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H anmékpuyPn Twv YEVETIKWV aAAaywv
TIPOCTATEVEL TO YEVETIKO anmoppnto
EMTPEMOVTAC TNV KOV Xprion
6edopévwyv

OWTTIKWV YEVETIKWV Sedopévwy, emtpémovTag mapdAAnAa TNV EAeV-
Bepn mpdoPaon ota dedopéva mou Ba weehovcav TNV OAOKAA-
PWOoN AEITOUPYIKWY HEAETWV TOU YOVISIWHATOG,.

Ma TNV Katavonon TnG YovISIaKNG EKPPAONG Kal TwV TTOIKINAWVY @al-
VOTUTIWV, Ol EMOTHOVEG 0TNPI(OLV HEPOC TNG MEAETNG TOUG OTNV XPHoN
KolvOxpnoTwv Kat EAeUBEpa MPooBACIpWY YeVETIKWY dedopévwy. QoTo-
00, N KOWVK XPrioN TWV YEVETIKWY TTANPOPOPIWV EYEIPEL AVNOUXIEG OXETI-
KA UE TO ATTOPPNTO TWV TTPOCWTTIKWY SeS0UEVWV.

EmmAéov, AapBdvovTtag urmoyn To YeYovog 0TI TTOAEG MENETEG TOU YO-
VISIDUATOC ETMIKEVIPWVOVTAL CUXVA 0TNV SlEPEUVNON MiaG UTTO UENETN
aoBévelag kKabe popd, UTAPXEL O KivOuvog S1apPONG TTPOCWTTIKWVY TIAN-
pPo@opLlWV TIOU oXeTi(ovTal PE TNV KATAGTACN TNG UYEIAG TOU EKACTOTE
atépov. Epeuvntéc and 1o Mavemotruio Yale onuegiwoav, wotdco, 6Tl ot
AEITOUPYIKEC YOVISIWMATIKEC UENETEC SEV amaAITOUV TIC PETAANAYEC, LTTO-
Selkvuovtag 6Tt ol peTalayég Ba pmopoloav va «amokpuolv» yia va
amo@euxOei N Slappor| TTPOCWTIKWY YEVETIKWV SESOUEVWV.

H opdda tou Yale mapouciace pia pop@r apxeiou Tou EMITPEMEL TNV
avAyvwon akatépyaotwv 6eS0UEVWY TOU YOVISIWHATOG EVW TAUTOXPO-
va EAOXIOTOTTOIOVVTAL TUXOV SIOPPOEG TIPOCWTTIKWY ATTOPPNTWY TTANPO-
PoplwV, OTTWC avépepav oTo mePLodIko Cell.

O Gerstein kat ol cuvadeh@oi Tou oTnpixBnkav o€ éva oevdplo Katd
TO oT0i0 KATmol0¢ OUAEYeL Kpu@d DNA evog atopou amo éva eAIt{avi
TOU KO@E, Kal avTimapaBAAEl TO CUYKEKPIUEVO YoVISiwHaA UE TTANPOQO-
pieg amé pia fdon 6edopévwv. Eva Tuxaio deiypa DNA, étav cuykpivetal
pe dedopéva perétng atduwv pe SumoAikr dtatapayr, Ba pmopolaoe va
OWOEL YO CUOXETION TOU GUYKEKPIUEVOU YOVISIWUATOG KAl EUPAVIONG
NG vOoou.

Ot gpguvnTég akohouBnoav autd To GeVAPILO - XPNOLUoTTOIWVTAC SEiy-
pata DNA mou cuAAEéXBNnKav amd Ta @AT(AVIa POPHLATOC AT ATOUA Ka-
Tomv BEPRata NG ouykataBeon ¢ Toug - dlamoTwvovTag 6Tl pmopovoav
va e€Ayouv CUUTTEPACHATA YIA TNV KATACTAOCN TNG UYEIAC TOUG.

Ma va amo@euxBouv tétoleg Slappoéc euaicbnTwy mpoowmikwv 6ed0-
péVwy, ol epguvnTéG emvonoav pia dtadikacia avaptnong Twv dedoué-
VWV TIOU OTTOKPUTITEL CUYKEKPIUEVEC YOVISIOKEC TTaPANAAYEC Ao To oU-
VOAO TWV YEVETIKWV TTANPOPOPIWV- AVTIKAOIOTWVTAG TIG CUYKEKPIUEVEC
mANpPo@opieg pe dedopéva amd To avlpwrivo Yovidiwpa avagopdg.

