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YYNTAKTIKH ENITPONH

EKAOTHZ

Fewpytog M. Natpivog
Ka6nyntrig, Mavemotrpto MNatpwyv, Turiua ®apuakeutikric, EQEG, MNdtpa

2YNTAKTIKH ENITPOIMNH

KAeiw Avactacomoulou
AvanAnpwtpia Kabnyritpia,EBviké kat Kamodiotpiakd Mavemotriuto ABnvwy, latpikr XxoAr, ABriva

AnpATtplog Bhayxdkng
Emikoupog KaBnyntric, lewmovikd Mavemotriuto ABnvwv

lepaoipog Boutoivag
Epeuvntric A, EBvikd Kévtpo Epeuvag Quaikwv Emotnuav «Anudkpitog»
IvotitoUto Biogmotnuwv kat Epapuoywv, ABriva

Yioovu EvBupiadou
Epeuvritpia B, EAAnviké¢ lewpyiké¢ Opyaviouds “AHMHTPA”
lwavva MapouAdkou
KaBnyntpia, Anuokpiteio Mavemotriuio Opdkng, Turua Mopiakrig BioAoyiag kat [evetikric, AAeéavépolmoAn

Twtnpia MmoukouBaha
AvamAnpwtpia Kabnyntpia, Anuokpiteio Navemotriuio Opdkng,
Turjua Mopiakric Biodoyiacg kat levetikrig, AAe§avdpoimoAn

Aéomowva Zavoudou
AvamAnpwtpia Kabnyntpia, EBvikd kat Kamodiotpiaxo MNavemotnuio ABnvwy, latpikry ZxoAn, Abrva

Apyupw Xyoupou
Emikoupn KaBnyntpia, EAAnviké Avoikté lNavemotriuio, Turjua BioAoyiag, Matpa

Fewpylog ZmupovAiag
Kabnyntrig, Mavemotruio Natpwv, Tunua ®apuakeutikig, NMatpa

Mapia Zuppou
Kabnyntpia, Mavemotriuto lwavvivwy, Tuniua latpikrg, lwavviva

Mapia T{étn
Ka6nyntpia, EOviké kat Karrodiotpiaké lNavemotriuio ABnvwy, latpikr ZxoAr, ABriva

Aonaoia Toé(ov
KaBnyntpia, Mavemotiuio Osooaliac, Turiua latpikric, Adpioa

AIEYOYNTHX X YNTA=HX
Mavoucog E. KapmoUpng
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EMNIZTHMONIKA NEA

APOPO ANAZKOMHZIHZ

Néeg poprakég drayvwoTtikég péBodot kai Brodeikteg yia tnv NMAayia Muatpo@ikni
ZkAnjpuvon (ALS)

Eiprivn 2mapdkn, lewpytocg M. Matpivog

NPQTOTYNH EPTAZIA

AVTIAQPEIG TWV EMAYYEAHATIWV UYEIAG KAl TWV QPOITNTWYV EMOTNUWV VYEIAG OXETI-
Ka pe tnv @appakoyoviSiwpatiki Kat tnv E§atopikevpévn latpikn

Anuntpa Makpuylavvn, Mapyapita-lwdavva Kougakn, Kwvotavtivog Z. Baciheiou

EIAIKO APOPO
To ®eoTifal Mevetikng kat E§atopikevpévng latpikng
Mapia Oepravou, AAeEdvdpa Mpou, Kwvotavtivoc Mntpdmouiog, lewpylog M. Matpivog

OAHTIEZ MPOZ XYITPAQEIZ

Ta dpBpa mou Snuoacievovtal oTo TTEPLOSIKO ATTOTEAOUV
TIVEUUATIKN 1810KTNGia TOou TTEPLOBIKOU Kal Sev eMITPE-
TIETAL N OAIKA 1} HEPIKH avadnHosieuon Toug xwpig Tnv
€yypapn adela tou EkS6TN kat tou AleuBuvTn Zuvtaénc.



EMZTHMONIKA NEA

Epeuvntég Bpriikav éva aAAo eminmedo Tou YEVETIKOU KWOIKA

YEVETIKOC KwdIKa¢ diacagnviotnke Hia
O Sekagtia peta tnv emiluon TG SouNg

Ttou DNA (1953) kat n Bacikn Tou apxn
agopd tnv kKwdikoypdenon amd opdda TpLwWV
OuVeEXOUEVWV VOUKAeOTISIWV (KwdikovIo) €vog
auwvoééog, pe 20 amd ta TEAEUTAIA VA CUMME-
Téxouv otn Gopn Twv MpwTeivwyv. EmmAéov, o
YEVETIKOG KWOIKAG €ival EKQUAIOUEVOC. Av e€al-
peBolv ta auwvoéa pebelovivn Kal TpUMTOPA-
vn, TTOU To KaBéva KwdiKoTolEiTtal amo éva Uovo
KwoIKovIo, Ta umoloima 18 kwdikomolovvTal
amod 2-4 Sla@opeTikd KwdIkéVIa. AuTOC O Yeve-
TIKOG KwdIKAG XpNolpoTololoe 61 SlagopeTiKa
PPN KwdiKovia yia povo 20 auvoéa, mou
onuaivel 6Tt cuVWVUUA KWSIKOVIA XPNOIUOTIOL-
ouvTav yia To id1o apivol.

H «olwmnAn petdAla&n» avagépetal otnv Ue-
Tapol Twv PBdoswv evog kwdikoviov EI¢ TPO-
TIOV WOTE VA TTPOKUTITEL CUVWVUHO KAl CUVETTWG
TOo apivo&l mou KwOIKOYPAPEITal va TTAPAMEVEL
‘Otav opwce epeuvntég (DOI: 10.7554/elLife.76893)
nmpoéBnoav oe BlomAnpo@oplkr eneepyacia pa-
(kv dedopévwv alnholxnong Bpnkav cnua-

VTIKA S1aQOPETIKN OUXVOTNTA PETAEY CUVWVURWV
KwSIKoviwy, pe S1agopomolnoel; avd 10TO Tou
15i0V OpyaVvIoUOU, OTIWG TTPOEKUYE ATTO EPEVUVEC
otnv Drosophila melanogaster, tnv Eudouuya.

H mapatipnon S1a@opETIKWY CUXVOTHTWY UE-
Ta0 CUVWVUHWY KwSIKOVIWV o€ SlaPopPETIKOUG
10TOUG (MpoTiunon 1 pepoAnyia) éxel BewpnOei
OTL emnpedlel TNV MApaAywyn mpwIteivng. QoTto-
00, OXETIKA AlyeC UENETEC €XOUV AVAAUOEL TIG
EMMTWOELS SI0QOPIKAG XPNONG CUVWVUUWY KW-
Slkoviwv otnv ékgpacn Ttou mMRNA kal Tnv mapa-
ywyn mpwteivng oto emimedo Tou 1oTOU.

Ol gpeuvnTEC TNG AVWTEPW EpPyaciag, amd To
Mavemotnuio Duke, Siamiotwoav o011 Slagopeti-
Kol 10Tol, KUPIWG 0 EYKEPANOG KAl Ol OPXEIC, PE-
POULV OTIAVIA KWOIKOVIA yla TNV Tapaywyr Uag
6edopévng mpwTeivng. Ot OPXELG TOGO TWV HUYWV
000 Kal TwV avBpwnwv QaiveTal va UTEPLEXOUV
UEYANO TOCOOTO MPWTEIVWY HEPIKWE KWOIKOYP-
O@OUUEVWY amd OTIAvia ocuvwvuua Kwoikovia,
umodnAwvovtag éva AAo emimedo YEVETIKOU
eNéyxou oto yovidiwpa pe 18laitepn onuaocia
otn Bloloyia Twv 10TWV. @

MelwpEvn EK VOO GEWCG AVOCOETTAPKELN O TPEXOVTA OTEAEXN TOU
SARS-CoV-2

Twv COVID-19 otic HNA, tpuipata tng Mapaiayng Aékta epgavifovtal wg HEPOC TG, Katd to Associated

Press. Q¢ amotéAeopa autoy, iowg n ev Aoyw umomapaliayr BA.2.12.1 (umebBuvn oe pia efdopada yia to
58% twv kpououdtwv) Ox1 pévo e€amiwvetal TaxUtepa and AANeg umomapalhay£g TnG Opkpov, aAAd eK@eVYEL Kal
NG avoaoiag, av kat AANeC urtormappalayéc Tng Opikpov, Omwe ot BA.4 kat BA.5, mou epgavifovtal otnv N A@pikn,
emiong mapoucidlouv XapakTnELOTIKA TNG AéATa. AUTO TO YEYOVOC iIOWGC EXEL CUVETTEIEG WG TIPOG TNV EMAPKELD TNG EL-
BoAlaoTIKAG KAAUYNG Kal TNG avArTTuéng emapkoug avooiag ev yével. NooroavTteg amd To oTéAexog OUIKPOV UImopEi
va €X0UV UIKPH TIPOOTACIA £€VAVTI EMAVAUOAUVONG aTTd OTEAEXN TPOTTOTOINUEVA TIOU EUTTEPIEXOLV Kl OTOLXEID TNG
AéNta, evw avTiBeTa umtokeiueva mou éxouv ekTeOel oTnV AéATA iOWC Eival AlydTEPO EVANWTA OTIC VEEC UIKTEC UTTOTTO-
paAAayéc. O Shan-Lu Liu, avtemotéAMwy cuyypag@£ag Tng OXETIKNAG Onpoocicuong (DOI: 10.1101/2022.05.16.492158)
anod TO TMOMTEIOKO TTAVETOTH IO Tou Oxdto SnAwae 6T1 KaBwg n avootakr pootacia € oplopou @Bivel e To Xpo-
VO ol ekTeDEIpéVol 0T AéNTa UmTopel TEMIKA va epgavi{ouv avemaiodnTo MAEOVEKTN LA TTPOOTAGCIAC EVAVTI TWV VEWV
umonapaAaywv kat urooTnpilel 6Tt ol avapvnoTiKEG 8601 epBoliwv Tapéxouv 1oxupr mpootacia. @

n v Kal pia urtorrapaiiayri Opikpov tou 100 SARS-CoV-2 guBuvetal TAéoV yia TNV TMAEIOPN@ia TwV KPoUoud-



EM2ZTHMONIKA NEA

Trpatnyikn cuvepyaoia yia latpiki Akpifeiag otn Ziykamoupn

SG100K n lllumina kat n Precision Health Research

Singapore (PRECISE) &nAwoav ot uméypapav
oTPATNYIKN oUPTTPAgn yia va aAAnAouxnoouV Kal aKo-
AoUBwc¢ va avaluoouv 100,000 yoviSiwpata Ziykamou-
plavwv.

To épyo xpnuatodoteitat amd emyxopriynon mou Si-
axelpiletat To EOvikd XupPoulo latpikrig Epguvag Tou
Ymoupyeiou Yyeiag Tng Ziykamoupng Kat umootnpiletat
amnod 1o EBviko 16pupa Epguvwyv Tng Ziykamoupnc. Oa
nmepappavel 100.000 €BENOVTEC OUUMETEXOVTEC ATIO
N ZyKamoupn, CUPMEPINAUPBAVOUEVWVY EKEIVWV UE KI-
veQlkn, HoAdikn kat vk eBvotikr kataywyr. Me Tn

ZTQ MAQioI0 Mg HEAETNG TIOU QVAQEPETAL WC

OUMMETOXN EPEVVNTIKWVY Kal KAIVIKWY ETAIpWY, TO £py0
Ba eival og Béon va mapakoAouBei pakpompoBeoua tnv
KOTAOTOON UYEIOG TWV CUMHIETEXOVTWYV, TIPOKEIUEVOU VA
SLEUKPIVIOEL TNV OCLATIKA YOVISIWHATIKY TIOIKINOHOP-
@ia kal 181kOTEPA TIC A0OEVEIEG e 181aiTEPN 1] ATTOKAEL-
OTIKA EMMTWON O€ AolATIKOUC TANBUGHIOUC.

H tpletic ouvepyaoia Ba a&lomolioel Tnv gumnelpia
Kal Ti¢ Suvatotnteg ¢ lllumina otn yoviSiwpatikn al-
AnAouUxnon peydAing kKAipakag ya Tn dnuioupyia mAat-
@opuwv avtalayng Sedopévwy etaipikol emmédou
ylo ao@aln XEPIOUO Kat Kotvr xprion dedopévwy Kal
avamtuén TexvnTAC vonuoouvng yla availuon yovidiw-

MATOC, CUMPWVA PE TOUG oUVEPYALOUEVOUC. 2TO TTAAICIO
TOU €PYOU, Ol TOTIIKEG ETAIPEIEG AAANAOUXNONG OTN XI-
ykamoupn Ba éxouv Tnv ukaipia va Aapouv eknaideu-
on Kal moTonoinon otn XPrHon TwV MAATPOPUWY TNG
[llumina, n omoia emé\e€e emiong évav TomKS TAPOXO
unnpeoiwv alnhovxnong, Tn NovogeneAlT Genomics
Singapore, yla va mmpayUaTomnoloEl TOV TTPOCSI0PIoHO
TwV YoVISIwUaTIKwV aAAnAouxiwv Tou épyou SG100K. H
ouumpaén Ba evioxuoel emiong TI¢ BlOPNXAVIKEG CUVEP-
yaoiec kat Ba dnuioupynoel véeg eukalpiec otadlodpo-
Miag yla va KataAUoel TNV avantuén oToug TOEIC TNG
TOTIKAG BlolatpIknG TEXVOAOYIAg, TEXVNTHS VONUOCoUVNG
Kal TTANPOPOPIKAG TNE ZIyKAmoupng, CUMPWVA UE TIC
PRECISE kat lllumina. «<Mag Tipd 1o 6Tt ov-
pmpdttoupe pe tnv PRECISE yia tn BeAtiwon
™M¢ avBpWmvNg UYEiag Kal TOTEVOUUE OTL
auTn N KAIvOTOHoC MENETN Ba XpNnolueVoEl
WG ONUAVTIKOC KATAAUTNG Yl TNV avAamTuén
TwV SuVATOTATWV LATPIKAG akplPeiag og OAn
™ NoTioavatoAikn Aciar, SnAwaoe n Xoulav
Touol, EMKEPANNG EPTTOPIKOC AVTITIPOCWTTOG
™¢ lllumina. «<H &nuoupyia ocuvepyaciwv
onwg autr pe tnv PRECISE ival onuavtiko
MEPOC TWV TTAYKOOUIWY ETEVOUTIKWY HOG
ATTOPACEWV».

