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Iepidnyn

H dwyeipion peyddlov 0yKov 1Tpik®v 0edopuéEvav Yo kdbe acbevny odnynoe oty
avAayKn ynelomoinong Tov atopkol eokEAOL vyeiag Tov. O NAEKTPOVIKOG PAKELOC
vyelag, ToiAel 6TO TEPLEYOUEVO TOV KOl GTO TPOTVTO TTOV YPNGUYLOTOLEL, OUMG
TPOGPEPEL KO OPKETE TAEOVEKTNLOTA EVOVTL TOV XEPOYpaov. [TapdAinia pe tnv
TEYVOLOYIKT OV AVATTLEY, TIC TEAEVTAIEG dVO GYEDOV dekaeTieg avadveToL Evag VEOG
6pog oty latpwkn, n latpwkn Axpieiag. To kKHplo apaKTNPIoTIKO AVTNG Eival 1 xp1oN
YOVIOLO LOTIKMOV/YEVETIKAOV 0EO00UEVOV GTNV TPOPAEYN, TN d1dyvwon kot T Oepaneio
piag acBévewng, pe andtepo okond T Peitioon g vyeiog Tov TAnBvcpov. Atbdpopa
epyareia £xovv avamtuyOel, oAAG N peyardtepn culntnon yivetol o ¥Pp1oT ToV
NAEKTPOVIKOD QOKELOL VYEING MG amapaitnTo EPYAAED Y100 VTOV TOL €10OVE TNV
latpikn|. Ot peAéteg Yoo TNV EVOOUATMOOT] YOVIOLOK®V/YEVETIKOV OEOOUEVMOV GTOV
NAEKTPOVIKO PaKeAO VYelag oAoéva kot TAnBaivouy Tnv Tedevtaio dekoeTion. XTnV
TOPOVCA EPYOCIO CLYKEVTPOONKAY AUEPIKAVIKES TPWTOPOVAIEG TOV ElYOV GTOYO TNV
AVOAVOT YEVETIKAOV OE0OUEVMV KOL TV EVOOUATMOOCT] TOVG GTOV NAEKTPOVIKO PAKELO
vyelag. Me mepiocdtepeg Aemtopépeleg mapovotdlovtal V0 amd TO EYYEIPTLATO QLT
KaB®G Kol 01 TPOKANGELS TOL GLVOVTAOVTAL 6T dtadKasio avtr. EmmAéov, avapépovpe
TOL YOPOKTNPIOTIKG TOV B0l TPEMEL VO O1ETOVV £VOV NAEKTPOVIKO QPAKELD LYEIOG MOTE VAL
umopel va cupmepddfetl yevetikd oedopéva. TELog, yivetor avapopd 6TNV KATAGTAO
nov emkpatel oty EALGSA 660V apopd T xp1ion TV NAEKTPOVIKOV QAKEA®DV VYELNG

kot v latpikn AxpiPeiog.
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Ewayoyn

"E& ko mAéov dekaetieg aEloonUeldTg TPooddov oTov Topéa TG ITAnpopopikng Kot
CLYKEKPIUEVO TOV VITOAOYIGTAOV NTOV OPKETEG DGTE TO UNYOVILOTO 0V TE Vo EIGEADOVY
010 YOpo ™G Yyeiog mapéyovtag feTiopéves dSuvatdtnTeg, omd TN pio oty
Katavonon, Tt ddyveoon Kot T Bepaneio TaBoAoYIKOV KOTaoTAGE®V, 0md TNV GAAN
TNV EMKOWOVIO Kot TNV avToAloyn aSlOmieTev TANpoeopldV, ctotyeio Kaiplog

onpaciog yo ™ dnuocila vyeia.

Ovyvooeig pog oty latpikn cuveyag avédvovtat. Néeg pébodot kKo epyareio
OVOTTTOGOOVTOL, EVO TAPAYETOL OAO Kot TEPIocdTEPN TANpopopia. Exduevo ntav o
OYKOG TV VEMV TANPOPOPIDV TOL GUVEXNDS LEYOADVEL VO TPETEL VO 0moONKeVTEL GE
nAektpovikn poper. Ocov apopd ota wTpkd dedopéva Tov kébe aTopov,
dnuovpyndnkav o1 nAextpovikol akeAotl vyeiag, Eva epyoieio Tov eivol AKPMC

Bondntikod kot amapaitnto otn cvyypovn latpu.

Yrdpyet pio dtapkng cvlnitnon yia 1o £100G TV 0E00UEVOV TOV UTOPOVV Kol TPETEL VOL
evooIat®BovV 610 PAKELO 0VTO. Agdopévng ¢ avantuéng g [ovidtopatiknig,
VILAPYEL LEYAAD EVOLAPEPOV OTOONKEVGNG YOVIOLOUOTIK®V d€d0UEVAOV G€ avTov. H
EMOTNUN LT OGTOGO, EIVAL APKETO CLYYPOVI KOL, TAPOAO TOL £XOVV YIVEL TETOLES
npoondfeleg evomudTmong, Pactkd NOkd, VOUIKA Kot KOvoviKa {ntiuota 0gv Exouv

avoivBet TANpwg.

2V Topovoa. EPYOcio ToPOLGIALOVIE OEKOETTA OUEPTKAVIKO TPOYPELLUATO YEVETIKNG
AVAAVONC KO EVOOUATMOONG TOV YEVETIKOV OEO0UEVOV GTOVG NAEKTPOVIKOVS PUKEAOVS
VYELNG TOV GUUUETEYOVIMV, OVO OO T OTTOLN [LE TEPIOCCOTEPEG AENTOUEPEIEG MG TTPOG
T1G S1001KAGIES TOL aKOAOVLOOVV, EIGAYOVTOC OPYIKE TOV avayVAGT 6€ POCIKES EVVOLES
TOV NAEKTPOVIK®OV QakEA®V vyeiag kot ¢ [Novidwwpatikng. [pdkertan yuo éva oo
vyelog kol vosokopeia,  mhstoyneio v omoiov ¥pnUatodoTodvTol and TPOoyPALLT
tov National Institutes of Health ywa owt6 to oxond. EmmAéov, e Bdaon ta
TPOYPALLATO aLTA Kol T PiPAoypagio ava@EPOVLE TIG TPOKANGELS TTOL
avtyetonilovtal o€ TeYVIKO Ko N0kd eninedo. Téhog, mapovsialovpe Ta oTotyEio TOLV
Oa mpémel va £xet Evog NAEKTPOVIKOS pdkeLog vYeinG Kot KAVOLLE ovapopd GTNV
KATAGTOOT OV EMKPOTEL € aVTd ToV Topén otV EALGda. Yroostmpilovpe O6TL TOV
NAEKTPOVIKO PAKELD TPEMEL VAL SIEMOVY KOOOPIGUEVO TEYVIKA YOPOUKTIPLOTIKA, VO Etvot

KPOTIKOG dALA PAGIGUEVOG GE TPOTLTIA TOV EMTPETOLY TNV OVTOAAAYY| OEOOUEVEOV



Heta&d Kpatmv, Pe 166Pia ypnon, TNPOVTAG dVGTNPEG TPOVTODECELS ACPALELNG Kot

TOVTOYPOVE TO TANIG1O0 6TO 0TO{0 Ba VOTTUGGETOL VO EIVOL VOUIKA TPOGIIOPIGUEVO.



1. Xvompo Hiektpovikov Pakélov Yyeiog

1.1. Opwopog

Ot opyavicpoi vyeiog amoitovv epyaieio KatdAAnia yio T dwayeipion peydiov dykov
dedOUEV®VY TOGO O S10IKNTIKNG 0G0 Kol amd Tptkng mAevpdc. Ot watpol
TpoTofadag epovtidag Kot ot KAvikoi watpot ypetalovtar TpdcoPacn 610 16TopKkd
TOV acOEVAOV TOVG Y10 TO GXESIGUO TNG PPOVTIONS TOVG, T XOPNYNON TNG KATAAANANG
Oepameiog Kot TNV EKTOIOEVOT TV 0CHEVMV KOl TOV OIKOYEVEIDY TOVG. ATO TNV GAAN,
TO O10IKNTIKO TPOCMOTIKO Omantel TETO0L €100V NAEKTPOVIKE EpYOAEiD Y10 TNV TOLOTIKN
KOl OIKOVOLUKT] AE10AOYOT) TV LINPEGLOV TOV TOPEXOVTOL KOOGS Kot TN dlayeipion
TPOGOTIKOD, OmofEUATOV KOt T ANYTN ATOPAGEMY CYETIKA IE VEEC ETEVOVGELS KO

ovvepyaoiec (Vogel & Perreault, 2006).

‘Eva péco enitevéng tov cuvink®v autdv gival 1 4p1nomn ToV TANPOPOPIOKOV
CLOTNUATOV. XKOTOG VO TANPOPOPLOKOD GUGTHIATOS GTOV TOUEN TG VYELOG etvon 1
dwyeipion OA®V TV TANPOPOPLOY TOV YPEALOVTOL O EXAYYEAUATIEG VYEING DOTE VOl
EKTEAECOVV QTOTEAEGLOTIKA Kol 00d0TIKA To kaOnkovtd tovue. [Tio cvuykekpéva,
O1EVKOADVEL TNV EMKOVMViD Kot GVVTOVILEL TN HETAED TOVG dPAoT TNPOVTAS OpYEin
KATOYPAPNC, EVO TOPAAANAO VTTOSTNPILEL OIOIKNTIKES KOl OIKOVOUIKES AEITOVPYIES YU
OAEG TIG VINPETTEG TOV TTAPEYEL EVOG OPYAVIOUOG PpovTidag vYeiag. ‘Eva mAnpoeopilakod
OUOTN L EVOMUATMVEL, 0PYOVAOVEL Kot dtoyelpiletan peyaho 0YKO KAVIKMV Ko
OIKOVOUIK®OV d€O0UEVMV TTOL GUAAEYOVTOL OtO TANBOG YPNOTOV GE d1APOPa
nePPAAAOVTO TAPEYOVTOG OTOVG EMOAYYEAUATIEG VYELNG, AAAL KOl 6€ OAO Kol
TEPLoGOTEPOVG aoBeVEiC, £ykalpn TpocPaot o TANPELS, aKpPIPBEelg Kot EVIIUEPOUEVEG

TANPOPOPIEC KoTOY®PNUEVES o€ evypnotn nopen|. (Vogel & Perreault, 2006).

O1 enayyehpotieg otov KAAGO NG Yyelog 6Toxedouy 6TV AGQAAT], OTOS0TIKT, £YKOLPN
Kot 0TI UEVT) 6TOV asBevn vyglovoukn epiBaiym. o va ikavoromBet avtn 1
ouvOnKn amoteitot dpeon TPOcPacn e 0E00UEVA, OTMG TO IGTOPIKO TOL 0cOEVT], amd
T0Vg Tapdyovg vyeiag. [lapadociakd, ta dedopéva avTd KATOYPAPOVTAY GTOV WTPIKO
QAaKeAO 1 @AaKeAO VYeiag Tov kKGBe acBevn ¥ePOYpAPa, LIIPYAY GE Eva AVTIYPOEO Kot M
dBeodTTé Tovg NTaY TEPLOPIGUEVT. [0 TO AdY0 avTo, £yive amodeKTO OTL O
KOADTEPOG TPOTOG SLXEIPIOTG OAWDV TOV OEOOUEVOV TOV GUVEXNDS TPOKVTTOVY YIVETOL
pésa amd NAEKTPOVIKA epyaleia, Ta omoia TTPEMOLY TNV OmOBNKeEVOT, dloyElpLon Kot
Kown ypron minpopoptdv. Avantoydnke £161 1 Evvola tov «HAiektpovikov Pokérov
Yyelagy, mov oyt poévo devkordvel Ty tpdsfacn oTa TPkl dedopéva KaOe
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EYYEYPOUUEVOD LEAOVG OO OTOLOONTTOTE YEWYPAPIKN TOTOOEGT0, OALG KOl BEATIOVEL TIC

drdkaoieg mepiBoiyng Kot KoTd GUVETELD TOV VYEIOVOUIKOD GUGTHHOTOG.

opeova pe 1o Aebvi Opyavicpd Iliotonoinong (ISO) wg Hiektpovikodg Ddxkelog
Yyelag (HOY) (Electronic Health Record, EHR) opiletat T0 chvoro Tmv mAnpopopidv
0€ NAEKTPOVIKT] LOPPT] TTOV aPOPOLV TNV gve&ia, TNV VYELD KOl TNV VYEOVOLUKN
nepiBodym evoc atdpov, ot omoieg amodnkevovtar kKot dStaPifalovtan pe aceareL Kot
etvar TpooPacipeg og TOALUTAOVS ££0VG1000TNEVOLG XPNOTES. XopakTnpileTol amod
£V0, TUTOTOMUEVO TPOTLTTO KOl TPMTOPYIKOS GKOTAG TOL £ivat 1 LITOSTNPIEN TG
GLVEYOVC, OMOTEAECUOTIKNG KOl TOLOTIKNG OAOKAT POUEVTG VYEOVOUIKNG TtepiBoiymg
(ISO 18308). To cvomua tov HOY pmopel va ypnoyonombei oe OAeg TIg VINPETiEg
vyeiag, amd Tov Yevikd 1tpd TG Tp®ToPAdLag epovTidas £mg Lo OpAdd EWVIKMOV

wTp®V o€ Eva TPrtofddo voookopeio.

OLHOY ypnoyomoovvtol amd d169popovg exayyeAatieg Tov TOREN LYELNG, OAAGL Ko
amtd TO O10IKNTIKO TPOSHOTIKO. METOED TV d10pOPOV ETAYYEALATIOV, KOOEVAS Ao
TOVG OTTO10VG YPNOUOTOLEL OUPOPETIKA GTOLYXEID TOV POKELOV Eivar 10Tpoi, VOOAELTEG,
(QOPUOKOTO101, EPYASTNPLOKO TPOCHOTIKO, OKTVOAOYOL, evdd 0t HOY pmopodv va
ypnoporomBodv mapdAinia ard Toug acbeveig Kot Toug yoveic tovg (Hayrinen et al.,

2008).

Yrdpyovv d1apopot GALOL OPOL TOV YPNCYLOTOLOVVTAL Y10, VO, TEPTYPAYOVY TOTTOVG
KOTOYpaPNG 0€00UEVAOV VYELOG o€ NAEKTPOVIKT Lopen]. [Tapodro mov kdmototl amd avtovg
TOVG OPOVC YPNGILOTOIOVVTOL OTTO OPIGUEVO TPOTLTTOL KOl OPYAVIGLLOVC, 1| YPTION TOVG
dev givor axpiPng Kot moikidel peta&d yopav 1 topéwv vyeiag (ISO 18308). v
TOPOVCH EPYOCIO YIVETOL L0l ATTAT) VAPOPE GE AVTOVG, OTMS OVUPEPOVTOL GTO TPOTLITO

ISO 18308 kot o€ Ha ypnotpomombodv mapaxdto (ISO 18308).

o Hlextpovikog latpucog Pakerog - Electronic Medical Record (EMR): g0
nepintwon HOY mov mepropiletar povo o€ apy®dg Tpikd dedopéva (m.y.
amovc1alovy dedoUEVA Yo TOV TPOTO (MNG), ¥PNOLOTOLEITON TEPIGTOTEPO GTN

Bopeta Apepucn.

o Hlextpovikog @dxeroc AcOevn| - Electronic Patient Record (EPR): opiletan,
ocvpowva pe to EBvikd Zvommpa Yysiog g AyyAiag, og éva niektpovikd apyeio
NG TOKTIKNG VYELOVOIKNG TEPIBaAYN S VOGS ATOLOV, TTOL TOPEXETAL KVPIG 0md Eva

idpopa (NHS:1998).



Mnyavoypapnuévog ®akehog AcBevmv - Computerised Patient Record (CPR):
ypnopomoteitan kKuping otig H.ILA. kot £xel éva eupv AGHO GNLOGUDY

ocvuneprappavopévev tov EMR kot EPR.

Hlextpovikdg dakehog Ppovtidac Yyeiog - Electronic Health Care Record

(EHCR): ypnowonoteitan kupiog otnv Evpdnn og cuvavopo tov HOY.

Ewovikéc HOY - Virtual EHR: ev vdpyet £yxvpog opiopdc, ypnoiLonoteital

KLpimg EKAMOEVTIKAL.

[poocwmikdc dakelog Yyeiag - Personal Health Record (PHR): eAéyyetar amd tov
acBevn Kol TEPLEYOVV TANPOPOPIEG TOV EIGAYOVTOL TOLANYICTOV EV UEPEL OO

oTov.

Pnoraxodg latpucdg Odxerog - Digital Medical Record (DMR): dadtktvakdg

QAKELOC OV OlaTnpEital amd Evay TAPOYO VYEIOVOUIKNG TtepiBaiyng.

Mnyavoypapnuévoc latpikdc dakehog - Computerised Medical Record (CMR):

apopd TN GAPOON YEPOYPUP®V EYYPAP®V AcHEVDV.

daxelog Yyeiog [TAnBvopotg - Population Health Record: mepiéyet cuykevipotika
dedopéva, Ta omoia pmopovv vo Anedovv amevbeiog amd tovg HOY 1 dAdecg
NAEKTPOVIKEG TTNYES KO YPNOILOTTOLEITA Y1 TN SoOAAEN TS ONUOGLOG LYETLOG Ko

™V avanTuén TOMTIK®V vYEiog.

1.2. £komég Kol TAEOVEKTNOTA YPONS

O HOY meprhoppdvel moAAEG ypriopeg SuvaTdtnTeg Kot yopaktnpileton amd apketd

TAEOVEKTNILATO, TO CNUOVTIKOTEPQ 0 T 0ol wapovotdlovtal Tapakatw. O

TPOTAPYIKOS okomog Tov HOY givor 1 mapoyr| TekUnplopévemv mAnpoeopiov yio Kaoe

noAtn/acBevr|, o1 onoieg vrootnpilovv TV TepiBoiyn Tov and Evav 1| TEPIGGHTEPOVG

10TPOVS TOV GLUPEALOVY BTN PPOVTION TOL Kol TN peTadh Tovg emKovmvia. Ot kiplot

dkaovyot gtvar o moAitnc/acBevnig kot o wtpds. Kabe dAin yprion pnopet vo BecwpnBet

devtepevovsa (1SO 18308). Asvutepebhovses YpNOELS EVOEIKTIKA TEPIAAUPAVOLV:

™V andoeEn ™ mapexduevng tepiBoiyng wTpikd Kot vVopoBeTikd.,

1 dayeipton TodTToS HEC® GLUVEYODS TOPAKOAOVONONG, KAVIKOD EAEYYOL,
a&loAdynong Kot SomoTteHGEWV,

TNV AVTANOT] TANPOPOPLDV Yo TV EKTAIdELON, TNV Epevva Kot TN BeAtiwon g

onuoctag vyeiog



e TNV AVATTVEN TOMTIKAOV VYEING HECH TNG OVOAVOTG TEPITTAOCEWDY
e T1 JlO)EIPION TOV VINPECIDOV VYELOG KoL T OTKO KOTOVOUT| TOV TOPOV Kot

o 1T dikoun ypéwon/ypnuatoddmon/omolnuimon.

O Stanley Reiser (1991) vroot)pi&e 6T1 «0 okomdg £vOG apyeiov aobevav (patient
record) eivoat va vevOupilel TG TopATNPNGELS, VO EVILEPDVEL TOVS GALOVC, VO
kaBodnyel Tovg 6TOVOAGTEG, VO GUUPBAAEL GTNV ATOKTNGN YVOGE®V, VO, TOPAKOAOVOET
v amnddoomn Kot va dikotoroyel Tic mapepfaceicy. O HOY oyedidotnke akpipag yio va
EMTVYEL TO GTOYO TNG TAPOTAV® ONA®ONG TTOL O€V givar AAAOG amd TN Bertimon g
vyeiag Tov TANBVoUOD, EEMEPVOVTOG TOVS TEPLOPIGLOVS TTOL BETEL O YEPHYPAPOS

Qaxelog vyeiag.

[pocPacidmra. ‘Eva and to onpovtikdtepo TAEOVEKTILATO TOV TPOCPEPEL EvaL N

TPOGPACIUOTNTO TTOV TAPEYEL, KUPIOE HETAED TOV YIITPMOV. L& EVAV OPYOVIGUO LYEING
pe TAN00G SLPOPETIKMV TUNUATOV, 1] AVTOAALNYT XEPOYPUP®V LUTPIKMV TANPOPOPIDOV
HETOED aVTAOV omantel 101KN Adell Kabmg Kot ETTALOV KOTO Kol YpOVO Y10 TOV
EVIOTIGUO KO TNV OVAKTNGT TOV £YYPAP®V, | GUUTANP®CT TOV OTOIWV ad TO 1UTPIKO
TPOCOTIKO PUmopel va oapkéoet ko pEpes. Tapopotag Ko peyardtepng OveKoAag
etvar ko n petaPifoon twv TANpoeopidv HETAED SIPOPETIKOV 10TPEI®V 1)
vocokopeimv. Qotdco, Otav To apyeia eivor amodnkevpéva og €va dikTvo, OAOL 01
€EO0VG1000TNUEVOL XPNOTEG LTOPOLV Va. £x0vV TPOGPact o€ dedopéva achevav ava
Téoo oTUyUn, Kol LAAIoTo, od omovdNmoTe Kabdg eivat SLVITH 1) ATOUOKPLGIEVT
eloooog (Tang & McDonald, 2006). H tapardve duvatdtnto etvar 10101TEPO GNUOVTIKY
0€ TEPIMTOGELS EMEIYOVIMV TEPICTATIKAOV Kol UTOPEL VoL omofel cwTiplo 6€ OPIGUEVES
KATOOTAGELS, KaOhg umopel va vdpéel Auecn TANPOEOPN oY Yl TO 10TOPIKO N TN

Anoebeica PopLOKELTIKN OymYT| TOL 0G0V,

H ebxoAn npdcPaon ota dedopéva evog acbevn cvpPdilel kaBopioTiKd 6T COGTN
Kataypoen Kot dwyeipion tovg. H dmapén cvomnudromv kmdukoroinong Kot n
dVVATOTNTA AVTOLOTNG EVOOUATOONG EPYOCTNPLOKOV dedopévav vtofondd oty
npocHNKN dedopévav otov nAektpovikd edrero. Etot, 6Aa ta dedopéva givar axpipn,

EVNUEPOUEVA KOt [LE OAES TIC AETTOUEPELES TTOV OTOLTOVVTOLL.

Amnodotikodmta. O HOY mepiéyet mAinbmdpa TAnpopopudv yio Tov Kabe acBevr). Apeca

TPOKVTTEL OTL O OYKOG AVTOG TV OEOOUEVAV, EQOGOV EIVOL GLYKEVTPOUEVOS KoL AUECH
dwbéopog, pumopel va emeépet a&roonueimwt avénon 6ty anodoTikoTnTa. X Kabe
yTpd givar dBéciuec TANPoPopieg OTMS TO OIKOYEVEINKS Kot TaHOAOYIKO 1GTOPIKO
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0V a60evn, 1 PAPUOKEVTIKY oywyn TTov AapPdvel | AdpPave oto mapehdov, eEetdoelc
7oV £Y0ovV TPonyYNOEl, EpyacTNPLOKE TOTEAEGHATA KOl BALEG, 1| GLAAOYN T®OV OTTOI®V
CLYVA NTOV AVEPIKTY Kol 6YedOV Tavtote Y povoPopa. To cuvoro TV dedopévmv Tov
napéyxet 0 HOY emitpénet 6to yratpd vo £6TI00TEL GTOV 0,60V TTLO ATOSOTIKA, YWPIG VoL

OTATOAGQ ETITAEOV YPOVO Y10 VO EEAYEL COGTH CLUTEPAGLOTAL.

EmumAéov, o HOY cuvéPaie otn Pertioon Tov Oepameidv Kot TV KAVIKOV
anoteAEcUATOV, KaODG peimwoe TNV Tocdt T TOV £EETACEWMYV, KUPIMG LECH TNG
ATOPLYNG EMOVOANYNG TOVG, EMLTPETOVTOS GTOVG KAIVIKOVG 10.TPOVS VoL AVTOALAEOLY
TANpoYopiec pnetah Tovg, EVM GE OPIGUEVES TEPITTMOGELS GLVEPAAE GTN OlAXEIPIOT NG
(QOPUOKEVTIKNG OY®YNG TOV 0oHEVT, LEIDVOVTOG GE VYNAO TOGOGTO TIG aAveEmBOUNTES
evépyeleg, Yeyovota mov emiong 0dnyodv otny avénon mg arodotikotnrag (HIMSS

2016, Hydari et al., 2014).

Avayvooyomrta. Av avaloylotel Kaveig ta 0ca Exovv avapepBel yia Tic xepdypopes

ONUEIDGELS TOV YIOTPAOV, EOKOAN UTOPEL Vo eEAYEL TO CLUTEPACHO OTL VO ETTAEOV
TAEOVEKTNLO TOV NAEKTPOVIK®V CUEIDCE®V EIVOL 1 avayvoSILdTTd TouG. Ta
OedOUEVOL OPYOVMDVOVTOL LE CUYKEKPIUEVT] OOUT, 1| LOPPT] TOVG EIVOL TLTTOTOUUEVT,
YOPIC VO EUTAEKEL SLOPOPETIKOVS YPOPIKOVS YAPUKTIPES, TUYOV AAOT LItopovv va
aVYVELTOLV Kol VoL 310pOwOOoVV avTOUATO, EVED TO CUGTNO GE OPICUEVEG TEPUTTMOCELG
UTOpEl va TPOTPEYEL TO ¥PNOTN Vo E6dyeL emmpdobeteg TAnpoopies. H onuacio avtn,
QOIVETAL OO TO YEYOVOS OTL GE HLGAVAYVMOTES XEPOYPOPES CUEIDGELS OQEIAETAL EVaG
VYNAOS aplOpUdC 1aTpIK®Y LoDV Kol AaBOV GE QOPLOKEVTIKEG AYWYEC TTOL £XEL PTAGEL
kat 10 60% tov Aabdv oe opropéveg meputtdoels (Center for the Advancement of

Health, 2007).

Kéotog. H dwbeoipndomra tov TAnpo@opidv TV acfevdv 6 NAEKTPOVIKT LOpON
umopel va peudoet TAnog danavav. H vi08éton tov mAnpopoplok®dv cuoTnUiT®my
a0 TOLG OPYAVIGLOVS VYELNG, Tapd TO YEYOVOS OTL GTO 0Py K GTAd 1 EXEVOLOT givar
damavnpn|, o€ PABog xpdvoL emPEPEL LEIDGELS GTA Asttovpyika £E0da. H yprion twv
HOY peidver k6ot mov oyetiCovtan pe v eKTOTOOT TANPOPOPIOV GE XOPTL, TNV
OTOGTOAY AVTLYPAPOV GE JOPOPETIKOVG TaPOYOLG Kot TN datipnon Tovg (Ewing &
Cusick, 2004). EmutAéov, opéAn tpoépyoviot amd v eEotkovounon damavaov
eoppdkov, T Bedtioon g a&lomoinong TV oKTIVOAOYIKOV EEETAGEMV, TV KOAVTEPT
KOTOYPOPN TOV XPEDGEDV KOt TO LELOUEVO AP COOALATOV oTIS Ypemoels (Wang et
al., 2003).



Xpnon dedopévav. 'Eva akopa ticovéktua tov HOY, mov o€ yiveton edkoia

aVTINTTO, €ival 1 ¥PNOT TOVG MG TNYN SESOUEVAV Y TN SeEAYYT EMGTNUOVIKDV
epevvav. H dtabeoipuotnta 6ykov KAVIK®V dedopuévav amd ) pio propel vo odnynoet
0€ MOGOTIKEG AVAAVGELS Y10, TOV EVTOTICUO KOADY TPOUKTIKMV Y10l TNV KAADTEP
OVTILETOTIOT VYELOVOUIKAOV KATOGTAGE®V. ATO TNV GAAN, G€ GLVOLAGUO pE GAAES
Y£EC SedopEVOV, OGS Y10 TOPASELY O TO TOGOGTO YPNONG CVYKEKPIUEVOV QUPUAK®V,
umopel va cupuPdaiet otn Pertioon g oNUOGLOC vYElog HECH TNG KOADTEPNG
TapaKorovONoNG KpovoudTeV acbeveldV Kot TOavaV Bloloyik®mv anstidv (Aspden

2004; Kukafka et al., 2007).

1.3. Ipoxijoeirg

H ypnon tov niektpovik®dv goakéAwv vyeiog dievkoAidvel o peydio Babud 1660 Toug
enayyeApatieg vyeiog 660 kot tovg acheveic/moriteg. Q26TOGO, TOVG EEPVEL

AVTILETOTOVG PE oplopéva CnThpato Ta omoio opeilovy va Eemepactoiv.

Ta dedopéva mov amodnkevoviar otov HOY amotehovv Tpocmmikd oTotyeio Tov
acBevn. H 1duotikémta, 10 dikaiopa, pe GAio A0y, ToL OTOLOV VO LNV OTOKOADTTEL
TANPOPOPIEC TOL G€ AAAOVG, ivar pio TPOKATOT TOV GLVAVTATOL GUYVA GTO
TANPOPOPLOKA/MAEKTPOVIKA cuothpata. Ot TAnpogopiec mpémel va dwotifevion o
TPiTOVG €itE pE TN COHE®VT YvOUN TOL acBevovg, eite dmwg Kabopilel n vopobesia.
Av16 d¢ onpuaivel 6Tt T0 1WTPIKO TPOSOTIKO OEV UTOPEL Vo £YEL TO dikaimpo TPOSPaomg
o€ aVTEG, aALG, KaBMG TPOKELTOL Y10 10TPIKA GTOLYELN, 1) KOV YPNOT TOVG OPEILEL VOl
yivetal pe eumotenTikoOTnTa. Tautdypova, ol ¥proTeg 0OPEIAOVY VO, GULLOPPOVOVTOL GE
TUTTIKOVG KOVOVEG TTOV ApOPOVV T1] GUUTANPMOT] T®V GTOXEIMV, KaBMG avTd TPENEL VoL

dlakpivovTol Yo TV oKEPOUOTNTA TOVG,.

[IpéoBaocn. Ot apyés TG WIOTIKOTNTOC, TNG EUTICTEVTIKOTNTOS KO TNG OKEPALOTNTOG
TOV d00UEVMV dtac@aAifovTat Le T cLVONKN TNg eAeyOUEVNC TPpdGPaong. X1
dwdkacio EAEYYOL To TP®OTO Pripa givar ) Tawtomoincn Tov ¥pNoth, N omoia yiveton pe
™ (PNoN VOGS LOVAIKOD Yo TOV KaBEva ovOuaTog, Tov cuvifmg dnuovpysitot
avtopota omd 1o cvotnpa. To devtepo Prpa givar n motomoinon Tov, N ddtkacio
ONAadn amddEENG TS TALTOHTNTAS TOL, 1) OOl YiveTal [Le KATL TOV HOVO O YPNOTNG
yvopilet (T.y. LuoTiKd K®mOKO) N Katéyet (m.y. £Eumvn kapta) N eivar (1. SAKTLAKO
arotumtopa). To tpito Prpa etvar n e€ovsroddtnon, | omoia kabopilel To emTpemOUEVO
eminedo mMAnpoeopnong ywo kabe xprot. H mpodcPfaocmn tov kabevdg eivan

TPOKAOOPIGUEVT KOt AVAAOYN TOV SIKOUMUATOV TTOL £)El, KabdS pmopel va
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TPOCTELAGEL LOVO TO OEOOUEVO TTOL YPELALETAL Y10, VO EKTANPDGEL T S1KE TOV
kaOnKkovta. o Tapdderypo, To KabKovta Kot ot 0BVVEG TOL WITPIKOL KOl TOV
J101KNTIKOV TPpocmTKoD eivar dtapopetikd. Emopévag dtapopeticég Oa eivar kat ot
TANPOPOpies oTIg omoieg Eyovv TpodcPacn. To Tétapto Kot TelevTaio fripna apopd Tov
EAEYYO KOl TNV KATAYPOPN TOV KIVIGEDV KAOE E0VGI080TNUEVOD Y¥PNOTH GTO GUGTN O
To yeyovog avtd kaBopilel 0T1 kabévag eivar vtevhuvog Yo T cwGTH XPNHoN TOV
TANPOPOPLOV KOl GTOYEVEL GTOV TEPLOPICUO TPAGPACNG TOVS GE FEGOUEVO TTOL dE

oyetilovron pe ™ vopun epyacia tovg (AHIMA, 2012).

Acodiewa. TTépav g eleyyouevng tpocPaocng, Ta cuotipate v HOY eival mbavod
Vo 0eXTOVV £EMTEPIKES AMEINEG TTOV 0pOopoVV BEpata aceareioc. Mio amd avtéc, Kot
fomg M onuoavTiKOTEPT, Elvol N TAPAVOUN TPOSPacT ard U e£0VG1000TNUEVOVG
ypnotes (hacking), n omoia cGuvB®G GTOYEVEL BTNV TTAPOTOINGT, TNV KATAGTPOPN 1] TNV
vokAon dedopévav. Opiopéva LETPA AGPAAEING TTOL TPOGTATEVOVY TNV OKEPULOTNTO
TV 0edopéEVeV etvar ta telyn tpootaciag (firewalls), ta Aoyiouikd tpoctaciog amd
1006 (antivirus softwares) kat to Aoyiopkd aviyvevong eiofoimv (intrusion detection
softwares) (Harman et al., 2012). [Tapaiinia, n oAoéva Kai avEovouevn xpnon
TPOCOTIKMOV KIVNTAOV GUGKELMV, TOL EVKOAN LITOPOVYV VO KAATOUV, KOl 1) TTOIKIATLL
EPOUPUOYDV TTOV ATOONKEDOVY TETOL0V £100VG 1ATPIKA dESOUEVA, ONUIOVPYEL LEYOADTEPO

Kkivdvvo €kBecng Tovg o€ U1 EE0VGLOOTNLEVOVG YPNOTEG.

O oyedoOC EVOG OALOKANPOUEVOL GUGTHLLOTOG TPOCTUGIG KPIVETOL OvaryKaiog Yo T
e PaAon 1660 TOV amoONKELUEVOV TANPOPOPLDY OGO Kol TNV avToAlayn Toug. H
YPNOTM HETPOV TPOGTAGING, OTMG OVTA TTOV AVAPEPHNKOV TPONYOVUEVMGS, KOl IGYLPDV
TPOTHT®V aVTOAAAYNG TANpoPopL®dV, Omws To HL7 (Health Level Seven International
2013), o1 TeyVIKEG KPLTTOYPAPNONG TWV OEOOUEVMV KOL 1) CUUUOPPMOOT LE TOL 10YVOVTO,
vopoBetikd miaicia wov mepLapPavouy d16popovs KAVOVIGHOVS KOl TOMTIKEG TtEPl
ACQOAAENG Kot TPOGTOGTOG TNG O1TIKNG {ONG 6ToXEVOLY TNV OGO TO duVaTHV

avénpévn acedieto ot ypron tov HOY (Rezaeibagha et al., 2015).

HOuwcd Inmpota. Qg akd6Aovbo tov Bepdtov acpaieiog, Kot EpOCOV VTEIGEPYKOVTOL OL

EVVOLEC TNG WIOTIKOTNTOG, EUMTIGTEVTIKOTNTOG KO AKEPALOTNTAG, TPOKVTTEL TO NOIKO
Oua. H évvola dev mpémet va cuyyéetan e v tpocsomikt| 0w (morality) mov
AVAPEPETOL OTO TPOSMOTIKO GVGTNUA a&ldV Kol NOwov emAoymv. H n6wr (ethics) otnv

TOPOVGH EPYOCIO AVAPEPETOL GTOVG KAVOVEG KOWVMVIKNG GUUTEPLPOPAG.



H dpeon avéktnon kot n €0koAn avtoAlayn TAnpoeopldv pécm twv HOY Beitiwvouv
HevV TN epovTida vyeiog, aALL SNUIOVPYOVV TOV KIVOLVO aOKAAVYNG TANPOPOPIDV
WIOTOV 060evmV, 0EAVOVTOS TIG avNnovyieg TEPT EUMIGTEVTIKOTNTOS KOl TPOGTAGIOG
™G W10TIKNG {ong. Amd ™ pia, ot TAnpo@opieg anTéc pmopohv vo amokaAveOovv
GLVELINTA GE AAAOVG ETAYYEAUOTIEC VYEING TTOV €lTE EUMAEKOVTAL GTN PPOVTION TOV
acBevn (1., wTpol GAA®V e101KOTNTOV) gite Ot (Y. S101KNTIKO TPOCHOTIKO) 1| GE
QOITNTES Y10 EKTOUOEVTIKOVG GKOTTOVS. ATd TV GAAN, umopet va yivel mapafioct Tovg
amo un €£0VG1000TNUEVOLS XPNOTEG, Topd Ta LéTpa acpdAciog (Spagnolo & Refolo,
2010).

H npoctacio tov tpoconikdv dedopévmy 0ev Tav ATpmTn LE TN XPNoN XEWOYPOPOV
apyeiomv, OLMS M EUTAOKT TOV NAEKTPOVIKOD GUGTHLOTOS TPOCPEPEL Glyovpa
peyaAvtepn gveMia otic mapaPidacels (Sulmasy et al., 2017). 'Evag Adyog mov avtd
ovpPaivet givar o yeyovag 6t 1 mpodcPacn eivar evkoAdtepn. Mia amAn NAEKTPOVIKTY
napapioon propel va ennpedcel peydro apBud acbevav kot va Oewpndel
ONUOVTIKOTEPT), GE GYEON UE TNV TTapaPiaom XEPpOyPaP®V apyeiwv, 6To 0Toin KATO10G
umopel va €xel mpocPaon o€ Eva apyeio ™ eopd. EmmAéov, n e€owceimon twv
EMAYYEALLOTIOV VYEING LE TOVG KAVOVEG TPOPVAENS TMV O0EOOUEVAV Elval CLYVE GE
YOUNAO EMimESO, AOY® TOV OTL OMOTEAOVV GUYYpOVa TEXVOLOYIKE epyolreio. TTapdAinia,
0€ OPICUEVEC TEPUTTMOELG TTAPUTNPEITOL 1 YPNOT TOV dEGOUEVAOV Y10L AAAOVS GKOTOVG,
TEPAV TNG PPOVTIOAG TOV asBEVONS, TIC TEPIGGATEPES POPES EV AYVOin TOV. Xe KATOLEG
TEPUTTMOOCELG YPTCOTOIOVVTOL Y10 SIUPNUOTIKOVS KUPIMG GKOTOVG, OTMG TNV
TPO®ONCN PUPUAK®OV GE CLYKEKPIUEVES OUAOES eBEVADV, EVED G€ GALES Yo Vo
eEayxBohv epevLVNTIKA ATOTEAEGLOTO, OTTMOG Y10 TOPAOELY L OTNV AEI0AOYNoN
QOPUAK®OV, YEYOVOS TTOL AEYETAL OTL UTOPEL VO ETNPEACEL APVNTIKA TV YLYOAOYIO TOV
acBevn (Lo, 2006; Spagnolo & Refolo, 2010). 'Epevvec kot oty EALGSa deiyvouy 6t
mBavotnta andkTons tpdcfaong Tpitewv 6€ TPOSMMIKA WTPIKE dedopéva TpoKael
avnovyieg 1000 6ToVG emayyeApatieg vyeiog 660 Kat otovg moAites (Entzeridou et al.,

2018).

Ot mAnpogopieg yio v vyeia elvan pio amd Tic wo gvaicOnteg katnyopieg dedopévmy.