«MmopPOUUE va TTPOOTATEVOOUE TO TIPOOWTIIKO AMOPPENTO EVW TAUTO-
Xpova evBappUVoUpE TOUG avOPWTTOUG VA CUUMETACKOUV OE YEVETIKEG
MENETEC TIPOG OPENOG TNG KOwviagy, SHAWOE 0 TIPWTOC CUYYPAPEAC
Mark Gerstein. @

E peuvNTEG avémTuéav Evav TPOTIO TTPOOTACIAC TWV EVAICONTWVY TPOo-
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H cuvepyacia
Ardigen kat
BioCollective otnv
METAYOVISIWHATIKA
Slepevivnon
BlodeikTwv

NG vOoou Tou
Mapkivoov

| etaipeie¢  Ardigen  kau
BioCollective avakoivwoav
TNV ouvepyacia Toug OTO

TAQO10 PETAYOVISIWUATIKAC Slepew-
vnong Prodeiktwv ya v e§ENEN
NG véoou Tou Ndapkivoov.

Ol eTaipeiec Ba xpnoluomolroouvv
™V NMAATPOPUA EPUNVEIAC TOU -
kpoBiwuatog tng Ardigen, mou Pa-
oiletal og TEXVNTH VONUOOUVN, YId
VA aVAAUOOULV PETAYOVISIWUATIKA
Kat KAvika dgdopéva mou Aappa-
vovTal Héow SeiypaTog Kompavwy
acBevwv pe vooo tou Parkinson
amé Tt BioCollective. H mpoomd-
Bela Ba €xel otdX0 TN Slepelivnon
Brodeiktwv Kat TN oNUAcia AUTWV
o1n Slayvwon kat tnv e§ENEN TIpw-
(Hou otadiou ¢ vdéoou Tou Mdp-
KIVOOV.

«H vooog tou lMNapkivoov gival pia
e€AIPETIKA TEPITIAOKN acBévela Kat
N UEAETN TOU MIKPOPBIWHATOG CUM-
BAN\el onuavTika otnv Katavonon
™G vooou», SHAWOE O avakoivw-
ol TIn¢ n CEO 1tn¢ BioCollective,
Martha Carlin. «Motevoupe O6TL N
ouvepyaoia Ba Bonbrioel otnv Ka-
Tavonon tou pdAou Tou HIKPOBIW-
HOTOG OTNV LYEia TOu avBpWToU».

Tov ®efpoudpto, nBioCollective
mou edpelel oto Denver é\afe evi-
oxuon uvYoug 1,2 ekatoppupiwv
Solapiwv amd ta EBvika lvoTtitou-
Ta Yyeiog twv HIMA yia va avamnto-
Eel éva €BVIKO TTPOTUTIO AVAPOPAC
uikpoBiopatoc. @
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To mavemotipio tov Manchester kai n Sano Genetics
OTNV £PEVUVA TWV YEVETIKWV MAONOEWV TV 0POaApwv

Ba ouvEPYAOTOUV HE OTOXO TNV KAIVIKI) EQAPUOYH TNG €PELVAC YIA TIC YEVETIKEG TTAONOEIC TwV 0@Oal-
HwV.

>10x0¢6 €ival n avdantuén plag Bdong dedopévwy mou Ba mPoacdlopilel Tov TPOTIO PE TOV OTIOIO TO YEVETIKO
unoBabpo pmopei va emnpedosl TNV ékPaon TG voéoou Kal n mpoomndbela Oa Baciotei ev pépet otnv d1adi-
KTUOKNA TTAAT@OpUa TNG Sano Genetics kal o€ Kit amopdévwong DNA (n Sano Ba mapéxel 0Toug XpOTEC KIT
amopévwong DNA ané tov oigho). H Innovate UK, pia kuBepvnTikn unnpecia, umootnpilel tTnv mpoomabela
pe 80.000 £, evw 0 GUVOAIKOC TTPOUTIOAOYIOUOG Yia To €pyo umoAoyiletal mepimou 153.000 £. H didpkela Tou
EYXElPNHaTOG uTToAoYieTal ota SVo Xpovia.

O Patrick Short, 6teuBUvwv cUpPBouAog TnG Sano Genetics, SAwOE OTL N cuvepyacia oToxeLEL 0TNV e€aywyn
amoteAeopdtwy mou Ba pmopoLv va xpnotpomnolnbouv dueca otnv mpoBAePn Tou KivéUvVou avantuéng yeve-
TIKWV MABAoEWV TwV 0POAAUWV Kal 0Tn BepaTeia auTwv.