«To EBviko Mpdypappa latpikic Akpifeiag
™¢ Zykamovupng Ba apnoel pia Stapkr KAN-
povould U AUoEIC vyeiag TTou Bacifovtal o
Sdedopéva mou €xouv dnuioupynOei o €BvI-
KEC TAATPOPUEG, YIa va olkodounBei éva av-
BekTIkS Kal BIWOIUO CUCTNHA UYEIOVOUIKAG
nepiBaAPng», SnAwoe o John Chambers, emi-
otnuovikog SteuBuvtng tng PRECISE kat KU-
plog epeuvnTic Tou SGT100K. «H mpdofaon,
n dwaxeipion kat n amoBnkevon mou Ba ma-
pdaoyxouue ota 6edopéva vyeiag Oa cuykplOoLV HE TIC
O1e0veic BENTIOTEC TPAKTIKEG Kal Slac@alioelc. Avurio-
MoVOUUE va 6uVOBEoouuE KUBEPVNTIKEG SOPEC, IBIWTIKO
TOUEQ, POPEIG EpELVAG Kal TTAPOXOUG LYEIOG TNG ZIyKa-
mouPNE Yla va EEKIVIIOOUV €va HETAOXNMATIOTIKS Taidt
yla pia 1o vy Ztykamoupn.» To PRECISE sival pia emi-
Xelpnuatikn povada tng Kowvompadiag yia tnv KAwvikn
‘Epeuva kat Kavotopia, Ziykamoupn (CRIS), Buyatpikn
Tou Ymoupyeiou Yyeiag Holdings, n omoia avamtyooel
€OVIKA TTPOYPAUMATA KAVIKNG €PEUVAC KAl LETAPPACNG
yla Aoyaptaopd tou Ymoupyeiou Yyeiag Tng Xiykamou-
pnc. @



Enmaveétaon w@éAeiag amdé avalucon YoviSIwHaTog

Opowva pe  pla véa pelétn  (10.1016/j.gim.
z 2022.04.024) undpyet S140TA0N OTA AVAEVOUEVA
OQENN amod TNV YoVISIWHATIKY aAnAouxnon Heta-
&0 Kavadwv mapoxwv LYEIOVOUIKAG TTEPIBAAPNG Kal Twv
YmeuBuvwv MONTIKAG/ puBuIoTIKWY Sopwv. OTtav To aitn-
pa yia tnv v Aoyw e€€taon amoppintetal and Tov acpa-
AOTIKO POPEQ, AUTO LEPIKEC POPEC 0ONYEI TOUC KAIVIKOUG
ylatpoU¢ va avalntouv TNV mpayUaTonoinon Héow evai-
AAKTIKWV 086wV Xpnuatodotnong avti tou kavadikoL EXY.
YOUQWVA [E TNV OUYYPAPIKN OHada TNG avwTépw gpya-
olag, Je eMKEPANNC EPELVNTEC Ao To MNavemoTrA IO Tou
Topovto, n yoviSiwpatiky ahkniouxnon otov Kavadd
OuVTAYOYPA@EITAL KAl gYKPIvETAL ammd TIC EAEYKTIKEC ap-
¥£G, OTaV Ol TTAPOXO! UYEIOVOUIKNAG TTEPIBaAYNG Hmopolv
va unootnpi§ouv ot Té€tolou gidoug e§etdoelg Oa odnyn-
oouv og Sidyvwon kat Ba BeAtiwoouv TNV KAVIKN Staxei-
pton. ATo ouvevTeLEEIC e TTEPIoaOTEPOUC amtd U0 Swde-
KAGEC KAVIKOUC ylaTpoU¢, n odda Slamiotwoe &ti evw ol
TIAPOXOL UYELOVOUIKAG TTEPIBaAYNG ekTIpOUV Kal auToi Ta
OUYKEKPIUEVA OPENN TNG YOVISIWHATIKNG aAAnAolxnong,
EKTIMOUV emMMAEOV Kal AANQ, EUPECT OPEAN OTIWG O TEP-
MaTIOPOC TNG SlayvwoTIKNG 0dUoaoelag ) n ouvdeon Twv
aoBevwv pe v Mpovola. Onwe avépepav oto Genetics
in Medicine, ol epeuvnTéc SlamioTwoav 0TI OPIOUEVOL KAL-
vikoi ylatpoi 6a akohouBoucav dANoug Tpdmou¢ yia va
AaBouv dedopéva aAnholxnong ya Toug aoBeveic Toug
EKTOG Twv ouvnOiopévwy mpooeyyicewv xpnuatodotn-
onG. «AlAIMOTWOoAE OTL, TAPOAO TTOU OL TTEPIGOOTEPOL KAI-
VIKo[ ylatpoi éSvav mpotepaldtnta 0Tn Sidyvwaon Kal thv
KAIVIKA) Slaxeiplon, 6mwg Katl ol PUBUICTIKEG KAl ENEYKTL-
KEG apXEG, ol KAVIKOi ylatpoi mou ackolaav maldlatpikn
KOl YEVIKN YEVETIKN) ouveldnTomololoav Kal EKTIHOUCaV
emmAéov 0@EANy, éypayav oTnv Epyacia Toug n Yvonne
Bombard kat ol ouvepydteg TG mpooBéTovtag OTl « ...
auTd Ta 0PEAN oLVRBWG SV EKTILWVTAL ATTO TOUG AATITEG
AMOMACEWV Kal and Toug PUBUIOTIKOUG NXAVIOHOUG Kal
auto meplopilel tnv mpoofacn o dedopéva aAAnAou-
XNONG Kal oUVENWE 0drynoe Toug KAVIKOUG latpoug va
avalntroouv TPOTIOUG va TAPAKAPPOUV TO GUOTNHA YId
va TTpaypatomolnBouv ot EAeyxol WOTeE va eMTUXOLV TA
TPOCOETA 0PEAN YIa TOUG A0DEVEIC TOUGY.
la ™ pelétn, n Bombard kai ot cuvepydteg Tng die€rya-
Yav NU-SOPNUEVEC OUVEVTEVEEIC e 25 KAIVIKOUG ylaTpoug,
apIBUOC TToU TTEPINAUBAVE YEVETIOTEC, YEVETIKOUC CUMPBOU-
Aoug, oykoAdyoug Kal AAOUG, yia va EEETACOLV TIG OTTOYELG
TOUG OXETIKA PE TNV KAIVIKF XPNOIMOTNTA TNG YoVISIWHATI-
KNG aAMNAOUXNONG. ZTIC OUVEVTEVEEIC, Ol CUMETEXOVTEC ON-
MElWoaV Ta TUTTIKA OQENN TTOU NTAV CUUPWVA LIE TA KPITAPLA

TIOU XPNOIUOTIOIOUV Ol APXEG YIa va EYKPivVOuV Xpnuatodo-
™on ya v aAMnlouxnon tou yovidiwpatog. Qotdoo, ol
epwtnBévTeC oulrTnoav emiong AAa 0QEAN TNG e€€taong,
oupmnepAapBavopévng TNG YUXOAOYIKIG ONUAsiag Tou Tep-
paTiopoU TG «AlayvwoTikig Oduooelag» pe ouvexeig Sla-
OOXIKEC SOKIUAOTIKEG Beparmeieg Kal EMAVEKTIUNGN AUTWV.
EmimAéov UTTApXOULV KAl OIKOYEVEIOKA 0@ENN, STIwG €kGoon
OTOBUIOPEVOU KIVOUVOU YIa TPEKOUOEG I} LENOVTIKEG EYKU-
MOOUVEG Kal Slayeiplon YEVETIKOU EAéYXOU OUYYEVWV. TOVI-
oav emiong o@éNN Omwg N eKMAISEVTIKY UMTOOTHPIEN KAl N
TPAoBacn O€ KOIVWVIKI MEPIUVA KAl TIPOVOLA, EVEPYETIMO-
Ta 7OV YeVIKA Oev gival TPOoACIHa XWPIG TEKUNPLWUEVN,
0p1oTIKA Stdyvwaon. AuTH N lEPAPXNON TWV TIPOCOETWV TIAE-
OVEKTNUATWY TNG YOVISIWHATIKAG aAnAoUxnong mépa ano
™ Sidyvwon kat v KAVIK/Bgpamneutikry Slaxeipion eival
OUUPWVN € OPIOUEVEC TIPONYOUUEVEC UENETEC, ONpEiwoav
Ol EPELVNTEC AV KAl AUTA T OPENN EKTIUNONKAV TTEPIOOOTE-
PO amd Toug TAPOXOUG TTASIATPIKAG KAl YEVIKIAG GpovTidag
Tapd amoé Toug oykoAdyouc. Autd Ba prmopouoe va ogeile-
Tal 0To 0TI o1 oyKoAdyol gival Ayotepo mbavéd va (ntricouv
aMnAouyxnon yia dAo Aoyo mAnv Sidyvwong Kal KAVIKAG S1-
axeiplong, v mpodo@ata éytve avTiAnmto OTL N SloyVwoTIKNA
unepadia TN alMnAouxnong oe madlatpikolg MNBuouoUg
a00evwv ekTipdTal LETa&V 36% Kal 51%, EVw OTOV TOUEA TNG
oykoAoyiag meplopiletat peta&u 10 kot 20%.

Qot600, o1 gpeuvnTég SlamioTwoav 0Tt AOyw AUTAE TNG
S1aoTtaong HeTa&L Tou Tt OPENN aVEUEVAV OPICHEVOL KAVI-
Kol ylatpoi amod tn yoviSiwuatikry aAnAouxnon kat Tt Ba
EVEKPIVOV Ol PUBUIOTIKEG Kal EAEYKTIKEG APXEC, OPIOUEVOL
€K TWV TTPWTWV OTPAPNKAV 0 AANeG 050U¢ yla va Adfouv
Sedopéva alMnlouxnong yla Toug aoBeveic Toue. MNa mapa-
Selypa, oplopévol KAVIKOI ylatpoi Ba mapryyeihav ENeyxo o€
NYOTEPO eKTEVEC AOPOIOUA YEVETIKWV BIOSEIKTWY, O OTTOI0G
Ba ntav mo mbavo va gykplBei, yvwpilovtag 6TI oplopéva
gUMopIKA epyaoTripla Ba mpoogépouv dwpedv aAnAou-
XNON O€ MEPIMTWON apVNTIKOU AMOTEAEGHATOG OTOUG OpXL-
KoU¢ Blodeiktec. ANOL OTPAPNKAV O EPEVVNTIKEG ENETEC
yia e€ao@aiion aAnAouxnong.

AMGA QuTH N TTPOCEYYION, CNUEIWOAV Ol EPEVVNTEC, TPOPO-
SoTel MepATEPW TIC AVIOOTNTEC OTN PPOVTIOA TWV ACOEVWV.
Avtifeta, mpoteivav va vloBetnBei pia Sieupupévn évvola
NG «KAIVIKAG XPNOIWATNTAG» ammd TOUG AATTTEG AMOPACEWV.
«Ta EVPEAMATA PAG LTTAVICOOVTAL AVAYKN YIa EPELVA YIA TN
oUN\Oyr OTOIXEIWV YIa TNV TTOCOTIKOTIOINGN TWV TPOCHETWV
0PeAWV [TN¢ yoviSlwHaTIKAG aAnAouxnong] Kat Tnv Turmo-
Toinon Twv SEIKTWV yla TNV KTiUNor Toug, Stacpalifovtag
EKTEVEOTEPEC AEIONOYNOEIC TNEG KAVIKAG XPNnotudTnTag [Tng
YOVISIWHATIKAS aMnAouxnoncl», mpdabeoav. @
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Néec poplakéc dayvwoTikéC pébodot
Kat Brodeikte¢ yia v MAayta
Muatpo@ikn 2kArjpuvon (ALS)

Eiprivn Zmapdkn’, Fewpytog M. Natpivog'*
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MNEPINAHWH

H mAdyta puatpo@ikr} okArjpuvon rj aAAwe vOoOG Tou
KIVNTIKOU veupwva (ALS) gival pia omavia Statapayn n
OTI0{a KATATACOETAL O€ SUO HOPQEC: TNV OIKOYEVH, UE
MOGO0TO 5-10 % TWV MEPIMTWOEWV, KAL TNV OTIOPASIKI).
A&iCel va onpeiwBei n kplopdtnTa TNG €yKaipng dia-
YVWGON TNG VIO TNV OMOTEAECUATIKOTNTA TNG Oparmeiag,
n omoia Bacietatl o€ pia KAVIKN afloAdynon mmou anmal-
Tel MePITMOU 12 PVEC. ZUVETIEIQ AUTOU AmOTEAEL N KaBu-
OTEPNMEVN XOPYNON TWV KATAANAWY QAPUAKWY, UE
amoTéNECA, VEEG UEBOoSOL YIa TNV Stdyvwon TG ALS va
Kpivovtal avaykaieg. O éAeyxog maboyovwv yovidiwv
mou oxeti(ovtal pe TNV ALS, amotelei 16n dlayvwoTi-

KO epyaleio. QoTO00, Sev pmopei va xpnotuomoindei
O€ TTPOCUUNTWUATIKO otddlo. Emopévwg amarrouvtal
véol Blodeikteg ol omoiol Ba euvorjcouv TNV €ykaipn
avixvevuon. Zuykekpluéva, ta Amidla epgavifovtal wg
MOAMA unooxopevol Brodeikteg yia tov mANBUCUIaKS
€NeyX0 Kal yla TNV mapakolouBnon tng EENENG TNG
vooou. EmmAéoy, n yevetikr) avaluon pmopei va Bo-
noroet otnv MPOPAeYn ¢ eEEMENG TNG vOOOU HECW
™G avaluong yoviSiwv Tou TNV TPOTOTIOIoVV OTIWG,
1o EPHA4 kai to CHGB. Z10 mapdv Keipevo avallovtal
VEEG TEXVIKEG Ol OTTo{eG €ival SuvaTo va QAPUOCTOUV
yta tnv Sidyvwon tng ALS.