[TBavn amokdAvyn Tovg evEXEL GNUAVTIKOVG 1O1KOVG KIvoUVOLS Yo To dtopo. Ot

POUTCIOTIKEG EMOBEGELS, O KOWMVIKOG ATOKAEIGOG, O GTLYHOTIGHOG KoL 1] OTMAEL

gpyaciog dev etvat KBOAOL GTAVIA PAIVOLEVA, OKOLLO KOL GTN XDPO OGS, EVA 1) ApVNoN

AcOAAONG N M AGPAAIOT] e ALENUEVO KOGTOG 0md WOWWTIKES ETOUPieg GE dTopa e

OCLYKEKPIUEVES 0GOEVELEG 1| avamnpleg £pYOVTaL VO CLUTANPOCOVY TIG EMPAAPEIS Yo TO
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dropo cuvémeleg. Xe kdOe mepintwon, ol acheveig mpémetl va vidbBouv dtt ta dedopéva
TOVG €ivar 0o@oAn. AlQOPETIKE, EVOEYETOL VAL OTOKPVYOVV CTLLOVTIKES TANPOQOPies N

va amo@OyovV TNV WTpikn tepifaiyn eofoldevotl OAo T0 TOPATAV®.

1.4. Ilepreyopevo kKo dopr)

O HODY, 6no¢ dlomiotdvel Kaveis, eival KATL Topamdve omd TV Yynelok Hoper Tov
YEPOYPOUP®V QUKELMV VYELNG, TOVL dNUIOVPYOLVTAY artd TOV KAOE 1Tpd Enerta amd pio
emiokeyn tov acbevi). O HOY dnuovpynonke yio vo Tapéyel Le 0COAAELD KOTOVONTES
KOl OAOKANPOUEVES TANPOPOPIES Y10 KAOE ATOWO, 01 0TTOIES TPOEPYOVTOL OO TO GOVOAO
TOV OAMNAETIOPACEDY TOV e OAOVS TOVS TOPHYOLG Kot 0pYavicHovs Y yeiag, amd
WO1DTEG KO VOGOKOUEIKOVG 10TPOVG LEXPL OLOLYVAOCTIKA EPYOCTIPLO KOl POPLOKELQ,
KaBMOG Kol GLGTAUATA YLOL TV OVTOAAAYT) TANPOPOPIOV HETAED TOV TIGTOTOMUEVOV

YPNOTOV KoL TN ANYN AToPAGEDV.

IMa va givor ®61000 10 Tapoamdve eQiktd, Oa mpénel vo Kabopiotodv enaxpiac ot
dvvatdtreg ko 10 Pacikd mepeydpevo tov HOY. O tpmdtec mpoomabeieg Eyvav mpv
amd 600 TOLAAYIGTOV OEKAETIES, OTAV APYIOE VO TOIPVEL LEYOADTEPT] SLACTACT] 1 OVAYKN
HeloNC ToV XEPOYPUPOV POKEAMY, KOl 01 ATOYELS, I0mG PEXPL CLEP, Y10l TO
avaykaio mepeydpevo tov HOY sivon moivdpiBues. Yndpyovv cvotiuata HOY ta
omoia meptlappdvouv pio IAnOdpa dedopuévav Twv acBevay Kot GAAO 6T 0TToin
CUUTANPOVOVTOL LOVO GUYKEKPIUEVO, OTTWS TO PAPUOKO TTOV YPTCULOTOI0VVTOL KOt TOL

OTOTEAECLATO EEETACEWV.

Ol TpMTEC KOTNYOPLOTOGELS TNG dOUNG TV cuotnudtov HOY yivovtav pe Baon to
xPOVO, TO TPOPANUA 1] TNV TPOEAEVCT TOV TANPOPOPIDV, GTOLXELN TOV GLVIVALOLY TO
ONUEPIVE GLUGTHLATO. XTO YPOVIKA TPOGOOPIGUEVO NAEKTPOVIKO 1ATPIKO PAKELO TO
dedopéva TapovctdlovTat Le YPOVOLOYIKT GEPE. ZTOV TPOGOIOPIGUEVO OO TO
TPOPANLA PAKELD KATOYPAPOVTOL CNUEIDGELS Y1t TO TPOPANLa Tov Ppédnke oTov
acBevn kot to kabéva meptyplPeTal COUEOVA [LE VTOKEWEVIKES TANPOPOPIES,
OVTIKEWEVIKES TANPOPOpieS, TNV a&loldynon Kot To TAdvo mov axolovBeitat. Télog, o
TPOGIOPICUEVOS OO TNV TPOEAEVGT] PAKEAOG O10TAGGETAL GOUP®VA e TN pEBOSO Le
TNV omoia amokTONKAY 01 TANPOPOPIES, OTMG CUEUDCELS OO EMGKEYELS,

OTOTEAECLLATO. OO OKTIVOYPOQies N aplatoroykég eEetdioels (Hayrinen et al., 2008).

2t BProypaeio cuvavtd Kovelg TOAAES KOTYOPLOTOMGELS GYETIKA e TO GTOLKELN

nov mepEyet évag HOY. Epeic mapovsialovpe ta kupidtepa Aapfavovtog vroyn
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opiopéveg novo dnuoctevoels (Spooner & Pesaturo, 2014, Pendergrass & Crawford,
2018). To mpdto Kot PacikdTeEPO GHVOAO dedOUEVOVY OV amavtdtal o€ kibe HDY
oyetiletal Le TNV TOVTOTOINGN TOV ATOHOL Kot TEPIEYEL PaC KA ONUOYPAPIKA GTOXELQ.
e ot mpootifevtot emMmAEOV dEdOUEVA TTOV KOPAKTNPILOVV TO ATOLO, OTWS O LOTIKES
LETPNCELS, M KOTAYPOPY] KATOWG LOVIUNG 1) TPOc®PIVIG acBévelag, TuxOV GUUTTOUATO
KO YEVIKOTEPX KAOE TANPOPOPIN GE TEPIANTTIKN LOPPN TOVL UTOPEL vaL Etvor ypnoun.
To peyardtepo pépog puoikd tov HOY kaAvmteton amd o wtpikd dedouEva Tov
atopov. [eprappdvovior Katdhoyol daAAEPYIDOV, TPOPANUATOV, QOPUAKEVTIKMOV
ayoyov Kot gpfortacumv. Emmiéov propoiv va amodnkevtodv epyactnplokd
OTOTEAEGLLATOL TTOV TTPOEPYOVTAL OO SLAPOPO. TUNLOTA, OTWS ATOTEAEGLLATOL
OLLLATOAOYIKAV £EETAGEMV, KOPILOYPUPNUATOV, LITEPNY®V 1| Topoypaeics. E&icov
ONUOVTIKES £fvart 01 TANPOPOPIEG TOV KATOTAGGOVTOL GTO 1IGTOPIKO KOl PpOPOVV EITE TO
10TPIKo 16TOP1IKO TOL aTOHOV (acBéveleg, vooneieg, yepovpyeia KAT.) glte 10
owoyeveloko 16topiko. Ta tedevtaio ypdvia £xel mpootedel oe vt TNV EVOTNTA TO
KOWMOVIKO 16TOP1KO oL oyetiletal pe tov Tpomo {mng Tov atopov (doknon, dtpoen,

KATTVIGULOL, OAKOOA KAT.).

To mapamave mepieydpevo dev dopeiton Bdoet cuykekpipévov tpotdmov otov HOY.
Onwc avapépnke, o TpOTOG TAPOLGINOTG TOV OEGOUEVOV JOPEPEL AVALOYOL LE TNV
eToupia, ov TPOKETUL Y10 EUTOPIKO AOYIGUIKO 1] TO VOGOKOWEIO TTOV TO dNUovpyet.

Qo61060, 0V VILAPYOLY OVOIACTIKEG O10POPEC. Ta OEOUEVA KOTYOPLOTOIOVVTOL KOl
KkéOe Katnyopia etvar pio S10popeTKn KapTéA N £VOC PAKEAOG 6TO TEPIPAALOV TOV

HODY.

Ta dedopéva oe Eva pakelo umopel va givor dounpéva 1 adounTo
(structured/unstructured data). Aounuéva ovoudlovtar to dedouéva ToL 0Toin VITAPYOVV
o€ LOPYPT oL UTopel vo 1 PacTel amd TOV LTOAOYIGTN Kot £X0VV GUYKEKPLUEVT] dOUN|
Kot AeEIAGY10, VO T 00U Ta dedopEva eppavilovtan mg eErehBepo
keipevo/onuewwoelc. H debtepn popon pmopet va mepiéyet meprocdtepeg mTAnpopopieg
KoL AETTOUEPELES, OGS fvor SVGYPNOTEG Kot OV UTOPOLV Vo GLUPAAAOVY GTOL
NAEKTPOVIKE GUGTHLOTA ANYNG OTOPAGE®V, TOV avaeEpovtal ot cuvéyela (Overby et
al., 2013). Ztov ITivaxa 1, o onoiog Tpoépyetor avtovstlog and tovg Abul-Husn &

Kenny (2019), tapovcialovtal ot LOpPES, O KOTYOPIies Kot TapadelypLoto, SE00UEV@V.

12



O HOY odev mapéyet povo €va SouNUEVO TEPIEXOUEVO GYETIKA LE TO ATOO, dEV Etvat

ONAadN M NAEKTPOVIKY LOPEN VOGS XEPIYPAPOV PakéAov. MEGm anTov Agttovpyovv

drdkaciec mov vwoaTnPIlovy Kot SIELVKOAVVOLV TO £PY0 TMV EMOYYEAUATIOV VYELOC.

MMivaxkag 1: Aopn, Kotnyopieg kot mapoadeiypato 0e0opévmv o€ eminedo achevr dStubéciumv
otovg HOY (Abul-Husn & Kenny, 2019)

Aopn) ko
owBeopdtnra
dcdopévov 6Tov
H®Y

Koatnyopieg oedopévov

Hopadeiypoata dedopévev

Aopnpéva

ANpoypoapiKd ctoryeio
Z®TIKEG LETPNOELG

AlAepyieg

Kotdotaon epupforiacuod
Xvvtayoypoenoelg &
QOPUOKEVTIKEG OYWYEG
Epyaomploxd amoteAéopato
IMopamepmticd

Kwdwol dtayvioemv
Kwdwol dodkacidv

Hlwda, @0ro, oTotNEl0 emtkovaoviag

"Yyog, Bapoc, Kopdlakol TaApol, aptnplokn

wieon, Oepuoxpacio

[Mep1PaAAOVTIKES, PUPUAKEVTIKES TOPEVEPYELEG
EuPoliacpol kot nuepounvieg

IMoaperBovtiég Kot TpéYovces, 0OGELS,
oLuYvOTNTO

Mertprioeic kodikomompéveg katd LOINC
Epyaotnpilaxol éAeyyotl, ameikovioTiKa
Kodwomomoeig ICD 9 & 10

Kwdwomomoeig CPT

Hu-doumuéva q
Avapuekto (1.y.
ad0UNTO KEIUEVO
OPYOVMUEVO GE

Alota TpoPAnuatov

ATopiko 10T0pIKo
O1KoyeveLoKd 16TOPIKO

Ta éw¢ onuepa oNUoVTIKE TPOoPAHoTH VYEING
(SLyvdGELS, GLUTTMIATO, EVPNLLOTAL)

Latpikd, yelpovpyikd, LAEVTIKO KAT. 1GTOPIKO
latpikd 1oT0p1KO

Kkafopiopévn Avapopéc kKMvikav eAéyyov  Enenynoeig epyastnplokdv, aKTIVOLOYIK®OY
evotTnTO) K.0l. EAEYY@V
KAwvikéc onueimoelg ZNUELDCELS TPOOOOV, YVOUATEVCELS,
Adounta VOGOKOUEWKES EI0AYMYEG Kot EEaymYES,
ONUEUDGELS OO 10TPIKES EMOKEYELG
ATEKOVIGTIKG dedopEVa AkTvoypapies, aovikég Kot pLaryvnikég
TOHOYPOPIES, LITEPTYOL,
AA\o NAEKTPOKAPIIOYPOLPT LLOTOL

Zapouéva Eyypoeo

ATOTEAEGLOTA YOVIOLOKDV EAEYXOV, 1OTPIKE
apyelo and eEntepkég mnyég

Ytotyeia mov
ocuvvifwg Agitovv

Owoyevelako 16TopLKo

DopUoKEVTIKT] GUULOPPMOOT)

ExBéoeig
Tpomog Lomg & cvumepipopd

Xroyeia 0nwg o Pabuog coPapdtnrag kot n
niia évapéng kdmolov {nripatog,
YEVEQAOYIKA dEVTPAL

DopUaKeEVTIKES Ay@YEG TOL aKOAoLONONKaV
ocwotd (d60M, cuyvoTNTO)

Kdanviopa, axtivoBolio, ynuikd, poivvon
AwTpo@n], GoKNOT, KATAVAA®DGCT] OAKOOA,
TPOIOVTO KOTVOU, YUXOYWOYIKA VOPKOTIKA,
GUUTAN POLLOTOL

LOINC: Logical Observation Identifiers Names and Codes (loinc.org), ICD 9 & 10: International Classification of
Diseases 9 & 10 version (who.int/classifications/icd/en/), CPT: Current Procedural Terminology (ama-
assn.org/amaone/cpt-current-procedural-terminology)
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O1 duvatdTTEG 0TEG elyov avapepOel oM and vopic, oALE £ytvay mo SNUOEIAElg
kupiog otig H.ILA. v6 v mpoedpia tov Mrapdk Oumdpa. Xvykekpipéva, o 2009
vroypaenke n tpaén HITECH (Health Information Technology for Economic and
Clinical Health Act), n omoia amotelel HEPOG TOV «TAKETOL KIVITPO» OV OVAPEPETAL
ot vopobetiky tpdén ARRA (American Recovery and Reinvestment Act), e okond
Vv vwobétnon metomompévav HOY amd toug mapodyovs vyeing Kol «OVGLOGTIKNG
YPNONS» TOVG, N oToia TEPAAUPAVEL OPIGUEVEG AEITOVPYIEG TOL GUVIEOVTAL LE TN
Helwon TOV GEAALATOV Kol TOV TEPLOPICUO TOL KOGTOVS. ZUUPMVO, LLE TOV KOVOVIGUO
avto (“Meaningful use”), dnwg tapovsialetor and Tovg Blumenthal kou Tavenner
(2010) ko pe Baon to dpBpo Twv Menachemi ko Collum (2011) ot ev Aoyw
Aertovpyieg elvat ot €ENG:
e 1M dwdwacio aviaAlayns minpoeopidv (health information exchange, HIE),
e 10 cboTuo nAektpovik®v taparnepntikov (Computerized Physician Order Entry
System, CPOE) xoi

e 10 ovotiuoTo AYne aroedoemv (clinical decision support system, CDS).

Epbdcov ta dedopéva tov achevn etvar dwabéoipo niextpovikd, o HOY dievkorvvel tnv
Ko Tovg xpnon kai 1 ddkacio HIE avapépetor oty aviaiiayn TAnpoeopidv
vyelag o€ enimedo achevi) HETOED TV TANPOPOPLOKDYV CLGTNUATOV OLOLPOPETIKMDV
opyoviopav vyeiog. [Toapadociokd, avtd emtvyydvovtay LE TNV ATOGTOAN GOE 1)
aAAnAoypagiog petald tov mapdymv vyeiag, Yeyovos To omoio Kabiotd SVGKOAN TV
npdcPaocn og "Tpaypatikod ypdvo" dtav Ko 6mov yperaletor. H nlektpovikn kown
YPNOT UTOPEL VO 0ONYNOEL GE MO ATOSOTIKT OIKOVOUIKA PPOVTION VYELNS, LELOVOVTOG
TEPLTTEC Ko domavnpeég e€etdoelg vyeiog emeldn Evag mapoyog dev Exel mpdsfoacn oe
KAMVIKEG TANPOPOPIEC IOV £xEL Kataypayel AAA0G Tapoyos. TTapdiinia, n dadikacio
ot Etvar xpRon Yo TV avaAvon g vyeiog Tov IANOLGHOV, KOO HTopovV va

oLYKEVTPOOOUV gVKOAN dedOUEVA VYELNS TPOS aE0TOINGT TOVG.

Ta cvomuoata CPOE anotehovv v NAEKTPOVIKT DTOGTHPIEN TOV TAPOXWOV VYEIOG GE
0, TL aQOpPd TIG EPYACTNPLUKES EEETAGELG KO POPUAKEVTIKES AY®YES TOL TTPOTEIVEL O
emayyeApatiog vyetog. H unyovopydvmon g dtadkaciog mapoyyeAog eopuikoy Kot
epyacTNPOKAV EETAGEMV eEAAEIPEL OLVNTIKA EMKIVOLVA WOTPIKA GOAALLOTO KO
Ka01oTd TNV SodKacio TopayyeAlog O OTOTEAEGUATIKY, OLOTL TO TPOGMOTIKO TV
QopUOKEIDV Kot TO VOONAELTIKO TPOCOTIKO O€ yperaletar va {ntnoet dtevkpvicels N
TANPoeopiec mov Aeimovv and dvcavdyvooteg 1| ehdneic mapayyeries. H ypnom evog
ocvotipatog CPOE, edwd og cuvovaopo pe éva cvotnpa CDS, pumopel va €xel og
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amotédeopa T PeEATiOon TG AMOTEAEGUOTIKOTITOG KO TG OTOJ0TIKOTNTAG TG

VYELOVOLUKNG TTepiBalymg.

Ta cvompoata CDS érovv oyedlaoTel e GKOTO va, TaPEYXOVY TANPOPOPIES Kot
vrootNPEn TG0 GToV emayyeAoTio VYEiag 0G0 Kol 6€ GALOVG TAPOYOVS PPOVTIONG
OYETIKA LE TNV KATAGTAOT £VOG cuyKekpiuévov achevn. Ta cvotiuata avtd
EVOOUAT®VOVTAL 6T0 Vot TV HDY yia va erw@eAnfodv amd Tov 6yKo dE00UEVmV
ov NON vdpyovv. [eprhapfdvovv Aettovpyieg OmmG TV TOPOYN TOV TTLO TPOGPATMOV
TANPOPOPLDY CYETIKA LE EVOL PAPLLOKO, TTPOEWOOTOMGELS Y10 OAANAETIOPACELS TV
QOPUAK®OV TTOL AapPavel 0 acBevng 1] TUXOV TOPEVEPYELES LIAG OYWYNG OTOV aoHevn.
Me v oAoéva Kot avEAVOLEVT] YPNOT TOV GLUGTNUAT®V AVTOV, UTOPEL KOVEIS Vo
OVOUEVEL ATTOPVYT OPIGUEVOV 10TPIK®OV AoV KaBDG Kot OTOTELECUOTIKOTEPT] KO
acQOAESTEPT TOPOYN PpovTidnc. Ta cuoTipata AYng amoedoewy ivor pio
SVVOTOHTNTO TOV GLVEYMG OVOTTVCGETAL, KAOMG Tailovv onuavtikd poro otV
avamtuén ™c latpikng tov péAAovtog mov PacileTon 6€ GTOYELUEVES KOl

eCatopkevpéveg BepamenTikég O1001KaGIES.

1.5. Mpoétoma

Tinota and To mapandve o€ Ba oy EPIKTO av dev aKoAoVBOVLVTOV OPIGUEVOL KAVOVES
K®owonoinong 1 wpdtuma (m.). 0POAOYING 1] EXIKOVOVING) TOV EMTPETOVY TN
SLIAEITOVPYIKOTNTO TOV TANPOPOPLOK®V cuotnudtov. Ta mpdTuma £xovv Kabiepmbei
o€ OAOVG TOVG TOoUELG TNG cVYYPOVNG LONG KoL 1) aVAYKT YPTONG TOVS PAIVETOL KO OTIC
vanpecieg vyelag. o v TANPOTNTA EVOC NAEKTPOVIKOD POKELOV KO TN OLVATOTNTA
AVTOALOYNG 0E00UEVOV HETAED aLTOD Kol GAL®Y TANPOPOPIIK®OY GUCTNUATOV EYOVV

avartuyBel dS1apopa TPOTLTO TLTOTOINGNC TO OO0, YPNCYLOTOLOVVTOL TAYKOGLUMC.

"‘Eva amd ta onpoavtikodtepa Kot iomg To mo 010000 UEVO TPOTLTO EMKOVOVING £ival TO
HL7, mov avéntuEe o opdvopog apepikdvikog opyaviopdg Health Level International.
Méow avtov, pmopet va yivel avtailoyn TANPOPOPLOV LEGHD UNVUUAT®V HETAED
TANPOPOPLOKADV GLGTNUATOV, KOO KOl ETEPOYEVDV. ZVVOEEL TOGO KAVIKEG
J1dKaGieS (T.Y. LETOPOPE KAVIK®V ££ETAGEMV) OGO KO O1OIKNTIKES (7). OUKOVOLLKEL
otoryein), vmootnpiletor omd OAd GYEdOV To AOYIGHIKA, EVO GLVEXDGS avaaduiletan
INUOVPYDOVTOS VEEG Aettovpyieg mov amartel ) emoyn. H dadcasio avroiioyng
TANPOPOPLOV OV OvVaPEPONKE TPONYOLUEVOS PN CLoTOtEL unvopata HL7
(https://www.hl7.org/).
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AAAOV €100VG TPOTVLTOL TOV OTOLTOVVTOL APOPOVV TNV OPOAOYI TOV TPETEL VAL
YpNoYonoteital dote va vdpyel opotoyéveln. H kwdikomoinon tov kKAviKov
dedopévmv givar e£0PETIKG ONUOVTIKT OKOLLO KOL Y10 TOV OTAG AOYO TNG amOPUYNS
LBV ot dwyeipion dedopévav. Tapoakdtm epeavifovior opiopéves KMOKOTOMGELS

TOV APOPOVV SLAPOPO GTOKELNL:

« ICD-10 (International Classification of Diseases version 10): givat cvotuo
KOTNYOPlomoinong OA®V T®V VOGOAOYIKOV OVTOTHT®V, YEYOVOS TOVL CUaivel 0Tt
Kk60e avtikeipevo amotedel otoyyeio pag epapyiog. AmoteAet T d€KaTT, KO TLO
Tpdspatn, £kdoon ¢ AteBvoig Xtatiotikng Tagvounong tov Nocwv Kot twv
Yyetikav [MpopAnudrov Yyelag. Tnv emonteia ¢ ta&ivounong ICD éyxet o
[Maykoopiog Opyavicuodg Yyeiag, evod 1 dwdikocio vty EEKivnoe oG 1 TpdT
mpoomdhein Kataypapns twv atidv avétov

(https://www.who.int/classifications/icd/en/)

o« SNOMED-CT (Systematized Nomenclature of Medicine - Clinical Terms): 1
Yvotuoatorompuévn Ovopoatoroyia g latpikng — Kivikov Opov amotelel
Tavé N on mov GLGYETILEL KAIVIKOVG 0pOovg, Tov £xel oM taivounoet, LeTa&n

TOVG (S1ayvioels, KAvikd svpiuata, cvurtouata K.o.) (http://www.snomed.org/).

e LOINC (Logical Observation Identifiers Names and Codes): amotelei Bdon
OOOUEVMV KO TPATLTTO Y10 TV OVAYVAPLIOT] LUTPIKAOV EPYUCTIPLOUKDV EVPNUAT®V.
Etvor elevBepo kat ypnoylomoleitont OA0 Kot TEPIGCOTEPO, Kal amd dALa TpdTLTO,

omw¢ to HL7 (https://loinc.org/).

o DRGs (Diagnosis Related Group): 10 GOGTN O OLOI0YEVDV S10YVOGTIKOV OUAO®V,
10 01010 VIBeTHONKE Ta TEAEVTALL YPOHVIO OTN YDPO LAG, OLLOOOTOLEL TOVG TOTTOVG
BepameVTIKNG AY®YNG e TOPOLO10 KOGTOS VOOT|AELNG, MOTE VO H1EVKOAVVETOL 1|
dwdkacio arolnuimong Tmv vocokoueimv

(http://www.dhcs.ca.gov/provgovpart/pages/DRG.aspx).

KobBbhg 6A0 kot meptocdTEPOL OpYaVIGHOT VYEIOVOUIKNG TEPIBaAYNG, 1O10TIKOL Kot
onupoaciot, Eekivnoav va v1oBETOLY TO NAEKTPOVIKO GUGTNLA TOV PUKEAWDY VYEING, 1)
oL{NTNON CYETIKA LE TO TEPIEXOLEVO OVTMOV OMOKTOVGE TEPLGGOTEPO EVOLULPEPOV.
Qo61660, T0 PAEYOV {TNWOL TV ENOYT EKELVI GTNV EMGTNUOVIKY, Kot Oyt LOVO,
KOWOTNTA NTOV 1] OAOKAPMCT| TNG XAPTOYPAPNONG TOL avOpdTIVOL Yovidtdpotoc. To

EMITELY O OVTO AENGE TIG TPOGOOKIES Yo TNV avakdALYN VEDV BLOAOYIKOV
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LLOVOTTOTIOV KOt TN S1EPEVVNGT] TOV TPOTOV LLE TOV OTOI0 YEVETIKEG LETAPOAEG
emnpedlovv d1dPopeg vOGOUS, BETOVTOG Le TOV TPOTO aVTO PAGELS Y10l TNV 10TPIKT] TOV

HUEALOVTOG.
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2. Am6 1o yoviorwo oty latpikn Akpifeioc

Avopeifoia ot deK0eTiEG TOV S1VOOVLE EYOVV YAPOUKTNPLOTEL OO TIC parydaieg
eellelc oty emotun g [ovidtwpatikng, v tpocmddeia GupuPoing g ot
dyvoon ko Bgpameio acOevelmv, KaBdg kot v avaykn toyvtepng eEEAMENG
TEYVOAOYIKMOV KOl TAT|POPOPLOKADOV GUGTNUAT®V Y10 TNV VTOGTHPIEN TOV
OMOTEAEGUATMOV TTOV 1 EMGTIUN QLT TPOGPEPEL e avEovopevous puBuots. Ta
terevtaio xpovia Exel ovénbel n ypnon PLOAoYIKOV Kot WITPIKOV OpwV, TOV TPV Ayeg
dekaetieg amovoialoy EVIEADG, Yo Vo, KAADWYOLV TIG OVAYKEG TTOV £X0VV TPOKVLYEL XTO
KeEPAAoo avto, Oa avaAlvcovpe LePKd amd avTd To. oTOYKEl, YWPIG PLOIKE VoL
TOPOAEIYOVE TO CNUAVTIKOTEPO EMITEVYLA TOL ATOTEAECE TN PAOT Yo OAES TIC
eEeAiEelg mov akoAovOncav kot dev eivatl GALO amd TV aAANAOVYIOT TOL aVOPAOTIVOL

YOVIOLDOLOLTOG,

2.1. T'eveTik6 vikoé, I'oviowopatikn kot [péypappe tTov AvOp®OTIVOL

T'oviowopatog

[Ipwv mpoywpnoovpe, Ba NTav cuveTd Vo EENYNCOVUE OPICUEVEG EVVOLES LE TIC OTTOTEG
EVOEYOUEVMC VO UMV €Vl apKeETA EEOIKEIMUEVOS O AVAYVDGTNG. XTIG APYES TIG
dekaetiog tov 1950 avaxaidvednke 1 doun tov DNA (dgo&upiBovoukieixd o&d), 1
Aeyopevn dutAn élka. To 1610 To POPLO aVOKAAVPONKE OPKETEC OEKOETIEC VOpiTEp,
OAAG M TPIGOAOTOT AMEIKOVIOT] TOL GUVEPUAE OTNV OTOKTNON YVAOCEWV GYETIKA LUE TOV
TpOTo amobnKevong kot petofifaocng g TANpoeopiag amd KOTTAUPO G€ KOTTOPO Kol
amd yevid o€ yevid. 1o DNA givor amoOnievpévn OAn 1 YEVETIKN TANPOQOpia G
AertovpyiKég povadeg mov ovopalovrot yoviowa. Kébe yovido kabopilet Eva
YOPAKTNPLoTIKO TOL opyavicuov. H mosotnta tov DNA etvar otabepn oe ke
opyavicpd Kot 310 € OA TO GOUATIKG KOTTAPO, EVOG OPYOVIGLOD, EVED Ol YOUETES
(wdpro Ko omeppatolmapia) £X0VV T G TOGOTNTA YEVETIKOD VAKOV (KaBdg
evavovtol Tpog dnpovpyia tov Luywtov). To dikkmvo popo DNA Bpicketar otov
TLPNVO TOV KVTTAP®V LE TN LOPPT YPOUOCOUATOV, SNAOON TELAYIGUEVO,
AVAOITAMUEVO LE TTPOTEIVES Kot OGO TO dUVATOV TEPIGGOTEPO GUOTEPMUEVO. € EVAL
COUOTIKO KOTTOPO GuvavTApE 46 ypopocopata g (evyn, 23 TaTpikng Kot 23 UNTPIKnG
TPOEAEVOTG, Ao To omoia Ta 44 eival VTOGOUIKA (LOPPOLOYIKE 1010 GE OPCEVIKE KO
OnAvka dropa) kot to 23° Levyog puAetikd (amd to omoia kabopiletar To HAO TOV

aTOLOV).
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Yg eminedo aTOpHov KAOe Yovidio 1, KaAVTEPQ, YOVIOLHKOS TOTOG LITAPYEL GE dVO
avtiypaea (€vo uUnTpIkng Kot £va TaTPIKNG TPoEAELONC), TO ooio ovopalovtol
aAANAOHOPQQ, Kot Elval €T TOVOUOLOTVTIO EITE OPOPETIKE. Xe eMimedo TANBVGLOV,
av Kovelg eEetdoet dSpopeTikd dTopa, o1 EKO0YES Umopel va etval TeplocdTEPES Amd
dvo. H yovidiokn mowilopopeio av&dvetatl dtav, ovi yio yovidia, avagpepOUaoTe GE
LOVOSIKEG VOUKAEOTIOKEG BEGELG TOV £Y0VV AAANAOLOPQQ, O1 OTTOT0L EIVAL YVOOTEG MG
onpelokoi voukieotidkoi tolvpopeiopoi (single nucleotide polymorphisms, SNP). H
EMIOPACT TNG TOIKIAOLOPPIOG G PAIVOTLTIKO EMMEDO (TO TDOG EKONADVOVTOL TO
OAANAOLOPQX) LEGM TNG EULPAVIONS KATOWG TOOOAOYIKNG KATAGTAONG EEAPTATOL OTTO
) Béom oy onoia evromiCetar Eva SNP kot tnv tomikn tov mokvotta (Bush &

Moore, 2012).

H éxppaon evdg yovidiov emttvyydveral amd T cOvOeon NG avTicoToyNng TPMTEIVIG Yo
v omoia eivar vrevBuvo. O cOvdespog petald twv dvo sivar to RNA (piovoukieixod
0&0), N yMukn doun Tov omoiov, potdlet pe oty Tov DNA, aAAd 6TOVG TEPIEGGOTEPOVC
0pYOVIGHOVG givorl povokiwvo popro. H dtadikacio mov agopd tn oxéon twv pHopiov
QLTOV TEPTYPAPETOAL OO TO KEVTPIKO dOYHa TG Brodoyiag, cupupmva pe to omoio to
aropaitnro Tunpne Tov DNA avtiypdeetol, ot GUVEXELN LETAYPAPETAL, LETAPEPETOL
onAaodn oto RNA kot avtd pe ) oglpd tov petappdletal, odnysital oniadr otnv
TpoTEIivocuVOeon. Duoikd £yovv avakarlveOel emmALov TPOTOL PONG TNG YEVETIKNG
TANPOPOPLNG, LLE TOVS 0TTO10VG OUWS OE Ba aoyoAnBovE KaBmG d€ CLVAVTMOVTOL GTOV
avBpomo. H cwot) 1 AavBacpévn 1 kaBdAov cuvleon tov tpwteivav kabopilel v
TAEOYN P TOV O10POPMOV HETOED TV ATOUMV 1] TS VY0VE amd TNV TaBoLoyKn
Kataotaor). Emiong ot HeTaALAEEIS TOV YEVETIKOD VAIKOD, dNANOT Ot TUYOHEG OAAAYEG
otV aAiniovyio too DNA, umopodv va emeépovv aAlayéc otnv aAAniovyio g
TPOTEIVNG Ko vt v yiveTon pun Asttovpyikr|. H dpemavokvttapikn avaipio, yio
napadetypa, amotekel pio coPapn aporvtiky| mdbnon mov yopaktnpileror amd v
T4oMn TV EPLOPOKVLTTAP®V VO ATOKTOVV EVa WOLHTEPO OVOLUOAO GYNLLO VIO GLVOT|KEG
yopnAng mieong o&uyovov. H aviikatdotaon evog vovkieotidiov odnyel og
OVTIKATAGTOOT) GUYKEKPYEVOL apVOEEOD OE pio TPOTEIVIKY 0Avcidn NG
apoceapivng Kot 6tav avtd cvoppaivetl kot ota 600 aAAnAopopea (opoluymTia)
eupaviCeton n tabnon. Ot etepoluydteg BewpovvTal Popeis Kot ivar KaTd KovoOva

(QLGLOAOYIKOL.
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avtypadn

{\ petaypadr petagppaon

DNA =eessssss) RNA =) 770 WTEVES

Ewova 1: To kevipko d6yuo tng Broioyiog

O emompoviKdg KAAO0G TOL TEPIAAUPAVEL TNV OVATTLEN KoL TNV EPOPLOYN
KOVOTOU®V TEXVOAOYIDV KOl GTPATNYIKAV YOPTOYPAONoNS Kot aAANA0DY oG, KOO
KO VTTOAOYIGTIKAOV HeBOS®V pe GKOTO TNV avOAVOT) OAOKANP®V YOVISIOUATOV
ovopdletar lovidiopatikny. Me tov 6po Yovidimpo ovapepOUaoTE GTO GOVOAO TOV
YOVIOLOV EVOG OPYOVIGHOV, EVM 0AANAOVYION Elvar 1 koTaypaen TV alotodymv
Bacewv (to pévo UM Tov HETAPAAAETOL GTNV 0ALGION) TTOL TEPLEYOVTOL GTT) L0 OO
T1G 0V0 Opoteg oivcideg. H TNovidiwpatikn tepirapfaver tpia dtokprrd medio (Russel,
2006):

1. 1 SOKT YOVISI®WUOTIKN 1] OTtOioL ApOpd. TN YEVETIKN YOPTOYPAPNOT KoL TNV
OAANAOUYLoT OAOKAN POV YOVIOLOUATOV,

2. TN AEITOLPYIKN YOVIOLOUOTIKY 1) 070l €0TIALETAL GTNV EKTEVH OVAALGT TNG
AE1TOVPYING TOV YOVIOLNK®MV KOl U1 YOVIOIUKAOV OAANAOLYIOV GE OAOKAN PO
YOVIOLDLLOTOL KO

3. TN GLYKPITIKN YOVIOIOUATIKTY 1) OTTO10 AGYOAEITAL LE T GVLYKPIOT) OAOKANP®V
YOVIOLOUATOV SLOPOPETIKMY EWOMV [LE GTOYO TNV KATAVONOT TOV AEITOVPYLDV KAOE

YOVIOLOUOTOG KAOMDS KOl TV EEEAKTIKOV TOVS GYECEDV.

INa v amopuyn Aabov, n FNovidtwpatikn givorl dtapopetikdg kKAAdog amd ™ [N'evetikn,
KaB®OG avTIKEINEVO PHEAETNC TG OEVTEPNG EIVAL 1] KANPOVOLUKOTNTA, 1 LOPLOKT UGN
TOV YOVIOI®MV Ko 1] KATOVOUT KOl GUUTEPLPOPE TOVG o€ eminedo TAnBvcspov (Russel,
2006). Mia yeveTikn TANpo@opio apopd Vo GUYKEKPIUEVO YOVIOL0 1) YEVETIKO TOTTO Kol

TO, YOPOKTNPIOTIKE 0V TOD.

To mp®dTO Yyovidimpa mov aAAniovyndnke €€ 0AOKANPOL NTAV TO KVKAIKO YovVidimpa Tov
avBpaomvov prtoyovdpiov, to 1981. H aAiniodyion oAdkAnpov tov avlpdmivov
YoVIdL®poToG, To omoio givar 200.000 popég peyaldTepo amd To ToYOoVOPLUKO,
npotddnke to 1986 kot (o Taykdspa tpoomdbeia, mov ovopdotnke [pdypappo Tov
AvBpomvov INoviduopatog (HGP, Human Genome Project), Eekivnoe tov Oktdppro
tov 1990, pe avapevopevn dbpkela ta 15 ypdvia kot apyikd TpobmoAoyiopo 3
OIGEKATOULVPLOL OAAPLO. ZTOHYOL AVTOD TOV GNUOVTIKOD EPEVVNTIKOV EMITEVYLLOTOG
nrav:
e VO OVOYVOPIOTOUV OAa TO YOVISLa TOL avOpdTov,
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e VO TPOGOOPLoTEL 1 aAANAOLYi TV TPLIOV dtoekaToppvpinv (evydv Bdoewv DNA
OV AmOTEAOVV TO avOpOTIVO YoVIdimpua,

e va amofnkevTovV o1 TANpoeopiec mov Ba cuAAexBovV Ge dNuOGLES PAoelg
dedopévav,

e va avortuyBovv ek epyaAeia Yo TNV AVAALGT TV SES0UEVAY,

e Vo emTeLYOEl 1 LETOPOPE TOPOUOL®Y TEXVOAOYIDV GTOV OUMTIKO TOUEN KoL

e VO TPOGOOPIETOVV TO NOIKE, VOLIKA Kot KOW®VIKA BEpata mov i6me Tpokuyovy

a6 avt v épevva (Russel, 2006).

[Ma va emrevyBodv o1 mapandved 6TdY01 6TO TPHYPALLLO COUTEPIANEON KOV TOpIAANAES
UEAETES OAANAOVYIONG YOVIOLOUAT®OV S0POP®V GAA®Y CTUAVTIKOV OPYOVICLMV-
LOVTEL®V, 01 070101 YPNCIUOTOIOVVTOL GUYVE 6 Epgvvec, dmmg To Paxtiplo Escherichia

coli M to epyactnpraxod movtikt Mus musculus.

Tnv 18éa ocvvérafe 1 kKuPBépvnon tov Hvouévov [olteidv kot n ypnpuatoddtnon Tov
TPOYPAUUATOC £ytve Kupiwg amd avt) pécm tov Ymovpyeiov Evépyeiag (DOE,
Department of Energy) kot tov E6vikov Ivotitovtov Yyeiag (NIH, National Institutes
of Health). Extoc tov Hvopévov [olreiov, n Kiva, n latwovia, n ToAAia, to Hvopévo
Baoileo ko n I'epuavia Eexivinooav mopdpoto Tpoypapipato. Le Koo GLUVTOVIGUO oo
éva d1eBvn opyavicopd mov ovopdotnke Opydvmon tov AvOpomivov [Novididpotog

(HUGO, Human Genome Organization).

2NV 0AOKANP®OGT TOV TPOYPAUUOTOS 2 YPOVIL. VOPITEPQ 0td TOV TPOPAETOUEVO
ouvéBaie kaBopiotikd o W1wTIKOG Topéas. H etapia Celera Genomics onpuovpynonke
10 1998 pe oromd v oAoKAP®OT TS OAANAOVYIoNG 6€ 3 LOMS ¥pdvia pe KdoTog 300

EKOTOLHOPLOL SOAAPLOL.