O Jamie Ellingford, epeuvntic oto MavemoTtripio Tou MAVTOEOTEP Kal EMIKEPANNG EPEVVNTIC TOU EYXELPN-
patog, SnAwoe 6t1 n mpoondbela Ba pmopouoe va 0dnyroel o€ TaxuTePn S1AYVWwon TwV YEVETIKWY TaBrRoswv
TWV 0QOAAU®Y Kal TRV avamTtuén VEwv BepameuTIK®V Tpooeyyioswy. @

I I Sano Genetics Kat ol pguvnTég oto MavemoTtriuio Tou Manchester oto Hvwuévo Bacilelo Sridwaoav oTi

Ta&ivounon yevetikwv mapaldaywv pe kpitapia ACMG/AMP
Kat yvwpova tTnv Texvnti Nonpoouvn

™ Nonuoouvn (Artificial Intelligence, Al), n omoia a&lomolwvtag mMAnpogopisg yovidiwv Kal yovidia-

KWV TAPAANAYWV EMITPETEL TNV AKPIPH XOPAKTNPIOUS YEVETIKWY TTAPAANAYwWV HE BAON TA KPITAPLA TOU
American College of Medical Genetics and Genomics and the Association for Molecular Pathology (ACMG /
AMP).

Me tov 6po ACMG/AMP, avagepdpaoTe o€ €va oUVONO 08NYIWV Yla TNV KTiKNON TN maboyévelag KAnpovo-
MIKWV VOoWV Kal TNS S1ayvwong autwy He Bdon Tig petalhayéc. Ot moAudplOueg minpo@opieg mou amartouvTal
yla Tov owoTd XapaKTNPIoHO Twv aAaywv, givat SUCKOAO va evowpaTwBoUV amoTEAECHATIKA XELPOVAKTIKA,
ME amoTéANECHA VA TIPOKUTTTOUV TTIOANEC ACUUPWVIEC OTNV EPUNVEIA TWV ATTIOTEAECUATWY Kal UPNAS KOOTOC.

H véa pnxavi ta&ivopnong Al (ACE) tou Fabric givatl pta pnxavr texvntrig vonuoouvng mou GUVAYEL auTopa-
Ta TNV TAIvOUNOoN TwV HETAAAYWY, EMKUPWVOVTAC Ta anoteAéopata ACMG-AMP évavtt dMwv Bacswv de-
Souévwy, 6mwc ClinVar kat VariSNP. To Fabric Classification Engine gival evowpatwuévo oto Fabric Enterprise,
pia AAT@OpP A AoYIoUIKOU TTou BacileTal 0 VEQWUA yla KAIVIKH YOVISIWUATIKN avAaAuon, Yld va EMITPETIEL O€
EPYAOTAPIA YEVETIKWV QVOADIGEWY EUKOAN TTpdoRaon. @

I I Fabric Classification Engine (ACE) gival n véa punxavr e€aywyrng cUPMEPAoUATwWY Baciopévn og Texvn-
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Epappoyn Kivntou NGS aAAnAouyiong véag Yevidag, n véa di1a-

oTaon oTi¢ avaluoeig mediov

Ta mAaiola TnG ouvext{OPEVNG TAONG YA ATTOKE-
ZVprpévec YOVISIWUATIKEG AVAANUCELG UE QOpPN-