AEZEIZ EYPETHPIOY: MAdyta puatpo@ikn oKAfjpuvon, yovidiwpatikoi Blodeikteg, Brodeikteg Aimdiwv
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Eicaywyn

H ALS xapaktnpiletal amd EAePn Twv dvw Kal KATw
KIVNTIKWV VEUPWVWYV OTOV EYKEPANO Kal TNV oTTovou-
Ak otAN. Apxikd, n aduvapia exivdsl e0Tiakd alhd
enekteiveTal oe Stagopoug puG. Xuvribweg o Bdavatog
EMEPXETAL HEOQ O€E 3-5 Xpovia , woTdOO, EXOUV TTAPATN-
pPNOEl TEPIMTWOELG OTIC OTTO{EC 0 ACOEVIC ExEL EMPBIWOEL
€w¢ Kat 40 xpovia (Brown & Al-Chalabi, 2017). H ma-
ykéoula ouxvotnta authg TN acBévelag gival 2 dtopa
ota 100.000 , evToUTOLG, UTTAPXOUV OPIOUEVEG TIEPIOXEG
Onwg n xepoovnoog Kii otnv lanmwvia kat n viijcog Guam
otov Elpnviko oTI¢ omoieg ol ouxvoTnTa €ival PeyalUTe-
pn (Brown kat ouv 2009). Ti¢ TeheuTaieg U0 SeKAETIEC
éxel yivel amodekto oti mepimou 1o 15-20 % Twv atdépwy
pe ALS epgaviCouv dvola. Eival onuavtiko va onpeiw-
Bei 611 Sidpopa Broloyikd povordtia emnpealovtal o
autn TNV aoBévela, cuumepapavopévou, Ekeivou TnG
SleyePTOTOEIKOTNTAC TTOU TIPOKAAE(TAL ammd TNV HECO-
Adpnon tou umodoxéa Tou YAOUTAMIVIKOU 0&E0C eVw,
epavifovtal kat duohettoupyiec otnv Suvaulky Tou
KUTTOPOOKEAETOU, 0TNV afOVIK] UETAPOPd, OTOV ME-
TafBoAioud Tou RNA, 0Tnv opoldoTaon, OTO OTPEC TOU
evbomhaopatikoU SiktUouv, KA. H aoBévela xapaktn-
piletal emiong amod pn QUGCIOAOYIKI) CUCCWPEUCN TIPW-
TEIVIKWV OUCOWHATWUATWY OTO KuTTtapdmAaoua. To
év(uuo TDP-43 unidpxel ota TePIocdTEPA ATIO TA TIPW-
TEIVIKA CUCOWUATWHATA A0BeVWVY e ALS eKTOC amo TIC
TIEPITTWOELG TTOU TIPOoKAaAoUVTaAl ard maboydveg mapaA-
Aayég Tou yovidiou SODT 1y Tou FUS, ekeiva dnAadn mou
kwdikomololv TI¢ mpwTeiveg SOD1 kat FUS (Blokhuis
kat ouv 2013). Emi Tou mapdvtocg, n diayvwon tng ALS
Baoiletal otnVv KAIVIKY a&loAdynon Kal TNV NAEKTPOPU-
OlONOYIKN HENETN. ZuvnOwG UTTAPXEL ONUAVTIKY KaBu-
oTépnon UETAEL TNG EUPAVIONE TWV CUMMTWHATWY Kal
™G TeENIKNG Stdyvwong. H e€€AEn Tng ALS ektipdtal amd
1o ALSFRS-R, mou €ival éva epwtnuaToAOylo To omoio
aloloyei oplopéve IKavoTNTEG (OINia, OlENOppoOILa,
KATATIOON, YPA®N, KOTIH @ayntoy, VTUOIKO KAl LYLELVN,
OUOTPO®H KATA TOV UTIVO, TIEPTIATN A, avappixnon, SU-
omnvola, opBoTVola KAl AVATIVEUOTIKI) AVETTAPKELD) Yid
KaBe kavotnta Sivetal pia Babuoloyia peta&u 0 kat 4,
ME TO 4 va gival n puotoloytKn Kal to 0 va gival n mARpng
avikavotnTa yla Ty ekTéAeon. levikad, n ALS sivatl pia
e€alpeTIKA yeveTIKA eTeEpOoyeViC aoBévela otnv e€€NEN
™G omoiag sumAékovtal MoAAd yovidia (Chen kal ouv
2013; Dion kat ouy, 2009; Hardiman kat ouv, 2017).

H etepoyévela autri auédvetal mepAITéPw, aAPoU
€xouv TTPoTaBEl WG aiTia EUPAVIONG EVOG UTTOCUVOAOU
TMEPIMTWOEWV TNG ALS kal mepiBarhovTikoi mapdyovTec.
Mapadeiypata mePIBANOVTIKWY TTAPAYOVTWY TIOU TII-

Bavwg epmiékovtal otnv ALS €ival Ta opyavopwo@o-
PIKA, TA QUTOPAPUOKA, Ta Bapéa UETANND, Ol VEUPO-
toéiveg KA. H €kBeon oe B-pgbulapivo-L-ahavivn, pa
veupoTto&ivn ou BpiokeTal 0Ta KUKASOPUTA, Ol GTIOPOI
TWV omoiwv KatavaAwvovtal oTn vijoo koudy, Bewpei-
TaL 0TI eVBVVETAL YIa TNV AVENON TOU ApIBOU KPOUGHA-
Twv NG ALS (Mitchell, 2000; Yu kat cuv 2017). Mia gv-
peia perétn avéluoe dedopéva amd 6.274 acbeveig e
ALS kal katéAn&e oTo cupmépacpa oTL N KONAWGN TNG
ALS eivai pia dtadikacia mou amoteAeital amod 6 Bripata
(Al-Chalabi kat ouy, 2014).

Emi Tou mapovtog, Suo pdpuaka éxouv eykplBei amod
Tov FDA yia tn Bepameia tng ALS: n Pi\ouloAn kat n
ESapafovn. H PINouldAn KataoTéNeL TNV utEPBOAIKNA
OIEYEPON TWV VEUPIKWV KIVNTIKWV VWV, TTAPEXOVTAG
€101 ENAPPA BEATIWON TWV CUUNMTTWUATWY. ZUYKEKPIUE-
va, adpavorolei Ta TaoeoeEapTWHEVA KavAAla vaTtpiou
Kal givatl évag in avtaywvioTIKOG avaoTOAEAG TwV UTIO-
Soxéwv Tou N-uegBulo-U-aomaptikol oféoc (NMDA).
Evw n ESapapévn e€oudetepwvel TIG eENeVOepeC pileg,
MEIWVEL TO 0&eIOWTIKG OTPEC KAl WE ATTOTEAECHA KaBL-
otepel TNV €€€MEN TG vOoou. Tuvenwe, ouviBwg ou-
otveTal évag ouvouaouog Twv SUO AUTWY PAPUAKWY
(Sawada, 2017).

Awayvwon tng ALS

H Siadikacia tng Sidyvwonc umopei va S1apkéoel IEPLO-
OOTEPO ATIO €Va XPOVO, YEYOVOC TTOU OONYEI O ONUAVTIKN
kaBuotépnon Tng Beparneiag. H onpaocia tng éykaipng Oi-
Ayvwong €yKELTal oTo OTL av Kat n PIAouloAn éxel xapnAn
BePATEUTIKN ATTOTEAECUATIKOTNTA, N €YKalpN XOprRyNnon
NG €xel KAAUTEPA KAWVIKA amoTteAéopata (Zoing Kal ouv
2006). Q¢ ek TOUTOU, N AVATTITUEN VEWV HoPLAKWY PLlodel-
KTWV yta TN dtdyvwon tng ALS €xet peyadAn onuaoia. Ta
BlopeuoTd givai ta mo onuavtikd Bloloyika Ssiypata yia
TNV paypatonoinon TN KAVIKAG Sidyvwong. ZUYKeKpL-
péva, To eyke@alovwTiaio uypd (ENY) amotelei pia moAD
KOAA TTNYN BLOSEIKTWVY YA VEUPOEKPUAIOTIKEC SlaTapa-
XEC KOBWG EPXETAL OE EMAPH LIE TOV VEUPLKO 10TO. TUVE-
WG, TIEPIEXEL TIPWTEIVEC KAl LETARBOAITEG TTOU pITOPOUV
va unodei§ouv TNV Mapouacia Kal TV €KTaon TOU VEUPO-
EKQUAIOHOU. ATTO TNV AAN TTAELPA, N AYN aiaTog aTo-
TEAE( P eUXpNOTN TEXVIKN. Katd ouvénela, To aipa &i-
val To KUPLo BLOAOYIKO LYPO TTOU XPNOIOTIoLEITAL OTNV
aviyxveuon Blodeiktwv Slagopwv datapaywv (Robelin &
De Aguilar, 2014). Emmpoofétwe, Ta oupa dev anaitovv
enePPatikég ueBSS0UC yia va cuNMexBoUV Kal uropei va
xpnotpomnoinBouv wg mnyn PBlodeiktwv. TENOC, uTo €&€-
Taon Bpioketal To evdexopuevo va anoterécouy ol Blo-
Pieg nyn BlodelkTwv.
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Fovidiwpatikoi Blodeikteg: Mpoodiopiopog
NG YEVETIKNAG Baong tng ALS

H yevetikn pmopei va xpnoipomoinBei yia :

1. KAwvikry Stayvwon

2. Mpocdloplopd Twv mapalaywv TG acbEévelag

3. MNpoaodiopiopd Tou Kivduvou ekdAwong Tng acHé-
VELOG

4. Mpoodloplopod Tou UNXAVIoUOoU UTId ToV oTToio £&e-
ANiooetal n acBévela

5. KaAUtepn opadomoinon twv acBevwy, To omoio
o0nyei o€ AMOTENECUATIKOTEPEC KAIVIKEG SOKIUEG KAl
OepameuTIKEC OTPATNYIKEC

H éykaipn avayvwplon Twv TPOCUUITTWHATIKWY
ATOHWY TIOU €XOoUV OTO YoVISIwHUA Toug TTABOAOYIKEG
mapailayég oplopévwy yovidiwv Ba odnyrosl otnv
Tayutepn évapén Tng Bepameiag, yeyovog mou Ba Ka-
Buotepnoel TNV évapén Twv CUPMTWHATWY. TUUPWVA
ME TIC MENETEG, O aplBudg Twv yovidiwv Tou amote-
Aouv mapdyovteg Kivouvou yia tTnv ALS auv€dvetal ou-
VEXWC. [MPaKTIKA, KABE YeVETIKA TapaAayry OplopE-
vwv yovidiwv amotelei évav véo yeveTikd Plodeikn,
o omoio¢ umopei va alomoinBei otnv didyvwon tng
aoBévelac. Emi tou mapovtog, ol duo kupleg Siadika-
Oleg MOV XPNOIOTIOIOUVTAL YIa TNV avayvwplon VEWV
maBoyovwy petalaewv mou oxetiCovtal pe tnv ALS
eival n HEAETN OUOXETIONG TWV TTOAUUOPQPICHWY TWV
yovidiwv UE XapaKTNPIOTIKA TOU @alvoTUTIOU, OF YO-
viSlwpatikd vpog (GWAS) kat n Siadikacia g aAn-
Aouxnong OAwv Twv e§wviwv Tou yovidiwpatog (WES).
>1ov Mivaka 1 Mapouaotdlovtal yovidla mou €Xouv ou-
OXETIOTEL PE TNV eUpAvion TNG ALS o€ XpovoAoYIKI O€l-
pa.

Mpdogata, pla peta-avaiuon £6el€e OTL N MO ouxVn
mapallayr] yovidiou oTov eupwmaiko TANBuouo gival n
emavaAnyn tou e§avoukieoTidiov GGGGCC oTo yovi-
810 C90ORF72 evwy akohouBoulv ol maboyodveg apalia-
Y€C Twv yoviSiwv SOD1, TDP-43 Kal 0TnV OUVEXELD TOU
FUS. Ztoug aolatikoU¢ mAnBuopolg, N 1Mo Kovry mabo-
yoévoc mapalhayry €ival Tou yovidiou SODT petd €ival
Tou FUS kat akoouBei n emavaAnyn tou e€avoukieo-
T1diou GGGGCC oto CIORF72. ZVPPWVA UE TTIPOCPATEG
€PEVVEC, TAVW O€ TTapalayEg yoviSiwv Tou €xouv Ta-
patnpenOsi, ol maboyodvec maparlayég Tou KIF5A @aive-
Tal va epgavidovtal Katd KOPovV O0Tov EVPWTAIKO TIAN-
Buopd. Metaél twv mapaiaywy, mou éxouv mpdoeata
napatnenBei, ot mapaihayég Tou yovidiou FTO evtori-
Covtal Kupiwg otov eNAnVIkd MANBuouo. Ot maboyoveg
mapalayég Tou yovidiou NEKT amotehouv mapdyovta
Kiv&uvou yla Tov minBuoud tng Kivag (Gratten kat ouy,

2017). Autd ta eupripata pmopoulv va aflomoinbouv
otnV dnuUlovpyia VEWV YEVETIKWV TEXVIKWV. MNpoogata
n NeuroX Tpomomolndnke WOoTE va UMOPEL va OuVTE-
Aéoel otnv S1AyVWon VEUPOEKPUAICTIKWV OACOEVEIWY,
petaly avtwv kat Tng ALS. Evdexouévwe, ol mpoava-
pepOeioec mapalhayég va amoteAouv TV aitia AAAwv
VEUPOEKPUAIOTIKWV acBevelwv. MNa mapddetyua, ia ma-
paMayr Tou yovidiou OPTN eival yvwoTto OTl TTPOKAAE(
KAl TPWTOMABOEC YAAUKWHA AVOIKTAC Ywviac. EmmAéoy,
ol mapaMayég oto N-TeAikd dkpo Tou TPOIGVTOG Tou
KIF5A avagépetal 6Tl TPOKAAOUV OTIACTIK TTAPATTAN-
yia (HSP10) kat vooo Charcot-Marie-Tooth tUmou 2
(CMT2), evw ot mapar\ayég oto C-TeAIKO AKpo cuvdéo-
vtal Y TNV €€ENEN TNG ALS.

Fovidia ta omoia emnpedalouvv tTnv e§€Mi€n Tng
ALS

Mapal\ayég optopévwy yovidiwv umopolv va emnpead-
oouv TNV €€€MEN Tng ALS kat tnv emBiwon acbevwv pe
ALS. H tautomoinon twv yoviSiwv mou emnpedalouv Tnv
empPiwon acBevwv pe ALS Ba umopoloe va TTpooPEpEl
TIOAUTIMEG TTANPOPOPIEG YIa ToV oXeSIA0U0 VEWV Bepa-
TIEUTIKWV OTPATNYIKWY, YlaTi TApEXEl VEouS mBavoug
(POPMAKOAOYIKOUG 0TOXoUC. Mo avaiutikd, To GWAS
£xel evtomioel yovidla mou ennpedlouv Tov eaivoTumo
™G ALS, ouykekpipéva to CX3CRT kat to EPHA4 eival
TA O €KTEVWG PeNeTnpéva. EidikdTeEPQ, €xel Tapatn-
PNBEl OTIL N AMoCIWTINON OPICUEVWY TTAPAANAYWV TOU
EPHA4 emnpealel 1o mpoodokipo (wri¢ Twv acbevwv
(Van Hoecke kat ouv, 2012). Emiong, n éNewpn evog
aMnAopodppou tou EPHA4 oe SiayoviSlakd movTikia
SOD1G93A cuvéBale otnv emBiwor) Touc. Ot aoBeveig
pe ALS mmou @épouv To aAANAOpop@o CX3CRT 2491/1 kat
10 V/I 0g OX€0N e AUTOUC TTOU PEPOULV TO PUOCLIONOYIKO
aMnAopopo V/V @aivetal va €xouv TiEPITTou 25 URVES
MikpoTEpO TPoodokipo emPiwong (Lopez-Lopez kai
ouy, 2014).