To mpocyédio Tov avBpmmivov yoviduwpatog avakovabnke to 2001 and to HGP kot
v Celera ota meproducd Nature Kot Science avtictoryo, eved o 2003 ohokAnpmOnke

emionpa N Tpootadelo avT.

H péfodog aArniotvyiong mov ypnoponombnke 6to Tpdypapio avtd ApyLee va
avtikadictotot Atyo mpv v oAokApmot| Tov. Ot uébodot mov avamthydnkay Kot
ovopdokay mdpevng Y devtepng yevidg (2™ or Next-Generation Sequencing, NGS)
EMETPETAY TLO GUEGT), YPNYOPT KOl TOPAAANAT OAANAOVYLIOT TOAADY SLOPOPETIKMV
TUNUATOV TOL YOVISIONATOS. Ta punyaviuata mov avartoydnkav cuvERaloy onpovTiKa

oV ovamTuén ¢ HeBddoL AVTAG, N 0Tola £PEPE EMOVACTACT] GTNV AVAALGON TNG
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aAAniovyiog Ttov DNA. Qo1660, 10N £X00V KAVEL TNV ELEAVICT] TOVS Ot péEBodOL Kot Tol
pnyovinpato Tpitng yevids, to omoia dtofalovv voukAeoTdKéG aAAnAovyieg 6To
eninedo Tov popiov, ywpig vo amatteitol 1 Opavor Kot 1 EMTAEOV EVIGYLGT TOL TPOG
eneepyacio VAIKOV. AT Tig TpdTeg Tpoomdbeieg uéypt onjuepa £xel aAAniovyndel to
YOVIOLO O AUETPNTMOV OPYOVIGHAV, EVO TAEOV 0 KOOEVOG UTopel pe apKeTE younAd

K66T0G va {NTNoEL TV 0AANA0VYIoT] TOV S1KOV TOV YOVISIMUATOG.

H yaptoypdonon tov avOpdmivov YovistdUoToS TapEyeL Evay TANPT KATOIAOYO OA®V
TOV YoVIdlov 1oV avOpdmov, TANPoeopieg oyeTkd Le T doun Kot T 0€om Tovg, Kabmg
KOl EKOTOUUDPL0 TOPOAAAYES TUNHATOV TG 0AANAovyiag Tov DNA, ov
apatnpovviot HeTald Tov avOpodnov. Etol kabiotatal duvaty n cuyKkpion pog

aAAnAovyiag pe TV aAANAovyio avapOopAS 1) OTOONTOTE GAAY).

2.2. Tovioropatik latpikt}, @oppokoyoviot®paTikny Kot 0£60puéve. omics

H naykéoa tpoomdBeia yio tnv adAniovyion tov 3 dicekatoppvpiov Bdoewmy Tov
DNA o10 avBpomivo yovidiopa Bempeitan amd moAAovc o¢ Eva amd ta mo rhddosa
EMIOTNUOVIKA ETITEVYLATO OA®V TV ETOYDV KOl TOAAOL TO GLYKPIVOLV OKOLOL KOl LLE TN
S1AoTTAoT) TOV ATOUOV 1) TNV TPOGESAPIOT| GTO PEYYEPL (WWW.genome.gov). Xta ypovio
mov pecoAdfnoay amod 1ote, | 'ovidiopotikn cuvéBaie oe onuovtikd Babud ctov

topéa g latpknc.

Tov Tp®dTO KOPS M| EMGTNUOVIKT KOWOTNTO ECTIAGTNKE KLPIMG 6T PACIKN Epgvva
MOOTE VO, AmoKTNOOVV 01 aapaiTnTES YVAOGELS TOL apydTEPO B 0N YOLGAV GTNV
EQOPUOYT TOVG Yia TN PeAtioon ¢ avOpodmivng vyeioc. Extipdron 60tL yperdleton va
pecoAafnoovv 17 ypdvia mote vo viobetnOel pio eTGTNUOVIKY OVOKAALYT GTOV
KAviko topéa (Institute of Medicine, 2001). AA®GTE, TEPAV TOV EPELVNTIKAOV
dwdkacidv o€ Oa mpémet va apeiovvtol dalo Bépata mov mailovv peydio poro og
TETOLEG OPACTNPLOTNTES, OMMS TOMTIKES YAPAENS, VOopKd, NOuKd Kot Al {ntipata,

ota omoia Ba yivel avapopd mapokdaTo.

H xatavénon mg moAvmAokOTnNToS TOV YOVIOIOUATOS 001 YNGE GTNV KATOVOToN
TANOOPAG YOVISIIK®OV VOG®V, TOL NTAV 10N YVOOTO OTL 0QeilovTaL 68 HETAALAEELS,
KAnpovounowueg 1 un (Green & Guyer, 2011). ArokoldveOnkav véo ototyeio oyeTiKd
LLE TNV TOKIAOLLOPPI0 TOL OVOPOTIVOL YOVISUDUOTOG TOV UEYPL TOTE OEV LANPYE M

dvvatotta vo eEnynbovyv.
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Ot mpoomdBeteg yio TNV 0A0EVA Kot LEAVOLEVT YPNOT TANPOPOPIDV TOL TPOEPYOVTOL
a0 TO YOVIOIOUATIKA d€d0UEVA e GKOTO VO KalHodNyNoovV T ANy 10TPIKAOV
AmToPAcE®Y 00NYNoE otV KabiEpwon tov 6pov «Iovidiwpatikn latpuwny». H
aAANAOVYLIET OAOKAN POV TOL YOVISIMHOTOS TOV 0VOP®TOL Kot 1) avAALGT OPKETDV
TPOTUT®V YOVISLOKNG EKQPAcTG KaB1oToOV duvatr tnv pdPreyn kivdvvov, )
ddyvmon Kot ) ANy aropdacemv egatopkevpéva. H etloaymyn tov pnyovnudtov
aAAndovylong devTepPNG YEVIAS Kat 1 cuveyng EEEMEN otV cuvéPade kaboploTikd
otV avdmntuén avtn. ‘Etol, ot acBéveieg 1 n vyu|g katdotaoT pmopovv va
YOPOKTNPLETOVV OTO TO LOPLOKO TOVS OITOTUTTMOL KO VO OITOGOPTNVIGTOVV Ol
Broynuikég dadkasiec mov AapPavovy ywpa (Ginsburg & Willard, 2009). ®dvowkd, ce
opwopéveg acbéveleg dgv mailel poro povo to yovidtokd vedpfadpo tov atdpov, ®oTdco
N YvoOo™n Tov givat apkeTd fondnTiky 610 GYNUOTICUO OAOKANPOUEVT AITOYNG Y10 TV

KGOe acOévero.

H paydaio avantuén ota yovidtopatikd epyolreio Epepe onuavtikég eEeAiEelg otov
topéa g Papuaxkoyovidiwpatikne. H emotiun avtn) peletd tov tpdmo pe tov omoio ta
yovidtla emnpedlovy TV amodKPIon VOGS OTOLOL GE CLYKEKPIUEVO QAPUOKA, GLVNOMC
HECM TOV OAAYDV GTN QOPUAKOKIVITIKE TOV QOPUEKOL (amoppdPNoT, KOTOVOUN,
HETOPOAICUOG, amdppLyn) 1| HECH TNG SLUUOPPMONG TNG POPUAKOOVVOUIKNAG TOV
QOPUAKOV (TT.)., TPOTOTOINGT TOV GTOYOL TOV PUPUAKOV 1) T®V PLOAOYIKAOV LOVOTATIOV
mov peTaPdAAovy TV gvoicOncia oty enidpacn tov eapudkov (Relling & Evans,

2016).

Ot véeg Tpooeyyioelg aOAANAOVYIONG YPNCILOTOONKAY Y10 TOV EVIOTIGUO GAVI®DV
OAANAOUOPO®OV 1] YOVISWOIKDOV HETAROADY GE YOVidlo TOL GYETIOVTOL AUEGH [IE TNV
KWWINTIKT TOV QOPUAKOL 1 GTNV ATOKPLoT TOV 0pyavIGHov ota pdppaka (Klein et
al.,2019; Schwarz et al., 2018). Técogpig otovg TéEVTE 0obeveig sivar TOavO va pépovv
LU0 YOVIOI®LOTIKT) TTOPOALOYT) LE EVOEXOUEVEG AEITOVPYIKEG EMOPACELS GE Evay GTOYO
Yo To. GLVION GLVVTOYOYPAPOVUEVE PAPLLOKA, EVE O KIVOLVOG Yo ToV asBevn Totkidet

avéAioya pe ™ Yeoypagikt tov Kotaymyn (Schirfe et al., 2017).

Kotd avtd tov tpomo, oty kAwvikn epappoyn e n Poppakoyovidiopatikny propet vo
oLUPGAEL GTOV EVTOTIGUO TOV ATOUMV TOL AVTUTOKPIVOVTOL 1] O)L GE £va PApLLOKO,
TNV OTOELYN AVETIOOUNTOV EVEPYELDV Kal 61T BerTioTomoinon g 666G Tov
eappdixov. ‘Exovv ndn dnpiovpyndei kowvompa&ieg (CPIC, www.cpicpgx.org) ko

evoka Baoceig dedopévav (PharmGKB, www.pharmgkb.org) ot onoieg mapéyovv
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TANPOPOPIES KOl KATELOVLVTPLEG 00N YIEG GTOVS WTPOVS TPV TH GLVTAYOYPAPN O EVOS

Qoppdrov n Aettovpyia Tov onoiov eEaptdtat omd KAmolo yovidio.

H ®oppoakoyovidiopatikn amotelel onpovtikd koppdtt e latpikng tov péAlovtog
Ko, Onwg Bo pavel TapoakdTm, Exovv avamtuydel ToALE TpoypappaTa YL TV avamTuén

™G KAVIKGL.

[T€pav Tov YOVISIOHOTOC, VTTAPYOLY Kol GAAG BLoAoYIKA HOPLOL KOl 01 TANPOPOPIES TOV

UITopoLV Vo avTANBovV amd avtd o€ Oa mpémet vo TapaAn@bel av BeAncovue va

YPNOYOTOMCOVE TEPIOTOTEPA Proloyikd dedopéva Tpog 6perds pag. Tig dvo

televTaieg dekaetieg avadvOnkay véa media Epevvag ta omoia apopohv GHVOLAL Lopimy,

ommg givor o yovidiopa. H pedétn toug kpinke avaykaio yio tnv Katovonon O6A0 Kot

TEPLGGOTEP®V PLOAOYIKAOV AEITOVPYIDV OAAN KO S1TOPAYDV TNG OUOOGTACTG TOV

opyoaviopov. Ta wedio avtd ovopdlovror cuvoAiikd Omics AOY® TG AyYAIKNG TOVG

Kat@Anéng -omics (-ouikn) Kot apopovv To.:

e petTayphooua (transcriptome) wov TEPIAAUPAVEL TO GOVOAO TOV TEPICCOTEPWOV
popiov RNA,

e  TpOTE®UO (proteome), mov TEPIAAUPAVEL TO GHVOAO TV TPOTEIVDV,

o petaforopa (metabolome) mov mepthapPavel To cHvoro TV peETABOATOV
YOUNAOV HoploKoy Bapovg Tov TapdyovTol amd To KOTTOPO KOTd T S1GPKELN TOV

petofoAicpo.

210 Topoamdve TpooTiBeTon To ETyoVIdimLa, TO 0010 amoTeAEITOL 0Td TO YOVIdIOUO LE
EMITAEOV LETUPOAEG GE YPOUOCDLATO TOV OEV EMPEPOVY OALOIDGELS GTNV OAAAOVYi0L

DNA a1 dnpiovpyodv Evay KANPOVOUNGILO GOVOTVTO.

Teyvikég avdivong £xovv avomtuyBel yio OAa To TOPOUTAVED Kot OEGOUEVA TTOV
TPOEKLY AV OO AVTEG EXOLV delEet OTL | EKEPACT) TOV LOPI®V VTOV pmopel va
GLGYETIOTEL e LETAPOAEG TNG KOTAGTAGNG TOV KVTTAPOL KOt KAT' EMEKTACT] TOV
opyavicpov. H avénuévn ékepao, yio mapadety o, Tpoteivav Tov oyetifovial e v
TPOTEIVOGVVOEST] KOL TNV TOPAYMYT| EVEPYELNG GE KAPKIVIKA KOTTOPM TOV LAUGTIKOV
16TOV, GLVOEETAL TAPAAAN AL Le TV TPO0do NG acBévelag (Pozniak et al., 2016).
[Topdro mov ta amoteAécpata TETOLOV AVOADGE®V £X0VV XpNGLomombel e OploUEVES
eEe1OIKEVUEVEG TTEPUTTMCELS, OL GLVONKES dev etvat aKOUT OPYLES Yo TNV gvpeia xpromn

TOVG GTNV KAWVIKT @povTida.
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Me v avénpévn Topayoyn 0e00UEVOV 1) OTTOi0 TPOKVATEL A0 TNV AVATTLEN TNG
TEYVOLOYiOG KO TN Helmon kAT’ EMEKTACT TOV KOGTOVS Kol TOV YPOVOL TOPOYmYNG,
emopevn elvar n avdykn yio omobnkevon. I'a dha ta dedopéva mov avaeépdnkay, 1060
TOV avOP®OTOL OGO Kot GAA®DY OPYAVIGUAOV, VTTAPYEL TANO®Pa facewy dedoUEVOVY GE
YNOL0KN LOPPT], OL TEPLGGATEPES Al TIG OToieS ivon ebkola TpooPdoipes. Towg and
TIG TEPLGGOTEPO YVMOOTEG Eivar 01 PACELS YEVETIKAOV dEGOUEVMV KOl GUYKEKPIUEVA OL
GenBank (H.IT.A.), ENA-EMBL (European Nucleotide Archive tov European
Molecular Biology Laboratory, Evponn) kot DNA Data Bank of Japan (Iamwvia).
AMwote, N ovidlopoTikn, 68 GYXEON LLE TOVG LITOAOITOVG MUIKOVG KAAOOVG, Elval 1
TEPLGGOTEPO PEAETNUEVT] KO 1] LOVODIKT) TTOV HEYPL OTLYUNG EXEL EPUPUOYT] OTNV KAVIKT

Tpaén.

2.3. latpwkny axpipeiog

Ola ta Topamave cuvnyopohv TPog pio ko KatevBuvon: HEG® TS TPOOIOL TOL
EMITLYYAVETOL LLE ERPAVDG YOPYOLS pLOULOVS, 1 PpovTidn vYeiag YiveTal oAoEvVa Kol Lo
eeldkevpévn ko e€atopkevpuévn. H odoéva kot cuyvdtepn yp1nom Tov vedTEPOL OPOL

«Jlatpikn Axpieiogy dikaoAoyel TO TOPATAVEO COUTEPACLLA.

O opog «latpun Axpieiocy €xel avénoet agOnTd 1 INUOTIKOTNTA TOL TNV TEAELTAIN
dekaetio ko £xel avaderyel oc 1 latpikn Tov pEALOVTOC, KOOMOS TPOGPEPEL KOADTEPN
KaTavonon, TpoANyn Kot Oepomeia dSopopmv avipomveov voocwv. H 1éa katd v
omoia 1 1TPOPAPLAKELTIKN TEPIBaiym elval aTtopkd Tpocaproouévn pe Baon ta
yovidta, tov Tpdmo {mng Kot To TEPPAAAOV KATO10V, OV eivan VEa: o1 acBevelg mov
yPNCoVV HETAYYIONG GLVOLALOVTOL LE TOVG 0OTEC Phoel OLAdOS alaTOC Yo
neptocotepo amod Evav aiwva. (Hodson, 2016). Qo1060, 11 TPOOSOC GTN YEVETIKN KO 1
av&avopevn S1o0ecULOTNTA WOTPIKOV OEOOUEVMOV dNUIOVPYEL EVKOPIES Yoo TNV avamTLEN

0V TopEn Yyelac.

Méoa oty TpdN deKaETIO OO TNV AAANAOVYLIOT TOV aVOPOTIVOL YOVIOIDLATOG
TOAAEG Ao TIC duvaTdTTEG TTOL i)YoV avomTLyBel o Bepntikd eninedo €KV o€
EPAPLLOYT. ZVVEXDS OVOKOADTTOVTOV YoVidla vtevluva yio achéveles, v elyov Nom
avapepOel mapadetypato Ayme anopdcemv Pacel Tov yeveTikoh TpoPil Tov atdHov
(Bainbridge, 2011). H avéntuén g texvoloyiag aAAnAovyiong emOUeEVNS YEVIOS Kot 1)
OTOTOUY] TTAOCT] GTNV TN HLEGO GTNV TPONYOVUEVT] OEKAETIO O1EVKOAVVE KATA TTOAD TN
YPNON YOVIOLOK®V OEOOUEVAOV TOCO GE OTOMKO EMIMEDO OGO KOl LEGO GE GUGTILLATOL

vyetog. Méypt otrypng £xovv avaeepbel mepimov 5500 povoyovidtakés dtotapayEs Le
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yvoot) poplokn Baon (https://www.omim.org/statistics/geneMap), evd £yovv
avamtuydel ko etvan dtbéopa mive omd 60000 dayvootikd teoT
(https://www.ncbi.nlm.nih.gov/gtr/). ITapdAinia, £EKavoy TV ELPAVIOT] TOVS Ol TPADTES
WOIOTIKES eTOpieg TOL TaPE ALY YEVETIKA TEGT dpeca oTov Kotavolmtn (direct-to-
consumer genetic testing) yio tnv €pyactnplokny oviAvor Seiylatog GOAOL e GKOTO
TNV €DPECT] TNG KOTAYMYNG TOV 1 TNG TPodtdbecnc tov yia tuyov acbéveleg (Goetz,
2007). O 6pog «latpkn Akpieiagy €ywve yvmoTdc 6TO KOO HECH TNG OVAKOTVMONG

eVOC QUEPIKAVIKOV PIAOS0E0VL TTPOYPAUUATOG.

H IMpwtoPoviia ya v latpikn AxpiBeiog (Precision Medicine Initiative) tav pio
a&oAoyn mpoomdbelo MOTE Vo YIvVEL TPpOyLOTIKOTNTA 1] AKPPNS, e€aTtopukeLéEV
nepiBaiymn Tov achevov. Avakowvmdnke to 2015 and tov témg [Ipodedpo g Apepikng
Mnapdak Oundpa pe amrocToAn vo OEPEL 6TO TPOoKNVIO pia vEa emoyn| Yo TV latpikn
HEC® TNG EPELVAG, TNG TEXVOAOYIOG KOl TWV TOAMTIKAOV VYEIOG EMTPETOVTOS TN
OLVEPYUGIO EPEVVNTAV, ETAYYEALATIOV VYEING Kol acBevadv yio TV avamtuén
eCaropkevpévng mepiBaiync. H mpwtofoviia avtr| arnattel pio cuvtoviopévn eBvikn
wpoondeia 1 omoia 6TOYXEVEL TNV AEOTOINGT TG TPOOSOL TNG YOVIOI®UOTIKNG Ko
TV HeBddmV droyeipiong Kot avaAvong LEYAA®Y 0E00UEV®V, GTY) GLUVEPYAGIO 1O1WTIKOV
Kol ONUOGI0V TOUEN, OTN OEGUELOT| OedOUEVMY amd o eBeAovTikn BVIKN opada evog
EKOTOLULPIOV TOAMTAOV Kol GTNV EVIGYVOT TNG TPOCTAGING TNG WOMTIKOTNTOG.

(obamawhitehouse.archives.gov).

v EALGSa 0 6pog £yve yvoTdg 6T0 0PV KOO KLPimg e T cvoTaon tov Efvikon
Awtoov latpikng Akpipeioc, to omoio 1WpvOnke to 2018 pe Tpwtopfoviia tov Touéa
"Epevvag ko Kawvotopiog tov Ymovpyeiov [odeiog, Epevvag ko @pnokevudtov o
otevi) cvvepyacia pe To Yrovpyeio Yyeiag. Koprog 6toyog tov Atktvov givain
TPOCPOPA GLYYPOVAOV LINPECIOV Y YElOG VYNANG TOOTNTOS GTOVG TOALTES, LEGM TOV
Anpociov Xvotiuatog Yyeiog, avafoduilovrag m didyvaon, Ty tpdPreyn g
ékPoaong Kot T oToXELUEVT BEPATEVTIKY] AVIYLETMMICT GE TPMTN PACT] TOV 0CHEVOV e

Kapkivo (government.gov.gr).

Ywo0etovtag Tov opiopd mov 860nke and to EBvikd Zvppoviio Epevvag tov
Hvopévov IoAteuwv (National Research Council) n latpikr) Axpipeiog avapépetan
GTNV TPOCUPLOYN TNG LOTPIKNG Bepameiog oTa EMPUEPOVS YOPOKTNPIOTIKA KAOE
acBevovg. Avtd de onpaivel T dnpovpyio EOPUAK®V 1 WTPIKOV GUCKELAOV TOL Elval

LOVOdIKES Yo kdBe acBevn, aALd TNV KOVOTNTO TAEVOUNONG TOV OTOU®V GE
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VTOTANBVGOVG TTOV SLOPEPOVY GTNV EVALGHN GO TOVE GE L0 GLYKEKPLLEVT VOGO, GTN
Broroyia 1/kar otV TPpdyvmon Tov acheveldv mov umopel va avamtoEouy 1 6TV
AOKPLIOT TOVS G Ui GVYKEKPUEVT Bepameio. Ot TpoAnTTiKéG 1 OepamevTiég
TOPEUPACELG UTOPOVV GTI) GLVEXELD VO, ETIKEVIP®OOVV G gkelvoug mTov dvimg Ha
EMOPEAN00VV, EE0IKOVOUDVTOS ££000 KO LEUDVOVTOG TIG TOPEVEPYELIEG GE ATOUA TOV OE
Oa eppdviCav kavéva emBounto anotédespa (National Research Council, 2011). Mg
Ao Aoy, 1 dvvaun g latpiknig Axkpifetag ykettal otny KavoOTNTA TG VO
KkaBodnyel 11 amopacelg mepl VYEWOVOKNG TEPIBAAYNG TPOG TNV ATOTEAECGUATIKOTEPN
Oepancio yia évav cvykekpluévo achevi) Kot £161 va BEATIOVEL TNV TOOTNTO TNG
QPOVTIONG, LEWVOVTAG TAPAAANAQ TV AVAYKN Y10 L) OVOYKOIES 10y VOOTIKEG

eEetdoelg kot Oepameieg.

Xuyva yuo v latpun AxpiPeiag (Precision Medicine) ypnoylomnoleitot EVOALAKTIKE O
opo¢ [Ipoocwmorompuévn N EEatopukevpévn latpikn (Personalized Medicine). O 6pog
avTog glvan ToAdtePog, kKabmg dpyloe va ypnolomoteital Tpv 600 Tepimov dekaetTieg
Y va Tovicel v e€atopkevpévn popen mov Ba Emaipve 1 wtpikn tepiBoaiym otav Ta
dedopéva mov Ba tpokvmTay and to [pdypappa AvBpaomivov INovidiopoatog o
ypNopomolovvtay tpog 0perds e (Wortman, 2001). Qotd660, 0 0pog avTdg dev ivan
TAEOV EVPEMC YPTOUOTOIOVUEVOC, Ol TOGO AOYM TNG TPOYEVESTEPNG ELPAVIOT|C TOV,
AL KUPlOG AOY® NG avnoLvyiag UATMG 1| Evvola TopepUNVELDEL DGTE Vo VTTOONADVEL
0T1 01 Bepameieg Kot 01 TPOANTTIKEG OPASTNPLOTNTES OVOTTOGGOVTOL OLTOUIKA KOl LLE

povaodtkéd tpomo (National Research Council, 2011).

H 6’0o ka1 omaviotepn ypnon tov 6pov «E&atopkevpuévn latpikn» €yve otadiokd,
KaBmOG eavNKe OTL dev OVTIKOTONTPILE EMAPKDG TIG VEEC OOGTACELS TOV GUVEYMDG
énaupve 1 latpikn. Me 6edopévo avto, 6To TELOC TNG TPOTYOVUEVIC OEKOETIOG, EKAVE
NV ELEAVIGT TOL €vag VEOS 0pog, M latpun Tov 4P (4P Medicine) mov mpoceyyilet
TEPLOGOTEPO TNV TPOANYN Ko LEYIGTOTOLEL TNV gueéia Yo KABe dtopo avti va otoyedet
pévo ot Bepameio. O dpog mpoépyetor amd o apy K TV AEEemV TpoPAentiKy,
TpoTTIKY|, eEatopukevévn ko cuppeToyikn (predictive, preventive, personalized,
participatory) Kot meptypaeet Tmg o potale o Wavikdg porog g latpung petd myv
aAAniovyon tov avOpodmvov yovidiopatog (Hood & Friend, 2011). Avti va mepyiévet
Kavelg TNV pedvion oG vOGou MGTE va Tpoywpfoetl otn Bepaneia, pe oot v
npocéyyon Ba uropovce 1 vocsog va tpoPreqdet Bdcet yovididpatog kot v TpoAneet
N epedvion me. H mepiBaiym Bo ntav eEatopukevpév, avaroya e TO YEVETIKO TPOQPIA
10V ac0evn Kot oL 1e BAcn 10 PEGO Gpo TOL TANBVGLLOD, KOl GUUUETOYIKTY, KOOMG
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acBeveig, yorpol kat ot vwdAouTor Tapoyot vyeiog B cuvepydlovToy TPOG Lo KON

Katevbvvon).

AoV o1 6pot amocapnviotTnkay, Onwg avaeépbnie, to 2011, Aiya xpovia apydtepa ta
EBvika Ivetitouta Yyeiog, mapdiinia pe v avakoivoon g [pwtofovAiag yio tnv
Latpucn Axpifeiog, copmeprélafav otov opiopd toug yo v latpikr Axpipeiag, tépav
NG AVOPOPAG OTIG YEVETIKEG TOKIAOHOPPiES, TO TEPPAALOV Kol TOV TPOTO (NG TOV
ATOUOV. ZVYKEKPILEVA, OPIGTNKE MG L0 AVAOLOUEVT TPOCEYYIoN Yia T Oepameio kot
™V TPOANYN TOV acOEVEI®V TOL AAUPAVEL LTTOYN TNV ATOLUKT TOKIAOHOPPio TV
yovidimv, Tov mepaAlovTog Kot Tov TpoTov (mng Yia kb dtopo (Genetics Home
Reference). H dwadikacio avtr| mopéyet Ty kotdAAnAn Oepaneio TV KatdAAnin

oy, kdBe eopd 610 CGTO ATOLO.

To mapandve aroteAdel Tnv ovcslaotikn olapopd g latpikng AkpiBeiag oe oyéon pe ™
ovpPatiKy Kot avTd EVKOAN LITOPEL KAVEIG VO TO GUUTEPAVEL Ao Ko otd To AN 00G
TOV GUUUETEYOVTOV. Me GALa AdY10, acBeVEIS, 10TpIKd, TapaioTPIKd KOl EPEVVITIKO
TPOGOTIKO cLVEPYALOVTAL LETOED TOVG Y10l TO KOADTEPO dLVATO AmOTEAEGHO. Ot
acBeveic, mov Ppickoviol 6TO EMIKEVIPO AWTNG TNG GLVEPYAGING, CLVALVOVV MGTE TO.
OTOTEAEGLATA TOVG VO YPTCILOTONBOVV Y10 EPELVNTIKOVG GKOTOVS, TEPAY TNG OKNG
ToV¢ Ppovtidag. Ot epevvnTég GLVOLALOLV TO OEGOUEVH TTOL TPOEPYOVTAL OO TO
QovVOTLTO, TO TEPIPAALOV, TO ATOUIKO KOl OIKOYEVELOKO 10TOPIKO TOV acfevolg yia TV
TapaymYN VEOV eupnuiteov. Tig yvdGELS TOV TPOKVTTOLV YPTCILOTO0VV GTNV TPAEN Ol
KAMvikoti wtpot, fonbodevotl amd 10 TapaioTpikd TPOSOTIKO TOV TOVE TANGLDVEL

(Ginsburg & Phillips, 2017).

Av B€hovpe va 31EVPVVOLLLE TO TEPIPAALOV KOl TOVG GUUUETEYOVTES TMV TPOYPOUUUATOV
avtob Tov €idovg ¢ latpikng opeihovpe va cuUTEPIMAPOVLLE TIG TOAMTIKEG VYELNG Kot
N LPNUATOOATNGN TTOV TPOEPYOVTAL OO TIS KLPEPVNOELS, T SLUPBOAN 6TV avAaTTLEN
KOL TNV EUTOPEVUATOTOIMNON 0d TIG Propmyavies, TV EKTOIOELON TOV VEOTEPOV
EMOYYEALLATIOV OO TIG EMAYYEALOTIKEG EVAGELG KOOMDS Kol TIG OIKOVOUKES

a&LOAOYNOELS KO VITOYPEDGELG TV acPaMoTiK®V opémv (Ginsburg & Phillips, 2017).

210 onueio owTd 0PeiloVE VAL AVOPEPOVULE OTL 1) LETAPOOT TTPOG TNV EPUPLOYT TNG
latpucng AxpiBeiag, n omola mephapPdvet pia oelpd prlikodv aAlaydv, dev gival oVte
€0KoAN, oVte Ypryopn. Ot mpwtofoviieg mov Aapfdvovtal 0ev pmopodv va gEPovV
aALayéG av dgv VILAPYEL KABOAIKN LTOGTNPIEN LE GTOYO TNV EPAPLLOYY| TOVG OO TOVG

KAVIKOUG 10TpOVG KOl UGIKA TNV amodoyn amd Toug ToAiteg-acheveic.
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Ocov apopd v Tpmtofoviic TOV avakowmOnke mtpv Alya ypdvia 6TV AUEPIKT, Y10
Vo EMTOYEL KOl VO, 0&LOTOMGEL TANP®G TIG OLVATOTNTEG TOL TO TPOYPOLLLLOL OVTO
npobmobétel €61 Bactkovg mapdyovtes, Onmc Toug avagépet o Divaris (2017), ot omoiot
BéPara Exovv avapepbel ot PiPAoypagio, IGMOG TO S10CKOPTIGUEVA, KOL TOAOTEPA.
1. Eivor amopaitntn n dnuovpyia piog véag Ta&vopumons tawv avipaniveov vocsmv
wote va yivovtat akpiPeic S1ayvaoels, 101¢ 060V apopd TOLG VITOTVLITOVS TOV

ocfevelmv.

2. H axpng ppovtida amortel TNV avakdAvy, TNV EMKOPOCT KOL TNV EPAPLOYN
Blodektdv, dNAaon Poroyikdv popiwv amd to omoio dlakpiveTol aSIOTIOTO Kot

£€yKvupa 1 PLGIOA0YIKT Kot TABOAOYIKY| KOTAGTOOT).

3. Eivor amapaitnt n ©pdodoc oe te)voA0y1KoDS TOUELS Yo TNV Tapoymyn,
amof1KeLOT|, AVAALGT KOl KOVOTIOINGT TV 0E00UEVMY TOV TPOKVITTOVV TO OTTOLN
&xovv kat Babog (moAhamAd emineda mAnpopopiag Yo KAOe ATopo) Kot TAATOG

(amoteAéopato ekatoppvpiov avlpdTwy).

4. H ovpPoin T@V CUUTEPLPOPIKDV KOl KOWVOVIKOV ETGTNUOV KPIVETOL avoryKaiol
MOoTE Vo, EEETACTOVV TEPAUTEP® O1 KOIVWVIKOT TOPAYOVTEC TOL GLCYETICOVTOL LE TNV

vyela 10IKA 6TO TAOUG10 TNG WTPIKNG aKpPeiag.

5. O méumtog PacikoOg TLAGVOS ApOpd TNV TPOETOAGIN KOl dL0PKY EKTOIOEVOT) TOV
EMOYYEALLOTIOV VYEIOG OYETIKA UE TIG VEEG YOVIOIWUOTIKES KO TEYVOAOYIKEG
TANpoPopies e Tig omoieg Oa EpBovv avtiuéTmmot, aAAd Kot TV avOpOTIGTIKN

TAELPA TNG PPOVTIONG VYELNG.

6. Télog, yuo va emthyel avTO TO LOVTELD LYEIOVOUIKNG TEPIBalymc ot KuBepvnTiKotl,
KOO ULOTKOT Kot EmaryyeALOTIKOT pOpelg Tpémetl va avardfouv TpmtofovAies dote
VO TPOETOUAGOVV KOl VO EKTALOEVGOVV TO KOO Y10 QVTN TN VEX ETOYN TAPOYNS

VINPEGLDOV vYEiOC.

Avopeispnmra o topéag g Teyvoroyiog kar tng [TAnpopopikng mailet wiaitepa
ONUOVTIKO POAO OTIC TPOKANGELS OV dtopkmg eppavifovratl. H INovidiwpatikn mapdyet
TEPAGTIO OYKO KOt TOIKIALQ TOAVTAOK®V d€J0UEVMV, T OOl amattovv amobrkevon,
YPNYOPN ovaAVOT| Kol TOAAES POpEG omTikomoinot. Eivar emopévog amapaitnt n
onpovpyia 16xvPov AOYIGHIKOD Kot GAA®V EPYALEIDV TOV IKAVOTOLOLV QVTEG TIG
avdykeg. Q61060, EMAEYOVILE VO KAVOVLE EKTEVEGTEPT] AVOPOPE GTOVG TEAELTAIOVG
TOPAYOVTES, OGS AVOPEPOVTOL TALPOUTAVE®, TOV OEV TPEMEL VO AVTUTAPEPYOVTAL.
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H peyaAdtepn mpdxAnom evog vEou yyelpuatog etvat, OTwg avaeépinke, n amodoyn
TOV OO TOVG EMOYYEAUATIEG TOVG OTOIOVG APOPE KOl PLGIKEA TO VPV KOWO. AVt dev
umopet va emitevydel av dev vapyel N KATGAANAN evnuépwon Kot ekmaidevon. H
a£10ToINGoT TOV TAEOVEKTNUAT®V OV TPOKVTTOVV OMALTEL TOAITES TOVL £XOVV TNV
KAVOTNTO VO KATOVOOUV TIC GUVETELES TTOL OVTA £XOVV GTNV VYEIOVOUIKT] TOVG
nepiBaiym Kot va aloAoyohv TIG GYETIKES TOAMTIKES LYeiog mov Aapfavovtat.
EvaioOntomoinon kot evnuépmon pmopet va yivel epiktn gite péoa amd
Agvtepofdda Exnaidevon gite amd exmadevtikd mpoypdppata wov vrootnpilovrol
amd TG EKAoTOTE KLPEpVNoEIS. Ao TV GAAN, KpiveTon amapaitntn 1 eknaidevon twv
enayyeApotiov vyeiog kabmg amorteiton epapproyn véwv pebddmv, cuvepyacio Kot

SLEMOTNUOVIKOTNTO KOl PUGIKE TV EMGTNUOVOV ETOUEVNG YEVIOC.

2.4. EOvikéc mpoTofoviies

H npoondBeia evoopdtmong yovidrakav dedouévav ot epovtida vyeiag elval
waykoouo. Tnv tedevtaio dekoeTion ETeVOLONKAY VTEPOYKA YPNUATIKE TOGH OTd
dekdoeg ympeg o€ TpToPovAieg Tov apopovv ) Novidwwpatikn latpikn, 6T®G v
nov avoeépOnke otig H.IL.A. Ot frotpdmeleg dpyloay vo avamtdcoovTol Le paydaiovg
pLOLOVC Y1 TO 6KOTO aVTO. O1 Protpdmeles amotelohV Ta KEVTPO PLOAOYIKOV TOP®V,
HE OKOTO TN GLAAOYT, TV emeéepyacia, TV amodnkevon Kat T dtvour PloAoyikdv
SEYUATOV, SLOTPDOVTOG TAVTOYPOVO KO TO KAVIKG OEGOUEVE TTOV GLVOSIEVOVY TOL EV
Aoy detypata (Amoctolomovrog et al., 2018). Ta amoteAéopoTa TG YOVIOOKNG
AVIAVONC TTOL TPOKVTTTOVV Ot Ta. Oty pLaTo. cLVIO®G GLVOEOVTOL LE TOL KAVIKA
YOPOKTNPLOTIKAE TOL KAOE ATOLOL TO OO0 TPOEPYOVTOL OO TOVE TPOGMOTIKOVS TOVG
NAEKTPOVIKOVG pakéAOLS vyeiag. Xtov ITivaka 2, mov mpoépyeton amd toug Stark et al.
(2019), mapovoialovtat ot 14 ydpeG 01 0mOIEG £XOVV AVETTLYUEVT dPACT) GTOV TOUEN,
¢ Novidtopotikng kKot £xovv Eekvnoet T dnuovpyia Protpaneldv. Xe opiopéveg
YDOPEG M EPELVA EGTIAGTNKE GTNV CAANAOVYLIGT TOL YOVISIDUOTOS ATOU®Y LE KOPKIVO
Kot omdvieg vosoug (1. Hvopuévo Baciieo), dhieg Exovv enevodoel 6e TpoypapLLaTo
aAAnAovyong Tov YeVIKoD TANBVGHOV, KaBMG KOl GTOV TPOTO EVNUEPMOOTG Kot
ene&nynong tov arotedeopdtmv otovg ovppetéyovtes (Return of Results, RoR) (m.y.
HITA kot EcBovia), evd opiopéveg GAheg otnv avamtuén g opydveoong, 6mwg )

onpovpyio KooV TpotiTmV Kot cvotnudtov (m.y. OAlovdia) (Stark et al., 2019).
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IMivaxkag 2: Zovoyn tov gv evepyeio eBviKOV Tp@TofovAidv yio T IovidtopoTikn
latpucy (Stark et al., 2019)

Xopa
TnBvcpog

2botnue vysiog

IpoTopoviria
TEPLODOG &V EVEPYETLD,

Topéag gotioong

Avotpairio
25.000.000

Anuooto: wkto (kKpotog
Kl OUOOTOVOLO,)

Australian Genomics
2014 - 2021

Yrodoun

KAwvikég opdideg (omdvieg
ac0éveleg, Kopkivog Kot AOUMOELS
vocou)

Bpalinia Brazilian Initiative on Yrodoun
207.000.000 Precision Medicine [MnBvopioxn Kot KAMVIKES
Anuéeio 2015 - 2024 OTATIOTIKEG OUAOEC (OTAVIEG KO
KowEG 0o0éveleq)
Aavia Genome Denmark Yrodoun
Nnocot Oepdeg 2012 - [TAnbvouiaxn otatioTikn opudda,
5.700.000 Tpoypope Tafoyovav
Anuoaio FarGen Project Ynodopn
2011 - 2017 [TAnbvouiaxn otatioTikn opdda
EcOovia Estonian Genome Project Yrodoun
1.400.000 2000 — g¢ efédidn IMAnBvo ok GTOTIGTIKT OHAdM
Anuooto
dwlavdia National Genome Strategy  Ymodoun
5.490.000 2015 - 2020
Anuooto
Tollia France Genomic Medicine  Ymodoun
67.000.000 Plan 2025 KAvikég oTaTIoTIkEG Ouddeg
Anuéoio 2016 - 2025 (omavieg acbévetlec, kapkivog Kot
)
lanovia Japan Genomic Medicine Yrodoun
123.000.000 Program [IAnBvopaxy kot kKAvikég
Anuéoio 2015 - OTOTIOTIKEG OUAOES
DopUOKEVTIKE SVPN LT
O)\havoia RADICON-NL Yravieg achéveleg
17.000.000 2016 - 2025
Anpooto Health — Research Yrodopn
Infrastructure
2015 -
Katap Qatar Genome Yrodoun
2.570.000 2015 - ITAn0Bvopioky 6TOTIGTIKY OpAd
Anuoaio
Yaovdki Apopio Saudi Human Genome Ymodoun
32.280.000 Program [TAnbvopaxn Kot KAvikég
Anudoro 2013 - GTOTIOTIKEG OPLASES (CTAVIES KoL
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Hivaxkag 2 (cvvégera)

Xopa
TnBvcpog
2botnua vysiog

poTopoviria
TEPI0O0G €V eVEPYELD,

Topéag gotioong

EAferia Swiss Personalized Health  Ymodoun

8.000.000 Network

Anuooto: wkto 2017 - 2020

(ouoamovoio kol

Kavrovia,)

Tovpkia Turkish Genome Project Yrodoun

79.000.000 2017 - 2023 [MnBvopioxn Kot KAMVIKES
Anuéeio GTATIOTIKEG OUAdEC (OTTAVIEG

ac0éveleg, Kapkivog, VEDPOAOYIKES
ac0éveleq)

Hvopévo Baciiero

Genomics England

Ymodoun

65.640.000 2013 - 2021 ITAn6vopioxm kot KAvikég
Anuéoto GTATIOTIKEG OLAOES (oTdvieg
acBéveleg, KopKivog, LOACHATIKEG
aoBéveleg)
Scottish Genomes Yrodoun
Partnership ITAnOvouiakn Kot KAVIKEG
2015 - OTATIOTIKEC OUAdEC (OTTAVIEG
acBéveleg, KapKivog)
Welsh Genomics for Yrodoun
Precision Medicine ITAnOvouaKn Kot KAVIKEG
Strategy OTATIOTIKEC OUAdEC (OTTAVIEG
2017 - acOéveleg, Kapkivog)
Northern Ireland Genomic  Ymodoun
Medicine Centre ITAnOvouiakn Kot KAVIKEG
2017 - OTATIOTIKEC OUAdEC (OTTaVIEG
acBéveleg, KopKivog)
H.ILA. National Human Genome Ymodoun
321.000.000 Research Institute KAvikég otatiotikég opddeg

Mixto 10100TIKO KO
onuoaio

(NHGRI)
2007 -

Precision Medicine
Initiative (All of Us)
2016 - 2025

[TAn6vopioxn otaTioTiKn opddo
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3. T'ovidwokda Agdoopéva kor HOY

H avértuén e latpunc AxpiBeiog stvol dppnita cuvOEdEPEVN LE TV TEXVOLOYIKTY
avdmtuén. H odvdeon tO66mV emayye AotV S1apopeTikov vaofadpov de Ba tav
EPIKTN YOPIG TN GLUPOAN IGYVPDOV TANPOPOPLOKDOV GUCTNUATMV KOl TH XPTOT TOVG
TPO¢ pia cupeépovcsa katevhuvon TG0 Yo T EPOVTION VYEING OGO KOl Y10 TNV £PEVVOL.
Agv glval puoIKd TVY010 OTL TOV TOAMTIK®V VYEIOG TOV GLVOEOVTAL LE TNV OVATTVEN TNG
latpung Tponyovvratl avafaduicels Tmv TANPOPOPLIK®OY GUGTNUATOV VYELNS.
Xopaxtnplotikd mopdoetypa avtov anotelel n apepkdvikn tpotofoviia All of us,
OV OVOPEPETOL GTT GLUUETOYIKT] O dIKAGIo E0EAOVIAOV TOAMTOV OGTE Vo
ypnoponomBovv ta dedopéva Toug yio epevvnTikovs okomovg (allofus.nih.gov). TToAld
amd T 0ed0pEVA VTA TPONABAY ad TOVG ATOUIKOVS NAEKTPOVIKOVS PUKEAOVG VYELOG
TV 0moimVv M ypnomn elxe Mo awéndel, apod mpoPrendtay mowvn Yo 6G0 VOGoKopEia
dev ymoelomolovcav Toug pakéAovs. Méypt to 2017 1o 96% twv vosokopueiov tov HITA
elyav motomompévo cvotua HOY (Office of the National Coordinator for Health
Information Technology, 2018). Eto1, 0 NAeKTpovIKOG pAKELOG VYELNC Apyloe Vol

amoteAel oNUAVTIKO epYaLEi0 TNV KMVIKT OPOVTIOO.

