTAPXEI PavEPH YEVETIKA BACN OTN CUYKEKPIYEVN
TTaBoAoyia.

Q¢ FENOTYTIOZ, eipaoTe TOAU evBoucoiaouévol
TTOU aTToTEAOUUE ON PEAOG TNG OIKOYEVEIOG TOU
OGM Ttou kbéopou Kal TTIoTeEUoUPE OTI oUVTOUa Ba
QTTOKTAOEI TN BE0N TTOU TOU AVIKEI OTO OIQYVWOTIKH
QapETpa KABe uTTEUBUVOU gpyaaTnpiou MeVETIKAG.
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