AKOWN, HEAETATAL O PONOG TOU CXCRT otnv €€ENIEN TNG
ALS oe Cwa. Mo ouykekpluéva, Slactavpwbnkav To-
vtikia Cx3cr1—/— e movtikia Tg-SOD1G93A, kal mpoé-
Kupav movtikia pe Tg-SOD1G93A Cx3cr1—/— ta omoia
gppavifav pIKpdTePo ooooTo emfBiwong (Cardona kat
ouv, 2006). MNpdogata Ppédnke &t n mapalhayn V249l
Tou yovidiou CX3CR1 emnpeddel Tnv vooo tou Alzheimer.
‘Evag akéun Prodeiktng kivduvou yia v ALS gival n ma-
palayn P413L tng xpwpoypavivng B4 (CHGB) n omoia
£XEl CUOYETIOTEL HE TNV TIPWIUN évapén tng ALS o€ aoBe-
Vei¢ yaMNokavadikig kataywyng (Gross-Louis kat ouv,
2009). MetayevéoTepn PENETN €6el€e OTL N mapaAhayn



Néeg poprakég SrayvwoTikég péBodot kat Brodeiktec yia tnv Mayia Muatpo@ikn ZkAfpuven (ALS), oel. 4-19

NMivakag 1. Mapovaialovtal yovidia mou £Xouv CUGKETIOTEL ME TNV ERPAavion TnG ALS oe xpovoloyikn celpd.

o ST dpootoya | et RO o

ERLIN1 10924.31 2018 AE. NAI Tuncaetal, 2018

KIF5A 12q13.3 2018 AE. NAI Brenneretal, 2018

TIA1 2p13.3 2017 A.E. NAI Mackenzie et al., 2017

FTO 16q12.2 2017 ALE. NAI Mitropoulos et al., 2017

(CCF;PC;I;?Z) 21922.3 2016 A.E. NAI van Rheenen etal., 2016

CCNF 16p13.3 2016 AE. AA. Williams et al., 2016

NEK1 4933 2016 AE. NAI Kennaetal, 2016

TBK1 12q14.2 2015 ALS-FTD4 AA. Cirullietal, 2015

GLE1 9g34.11 2015 A.E. NAI Kanebetal,, 2015

CHCHD 22q11.23 2014 ALS-FTD2 NAI Bannwarth et al.,, 2014

MATR3 5931.2 2014 ALS21 NAI Johnsonetal, 2014

TUBA4A 2935 2014 ALS22 AA. Smith etal.,, 2014

HNRNPA1 12913 2013 ALS20 NAI Kimetal, 2013

HNRNPA1 7p152013 2013 AE. NAI Kimetal, 2013

ERBB4 2934 2013 ALS19 AA. Takahashietal., 2013

PFN1 17p13 2012 ALS18 AA. Wuetal, 2012

C9ORF72 | 9p21 2011 ALSFTD1 | NAI Zf:ﬁf’;;ﬁah 2011; DeJesusHernandez
SQSTM1 5935 2011 ALS-FTD3 NAI Fectoetal. 2011

UBQLN2 Xp11 2011 ALS15 AA. Dengetal, 2011

SIGMAR1 9p13.3 2011 ALS16 NAI Al-Saif, Al-Mohanna, & Bohlega, 2011
TAF15 17912 2011 AE. AA. Couthouis etal, 2011

ATXN2 12924 2010 ALS13 NAI Eldenetal.,, 2010

OPTN 10p13 2010 ALS12 NAI Maruyama et al.,, 2010

SPG11 15914 2010 ALS5 NAI Orlacchioetal.,, 2010

VCP 9p13 2010 A.E. NAI Johnsonetal., 2010

DAO 12q24 2010 A.E. AA. Mitchell et al., 2010

ELP3 8p21 2009 ALE. AA. Simpson et al., 2009

FUS 16p11 2009 ALS6 NAI Vance etal., 2009

TARDBP 1p36 2009 ALS10 NAI Sreedharan et al., 2008

FIG4 6921 2009 ALS11 NAI Chow et al.,, 2009

ANG 14911 2006 ALS9 AA. Greenway et al., 2006

CHMP2B 3pl1 2006 A.E. NAI Parkinson et al., 2006

VAPB 20913 2004 ALS8 NAI Nishimura et al., 2004

DCTN1 2p13 2003 A.E. NAI Puls et al., 2003

ﬁtglzl\'l 2933 2001 ALS2 NAI Hadano et al., 2001; Yang et al., 2001
SETX 9q34 1998 ALS4 NAI Chanceetal., 1998

NEFH 22912 1994 A.E. NAI Figlewicz et al., 1994

SOD1 21922 1993 ALS1 AA. Bowling, Schulz, Brown, & Beal, 1993

Ynoonpeiwon: A.E. = Aev epapudetal
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P413L oxetiCetai pe tv kabuotepnuévn évapén Twv ou-
pTwHdTwy TG ALS o€ yuvaikeg pe lamwviki i TaAlo-
kavadikn mpoéheuon (Ohta kai ouy, 2016). Qotdoo, bev
€xel Bpebei ouoyxetion pe FraAoug (Blasco kat ouv, 2011a;
Ohta kat ouy, 2016), Zoundou¢ (Ohta kai cuy, 2016) kat
Italouc (Ricci kat ouy, 2015) acBeveic. Avtiotolxa, o mo-
Aupop@iopde (SNP) rs11737023 oto yovidio PPARGCITA
oxetieTal pe TNV Katd 8 Xpovia VwpITEPA EUPAVION TNG
ALS otov avdpiko mAnBuopo (Eschbach kai cuy, 2013).

EmmAéov, oUM@WVA UE YOANIK) UENETN TIOU ETTIKE-
VIPWVETAL OTOV TIOAUHOP®IOUO 15407135 (aAAnAO-
popgo C) Tou yovidiou SLCTTA2 mou KwSIKOTIOLE( TOV
petagopéa | SilobBevoug odripou, o omoio¢ pecohapei
0OTN HETAPOPA OI8O POV OTA EYKEPAAIKA EVOOKUTTAPIKA
Slapepiopata kal n omoia mepieAdfave 579 aoBeveic pe
ALS ol popeic autol Tou aAAnAopodpeou (A/C C/C) eu-
paviCav empPiwon pelwpévn Katd 17 prvec. Ta SNPs mou
€xouv amodelxBei ot1 emnpedlouv v emBiwon acbe-
VWV ue ALS mephapPBdavouv To rs1541160 oto yovidio
KIFAP3, ou oxeTiletal pe pelwpévo mpoodokipo emifBi-
wong aoBevwv pe ALS katd 14-14,9 urveg (Landers kat
ouy, 2009) kat 1o rs12608932 oto yovidio UNC13A, mou
oxetiCetal pe pelwpévo mPoodokipo emBiwong 5-10
pnveg (Diekstra kat ouv, 2012).

Ané nv dNAn, peAétn pe 185 lomavoug aoBeveic pe
ALS katéAnée oto oT1 ol aoBeveic pe ALS, n omoia Eexi-
VAEL aTTO TOUG TIPOUNKIKOUG KIVNTIKOUG VEUPWVEG HUWY,
ol omoiol épepav opodluyo yovotumo (G/G) otov pJovo-
VOUKAEOTISIKO TTOAUHOPQIOUO 154148646 oTO yovidlo
ABCCS, €ixav avénuévn empBiwon katd 81 unvec. Ouoi-
w¢, aoBeveig pe ALS, n omoia EeKivagl amd Toug Tpoun-
KIKOUG KIVNTIKOUG VEUPWVEG, Ol omroiol Epepav T/T otov
moAupop@Iond rs5219 oto yovidio KCNJ11, mapouai-
alav emPBiwon Katd 66 PNVeg PeyaAUTepn. To mpoidv
Tou yovidiou KCNJT1 ival éva cuoTatikd Tou TACOEU-
aioBntou ATP Siabou KaAiou, Kat EMOPEVWG UTTOPET va
a&lomoinBei T000 yia SlayVWOTIKEG EQAPUOYEC OCO KAl
yla TNV avamtuén HEANOVTIKWY BEPATTEVTIKWY TTPOCEY-
yioewv (Vidal-Taboada kai cuv, 2018).

Mia peta-avdiuon 4.243 acBevwv pe ALS kat 5.112
HapTUpwV eviomoe OTL 0 YoVISIaKOG TOToG 1p34.1 oxe-
TiCetal pe v mpwiun évapén g ALS (Fogh kat ouy,
2016). Emiong, evtomiotnke 6Ti 0 YovISIakOg Tomog 1p36
oxetiCetal pe avénuévo mpoodokipo emPiwong Twv
acBevwv pe ALS. Mo ouykekpipéva, TOMaAmAd SNPs
€xouv evtomoTel o€ pia meploxn 90 kb, mou mepiéxel 3
£€w¢ 4 gowvia Tou yovidiou CAMTAT kat oxetiCovtal pe
mapateTapévn empiwon acbevwv pe ALS. Emiong, opt-
opéveg maboyoveg mapallayég os yovidla mou oxeTi-
Covtal pe tnVv ALS pmopouv va kaBopicouv tnv mopeia

™ aoBévelac. EmmAéov, n mapaiayry D91A tou SOD1
oxetiCetal pe avénon Tou mpoodokipou emPiwong. Xu-
YKEKPIMEVQA, Ol eTEPOlUYWTEC PUITOPOUV Va EMIPIWCOUY
mavw and 40 £€Tn xwpIiG va EUEAVICOUV CUUTITWHATA
aoBévelag. Amd tnv AAAn mAeupd, n mapaAiayr A5V
oxetiCetal pe TV peiwon Tou mpoodokipou emPiwong,
To omoio oploBeteital og 12 PAVEG ATIO TNV TTPWTN EU-
PAVION TWV CUUNTTWHATWY TNG VOoou. Ot TPIVOUKAEO-
TISIkEG emavaliPelg oto yovidio ATXN2, au€davouv tov
Kivbuvo yia epeavion tng ALS. Eivat evdiagépov, oti
>34 gmavaAnelg oto ATXN2 oxetiCovtal pe 1o ouvdpo-
po NG mapeyke@aldIkAg ataiag (Sproviero kal ouy,
2017).

Ynidpxouv emiong mapaihayég ota yovidla mou oxe-
Tiovtal pe tov petafoliopd @uto@dpuakwy Kal Ba-
péwv peTdNwy, ta omoia audvouv tnv mbavétnTta
gupaviong g ALS. Tétola yovidia amotehovv ol ma-
pao&ovaoceg (PON1, PON2, PON3), ot petaA\oBelovei-
VEC Kal AAa. TéNog, ol mapalayég Tou yovidiou SPT110
éxel amodelyOei 0Tt av&avouv Tov Kivduvo yla epgdvion
EKPUAIOTIKAC MuehoTtdBelac o OKUAOUG, TToU €ival To
avaloyo ¢ ALS otoug avBpwmoug. Qotdoo, Sev €xel
peNeTnOel av ot mapalhayég Tou SPT1710 Ba pmopovoav
va amotehéoouv Plodeikteg Kivduvou oToug avBpw-
moug (lvansson kat ouy, 2016). Onwg €xel avagepOei,
1o €€avoukAeoTidlo GGGGCC oto yovidlo CIORF72 ei-
vat n mo kotvrj maBoAoyikr} mapaiayr} mou emnpeddel
v €€€NEN Tng ALS. Quactoloyikd, To yovidio COORF72
miepiéxel mepimou 30 emavalipelg GGGGCC péoa oto
TIPWTO TOU €0WVIO WOTOO0O, 0TOUG Yopeic ALS autég
ol emavalqPelg gival ekatovtddeg i akdua Kat XINd-
6e¢ (Brown & Al-Chalabi, 2017; Gitler & Tsuiji, 2016).
Ta RNA mou petaypdgovtal anod 1o yovidlo COORF72
OTN OuVEXEla peTa@pAaldovTal YE évav HNXaviopo, Katd
Tov omoio Sev xpnotpomoleital To KwdIKOVIO évapéng,
Kal mapayovtal mévte Sla@OoPETIKA TTOAUTIENTIOI Ta
moAU(GA), moAu(GR), moAu(GP), moAu(PR) kat mmoAu(PA)
Ta o7moia cuoowpevovTaAl OTa KUTTapa Kal Ppioko-
vtal oto ENY. Emopévwe, évag ouvbuaopog Tou YeveTI-
KOU €\éyXOou Kal TNG PETPNONG TwV TTOAU-OImeNTISiwv
oto ENY Ba Atav weéAipog yia tnv KAwvikn Sidyvwon.
Qo1600, ol pébodol pétpnong moAv-OumenTidiwv o€
KAWVIKA Ogiypata mpémel va TumomnoinBouv (ouvOnKeg,
€MAOYN AVTIOWUATWY, K.ATL), Kal va 1mpoodloploTei n
aKpifela TwV EPyacTNPIOKWY SOKIUWVY TTIPOTOU UTTOPE-
OO0UV VA XPNOIUOTTOINBOUV O PEYANEC KAIVIKEG PENETEC,

Blodeikteg Baciopévol o MPWTEIVES yia TRV
diayvwon tng ALS
MoANéC €peuveC aoXOAOUVTAL PE TOV EVTOTTIONO VEWV
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MPWTEIVIKWV Plodeiktwv yia tn didyvwon tng ALS
(Mitropoulos kat ouy, 2018). Me Bdon TI¢ akdAouBeg
€peuveg, gaivetatl oTl Ta veupovnuatia (NFs), moAu-61-
menTiOla Tov MPoEpyovTal amo TI emektdoel; GGGGCC
oto C90ORF72, kai n TDP-43, amoteAoUv v SuvApel TTPo-
OPOPOUC TTPWTEIVIKOUG Brodeikteg yia n Sidyvwon tng
ALS.

Nevpovnudrtia

Ta NF €ival evéiapeoa veupovnudrtia mou anotehouvTal
amo 1éooepig unopovadeg, To Bapu NF (NFH), To peoaio
(NFM), To ehappu (NFL) kat a-tvtepvedivn oto KN r me-
plpepivn 01O TIEPLPEPIKO VEUPLKO cuoTtnua (Yuan, Rao
Kal ouv 2017). YroPdAovtal o€ SIAPOPEC UETA-UETA-
PPACTIKEC TPOTIOTIOINCELS, 16iW¢ PWo@opUAiwaon. Amd
TIOANVAPIOUEG HENETEC EPELVNTIKWY OHASWY Kal HEYA-
Awv KoopTtwv acBevwv €xel ouvayBei, OTL ol TPWTEIVEG
NFL kat ot pwopopulhiwpévec NFH (pNFH), ol omoieg
epgaviCovtal oto ENY kat oto aipa 8a pnmopovoav va
anoterécouv ev Suvduel kKatdAnAo Blodeiktn (Costa
& de Carvalho, 2016). Exouv &ekivioel TTONUKEVTPIKEG
HENETEC yia TNV a&loAdynon TNG XPNong Twv MPWTEVWY
NF otn &tayvwon tng ALS. EmmAéoy, €xouv mpayuato-
moinOei peTa-avalloelg cUPPWVA e TIG omroieg ot pPNFH
kat NFL givat au€nuévec oto ENY aoBevwv pe ALS, evw
oto aipa nTav avénuévn t NFL. Apa Ba pmopovoav va
xpnotpomoinBouv wg Blodeikteg yla Tnv avixveuon tng
ALS.