Ao T1IC TPOTOPOVAIEG TOV KATAYPAPNKOV TPONYOVUEVOGS, VITAPYOLYV OPIGHEVES OL
omoieg, OTMG AVUPEPONKE, APIEPMVOLV £V, KOUUATL TNG YPNHATOSOTNONG GTOV TPOTO
EVIUEPMOTG TOV GUUUETEYOVIMV CYETIKA LLE TO. ATOTEAEGLLOTO TTOV TPOKVTTOLYV OO TIG
yovidrakég avarvoelc. H dadikacio avty mepiiappdvel toco ) nébodo pe tnv omoia o
enayyelpatioc vyeiag Oa £pel o emapn Kot Oa ATOKOADYEL GTO GUUUETEXOVTA TO,
evpnuata (Yeyovog 6to omoio o€ Bo eGTIACOVE TNV TAPOLSA EPYACi), OGO KOl TN
onuoavtikny cvuPoAn tov HOY oe avtryv, kabmg amotedel To péco amobnkevong twv
dedOUEVMV, Y10 OVTO Kot 1 OvATTTUEN TOL Kpidnke avoaykaio. XapaKTnploTiko

napadetypa tétotmv yopmv aroterovv ot HITA, n EcBovia, n Aavia, n lonovio Kot To

Kotap (Stark et al., 2019).

To ovompa vyeiog otig HITA Bacileton og peydio Babud otov duwtikd topéa. [loAld
oo To WIWTIKG cvoTuata vyeiag 1 voookopeio Eekivnoav aveEdptnra tnv mopeio
npog v avamtuén g latpukng Axpieiag pe ) dnuovpyia Protpoaneldv,
GLGYETION TOV ATOTELECUAT®V TOVG He TANpoeopieg and tovg HDY kot v
EVOOUATMOON OPIGUEVOV dEGOUEVOV GTOVS PakEAOVE. Ot d1d1KaGies VTEG APOPOVY TO
GUVOAO TOL YEVIKOD TANBVGLOV, 0AAL GE TPMTO EMiMEdO GTOXEVOLV KLPIG GE £10M
KOPKIVOV, TOPEVEPYEIEG GE PAPUOKEVTIKES OLyMYES Kol KANPOVOLIKES Kot YPOVIES
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nabncelc. v mapovoa epyacio mapovsidlovpe tapadetypota ond tig HITA, xabng

exel vdpyel avEnuévn avantuén otov Topén anTo.

3.1. Xpnpatodotodpeva Tpoypappata,

[ToArol popeic oV Exovv avamTHEEL TPOYPAULOTO YOVISIOKNG OVAAVGTG OVIKOLY GE
KGO0 Ao o dikTva TOV EYOLV avaTLYOEL Yo T XPNUATOSOTNON TOV EPEVLVMV TOVG.
H ypnpoatoddton yivetar amd 1o EBvikd Ivatitovto ‘Epguvag tov AvBpomvov
TINoviduopartog (National Human Genome Research Institute, NHGRI) otig HITA kot
EXEL MG GTOYO TNV EVOOUATOGCT] YOVISIOUATIKAOV OEOOUEVOV GTNV KAWVIKT GPOVTIO.
[Mapaxdtw mapovoidlovrar tpia onpoeii diktva, eMERGE, CSER kot IGNITE,
kaBéva amd to omoia TEPIAAUPAVEL OPIGUEVA VGTITOVTO 1] OLOKANPOUEVO GLGTILOTOL
vyeiog mov axolovbovv tov otdyo Tov NHGRI cuykekpyéva pécsm g xprong tov

NAEKTPOVIKOV QOUKEAW®V VYELNG.
3.1.1.eMERGE

To 2007 to NHGRI onpiovpyet to diktvo eMERGE (Electronic Medical Records and
Genomics), pio Kovompa&io AUEPIKAVIKMV 10PVUATOV LUTPIKNG EPELVIG TTOV EXEL
avoAapel TNV avarTLEN HEBOS®V KOl KOADVY TPOKTIKOV Yol TNV a&lomoinon tov
nAektpovikoy aTpikov eakélov (Electronic Medical Record), mapdAinia pe to
dedopéva and tpanelec DNA, o¢ epyaieio yio T yovidiwpatikn épevva (Gottesman et
al., 2013). To dixtvo eMERGE amoteleiton omd 13 yeoypagikd daxpitd 10pOpota
(ITivaxkag 3) cvuneprrapfovouévmv 600 kévipov AAANAovyong kKot 'ovotummong
(central sequencing and genomic centers , CSG) ka1 éva k€VIPO GLVTOVIGUOD
(Coordinating Center, CC). Kabéva and ta dekatpio KEVTpa £yl T0 d1kO TOL TANBLGUO
acBevov Kot dtatnpel T kN Tov Proroyikn amobnKn 6mov ta detypota DNA
GLVOEOVTUL LLE PALVOTLTIIKA OEDOUEVO TTOV TTEPEXOVTOL GTOVG NAEKTPOVIKOVG POKEAOVG

(emerge-network.org).

H évapén tov avaxowvadnke to ZentéuPpio tov 2007 kot to Zentépppro tov 2015
glonABe otV tpitn edomn. Kopro yapaktmpiotikd g edong I (ZentéuPprog 2007 —
TovAog 2011) givon n xpNom TOV NAEKTPOVIKOV QOKEAMV G TNYY| TANPOQOPIOG Yol TIG
ueléteg Genome-wide association (GWAS) ckomog tov omoimv givor n chvdeon
YOVIOIOLOTIKOV TOAVHLOPPIGUAOV Kot povoTimtev. Katd t edon II (Avyovotog 2011 —

IovAog 2015) 10 KVOpLO eVvdPEPOV eoTIALETOL TNV AVl TNOT TOV KOADTEPWOV TPOT®V

34



IMivaxag 3: Opyoviopol kot GVGTAHOTA VYEING TOL ATOTEAOVV UEAT TOV SIKTHOL
eMERGE

®aom | (Gottesman et al., 2013)

Group Health & University of Washington
Northwestern University

Marshfield Clinic & Essentia Institute of Rural Health
Mayo clinic

Vanderbilt University

®don I (eMERGE | xou emimAéov:) (Gottesman et al., 2013)

Cincinnati Children’s Hospital Medical Center & Boston Children’s Hospital
Children’s Hospital of Philadelphia

Geisinger Health System

Mount Sinai School of Medicine

®gon 111 (www.genome.gov)

Cincinnati Children’s Hospital Medical Center & Boston Children’s Hospital
Children’s Hospital of Philadelphia

Columbia University

Geisinger Health System

Keiser Permanente Washington & University of Washington

Mayo clinic

Meharry Medical College

Northwestern University

Vanderbilt University (Coordinating Center)

Baylor College of Medicine (Centralized Sequencing and Genotyping)
Partners Healthcare & Broad Institute (Centralized Sequencing and Genotyping)

(MOTE TO YEVETIKA OEOOUEVA TTOL HEAETHON KAV VO EVEOUAT®OODV GTOVG NAEKTPOVIKOVS

QOKELOVG Y10 xprioM otV KAWIKY mepifaiym kot kat’ enéktaon v npdsfacn ot

FNovidwwpatikn latpn. Ztn edon I (ZerntéuPprog 2015 — Mduog 2019), pécw dAwv

TOV TPONYOVLLEVOV GTOY®V, VTOGTNPIXONKE 1] d1A000T TOV OTOTEAECUATOV, TOV
SWAYUATOV KO TNG O TPOCPOTNG YOVISIOUATIKNG Yvdons (WWW.genome.gov). Xe
Ka0e pdon mpootiBevtan véotl otdyot kot Wpvpata. Ot opdoeg epyaciog AV TV

WPLUATOV Kot 01 GTOYOL TOVS OTMG VIAPYOLY GTNV TEAELTALN PACT Eivan (emerge-

network.org):

o Opdda epyaociog pawvotvmwv (Phenotyping Workgroup): emikevipdvetol 6t

onpovpyia, EMKHPOOT KoL EKTEAEGT] POVOTVTIKAOV 0AyopiBmv 6 OA0 To diKTVLO

Ko TEPQ, AO 0VTO
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e Oudoda epyociog Novidtwpoatikng (Genomics Workgroup): epydletan yio
ONUovpyict OHOIOUOPP®Y GUVOAMYV JEOOUEVMV Y10, OAC TAL ATOLO TV OTOIWV TO

yovidiopa £xet aAinAiovynOet e 6Ao 10 dikTVLO

e Opdda IMapddoong anoterecpdtwv/HOwmv, Nopkdv kot Kotvovikov
Emmtooeov (Return of Results (RoR)/Ethical, Legal, and Social Implications
Workgroup): epyaletar pécm g d10d01KaGiog EVIUEPMONG TOV GVUUETEXOVTOV
OYETIKA LE TOL KAVIKE TOVG amoTeAéopato Kabmg Kat dlepeuvavtos nfka Kot

vopukd {ntpato Tov GuVELOVTUL LE AVTO 6€ KAVIKO TepBAAAOV.

e Oudda evooudtwong dedouévov otov HOY (EHR Integration Workgroup):
GTOYEVEL GTNV AVATTVEN TPOTLTTM®V Kot LEBOOMV Y1 TNV EVOOUATOON TWV
YOVIOLOHOTIK®V dedopévav otov HOY kot ) Pedtiotonoinon g a&lomoinong

QLTOV TOV 0EO0UEVAV Y10, TOVG AoOEVEIC KOl TOLG Y1OTPOVC.

o Oudoda epyociog kKhvikov oyolacumv (Clinical Annotation Workgroup):
ovvepydleton pe ta Kévipa AAAniovyiong kot 'ovotdimnong (CSG) yia tov

TPOGO10pIopd TafoyOovmV/Un Tafoydvev YovidlaK®Y TOAVLOPPIGLOV.

o Oudda epyociog anoteleopdtov (Outcomes Workgroup): otoyevetl otn HeAén Tov
OIKOVOUIK®OV K01 1] OIKOVOUK®OV OTOTEAEGUATOV TG YOVIOIUMUATIKNG EPEVVOC TOV
EVOOUOTMOVOVTOL 0TV VYEIOVOUIKT TtepiBaiym eEetalovtag Ta apyeio TV

NAEKTPOVIKAOV PUKEAMV LETA TNV EVOOUATMOOT] TOV YEVETIKOV OTOTEAECUATOV.

e Oudda epyociog Dappakoyovidiwpotiknc (PGx Workgroup): cuvtovilel kot

TPOomOEL TN POPLOKOYEVETIKN £PEVVO KOl TNV LAOTOINOT €py®V 6 OO TO diKTLO.
3.1.2.CSER

H xowonpa&io CSER (Clinical Sequencing Evidence-Generating Research) ctoyevet
TNV OVATTLEN TPAKTIKMV Y10l TN YPNON OEGOUEVMV YOVISIOUATIKNG OAANAOVYi0G TNV
KAMvikn epiBoiyn (grants.nih.gov). Ot teprtdoelg ypnons Tov YEVETIKOD TPOPIA 6€
pepovopuévous acbevelg Exovv yivel Ao Kot o cuyvEéS, oA Yo va edpatmBel n xprion
TOVG Kot VoL Yivel vtoBeoT pouTivag ypeldletal meposOTEPT EPELVA KUl PLGIKE
BeAtidoelg g tpéyovsog katdotaons. To 2017 1o mpdypappa pnvke otn 0e0TEPN
eaon, ypnparodoteital and to NHGRI, 10 EOviko Ivetitovto Kapkivov (National
Cancer Institute, NCI) kot To EOviko Ivetitovto yia ti¢ Metovotnteg kot Avicotnteg
otv Yyeia (National Institute on Minority Health and Health Disparities, NIMHD) kot
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amoteleitot amd £EL pguvNTIKA KEVTPO, KoOEVO amd o omoio Exel avamTiEet To d1kd
TOV TPOHYPOLLN £XOVTAG TO O1KO TOL TANOLGUO ATOU®VY (VYEL®V Kol AcBevdV), Kat £val
kévtpo cvvtoviopov (ITivaxog 4). Xt edon avtn divetor Eppacn o€ un-Evpomaicode
TANOVGHOVG Kot 6€ TANOLGHOVS TOV PLUOVOVY TEPIGGOTEPES OVICOTNTES Kot Adpfdvovy

QTayoTEP 1TPpIKd amoteléopata (Amendola et al., 2018).

Mivakag 4: Epguvntikd KEVTPO KO TPOYPAULOTO TTOV OTOTEAOVY UEAT TOV STKTVOV
CSER

®aon I (Tarczy-Hornoch et al., 2013)

Baylor College of Medicine (BASIC)

Brigham and Women’s Hospital-Harvard Medical School (MedSeq)
Children’s Hospital of Philadelphia (PediSeq)

Dana-Farber Cancer Institute/Broad Institute (CanSeq)

University of North Carolina (NC GENES)

University of Washington (NEXT MEDICINE)

®aon 11 (Amendola et al., 2018)

Baylor College of Medicine (KidsCanSeq)

HudsonAlpha Institute for Biotechnology (SouthSeq)

Icahn School of Medicine at Mount Sinai (NYCKidSeq)

Kaiser Permanente Northwest (CHARM)

University of California, San Francisco (P3EGS)

University of North Carolina, Chapel Hill (NCGENES 2)
University of Washington, Seattle - CSER Coordinating Center

Am6 10 2017 o1 tpeig kvpilot otdyot tov givar: (1) o kaboproude, 1 dnpovpyio Ko M
OVOAVOT OTOLYEIWMV GYETIKA LLE TNV KAMVIKT YPNOUOTNTA TG YOVIOLOKNG OAANAOVYIoNG,
(2) n diepevynon TV aAANAETdpAceE®V HeTAED TV AcOEVOV, TOV UEADY TNG
OIKOYEVELNG, TMV EMAYYEALATIOV VYENG Kol TOV KMVIK®OV EpYacTnpimv Tov ennpedlovv
™ dwdikacio avtr, Kot (3) 0 TPOGIIOPIGUOG KL 1) OVIILETATICT] TV OVCIUCTIKMOV
EUTOSIWV GTNV EVOOUATMOOT] YOVIOIWUOTIKOV Kol KAVIKOV O£d0UEVOV GTO TAOIGLO EVOG
GULGTNLLOTOG VYEOVOUIKNG TepiBaiyng yia T dnuovpyia pag kowng Péong tekunpiov

Yo T AN KAMVIKOV 0TOQAGEDV.

Onwg kot 610 eMERGE, vtdpyovv 61dpopeg opddes epyasiog, ot onoieg yio tn @don 11
gtvar appddieg Yo ta €N (Amendola et al., 2018):

o Khwvun ypnowpdmra, Owovopkd g Yyetog ko IToAtucég Yyeiog (Clinical
Utility, Health Economics, and Policy, CUHEP): avanticoet 1o miaicio opiopon
NG KAMVIKNG YPNOYOTNTOG KO EPYETAL GE EXAPT| LE TIG OULAOEG CLUPEPOVTMOV KO

TOVG VIELOLVOLS YAPAENG TOMTIKYG.
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o Exmaidevon kot mopdadoon amoteleocudtov (Education and Return of Results,
Edu/ROR): exmaudedel 1660 Toug acbeveic 660 Kot TOVG ETayyEALOTIEG VYEING VIO

11§ LeBO60VG TaPAOOoNG AMOTEAEGUATWV.

o HOwéc, voukéc kot kowvovikés emmtmoelg kot totkthopopeio (ELSI and
Diversity): diepevvd nOkng eOoNG dEdOUEVH TTOL PUTOPOVV VA, TPOKANBOVV amd Tig

dtapopég petald twv TAnbucumv.

e Avdivon aAiniovyicemv kat dayveoTtiky oamddoon (Sequence Analysis and
Diagnostic Yield, SADY): cuykpivel ko evappovilet Tig 010popEg Tov
KaToypaeovTol amd To KAOE EPYACTNPIO GYETIKA LE TIG LETPNOELS KOL TNV adOO00T),

Kol Kowvorolel dedopéva Ko texViKES Pedtiwong peta&d Toug.

o Xvupetoyn acbevav, Kowvoviag kot evolapepdvtov (Patient, Community, and
Clinical Stakeholder Engagement): dwayepileton ko a&lohoyet Tig TpoKANGELS Ko

TIG EMITTAOGELS TOL TPOKLITTOVY OO T EVOLUPEPOUEVOL LEAN.

e Merpnoeig kan amoteréopata (Survey Measures and Outcomes, M&O):
EMIKEVIPMOVETOL OTIS YVMOELS, TIG OTACELS, TIG TEMOONGELS, TIC CUUTEPLUPOPES KoL TOL

YUYOAOYIKA OTOTEAECUOTO TV 0GHEVAOV KOl T®V OIKOYEVEIDV TOVG.

2NV TPAOTN PACT) TOL Ol EPEVVNTEG TOV TPOYPAUUATOS OVETTVEAY OULAdM EPYACTOG
OYETIKA LE TOV NAEKTPOVIKO QAKELD VYeing. O NAEKTPOVIKOS PAKEAOG VYELNG Etvor
amodedetypéva amapaitntog otny mepiBaiymn kot 1 opddo tov CSER onpiovpyndnke
Y T 01EpeLVNON (NTNUATOV GYETIKA [LE TV KOTOYPOPY| TTOPATIPCEMY Y10 TOVG
YOVIOLOLOTIKOVG TOAVLOPPIGLOVG TTOV TPOKVTTAV Otd TNV aAANA0DYIoN, LE TNV
EVOOUATMOCT TOV YOVIOIOUOTIK®OV OTOTEAEGUATOV KoL T SLVOTOTNTO VITOGTHPIENG

cvotpdtev KAvikov aropdcewv (Green et al., 2016).

O 1pdmog daxeiplong Kot 1 EVEOUATOGT TV YOVIOLK®V amoterecudtov otov HOY
éxel mapovctaotel yio ta €L apyucd Wpvpata tov CSER (Tarczy-Hornoch et al., 2013).
Ynrdpyet peyddn mouwidion avaplesa ota WPOUATO, OGOV 0POPE Y10, TOPAOELY L0l TV
EMAOYT TOV TOAVHOPPIGUAOV TOV OVOADOVTOL 1] TO TANPOPOPLOKA EPYOAELD TTOV
YPNOYLOTOLOVVTAL, GAAL GTO KOUUATL TNG EVOMUATOONG YOVIOLOK®MV dES0UEVOV GTOV
H®Y ot gprion tovg and cvotipata CDS, to amotélespia, dnmg avaiveton

TOPOKATO, vl KOwo. Apydtepa LINPEE KO GLVEPYOTIN TNG EPEVLVNTIKNG OULAONG LIE
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v opdoa epyaciog tov eMERGE 1660 yio TV mopovsioon VE®V GYETIKOV

TPOCEYYIGEDV OGO Kot Y10, TNV avAmTLEN KOA®V TpakTikadVv (Shirts et al., 2015).
3.1.3.IGNITE

"Eva dAlo mpdypappa, ypnpotodotodpevo omd 1o NHGRI, eivar to IGNITE
(Implementing GeNomics In pracTicE) to omoilo emdunkel TNV avAmTLEN TPAKTIKOV Y10
TNV €QOUPUOYN NG YOVISIOUOTIKNG otV KAwiKN TtepiBaiym (gmkb.org). Ztdyog Tov
TPOYPAUUATOG, TO 0moio dnpovpyndnke to 2013, eivar 1 S1ddoon pebddwV Kot KOA®V
TPOKTIKOV Y10 TNV EVOOUATMGT] YOVIOLOUOTIK®V 0E00UEVAOV GTOV NAEKTPOVIKO PAKEAO
vyetog kot ota cvotipata CDS yio v mopoyn KAMVIKOV cupBovAdv Kot Thv
VIOGTNPIEN WITPIK®V aropdace®v. To diktvo, dmwg Kot To TPOoNyoL eV, TomodeTEITOL
o€ éva TPayUATIKO TAOIG10 VYEWOVOUIKNG TTepiBaiyng kot meptlapPdvel TEvte pEAN, Ta
omoia &yovv ™ Pdomn Tovg o€ 1aTpiKa epevvnTikd kévrpa (ITivaxag 5), éva ké€vipo
GUVTOVIGHOV Kol TIG opdoeg epyaciog. EmumAéov, apBuet 17 Quyatpucd péAn, ta onoia
ovvepyalovran eBehovtikd pe to IGNITE yo va pabovv Tig te)vVIKéG, Vo LOPOGTOVV TIg

EUTELPIEC TOVG KOl VO CUUUETAGYOVV GE dPAGTNPLOTNTES TOL d1kTVOL (gmkb.org).

Iivaxag 5: Opyavicuoi vyeiag mov amoteAovv péEAN Tov Tpoypaupatog IGNITE
(Weitzel et al., 2016)

Indiana University Health

Mount Sinai

Duke University

University of Florida

Vanderbilt University

University of Maryland

Kabe kévipo avantucoet Eva KAVIKO LOVTELD TTOL GUGYETILEL TO YOVIOLOKE OESOUEVH LE
™ PPovTida 0oBevdv PEGH NG EVOOAT®OOTG Tovg 6tov HDY kon e€etdlet Ta
amoteléoparto amd mopepnpdoeis g ovidwokng latpucng (Weitzel et al., 2015). "Eyet
LEYOADTEPO EVIAPEPOV VA 6TABOVLLE, OYL OTIG OUADES EPYOGIOG TOV TPOYPEULATOC,

OALGQ GTO LOVTELD TTOL AVOTTTUGGOVTOL Kot fvat Ta €ENG:

Epappoyn, vioBétnon kot xpnoid T Tov 01KoYEVELONKOD 1GTOPIKOD GE O1APOopa.
nepParirovta epovtidag (Duke University): to otkoyeveloko 10Tptkd 10TOpIKO Exel
amodetyel ypnoo epyarelo Yo TOV EVTOMICUO OTOUW®V e VYNAOTEPO Kivouvo Yo
KOWEG YpOVIEG TAONGELS, TV EKTIUNOT TOOVOV KVOUV®V, TN ANYN TPOANTTIK®OV

LETP®V, IOV TEPIAAUPAVOLV EKTOG AAA®V Kot ahAayEg aTtov Tpdmo {wmngc.
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Ievetikég SOKYEG Y100 TNV KOTOVONON KoL TV OVTILETOTION OVICOTHTOV 6€ aceVelg e
veppwn avendpkel, (GUARDD) (Mount Sinai Health System): ) ypdvia veppixy
OVETIOPKELN TOV GLVOEETAL LE VTEPTAOT] KOl Apa Kapdlayyelakég Tabnoels, ennpedlet
ONUOVTIKN HEPIOO TOV OUEPIKAVIKOL TANBVG OV KO KUPIMG APPIKOVIKNG KOTOYWYNG

kot 1 €€nynon eivot yovidlokr.

Epapuoyéc MNovidiopatikng otnv Indiana — gvkaipieg yio amaioipn adtkidv
(INGENIOUS) (Indiana University): amotelel o peAémn yia v a&loAdynon tov
OIKOVOUIKAOV Kol KMVIKOV OTOTEAEGUATMOV TOV GLVOEOVTOL LE TV EVOOUATOON EVOG

TPOYPALUATOC POPLLOKOYOVIOIMUATIKNG GE VA GOGTN O VYEIOVOKNG TEPIBaAYNC

[Mpoypappa eatopkevpévng atpikng (University of Florida): kaBdg eivar yvwotd o6t
10GO0 01 AMOTEAEGLATIKEG OGO Kol O1 OVETIOVUNTES EVEPYELEC TOAADV PAPULAK®V
emnpedlovtal oNUOVTIKE oo TO YEVETIKO TPOPIA, TO TPOYPOLLLO GTOXEVEL GTNV
aEl0AOYNoN TOV QUPLOKOYOVISI®UOATIKOV TAPOPOPLOV KaH0odNYDOVTOS T ANy

OTOPAGEMV GYETIKA UE TIC POPUAKEVTIKEG OYWYEC.

OloxAnpopévo, eEatoptkevpuévo kot EEumvo cvotnua cvvtayoypaenong (I3P)
(Vanderbilt University): Bacileton o€ d00 mponyodueves TpwTofovAieg
ovvTayoypaenons Pacel yovididpatog Kot vrootnpilel v vrdBeon 4Tl | evompdtmon
yovidrokmv dedopévav otov HOY og mowkida mepiPdAlovta @povtidag vyeiog Kot i

xPNon tov pecw cvotnudtev CDS gival epukty).

Iovidiakn d1dyveoon kat sEatopkevpévn Oepaneio dwafntn (University of Maryland):
eetdletan pio amd TIC oNUAVTIKOTEPES dtoTapayés olaywpilovtag Kot divoviag Epgacn
OTO TEPIGTOTIKA LLOVOYOVIOKOV ST Tov UEYPL TOTE KaTaTtdocovTay Aaviacsuéva

GTOVG TTO YVOGTOVS TOTOVG SN TN.

O1 gpevvnTéc TV Tpoypappdtov mov cvunepirapfavovior oto IGNITE g cuvepyasio
pe ta QuyoTpikd LEAT TOL SIKTVOL KOl EEMTEPIKOVG GLVEPYATEG GTOXEVOVY GTNV EVPEST
Moewv Yo ) Peltioon gpovtidag Tov acbevn oe Tpaypatikés cuvOnkes. Emmiéov,
ONUovpyovVTOL GLVEPYUGiEG LETAED TOV TPOYPAULATOV ATO TIG OTOIEG TPOKVLITTOVY
véa epyodeio. 'Eva tétoto mapdoetypa amotedei n faomn dedopévav Clinical Decision
Support KnowledgeBase (CDS-KB), nov mpoépyetot and tn cvvepyacio tov eMERGE
kot IGNITE kou otnv onoia mepiéyovran TpOTLTA GYETIKA LLE TNV VTOGTNPLEN ANYNG

amopdcewv (cdskb.org).
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3.2. Iwotikéc mpoToPovAics

2TV TopoVcH £PYOGI0 CLYKEVTPOON KAV OAOL Ol OPYOVIGHOL, VOGOKOLELD, TOVETIGTI IO,
1 OAOKANpOUEVO GVGTHHATO LYEING, oL EAafav HEPOG o€ éva amd Ta. Tpia dikTvo TOV
avapéptnkay tponyovuévog (eMERGE, CSER kot IGNITE) (ITivakeg 3, 4, 5).
Emniéov mpootédnkav exeiva mov copmeptAnenkayv ce £vo TpoOypaLLa
dapuaxoyevetikng pe ovopacio Translational Pharmacogenetics Program (TPP)
(ITivaxag 6). To mpoypappa avtd Kabiepddnke to 2011 amd To dikTvLO TOL CPOPA TNV
eoappokoyovidrwpotikn épgvva (Pharmacogenomics Research Network, PGRN), to
omoio péypt o 2015 ypnuotodotovvtay and 1o NIH. Ta cuotruata vyeiog mov
peremOnkoav ond to TPP Anednkav veoyn 61011, 0nwg avapépdnke 6e TponyovueEVo
KEPAALO, 0 TopéNg TG PapLOKOYOVISIOUATIKNG ATOTEAEL ONUOVTIKO KOUUATL TNG
Tatpwng tov pélhovtog. Emmiéov npootédnke n khvikn Cleveland o¢ nponv péhog

™G emTpomng Tapddoong amoterecudtwv tov CSER.

IMivakog 6: Opyaviopoi vygiag Tov AeOnKay vdyn ot perétn Translational
Pharmacogenetics Program tov PGRN (Luzum et al., 2017)

Harvard University

Mayo Clinic

Ohio State University

St. Jude Children’s Research Hospital

University of Chicago

University of Florida

Vanderbilt University

University of Maryland

Ot tomoBeoieg cuvolikd sivan 28. Opropévec Aapfavovtal veoyn o¢ pia ().
Marshfield Clinic & Essentia Institute of Rural Health) xafd¢ 161 Tapovsidlovran kot
emionua, GAAec £xovv evabel petd amd eEoyopd (0nmg o opyovicpog Group Health amd
10 ovoTua dlyeiptong g mepibaiymng Keiser Permanente), evd dileg, Onwg paivetal,
OVIKOLV GE TEPIGGOTEPQ OO EVAL YPNLATOO0TOVUEVA TpOoYphppata (.. Mount Sinai)

N o€ éva ypnuatodotodpevo tpodypoppa kot t TPP peiétn (n.y. Mayo Clinic).

Avalntovrag otig unyovég avalnmong PubMed kar Google Scholar ywa tov ka0e
opyavicd EEXMPLOTA KOl GYETIKA LLE T OL0YEIPLON TOV ATOTEAEGUATMV TOV
TPOKLATOVV AT TG EEETAGELS TOV 0GOEVAV KOl GUYKEKPILEVO TNV TOOVY] EVOOUATMOON
t0vG 6tov HOY mpoékvyav 17 mpoypdppata mov tpéxovv oe 14 opyavicpovg (ITivaxag

7). YRdpyovv opyoviGHoil TOL GUUUETEXOLV LE TEPIOTOTEPES OO pia pedéteg (m.y.
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IMivoxag 7 (1/5): Emeyuévo, apeptkovikd mpoypapuato o Ypnoilomolody YEVETIKES TANPOPOPIEG OTNV KAWVIKT PPOVTION EVOMUOUTOVOVTOC TO AITOTEASGLLOTO GTOVG NAEKTPOVIKOS

QOKELOVC VYELOG

Ovopoocio
npoypap- Mpoin- Mioteéppa/ Amo0n- Béon
Opyavi-  patog (6wov Katnyo- TTTIKI Mavel AmoOikevon KEVGN 6 Oedoué-
(IS VAAPYEL) IIn0vepiég pia X16y0¢ avalvon  aAlniovyiong HOY otov HOY CDS portal VOV nyn
Avtopotonompué
, VEG AVOPOPES
Addnhodyon DMET Plus (evdexopéves , NAI (yia
BCH CPS YOVISiV KMVIKNG Array PDF) + Evétnta Edomoinomn kot ™m
Boston (Clinical Olot ot onuociog Kot (Affymetrix) + AVOPOPC oLuPoLALS KaTh dnpovpyia Manzi
Children’s  Pharmacoge  acBeveic tov PGx EVOOUATOOT] TOVG NAI CYP2D6 copy Cerner TpoPAETOY ™V Topayyerio OXI TV etal,
Hospital nomic OPYOVIGLLOD otov HOY a1 number assay (opiopéva) OYETIKOD QVTOLOTO- 2016
Service) 070 GVOTNUO + HLA panel Fové QOpUAKO TOUUEVOVY
o ovoap
star allele
Evomra
Cleveland _ [eprypaen PGX EPYOOTNPLOKOV Edonoinon kot .
Clinic Perso.nal I.Zed VINPECIOV TOV . AmOTELEOUATOV +  GUUPOVAES KaTh Hicks
Health Medication Acapig PGx epapuolovtat ()| Aocapég Epic evoTnTa ™V Topayyerio OXI OXI etal.,
System Program otV KAVIKI Toporyyeriog GYETIKOV 2016
Qpovtidn Qopudkov Qoppdrov
(opopévar)
EvijAkec [eprypaen
acBeveic pe LLOVTEAOL Mepinmouch
Duke TPEI n SV%((O; p)t(dtoocmg AVaPopé
University ni;ill(c;g;t;&ag VI pa(:stilﬁg DMET Plus . MOTSMGHM@V Haga
Health oL PGx SuYEioG OXI Array Epic (evdeyopévag OXI OXI OXI etal.,
POpROKED HEPIoNS (Affymetrix) PDF) 2014
System TIKEG OYYEG QOPLOKEVTIKOV .
OYETIKEG LLE TO AYOY®OV OV Emionun )
Kapdloyyeto- TapéxeToL amod ovopororoyia
K6 cvoT e (OPLLOKOTOL00G
JUYKEKPLE-
Eskenazi vos Hg[,) Rl . Hpocfxp ad Evu é(s’(;) Avaopd El60n0m,c Ko . Roesf gman
Health & _ n)m@urouog TPOKANCEDV Katd, opévn (me’mg yovorbmmong oupPoviég KaTd NAI (qum 2017
Indiana INGenious evnAiKov PGx NV EQapPUOYN OoxXi HIKPOGLGTOL- ono (evBexoutvine ™V Topayyerio OXI aAAOYNG Sperber
University oAV o PGx yio (acopeig ronuc_(') PDF) GYETIKOV HODY) et al
1POVIKV TpmTofovAiog Aemtopépeleg)  og Epic POpIaKOL 201'7’
acBeveldv
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IMivoxkag 7 (6uvéysia 2/5)

Ovopoocia
npoypap- Mpoin- Mioteéppa/ Amo0n- Béon
Opyavi-  patog (6wov Katnyo- TTTIKI Mavel AmoOikevon KEVGN 68 Oedoué-
opog vapyey) ImBvopég pia X1oy0G avdivon  arliniodyiong H®Y otov HOY CDS portal VOV My
Evpeon ,
Genomic Evdupepo- TOADLOPPIGULDV Eg zgcznzuggn
Geisinger Screening pevot SNPs c¢ yovidw Acogéc— 76 apxs(i?) gDF N Schwartz
Health and _ eEmtepikol Tovidaég KAMVIKNG NAI OLYKEKPYLE- Epic Evémra OXI NAI NAI etal
Counseling acBeveictwv  aoOéveieg onuociog Kot VOl YOoVId10KOi . a
System p , . , . ovapopdc 2018
rogram KAMVIKGV EVOOUATOON TOVG tomol .
(GSCP) Geisinger otV KMVIKN mpop Lol
QpovTida (opropéva)
Mount Evcwpam?cn )
Sinai YOVISIOUKAOV Evémta Edonoinon kot NAI (y1a
Health Evilikeg dedouévav Bead-based oV . ovpPoviég katd v Horowitz
appicovikng  [ovidiakn (APOL1, ypévia genotyping . prootnpia m ",
System & GUARDD KoTeyoyhc 0& , OXI Epic OTOTEAEGLATOV , (0)¢! VIOOTN- etal.,
- pe  acbéveln VEQPIKN assay . YVOOTOTOINo
Institute . . . 670 PAKELOD pEn ™g 2016
. VEPTAON QVEMAPKELDL) OTNV (Luminex) i TV .
for Family . [evetikng . £pevvag)
Health TpOTORAfa OTOTEAEGLATOV
mepifoiym
0 i (ot
COLLETETO- VTOJOUDV V1o (epmopikd Evomnra . l:w o’mo , Qopua Gottesman
Mount V‘;‘g‘g e poT Kot S1a0éoa 1 epyoompakey T TPHTORT CLIPMER etal,,
inai ; { : . OTOTEAECLATMOV :
Slg-al | CLIPFl)\éERGE BioMe PGxX extipmon mg NAI OVOTTUYPLEVQL Epic ToT, GLE T TPOTEWOUEVES OXI ’GE. 5813
Medica X Biobank YEVETIKNG oTOo To nepieydpevo My cuoTNHLo eng
Center (Biobank) nov TANpoopiag €PYAGTNPIO) TOV UNVOLOTO AAAAYES Swyeipt- etal
AopBavoov , ; HMVOROTOG — ogpudikon) kotd -
LOLLOKEDTL TNV KAVIKT (acapeic tov CDS Y KAV ong 2016
PoPH , ppovtida AETTOUEPELEG) N il dedopévaorv
KN ayoyn Qpovtida
3030 eviukeg AMniovyon eMERGEseq cu(c)sigczzg K(éclsm
LLE VTEPYOAN- yovidiov KAMvikig panel (109 Avogopé ot 168 (,)g ;\l/ o0
Mavo RAVE otepolatpiio, CoviSuaice onuoociog, yovidio & apyeio PDF o p()x(r (tl o NAI Kullo
Cli Y! (EMERGE  moAbmodeg Tov 02 S EVOOUATOON TOVG (0)4 1706 SNPs) Epic i HIVbHOATOG NAI (cloud- etal.,
inic 3) TOEOG aovevetss otov HOY xat (HiSeq Aoun’uav(x oacr:)?toi - based) 2018
EVTEPOVL 1 Kot a&loldynon g platform, anoteAopata W oy on
o 600 dwdkaciog (1umina) oamOTENEGUHTOV
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IMivoxkag 7 (6vvéysia 3/5)