TA péoa Kal pe tn Atyotepn Suvatn e€aptnon
amd SIKTUWOoN Kal EMKoIVwVieC, To epyaoctriplo Cold
Spring Harbor (CSHL) avakoivwaoe 01t epguvnTéG TOU
avénTuEav TO TPWTO AOYICMIKO avaluong yovidiwua-
TOG, TTIOU TPEXEL O€ KIvNTO TNAéPwvo, To iGenomics,
pla véa gpappoyn yila iPhone mou cuvdualetal pe
@opntr cuokeur aAnhouxiong DNA wote va mpo-
KUTITEL Hla oUOKEUR TTou Bupilel To avdloyo capwTh
XELPOG “tricorder” otnv maAald oglpd €MOTNUOVIKAG
@avtaoiag Star Trek. H epappuoyry iGenomics Tpéxel
0710 i0S KATaPYWVTAC TNV avAaykn yia e€eAlypéva-Kal
aKPIBA- UTTOAOYIOTIKA CUCTAMATA, POPNTA 1} OXL, TTOU
émpemne va avantuooovtal emi Tou mediov, 16iwg o€
TTEPITTTWOEIG OLKOAOYIKWV PHEAETWY, OTTOU N AVAYKN Ei-
ValL TTAYLQ, (| O€ EKTAKTEG TTEPITTTWOELG, OTTWG N ATTOKPI-
on o€ emdnuiko kupa. O Aspyn Palatnick Snuiovpyn-
0€ TO AOYIOMIKO iGenomics oto CSHL oTo epyaotrplo
Tou AvamAnpwtr KaBnyntr Schatz, evtog oktw Twy,
apxiCovtac amo dekatecodpwy, WG HabnTNC. ZNuepa
MNXAVIKOC Aoylopikou yia tn Facebook, o Palatnick
eixe NON epmelpia otnVv avantuén epapupoywv yia to
iPhone 6tav ouvepydoTnKe PE TO €PYACTHPIO TOU
Schatz. To iGenomics avantuxOnke yia va cuvud-
Cetal pe ta S1agopa popnTd povtéAa Tou aAnAoxo-
mointry Oxford Nanopore, kaBw¢ damotwdnke OTI
EVW ol aAAnAouxoToINTéC OMIKpUVovTay, OEV OuVO-
Sevovtav and avaloyeg TeXVONOYIKEG eEENiEeLG TNV
UTTOAOYIOTIKE UTTOSOUN TTOU TOUG UTTOOTH PLLE UE aTTO-
Té\eopa aduvapia die€aywync Tng HEAETNG o€ TEPL-
BaA\ov mAnpw¢ opnTig cuoKeUNG. Ot KOUPIKEG uTTO-
AoyloTikég Siepyaoieg, OTTwg oUyKplon, Tapdbeon Kal
avdiuon twv Sedopévwv alinlouyiag amartovocav
Slaouvdedepévoug eEuMNPEeTNTEC 1 e€eIOIKEVEVOUC,
e€alpeTikd akploug opnToUC UTTOAOYIOTEC. TO TIpO-
OWTTIKO apéoou eMeUPAcEwWC o€ eMONUIEC PETAKIVE(-
TO peE Balitoeg yepATeC amo avTAANAKTIKA CUCKEUWVY
Nanopore kalt @opnToUG UTTOAOYIOTEG TTPOKEIMEVOU
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va avamntuxBei kat va Sie§ayel avalvoelg nediov oe
QATTOMAKPUOUEVEG TIEPLOXEG. Me To iGenomics auTég oL
ETXEIPNOELG YivovTal TTEPIOOOTEPO TIPOOLTEG OE TIUN
Kal TExVOoyvwaoia Kal eDKAUTTEC o€ oxeSlaoud kat Si-
e€aywyn. Ot xpnoteg pmopouv va avtaria&ouv dedo-
péva aAAnAouxiwv PETAEY TOUG KON KAl OTIG TTAEOV
anmpoolteg mMepLoxeg omou Sev umdpyel Aladiktuo, e
amotéheopa va e§etdleTal n Xxprion NG €PAPHPOYNS
o€ SlaoTnuIKa melpapata aAknhouxnong DNA, kabwg
gival yvwoto otL urtdpxel peydho evdlagepav yla
Sle€aywyn avalloewv Poplakig Bloloyiag o TETOLEG
ouvOnkeg kal mepIBAAlovTa, yia molkiloug Adyoug,
KATL adlvato e TUTIKY) UTTOAOYIOTIKY umodoun Kal
aVAYKEG ouvexoLG avtalayng dedopévwy péow O1-
KTOWV €€UTTNPETNTWV Kal Bdcewv Sedopévwv.

Ytnv embBewpnon Gigascience, ot Palatnick kat
Schatz avagépouv 6t1 0 alyépiBuog iGenomics umo-
pei va xaptoypapnoel taxutata arnlouxieg ukwv
maBoydévwy, 6mw¢ ot 1oi Zika kal ot ypimoioi, woTe
va evtomioel HETAANAEELG Kal TTapallayéG onpaciag
yla tnv didyvwon kal Bgpamneia. Emiong mpooépetal
Sadiktuakn ekmaideuon yia avantuén aAwv epap-
MOYWV, OTIWE N YOVISIWHATIKN avaluon tou 1ou SARS-
CoV-2. Mg Tov TpOTIO AUTO Ol ATTOKEVTPWHEVEC AVAAU-
OELG, TTOU PEXPL TwpA YivovTav Pe avalwaotpa dokipia
N ME QopnTd gpyaotnpla pe Suvatotnta efétaong
OPIOHEVWV HbVO TOTTWV TTEPVA o€ AANo emimedo, OTToU
n MARPNS @opPNTOTNTA Kal N padlkn avaluon ouvu-
ndpyouv. O Schatz mBavoloyei 611 n véa epelpeon
Ba gival xprolun o€ MPOoWTIKO AVETTTUYHEVO OTO TTE-
6io, aA\d kat o€ aoTiko mePIBANov. Ocwpei 6TI dTTWC
ofjuepa OAol KUKAOQOPOUV MPE HIa KAUEPA OXETIKA
UYPNAAC EUKPIVEIAC OTNV TOETN, £TCL KAl OTO HENAOV
0 kaBévag Ba pmopei va KAvel pia YEVETIKN avAaiuon
TOU apéoou mePIBANOVTOC ToU yia va mpoodlopioel
Vv Bloac@dield tou, mx and nmaboydvoug mapdyo-
VTEC, I KAl TOU €auTtoU Tou, Xwpic e§dptnon amd mpo-
OWTTIKO ETAIPIKAG 1] AAANC UTTAYWYNG KAl WG EK TOUTOU
ue uéylotn SakprtikotnTo. @