H Asitoupyia tng mpwteivng TDP-43

H TDP-43 gival pia mupnvikn mpwTeivn, éva pikpd moco-
OTO NG omoiag Ppioketal 0To KUTTAPOTAACKA. OTav n
TDP-43 éxel petappaotei anmd mapalayuévo yovidio i
UTTO KOTAOTAON OTPEC, METATOTICETAL OTO KUTTAPOTIAQ-
Opa, Omou uTTOBAANETAL OE UTTIEPPWOPOPUAIWON Kal
OUOOWUATWON, oxNUATI(OVTAC CUCOWUATWHATA OETI-
Ka otnv oufikourtivn (Neumann kat cuyv, 2006 & 2009).
EmmpooBétwe, oe aoBeveic pe ALS n TDP-43 gival ka-
TOKEPUATIOMEVN Kal Ta C-TEAIKA AKpa TwV Bpavoudtwyv
eival emppenn o cucowpdtwon (Yang kat ouy, 2010).
JUOOWMPATWHATA TTIoU amotelouvtal amd tnv TDP-43
BpiokovTal 010 >97% TWV TIEPIMTTWOEWV A0DEVWV WE
ALS. E€aipéoeic amotelolv ol aoBeveic pe ALS mou
mpokaleital and maboydveg mapalayég Tou yovidiou
SOD1 ) Tou FUS (Feneberg kai cuv, 2018b). Ta euprjpa-
TA OXETIKA PE TN Xprion TnG TDP-43 w¢ Prodeiktn yia tn
Sidyvwon tTng ALS amoTtéAecav avTIKEIUEVO TTPOCPATNG
MENETNG, omou Sev Bpédnke Stapopd HETAEL TwV emmé-
Swv tN¢ TDP-43 oto ENY o€ aoBeveic pe ALS n omoia va
oxetietal pe Tig emektdoelg e§avoukAeoTidiov GGGGCC

oto yovidlo C9ORF72 (Junttila kat ouyv, 2016). Z& pia
mpdo@atn PEAETN XpNnolpomolBnkav S1agopeTIKA po-
VOKAWVIKA QVTICWHATA TTOU HITOpoUcaV VO GTOXEUCOUV
SlapopeTikéG pop@éc TG TDP-43 (Williams kat ouy,
2017). H ida perétn £6e1€e 61 umdpyouv mapaAlayég
™G TDP-43 o1 omoigg oxetiovtal I81KA P TN vooo. An-
Aadn, ol popeic Tou yovidiou C9ORF72 e enéktaon e€a-
VOUKAEOTISIWV €Xouv S1agopeTIKEG HopPEég TDP-43 oTo
mAAopa Toug og oUykplon pe dAouc aoBeveic pe ALS.
Emopévwe, autd ta avtiowpata Ba pmopovaoav va fon-
Onoouv ox1 pévo otn Sidyvwon ¢ ALS aAAd kat otnv
Katavoun Twv acBevwv og S1a@popEeTIKOUC UTTOTUTIOUG

MetaoAikég alhayég ota AimSIKA mMPo @il
acOevwv pe ALS

Mia peAétn katéAnée oto oL ol aoBeveig pe ALS eival
umoAtmdatpikoi e xapnAotepa emimeda oMKAG xo-
AnoTePOAng, tptyAukepidiwy, LDL kat avahoyiag LDL/
HDL. H umohmbaipia @aivetal va oxeti(etal Ye TNV
maBoguaololoyia TnG acBévelag Kat oxt e tn dlatpo-
@Ik TPpOcAnwnN (Yang kat ouy, 2013). H épguva katé-
Anée oto 6T Siaita MAoUola o€ AMITTAPA EMEKTEIVE TNV
empPiwon twv Slayovidlakwv movtikwv Tg-SODG86R
Katd 20%. AvtioTolxa, peAétn o€ MANBuoud tng Kivag
(413 aoBeveic pe ALS kat 400 pdaptupeg) £6eife oOTI
avénuéva emimeda TpyAukepldiwv otov 0pd oxetilo-
vTal e peyahutepn emfiwon (5,8 pnveg avénong tou
mpoodokipou {wn¢ o€ aobeveic pe emimeda TPIyAUKe-
p1diwv mavw amnoé 127,5 mg/dl). Mapatnpeitat akéun,
OTL 8V UTTAPXOUV CNUAVTIKEG SLAPOPOTIOINCEIC OTN
péan oMkn XoAnoTePOAN, otnv LDL kal otnv avaloyia
LDL/HDL. Q¢ amotéAeoua, Ta TptyAukepidia pmopei va
amoTeAOUV TTIPOCTATEUTIKO TTapdyovta (Huang kat cuy,
2015). ‘Otav ol CUYYPAQEIC TN TMAPATIAVW HENETNG
£€Kavav TNV PETa-avaluon tng, n omoia SnuooteltnKe
padi Ye TNV apxIKn LEAETN, TNV OTToid CUUTTEPIANPON-
kav 1.930 deiypata acBevwv pe ALS kat 3.635 deiyua-
Ta eAEyXou, Oev PBpéBnke cuoXETIoN PETASY TWV EMITTE-
Swv Twv Aimbiwv o€ vyleic ndpTupeC Kal o aoBeveic
pe ALS (Huang kat ouyv, 2015). H mapamdvw umoBeon
Ba pumopouoe va diepeuvnBei o€ PeTA-avANUOELG TTOU
mephappavouv acBeveic pe ALS amd SlapopeTikég
eBvotnteg (.. Katw Xwpeg, Italoi, Kopeateg, Kivélol).
Q¢ ek TOUTOU, Ol aA\ayéc avdloya pe Tnv €BvoTnTa
ota Aimdikd mpo@il acBevwv Ba mpémel va diepeuvn-
Bouv 1o HéENNovV. Emtiong, Ta emimeda Twv Aimbiwv Tou
TAAOMATOC TIOIKIAOUV O uylr] ATopa SlAPOPETIKNG
Kataywyns. Mahiota pia peNétn otn Mepupavia pe 488
aoBeveig, katéAnée oto OTI Ta auénuéva emméda TpI-
YAUKeP1SiwV Kal XoAnoTePOANG oToV 0pd MAPATEIVOUV
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v empiwon aoBevwv pe ALS (Dorst kat ouy, 2011).
JUYKEKPIUEVA, OUOXeTIOTNKAV Ta €mimeda TPIyAUKE-
p1&iwv otov opd =1,47 mmol/L pe 14 prveg avénong
Tou TPoCdOKIYou emPiwong, evw ta emimeda XoAn-
0TEPOANG =5,23 mmol/L pe avénon Tou mpooddkipou
CwnAG katd 11 pAveg (Dorst kat ouy, 2011). Ot Dupuis
Kal ouv (2008) mpotevav 0Tt n SucAhimdaipia amoteAei
TIPOOTATEVTIKO TTApdyovTa o€ aoBeveic mou TAoKoLV
amd ALS. EmmAéov, otnv idta perétn Bpébnke 6T n
NMaTiky oTedTWOoN gival Mo cuxvr o€ aoBeveig pue ALS
mapd og aoBeveic pe Mapkivoov. H au§nuévn avaloyia
LDL/HDL ouoxetiotnke pe onuavtiki avénon tng emi-
Biwong (meploootepo amo 12 pnveg). ETol, n umepAl-
moalpia gival onUAVTIKOG TTPOYVWOTIKOCS TTapdyovTag
Tou mpoodokipou emPiwong Twv acBevwv pe ALS. Ze
pia HENETN MANBUOUOU ITAAWV Kal CUYKEKPIUEVA 275
aocBevwv pe ALS, ta emimeda tpiyAukepidiwv oTto aipa
PAVNKE VA €XOUV AVTIOTPOPWS AVANOYEC OXEOEIC UE
TI¢ mBavétnteg Bavatou (Mandrioli kat cuv, 2017).
Mia AN peAétn MANBUOUOU ITaAWY KAl CUYKEKPIPEVA
658 acBevwv €6e1€e 011 Ta péoa emimeda OMKAG XOAN-
oTepOANG, TptyAukeptSiwy, HDL, LDL kat LDL/HDL Atav
mapoépola o aoBeveic pe ALS kal oToug PAPTUPEG.
Qo1600, N 0AIKN XoAnoTePOAN, n HDL, Ta TptyAukepi-
S1a kat n LDL/HDL peiwBnkav oe aocBeveiq pe e€ava-
ykaouévn (wtikg kavétnta (FVC) <70 oe ouykplon
pe aoBeveig pe FVC =90%. YUVETWG, CUCXETIOTNKE N
EKTITWON TNG AVATIVEUOTIKNG AEITOUPYIAG UE TOV Xapn-
Aotepo Aoyo LDL/HDL (Chio kat cuy, 2009). X& pia cou-
NSIKA HENETN OTNV omoia cuppEeTEIXav 636.132 AvOpPEC
Kal yuvaikeg, Ta uPnAa emimeda LDL kat ot upnAéc ava-
Noyieg LDL/HDL ocuoxetiotnkav pe avénuévo kivduvo
avantuéng ALS (Mariosa kat ouv, 2017). Mg 3aon autd
€xouv oxedlaoTel HENETEG Kal KAVIKEG SOKIUEG TTOU €€e-
tafouv TV emidpaocn tn¢ diartag uPNARG TTEPIEKTIKO-
™NTag o€ Aimapd otnv €€NEN Tng ALS.

Amméopikn

H Atmbouikn (Lipidomics) eival, n peydAng KAipakag
MENETN TNC oUVOeoNC Twv Amibiwv o€ BloAoyIKA CUCTH-
pata, KUTtapa, 1otoug Kal Blopevotd. H ouvBeon Aimi-
Siwv €xel HeNeTnBel Kupiwg Pe uypn Xpwuatoypagia
oulevypévn pe pacpatopetpia palag (LC / MS), aépla
Xpwpatoypagia culeuyuévn He @acpatopetpia palag
(GC / MS), NMupnviké payvntiké cuvtoviopd (NMR) kat
amotelel pépog TG petaolopikng (Wenk, 2005). Av
KAl QUTEG Ol TEXVIKEG Eival avayKaieg yla avaAUoELg TTOU
amaitouv uPnAn andédoon, Hepovwpéva popla Amdiwv
pImopoUV va avaAuBouv e AMyOTePO TIEPITTAOKO TPOTIO
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yla tTnv KAVIKA Sidyvwon poutivac. 1o EykepalovwTi-
aio vypo ta emimeda TG 24-udpofuxornotepdAng (HC)
Kal TNG 25-HC tav upnAdtepa otnv opada mou dev
é\ae Beparmeia yla v ALS o€ oUykpion pe tnv opdda
mou éhafe w¢ Bepameia yia Tnv ALS Tnv Pihou{oAn kat
ME TOUC MAPTUPEC. XTOV 0pO, Ta emimeda 27-HC kat ta
enimeda 25-HC fitav uPnAotepa og acBeveic mou €ma-
oxav and ALS og olyKkplon pe Toug HdpTupeG. Autn n
peNéTn mepteNdPave 30 aoBeveic pe ALS, 9 aoBeveic pe
ALS mou éAafav Bepameia pe PiouldAn kat 33 pdptu-
pec. To eminedo g 25-HC otov 0pd acBevwv pe ALS
OXETIOTNKE ONUAVTIKA HE TN 0oBapdTnTa Kat TNV EENI-
&n g véoou. Qotooo, pédvo Ta enimeda g 25-HC édel-
&av onpavtikn cuoxétion pe tn Babuoloyia ALSFRS-R
ou OTWC avagépOnke kaBopilel Tov pubud e€ENENC.
Q¢ amotéleopa, n 25-HC Ba pmopolos va amotelei
évav véo Prlodeiktn (Kim kat ouv, 2017).

EmmAéov, n 25-HC mpokaAel amonmtwon Kal VEupw-
VIKO Bavato otnv uPpIdIKA KuTTapikn ypauury NSC34,
&nAadn TNV KUTTApIKA Ypauur mou AapPdvetal amd
EUBPUIKA KUTTOPA VWTIAIOU HUEAOU TTOVTIKOU KAl VEU-
POPBAICTWHATOC UE XAPAKTNPIOTIKA TTPWTOTAYWV Ki-
VNTIKWV VEUPWVWVY, KAl ETOUEVWGE PAIVETAL VO ATTOTENEI
mapayovta Kivduvou yia tnv ALS. Emiong, n ékppaon
Twv ev{UPwv ou cuvBétouv TNV 25-HC gival onpavti-
KA auénuévn oTtoug eyke@ANoug Twv OlayoviSIaKwyV
movTikwv SOD1G93A pe mpwipa cupntwpata (Kim kat
ouy, 2017). EmmAéov, évag ouvOuaopdg TNG MEAETNG TNG
aMnAouyiag RNA kat tou Aimdopikou ipo®il £€6e1€e ot
0 METAPBOAIOUOC TwV O@LYYOMISIWV NTAV PEIWUEVOC
OTOV VWTIAIO HUENG TWV CUUNMTWHATIKWY Slayovidia-
Kwv movTikwv Tg-SOD1G86R og ouykplon HE Twv TTO-
vTikiwv WT (dyplou TUToU). Zuykekplpéva, ta emimeda
OPIYYOUUENIVNG, @Wo@opUNwpéVoL Kepapdiov (ke-
papudiov-P) kat kepauidiov Bpédnkav e€alpeTIKA PEIW-
péva. EmmpooBeta, ot peTaoAiteC TwV wo@oNmSiwv
amoppubuioTnkav.