Ovopoocia
npoypap- Mpoin- Mioteéppa/ Amo0n- Béon
Opyavi-  patog (6wov Katnyo- TTTIKI Mavel AmoOikevon KEVGN 68 Oedoué-
opog vapyey) ImBvopég pia X1oy0G avdivon  arliniodyiong H®Y otov HOY CDS portal VOV My
1000 evihkeg Aot Evomra ELSM,OmGn
He vymAn S, HopLaKdy o NAI
Mavo RIGHT mhavotnta YOZl 122;; th;:ng PGRN-Seq + Tonwd Y VOOSTIKDOV nc;pg;?](;ga (online Bielinski
Cli Y tocol OQEMUOTN- PGx THAGLOG NAI CYP2D6 tq t (topa EPYAOTNPLOKOV KET N patients NAI etal,
inic protoco TOg oo To, EVOOHOTOON TOVG €5 Epic) amoteeopdTmv (Pappacoy services 2014
amoTeLS- oy KAV Ipd EMEENYNOELS account)
SN, QpovTida potomn KAt Tov EAEYYO
K ovopotoroyia OTOTEAEGLATOV
Meré oxetikd Sturm
, e TV emidopaon Avagopd og
Evilikeg pe o SNP Array 6.0 ‘o PDE etal.,
Ohio KOPSIOKN TS vevetils + DMET Plus . apxeto LT oty OXI (v6 2013
S , , PGx ovpPovievtiKng OXI Epic gvotnTa . NAI OXI
University vemapKeLD 1 . Array , avantoén) Sweet
\ petd ™ . EPYOOTIPLIKADY
VTEPTAOT . (Affymetrix) , etal.,
YVOGTOTOINGN AVOPOPDV 2014
OTOTELEGULATOV
Eeyoptom .
AMnhovyon DMET Plus gvotnta PGX Ewonoinon NAI Hicks
, , . (ovtiypa- etal,
St Jude AcBeveic <18 YovidimV KAVIKAG Array otov HOY + KaTq TV o 2012
Children’s PG4KDS atd)\gz PGx onuaciog Kot NAI (Affymetrix) +  Cerner Mota mopayyeio M(:meg_ NAI Bell
Hospital EVOOUATOGT TOVG gPCR TpoPANUATOV OYETIKOV SudTay et al
otov HDY (CYP2D6) (vymAov (QAPUAKOV K N
, PDF) 2013
Kvovvov)
Web-based GPS
Hlkiopévol (genomic
ue AMmhotyon prescribing
OLYKEKPLE-VAL . , ADME system): chotnuo
University 1200 Kpunpla yoéf;:éiz?zgng PGx panel TTov O’Donnell
of Chicago Patl‘_ants OYETIKA pEe 1_:11 PGx EVOOATHoT T0D NAI (Sequenom) ox1 dnpovpynOnke OXI GPS OoxX1 etal.,
Project (QOPULOKED STV KMVIH Y myv 2012
TIKN ayoyn N ovriéan EVIULEPMOT TOV
OV ep W0TPAOV CYETIKA
Aappévouv HE Ta
OTOTEAEGHLOTA
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IMivoxkag 7 (6uvéysia 4/5)

Ovopoocia
npoypap- Mpoin- Mioteéppa/ Amo0n- Béon
Opyavi-  patog (6wov Katnyo- TTTIKI Mavel AmoOikevon KEVGN 68 Oedoué-
opog vapyey) ImBvopég pia X1oy0G avdivon  arliniodyiong H®Y otov HOY CDS portal VOV My
, AMAniovyion ,
Eevnk}ng yovidiov KMviKTg Quant Studio Evotnta Et60nomg 1 Kot NAI (7 Weitzel
PMP (Health GLOVEVELS TOV onNMoGiog Kot Open Arra epyoomplokdy  OOM Poviés kord To AAANAG- etal
A . GANOVTOL " 5 pen sArray pyoaomp ™V Topayyerio 4 A
University  Personalized vropd EVOOUATOOT TOV (Life . OTTOTEAEGLATOV TV Tapoyy LOPPQ TTOV 2014
- - o€ aplotepd PGx , NAI . Epic . GYETIKOV OoXl , :
of Florida Medicine j oTNY KAMVIKT Technologies) T'ovotumog o€ y d¢ oyertilo- Cavallari
KapdLoKo , , ooppaxov (Best
Program) aBeTnOL- QpovTida + GenMark OVOLOTOAOYiN Practice VTOL UE TO etal,
P (avrumric Dx star allele \ CYP2C19) 2017
ouo , Advisory)
ayoyn)
Evn)»}lcsg [eprypoen pog Verigene Adéoiec OXI NAI
A acbBeveig mov PGx System + . , (xpnopo- .
University vrofdArovron npwTofoviio Nucleic Acid AVaPOpES (mAnpogopies ue moleiton Shuldiner
of PAP3 , PGxX POTOPOLALOG NAI Acogéc  amoteheopdrov  e-mail, fax OXI ; etal,
o€ aploTePd OYETIKN WE Assay for 3 i . amod To
Maryland j , : uéow tov Cerner amd yépt o 2014
Kopdokd QVTUTNKTIKA variants Pathnet ; Cerner
KabeTnprocud ayoyn (Nanosphere) XEPY Pathnet)
, . Avtiypogo .
poup - B e ereras
University  (Personalize 1 WP tl " Movoyo- ov 2)':161(2(0”, 40-gene NGS avopopag + OXI 201'5’
of d Diabetes penp TN K SOY , OXI panel (acaeeig Epic GUUPOVAELTIKO (cvppoviég OXI OXI b
Maryland Medicine OXSTIALKE TV 504veror wpim o AETTOUEPELEC) VIOPVN O oV avaQopd) Sperber
Bévetn Tov acbeveic péow etal
Program) ao o1 (evdeyopévag J
SwaPrm aAANA0OYIONG 2017
PDF)
EvijAkec A&oloynon g
acBevei mov drducociog PCR-based Evéma
voPailovtol EVOOUATOONG TNG TagMan COVOL nlOLK(bV
University o€ S10BEPLIKN aAANLovyIoTG Allelic a%rggg P Lee
of North otepaviaio PGx Yovidiov KMVIKTG ()| discrimination ~ Acagég N K 0o ox1 ox1 ox1 etal.,
Carolina nopéupoon onuaciog oty assays E/[Oplolt)l(ﬁ 2014
Ko KAvicn (ppow}&x (Applled Teveruc
tomofétnon (avtimn ki) Biosystems)
stent ayoyn)
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Mivakag 7 (cuvéyewa 5/5)

Ovopoocia
npoypap- Mpoin- Mioteéppa/ Amo0n- Béon
Opyavi-  patog (6wov Katnyo- TTTIKI Méaver AmoOikevon KEVGN 68 Oedoué-
onog vapyey) ImBvopég pia X1oy0g avalvon  aAlniovyiong H®Y otov HOY CDS portal VOV My
Evomnta
EPYOCTNPLOKOV
Aot OTOTELEGLATOV + Eiomof Pulley
Vanderbilt YOW&SVOKESE{]Q VeraCode evornta m;p([)}g?)l}?éznkﬁ(; etal.,
U'\r}ll‘;/;i::s;y PREDICT >18 etV PGx on uqciag an NAI ADII:\,/EI;I Ee?ore Tomikog g:g ;};2323 mv napayyfe?da NAI NAI Pezt(;:szon
Center EVOOATOON TOVG (1Mumina) Tové OXETIKOL etal.
otov HOY OVOTUTLOG 08 POPUAKOL ’
ovopatoloyio 2013
star allele +
DovoTLTTOC
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Mayo Clinic). I'ia Tovg VTOAOUTOVS OPYAVIGLOVG OEV VTAPYOVY GOPELG TANPOPOpPiEg
oxeTiKa pe ) ypnon twv HOY kot yio avtd kpibnke cwotd va unv avaeepbovv. Ot
0pYAVIGHOL TOV GUUUETEIYOV oTnV TPAOTN Aot Tov CSER dev cuunepidnebnkay ctov
[Mivaxa 7, kaBdc Aappavetor veoyn o Iivakog 4 tov Tarczy-Hornoch et al. (2013),

7oL mepiéEyeL oyetikég TAnpoopieg (IMapdptnua, Euwova I).

Onwg eaiveron otov [livaxa 7, o1 teprocoTEPEG LEAETES OLPOPOVV TO KOUUATL TG
dapuakoyovidiwpatikng. O Apepikavikoc Opyaviopdc Tpopipnmy ko Gapudkwv (U.S.
Food and Drug Administration) éyet mpocBéoel TAnpopopieg 6TV ETIKETA LEYALOV
ap1OoD PAPUOKEVTIKOV CKEVUGUATOV TA 0ol EXNPEALOVTOL A0 TO YEVETIKO TPOPIA
tov KaOe atopov (fda.gov), evod n kowvompaio CPIC (Clinical Pharmacogenetics
Implementation Consortium) £xet O1HOGIEVCEL 0ONYIEC CYETIKA LUE PAPUOKEVTIKES
aywyég ot omoieg kaBopilovion PACEL TOL YEVETIKOD OMOTEAEGLOTOG TOV TPOKVTTEL LETA

v avtiotoyn e&€taon (Relling & Klein, 2011).

To @appoxo mov amavtdtar cuyxvoteP oTIG peAETES £lvan 1) KhomdoypéAn (clopidogrel),
TO OTO10 YPNCLOTOLEITAL G OVOGTOAENS TG CUCCMOPELONG TMOV AUOTETAAMV Kol
YOPNYEITOL GE ATOUA [LE VYNAO KIVOLVO KOpdloK®dV TodNcemV Kot EYKEPAAKOD
enelcodiov. H xhomdoypéin ivan yro v axpifeia £vo TpopapuoKo to oroio
evepyomoteitan omd tov kutdypopa P450 2C19 (CYP2C19). Metalrhdelg oto yoviolo
CYP2C19, ouvdéovton pie HeTOPOAN 1] ATOAELN TG AEITOLPYING TOV KO ETOUEVOS KOl
NG amoTeEAECUATIKOTNTOG TOV Popudikov (Hulot et al., 2006). Ta tpoypaupoate Tmv
navemotnuiov Maryland, North Carolina kot Florida giyov g apyucod otdyo ™
YOVOTOZINOY| TOL TOPATAVE® YOVIOIOU GE ATOWM TOL EITE TPOKELTAL VAL TOLG YOPNYOHVTOV
KAOTOOYPEAN €1TE NTOV LTOYN PO V1L TN ANYN OVTITINKTIKNG YOG OTO GLUEGO

HEALOV.

Ala Cebyn eoppdiov - yovidiov ta ool eAEyyovTaL amd TOVG OpyavIcLLOVS gival Ta,
Bappapivn - CYP2C9/VKORCI, Betonovpives (alaberompivn, Beroyovavivn,
pepkantonovpivn) - TPMT, cyPactativny - SLCO1B1, afakafipn - HLA-A kot
kapPapalenivn - HLA-B. H kxhomdopyéin kot ta vwéroura @dppoka ivar and to
TEPIOCOTEPO YVMOOTH KO LEAETNUEVA GYETIKA pe TN dpdon Kot TiG avemBouuNTEG
evépyetég toug. ' 1o Adyo avtd eivar ta Kuptdtepa oL EMAEYOVTOL TTPOG EAEYYO. [
KAmO100G 0PYAVIGHOVG dgV £Vl YVOGTO PEGH OO TIG LEAETES TTOL OVAPEPOVTOL GTOV

[Tivaxa 7 og mowa {evyn otoyeboLV.
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[Tépav g PappokoyeveTIKNG, OPIGUEVO TPOYPEULOTO GTOYEVOVY GTIV KOTAVONGN
yovidrak®mv acBevelmv. To npodypoappa RAVE oty khvikn Mayo gpguvd maboydvoug 1
TOavdS TaBoydvoug TOAVHOPPIGHOVE GE YOVidLo oL GYETILOVTAL [LE TNV O1KOYEVT
VIEPYOANGTEPOAULLIO KOl TOV LOVOYOVIOLOKO KOPKIVO TOL TTaY£0G EVTIEPOL. XTO
[Moavemomo tov Maryland 1 épevva agopd kot yopieg povoyovidtakoh dtapnrn, evd
o010 Mount Sinai evtoniletat to yovidio APOLI, opiopuévotl moAvpop@icpoi Tov oroiov
001 youV G KivOuVo VEQPIKNG OVETAPKELNG. TNV KOTNYoPio EAEYXOLV YOVIOIOK®OV
vOo®V avinKeL Kot To cvatnpa vyeiog tov Geisinger yio To omoio Oa yivel ektevéotepn

avapopd.

Ot peréteg mov mapovstalovtol eival €ite TPOANTTIKES, EMOUEVOS Ol GUUUETEOVTEG
TANPOVV KATOW0 YEVIKA Kp1THpLa 1] £(0uV mOavOTTEG VO ®PEANB0VV amd TV épevval,
elte Oyt ONAOON GLUUETEYOLV ATOMA Y10 TOL OTTOToL EIval 101 YVOGTI 1 KOTAGTACT] TOVG.
Opiopéva 16T OV YivovTal G ATOMO TOL 1ON AAUPAVOLV L0 QOPLLOKEVTIKT OLY®YT] Y10l
Vv omoia e£eTALETON TO OELYLO TOV OTOHOV, UTOPOVV VO ELPOVIGOVY ATOTEAEGLATO KO
v GAAa Cevyn yovidiov - apudkov, to omoia cuvnwe amodnkedovton yio evoeyouevn

HEALOVTIKN PN o).

EmnAéov, n dundkasio mov emAéyetal yia ) yovotoumnon dapépel. O meptocoOTEPOL
opyoviIopol eTAEYOVV dlaBéatpeg amd T0 EUTOPLo avolOGES. Me Ta TAVEL TOL
YPNOLOTOOVVTAL UTOPOVV VO EVIOTIGTOVY TOAVUOPPICLOL GE GUYKEKPIUEVO aplOud
yovdiov. ['a mapddetypa, to eMERGEseq panel mepirapfaver 109 yovidwa ko 1706
SNPs, aALG kéBe opyaviopdc otoyedel poévo og Kamown omd avtd. H avaivon
OAOKANPOL TOL YOVIOIOUOTOG 1) TV EEOVIMV, VOl LeV cLUPaivel, OTmG QaiveTal yio Ta
npoypaupoato mov avikovy oto CSER (Tarczy-Hornoch etal., 2013), omotdco givar
TEPLOPIGUEVT] GE KEVTPO TOV GTOYEVOLY GTNV EVOOUATOON TOV OTOTEAECUATOV QVTMOV

otov HDY, xabmg vrdpyovv opiopéva eundda, onwg Oa avaeepbel mopakdto.

g 0,TL aPopd TO CNUOVTIKOTEPO KOUWATL TOV Tivaka avToD, 1) arobKeLoN TOV
OTOTEAECUATMV TNG YOVOTOTNONG O10pEPEL, KaBDG OV VTLAPYEL KOO TAAIG1O Yo TNV
gvépyeta o, Xto ltpikd kévipa tov [avemotnuiov Ohio, Maryland (PDMP) kot
Indiana, oto cvotnpa vyeiag Tov Mavemotnuiov Duke kot oty KAvikr Mayo (RAVE)
LETOPOPTAOVETUL 1] EPYUCTNPLUKT] avapopd, Kupimg wg apyeio PDF, n omoia wépav tov
AmOTEAEOLLATOG TTEPIAAPAVEL KOt Oplopéveg emeénynoelg kot cvotdoelc. To 1010
ovpPaivel kot 6Tovg €61 0pyoviopovg TG TPMOTNG Pdong tov CSER (Tarczy-Hornoch
etal., 2013), ko8¢ kot oTovg opyaviopovg tov EMERGE 11 (Wiesner et al., 2020). To
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apyeio owtd pmopel va epeoviotel omovdnmote entheydel otov HOY, gite oty evotnta
TOV EPYACTNPLOUKADOV OTOTEAECUATMV EITE GTNV OPYIKT EVOTNTA TOV TTEPAApPhveEL o
nepiAny”n ToV GLVOLOL TV TANPOPOPL®V. Eva mapddetypa epyastnplokng avopopag
nov petapoptdvetat otov HOY mapovsialetor oto IMapapmmua (Ewova II). Amd v
GAAn, ota cvotiuoto vyeiog Cleveland kot Mount Sinai, oto vocokopeio St. Jude kot
Mayo (RIGHT) ka1 oto 1atpikd kévipa tov [Taveriotypiov Chicago, Florida,
Maryland (PAP3), North Carolina kot Vanderbilt ta aroteléopata petapoptdvoviol
o€ HopPT avayvaciun ard 1o Aoyiopuko. [lpootifevion oty evotta tev
OATOTEAECUATOV 1) 6€ VITOPAKEAO pésa o€ avty). Toco e PDF 660 kot 6g avayvodoiun
OO TOV VTOAOYLGTI] LOPPT TOPOVGLALOVV TO ATOTEAEGUATE TOVG GTO VOGOKOUELD

naidmv g Bootdvng kot 610 cvotnua vyesiog Geisinger.

H mieroymoio tov Aoyiopik®v mov ypnoyorotodvtol eival etaiplav (kvping tov Epic
ko Cerner), ETOUEVMG OTOONTOTE OALAYT) 6TO TEPPAAAOV TOVG JEV Elval EDKOAN
Y®pPic ™ cvuPoir| TV eTanprov. Xty nepintwon tov St. Jude Hospital, mapdro mov o
HOY eivan epmopikods, avomtoydnke pio emmAéov evOTnTa OGTE VO omofnKevovToL To
(POPUOKOYEVETIKA OMOTEAECUATO EEYWPLOTA. ATTO TNV ALY, GTO WTPIKO KEVTPO TOV
[Tavemomuiov Vanderbilt o1 epevvntég dnuovpynoay tomikd éva cvotnua HOY, tic
EVOTNTEC TOV OO0V UITOPOVV VO TPOGUPHOGOLV. 2E OPICUEVO KEVTPA OPIGUEVHL
amoteAéouaTo, cVVNOMG TA LYNAOD KIVOUVOL TTpocTtifevtol emmAéov ot AloTa
TpoPANUATOV 1] 6TV EVOTNTA TAPAYYEAOS POPUAK®Y, 1) OTTOLN TIG TEPICCOTEPES

TEPUTOOELG YiveTon HEGm Tov HDY.

H mpocstnin amotelecudtov 6Tig Tapamdvm vOTNTEG OYETICETUL LE TOL GUGTILLOTOL
MyYNG aro@acemv, KoOhg Le anTod TOV TPOTO dNUOLPYOHVTOL AVTOUOTEG EWOOTOMGELS
v Tov Tapoyo vyeiog. Ocov apopd To TPOYPAUUATO TOV TOPOLGLALOVTOL £0M, OEV
&xovv avantugel OAa ta kKEvipa cvotipota CDS mapdAinia pe v avamtuén g
dradkaciog amodnkevons TV 0ed0UEVMV GTOVG POKELOVS VYeiag. O meplocoTepeg
€100TOMGELG GTAU KEVTPA TOV avartuxOnKav yivovtar oe oxéon pe ) CaploKoyeEVETIKY.
Otav 0 yurpog Eexvd v mapayyerio vOg GapUAKOL, TO OTOI0 0 GUYKEKPILEVOS
acBevng dev pmopel va petafoAicel uoloAoyKd, Kabdg avtn 1 TAnpoeopic VILAPYEL
otov HDY tov, eppaviCeton £va avadvuopevo mapdfupo £100moinomg Kot 00nyiov.
2T0VG 0pYaVIGHOVG GTOVS 0Ttoiovg dev £xet avamtuyBel niektpovikd cvotuo CDS o
YTPOG AVATPEYEL GTIG 00N YiES OV EUTEPLEYOVTAL GLVIOWMG OTIC EPYUCTNPLOKEG

avapopES, OTMS avapEPONKE.
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Opiopévot opyaviopol £xovv avartHcel S1adtkTvakEg TOAEG (portals) péow twv omoimv
&xovv mpdcPacn ot acbeveic 6Ta OMOTEAEGHOTA TOVG, EVA KATO0L £X0VV ONUIOVPYNCEL
Baoelg dedoUEVOV Y10 TNV OTOONKEVOT) YEVETIKAOV, KAMVIKOV Kot GAA®V dedopévav EEm
a7t0 TOLG ATOHKOVG PAKEAOVS VYETOG, €1TE Yio OAL TO. OEOOUEVA, EITE LOVO YO OLTE TTOVL

dev amonkevnkayv otov HOY, xupimg yror peAhovtiky| ypnon.

AVo amd To TpoypappaTe I1OTIKNG Tp®Tofoviiag Tov Iivaka 7 emAéyOnkav yuo va.
TOPOVGIAGTOVV TOPAKAT® EKTEVEGTEPO, DGTE VO YIVOLV YVOGTEG 01 O1001KAGIES OTIG
omoieg Paciletan to k4Be mpdypappa. To Tpdypappa Tov cuoTnatog vyeiog Geisinger
GTOYEVEL GTNV AVOAVGCT TOAVLOPPIGHAOV TOV GYETILOVTOL e GUYKEKPIUEVES
povoyovidrakég madnoeic. Avtd tov St. Jude Children's Research Hospital agopd éva
HOVTELO KAVIKNG epappoyng g Pappaxoyevetikng. H mpocéyyion mov mapovoidletan
Voo TNPILEL OTL O POPUAKOYEVETIKOG EAEYYOG TPETEL VaL EIVOL TPOANTTIKOS KOl TOL

OTOTEAECUATO AUEST SLOOESLA TN CGTIYUN TNG CLVTOYOYPAPNOTG.

210 onueio avto vo avagepbel 6Tt o1 6pot PopUaKOYOVISUDUATIKY KOt
DopUOKOYEVETIKT XPNOYLOTOLOVVTOL TOAAES POPES EVOALAE, apov cuoyeTilovVY TO
YEVETIKO TPOPIA E TNV OmOKPIGT TOL OPYOAVIGHOV oTa apuoka. H dapopd givor 6T 0
TPAOTOG EVOL EVPVTEPOG KO OVOUPEPETOL BTNV EMLOPOGT) OAOKAN POV TOL YOVIOIDUOTOG
(ovvovacprdg YoVdimv, EMyEVETIKES LETAPBOALC) GE POPULOKEVTIKES OVGIEG 1] CLVOLAGLO
QLTOV, EVO 0 OEVTEPOG AVAPEPETAL GTNV EMIOPACT] EVOC YOVIdIoL GE pia avTiopaot kdbe

@opa.
3.2.1.Geisinger Health System

210 onueio avtd Ba yivel Tapovsioon TV O1001KAGIOV TOv aKoAovBovviat omd Eval
ovoTnua VYeiag Tov e16MABE 6TO YpMUATOd0TOVHEVO dikTVO ToL EMERGE. Oneog kou tar
nePLocOTEPO AALD LEAT TOV SIKTO®V, TEPIAAUPAVEL TPOYPOLULLN AAANAOVYLIONG KO

OTOYXEVEL OTNV EVOOUATOGCT] TOV OATOTEAEGULATOV TG 0AANA0VY oG oTov HDY.

To oot vysiog Geisinger (GHS), to onoio ékave TV EUEAVIGT TOV TPV VAV AUDOVOL
apyd g vocokopeio, £xet eEedybel oe éva olokinpopévo cuoTnua VYElag TOV
TapEYEL TOGO VINPEGIES VYELNG OGO KOl AGPAAIGTIKT KOAVYN TOV GUUUETEYOVTI®V TOV,
eEummpetovtag ™ Popelokevipikt| kot fopeloavatorkn meproyr| g KotvomoAtteiog
g [levovAPdvia. [Tepthappdvel oktd vosokopelakés Lovades (avapnesd tovg dvo
TprtoPadpec/tetaptoPaduec), dvo gpguvnTiKd KEVIPOA, OVO VOGOKOUELD Kot ol

acQOACTIKN eTatpeia, dafétovtag £va Lovadikd cuVIVACHO TOPMV Yo TV OVATTLEN
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NG UETAPPACTIKNG £PEVVAG, ONAAOY TN GHVIEST TNG PACIKNG EPYACTNPLUKNG EPEVLVOG
ue v kKuvikn tpaén (Carey et al., 2016). Meydro pépog tov TAnOvo oD TOV
e&ummpeteitar amd to GHS givor pévyog, pe yapnAd mtosootd LETOVAGTELONG TPOG Kol
oo TNV TEPLOYN, LeYOAo aplBud KoTolkmv pe pakpd didpkelo (mNg 6TV TEPLOYN Kot
APKETEC O1KOYEVELEG TOMOTAGDY Yevedv (Carey et al., 2016). ITapdAinia, to GHS ftav
amd To TPATA GLGTNUATA VYELNG TOV VWBETNGOV TANPW®G 0 OAES TIG LOVADES VYELNG
TOVG OAOKANPOUEVO GUGTNHO NAEKTPOVIKOL POKELOV vYeiog (oTa Péca TIC deKaETIOg

oV 1990) 10 omoio Aettovpyei amd tote amoterespatika (Carey et al., 2016).

Ta Tpia YopaKINPIOTIKA TOV CLGTHUOTOS, ONANON 0 6TAOEPOG, e TOAAEG YEVIEG Ko
pdOvpoc TANOLGUOS, TO OAOKANPOUEVO GUGTNLO PPOVTIONG Kol 1 VoBETNoN
TANPOPOPLOKDOV GLUGTNUATMV, NTOV CLTA TOV ONUIOVPYNGAY TPOGPOPO EGQPOG Y1 TNV
avantoén g wtpkng akpiPeiag (Carey et al., 2016; Faucett & Davis, 2016). To
Geisinger avéntuée v mpotofoviio dnuovpyiog frotpanelag (MyCode, n meptrypagn
™G omoiag yivetal kupimg Bdaoetl Tov apbHpov Twv Carey et al., 2016) kot tnv
TPOTOPOVAMO ETIGTPOPNC OPICUEVOV OTOTEAEGUATOV OO TNV OAANAOVYION TWV
derypdtov 6toug acbeveig Ko toug yiorpovg toug (GSCP, 1 meptypagn g omoiog

yivetal kvpimg Bdoet Tov apbpov Twv Schwartz et al., 2018).
MyCode

To 2007 Eexivnoe enionua to Tpoypappa MyCode Community Health Initiative pe to
omoio 1WpvOnke Tpdmela derypdtov aipatoc, opov kot DNA ¢ anyn dedopévav yio
UEAETEC GYETIKA e KapOlokEC TaONoELS, moyvoapkio Kot GAAL Topopota CnTiuata.
21006 TOV TPOYPAULOTOG TV 1 dnuovpyio pog faong dedopévav mov Ha
TePAAUPovE YOVOTUTIKEG Kol POVOTUTIKEG TANpoeopies. H mpdtn katnyopia
TANPOPOPLDY TPOEPYETAL OO TNV OAANAOVYLION TOV YOVIOIDOUOTOS TMV CUUUETEXOVTWOV
(whole-genome sequencing) kot 1 devtepn oo ta amobnkevpéva otovg HOY

dedopéva.

Kabe e&wtepikog acbeviic mov emokénteton pio khwvikny Geisinger épyetol o€ emaen pe
éva LEAOG TOV TPOYPAULOTOS 1] TOV LUTPIKOV TPOCOTIKOV, TO 0010 TOV EVIULEPDVEL Kol
10V KaAel va coppetdoyel. H ovppetoyn dev e€aptdrorl amd KAmolo GUYKEKPULEVT
ndOnon N duryvoon. Ot evdolapepdevol acbeveic vmoypdeovv ypant cuykaTadeom,
TOV TTANPOL T TPOTLTLA TPOCTAUGIOG ATOPPTTOL Kol ACPAAELNS OV €Yl BeoTioEL O
vopog mepi dafecdTnTOg Kot vTevBovvotnTog TG acediiong vyesiog (Health Insurance
Portability and Accountability Act, HIPAA), pe v omoio cupemvodv Ot
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o TOPEYOLV delypaTa aipatog Kot emitpémovy Ty TpodcPoon og dedopéva oto HMY
TOVG Y10l EPEVVNTIKN PO,

e 1 GLUUETOYN TOVG tvan eBeAOVTIKN,

e {0MG VO UNV OTOKOUIGOVV AUECO OPEAOG OO T1 GUUUETOYN OLTT,

e 1 omOPOON TOVG CYETIKA LE T GLUUETOYN] TOVG O€ Ba €xel kapia enidpacn otnv
Tpikn epiBoiym tovg oto Geisinger,

e Ol €peuveg TOV Yivovtal pe TO detypo Toug umopel vo TePIAAUPAvouV aviAlvoT Twv
yovidimv Toug Kot

e 0t gpeuvntég Bo AdPovv pétpa yio TV TpocTasio TG WOIMTIKOTNTOG KOt TNG

ACPAAELNG TOV TANPOPOPUDY TOVG,.

Emniéov, otnv npd™N TG ékdoom N pOpua cuykatdbeonc:

e £0ve TN SLVATOTNTO GTOVS GLUUETEYOVTES VAL ONAMGOVV OV EMBLLOVY TO delypol
ToV¢ va eEeTac0el ek vEOL ammd avTd M Omd HEAAOVTIKE EPELVNTIKA TTPOYPALLLOTAL,
KATL TOV OTIG ENOUEVES EKOOCELS OVTO EYIVE TPOOTOLTOVUEVO KO

e Opile 6T amoteAécaTO AVAAVONG OO TO SEIYHOTO TOV GUUUETEYOVT®V o€ Oal
EVOOUOTMOVOVTOV GTOV W0TPIKO TOVS PAKELD, TOPE LLOVO GE TEPIMTOGT TOV
OVOKOADTTOVTOV KATL GNUOVTIKO Yo TNV TepiBaiym tov achevni Kot Lovo av o
terevtaiog emtBupovoe va pudabet. Amo 1o 2013 emrpémeTon 1 EVUEP®OOT TOV

GUUUETEXOVTO GYETIKA LE CMUOVTIKA 1OTPIKA EVPTLLOTAL.

H eyypaopn evog atopov oto MyCode gppaviletor g mAnpoeopia oto HOY tov,
yeYovOg Tov dNUovpyel avtopato pio vToAn yo. Ay delyuatog 1 omoia
EVEPYOTOLEITOL OTOV O GUUUETEY®V EMOKEPTEL Eva, eEMTEPIKO EPYUCSTNPLO Yol
apatoroyikég e€etdoelg. H dadikacio avt cupPaiver kot otig LEAAOVTIKEG
apoAnyieg, ondte kdbe eopd amodnkeveTon detypa. Ta detypoto petapépovtol yio
aAAniodyion (og epyootipilo g staupiag Regeneron Pharmaceuticals) kot énetta
amofnkevovtal o€ KATAAANAEG GUVONKES. e aVTA diveTal £VOS LOVAOTKOS KMOKOG
TOVTOTOINONG LEGM TOL 0010V UITOPovV va cLVOEBOHV e Ta amoTeEAEGATA TG

aAAnAovyong.

Ta dedopéva g aAAnAodyiong amodnkevovtol niektpovikd we apyeion VCF (Variant
Call Files) ota omoia kataypdgovtal povo ot d1opopég puetal&d tng oAlniovyiog Tov
atopov Kat pog adiniovyiog avaeopds (Schwartz et al., 2018). Xtig mepiocdTepeg
£pEVVEC TANPOPOPIES TOVTOTOINGNS TOV ATOHOV GTOV OTTOI0 OVIKOLV TaL OEdOUEVA OEV

yivovtar yvootéc. H oivdeon tov dedopévov yivetar péom data broker, dniadn to
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O€JOLEVO TTOV TAPEYOVTOL GTOVS EPEVVNTES SLATNPOVVTOL ATOPPNTA MG TPOG TIG
TPOCHOTIKEG TANPOPOPIES, e TPOTO TOV GLUUOPPDVETAL LE TIC EYKPICELS TOL Oe0 koD
opyavov Institutional Review Board (IRB). 'Evag muprivag peydrov ¢ykov dedopuévov
dnpovpynOnke yuo ™ povreromoinon twv tpotumewv HOY, Tipordynong kot
dlayeipiong, T YPNO™M TOLG Y10 EPELVNTIKOVG GKOTOVG KAl TNV aVATTLEN POVOTOTTOV

nov Bacifovtol 6€ AT To KAVIKA dedopéva.

To dedopéva TOV GUUUETEXOVTWOV YPNCLULOTOONKAV Y10 OVOADGELS YEVETIKNG
OLOYETIONG LE O YVOOTOVS TOALHOPPIGHOVS SNPs y1o Kapdiayyelakég vOooug,
PN tHmov 2 Kou mayvsapkia, He T xpNHoN NN YVOOTOV CTATICTIKMOV LOVTIEAMY
(.. AoyloTikn TaAvdpounon) kat teot eAéyyov (m.x. ANOVA test), mpocappocuévev

O€ YEVETIKG OEOOUEVQL.

To mopandve Tpomtékorlio Eekivnoe mhotikd og €1 KAvikég Tov Geisinger kot og
GLVOVACUO LLE TO ATOTEAEGLOTA GE EPEVVES KOVOD TTOV £YIVALY OPIOTIKOTOMONKE Ywpig

oaAayég (Ewova 2).
Genomic Screening and Counseling Program (GSCP)

To 2013 amo@acioTnKe 1 ETMCTPOPN TWV OTOTEAECUATOV TOV OVOADGEDY GTOVG
acBeveic Kot TOVG 1TPovS TOLG. Tng andeacng TponyHinKe 1 Epguva TG AToYNg TOV
CUUUETEYOVTIMV Y10 TNV EVEPYELN QVTY|, YEYOVOS TOL £0€1EE EVVOIKE OTOTEAEGLLOTOL Y10l
TNV EVOOUATOON TOV ATOTEAECUATOV 6Tovg HDY, e v KoTdAANAN EKTodEVTIKN
VOGTNPIEN TOGO Y10 TOVG TTAPAYOLS VYELOVOUIKNG TEPIBaAyMc 65O Kot Yo TOVG
acBeveic.
Tpia otoryeio-kiewdid tov MyCode enétpeyov T xpHon SES0UEVOV AAANAOVYIONG TTOV
TPOEPYOVTOL A0 TNV EPELVA GTNV KAWIKY| TEPiBaiym:
e TO 0E0OUEVE AAANAOVYIONG HopoVV va cuvdehohv pe ta dedopéva tov HOY twv
CUUUETEXOVTIWV, Y®PIS va. yvootoromOei n TowtdtnTd Tovg pécm data brokers,
e 1 ovyKaTdafeon Tov vroyneiov Yo cvppetoyn oto MyCode neptlapfavet
GLYKATAOEST] TOV Y10 TNV EMGTPOPT] GLVAPDOV WTPIKMV OTOTEAEGUATOV Kol
o 10 Proloywcd detypata g Protpdmelog sivar dtbécipa yio emPeforwticodg

EAEYYOVG OE MIGTOTOMUEVO EPYACTIPLOL.
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Ertidoyn kataAAnAwv unodndiwv pécw Twv Ynootripi§h eAéyywv ouyyevav oe kivBuvo

HOY ko mpoypapatiopdg cuvavtnong 1‘

‘ KAwikn ektipnon ko Swayeipion
Evnpépwon acBevwv kan cuykatabeon T

‘ Emloyr| ané toug acBeveic Tou TpoémoU

Evowpdtwon cuykatdabeong kot evioAng 2 T T el e

Afnc deiyparog aipatog otov HOY 1

l Evnuépwon acBevi péow

tnAedwvou/eniotolic yia tn ¢on tou
l euprjpatog (amootolAr evnpepwTikol UALkol)
Metadopa Seypdrwv oTo Kevpiko 5 _— c
N Evnpépwon acBevi pécw portal/email yia
epyacTtiiplo : : 2
; tnv Untapén evdg euprjparog

Enefepyacia Selypdrwy and To MPpoCWITIKG

Andin deiypatog oe kKAwviko epyaoctiplo

Evnpépwon watpot péow HDY/email
(mpoarpetikn napakolotBnon cepwapiwv)
WES Sewypatwyv kot Snuovpyia apyeiwv VCF , , ,

1 Evowpdtwon Betikwv anoteAecpdtwv otov

HOY

Tautonoinon M/MMN noAupoppiopwv péow

c - » Erupepowtuan gAinAou
auroparou 'datltpapl.?p.atoq K ruotonoupevo nteptfaiiov CLIA
XEpokivnTou eAéyxou

Ewéva 2: Pon dwdikaoidv oto Geisinger Health System. Me yolalio ypodpo eivat ot
dwadikaocicg Tov MyCode pe noptrokaii tov GSCP (Carey et al., 2016 ka1 Schwartz et al., 2018,
EMEEEPYUCLEVO).

WES: Whole-Genome Sequencing, VCF: Variant Call Files, TI/IIIT: ITaBoydvog/TTi0avmg Maboydvog,
CLIA: Clinical Laboratory Improvement Amendments

AvanthyOnie Lomdv Eva TPOYPULLLLO YOVIOIOUOTIKOD EAEYYOV Kol GUUPBOVAEVTIKNG,

ovouatt Genomic Screening and Counseling Program (GSCP), ue o160 Vv

aVOYVOPIGT TOAVUOPPIGUAOV OTTO TO, VITAPYOVTA YOVIOLUK( dEGOUEVO KOt TV

EVIULEPMOT TOV GLUUETEXOVIOV KOl TOV YIOUTPOV TOLG Y10l GTUAVTIKA gvpnpota. To

GSCP Boaoiletor o€ Tpelg apyés:

e TPOGEKTIKN EMAOYN T®V YOVIOI®V [e OOV EMMTMOOT 6TV LYEln TOL ATOUOL 1)
0V TANBLGLOY,

o 0VOTNPOG EAEYYOG KOl COGTY) EPUNVEID TV TOAVHOPPIGUAVY Y10 TV
eAaLoTOTO NN TOV KAVIKOV YELOMG OETIKOV CQUALAT®V Kot

o 0 S00KOGTN ETOTPOPNG KMVIKOV ATOTEAEGUATMV TOL VITOGTNPilel TOVG
ac0evels, TIC 0IKOYEVEIEG TOVG KO TOVG KALVIKOUG 1Tpos HEGM GLVEPYAGTaG Yo

™V avaeopd, v aSlohdynon, T dwuyeipion Kvddvou Kot Toug EMTALOV EAEYYOVGE.
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Ta dedopéva g aAnAovyoNS oV avaAHOVTOL APopovV £va GUOVOAO 76 Yovidimv
(Geisinger-76, G76) to. omoio, 061 yo0V 6€ 27 LOVOYOVIOLOKES L0TPIKEG TOONOELS. XN
Mota oot Tepiiapfavoviot 56 yovidia kot 25 mafnoelg Tov GVoTHVEL TO 1dpvUa
American College of Medical Genetics and Genomics (ACMG) mpog TavTtomoinon Kot
avapopd, emmAéov 17 yovidia mov oyetilovron pe Tig 1d1eg Tabnoelg kot 3 yovidio mov
oyetiCovtat pe dvo emmpocheteg mabnoeig ([livakag 8) (Dewey et al., 2016). Me dAla
A0y, ovOADOVTOL VITAPYOVTO OEGOUEVE DOTE VA TAVTOTONH0VV 01 GUUUETEXOVTES TOV
€XOVV KATO10 TOAVLOPPICUO GTOVG GLYKEKPUYLEVOLS YOVIOIAKOVG TOTOVGS, YWOPIg val

ANeBovLY VITOYN TLYOV CLUTTOUOTOL.