270 aipa dlayovidlakwv movtikwv Tg-SOD1GI93A, n
OUYKEVTPpwWON Tou 12-udpouelkooaTeETPAVOIKOU 0EE0C
(12-HETE), mapaywyou ¢ odou tn¢ Aimofuyevaong,
éxel Bpebei 6T auédvetal, 6Tav Ta cupmtwuata Tng ALS
epgaviCovtal (Trostchansky kat ouv, 2016). Mia peNéTn
mou mepleAapPBave 40 aoBeveig pe ALS kat 45 pdpTtupeg
SlanioTwoe 611 Ta enineda eWoPATIOUAOXOAIVNG RTAV
VPNAOTEPA OTOUC a0BeVEiC o€ GUYKPION UE TOUC PAp-
Tupeg, oto ENY (Blasco kat ouy, 2017). Ta enineda xo-
AnoTtepOAnG oto ENY acBevwv pe ALS eival auénuéva
0€ OUYKpPION ME TwV HapTUpwV (20 acBeveic, 15 pdap-
TUPEC). MeviKd, ol PeTAPBOAITEC TNG XOANOTEPOANG €ival
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pelwpévol oto ENY twv aoBeviv pe ALS. ANa popla
pewpéva oto ENY acBevwv pe ALS amotehouv n 24-HC
Kal n 25-u8p6&u Brrapivn D3 (KahoipedidAn). ZupmAn-
PWHATIKA, 0 HeETABOAITNG TNE 26-HC epgavilel onuavti-
KN peiwon otov 0pd acBevwv pe ALS (Abdel-Khalik kat
ouy, 2017). Mia perétn katéAnée oto cuumépacpa ot
ta emineda ¢ 27-HC eival peltwpéva oto mAdopa aode-
vwv Pe ALS og olyKplon PE auto TwV LUYLWV HAPTUPWVY
(Wuolikainen kat ouv, 2014). Eva degiypa mAdopatog
amé évav acBevr| (ue empPeBaiwpévn maboydvo mapal-
Aayri SOD1A4V) mou A@ebnke 8 xpodvia mipv and tnv
eu@avion NG ALS avalibnke kat €6eiée pelwpéva Tnv
XoAnotePOAN, TNV VLDL-xoAnotepdAn, ta VLDL-tpiyAu-
kepidla kat tnv 27-HC (Wuolikainen kat cuy, 2014). Autd
TO ATOTEAECUA UTTOPEL va UTTOSNAWVEL OTIL OpLoUEVa aTTO
auTA Ta PIKPA popta gival mbavo va aAolwBolv oTtny
TIPOCUUTTTWHATIK @Aon.

AANot péBodot yia Tnv peAAOVTIKA Sidyvwon
NG ALS

Ektog amd toug mpoavagepBévteg Blodeikteg, pe -
Bavéc epappoyég yia tn didyvwon tng ALS oTo dpeco
péENNoV, UTTApXOULV TTPOOBETEC avakaAUYELG TTou Ba urmo-
poucav va cuvteAéoouv otnv Sidyvwon aila Bpioko-
vTal akdun o€ TPWIKa oTddla.

O1 Bloyieg dépparog otn diayvwon tng ALS

H euBpuikn mpoéAeuon Tou S€PUATOC KAl TWV VEUPIKWV
loTwV €ivat Ko, amo 1o eEwdeppa. Autog gival mba-
VWCE 0 AGYOC Y1a TOV OTIOI0 Ol VEUPOEKPUAIOTIKEG SlaTa-
paxéc ouvodevovTal amod alayég otnv Soun Tou &ép-
paToC. AepUaTIKEG aANOIWOELG oTnV ALS avagépBnkav
yla mpwtn @opd amod tov Charcot Tov 190 awwva, étav
mapatnpnoe ot ot aoBeveic ue ALS dev mapoucialav
éNkn (Paré & Gros-Louis, 2017). Ot aA\ayég mepthappa-
vouv SlagopoTIoINCEIC OTIC (VEC KOAAYOVOU: OUYKE-
KpIéva oTnV SIAUETPO, OTNV TTUKVOTNTA, OTNn oUVOEDN
KOMayovou Kal ghactivng K.Am. (Paré & Gros-Louis,
2017). NMoA\ég mpwteiveg éxouv Bpedei 0TI ekppalovtal
eopalpéva oto Sépua aoBevwv pe ALS. Emmiéov, €xel
napatnenBei ot n ékppaon Tou yovidiou FUS otov
mupnva av€nbnke ota emoePUIKA KUTTAPA aoBevwv
pe ALS o€ ouykplon PE auTd TwV ATOPWV TTOU TTAOXOUV
amd kamola dAAn veupoloyikr Slatapayr Kat €xouv
ek@pdaoel SepUATONOYIKEG SLATAPAXEG KAl E TOUG HAp-
TUPEC (HeNéTn pe 22 aoBeveiq pe ALS kat 22 papTupeg
ME AANEC veupoloyikéG Slatapaxés, omweg Mapkivooy,
véoo Alzheimer, kAm.). H ékppaon au€nbnke kabwg
Tpoxwpouoe n acBévela (Oketa kat ouv 2013). Qotdo0,

ol aA\ayéc oo Sépua Sev Pmopouv va cuvdeBolv armo-
KAEIOTIKA e TNV ALS emopévwg, Sev €xouv S1ayvwoTIKA
onuaocia Tnv mapovoa oTyun. Evroutolg, n nepintwon
pe Tnv TDP-43 pmopei va eival Sla@opeTiky Kabwe n
TDP-43 €ival 1o mo gupéwg Stadedopévo KAVIKO Vpn-
pa. Xe aoBeveic pe ALS, amoBéoeic TDP-43 mapatnpou-
VTal € 10ToUC Kal META Tov BAvatd touc. Qotdoo, N Pi-
oyia eykepalov A vwTiaiou pueAoL yla avaluon gival
Hta TOAU eEPBATIKN TEXVIKN KAl EMOUEVWG TIEPLOPLIOUE-
vng epappoyng otn didyvwon. Mpdéoeata, pia opdda
avéntuée éva TexvnTo HovtéNo S€PUATOC IOTOEISIKO yia
Vv ALS (ALS-TES) pe kUttapa acBevwv (6 aoBeveic pe
ALS ka1 6 acBeveic pe ALS kat gopeic Tou C90ORF72 ue
emavolappavopevn eméktaon tov GGGGCC kat 6 pdap-
TUPEG), TIPOKEIUEVOU VA TIAPEXEL ML ATTEPIOPLOTN TINYNA
avBpwmvou 16ToL WoTe va Bonbriosl TNV avayvwplon
Blodeiktwv Kat otV Katavonon twv mabo@uaololoyl-
KWV unxaviopwv. To ALS-TES mepieixe Too0 voBAdoTEG
000 Kal kepaTivokuTTapa. 1o ALS-TES, mapatnpouvral
ovoowpatwpata TDP-43, umodeikviovtag 6Tl autd Ta
OUCOWMATWHATA MITOPOUV va avixveuBolv ekTdG Tou
VEUPIKOU cuoTtnpatog. EmmAéov, og TES avakataokeu-
QOMEVO aTO OCUUTITWHOTIKOUG @opeic CIORF72 pe
emavalapupavopevn eméktaon tou GGGGCC mapatn-
pnBnke &Tt ol aoBeveig pe TNV maboloyikn mapailayn
TDP43 (A315T) eixav avénpéva emimeda tng TDP-43, Twv
mpwTeivikwy delktwv ER (GRP-78) kal Twv MPWTEVWY
¢ odou Tn¢ autopayiag (LC3) oto 6éppa (Wang kai
ouv, 2015). Qotéo0 autd Sev PAVNKE va IOXVEL O ONEG
TIG MENETEC KAl CUVETIWE TIAPAEVOUV AVOLXTA EPWTHHA-
T0, OXETIKA UE TO €AV n TDP-43 mapoucidlel oxnUaTIoNo
OUOOWHATWHATWY O0TO KUTTAPOTAACUA. TENOC, TIEPLO-
OOTEPEC HEAETEC €lval amapaAITNTES yia TNV EMKUPWON
TWV gUPNUATWVY TNG Asltoupyiag Tng TDP-43 oto &épua
aoBevwv pe ALS kabwg n xprion Bloyiwv déppatog xpn-
Cermepaitépw Siepevivnon.

ZYNOWH

Ot yevetikoi Plodeikteg mapéxouv oploTikny Sidyvwon
NG ALS, TTEPIOPIOUEVNG OPWE EQAPHOCIMOTNTAC KABWE
autn meplopileTal pOvo o€ pia HiKkpr urmoopdda acBe-
VWV pe ALS. Tevikd, o yeveTIkOg éNeyxog dev amoTeAei
Ml Sokipaoia poutivag yia TPOCUUMTWHATIKO ENEYXO
TOU YeVIKoU TANBuopoU. Emopévwg, n empBeBaiwon Twv
TPWTEIVIKWY Plodeiktwy Ba mpotipdtal yia e€étaon
TANBUCHOU PeYAANG KAPAKAG, EVW YIa TNV TTOPAKOAOU-
Bnon atdpwv pe vPnAo Seiktn Kivéuvou Ba pmopovcav
va xpnotpornoinBouv Blodeikteg Mmdiwv yia Tnv 1xvn-
Mation g e€MENC g vooou. @
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ABSTRACT

New molecular diagnostic trends and biomarkers
for Amyotrophic Lateral Sclerosis (ALS)
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'University of Patras School of Health Sciences, Department of Pharmacy, Laboratory of Pharmacogenomics
and Individualized Therapy, Patras, Greece
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Al Ain, UAE

ALS is a rare disorder which is divided into two catego-
ries. The first one is familial, with 5-10 % of cases and
the second one is sporadic. Prompt diagnosis is crucial
to improving therapeutic efficacy. Diagnosis is based
on clinical assessment that requires 12 months. As a
result, the treatment is delayed and hence new meth-
ods of diagnosis are necessary. The testing of genes
that are related to ALS is already a tool. Nevertheless, it

is not used for initial screening and therefore new bio-
markers are needed. Specifically, lipids are considered
to be promising biomarkers for population-based
screening and for monitoring disease progression. In
addition, genetic analysis can help the prediction of
disease progression by analyzing disease-modifying
genes as EPHA4 and CHGB. This paper addresses cur-
rent diagnostic strategies.

KEY WORDS: Amyotrophic lateral sclerosis, biomarkers, genomic biomarkers, lipid biomarkers

BIBAIOTPAODIA

e Abdel-Khalik, J., Yutuc, E., Crick, P. J., Gustafsson, J. A.,
Warner, M., Roman, lateral sclerosis. Journal of Lipid
Research, 58(1), 267-278.

e Abe, K, Aoki, M., Tsuji, S., Itoyama, Y., Sobue, G., Togo,
M., Yoshino, H. (2017a). Safety and efficacy of edara-
vone in well-defined patients with amyotrophic lat-
eral sclerosis: A randomized, double-blind, placebo-
controlled trial. Lancet Neurology, 16(7), 505-512.

e Abe, K, Ohkubo, T., & Yokota, T. (2017b). TDP-43 in
the skin of amyotrophic lateral sclerosis patients.
Journal of Medical and Dental Sciences, 64(1),9-17.

e Ahmeti, K. B., Ajroub-Driss, S., Al-Chalabi, A., An-

dersen, P. M., Armstrong, J., Birve, A, Zheng, J. G.

(2013). Age of onset of amyotrophic lateral sclerosis

is modulated by a locus on 1p34.1. Neurobiology of

Aging, 34(1), 357.e7-19.

Al-Chalabi, A., Calvo, A., Chio, A., Colville, S., Ellis,

C. M,, Hardiman, O., Pearce, N. (2014). Analysis of

amyotrophic lateral sclerosis as a multistep process:
A population-based modeling study. Lancet Neu-
rology, 13(11), 1108-1113.

e Al-Saif, A, Al-Mohanna, F, & Bohlega, S. (2011). A
mutation in sigma-1 receptor causes juvenile amyo-
trophic lateral sclerosis. Annals of Neurology, 70(6),
913-919.

* Andersen, P. M., Nilsson, P, Ala-Hurula, V., Kdranen,
M.-L., Tarvainen, ., Haltia, T., Marklund, S. L. (1995).
Amyotrophic lateral sclerosis associated with ho-
mozygosity for an Asp90Ala mutation in CuZn-su-
peroxide dismutase. Nature Genetics, 10(1), 61-66.

e Andersen, P. M., Nilsson, P, Kerdanen, M. L., Forsgren,

L., Hagglund, J., Ronnevi, L. O., Marklund, S. L. (1997).

Phenotypic heterogeneity in motor neuron disease

patients with CuZnsuperoxide dismutase muta-

tions in Scandinavia. Brain, 120(Pt 10), 1723-1737.

Balendra, R, Moens, T. G., & Isaacs, A. M. (2017). Spe-

12



Néec poprakég drayvwotiké péBodot kat Brodeiktec yia v MAdyta Muatpo@iki ZkApuven (ALS), oel. 4-19

cific biomarkers for C9orf72 FTD/ALS could expe-
dite the journey towards effective therapies. EMBO
Molecular Medicine, 9(7), 853-855.

Bannwarth, S., Ait-El-Mkadem, S., Chaussenot, A,,
Genin, E. C,, LacasGervais, S., Fragaki, K., ... Paquis
Flucklinger, V. (2014). A mitochondrial origin for
frontotemporal dementia and amyotrophic later-
al sclerosis through CHCHD10 involvement. Brain,
137(Pt 8), 2329-2345.

Benatar, M., Wuu, J., Andersen, P. M., Lombardi, V., &
Malaspina, A. (2018). Neurofilament light: A candi-
date biomarker of pre-symptomatic ALS and phe-
noconversion. Annals of Neurology, 84(1), 130-139.
Blasco, H., Corcia, P, Veyrat-Durebex, C., Coutadeur,
C., Fournier, C,, Camu, W., Praline, J. (2011a). The
P413L chromogramin B variation in French patients
with sporadic amyotrophic lateral sclerosis. Amyo-
trophic Lateral Sclerosis, 12(3), 210-214.

Blasco, H., Vevrat-Durebex, C., Bocca, C., Patin, F,
Vourc'h, P, Kouassi Nzoughet, J., Reynier, P. (2017).
Lipidomics reveals cerebrospinalfluid signatures of
ALS. Scientific Reports, 7(1), 17652.

Blasco, H., Vourc’h, P, Nadjar, Y., Ribourtout, B., Gor-
don, P. H,, Guettard, Y. O., Praline, J. (2011b). Associ-
ation between divalent metal transport1 encoding
gene (SLC11A2) and disease duration in amyo-
trophic lateral sclerosis. Journal of the Neurological
Sciences, 303(1-2), 124-127.

Blauwendraat, C., Faghri, F., Pihlstrom, L., Geiger, J.
T, Elbaz, A., Lesaga, S., Scholz, S. W. (2017). Neuron-
Chip, an updated version of the NeuroX genotyping
platform to rapidly screen for variants associated
with neurological diseases. Neurobiology of Aging,
57,247.e9-e247.

Blokhuis, A. M., Groen, E. J. N., Koppers, M., van den
Berg, L., & Pasterkamp, J. (2013). Protein aggrega-
tion in amyotrophic lateral sclerosis. Acta Neuro-
pathologica, 125(6), 777-794.

Bowling, A. C,, Schulz, J. B., Brown, R. H. Jr., & Beal, M.
F. (1993). Superoxide dismutase activity, oxidative
damage, and mitochondrial energy metabolism in
familial and sporadic amyotrophic lateral sclerosis.
Journal of Neurochemistry, 61(6), 2322-2325.
Brenner, D, Yilmaz, R., Muller, K., Grehl, T., Petri, S.,
Meyer, T., Weishaupt, J. H. (2018). Hot-spot KIF5A
mutations cause familial ASL. Brain, 141(3),688-697.
Brown, R. H., & Al-Chalabi, A. (2017). Amyotrophic
lateral sclerosis. The New England Journal of Medi-

cine, 377(2), 162-172.