IMivakog 8: Alota tov G76 yovidiov mpog avarvon (Schwartz et al., 2018)

23 yovidia yio cuvdpopa mtpodidheonc kopkivov

48 vy avénom Kvohvou Kopdloyyelak®y Todncewy

2 yio. kaxonOn vrepBeppuio (MIM: 145600, 601887)

2 y1o. KAnpovopkn aipoppaykny tioyyetektacio (MIM: 187300, 600376)
1 ywo avemdpketo g TpavokapBopvidcong e opviBivng (MIM: 311250)

MIM: k®dwog otn Paon dedopévov OMIM (Online Mendelian Inheritance in Man)

Ao ta apyeio VCF, avtd mov avtietoyovv ota 76 yovidia otéAvovtal 6To éva omd tol
dvo emionua kEvipa aAlniovyiong tov diktvov eMERGE (Partners HealthCare) 6mov
KOTNYOPLOTO10VVTOL 01 TOAVHOPPIGHOTL e PAcm TV TaBoyEVELD TOVG GOUEMOVO LLE
opwopéva kprtnpia. Av tpofie@Bovv maboydvorl 1 mBavadg madoyodvol oAV LOPPIGLOL,
10 BroAoyko detypa pe Tov avtiotoryo kmokd {nteiton amd ) Protpdmela, yiveton n
GUVOEST] TV GTOYEIMV TOV OTOLOV GTO OTTOI10 AVIKEL KOl OVOAVETOL HEVTEPT) POPA, OAAYL
avtn ™ eopd vod motomomuéveg ovvOnkeg CLIA (Clinical Laboratory Improvement

Amendments) dote va eniefoiwbodv Ta amoteAécpaTa.

To dwaiopo EMOTPOPTG TOV ATOTEAEGUATOV TPOG TO GULLUETEXOVTO EXEL 0N
emkLpOel TPy N deVTEPN TIGTOTOMUEVT] AVOAVOT|. X€ TPMTN Pdor emPBePoardveTon
uéom tov data broker 611 to dropo Cet kot dev €L ATOGVPEL TN GLUUETOYN TOV OO TO
MyCode. ‘Enetta, and 6Ao to. dropo (nTeitan 1 €nKoponoinon tng cVYKaTadeonc Tovg
MOTE VO EMTPETETAL 1) AVOPOPE KAVIKDV OTOTEAEGUATMV KOL 1] EVOOUATMOOY] TOVS GTOV

HOY.

Mia opdda epyaciog Tov TPOYPALLATOS, 1) OTTOi0, ATOTEAEITOL A0 YEVETIGTEG,
VOGOKOLOVG Kol YEVETIKOVG GLUPOVAOVS, emaveEeTdlel TO EVPNLLATA KO GTT GLVEXELN

T petapoptavel otov HOY tov cvppetéyova. To apyeio mov evoopatdvetol GTov
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https://www.ncbi.nlm.nih.gov/omim/145600
https://www.ncbi.nlm.nih.gov/omim/601887
https://www.ncbi.nlm.nih.gov/omim/187300
https://www.ncbi.nlm.nih.gov/omim/600376
https://www.ncbi.nlm.nih.gov/omim/311250

HOY &givan éva capopévo avtiypago g epyostnplokng avaeopds o popen PDF. H
avaPopd T SNUOVPYELTOL CVTOLOTA Y10l TO KEVIPO, TTOL OVI)KOLV GTO SIKTVLO
eMERGE an6 10 gpyactipio Moprakng latpiknig tov Partners HealthCare 1 tov Baylor
College of Medicine, avéAoya mov otéAvovtat To deiypata, Kot cuVROmg TePLEYEL: TO
OTOTEAEGLOL, OPIOUEVEG ETUTAEOV TANPOPOPIES Yo 0V TO, TN peBodoroyia Tov

ypnoonomnke kat oyetikég Ppioypapikéc mtapamounss. (Euova I, Mapdpnua).

"Eva yovidiokd omoTéEAEGO YVOGTOTOIEL TOAVLOPPIGHOVG €V OLUVALEL ETIKIVOVVOLS Kot
dev wwodvuvapel pe ddyvaoon. Av dev cuoyetiobet dpeca kamown d1dyveoon He To
YOVIOLOK( OMOTEAEGLATO, TO OTTOTEAEGLLOTO, AVTE EVOOUOTOVOVTAL GTN AMoTa
mpofAnudtov oto avtictoryo nedio HOY cav epyactnpokd evpnuo (dniadn,
TpoPAnua: Evog maboyovog/mBavoc maboyovog ToALHOPPIGHOS 6To Yovidlo XX [¢. XX,
p.-XX] mov aviyvebnke péow tov MyCode), dote va gpeuvnBel KataAANAog o
enopevn xpovikn otyun. H elcaywyn opiopévav anotedecudtov ot Alota
mpofAnuatwv tov HOY g&ummpetel tov €0K0A0 eviomoud tovg, Kabdg kot v

EVOEYOUEVT] GUUUETOYN TOVG GTO GUGTNIA ANYNG OTOPACEWV.

To cbommuo HOY mov ypnoiponotei to Geisinger givot g apepikdvikng etoupiog

1 TPIKOL Aoyiopikoy Epic (www.epic.com) kot dev £yve Kdmolo aALayr o€ owTd OGTE
va, O€XETOL SOUNUEVA OTTOTEAEGLOTA, ONAOOT| GE LOPPT| OVOYVAOGIUN OTtd TOV
VTOAOYIOTH. £€ QLTI TN HLOPPT, TO ATOTEAEGILATO SLUTPOVVTOL GE OLOKOUICTN ToW
amd 1o 1ElY0C Tpootaciog Tov Geisinger vrooTnPilovTac TV TEPATEP® EPELVA

(Williams et al., 2018).

Ot ytpol mpwtofAduIaG PPOVTIONS TMV CUUUETEXOVTMOV EO0TOIOVVTOL GYETIKA LE TO
OMOTEAEGILO TNG YOVIOLOKNG OVAAVGTG, TO TPOTEIVOUEVO TAAVO Y10, TNV EVIUEP®GT TOV
acBevn Kot oyeTIkéG TNYEC TAnpoopldv. EmmAéov éxovv mpodcPacn o€ S10dKTLOKA
oEUVAPLO Yo EKTTaidEVOT «just in timey, kabdg ot TAnpoPopieg Tov Tovg divovtat
EVOEYOUEVAS VO UMV givarl TANPOS KATOVONTEG 1) VoL LNV ivat eE0IKEIOUEVOL e TNV

avakoiveoon Kot v eneEynomn T€T01006 £100VG AMOTEAEGLATOV GTOVS 0cOeVELG.

Ot ovppetéyovteg Kadovvtol va €phovv og emagn| pe v opdada tov MyCode 6tav
EVTOTIOTEL £val 0PN CTULAVTIKO Y10l TV VYEIR TOVG KOl GTT] GUVEYELD TOVG TOPEYETAL
YEVETIKT] GUUBOVAEVTIKT KOl YLYOAOYIKT] DTOGTNPIEN. ZTOVG GUUUETEYOVTEG TOV
TPOYPALLOTOS YVOGTOTOOVVTAL LOVO Ol TOAVLOPPICLOL TOV EXOVV KaTyoplomowmOel
¢ mafoydvol 1 mbavaog maboydvor Paoel tuvmomompévev kprrnpiov. [olvpopeiopol

aféPamc onuociog, Tapd To OTL KATAYPAPOVTOL, dEV EMGTPEPOVTIOL GTOV CUUUETEXOVTOL
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o€ VTO TO TPMOTOKOAAO EAEYYOVL. H evnuépwon yivetar cuviBwg pécw unvOoTog Tov
otélvetal pécm tov portal mov drbétel o acbevic tov Geisinger (MyChart), To omoio

etvat dpeca cuvoedepévo pe tov HOY.

O 1ehevTaiog 6TOY0G TOV TPOYPAUUATOG EXEL VO KAVEL LLE TNV EVIULEPOCT] TOV GLYYEVAOV
LE QUEGO KIVOUVO TMV GUUUETEXOVIMV OV £X0LV Tapaldfet arotedéopata. O heyyog
Ko 1) CUUPOVAEVTIKN TPOG TOVG GLYYEVELS, KLpiwe TP®MTOL PabLov, avdvouy Ty
EMIOPACT TOV £XOLV 01 YOVISLOKES AVOADGELG TNV LYEiD TOL TANOLGLOV Kot

GUVEIGPEPOVY GTNV OENCT CLTHG.

Ta mapandve Pripato eivarl Tororomuéva Kot GLUPBAAAOVY GTNV OLOAT dtoryElpton TNg
Aertovpyiag Tov Tpoypaupatos. H tpnon tov Bacik®dv Kavoviopov Kot nfkomy

TPOKANGE®V EAEYYETAL OO EMITPOTES,.

To Geisinger decpevtnke va yivel évo Learning Healthcare System (LHS), otoy0¢ mov
S1EVKOADVETOL OTTO TNV OPYAVMOGCT] TOL MG OAOKANPOUEVO GVGTNILA GTO 0010 OAOL Ol
epyalOUEVOL KOl Ol LOVAOES - GUUTEPIAAUPOVOLEVOV TOV EPEVLVITOV, TMOV TOPOYMOV Kol
TOV AOPOAICTIKOD POPEX. - ATOTEAOVV UEPOGC TNG GLVOAIKNG EMLTLYING TNG EMLYEIPNONG
(Williams et al., 2018). To miaicio tov LHS npowOei 61116 61d)0: TV £QapUoyn TG
VILAPYOLGAG KAVIKNG YVOONG e VEOUS TPOTOVG e 6KoTo TN Pertioon Tov
VYEIOVOUK®V eKPACEMV Kot T dnpovpyio Liag 1oyvpns Pacng tekunpiov yio
evalaktikd povtéda tpaxtikng (Williams et al., 2018, Psek et al., 2015). To
TpOypappa avtd givol To TPMOTO gvpeiag KAlpakag mapaderypo evog LHS mov apopd

YOVIOLOUOTIKA dESOUEVOL.

To 2015 1o GHS £é0ece o€ epappoyn/viofEmaoe £va TANPOEOPIIKO GUCTNUA LE TNV
ovopaocio Unified Data Architecture (UDA), 1o omolo emitpénel TV eVGOUATOON
ueydhmv dedopévav (Big Data) oto vdpyovio cuotuate avaiuons Se30UEVMV Kot
dwxeipong. Me T1g dSuvVaATOTNTEG TOV TPOGPEPEL VAL EPIKTN 1) TOPAKOAOVON O™ Kot
avEALON TOV ATOTELECUATOV TOV AGHEVAOV, | GLGYETION TNG YOVISIKNG AAANAoLYioG
TOVG LLE TN PPOVTION VYEIOG Kot 1] AEIKOVIGT] VYELOVOUIK®Y OEOOUEVOV GE OUADES
acBevov kot tapdyov vyeioc. To UDA tov Geisinger givar 1 peyaddtepn TpoKTikn
gpappoyn tov big data oty vyslovopukn TepiBoiyn, pe yhddeg eneepyaoctéc va

TOPEXOVV EKATOVTAES terabytes dedopévav ovd dpa (Erskine et al., 2016).

H dwyeipion xon 1 anobrxevon tov apyeimv pe ta yovidrokd aroteAéopato o€ Ba ftav

EPIKTN YOpIig TV VwoBET oM €vOC suotipatog HOY mov cuvéPn on and to 1996.

57



Qo1660, N TAeloYNeia TV dedopévav avtav Ppioketat og apyeio PDF, to mepieydpevo
TV omoimVv dev pmopel va dwfaoctel omd to Aoyiopikd. H emmiéov amodnkevon
oplopévav Taboyovav 1N Thavdg Tadoydvmv ToOAVHOPPIGUOY 6TN AMoTa TPOPANUATOY

dtvel ) duvatdtnTa GLVEYOVS Kot EDKOANG TOPAKOAOVONGNS TOVG.
3.2.2. St. Jude Children’s Research Hospital - PG4KDS

To vocoxopeio St. Jude Children's Research Hospital (St. Jude) mapéyet ohokAnpouévn
nepiBodym (voonieia kot eEmtepikd wtpeior) yro Toudid pe coPapég achéveleg, pe
EMIKEVTPO TOV TOUOTKO KAPKiVO, TIC LOAVGUOTIKEG GOEVELEG KO TN OPETOVOKVTTOPIKN
véco. Bpioketor oto Méueig, oty moAteio Teveoi, Oewpeitar un kepdooskomikdg
W0TPIKOG OPYOVIGHOG OTOAAAYLEVOG ATTO POPOVS KO YPNLATOOOTEITOL OO KPOTIKEG
EMYOPNYNOELS KO AGPAAMGTIKEG EIGPOPES, AALA KOPLOL TNy €60®V TOL £ivat ot

exotpateieg erAavOpomiog.

H mapaxorobOnon e opraKoKivnTIKNG TOV QUPLAK®V TOL YOPTYOUVIOV GTOVG
acBeveic OewpnOnke and vopic a&idAoyn KoL 1) EPELVNTIKY] OLASO TOL VOGOKOUEIOD EXEL
oLuParel onuavtikd otnv avartvén avtov tov Topéa. Etotl ) gunelpio mov aroktnOnke
OTOTEAECE T PACT Y10 TNV EVEOUATOGCT TNG POPUOKOYEVETIKNG OTNV KaO1EpOUEVN

QpovTida TV achevmv.

H opdda tov vocokopeiov emtkevipdOnke oty ONHIovpyio 1I6XvpdV GUGTHUAT®OV
MYNG AToQACEMY GYETIKA LE POPHAKEVTIKEG OY®YES TTOL emnpedlovTol amd yovidia, Ta
010{0. GLGTNUOTO GLVOEOVTAL LLE TOVE NAEKTPOVIKOVS PakéAoVG vyeiag. To 2011
Eexivnoe n ypnomn tov TpwtokOALoV PG4AKDS pe okomd v Tpoinmtikny oAAnAovyion
TOALUTAMV YOVISI®V T®V acHEVOV KOl TNV EVOOUATMOGT TOV OTOTEAEGUATOV GTOV
NAEKTPOVIKO PaKeEAO VYElag Yo TNV kaBodnynon g cvvtayoypdenons. Ta dvo mpdta
yovidwa ota omoia emkevtpdOnke n épevva Ntav ta TPMT kow CYP2D6, evod Atyo kopd
apyotepa mpootédnkav ta SLCO1B1 ko CYP2C19. H avdntvén tov PG4AKDS
Baciomnke otV cvvepyasio Kol TNV VITOSTNPEN HETAED TOV S1POP®V VINPEGLOV Kol
TUNUATOV TOL VOGOKOUEIOV Kot V1o TV MIPAEYN OPICUEVOV EMTPOTAV, [0l IO TIG
omoigc, N emtponn Pharmacogenetic Oversight Committee (POC), peta&d ahimv,

kaBopilel mola yovidokd amoteAécpata Tpénet vo eicayfovy otov HOY.

H ovykatdBeon tov acbevov/ooyévelog Aapfdvetar amd pio opado VOoNAELTOV e

avtiotoyn sunepio. H evnuépmon tov vroyneouwv cuppeteyovioy yivetotl v i

58



otyun. To delypa aipatog mov ypetdletal AapPAveTol oe o oTrypUn Tov o achevig £xet

eAePorévinom yio GALO oKOTd, MGTE VO amo@eLyDel emavaAnym g dodikaciog.

Ye ovvepyaocia pe v Emrponn Acoviodoyiag ot epguvntég Op1oay e GYETIKN
aVoTNPOTNTA TO KPLTNPLL TOL TVYOIOV EVPNUATOG. Agv TTpEMEL va ToparelpOel To
yeyovog 0tL | mAgloymeia Tov acBevov tov St. Jude eivar aviAikorl. Agv emtpémeTon
OTOLG YOVEIG OVAMK®V Todumv mov givar eyyeypappuéve oto PG4KDS 1 emtloyn va
apvnOovV aVTEC TIg TANPOPOPIES Y10 AoYOPLOGHO TOV Todov Tovug. Edv evtomiotel
KOO0 VPO GYETIKA LLE TOV KiVOUVO gpedvions acBévetlag, aArd | mopEppfoon yio
™V TpOANY, TV aviyvevon 1| ) Oepaneia g vooov dev ypetdletan va AneOet mpiv 10
18° é1o¢ g nAkiog Tov achevi], To ATOTEAECUATO OEV AVOPEPOVTOAL LEYPLS OTOV O
acBevng evnAIKIOOEL Kot LItopEGEL VoL GUVOILVECEL, KATOTLY EVILEPOONG, GYETIKA LE TO
Ompo Tov Tuyaiov evpnudtwv. Av cuvaivésel, o Bepdmmv 1atpdg Tov acbevn (Le

YEVETIKO GLUPOVAO av ypeloTel) EENYEL TAL EVPMLATA KO TPOTEIVEL GYETIKEG EVEPYELEC.

EmnAéov, 6Aot o1 acbeveilg OTaV EVIMKIOVOVTOL EPYOVTOL GE ETOPT LE LEAT TOV
TPOYPAUUATOC DGTE VO GUVOLVECOLV (MG EVIAIKEG Ko EMiomg va emAEEOVY av emBLpOvY
TN GLVEYION TNG CLUUETOYNG TOVG KOl T O10THPN O TOV PUPLOKOYEVETIKOV

anoteAecUdT®V ToVG otov HOY.

‘Eva kpicipo mpdto Prpa fitav 1 EmA0YN TG KATAAANANG TAATGOPLLOG YOVOTUTNONG
€EE10IKEVUEVT] OE POPUAKOYEVETIKOVS EAEYYOVS. EmAéyOnie | mAat@oppa yovoTdmnong
Evlopuwv Metafoiiopnod Gapuakmv kor Metapopéwv (Drug Metabolizing Enzymes
and Trasnporters, DMET) ¢ etapeioc Affymetrix, evioyvpévn pe évav emmiéov
apOud avtrypdemv evOg YOVIOIKOD TOTOV TOV TPAYLATOTOIEITOL GE TIGTOTOMUEVO
katd CLIA epyactpilo otnv latpikn ZyoAn tov Wisconsin (Sissung et al., 2010). ['a
Kké0e acBevn avorvovion 225 yovidia mov mepthapfdvovv 1936 alAniopopea to onoio
EUTAEKOVTOL GTNV QOPPOENGT), TNV KATOVOUT], TOV LETAPOMGUE Kot TNV £KKPLoN
(Absorption, Distriburtion, Metabolism, Excretion - ADME) tov eapudkev. Enedn n
teyvoroyia eEeMooetal, 1o PG4KDS emtpénet nv adiayn g pebodoroyiog

YOVOTUTNOMG LE VEEG KATA T O18PKELSL TOV.

Ot avapopég Tov amotedecudtov otélvovtot oto St. Jude, Eeywpiotd yo kdOe dropo
Kot kéOe yovido, pécm Acparovg [pwtokdiiov Metagpopdg Apyeiwv, kot
amoOnkevovtan oe Baon dedopévmv. ['a kdbe acbevn onradn, vedpyovv
amofnkevpévorl 225 pdielot (€vag yio kdbe yovidto mov avarvdnke). Amd To GOUVOAO

avTd, EVoOUATOVOVTOL ETAEYUEVA Yovidlo otovg HDY, yio Ta omoia vdpyovy cageig
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OVLGTAGELS Y10, T GVVIEGT TOVG e Kdmoto dpuako (1.y. odnyiec CPIC). H emhoyn
ot YiveTon HEGM UL0G SOTKTLOKNG EQAPLOYNG empéAElog Tov ovopdletor DMET
Tracker, n omoio Towtdypova aEOAOYEL TNV TOLOTNTO TOV OTOTELEGUATOV.
[Tnpoopikoi eAéyyouv Ta E10EPYOUEVO DEDOUEVA G TTPOG TI GLVOYN TOVG GE GYECT LUE
VILAPYOVTA OESOUEVAL, Y10 TOOVA COAALOTA XEIPLGLOV KOl OITAEG EYYPAPES, EVD
eoppakomoloi e€etdalovv yepokivnta ta dedopéva eyKpivovtag 1| amoppintovtdg to. Xe
000 dedoéVa eYKpivovTol TPOoTIOETOL 1) EPUNVEID TOVG GE GUVOTTIKY] KOl TUTTOTONLEVT
popon. Ot mpokabopiopéveg cuuPovievTiKég epunveies yio KOs amotédespa
dnuovpyovvto kot eivon amodnkevuéveg otnv epoppoyn Consult Builder, ) onoia
TOPEYEL CLYKEKPYEVO TPOTLTTO, KO ETOVaypnoyLoTomoipia keipeva. Kabe epunvevtikd
Kelpevo amoteleitan omd GVYKEKPIUEVO TUNHOTA GTO OTtoia cLUTEPIAaUPdvoVTaL O
QOVOTLTTOG, O YOVOTLTOG Ko 1] ETEENYNOT TOV, 0dNYieg Yo TN d0GoAOYio Kot Evag
GUVOEGLOG TTOV TOPOTEUTEL TNV IOTOGEAION TOV VOGOKOUEIOV Y10 TEPIGGOTEPEC
mAnpoopiec. 'Evag 0e0tepoc @approkomolog eEAEYYEL Kot ETAANOEVEL TIC TANPOPOPIES

npwv yivouvv opatég otov HOY (Millennium system, Cerner Corporation).

[Tpoxeévou va d1ievkolvvOel n €DPECT TOV PUPUAKOYEVETIKOV OEO0UEVMOV TOV 0G0V,
onuovpyndnke otov HOY pia Eeympiot) Kaptéda avdpesa otic vroioutes. H xaptéda
ovopdotnke QapLOKOYEVETIKN KOl GE OTY| ONLLOGIEVOVTOL OAOL Ol EAEYYOL TTOL
exteEAéoTNKAY, OVEEAPTNTA LLE TNV NUEPOUN VIR TOVS, pall LE TO AmMOTEAEG LA TOVG, TO
omoio Aeltovpyel ¢ LITEPGVVOEGHOC Ko 00N YEL 0€ AEMTOUEPELIES OYETIKA LLE TN
ddkasio g avdivong kot oe cUUPoLAES. EmumAéov, yio KaOe amotélespa
aVayPAPETAL 1] KATAOTOON KAVIKNG TPOTEPALITNTOC, 1 OTTOilo Lopel var etvor
ocvvnOepéVN 1| LYNANG TpoTEPAOTNTOS (LVYNAOD KIvdUVoL). DotvoTuITor LVYNANG
TPOTEPOULOTNTOG OPILOVTOL TOL ATOTEAEGLOTOL TTOV OTTOTOVY TPOTOTOINGT HOGOAOYIOG,
YPNOT EVOALOKTIKOD TTapAyovTa 1 emmpocHetn mopakolovdnon acbevovg. Ta

amoteAéopato avtd oty kaptéia g Pappakoyevetikig dtaywpilovron pe KOKKIVO

APOLLOL.

Emmpdobeta, o1 @avdtumor vynAng TpoTepotdTNTOS KATOX®POVVTUL CVTOLOTO GTOV
KatdAoyo mpofinudtov, pio kaptéia tov HOY mov apopd yevikéc mAnpoeopiec. H
KOTOYDOPNGN LT TUPOSOTEL TIG EWOOTOMGELS, TOL TEPLEYOLV EOKEG GLGTACELS OTAV TO
CLVTAYOYPOPEITAL TO AVTIGTOO PAPLOKO (GVGTNIA ANYNG amopdoemV). Otav
npootifetorn o té€tota katoympnon otov HOY, éva avtopatomrompévo pivopa
NAEKTPOVIKOD TOYLOPOLEIOL OV TTEPLEYEL TO Gvopa TOV a.c0eVODS, Tov aplBprd 1TpKod

apyelov, TNV ovopacio TOV YoVIdiov Kot TOV GOVOTUTO AmOGTEALETOL GTOV KOPLO
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Bepamovta 1tpd Tov acbevi). Emeldn to Ae&iloyio mov ypnoiponoteitol otovg HOY
(m.x. SNOMED) d¢ d10popomotel ETapK®G OPICUEVE PAVOTLTIKG XOPOUKTNPICTIKA,

dNpovpyNnOnke amd TOVG EPELVNTES OVOLLOTOAOYIO Y10l TOV KATAAOYO TPOPANUATOV.

> . =
M —All results —»SFTPL-Parse-»{Res DB DMET
Tracker
« CLIA lab Interpreted

Genes
PG PharmD Approved

Whole Blood « Batched DMET Plus
CYP2D6 copy nbr

Data Staging
Y
CO!’ISUM | Review CONSULT]
Interpretation Builder
worklng files * DT/PT/PL Nmcltr Approved
» Templates | ;
nterpretation
« Sentences Data
« Consult Text
1
1
T
1
EMR () : Clinical SJ
1 Results Formulary
Future
Y v _tb Gla
| —

1 | PharmD o + Consult S | Dosing | PG
1| Verify « Result o nse recommendations > | Formulary

PG Review Queue ¢ Problem CcDS —>' Alertand Rx analysis

List Engine
Flowsheet

»
>

A

Letters
|

Letter Upload Interface

Ewova 3: H dadikacio ponc dedopévav kat amotelecudtov oto tpdypouus PG4KDS
(Hoffman et al., 2015)

CDS: clinical decision support, CLIA: Clinical Laboratory Improvement Amendments, DB: database,
DMET: Drug Metabolizing Enzymes and Transporters, DT: diplotype, EMR: Electronic Medical
Record, MCW: Medical College of Wisconsin, PG: pharmacogenetics, PL Nmcltr: problem list
nomenclature, PT: phenotype, Res DB: research database, Rx: prescription, SJ: St. Jude, SFTP: Secure
File Transfer Protocol.

210 TEAOG NG O1001KAGI0G EVOOUATMOONG, O 0GOEVIG EVIUEPDVETAL LEGH EMIGTOANG Y10
TOL ATOTEAEGLOTA, TV EEETAGEDY TOV KO TOV TPOTO TOL AT GYeTICOVTOL e TN YPNoN
eoppdkov. Xe avtég meptiapfavovror emmnpdcOeteg TANpoPopieg Yo TNV
OAOKANPOLUEVT EKTAIOEVLGT TOV, 01 OTTOIEG VITAPYOLV SUOEGLES KOl GTNV 1GTOGEAIDN
tov St. Jude. ITapdAAnAo avoTTOGGETOL TO OVTIGTOL(O KOUUATL OTOTEAECUATMV OTN

OL0OIKTLOKT TOAN TOL 0GOEVT.

duowd divetar waitepn PAcn oV SELPVVOT| TOV YVACEWDY TOV TPOSHOTIKOV. [l
Kd0e véo (ehyog yovidiov/@appdkov mov evoopotmvetal 6tov HOY, o kAvikdc wtpog
EVILEPDVETOL LEGM NAEKTPOVIKOD UNVOLOTOS Y10 TO OMOTEAEGLLOL Kot TIG SLBECILES

evaAlokTiKES av yperaletat. [TAnpopopieg oxetid pe TIC TPOTEWVOUEVEG JOCOAOYIEG
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MMivaxag 9: ITapovsioon 8 yovidiov kot 16 popraKeEVTIKAOV 0VGLOV OV eAEyyovTal oto St. Jude
Children’s Research Hospital kot Tov ¢otvotdmov, Tov T0GOGTOD TV ATOU®V TOL TAPOLGIALOVY

TOV KAOE QaIVOTLTIO KoL TIG GLGTAGELS OAAAYNC 06oNG (emionun wotoceAida St. Jude)

Tovisio Hp019v % a:r()p,mv Davérumog Alhoyn 060mg avrw'rtzl)mg QUPUUKEVTIKNG
Yovidiov eni Tov ovoiag
nlvopov
Koosgivn Tpapadoin  O&vkwdovny
2% UM NAI NAI NAI
10% IM OXI OXI OXI
Kvutoypouo 10% PM NAI NAI NAI
CYP2D6 i ) )
P450 2D6 Amtputtorivy @rovoetivy  Hapoletivy
UM NAI NAI NAI
IM MEIQXH ox1 OXI
PM NAI MEIQXH MEIQXH
Kilomooypéin
5% UM OXI
Kutoypopa 12% RM OoXl
CYP2C19 bys02c19
30% IM OXI
10% PM NAI
Twppoactativy
[Tpwteivn 0 NAI
SLCO1B1 petogopdg 10% PP
AloBcompivy  Osgroyovavivy
10% IM MEIQXH MEIQXH
: 9 NAI/MEIQXH NAI/MEIQXH
TPMT évlopo 0,25% PM ,
TPMT Mepkamtomovpivn
IM MEIQXH
PM NAI/MEIQXH
Yelexoipmn
Kvutoypopa
CYP2C9
P450 2C9 25% IM OXI
2% PM MEIQXH
Toaxpoiipovg
20% AF & NM AYEHSH
Koot 1% EU
VTOYPOUOL
CYP3AS  "pps03a5 S0%AF& IM AYZHEH
15% EU
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Mivaxag 9 (ovvéyera)

Ipoiov % azépoy Alhayn 0661MG avTicTor OPLOKEVTIKT]
Toviowo o&éiov emi TOV DarvoTVTOG th s onoiamg popn s
v nAn0vopov S
Koneorrapivn  ®0oproovpakiin
DPYD  Eveumo
DPYD 4% IM MEIQZH MEIQZH
0,20% PM NAI NAI
Atalavapipn
UGTIA1  &vevmo
UGT1A1l 40% IM OXI
15% PM NAI

®awodtonog: UM: Ultra-rapid metabolizer, RM: Rapid metabolizer, NM: Normal metabolizer, IM: Intermediate
metabolizer, PM: Poor metabolizer, PF: Poor function, DF: Decreased function, NF: Normal function
Apbon pappoakevtikng ovsiog: Kevipikd Nevpued Zootnua, , AVTipeTpoiKo,

, ApOpomdfeieg & pvockeletikég TobNoelg

avVOAOYOL LE TNV KATAGTACT] TPOGSTIOEVTOL GTOV NAEKTPOVIKO KATAAOYO GLVTOYOYPAPNONG,
EVOD M 16TOGEMOO TOV VOGOKOUEIOL EVIUEPDOVETOL GUVEXDC.

Axopa peyoddtepn onpocio SIVETAL GTOVG POPUOKOTOIOVE, Y10 TOVG OTOIOVG TOPEXETOL
EKTTOOEVTIKO DMKO, EVA EAEYYETOL GLYVE 1) IKOVOTNTE TOLG VO, EPUNVEDOVY OTTOTEAEGLLOLTOL.
O1 gpguvnTéC VOOMAEVLTEG TTOV £YYPAPOLY TOVG aoBeVEIG 6TO TP TOHKOALO VITOPdALOVTOL
EMIONG O€ EKTETAUEVT] EKTALOEVTIKY| O1UOTKAGIOL.

2ta TpdT 5V0 YPOVIOL EQAPLOYNG TOL TPMTOKOALOL T0 97% TtV acBevav (1559 and 1605
aoBeveic) ovvaiveoe va eyypagel. O pécog 6pog NAKING TV GUUUETEYOVTOV NTOV T 9,8 €11
(ne evpog 53 nuépes £m¢ 52 £€n) Ko OG0V aopd otic katoywyég 51% frav Aevkol
(cvumeprropfavopévav IoTavoemvey kot un), 42% padpot, 4% avapiktotr kot 3% dyvootg
QLANG, TANBVGOG TOL JlaPEPEL and avtdv Tov Geisinger émov 10 95% gival EVPOTAIKNG
KOTOY®OYNG.

Ta 4 yovidwo (CYP2C19, TPMT, SLCO1B1 kou CYP2D6) yia ta omoia To amoteAéc oo,
evoopatodnkav tpota otov HOY cuvoéovtar pe 12 gapprokentikég ovoieg, avapuesd toug
ot o dnpoeireic otov topéa g Poppakoyovidtwpotikng. tov [ivaka 9 mtapovsidlovio
aVTa Kot eTTAEOV Yovidia Yo Ta omoia yivetan Eheyyxoc oto St. Jude kot ot GVETAGELS Y10 T
YOPNYNON TOV PUPLAKEVTIKMY OVGLOV BAGEL TOV PAVOTLTTOV.

H neprypaon tov dadikacidv £yve Baoet tov apbpmv tov Hicks etal. (2012), Bell et al.
(2013) kou Hoffman et al. (2014).
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3.3. IIpoxioeig kot mOavég AMdosrg

Ta moapondve tpoypdppota avartoydnkoyv oto péca tng TponyovUeEVNG deKaeTiog. Tnv
nepiodo exeiv, To UNYOVALATO AAANAOVYIONG ETOUEVTG YEVIAGS Elxav O KabiepwBel
KOl TO KOGTOG 0AANA0VYIoNG £vOS avOpdmivoug yovidiwpatog tinciole ta 10008, Avtd
d€ onpaivel 6Tl GTIC TEPIMTOGELG TOV Topovclalovtal d® yivetar whole-genome
sequencing. H dwadwkacio avtn, 0nmg kot 1 whole-exome sequencing, ypnoiomoteiton
0€ OPKETA KEVTIPO TOV OVIIKOVV GTO, YPTIUATOS0TOVUEVA HIKTLO KOl KOO0, otd TOL 07010
avaeEpOnkay, aAld avToL TOL £I00VG TO ATOTEAECUATA OEV GVVOEOVTOL GTOVG
avtiototyovg HOY. Qotdc0, N peimwon 1ov K06ToUg 1oV KaBOopIoTIKNG oNUaciog yio

OAEG TIG EVEPYELEC TOL OLPOPOVGAV SLUOIKAGIES YOVOTOTINGONG.

10 onueio avtd, va avapepbel Evag TEPLOPIGLOC TOL TPOKLITEL: Yo KBe voookoueElo,
TOVETIGTIO 1 GVGTNLLA VYEING TOV avapEPONKE Ta oTOLYEID TTOL Efval YVMOOTA
apOPOVV T OEOOUEVT YPOVIKT TTEPT000 OV NTaY GE EEEMEN TO KAOE TPOYPOLLLLAL.
Enopévac, oty mapodca epyacia dev avapEpovtol ol OToleg PEATIOCELS Lmopel vo

vanpEav €ite S100KAOTIKA £iTE TEXVOAOYIKA LETA TO TEPAG TOV KOOEVAC.

Tnv mepiodo avtn, o Evpomaikd enimedo dev £xel mapovoiaotel kKdtt ovaroyo. A&ilet
va onpelwdei n tepintwon g EcBoviag. To cvomua vysiog g eivor €€ oAokAnpov
NAEKTPOVIKO, 1 S10GPAAOT TV OEOOUEV®VY YIVETOL LLE XPTON TNG TEYXVOLOYING
Blockchain, evd givai n mpdtn ydpa 610V KOGHO TOV £QAPHOGE Eva 0VIKO cOoTNO
HOY. EmutAéov, &xer nom onovpynoet m okn g Protpanela. O apOuog twv
derypdTov g dgv umopel axopa vo Eemepdoet aGAA®V Protpoanelmv, 6mmg g Meyaing
Bpetaviag (n peyardtepn Protpdmela e evpomaikd £6apog), aAld n VTaPEN TG O
GLVOVACUO LE TO OAOKANPOUEVO GVGTNIA VYEING TOV TOPEXEL ATOTEAEL TPOGPOPO

£€00p0og Yo TNV avdamrtoén g lotpikng Axpipeiog.

H ypnion tov niektpovikod pakélov vyeiog yivetar oAoéva Kot o avaykaio. Q6tdco,
VILAPYOVV APKETOL PPOYLLOL 01 OTTO{01 OVGKOAEDOVV 1] AOTPENOVY TV ATOOOTIKY PNoN
toug. Kot éva xaiplo epdtnua givar pie moo tpomo Kot o€ Tt popern Ba counepiineOovv

YEVETIKA dedopéva o€ auTodV.

Epdcov n teyvoroyio adiniovyiong kdAmale, TNV mEPiodo GtV omoio avapeEPOLACTE
EYWVaV 01 TPATES EKTIUNCELS GYETIKA LLE TNV EVOOUATMOOT] TOV YOVISIOUATIKOV
dedoUéVmV OTOG TPOKVTLTAY Ad TO EPYUCTNPLO, ONAUON AKATEPYASTEG AAANAOVYIES

Bacewv o1 0moieg EKTPOCONTOVCAY TO GHVOAO TV YOVISI®MV TOL KAOE aTOHOV
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TEPLEYOVTOG OAQL TO YOPOUKTNPLOTIKA TOV. H mpdTtaon avtn, wotdco, aviyetonilet pio
OPKETE ONUOVTIKY TEXVIKN dVoKOALN: TO HEyeBog TV apyelmv TOv TEPIEXOLY YOVISIOKA
dedopéva (uéypt terabytes o un enelepyacpuévn Lopen), To omoio Eemepvaiet Tig
JVVATOTNTES TOV NAEKTPOVIK®V PakéAmv. H cuumieon tov apyeiov avtdv, mov
npoteivetal and tovg Masys et al. (2012), énwg paiveton ko otov [Mivaxa 10, dev
umopel va yivel akopa amodektn, Kabmg 1 dadikacio cuuricong teptlapuPavel nv
ATTOAELN OPIGUEVAOV OEGOUEVOV KOl GE TETOL0L €I00VE dedopéva dev UTOPOVLLE VoL
napoleiyovpe titota, 1000 61011 6¢ Yvwpilovpe mola ival avTd ToL pUropoHv va
«Bvo16TOVVY 0G0 KOt ETELON 1 OAANYT) OKOLLO KO EVOS LOVO YPALLLOTOG TOV
CYEVETIKOV aAQOPNTOVY UITOPEL VO PEPEL CNUAVTIKEG ETUTTMOGELS OTIC PUCIOAOYIKES
depyaocieg (Williams, 2019). [TopdAinAa, dev Tpénet va TapaAeimeTon To yeyovog 0Tt
evdéyeTon va omanteiton 1 amofKevon eMmTALOV AAANAOVYIDV, Ol OTTOlEG UITOPEL VO
TPOEPYOVTOL Y10 TOPBAOEY LA OO KOPKIVIKE KOTTAPO 1] OPYAVE. TTOV VTEGTNGOV
petdAraln. To TpdPAnpa Opw®g 0V apopd Lovo TV amobiKevon, AALA Kot To XpOVo
OV OOLTEITOL Y10 TN ANYT TANPOPOPLOV HEGO At £V TOGO LEYAAO OpyElo TN oTIyun

NG KAVIKNG PPOVTIOOG.

AVTi Y10 TO GOVOAO TOV OKATEPYACTMV YEVETIKAOV d€d0UEVMVY, Ba pmopodcay vo
amoOnkeLTOHV LOGVO 01 TOAVUOPPICLOL TTOL ATAVTOVTOL G€ 0VTO. Emedn opwg o
ap1Ouog ovT®V etvan emiong apKeTE LeYAAOG, N amoOKELOT UTOPEL VAL YivEL LOVO Yo
OVYKEKPILEVOVG TOAVLOPPIGHOVE, LE TOV KivOuvo OU®G OTL OPIGUEVOL EGPOALLEVA OE B
ocvumepNEBoHV gite ek TaPAdPOUNG E1TE EMEWON GTOV TPOTO EAeYY0 Oal

KatnyoplomomBovv g aféfong onuavrikdtnrog 1 aprapeic.