Cardona, A. E., Pioro, E. P, Sasse, M. E., Kostenko, V.,
Cardona, S. M., Dijkstra, M., Ransohoff, R. M. (2006).
Control of microglial neurotoxicity by the fractalk-
ine receptor. Nature Neuroscience, 9(7), 917-924.
Chance, P. F, Rabin, B. A, Ryan, S. G,, Ding, Y., Scavi-
na, M., Crain, B., Cornblath, D. R. (1998). Linkage of
the gene for an autosomal dominant form of juve-
nile amyotrophic lateral sclerosis to chromosome
9g34. American Journal of Human Genetics, 62(3),
633-640.

Chen, S., Sayana, P, Zhang, X., & Le, X. (2013). Ge-
netics of amyotrophic lateral sclerosis: An update.
Molecular Neurodegeneration, 8, 28.

Chia, R,, Chio, A., & Traynor, B. J. (2017). Novel genes
associated with amytrophic lateral sclerosis: Diag-
nostic and clinical implications. Lancet Neurology,
179(1), 94-102.

Chio, A., Calvo, A, llardi, A., Cavallo, E., Moglia, C.,
Mutani, R., Mora, G. (2009). Lower serum lipid lev-
els are related to respiratory impairment in patients
with ALS. Neurology, 73(20), 1681-1685.

Chow, C. Y, Landers, J. E., Bergren, S. K., Sapp, P. C,,
Grant, A. E., Jones, J. M., Meisler, M. H. (2009). Del-
eterious variants of FIG4, a phosphinositide phos-
phatase, in patients with ALS. American Journal of
Human Genetics, 84(1), 85-88.

Cirulli, E. T., Lasseigne, B. N., Petrovski, S., Sapp, P.
C, Dion, P. A,, Leblond, C. S., Goldstein, D. B. (2015).
Exome sequencing in amyotrophic lateral scle-
rosis identifies risk genes and pathways. Science,
347(6229), 1436- 1441.

Clos, A. L., Kayed, R, & Lasagna-Reeves, C. A. (2012).
Association of skin with the pathogenesis and treat-
ment of neurodegenerative amyloidosis. Frontiers
in Neurology, 3, 5.

Codron, P, Cassereau, J., Vourc'h, P, Veyrat-Durebex,
C,, Blasco, H., Kane, S., Chevrollier, A. (2018). Primary
fibroblasts derived from sporadic amyotrophic lat-
eral sclerosis patients do not show ALS cytological
lesions. Amyotrophic Lateral Sclerosis & Frontotem-
poral Degeneration, 19(5-6), 446-456.

Costa, J.,, & de Carvalho, M. (2016). Emerging mo-
lecular biomarker targets for amyotrophic lateral
sclerosis. Clinica Chimica Acta, 455, 7-14.

Couthouis, J., Hart, M. P, Shorter, J., DeJesus-Her-
nandez, M., Erion, R,, Oristano, R,, Gitler, A. D. (2011).
A yeast functional screen predicts new 370 PAM-

13




EATOMIKEYMENH IATPIKH

Tevyog 1« lavovdpiog - Ampiiog 2022

PALAKIS ET AL. candidate ALS disease genes. Pro-
ceedings of the National Academy of Sciences of the
United States of America, 108(52), 20881-20890.

Cruz, P. T. (2018). Edaravone (Radicava). Pharmacy
and Therapeutics, 43(1), 25-28.

Cudkowicz, M. E., McKenna-Yasek, D., Sapp, P. E.,
Chin, W, Geller, B,, Hayden, D. L., Brown, R. H. (1997).
Epidemiology of mutations in superoxide dismu-
tase in amyotrophic lateral sclerosis. Annals of Neu-
rology, y41(2), 210-221.

Dardiotis, E., Siokas, V., Sokratous, M., Tsouris, Z.,
Michalopoulou, A., Andravizou, A., Hadjigeorgiou,
G. M. (2018). Genetic polymorphisms in amyotroph-
ic lateral sclerosis: Evidence for implication in detox-
ification pathways of environmental toxicants. Envi-
ronment International, 116, 122-135.

DelJesus-Hernandez, M., Mackenzie, I. R., Boeve, B.
F, Boxer, A. L., Baker, M.,Rutherford, N. J., Rademak-
ers, R. (2011). Expanded GGGGCC hexanucleotide
repeat in noncoding region of C9ORF72 causes
chromosome 9p-linked FTD and ALS. Neuron,
72(2), 245-256.

Deng, H. X., Chen, W,, Hong, S. T., Boycott, K. M,,
Gorrie, G. H,, Siddique, N., Siddique, T. (2011). Muta-
tions in UBQLN2 cause dominant X-linked juvenile
and adult-onset ALS and ALS/dementia. Nature,
477(7363),211-215.

Diekstra, F. P, van Vught, PW. J,, van Rheenen,W.,
Koppers,M., Pasterkamp, R. J,, van Es, M. A,, Veld-
ink, J. H. (2012). UNC13A is a modifier of survival in
amyotrophic lateral sclerosis. Neurobiology of Ag-
ing, 33(3), 630.e3—-€8.

Dion, P. A,, Daoud, H., & Rouleau, G. A. (2009). Ge-
netics of motor neuron disorders: New insights into
pathogenic mechanisms. Nature Reviews Genetics,
10(11), 769-782.

Dorst, J., Kihnlein, P, Hendrich, C., Kassubek, J.,
Sperfeld, A. D., & Ludolph, C. (2011). Patients with
elevated triglyceride and cholesterol serum levels
have a prolonged survival in amyotrophic lateral
sclerosis. Journal of Neurology, 258(4), 613-617.

Dupuis, L., Corcia, P, Fergani, A., Gonzalez De Agui-
lar,J. L., BonnefontRousselot, D., Meininger, V. (2008).
Dyslipidemia is a protective factor in amyotrophic
lateral sclerosis. Neurology, 70(13), 1004-1009.
Dupuis, L., Oudart, H., René, F,, Gonzalez de Aguilar,
J.L., & Loeffler, J. P.(2004). Evidence for defective en-
ergy homeostasis in amyotrophic lateral sclerosis:

Benefit of a high-energy diet in a transgenic mouse
model. Proceedings of the National Academy of
Sciences of the United States of America, 101(30),
11159-11164.

Elden, A. C,, Kim, H. J,, Hart, M. P, Chen-Plotkin, A.S.,
Johnson, B. S, Fang, X., Gitler, A. D. (2010). Ataxin-2
intermediate-length  polyglutamine expansions
are associated with increased risk for ALS. Nature,
466(7310), 1069-1075.

Eschbach, J., Schwalenstocker, B, Soyal, S. M., Bayer,
H., Wiesner, D., Akimoto, C., Weydt, P. (2013). PGC-
1ais a male-specific disease modifier of human and
experimental amyotrophic lateral sclerosis. Human
Molecular Genetics, 22(17), 3477-3484.

Fecto, F, Yan, J, Vemula, S. P, Liu, E, Yang, Y,
Chen,W., Siddique, T. (2011). SQSTM1 mutations in
familial and sporadic amyotrophic lateral sclerosis.
Archives of Neurology, 68(11), 1440-1446.

Feneberg, E., Oeckl, P, Steinacker, P, Verde, F., Bar-
ro, C,, Van Damme, P, Otto, M. (2018a). Multicenter
evaluation of neurofilaments in early symptom on-
set amyotrophic lateral sclerosis. Neurology, 90(1),
e22-e30.

Feneberg, E., Gray, E., Ansorge, O., Talbot, K., &
Turner, M. R. (2018b). Towards a TDP-43-based bio-
marker for ALS and FTLD. Molecular Neurobiology,
55(10), 7789-7801.

Ferraiuolo, L., Kirby, J.,, Grierson, A. J., Sendtner, M.,
& Shaw, P. J. (2011). Molecular pathways of motor
neuron injury in amyotrophic lateral sclerosis. Na-
ture Reviews Neurology, 7(11), 616-630.

Figlewicz, D. A., Krizus, A., Martinoli, M. G., Mei-
ninger, V., Dib, M., Rouleau, G. A,, & Julien, J. P.(1994).
Variants of the heavy neurofilament subunit are
associated with the development of amyotrophic
laterals sclerosis. Human Molecular Genetics, 3(10),
1757-1761.

Fogh, I, Lin, K., Tiloca, C., Rooney, J., Gellera, C,
Diekstra, F. P, Powell, J. (2016). Association of a locus
in the CAMTAT1 gene with survival in patients with
sporadic amyotrophic lateral sclerosis. JAMA Neu-
rology, 73(7), 812-820.

Gitler, A. D., & Tsuiji, H. (2016). There has been an
awakening: Emerging mechanisms of C90orf72 mu-
tations in FTD/ALS. Brain Research, 1647, 19-29.
Gratten, J.,, Zhao, Q., Benyamin, B, Garton, F, He, J.,
Leo, P. J,, Fan, D. (2017). Whole-exome sequencing
in amyotrophic lateral sclerosis suggest NEKT is a

14




Néec poprakég drayvwotiké péBodot kat Brodeiktec yia v MAdyta Muatpo@iki ZkApuven (ALS), oel. 4-19

risk gene in Chinese. Genome Medicine, 9, 97.

Greenway, M. J,, Andersen, P. M., Russ, C,, Ennis, S.,
Cashman, S., Donaghy, C,, Hardiman, O. (2006). ANG
mutations segregate with familial and ‘sporadic’
amyotrophic lateral sclerosis.Nature Genetics, 38(4),
411-413.

Gross-Louis, F.,, Andersen, P. M., Dupre, N., Urush-
itani, M., Dion, P, Souchon, F, Julien, J. P. (2009).
Chromogranin B P413L variant as risk factor and
modifier of disease onset for amyotrophic lateral
sclerosis. Proceeding of the National Academy of
Sciences of the United States of America, 106(51),
21777-21782.

Hadano, S., Hand, C. K., Osuga, H., Yanagisawa, Y.,
Otomo, A., Devon, R. S, lkeda, J. E. (2001). A gene
encoding a putative GTPase regulator is mutated in
familial amyotrophic lateral sclerosis 2. Nature Ge-
netics, 29(2), 166-173.

Hand, C. K., Khoris, J., Salachas, F., Gros-Louis, F,
Lopes, A. A, MayeuxPortas, V., Rouleau, G. A. (2002).
A novel locus for familial amyotrophic lateral sclero-
sis, on chromosome 18q. American Journal of Hu-
man Genetics, 70(1), 251-256.

Hardiman, O., Al-Chalabi, A., Chio, A., Corr, E. M,,
Logroscino, G., Robberecht, W., van den Berg, L. H.
(2017). Amyotrophic lateral sclerosis. Nature Re-
views Disease Primers, 3, 17071.

He, X., Zhang, L, Yao, X,, Hu, J,, Yu, L, Jia, H., Xu, Y.
(2013). Association studies of MMP-9 in Parkinson’s
disease and amyotrophic lateral sclerosis. PLoS One,
8(9), 1-5.

Henriques, A., Croixmarie, V., Bouscary, A., Mosbach,
A., Keime, C,, BoursierNevret, C,, Loeffler, J. P. (2018).
Sphingolipid metabolism is dysregulated at tran-
scriptomic and metabolic levels in the spinal cord
of an animal model of amyotrophic lateral sclerosis.
Frontiers in Molecular Neuroscience, 10, 433.

Henriques, A., Croixmarie, V., Priestman, D. A,
Rosenbohm, A., DirrigGrosch, S., Boursier-Neyret,
C., De Aguilar, J. L. G. (2015). Amyotrophic lateral
sclerosis and denervation alter sphingolipids and
upregulate glucosylceramide synthase. Human
Molecular Genetics, 24(25), 7390-7405.

Hosokawa, M., Arai, T., Yamashita, M., Tsuji, H., No-
naka, T, MasudaSuzukake, M., Akiyama, H. (2014).
Differential diagnosis of amyotrophic lateral scle-
rosis from Guillain-Barré syndrome by quantitative
determination of TDP-43 in cerebrospinal fluid.

The International Journal of Neuroscience, 124(5),

344-349.

Huang, R., Guo, X., Chen, X., Zheng, Z., Wei, Q,, Cao,
B., Shang, H. (2015). The serum lipid profiles of
amyotrophic lateral sclerosis patients: A study from
south-west China and a meta-analysis. Amyotroph-
ic Lateral Sclerosis & Frontotemporal Degeneration,
16(5-6), 359- 365.

Ivansson, E. L., Megquier, K., Kozyrev, S.V.,, Murén, E.,
Korberg, . B., Swofford, R., Lindblad-Toh, K. (2016).
Variants within the SP110 nuclear body protein
modify risk of canine degenerative myelopathy.
Proceedings of the National Academy of Science
of the United States of America, 113(22), E3091-
E3100. PAMPALAKIS ET AL. 371
Jia, R, Shepheard, S., Jin, J., Hu, F, Zhao, X., Xue, L.,
Dang, J.(2017). Urinary extracellular domain of neu-
rotrophin receptor p75 as a biomarker for amyo-
trophic lateral sclerosis in a Chinese cohort. Scien-
tific Reports, 7(1), 5127.

Johnson, J. 0., Mandrioli, J., Benatar, M., Abramzon,
Y., Van Deerlin, V. M., Trojanowski, J. Q. Traynor, B. J.
(2010). Exome sequencing reveals VCP mutations
as a cause of familial ALS. Neuron, 68(5), 857—- 864.

Johnson, J. O, Pioro, E. P, Boehringer, A., Chia, R,
Feit, H., Renton, A. E.,, Traynor, B. J. (2014). Mutations
in the Matrin 3 gene cause familial amyotrophic lat-
eral sclerosis. Nature Neuroscience, 17(5), 664-666.

Junttila, A., Kuvaja, M., Hartikainen, P, Siloaho, M.,
Helisalmi, S., Moilanen,V., Herukka, S. K. (2016). Cer-
ebrospinal fluid TDP-43 in frontotemporal lobar
degeneration and amyotrophic lateral sclerosis pa-
tients with and without the C9ORF72 hexanucleo-
tide expansion. Dementia and Geriatric Cognitive
Disorders Exta, 6(1), 142—149.

Kaneb, H. M., Folkmann, A. W., Belzil, V. V., Jao, L. E.,
Leblond, C.S., Girard, S. L., Dion, P. A. (2015). Delete-
rious mutations in the essential mMRNA metabolism
factor, hGle1, in amyotrophic lateral sclerosis. Hu-
man Molecular Genetics, 24(5), 1363-1373.

Kasai, T, Tokuda, T., Ishigami, N., Sasayama, H.,
Foulds, P, Mitchell, D. J., Nakagawa, M. (2009). In-
creased TDP-43 protein in cerebrospinal fluid of pa-
tients with amyotrophic lateral sclerosis. Acta Neu-
ropathologica, 117(1), 55-62.