Mivaxog 10: EmBountd teyvikd xopaKTnpioTikd Yo TV EVOOUATMOT] YOVIOLUK®OV
dedouévov otov HOY (Masys et al., 2012)

Al pnomn S ®PIGHOD TOPATNPNCEDV Ol TIG ENEENYNOELS

YmoompiEn cvumieong 0e00UEVOV YOPIC ATMAELEG

Awatpnon oHVOESN G TOPATNPICEMV LIE TIG EPYACTNPLOKES LEBAOOVG TTOL TIG
TopNYoyoV

YnootpiEn mapovciaons 0e00UEVOV KAVIKNG oNUociog EDKOAN Kol KOOUKOTOUEVOL
v BéATIOTN amddoom

Yoot piEn LOpPOTLTI®V MOCTE TO SEOOUEVE VAL Efval TAVTOYPOVO AVAYVAOGLULL TOGO
amd tov GvOpmmo OGO Kl 0md TO AOYIGHIKO

Awyelpion kot 0moBnKeLon 0ES0UEVOV TOV TPOKVTTOVV OO EMTALOV AVAADGELS

Y7nootpiEn 660 TG KAVIKNG POVTIONG 0G0 Kol TNG EPELVOG
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Oleg o1 perétec mov cvpmepnedniay otov Iivaka 7 6toxedovy 6€ CLYKEKPYEVOVG
TOAVHOPPIGHOVG 1) KAOE pia. Otav 0 aplfpudg Tmv TOAVHOPPIGUOV Eival TOGO HKPAC, M
Jlyelp1om ToVG 6ToV TPOTO ATOBNKEVONG 1] GUUUETOYNG OTO GUCTHUOTO ANYNG
amopdcewV givat e0koAN. [TapdAinia, T0 AmTOTELECUA, OTIC TEPIMTMOCELG QVTES,
dwpopomoteitatl amd TNV aAinrovyio Kot Teptlapfavel Lovo 1o dvopa Tov Yovidiov e
TO TOAVHOPPIGUO OV EVIOTIOTNKE, TOV avtictoyo eavotumo (CYP2C19*3, poor
metabolizer, dnAadn oto yovidio CYP2C19 1o dtopo £xel Tov TOALHOPPIGUO 3 LE
OTOTEAEGHLO. LELWUEVO HETOPLOAICUO TOV PappdKkoL Tov ennpedleTar) Kol TUYOV
mAnpoopiec. MaAoTa, 0md Ta TEPIGCOTEPQ EPYAGTIPLO TTOL TOPBEYOVV TA
OMOTEAEGLLATO TPOTIULATOL OVLTY T LOPPT] EVOVTL TOV OKOTEPYOUCTOV OAANAOLYLOV, TOV
QLo1Kd givar duokordtepa otnv KoTovonon (O’ Daniel et al., 2017). Axopa ki £tot
OUMGC, 01 TPOKANCELG OV OOV va, vITdpyovv. Emiong, ta yapakmmpiotikd mov
avapépovtor otov Iivaka 10 eEakolovfolv va 1600V Kot 6€ aVTa TpocTifevTon Kot

EMMAEOV OTOUTNOELS, OTMG TTopovctdlovtal o€ dAleg epyaoieg (Tivaxag 11).

IMivaxag 11: EAdyioteg A1TOVPYIKEG OMOLTIOELS Y10 TV EVOOUATMOOT] YOVIOIOKAOV
dedopévav otov HOY (Marsolo & Spooner 2013, Kannry & Williams 2013)

AmoBnKevon YEVETIKOV 0E00UEVOV LE OOUNUEVO TPOTO

H dopnuévn minpogopio mpénet va Paciletor oe mpoTOKOAAN OGTE VO Eival EPIKTA N
petopopd e petad d10popeTik®V cvotnuatov HOY

Toawtodypovn amobKELST PAIVOTVTIKMY OEGOUEVOV LE OOUNUEVO TPOTO MGTE VO,
ovoyetilovror eOKOAN LE TIC YEVETIKES TTANPOPOPiES

Avvatdtnto ypriong 0edoUEVOV ad GLGTNUATO AYNS ATOPAGE®Y PAGEL KOVOVOV

Avvatdmro avaktnong fondntikod mepieyopévon yio TV Epunveia twv
OTOTEAECUATMV

[Tapd To yeyovoc 01t to yevikd mepifaiiov etvar mapdpoto avapesa otovg HOY mov
OVOTTUGGOVTOL OO TIG O1APOPES ETALPIEC, OPICUEVA ETUEPOVS YAPUKTNPICTIKA KO
dVVaATOTNTES TOKIAOVV. XTO TPMTO KEPAANLO £YIVE AVOPOPE 5T dOLT TOV
NAEKTPOVIKOD QOKEAOV G TPOG TOV TPOTO TAPOVGINGTG TOV dEGOUEVMV OV PLAOEEVEL.
Ta OM vdpyova dedopéva, T omoia APoPOLV dNUOYPUPLKE GTOLYEID, OIKOYEVELNKD
1GTOPIKO, PUPUOKEVTIKES QLYMYES KOL EPYOSTNPLOKE OMOTEAEGLOTA, ELPAVILOVTOL GTOVG
NAEKTPOVIKOVS POKEAOVS MG Eva pelypa dounpévey Kot adopntwv dedopévev. Ocov
aPOPA TO YOVIOLOKE OEOOUEVAL, 1] TLO JLUOEOOLEVT] EVEPYELD EIVOL 1) LETAPOPTMOOT EVOG
apyetov PDF 10 omoio T1g meplocOtEPEg POPES EIVAL 1] EPYUGTNPLOKT] AVAPOPE TOL
npokvmtel puetd v avéivon (IMivaxag 7, Kho et al., 2013, Tarzcy-Hornoch et al., 2013,
Shirts et al., 2015,Wiesner et al., 2020). Xt1g avoa@opég antég vdpyovy TANpopopieg
Y0 TIS EPYOOTNPLOKES HEBOSOVE OV YpNcLoTomOnKay, KaBdg Kot fondntikd
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TEPLEYOUEVO Y10 TNV gpUNVEin TV anotedecpdtov. H emloyn o, mapodro mov divel
€0KOAQ KoL YP1YOpO TANPOPOPIES GTOVS TAPOYOVG VYEING, OEV EMTPENEL TV
NAEKTPOVIKY| OVIYVELGT TOV ATOTEAECUATOV KOl APOL TV AVTOUATY GLUPBOAN TOVG GTA

CLGTHOTA ANYNG OTOPACEMV.

2TV TEPIMTMOOT TOV POPUAKOYEVETIKMOV OmOTEAEGUAT®V ToL Nocokopegiov TMaidwv St.
Jude dnpovpynnke emmpocOetn evotnta oto mepiPaiiov tov HOY, aAld to
amoTéAecua TOPAUEVEL TO 1010. Mia cupfatikr Abon Tov akoAovdNOnke NTav M
YEWPOKIVITN EVOOUATMOT TOV ATOTEAEGUATOV TMV YOVIOLUK®OV OVIAVGEDY GTO TEHIO
avapopac tov tpofinudtev (Nocokopueia Iaidwv St. Jude kot Bootdvng). Me owtd
TOV TPOTO, UTOPEL VoL ELPOVIOTEL Aesa £100TOINGN Yo TNV VITaPEN KATo100
TOAVLOPPIGLOV TN GTIYUTN TNG CLVTAYOYPAPNONG, MOTE VO okoAovOnBovv ot
evolhoktikéc. Extdg and m Alota tpofAnudtov, ypnoipuonoteitol yio tov id1o oKomo
Kol 1 AloTo OAAEPYIDV TTAPA TO YEYOVOG OTL TETOLOV £100VE OMOTEAEGLOTOL OEV
avVOPEPOVTUL OTTAGL O TUYXOV TOPEVEPYELES, AALA G Uio KATAGTOGN TOV SlopKEL £¢’

opov Cmng Ko Oa mpémel va avtipetonileton avtiototya (Caraballo et al., 2017).

Mia drapopetikn Avomn mov £xel cuintOei elvar n ypnon PondNTIKOV YoVISIOUATIKOV
CLOTNUATOV, LE TOPOIOL0 TPOTO OTMS 10N YPTCLLOTOIOVVTAL OO OPIoUEVOLS
0pYOVIGHOVG AL BondnTikd cvothuata, cav To cvotnua PACS (apyelobétnon kot
enelepyocia eikOVOV aKTVOLOYIKoD evdlapépovtog) (Aronson et al.; 2012, Starren et
al., 2013). To onuovtikd ota GLGTAHUATA OVTA Etvar 1 amoBKELOT OAWV TV
OMOTEAEGUATMV TOV TPOKVTTOLV O it AVAALGT|, OKOLO KOl QVTMV AyVOGTNG
onpaciog, kot 6tav vIapEoVV daBEGILES TANPOPOPIES CYETIKE LLE AVTOVS TOVG

TOAVLOPPIGHOVC, Ol TAPOYOL VYEING Bal E100TOLOVVTOL GUETAL.

Mia tétota TAatpoppa vrootnping eivar n Genelnsight Suite, n onoia oM

xpNoyonoteital oe optopéva KEVTIpA ko propel va cuvoehel akdpa Kot e

dapopeTikng etaupiog NAektpovikd edkeio (Aronson et al., 2011). H mhotpopua ot

éxer 4 Aertovpyiec:

o ONUIOVPYEL OVTOUATOTOMUEVES OVOPOPES GYETIKA LLE TO ATOTEAEGLLOTO, TTOV
TPOKVITTOVV,

o emTPEMEL TOVG TAPOYOVG LYElNG Vo TEPLEPYALoVTOL OAES TIG YEVETIKES EEETACELS OTIC
omoieg €xel voPAnOel évac acBevng (pe eheyyduevn tpodcPacm TALoV),

o gwomolel Tovg TaPOYOVG VYEIG OTOV L VEQ CNLOVTIKT TANpoPopia yiveTot
YVOOTN CYETIKA LE KATO0V TOAVHOPPIGUO TTOV £XEL EVIOTIGTEL 68 vav N
neEPLocOTEPOVS 0GOeVEIG TOVG KO
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e EMUTPEMEL GTOVG TOPOYOVS VYEING VO 0vaLT TGOV ATOUO [LE GUYKEKPUEVOLS

TOAVULOPPIGLOVG OTTO TO GUVOLO TV 00HEVADV TOVC.

H mhatedppo avt KOAOTTEL 0pKETES Od TIG AMOLTNOELS TOV OVOPEPONKOY GTOVG

[Tivakeg 10 won 11.

H evoopdtmon tétotov €idovg dedopévov amaitel to KOTAAANAL TPOTLTA Yo TN
petapopd, TNV mapovacioon kot v eneepyacio Tovg peTacd TV cvotnudtov. Ta
VILdpyovTa TPOTLTO TVTTOTOINOMG, Y10 TA OTTOL0L £YIVE AVAPOPA GTO TPADTO KEPAAOLO,
0G0 T0 dLVATOV emeKTEIVOVTOL Y10 VO, LITOGTNPILOVVY TIG AVAYKES TTOL OMLOVPYOVVTOL.
A6 10 0 EVPEMS O1UOEOUEVO TPOTLTO AVTOAAAYTG dEdOUEVDVY HeTa D (aKOpoL Kot
ETEPOYEVMV) TANPOPOPLOKDV CLGTNUATOV Exovv avamtvydel Tpwtokoiia (HL7 v2
Clinical Genomics Report kon HL7 FHIR genomics) mov enttpémovv v aviaiioym
YOVIOLOK®V 0€J0UEVAV. GTOCO, £X0VV OKOU TOALA KEVA Ta omoia KaBLGTEPOLV TNV

0VGLOOTIKN VI0BETNON TOVG 6TV KAviKn epovtida (Williams et al., 2019).

Onwg onpeimdnke and tov Hoffman (2007), axopa kot av vadpyet oOtodéoun n
KATAAAN AN 0pYEVEOGT TOV OEOOUEV®V, N TAPOLGINCT TV YOVIOLUK®MOV OTOTEAEGLATOV
Ba amoderyBel dOvoKoAn kaBmG To AeIAOY10 TTOV £xEL avoTLYOEl dev givon eTapKES Yo
TNV TEPLYPUPT] LOPLIKAOV ELPNUATOV. XT0 Vosokoueio St. Jude ot epevvntég avéntvEay
1 O1KY] TOLG OPOAOYIQ Y10 OPICUEVE POIVOTVTIKA YOPOKTNPIGTIKA TOL O€ OlaKpivovToy
enapkag and to tpodTvmo SNOMED. To SNOMED CT (mov amoteiet, Katd KAmo1o
TpOTOo, avaPddon Tov TPMTOL) YpeldleTon £ite Vo EMEKTEIVEL TNV OPOAOYIN TOV ElTE VOl
ovumepLAPel vITdPyoLGES YOVIOLOKES Pacels dedopuévav, 0mmwc 1 OMIM (Online
Mendelian Inheritance in Man) (Ullman-Cullere & Mathew, 2011). To npétvmo LOINC
(Logical Observation Identifiers Names and Codes), mov agopd tnv Kmdtkomoinon
KAMVIKOV 0€00UEVWDV, £XEL TPOTOTOMNOETL Y10 VoL KMOTKOTO1EL KOl YOVIOLUKEG OAANAOLYIES
pe Péon Tig oM amodEKTES KOOIKOTOMGELS TOV LITOGTNPILoVY YVOOTES BAcELS

dedopévav (m.y. HGNC, dbSNP, NCBI) (Ullman-Cullere & Mathew, 2011).

Kobbhg o1 yvdoels yuo m Asttovpyic TOV YOVISUDUOTOG GLUVEXDS OVOVEDVOVTOL, TO
dedopéva Ba mpémel va evempUat®Bovv e TETO10 TPOTO MGTE VoL lval EPIKTN M
EMAVEPUNVELGT OAANAOLYLOV Ayveotng onpociog (Pyeritz, 2011). Zto anoteAéopata
YOVIOLK®V €EETAGEWMV, TEPA OO AAANAOVYIES TOV AVTIGTOLYOVV GE YVMOTEG 0OOEVELES
7oV gite EPEOVIGTNKAY GTO ATONO £iTE VIAPYEL TOAVOTNTA VO ELPAVIGTOVV apYOTEPD,
VILAPYOVV KOl OPICUEVES YO TIG OTOLES OgV Etvat Yvao T 1 Asttovpyia tovg. Ot

aAAndovyiec avtég kad gival va punv mapapepiCovtat. [ToAlol opyavicpol datnpodv
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Baoelg dedopévav Yo T0 GHVOLO TV OMOTEAEGUATOV TOV OVOAVGEMY GLVIOMG GE
VTOAOYIOTIKA emelepydoiun Lopoen, toporo mov otoug HOY petapoptdvovral
dwapopetikd (Iivaxag 7). IMapopoimg, n mAatedpua Genelnsight, 6nwc avagépinke,
nepLopPavel To cUVOAO TV avoAvcewy og Baon dedopévmv. H avdykn v
amofnkevon Oa yivel akOpa 0 EMTAKTIKY OTAV YIVOLV OKOUO TTO GLYVES Ol AVOADGELG
O0AOKAN POV TOV Yovididuatog (Whole-genome kot whole-exome sequencing) oo tig
omoieg mPoKHTTEL PeyArog 0YKog dedopévav. Hon avalnmnkay Aoeig oe pebddovg
OV PEYPL TPOGPOTA OEV ElYOV KAVIKY EQOPLOYN, OIS 1 dtoyeipton Heydimv
dedopévav (big data) kat to vroroyiotikd véeog (cloud computing) (Chute et al., 2013,
Shoenbill et al., 2014).

Mmnopel Ta teyviKd eumddla Yo TV eVeouatoon dedopévav otov HOY va
avayvopilovror edkola Kot va £xel NON EeKVNOEL 1| TPOOTAOELD AVTILETOTIGNG TOVG,
vrdpyel TANO®pa OepdTOV KOWVOVIKNG VoS TOV TOPAUEVOLY. AAAMGTE, 1) TEXVOAOYiO
eEellooeTan TOGO YPNYOPa, TOV OPICUEVEG ETTTAOGELS OE YIVOVTOL TANPMG KATUVONTES
pe v idw tayvnro. Mio koA avogopd 6Tig NOIKES, VOUIKES Kol KOWVOVIKEG
eMTOOELS Yivetan amd tovg Hazin et al. (2013) amd dmov avtAndnkov ot teplocOTEPES
TANpoPopiec mov akoAovBovv. Onwg avapépdnke 610 TPMOTO KEPAANLO, 01 TANPOPOPIES
OV EVOMUATMOVOVTOL GTOV NAEKTPOVIKO AKELO LYEiOG amoTeEAOVV gvaicOnTa
TPOCOTIKA dEGOUEVA, YEYOVOS TTOV dNUovpYel dpeca nOKovg Kivdhvoug Yio TO ATOLO,
KaBmg avadvovtor BEpaTA 11 TIKOTNTOC, ACPAAELNS KOl EUTIOTEVLTIKOTNTOC. MIADVTOG

Yo YOVISLoKE 0Ed0UEVEL ETOUEVO EIvVOL O1 VNoLYIES VO awEdvovTal.

Ao ™V GAAN vdpyel | eAmtidoa 6tL N I'ovidlokn Tatpikn B amaieiyel vyglovopKEg
avicoTNTeS Kabmg Bo Aapfaveton vTdyn 1o YEVETIKO TPOPIA TOL ATOLOL Kot OYL, Yo
wapaderypa, N eBvikotntd tov (McClellan, 2013). Avtd BéPara TpodmodETel 6TL 0
KaBévag, TG0 amd T pepld tov achevav oAl Kot amd TV enayyeALaTidv vyeiog, Oa
&xet lom mpdcPaon € YOVISLKEG EEETAGELS KO AMOTEAEGLOTA, GE GUGTILLOTO
NAEKTPOVIKAOV QaKEA®V VYeiog Kot Ayms anopdcemv. To yeyovdg avutd dpwmc, dev
pmopet va to gyyonBet Kavévag kabdg apopd LeYIADTEPE KOVOVIKO-OIKOVO LKA

BépaTo Tov TAPUTNPOVVTOL GTOV AVATTVYUEVO OAAY KOl GTOV OVOTTUGGOLEVO KOGLLO.

O KOKAOg NG TOV YOVISUOUATOG SLUPEPEL CTLLOVTIKA ad GAL 1otpikd dedopéva. Ta
YOVIOLOKA OTOTEAECLLATO, GE OVTIOEST, Y10t TOPASELY IO, LLE OVTA OLLATOAOYIKADV
e€etdoewv, dlokpivovTal amd doyPOVIKOTNTO Kot TAPAEVOLY KT Bdon apetdfAnta
ka0’ 0An T dudpketa (NG Tov atdpov. Avtd amd ™ pia yevva Ty avaykn yio
dTnPNoN TOV dE00UEVDV £’ Opov LMONG TOL ATOLOV KOl EVOEXOUEVMOG KOl TOV
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aroydévev tov. H dathpnon tov dedopévov yia dekaetieg eivar pio tpodxAnon 10iwg av
oKeTel kavelg T0oo ouyvd aAldlel TAéov Kamolog 1Tpd 1 dopég vyeiag (Marsolo &
Spooner 2013). Yrdpyovv dtdpopes etaupieg avamtvéng HOY. Kdmoiot ypnoomoiovv
¢ etanpiag Epic, dAAot tng Cerner, evédd VtapyovV opyovicpol Tov dnpovpyodv o
d1kd toug Aoyiopko (w.y. Vanderbilt University). Axopo kot tng id10¢ eTopiog va
ypnowonotovoav, o HOY amotelel koppdrt Tov kaOe 10pvpatog, yeyovog mov
JKaoAOYEL OTL 1) daypOPN OO EVO TPOYPOLLO CUVETAYETOL KOl AOVVOLLI TEPUTEP®
xp1ong tov portal kot tov HOY amd tov acbevn. Méypt va amokticovpe KaboAkd
16oPovg HOY, o 1010¢ KotakepUATIGHOS OV NNPEGLEL TO GOVOLO TNG VYEIOVOLIKNG

nepiBaiyng Ba emnpedcel Kot 0vTov TOV €100VG TIG EPAPUOYES.

dvowd to mtapondve Bpata TpoimofETouy ToV EUTAOVTIGHO TOV YVOGEMY OGOV EXEL
aAAnAovynOel to yovidiopd toug. Kabévag opeirel va yvopilel Ta o@EAN ™G
dadkasiog aAld Kol TuxoV meploptopos. Ot avénuévotl TA&ov TpdmOoL EMKOVMVING,
OT®G Yo TopAderyo o1 TOAEC acbevav (patient portals), Tpénel va w@elobv T oyxéon
HETOED 10TPpAOV Kol acHEVOV KOl VO, TOPAKIVOUV TOVG TEAELTAIOVE 6€ avénon TV
yvooedv Toug. Opyaviopoi mov &yovv avartdéet portals (MyChart/Geisinger 1
MyHealth/Vanderbilt) divouv otov acOevi T duvatdTTa EVUEPMONC CYETIKA LE TO.
OTOTEAEGLLATO TTOV TPOKVTTTOVV, AL KO YEVIKES TANPOPOPIES Yia TNV vyeia Tov. Ta
portal avartocoovtol cuveym -to St. Jude Eexivnoe tpoondBeieg dnovpyiog piog
EVOTNTOG UE EVIUEPMOTIKO VAKO 6T0 01K6 Tov portal. BéPaia, 1oyvet 6, T avagpépOnke
KoL TPoN YOV UEVAGS Yo Toug HDY: kdBe idpupa £xetl To d1kd Tov Kot ot ThavoTNTES VO

aAAdEer kavelc voookopeio 1 chotra vYEiag dev elval Alyeg.

[Tépa amd TIC S1dIKTVLOKEG TOAES, OTWG TOPOVGLAGTNKE Kol GTO dVO TOPASEIY AT,
TPV TN CUUUETOYN TOV LTOYNPI®V 0ALL Kol KOTA TN O10PKELN EMGTPOPNG TOV
OTOTEAECUATOV TOPEYETOL OPKETO EVNUEPOTIKO VAKO, GE KATOEG TEPITTAGELS KO
eMmPOGHETO VAKO Y100 TO LEAT TNG OIKOYEVELNG, TOL TOAAEG POPES VILAPYEL KOl GTO
JLSKTLOKO 1GTOTOMTO TOV OPYAVIGLOV Y10l TN SLUUOPPMOT| TG GTAGNS TOV ATOUMV
amévavtt 610 Kabe evpnua. Eniong, kabadg ot amopdoels twv achevov ennpealovton
a6 TOAAOVG EMTEPKOVS TAPAYOVTES (T}, KOLATOVP, OIKOYEVELD, OKOVOLLIR) 0 pOAOG
NG YEVETIKNG GLUPOVAEVLTIKNG TPEMEL Va dtevpLvOel, av&dvovtog Tov aptBpd Tov
YEVETIKOV GLUPOVA®Y kaBmg Kot TNV adinAemidopacn Tovg e toug acbeveig (Marsolo &

Spooner, 2013).

[Mopd v avénon g Fovidiakng [atpikng ot amoutobpueveg yvacelg eivan eAAMmelg
HETAED TV 10TPOV KoL TOV EXAYYEALATIOV VYELNG YEVIKOTEPO Kol AVTO amoTEAEL AAAN
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pio TpoKANoN mov TPEmeL va ovTipeTomictel. Xty tpotofaduia tepiBoiym ta eumddio
OV GLVOVTAOVTOL CYETIKA LE TNV EVOOUATOOCT] YOVISIUK®V OEO0UEVOV vl 0pKETA Kot
ONUOVTIKA. AVAUEGH GTO KUPLOTEP AVOPEPONKE 1] EAAELYT YVADCEWDV GYETIKA LLE TN
YEVETIKN KoL TNV €KTiUnom Tov yevetikol kivovvou (Mikat-Stevens et al., 2015). Ta
tehevtaia xpovia BEPata, Exovv avéndel To eKTASEVTIKE TPOYPALULOTO TOV GTOXEVOVY
oTNV AOENCT TOV IKOVOTIT®V KoL YVOCEDY YITPOV KOl VOCIAELTMOV GYETIKA LLE TN
Fovidwwopatikn (Talwar et al., 2017). "Eva této10 mapddetypa givat kot To GOVOLO TV
EKTAOEVTIKAOV GEUVAPI®V, SAPKELNG TPLAVTO AETTOV TO KaOEVA, TOL TAPEXETOL
dadIKTLOKEG OTOVG YLTpoLG Tov Geisinger, ®oTe va, evrpuepmBolv, av emtBvpovy,

OYETIKA LE TO KAOE YeVETIKO e0pnpa TOL evompatmvetol otov HOY tov acbevov tovg.

Emniéov, n ypnon infobuttons ctovg HOY eivon pio amodext néBodog evnuépwong
tov 10Tpov. Ta ewovidia avtd Bpickovion dimia og dpovg oTo TEdIN AVOPOPAS
TPOPLANUATOV, PAPUOKEVTIKNG AYWYNS KOl EpyacTnplakdv eetdocmv. Kdvovtog ki
o€ éva infobutton otovg Tapdyovg vYeiag eppaviletar pia Aloto 0ed0UEVOV Y10 TNV
eneEnynon tov avrtictoryov 6pov (Del Fiol et al., 2006). Ocov agopd yevetikd
dedopéva n Paon dedopévov PharmGKB amotehel v mpdtn, Kot icmg akdpa
povadikt, cvpPatn pe to tpotvrno HL7 Infobutton nyr yovidiopotikodv dedopévmv
oV Umopel va TapExel TANPoPopieg o€ acbeveic Kot TapOYOVS GYETIKA e
YovVIdLopoTkovg ToAvpopeiopovs (Heale et al., 2016). H dwapkn|g exmaidgvon tov
WTPOV Etvar amapoitnTn, Ol LOVO Y10 TOV EUTAOVTICUO TV YVAOGEDY TOVG CYETIKA LLE
™ Fovidtopatikn, oALG Kot yio TOuG TPOTOVS EVIUEPWOONG T®V AGHEVOV TOVS KoL TN

ddkacio Tov Tpénel va akoAovOnbel Emeita amd TANPOPOPN oY TOVG.

Onwg &xer oM avoeepbet Ta yovidrakd dedopéva Eovv ToAD peydio puéyebog Kot
OVAUESO OTIS AAANAOVYIEC TOL EVTOTILOVTOL LITAPYOVY KATO1EG Ol OTOTES
yopaktnpilovror og tuyaia evpipata (incidental findings). Tétown evprjpata propovv
va gvtomicfodv 6Ta AmTOTEAEGUATO YOVIOLUKAV EEETAGE®V OV APOPOVGaY GALO GKOTO.
Agv vtépyovv TVTOTOMUEVA TPMOTOKOAAN Y10 TNV AVAALGT KOt TNV TALPOLGIOCT) TETO0V
€ldovg dedopévev e TETOW0 TPOTO MGTE VO VOl COLPOVE LLE TOVG YEVIKOTEPOLG
oT1OY0VG NG PpovTidag vyeiag Tov acBevn (Hazin et al., 2013). Kd&be opyaviopds
avanTOGGEL T1) O1KN TOV GTPATIYIKT Y10 TNV EVILEPWOGCT) TOL 0.oOEVT Kol diveTal
wWwitepn onpacio kabmg 1 yvooToroinon 1€Toov €100V anotelecudTwv UTopet v
TPOKOAEGEL TPOGOETN GVUYYLON Kot Y0 6To dtopo. [ TNV evnuéP®OT| TOV GYETIKE
LLE TuYaio EVPNUATO O VITOYNPLOG ATOPAGileL TN OTIYUN TG GLYKOTAOEoNC, dNAadN

TPV TNV ENION U CLUUETOYN TOV GE KAOE TPOYPULLLLOL, KOL GE OPYOVIGLOVG OTIMG TO St.
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Jude, 610 omoio N MAeloYNEio TOV GLUUETEXOVI®V Elval aviAkoL, 1) dadtKacio ival

KOAG OPIGUEVT] KO OPKETE 0VGTNPT] OOTE VAL TNPEITOL KOTA YPALLLLOL.

Towg T0 oNUAVTIKOTEPO YOPAKTNPIOTIKO TOV SIEMEL TAL YEVETIKA/YOVIOLOKA dedopéva
elvar ) Kinpovopkotnra. [IEpav tov 16yvPoL KAnpovopkoh 6eGHOV LETAED AmOoYOVOV
Kol Tpoyovev, TANB®pa aAAnAovyldV, TOoL £ite 001 YOUV o€ KAmolo achévela gite o€
KGO0 YOPUKTNPLOTIKO, Eival KON HETAED S1opOpmV HEA®V TG okoyEveLag. To
EPMOTNUA TTOV gYEipETON EIVOL AV, LE QPOPUN EVa ATOTEAEG AL EVOG OTOLOV, O1
enayyeALOTiEG VYELOG OQPEIAOLY VA EVIILEPDGOLY AAADL LEAT TNG OIKOYEVELS Y10, TTOAVT
EUOAVION TOV 1010V AAANAOLOPPOL OV givar vtevBLVO Y Kdmowa acBévela. Zto GHS
N ddKacio Tov akoAovBeitan sivon tétota mov mpotpémetl Ko vevOvpilel pe Kabe
EVKOIPI0 TOV GUUUETEXOVTO VO EVILEPADGEL TOL LEAT TNG OIKOYEVELAG TOV GYETIKAL LLE TOL
amoTeEAESHATA TG AVOAVON G TOL. MdAoTa, 1 EpeLVNTIKT OpLAdOL £XEL ONUIOVPYTGEL
TUTOTOMNUEVO EVIUEPOTIKO VAIKO TO OTTO10 OMOGTEALETOL GTOV GUUUETEXOVTO GE OPKETAL
aVTiypoQo e GKOTO V0L TO KOWVOTOWGEL O 1010G 6€ GLYYEVEIG TPMOTOL Pabpov, dote va
épBovv k1 exeivol og eman pe v opdoa tov Geisinger. H emagn| pe suyyeveig vymion
KvdOvou Bempeitan oA onUaVTIKY Kot aVvTd omoTeLEl TOV TEAEVTOL0 GTOYO TOV
npoypaupatog tov Geisinger, dote va Kotavondei ) enidpacn 11010V Tpoctadeidv
otV vyeia Tov TANBvouov. AAAwoTte, PAETOVTIAG TO aVTIGTPOQPX, ££IGOV GNLLOVTIKY|
elval 1 Yo TOV 0IKOYEVEINKOD 1GTOPIKOV Yia Evav acBevi mov fonbd oty

KATAAAN AN ANYT OITOQAGE®Y.

Téhog, epocov Kabiepmbel capéc TANIG10 Y10 TV EVOMUATMOT TV YOVIOIUK®OV
deOOUEVMV GTOVG NAEKTPOVIKOVG POKEALOVG VYELNG, emdpev ivar 1 onpovpyio evog
TAUG10V, CUUTEPIAAUPOVOUEVOL TTOMTIK®V, VOLOBEGLOV, TPOTOHTTMV Kol KOADY
TPOKTIK®OV, CYETIKA [LE P EVOEYOUEVT] OELTEPOYEVT] YpN o Tovg (Safran et al., 2007).
Ta meprocodTepa Tpoypapato EeKivncoy MG EPELVNTIKA, XPNCLLOTOUDVTOG dedOUEVA
tov HOY 1o omoia cuvdoéovtav pe froloyikd detypota, euoIKA Le TE€T010 TPOTO MOTE VAL
unv givon yvoot n towtdtnta tov wokttn. Ot HOY arotehodv gbkoAin mnym
TANPOPOPLOV Y10 KAVIKES EPEVVEG, YAPOUKTNPLOTIKO TTOL gival embBountd cOUP®VO e
Tov mivako twv Masys et al. Qotdco, ekppalovtat avnovyies yo evogyouevn ypnion
TOVG OO POPLOKEVTIKEG KOl OCPOAMOTIKES ETAPIES, EWOIKE GTNV TEPITTMON OV EYOVV

EVOOUATOUEVA YEVETIKA dedopéva (Safran et al., 2007; Hazin et al., 2013).

Télog, cbpewva pe tovg Hartzel et al. (2013) yo v emttoynuévn evoopatmon
YOVIOLOK®V OEOOUEVMV GTOVG NAEKTPOVIKOVS POKELOVG VYELOG KOL TNV VAOTOINGT TNG
latpucng AxpiPeiog n 0EGELON KOl GLUUETOYT TOV EVOUPEPOUEVOV LEADY Etvar
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kaBoplotikng onpaciog. Ot KAvikoi watpot, ot aohevels, T0 10TPIKd TPOSHOTIKO, TO
EMOGTNUOVIKO dUVALIKO, 01 LTEVOBVVOL Y1 TN XAPAEN TOMTIKNG, Ol TOAiTEC, 1 Propunyoavia
KoL 01 €101K01 GTOV TOUEN TNG YEVETIKNG, TNG TANPOPOPIKNG KoL TNG Plondikng, Kot
OYETIKMOV TOPEMV EYOoVV OAOL £va pOLO oTIG PeTidoelg Tov cupPaivouy (Downing et al.,
2009; Martin-Sanchez et al., 2002; Hartzler et al., 2013). X¢ k40¢ nepintwon npénel va
Bt vtoyn N Tpootacio Tov achevn, evad Tapdiinia va £xel otNpgn, OGO Yo TNV
EKTOIOEVOT TOV OGO KO Y10l TNV YLYOAOYIKY GTHPIEN TOV, 10img pHésa amd Tt cvuBoin

TOV YEVETIK®OV GLUUPOVAWV.
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4. Ilpotdoeig Yo Tov 100vikO HOY

AESOUEVOV TOV YOPUKTNPIOTIKOV TV OMICS KOl TOV TPOKANGEMV TOV TEPTYPAPTKAV,
TO KAVIKG GUOTHHOTO SLOXEIPIOTG, Y10 T XPTOT| TOVG TPOG L0 GUUPEPOVG
KateLBuVoT, TPEMEL VAL £XOVV TN AEITOVPYIKOTNTO TOV ATOLTEITOL LE TEPIOCOTEPES

dVVaTOTNTES OO AVTEG TTOV EMKPATOVV GTIUEPQL.

Avopeipoia, dev vdpyovv ot duvatdtnteg dote 0 HOY va avtaneiélOel oto péyebog
evOg apyelov oV TPOKLATEL Ao it OVIAVGT] OAOKATPOL TOV YOVISUDLOTOG KO KATL
TETO10 EVOEYOUEVMG VO UMV €ivarl avoyKoio. AA®GTE 1) EMGTIUN TPOYMPAEL
YPNYOPOTEPX OO OGO PAVTALOUAGTE KO TAPAAANAQ LE TN LEAETT] TOV YOVIOIDUOTOG
yivetal kot 1 peAéTn OAmv TV dedopévmv 0MICS Tov TPOKHTTOLY Amd T LIOAOTOL
Broroywd poplo, 6TmG avapEPONKAY GE TPOTYOVLEVO KEPAAOLO, YEYOVOS TOL TPOKAAEL
TN OMUIoVPYie KO TEPICCOTEPMV OEOOUEVOV AGVAANTTOL HEYEHOVG GTO GUVOAD

TOVG.

[TpoteiveTon | amoBKELOT TOV YOVIOIOUATIKAOV OEOOUEVMV GE EEMTEPIKEG PAoELg
dedopévav kat 0yl otoug HOY, Adym tev tpokAncemy mov tapovstdctnkay. Ot
yovidlakéc avarvoelg (whole-genome & whole-exome sequencing) avédvovton paydaio
pe TV Tépodo Tov ypdvov Kot 1 amobnKevon Tovg etvan amapaitnn. Kpivero
avayKoio 1 avaTTLEN CLGTNUATOV dloyEIPIONG, EMKOVOVING AALG KOl VYNANG
TPOCTAGING, MGTE VO, EIvaL EPIKTN 1) GOVOEST TV dESOUEVOV LLE TOVG PAKEAOVS VYELNG,
omm¢g ovuPaiver pe ta detypata Tov Protparelmv Kot Tig TAnpopopiec twv HOY, dmwg

avapépnke. H evépyeia avt éxet 1om apyioet va doxwudleton (Aronson et al., 2012).

Ooov agpopd ta dedouéva mov Ba amodnkevovian otov HOY, 10 oiyovpo givor o6t
TPETEL VAL TPOGAPUOGTEL TO TEPPAAAOV TOV e ETUTAEOV EVOTNTEG TTOL Oal AVTIGTOLOVV
OTO POPLAKOYEVETIKA OTOTEAEGLLOTA KOl GE QLT TOL GYETILOVTAL [LE YOVIOLUKES
vooovg. Avoelg dnwg 1 evooudtmon toug og apyeio PDF, to mepieydpevo tov omoiov
dev pmopetl va AneBei vrdym amd cusTiHaTA AYNS amoedce®v 1 6Ta Kabopiopéva
nedia avapopds mpoPfAnpdtmv | oAhepyldv dev umopov va vwoBetnBodv g LOVILES.
O1 yovOTuTOl KOt 01 OUVOTLTIOL O BEMPOVVTOL ATAPUITHTOS KAVIKES «O10yVDGEIS» KO
dev vrdpyetl katdAAnAn ICD-10 kwdwomoinon mov va cuoyetileTon Le avTd TO
dedopéva moTe va Tapovolootody g tpoPinuoate (Caraballo et al., 2017), evo ta
Beticd PGX amotehéspota OV avTioToryoOV HOVO GE TPOTYOVUEVES OVETOOUNTES

EVEPYELES PAPUAK®V Y1 VO, 160000V 6T Aota aAlepyudv, oAl kol o ThovO
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KIvouvo 1o TNV avarnTuén pog HEAAOVTIKNG OvVTIOPOoTG O€ PAPLOKEVTIKT OVGIN 1)

EMleyng amoterespatikdtrag (Caraballo et al., 2017).

Mo v avartuén pog tétotag evotntog, Bo TPETEL TPOTIGTOS VO OPLGTEL TO GUVOAO
TOV TANPOPOPIDOV OV Eivar amapaitnto va vdpyovv dabéoyues. ITAnpopopieg ot
omoieg dev UopovV va yivouv 0KOAN KATOVONTEG OO TOVS YIOTPOVS TPMTORAOLOG
nepiBodymg kadd givarl va petafindodv 1 va topainedodv. Ta Pacikd otoryeio Tov
elvatl KoAd vo VTapYoLvV, Kol Ol TEPIGGOTEPOL OPYAVIGLOL TOL AVETTLEAY TETOLES
evépyeleg ta meptiapBdvovy, ivol T0 AmTOTEAEGHA, LLE GUYKEKPIUEV Kol S1EBVAC
OTOOEKTY] OVOUATOAOYIO, O PAVOTUTIOC TTOL AVTO TPOKAAEL KOl EMUTAEOV TANPOPOPIEG,
OV EVIUEPOVOLV KATAANAQ TOV emaryyeApotio vyeiag. O tpomog pe tov onoio Ha
epeavifovton ot TAnpoopieg avtég dapépet. Towg 1 kadvTepN emhoyn eivar 1 vmapén
infobuttons dimAa oo 10 OTOTELEGHLA TOL OTTOI0L TAPATEUTOVY GE TANPOPOPIEC EKTOC TOL
HOY. Eva onuoavtikd mieovéktnpa e Omapéng EVUEPOTIKOD DMKOD GE SLOUPOPETIKT
Baon dedopévav, eivon 1 TPOGPAoT G AUEGH EVILEPOUEVESG TANPOPOPIES, KAODS
OLVEXDG TPOKVTTOLV VEQ EMIGTNIOVIKA 0£00UEVA TTOV Elval AdOVVATO Vo, TPOSTIfEVTOL

£YKopa 0T GUGTILLOTO TOV NAEKTPOVIKOV QOKEA®V VYEIOG.

To medio Tov dedopévav avtmv otov HOY Ba sivor tét010, ©dOTE Vo gtvor ikt 1
TPOCSTELNGT] TOVG Kol v, Aapdvouv ovtopata HEPog otn AMyn armogdoewv. Oco
avEAvETOL 1) TOPAYOYT OEGOUEVMY TOCO TTO EMTAKTIKNY EIVOL 1] AVAYKT) GCUOTNUATOV
dwyeipiong Toug. IMa kabe KAviko 10tpd amarteital 0 GLVIVACUOG SLPOP®V
TANPOPOPLDY, TOV CLVEYMG ALEAVOVTOL, DGTE VO TOPEYEL TNV KATAAANAN ppovTion
otov kBe acOevn. Ta cvuotnuaTa AYng omopdoemy Kpivovtal OA0 Kol o avoryKoio,
oLvpPaAlovTag amoteAecUATIKG otV TEPIBadyM, gite pe TV amopuyn AabdV gite pe
™V TPOTOCT EVOAAKTIKNG Bepameiag. Tavtoypova, LIAPYEL AVAYKT Yo TNV ToyEin

avamtuén g oporoyiag Kot Tov Ae&hoyiov mov omotteita.

Do dev mpénet va mapafrepdel n evacOncio avtdv TV dedopévav. [TEpav g
avdykn v T cvveyn Pedtioon Tov emrEd®mV acQUAEINS TOV CLGTNUATOV AVTAOV, DCTE
va amopevyBohv KakOPovAes evépyetes, mpoteivetatl 1 VmapEn emmpdsOetng acPdielog
010 medio Tov HOY mov meprhapPdvet yevetikd dedopéva. Avtd otnpiletor 6to yeyovog
6t 0 HDY tov kéBe ac0evoidg pumopel va ivar 01a0éc1Log, e tnv avaroym
ovykatdBeon, oe KaOe wTpd N Kévipo vyelag mov emokénterot. H yvootonoinon
YEVETIKAOV OEGOUEVMV TTOV GKLOYPAPOVY TO TPOPIA TOL Kot O€ oyeTilovtal pe v

EKAOTOTE KAWVIKY EMIOKEYN £IVOL GUVETO VO OTOTPEMETOLL.
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[MopdAinia, @aivetal va ovamTOGGETL, LE OPYOVG OPMOS pLOLOVS, N ¥PNoN TG
teyvoloyiog Blockchain oto ydpo ¢ Yyeiag. Me v EcBovia 1o va kévetl yprion g
teyvoloyiag kot TNV vwoAouwrn Evpodmn kou 1ig H.ILA. va kdvouv Tig TpadTeg eVEPYELES
viobéong g (www.scientificamerican.com). H teyvoloyia avt, mov Tpdt @opd
EQAPUOGTNKE GTOV YMPO TOV YNPak®dV vopuoudtov (bitcoin), eaivetat dehd dethd va,
kepoilel £d0og. Ot acBeveilg umopov va £xovv akpiPr] kot evnuepmpéva apyeio Tov
UTOPOVV VoL LOPAGTOVV YP1YOPa Kot EDKOAN e KAOE Thpoyo mov ypetdleTal, EVO

TopAAANAL N ao@AAELD TV OeSOUEVAOV ETval EEQPETIKA 1OYLPT.

Ta mapamdve dev £(0VV OLGLUCTIKY] CNUAGIN 0V 1 YPNOT EVOS NAEKTPOVIKOD POKEAOV
d¢ ovpPadioet pe ) dPovVIKOTNTO TOL O1ETEL TO avBpdmivo yovidiopa. Onwg
avaeepOnke kol vopitepa, KOs oot vyeiog, KAOE 0pyaviopOg VYELNG 1) OKOMA KO
Kké0e 101TIKO WwTpeio Kavel ypnom evog cvotuatoc HOY g emhoyng tov, to onoio
MG TO UITOpEL EAOPPDOC VO TPOTOTOUCEL AVAAOYO LLE TIG AVAYKES TOV. Tavtodypova,
TOPOUTNPOVVTOL LETAKIVIGELS ATOR®V HETAED CLOTNUATOV VYELNG, VOONAELEG O
TEPLGGOTEPEG TNG MOC VOGOKOUELNKNG HOVASOS 1 aAAaYES TV TP®TORAO ™V Kot
EOKAOV 10ITPMOV TOVG Y10, TPOCOTIKOVS AdYouS. Ot adhayég avtég dev vrootnpilovv
petapopd avtovcstov tov HOY. Xe dAlec dekoetiec mov To LOVO oTotyeio Tov achevn
Nrav 10 atopkd BiAlaplo vyeiog TOV Kot TO TPOSMTIKO TOL APYEID0 GYETIKA LE TA

OTOTEAECLATO WTPIKDOV EEETAGEMV, ALTA TA YEYOVOTO OEV OTOTEAOVCAY TPOKANOT).

Av e&apécovpe v mepintmon tov HITA, 6mov to svotpa vyeiog Paciletat kupimg
OTOV O1OTIKO TOUEN, TO TANPOPOPIKE CLGTHUATA GTOV TOpEN TG YYElag etvat
emBuuNTo va Exovv pio opolopopeio TovAdylotov o€ eninedo kpdtovs. To mapdderypo
¢ EcBoviag, pe v nAextpovikn avamtuén Tov GLGTHUIOTOG LYEING Kot TNV KaOOAKN
ypnomn tov HOY wpv ) onuovpyio tpdmelog froAoyucod vAMKov, Umopel vo TpocpEpEL
10éeG. Mg tov TpOmo awTd OAES 01 TANPOPOpieg Ba EVoMUATDOVOVTAL, OO IAPOPES
TNYEC, Kat £voL TETO0 PEYAAO GUVOAO dedOUEVMV UTOPEl VoL pavel xprGLILO OTN
BeAtioon g vyeiog Tov atdpov. Avantvccovtag Eva cvotnua HOY og kpatikod
eninedo, T dedopéva Tov Kdbe atdprov Ba VITEPYOLY GLYKEVIPOUEVA Y10 LLEYOAO
YPOVIKO draotnua, av oyt v 0An Tov 1 (o). Emedn dpwg tetvoupe va yivopoote
EPLOCOTEPO MOAITEG TOV KOGHOV KOt Oyt VOGS LOVO KPATOVG KPIVETOL OapaiTnTn 1

AVATTLEN TPOTOHTTWV MGTE VAL VAL EPIKTN 1) EMKOVAOVIO KOL 1) OVTOAAXYT) OEOOUEVDV.

[MopdAinia, pe TV TEXVOAOYIKY AVATTLED, TPOKLTTOVV, OTMG VoAV KAV
TPOTYOLUEVMG, MO, VOopkd kot kKowvovikd {ntipata. Exet yivelr apketn mpdodog ta
TEAEVTAIO XPOVIO Y10, TNV ATOKMOTKOTOINGT TMV YOVISIK®MY OEGOUEVMV KoL TNV Thovn
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oxéomn Tovg pe d1apopeg achéveleg Kot £xel aAinAovyn0el To yeveTiKd VAIKO
EKOTOVTAS OV YIMAd®V aTOU®V. Q6TOG0, 060 TEPIECOHTEPO TANGIALEL 1) EPEVVO OTNV
KAMVIKN €0OppoYn, TOGO av&dvovtot ot avnovyieg nkod tepieyopnévov, 6o HdAlov
otav avtd oyetiCeton pe v tpdcoPaocn o€ atopkd evaicOnto dedopéva, dSvvatdTTa

nov mapéyel o HOY.

Ta yoviduakd dedopéva yprilovv mold Aemtig dtayeipiong. Agv pmopovue va
napapréyovpe 01t (1) Towtomotodv kot TpoPAETOVY TaVTOYPOVA, TO 0TTOT0 onuaivel 0Tl
pe pio avaAvon kot Tig KatdAANAES YvmOoEeLS Lmopel Kavelc va avayvopioet
TOAVLOPPIGHOVE TOL GYETILOVTOL LE YOPAKTNPLOTIKE 1] acOEveleg TOV £Y0VV EPPAVICTEL
N mBavdOS v ELEAVIGTOVY 6TO PEALOV Kot (2) kKAnpovopovvtal, OnAadn ToArol T€totol
TOAVLOPPIGLOL VITAPYOVV TOVOUOLOTLTTOL GTO YEVETIKO VAKO GUYYEVIKADV TPOGHTMV

(101K TpdTOL PaBLOV), TOV EVOEYOUEVMG VO NV EmBLOVY va. yvaopilovy.

[Tapd v Tpdodo dHmE, 01 YVAOGCELS HOg aKOua 0V Etval apKeTEG. AT TN pia vTdpyoLV
QUETPNTES YOVIOLOKES TEPLOYEG YOl TIG O0TOlEg O Yvwpilovpe 00TE 6TO EAAYLOTO TN
Aertovpyia Tovg. Emopévag, kot oe epguvntikd eninedo, £xovpe TOAD SpOUO UTPOGTA
poG. Amo v dAAN, dev lpaoTe KOO ETOYLOL VOL SIO(ELPLOTOVE TETOL0 VAIKO KAIVIKA,
EKTOG EPEVVITIKOD TANGIOV. ATOLTEITAL EVEPYT CLUIETOYY| YEVETIOTMV KO YEVETIKMOV
SLUPOVA®Y GTNV KAVIKT] @POVTION KOt 1] EKTOIOELOT) TOV EMOYYEALOTIOV VYELOG,
Kupimg TPV TNV OAOKANP®OT NG TPITOPAOULNG EKTOIOEVONG TOVC. XE £Vl TETOL0
nepPdAiov, 0 ac0evig Ba evNUEPDOVETOL OAOKANP®UEVA Y10 TO TTEPLEYOUEVO TMV

OTOTEAEGUATMV TOV KOt TIG dSVVOTOTNTEG AEIOTOINGNG TOVG.

Ddvokd, kopio evépyela 0ev UTOPEl VoL Yivel omodeKT av 0V TponyN0ovV TOATIKEG Y1
™MV Tpootacio Tov atdépov. To 1990 16pvonke to mpdypouua ELSI (Ethical, Legal, and
Social Implications) to onoio amoteAovoe koupdtt tov Human Genome Project kot
YPNLOTOS0TOVVTOV A0 0VTO. ZKOTOS TOV MTAV O EVTOMIGUOG KOl 1] AVILETMICT TOV
NOKAOV, VOUIK®V Kol KOWOVIKOV {NTUATOV oL £YEipovtay amd T YOVISIOUATIKT
épevva Kot emnpéalav To ATopa, TI OIKOYEVELES Kot TV Kowvmvia. AvticToly o, OTov
VILAPYEL OVAAOYO TTPOYPOLLLLE OVAAVGTG YEVETIKOD VAIKOV GE HEYAAES OLLAOES OTOUW®Y N
onuovpyiag Protpanelog, WpveTon enttponn veHOvvn yia tétown {nTpate. Avtd
®61H60, Oev gival apketd. Agdopévov 0Tt mpoteivouple T dnpovpyio €Bvikod
ocvotiuatog HOY, kpivetan avaykaio 1 avantoén katdAinAiov vopodetikon mAoiciov,
wote va eEac@aAileTon 11 TPOSTAGIio TOV ATOONKEVUEVOV OEOOUEVMV TOV ATOHOV. TN
dwdkacio ot 0Qeilovy va GuUTEPIANPHOHY OA0L 01 apUOO10L KOt YVDGTES TOV
avtikeyévov. Tapdriinia, n vopobesio o mpénel va mpoPAénet ion npdcPaon oe
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GLGTNLLOTA NAEKTPOVIKOD POKEAOV VYEING 68 OAOVC. Xe £va ONUOG10 GOGTNHA VYELNG LE
opyavOUEVT TPOTORAOO PPoVTida TOV GTOYELEL 6TV TTEPIBaAyT OA®V Ywpig

dwkpioelg, o HOY pmopet va amoteléoet epyaieio.
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5. H nepintoon g EALGOOG
5.1. Hiektpovikdg P axerog Yyeiog

H eicaymyn ninpopoplokdv cuotnpdtov 6to EBvikd Zoomua Yysiog £ytve mpwv Adyeg
OEKOETIEC OTO ONUOCIH VOGOKOUELD TOV HEYOA®Y OOTIKOV KEVTIP®V Kol €0Tiaov Kupimg
OTO OIKOVOUIKA Kot S1otknTikd {ntpata. Méypt Tpdo@ata 6To. VOGOKOUELN, Kot GE
OPIOUEVEG TIEPUTTMGELS OKOLLOL KO GTIUEPD, TOL KAIVIKG OEO0UEVO OV Elyav Kopiol
voAoYloTIKT aia, 1 amoOKEVOT) TOVG YIVOTAV GE XEPOYPUPOVS PUKEAOVG,
KabioTOVTag eEPETIKA SVGKOAN TN SloyElpton TOL 16TOPIKOD TOV AcHevaV, eV dev
VILAPYEL AVTOALOYT) OESOUEVOV HETAED OLOPOPETIKAOV HOVAd®VY vYeiag, 00Te TPOGPacn

TOV 060evAV 6T 10TPIKA TOVG OEOOUEVOL.

v npotoPdda epovtioa vysiog (ILO.Y) ta kAvikd TANPOPOPIKE CLGTHUOTO OEV
elyav xoapio amoAdtwg BEon Kot 0 paxkelog Tov achevn avTimpocwTEHOVTOY OO TO
atopkd Biprtaplo vyeiag. AVTd ELGIKA NTAV AUECT] ATOPPOL TOV YEVIKOTEPOL
mAociov opydvoong g I1.A.Y. to onoio, mapd 1 Tpoomdbeieg yia fertiwon, cuvexdg

advvoTovoE Vo GLUPAdIcEL pE TIC cOYypOoveS CLUVOTNKEC.

H niektpovikn kotoypapn To 16TOPIKOD TOV ATOU®V amoKTd aio HEGm TG
petoppvOuong v v [ILO.Y. pe 1o dpbpo 21 tov v. 4486/2017 won 1 televtaio
Tpomomoinon yivetal pe to dpOpo 84 tov v. 4600/2019. Baoel avtdv, kabiepdverat o
Atopkog Hiextpovikog @axelog Yyeiog (AH.D.Y.) vy 6Aovg Tovg Katdyovg
AM.K.A. Avagpopéc oyetikd pe tov AHOY ko v xabiépwaon| tov £yvay Ko
malonotepa (apOpo 9 tov v. 3235/2004, apbpo 51 tov v. 4238/2014), ywpic 1d1aitepo

OmOTEAECO. OTNV TPAEN.

O AH.®.Y. nepi€yet To atopiKo 16Toptko VYELNG TOL AT LANPECLOV VYELNG, KOOMC
Kot 0edopéva, EKTIUNGELS Kot TANpoPopieg KAOE 100V GYETIKA [LE TNV KATAGTAON Kot
TV KAMVIKY| €EEMEN TOV TPOGMOTOL 0V TOV, G 0cBEVOVC, Kab® OAn TN dadtkacio
nepiBoiyng tov. To mepieydpevo tov A.H.Q.Y. mpeitan 1ooBimg ko etvar eviaio Kot

VIOYPEMTIKO G€ £BVIKO emimedo.

O A.H.Q.Y. evepyomoteitar amd ToV OIKOYEVELNKO 10TPO, GTOV 0010 0 ANITNG
VINPEGLOV VYELNG EVaL EYYEYPAUUEVOS, OLOUPOPETIKA OO OTOLOVONTOTE GAAO TP,
E0IKOTNTOG YEVIKNG 10TPIKNG, TAOOAOYING 1) TOSITPIKNG, TICTOTOUEVO KO
e&ovalodotnuévo and 1o cvotnua apyeobétnong tov A.H.®.Y. Ot enayyeiparieg
Vyelog oL £ival TGTOTOMNUEVOL XPTOTEG TOV GLUGTHLOTOS TNG NAEKTPOVIKNG

oLVTAYOYPAPNONG LITOYPEOVLVTOL VA KataywpoLy otov A.H.D.Y. dhec T1g mAnpopopieg
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TOV TTPOKLATOVY and £EETAIOT N EMICKEYT KO VoL OvOyKOEG YL TNV TopakoAovONoN
™G KOTAGTAONG, TN Odyvmon), T Oepameia, Tn voonAgio Kot TNV 0mOKATAGTOCT TNG

COUOTIKNG 1 WOYIKNG VYELNG TOV ATOLOV.

EmnAéov minpopopieg mov meptrappdvovior oto apbpo 84 oyetiCovron pe v
eneepyacio TV dEdOUEVMV, TNV TPOGPUCT GTOV NAEKTPOVIKO PAKEAO KoL TIG TOWVEG

7oV TTPOPAETOVTOL Y10 EKUETAAAELOT TOV JEGOUEV®V.

O AHOY é&yxet avatebel otnv Hiektpovikn Ataxvfépvnon Kowvoviking Acpdaiong A.E.
(HAIKA A.E.), 6nw¢ Almote kot 0ho to nhektpovikd cuotnua [Ipomtofaduiag
®povtidag Yyeiog. Yroompiletan 01t 6to péAAoV Ba cuvoebel pe ta vosokopeio Kot ta
dyvootikd KEvrpa kot Bo evnuepaveTon amd otoryeio e€itnpiov Kot amoTeEAEGLOTA
gpyaotnplokov eetdocmv avtiotorya (www.healthpharma.gr). I[Ipog 1o mapdv, 1o véo
avto cvotua [1.D.Y., 6to omoio 1 cVLVOEST YIVETAL LE TOVG TPOGOTIKOVS KMOTKOVG
oto TAXIS xot tov A.M.K.A., vtépyovv ot NG emAOYEC:

e Eopoappoyn owoyevelokov y1atpol: 0 TOATNG puopel vo eMAEEEL TOV OIKOYEVEINKO

10Tpo oLV emBVEL.

e Eopoappoyn ovykatdBeong: o moritng opilel v mpdsPaon
(«emTPEMO»/COTAYOPELM») GTO GUVOAO 1| GE GUYKEKPIUEVES KATIYOPIEC TOV

HAextpovikod Pakélov amd Tovg 1aTpoic, avAAoyo LE TNV EOIKOTNTA.

e Eopoappoyn gakérov vyeiog (Ewova 3): o moritng £xel mpdsfacn ot 0ed0UEVA TOV
Exovv katoympnbel. Amoteleiton amd OplIoUEVEG EVOTITEG LE TIC OVTIOTOLYES

vroevotnteg N Kabepia, onwg mapovsialovrol otov Iivaka 12.

e Eopoappoyn niextpovikot paviefot: o molitng pmopei va kAgioel éva pavtefod e
omotov 1atpd embopel ko eivar drabécyog, evod pmopet va et pio Moto pe 6Aa T

pavTeROL TOVL.

o Eoappoyn PIN: o moAitng pumopel va opicel 1 va aALIEEL TOV TETPAYNPLO KMOTKO
PIN, tov onoio pmopei va ddceL ové OGO GTIYUN GTOV Y1 Tpd TOV, MOTE VO £XEL

npocPacn otov Hiextpovikd @dxero Yyeiog tov.

o Epyoleia dayeipiong: o moritng pmopel va aAldEet ta otoryeia mpdsPaong -Ovopa
YPNOTI KOl KOOKOG- GTO VTOGVOTNLLO, LE KOIKOVG ToL AapPdverl and tov

OIKOYEVELOKO TOL Y10TpO.
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MMivaxkag 12: [Tepieyodpevo Epappoyng @axélov Yyeiog (HAIKA, Eyyepidio xpniong -

Yvomua [potofadag @povtidag Yysiog)

Evétnteg Ymogvotnreg

Mnpogopiec evotitov

Kotdotaon acbevn

KMviké onueia

Huepounvia, €idoc, artia emickeyng,
GUUTTMOUOTO, TEPLYPAPT] TOPOVGOS KOTAGTAUCTG
ZOUOTOUETPIKA GTOLYELD KOt 100 KAVIKNG

, e&étaomng
Emoxéyeig . , , , . . , ,
Amoteléopata gpyactnpukev  Ovopooio, Ty, povada LETpnonge, Oplo THoV,
eetdoemv oYOA
OepamevTikés/ DaprokenTIKég [Tpotevopevn QOpUAKEVTIKY aywyn,
odnyieg TOPOTNPNCELS EMIOKEYNG
‘Eyypaga
Pavtepod Husp(,)unvw,’uova&x uy:ewg, TUM L0, OVOLLOL
1 TPoY, EWOIKOTNTO, KATAGTOOT
Awyvaooelg/NocovZoumtopata  Ovopacio, koduoi ICD-10 & ICPC-2, niia
EUPAVIOTG, OYOML
Noomneieg Kmduog ICD-10, artio. voonieiag, vocokouegio,
ATopko £€10¢, oYoMa
16TOPIKO Epgutedoyiec cuokevég
Dapuaxo Ovouaocia, oyoMa
AMepyieg Ddappaka, SpacTikéG ovoieg, aAlepyloydvo,
TPOPES, GYOML
I'evikd oyoMa
Kowaovikég Endryyehua, kdmvioua, ypnon aAKooA, ool
ouvvi0gieg
Owoyeveloko 2vyyévela, oyoMa
1GTOPIKO
TINvvaikoroyko XopaKTnploTikd KOKAOV, CUUTTMOUATO, 10T
1GTOPIKO TOKETAV, EKTPMOGELC, AVTICVAANYT, OYOALL
EpBoiocpol ond Hiextpovikn  Kmducdg, meprypaen|, nuepopunvia epfoitaciov,
Eppoma var,ayoyp’d(pncn’ ’ KwdKomoinon
evnAiKov 1 Toud1dv/epnpov
Aowrol epfoiacpol
Koducog ICD-10 1§ ICPC-2, neprypagn,
Awyvoroeig NUEPOUNVI KATOYDPNONGS, TPoEAELOT (T,
OTOUIKO 10TOPIKO 1] GUVTAYOYPAPTON)
Dappaxa Eunol?LKr:] ovoparci(x, dpaoTiKn ouclia, uovldéia,
popen 060MG, dibpKeLn, NUEPOUNVIa, TPOEAELON
i AME, optnplakn mieomn, KopdloKol TaAol,
Awypappete o(imxapg, }TllgF, IZIEVI,ndMap&aypdpuaila
"Eyypaga Ola to KaToyopnuéva Eyypopa

ICD-10: International Classification of Diseases version 10, ICPC-2: International Classification of Primary
Care, 2" ed., AMX: Acixmc Malac Zhpoatoc, PEF: peak expiratory flow, FEV1: forced expiratory volume in

one second
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(O HAIKA

[ Emoxémon |
4 Egappoyr O. latpod  E@appovii Zuykarddsong v E@appoyii ®axéAou Yyeiag v E@appoyi HA. PavisBol v Egapuoyi PIN  EpyaAsia Aiaxsipione v Boféaia
®UAo: OHAY, Hplvia yéwnong: 14 HAixia: E r'y
B Emoxéyac £S5 PavieBoi D Atop.lotopiké Y Koiv.uvifoec ¥ Omoy.lotopké 4 Tuv.lotopké @ NoonAdiec i EpBohia & Awywvwong  © Odppaxa [ Aiaypdpp
i
A/A  EiBog Emioxeyng Hyuspopnvia Emioxeyng  EsBiémm Biéyvwon Eveicobiou Spoviibas (ipc) Liéyvwon EmeicoBiou Spovridag (icd10)
Taxmiko latpeio (ue pavrepod) 29/01/2018 07:30 KYTTAPOAOIOZ ANOC yevIKQ/TOMATTAEG £0TiEG
2 Ao 26/01/2018 14:58 KYTTAPOAOIOX AmoSupic/AwwAsna ouvednong NiGppoIa Kal yaoTPEVIEPITIBA WO Bswpsitar Ad
ZupmAipwon AHOY 25/01/201 ANOC YOIKQ/ TOMATTALC £0TiEC
4 Emiokeyn xwpi¢ pavreBol 24/01/2018 16:16 Piyoc, Movikr aduvapia/KaraBoid
5 Emiokeyn xwpic pavreBol 24/01/2018 15:26 KYTTAPOAOIOZ ANyO¢ yeuikd/moMamAg coTieg, Muperdg

Ewova 4: [Tepiparriov evomrag "Epoppoyn @akélov Yyeiog" oto cvotnua [1.O.Y g HAIKA

AvoTLY®G, TOPA TIG TAPATAVE TANPOPOPIES, HEXPL TP GTOV TOALTN eppavifovTon
puovo 6o amod tig evotnrteg: «Epappoyn owoyevelaxkol yurpov» kot «E@appoyn
nAektpovikov pavtefovy (Ewova 4). Eropévag, to mepifdiiov oo HOY dev givan

aKOpo 010010 Y10 TO KOWO.

AvtiBétmg, 0 owoyevelakog yTpog £xel mpocPacn otov AHDY tov kabe
eYYeYPOUUEVOL TOAITN. 20T0G0, TOPd TO YEYOVOG OTL O Y10TPOG EIVOL VTTOYPEDUEVOS VL
EI0AYEL TIG VEEC TANPOPOPIES TTOV TPOKVTTOLV HETA ad KOO emickeyn (TT.y.
amoteAEoUATO EEETAGEWV), 1] dlodIKOGTo aLTH cLYVE dev akolovbeitar kabmg Bempeiton
OTL N LETOPOPTOOT TOV OPYEIV aPapel TOOTIKO ¥POVO OO TNV ETOPT] TOV LE TOV

acBevn.

Qe

+* Egappoyn Oik. latpod  E@appoyn HA. Pavrefol v BorBeia
Eyypagr ato ZioTnpa MpwropdaBpiag ®povTidag
1. Zroixzia Mpogtmou
2 EKTUTTWon
Ovopa Emivupo AD.M
Marpivupo MnTplvupo Hu/via yévwnong
Nopiog * Mepipepeiakr evoTnTa * Afpog*
MoAn * LugvBuvon ! TK.
Tnhépuve 1 TrAépwvo 2 TAAEPWVO 3

Ewova 5: [Tepipariov tov cuotipatog ILD.Y tng HAIKA 6nwg mapovsidleror péypt trpa
GTOV TOATN

5.2. EOvik6 Aiktvo latpung Akpiperag otnv Oykolroyia

Onwg avagépbnke kot oe Tponyovpevo kepdrato, To 2019 Eexivnoe 1 dpdon tov
EBvikod Awctvov latpikng Axpifetag oty Oykoroyia (EAIA) pe otdyo v avdmtuén
VE®OV O10YVOOTIKOV EPYOLEIDOV KoL TNV TOPOYY| EEATOLUKEVUEVNG TPIKNG TTEPTBaAyMC

pe Pdon ta Waitepa ProAoyikd/yeveTikd YopaKTnPIoTIKA TOV 0c0evav pe Kapkivo. Ot
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vimpecieg tov EAIA mapéyovtan and téocepig Movdodeg latpikng AkpiPeiag: dvo otnv
Attikn, pia oty Oeccarovikn kot pio oty Kpnt. O tepiocdtepeg amod Tic
TANPOPOPIES TOV aKOAOVOOVV givar amd TNV emionun 16TOGEAIdA TOL AkTOOV

(oncopmnetgr).

Mo pot Popd cuvepydlovtal otevd 6To 1910 TANIG10 AgtTovpYyiag HePIKA Ao T
LEYOADTEPO EPEVVNTIKA KEVTIPO TNG YDPUAG LE AVGTNPEG TPOOAYPaPES acpiietas. Ot
ONUOVTIKOTEPOL TOUELS EpEVVaG TV HEADY TOV AKTOOV &lvar ot €ENG:

o Tevetum €pevva, pe GTOYO TN HEAETN Ko TOV EVTOTMICUO TV PAafdv tov DNA mov
amoppvOpilovy ™ ELGLOAOYIKY| AEITOVPYIO TOV KLTTAPWV KOl GTASIKA 0N YOV GE
HOpQES KapKkivov,

e Boaowm épevva, mov peretd T1g Proynuikeég 0000¢ IOV YPNOOTOIOVV T KOPKIVIKE
KOTTOPO, TN GYECT TOVG LE YEVETIKOVG TOPAYOVTES KO LE BAAN KOTTOPO TOV
OVOGOTOTIKOY GUOTHLATOS, KUPIWG HEGM TNG XPNCIHOTOINONE TEPALATOL®MV,

e Metaepaotikn épevva, Le GTOYO TNV AEI0TOINCT| TOV ATOTEAEGUATOV TNG
EMIOTNUOVIKNG EPEVLVAG KL TNV EPAPLOYT] TOVG OTNV KAWVIKN TPAEN (O10yVOOTIKA
epyaireia, Bepamevtikég mapeupdoels),

e ATEIKOVIOTIKEG LEALTEC, [LE OKOTO TNV KOADTEPT KATAVONOT TOV KopKivov og kibe
Eexwplotd acbevn Kot

o Emomun Agdopévov & Blominpopopikr, pe okomd tnv vrootipiEn g

EPEVVNTIKNG OPUCTNPLOTNTOS KOL TNV AVATTLEN VEDV VTOAOYIOTIKAOV EPYOAEIWDV.

EmnAéov oto mhaicio g tpotofoviiag EAIA viomoteital | vmodoun Blotpdmnelec. H
épevva anortel TpdsPacn oe delypato PloAoyukod LAMKOD KOTAAANANG TOOTNTOS Yo
avoivoel. Kpibnke avaykaio n Kataypoaen Kot opyavmon Tov EAANVIKGOV Plotporel®v
OV TTEPIEXOVV OETYLLOTO CLYKEKPIUEV®V OLAd®V 0cOEVOV e TANP®S Kabopiopéva
KAVIKA YOpOKTNPLOTIKA, 1) OLOYEVOTOINGOT) T®V S0dIKAGIOV AEITOVPYING KoL 1
EKTOLOEVOT) TOV TPOCMOTIKOV LE GKOTO TN Ol eiplomn SEYUAT®V VYNANG TOWOTNTOG Ko

Vv TPNoN NOKOV OToNTHCEDV.

Oocov apopd 611 yopNTIKOTNTO KoL TNV ACPIAEN TOV ETKOWVOVIHYV, T0 EAIA 6o
ovvepyaotel e 10 EOvikd Alktvo Ymodopmv Teyvoroyiog kat Epguvag A.E. (EAYTE 1
GRNET). To diktvo avtd Ba mapéyet Oha To LECA Y10 TNV EKTEAEST] TOV

BlomAnpo@opikdv pomv £pyaciog Kot Tn ypnomn SopdV arodnkevongs.

EmumAéov, mpoPrémeton n cvvepyasio tov EAIA pe v HAIKA A.E. yio Adyovug

ACQOAMGTIKNG KavOTNTAG (SLVATOTNTO AGPAMCTIKNG KAALYNG EEETACEMV),
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TOVTOTOINONG 10TPLKOD TPOSHOTIKOD (LEG® NG LANPETiag TovTomoinong tov Efvikov
Yvotuotog Hiektpovikng Zvvtayoypdaenong) kot dtacvvdeong pe tov AHDY. Ocov
aQopd 1o TEAELTAIO, diveTOL 1) SLVATOTNTA OO TN UiCL GTO TPOCWOTIKO TMV OPYUVIGHMV-
HEADV NG TpTOPovAiag va Exovv TpocPacn otovg AHDY twv acBevdv Kot amd v
GAAN oTOVG TOALTEG VaL £YoVV TPOGPaoT) 6T SEGOUEVA TTOV TPOKVITTOVY OO TIG
YOVIOLOKEG EEETAGELS TOL YIVOVTOL GTO TAAIGLO TOL AKTOOL KO TIG OYETIKEG

YVOLOTEVCELS HEG® Tov AHODY.

5.3. Zopunepdoparta

H EALGSa Bpioketar o moAd mpdyo otdoto ypnong tov HOY ko evoopdtmong
YOVIOLOK®V d€d0UEVOV G€ avToV. Ot mpoomdbeieg Tov £xovv EEKIVIOEL TO TEAELTOLN
Tpia ypdvia eivar aE1OA0YEG Kot 1 TEPUTEP® AVATTLEN TOVG O GNUEUDCEL

anoteAéopata Pertioong otnv vyeio Tov ATOHOVL.

O AHOY anoterel avaykaio epyadeio oty [L.O.Y. Xvykevipovel tAndopa
TANPOPOPLDV, TANPOL TIg TPoHTOHEGELS Yo 1001 ypron o€ eBvikd emimedo and Tov
TOALTN Kol TOL divel T dvvatdTNTA EMAEYUEVNG TPOSPAOTG OO TOVS YIUTPOVG Kol
eLEYYOLEVNG KOIVOTIOINGNG T®MV 0EG0UEVOV TOV € 0VTOVG. Elval emopévaog onpovtikn 1

a&lomoinomn OA®V TV SLVATOTINTMOV TOV TPOCPEPEL.

[MapdAinia, kpiveTon avaykaio 1 0100HVOEST] TOLV GLGTHLATOS ALTOV LE TO EBviko
Yvomuo Hiektpovikng Zvvtayoypdenons. Avto 0o cuoppdiiel otny amevbeiog
oVVOEST TNG JLBIKAGING TNG GLVTAYOYPAPNONG e TANpopopies amd Tov AHDY tov
acevn, OTMOC TOV OVTOUOTO EVIOTICUO L OAAEPYIONG OE PAPLAKEVTIKT) OVGIO KOt TV
EUPAVION EVOAOKTIKNG. Oa dnuovpyndet OnAadn avtopata Eva Bondntikd cuotnua
Mg aroedcemv. Puoikd, ovtd Bo fondnoet kot Katd TV evoeyopevn avamtuén g
doppakoyovidtwpotikng oty EAAGSa, 6tov yovidiokd dedopéva, amobnkevpéva otov

AHODY, Ba £&xovv onuovtikd poOAO 6TV ETAOYT TS POPUAKEVTIKNG OLYMYNG.

H npotopoviia yia tnv avantuén g latpikng AkpiBeiog otnv EALGda otoyedet o
ovykekplpévn TAnbucok opdoa (acBeveic pe kapkivo) kot Ppicketatl akOU 6€ TOAD
apykéd 61ad10. O TpOTOG EVEMUATOONS TOV YEVETIKOV d£d0UEVOV TOV B0l TPOKVTTOVV
otov AHDY dev elvan yvaootos. Q61000, paiveton eEATId0pOpa mpootadela yio

BeAtioon g vyeiog v acBevav.
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Enthoyog

Bpiokopaote og pio petafotikn mepiodo oty latpikn péow g aglomoinong g
TANPOPOPLOG KOl TNG EPOPLOYNG TANPOPOPLOKADV GLGTNUATOV GTNV VYELD KOt QT M
aAAayn| 0ev gtvar TOG0 VKOAN 0G0 akovyeTat. Ot véeg néBodot BEAovV Tig amopdoelg vo
ompilovtol og dedopéva-adlyoplOpong Kot Oyl 6€ CUUTTMOUATO, 1] TPOTVTTO-VITOOETY LLOLTAL.
Mo mapddetypa, n Aoy g KATdAANANG aywyng kot Oepameiog avti va yivetal fdost
TOV 0PYAVOL TOV LILEGTI ol «PAAPTY, QOIVETOL COGTATEPO VO YIVETAL AVAAOYO LE TO

YEVETIKO TPOPIA TG acBEvelag, o€ 0mO10dMmOTE OPYOVO KL av givat, 1} ToL acOev).

Avt 1 avartuén cvopPadilel pe TNV cuveyr] aOENCT TOL OYKOL TV VEOV dEG0UEVMOV.
Avapgifoia Covpe otnv €moyn NG TANPOPOPING, TNV 0TToio TOAAES POPES el Ol id101
TOPAYOVLLE KOl KOWVOTTOWOVUE. TO eVOPEPOV Y10l YEVETIKEG OVOADGELS £xEL avENOel
KOO KO OVAIEGO GE VY ATOLO KOl GTNV TOVAOGT] ALTOV TOV EVOLUPEPOVTOG £XOVV
GUUPAALEL O1 ETANPIEC TOPAYWOYNS YEVETIKMV TEGT OMELOEING GTOV KATAVOAWMTN

TOPAYOVTOG OAOEVA KOl TEPICCOTEPES TAT|POPOPIEC.

Etvon emopévmg avaykaio 1 avamtuén cuotnudTov amodkevong Kot dloyeipiong
dedopévov atov Topéa ¢ Yyeioc. Emruyydvetat pe avtd tov Tpodmo 1 010 povik
TapakoAovON o ¢ mopeiog VYEING TOV ATOUOV, 1| EMAOYN KATAAANANG Oepameiag OTaV
elvar avaykaio xat, Kupiwg, n TpoANY”M Kot 1 Eykoupn owdyvoon. H ypnon tov
NAEKTPOVIKOV QaKEA®V VYelag pumopel va GLUPAAEL TPOG o TN TNV KotevBvvon
TNPOVTOG OPICUEVEC TPOOLOYPopES. H evemudTmon YeveTiKdv 0edoUEVOVY TPETEL VL

YIVEL GTASIOKA, MOTE VO LITAPYEL YPOVOG LEAETNG TV NOIKOV (NTNUAT®V.

Avapgifoia, ot dadKaciec anTEG etval ApKETO KOVOVPYLIEC DGTE VO EPOPLOTTOVV
apeca KAVIKA. AV TOyKOGHIMG 01 TpooTdleleg LelmONS TOL YAGLATOS LETOED TNG
EMGTNUOVIKNG YVAOOTG KOt TNG KAVIKNG EQAPLOYNG LEGM TNG YPNONG TOV NAEKTPOVIKDV
QokEAV vyeiag dev etvan TANP®G Katavontn, éva tapandve oty EAAGda dmov péypt
Kot GNUEPO AVTLETOTILOVTOL OVGKOMES GYETIKA e TNV EVOOUATMOT TOV NAEKTPOVIKOD
QoKEAOV VYelag Kot TNV aSlomoinoT TV SLVOTOTATMOV TOL AVTOG TPOGPEPEL GTNV

nepiBaiym pog.

H mapovoa epyacia dev mepiiapPaverl avtiotolyeg evépyeleg mov Umopel va €yvay o€
gvponaikod eninedo, mépav g EALGSac. Mia avtictoym cuykévipwon TAnpo@opidv
1660 and v Evpdnn 660 kot and actotikég xdpes Oa £dtvav pio ceaipikn £KOva. yio

TOV OV OKPIPAOG £XEL PTACEL 1] EPAPLLOYT TOV YVACEMY TOL GLVOAOV TNG EMGTNUOVIKNG
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KOWOTNTOG, MOTE Va YivOuv YVooTd ta endpeva Prpata, eved evolaeépov Ba £xovv ta
OTOTEAECLLATO, OIKOVOUIK®V a&loA0YNGE®VY TOV gyyepnuatov g latpikng Axpipeiog.
"Hom opropéveg peréteg éxovv dnpootevtel. H avantuén g Emomung 6o npénet va
avTETOTICETUL MG TOYKOGHLO TPOGTADELD, DOTE VO MPELEITOL TO GOVOAO TNG

avOpoToOTNTOG.

Ye ebvikd eminedo, Oa eiye apkeTd EVOLOQEPOV UIoL LEAAOVTIKT EPEVLVOL GYETIKA LLE TOV
TPOTO OV OVTILETOTILOVV O Y1Tpol TP TORAOIAG PPOVTIONG TOV NAEKTPOVIKO
@axeLo vyeiog aALA Kot KoTd TOco ivan evnuepopévol ov EAANveg moAitec oyetikd pe

T1G SLVATOHTNTES TOV.
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Table 4 Overview of variant database, report generation, EHR, reporting, and decision support by CSER site
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