Kenna, K. P, Van Doormaal, P.T., Dekker, A. M., Ticoz-
zi, N., Kenna, B. J., Diekstra, F. P, Landers, J. E. (2016).
NEK1 variants confer susceptibility to amyotrophic

15




EZATOMIKEYMENH 1ATPIKH

lateral sclerosis. Nature Genetics, 48(9), 1037-1042.

Kim, S. M., Kim, H., Kim, J. E,, Park, K. S., Sung, J. J,,
Kim, S. H., & Lee, K. W. (2011). Amyotrophic lateral
sclerosis is associated with hypolipidaemia at the
presymptomatic stage in mice. PLoS One, 6(3),
e17985.

Kim, H. J.,, Kim, N. C,, Wang, Y. D., Scarborough, E.
A., Moore, J.,, Diaz, Z, Taylor, J. P. (2013). Mutations
in prion-like domains in hnRNPA2B1 and hnRNPA1
cause multisystem proteinopathy and ALS. Nature,
495(7442), 46773.

Kim, S.-M., Noh, M-Y., Kim, H., Cheon, S.-Y., Lee, K.
M., Lee, J,, Kim, S. H. (2017). 25-hydroxycholesterol is
involved in the pathogenesis of amyotrophic lateral
sclerosis. Oncotarget, 8(7), 11855-11867.

Landers, J. E., Melki, J., Meininger, V., Glass, J. D., van
den Berg, L. H., van Es, M. A, Brown, R. H. Jr (2009).
Reduced expression of the kinesinassociated pro-
tein 3 (KIFAP3) gene increases survival in sporadic
amyotrophic lateral sclerosis. Proceedings of the
National Academy of Sciences of the United States
of America, 106(22), 9004-9009.

Lehnert, S., Costa, J., de Carvalho, M., Kirby, J., Kuz-
ma-Kozakiewicz, M., Morelli, C., Otto, M. (2014). Mul-
ticentre quality controls evaluation of different bio-
marker candidates for amyotrophic lateral sclerosis.
Amyotrophic Lateral Sclerosis & Frontotemporal
Degeneration, 15(5-6), 344-350.

Li, D., Shen, D., Tai, H., & Cui, L. (2016). Neurofila-
ments in CSF as diagnostic biomarkers in motor
neuron disease: A meta-analysis. Frontiers in Aging
Neuroscience, 8, 290.

Lopez-Lopez, A., Gamez, J., Syriani, E., Morales, M.,
Salvado, M., Rodriguez, M. J,, Vidal-Taboada, J. M.
(2014). CX3CR1 is a modifying gene of survival and
progression in amyotrophic lateral sclerosis. Plos
One, 9(5), €96528.

Lépez-Lopez, A, Gelpi, E, Lopategui, D. M., &
Vidal-Taboada, M. (2018). Association of the CX-
3CR1-V249I variant with neurofibrillary pathology
progression in late-onset Alzheimens disease. Mo-
lecular Neurobiology, 55(3), 2340-2349.

Louvel, E., Hugon, J., & Doble, A. (1997). Therapeutic
advances in amyotrophic lateral sclerosis. Trends in
Pharmacological Sciences, 18(6), 196-203.
Mackenzie, I. R., Nicholson, A. M., Sarkar, M., Mess-
ing, J., Purice, M. D,, Pottier, C, Rademakers, R. (2017).
TIA1 mutations in amyotrophic lateral sclerosis and

frontotemporal dementia promote phase sepa-
ration and alter stress granule dynamics. Neuron,
95(4), 808-816.

Mandrioli, J., Rosi, E., Fini, N., Fasano, A., Raggi, S.,
Fantuzzi, A. L., & Bedogni, G. (2017). Changes in
routine laboratory tests and survival in amyotroph-
ic lateral sclerosis. Neurological Sciences, 38(12),
2177-2182.

Mariosa, D., Hammar, N., Malmstrom, H., Ingre, C,
Jungner, I, Ye, W., Walldius, G. (2017). Blood bio-
markers of carbohydrate, lipid, and apolipoprotein
metabolisms and risk of amyotrophic lateral sclero-
sis: A more than 20-year follow-up of the Swedish
AMORIS cohort. Annals of Neurology, 81(5), 718-
728.

Maruyama, H., Morino, H., Ito, H., Izumi, Y., Kato, H.,
Watanabe, Y., Kawakami, H. (2010). Mutations of
optineurin in amyotrophic lateral sclerosis. Nature,
465(7295), 223-226.

Mitchell, J. D. (2000). Amyotrophic lateral sclero-
sis: Toxins and environment. Amyotrophic Lateral
Sclerosis and Other Motor Neuron Disorders, 1(4),
253-250.

Mitchell, J., Paul, P, Chen, H. J., Morris, A., Payling,
M., Falchi, M., de Bellroche, J. (2010). Familial amyo-
trophic lateral sclerosis is associated with a muta-
tion in D-amino acid oxidase. Proceedings of the
National Academy of Sciences of the United States
of America, 107(16), 7556-7561.

Mitropoulos, K., Katsila, T., Patrinos, G. P, & Pam-
palakis, G. (2018). Multiomics for biomarker discov-
ery and target validation in biofluids for amyotroph-
ic lateral sclerosis diagnosis. OMICS, 22(1), 52-64.

Mitropoulos, K., Merkouri Papadima, E., Xiromeri-
siou, G., Balasopoulou, A., Charalampidou, K., Patri-
nos, G. P. (2017). Genomic variants in the FTO gene
are associated with sporadic amyotrophic lateral
sclerosis in Greek patients. Human Genomics, 11(1),
30.

Nails, M. A., Bras, J., Hernandez, D. G., Keller, M. F,
Majounie, E., Renton, E., Singleton, A. B. (2015). Neu-
roX, a fast and efficient genotyping platform for
investigation of neurodegenerative diseases. Neu-
robiology of Aging, 36(3), 1605.e7-e12.

Neumann, M., Kwong, L. K, Lee, E. B, Kremmer, E.,
Flatley, A., Xu, Y., Lee, V. M. (2009). Phosphorylation
of S409/410 of TDP-43 is a consistent feature in all
sporadic and familial forms of TDP-43 proteinopa-

16




Néec poprakég drayvwotiké péBodot kat Brodeiktec yia v MAdyta Muatpo@iki ZkApuven (ALS), oel. 4-19

thies. Acta Neuropathologica, 117(2), 137-149.

Neumann, M., Sampathu, D. M., Kwong, L. K., Tru-
ax, A. C, Micsenyi, M.C,, Chou, T.T,, Lee, V. M. (2006).
Ubiquitinated TDP-43 in frontotemporal lobar de-
generation and amyotrophic lateral sclerosis. Sci-
ence, 314(5796), 130-134.

Nishimura, A. L., Mitne-Neto, M., Silva, H. C,, Richie-
ri-Costa, A., Middleton, S., Cascio, D., Zatz, M. (2004).
A mutation in the vesicle-trafficking protein VAPB
causes late-onset spinal muscular atrophy and
amyotrophic lateral sclerosis. American Journal of
Human Genetics, 75(5),822-831.

Noto, Y., Shibuya, K., Sato, Y., Kanai, K., Misawa, S.,
Sawai, S., Kuwabara, S. (2011). Elevated CSF TDP-43
levels in amyotrophic lateral sclerosis: Specificity,
sensitivity, and a possible prognostic value. Amyo-
trophic Lateral Sclerosis, 12(2), 140-143.

Oberstadt, M., Claen, J., Arendt, T., & Holzer, M.
(2018). TDP-43 and cytoskeletal proteins in ALS.
Molecular Neurobiology, 55(4), 3143-3151.

Oeckl, P, Jardel, C,, Salachas, F,, Lamari, F.,, Andersen,
P. M., Bowser, R,, Otto, M. (2016). Multicenter valida-
tion of CSF neurofilaments as diagnostic biomark-
ers. Amyotrophic Lateral Sclerosis & Frontotempo-
ral Degeneration, 17(5-6), 404-413.

Ohta,Y., Soucy, G., Phaneuf, D., Audet, J.N., Gros-Lou-
is, ., Rouleau, G. A, Julien, J. P. (2016). Sex-depend-
ent effects of chromogranin B P413L allelic variant
as disease modifier in amyotrophic lateral sclerosis.
Human Molecular Genetics, 25(21), 4771-4786.372
PAMPALAKIS ET AL.

Oketa, Y., Higashida, K., Fukasawa, H., Tsukie, T,, &
Ono, S. (2013). Abundant FUS-immunoreactive pa-
thology in the skin of sporadic amyotrophic lateral
sclerosis. Acta Neurologica Scandinavica, 128(4),
257-264. Orlacchio, A., Babalini, C., Borreca, A.
Patrono, C,, Massa, R., Basaran, S., Kawarai, T. (2010).
SPATACSIN mutations cause autosomal recessive
juvenile amyotrophic lateral sclerosis. Brain, 133(Pt
2),591-598.

Paré, B., & Gros-Louis, F. (2017). Potential skin in-
volvement in ALS: Revisiting Charcot’s observa-
tion-a review of skin abnormalities in ALS. Reviews
in Neurosciences, 28(5), 551-572.

Paré, B, Touzel-Deschénes, L., Lamontagne, R,
Lamarre, M. S., Scott, F. D., Khuong, H.T.,, Gros-Louis,
F. (2015). Early detection of structural abnormalities
and cytoplasmic accumulation of TDP-43 in tis-

sueengineered skin derived from ALS patients. Acta

Neuropathologica Communications, 3, 5 (1-12).

Parkinson, N., Ince, P. G., Smith, M. O, Highley, R,,
Skibinski, G., Andersen, P. M., Fisher, E. M. (2006). ALS
phenotypes with mutations in CHMP2B (charged
multivesicular body protein 2B). Neurology, 67(6),
1074-1077.

Puls, I, Jonnakuty, C.,, LaMonte, B. H., Holzbaur, E. L.,
Tokito, M., Mann, E., Fischbeck, K. H. (2003). Mutant
dynactin in motor neuron disease. Nature Genetics,
33(4), 455-456.

Renton, A.E., Majounie, E., Waite, A, Simén-Sanchez,
J,, Rollinson, S., Gibbs, J. R., Traynor, B. J. (2011). A
hexanucleotide repeat expansion in C9ORF72 is the
cause of chromosome 9p21-linked ALS-FTD. Neu-
ron, 72(2), 257-268.

Ricci, C, Battistini, S., Avemaria, F, Benigni, M.,
Tarlarini, C., Giannini, F, Penco, S. (2015). Lack of
relationship between the P413L chromogranin
B variant and a SALS Italian cohort. Gene, 568(2),
186-189.

Robelin, L., & De Aguilar, J. L. (2014). Blood biomark-
ers for amytrophic lateral sclerosis: Myth of reality?
Biomed Research International, 2014, 525097.
Sapp, P. C, Hosler, B. A., McKenna-Yasek, D., Chin,
W., Gann, A., Genise, H., Brown, R. H. Jr. (2003). Iden-
tification of two novel loci for dominantly inherit-
ed familial amyotrophic lateral sclerosis. American
Journal of Human Genetics, 73(2), 397-403.
Sawada, H. (2017). Clinical efficacy of edaravone for
the treatment of amyotrophic lateral sclerosis. Ex-
pert Opinion on Pharmacotherapy, 18(7), 735-738.
Shepheard, S. R, Chataway, T., Schultz, D. W., Rush,
R. A, & Rogers, M. L. (2014). The extracellular do-
main of neurotrophin receptor p75 as a candidate
biomarker for amyotrophic lateral sclerosis. PLoS
One, 9(1), e87398.

Shepheard, S. R., Wuu, J., Cardoso, M., Wiklendt, L.,
Dinning, P. G., Chataway, T., Benatar, M. (2017). Uri-
nary p75ECD: A prognostic, disease progression,
and pharmacodynamic biomarker in ALS. Neurolo-
gy, 88(12), 1137-1143.

Simpson, C. L., Lemmens, R., Miskiewicz, K., Broom,
W. J., Hansen, V. K, van Vught, P. W.,, Al-Chalabi, A.
(2009). Variants of the elongator protein 3 (ELP3)
gene are associated with motor neuron degener-
ation. Human Molecular Genetics, 18(3), 472-481.
Smith, B. N., Ticozzi, N., Fallini, C., Gkazi, A. S., Topp,

17




EATOMIKEYMENH IATPIKH

Tevyog 1« lavovdpiog - Ampiiog 2022

S., Kenna, K. P, Landers, J. E. (2014). Exome-wide rare
variant analysis identifies TUBA4A mutations asso-
ciated with familial ALS. Neuron, 84(2), 324-331.

Sproviero W, Shatunov A, Stahl D, Shoai M, van
Rheenen W, Jones A. R., Al-Chalabi, A (2017). ATXN2
trinucleotide repeat length correlates with risk of
ALS. Neurobiology of Aging, 51, 178.e1-e178.e9.
Sreedharan, J., Blair, I. P, Tripathi, V. B., Hu, X., Vance,
C., Rogelj, B., Shaw, E. (2008). TDP-43 mutations in
familial and sporadic amyotrophic lateral sclerosis.
Science, 319(5870), 1668-1672.

Steinacker, P, Hendrich, C,, Sperfeld, A. D., Jesse, S.,
von Arnim, C. A, Lehnert, S., Otto, M. (2008). TDP-43
in cerebrospinal fluid of patients with frontotem-
poral lobal degeneration and amyotrophic lateral
sclerosis. Archives of Neurology, 65(11), 1481-1487.

Suzuki, M., Mikami, H., Watanabe, T., Yamano, T,,
Yamazaki, T., Nomura, M., Ono, S. (2010). Increased
expression of TDP-43 in the skin of amyotrophic
lateral sclerosis. Acta Neurologica Scandinavica,
122(5),367-372.

Takahashi, Y., Fukuda, Y., Yoshimura, J.,, Toyoda, A.,
Kurppa, K., Moritoyo, H., Tsuji, S. (2013). ERBB4 mu-
tations that disrupt the neuregulin-ErbB4 pathway
cause amyotrophic lateral sclerosis type 19. Ameri-
can Journal of Human Genetics, 93(5), 900-905.

Trostchansky, A., Mastroggiovani, M., Miquel, E.,
Rodriguez-Bottero, S., Cassina, P, & Rubbo, H. (2016).
Lipidomic analysis in amyotrophic lateral sclerosis
(ALS): Looking for footprints of disease onset and
progression. Free Radical Biology and Medicine,
100(Supplement), S68-S69.
Tunca, C,, Ak¢imen, F,, Co,skun, C.,, Glindogdu-Eken,
A., Kocogluy, C,, Cevik, B., Ba,sak, A. N. (2018). ERLIN1
mutations cause teenage-onset slowly progressive
ALS in a large Turkish pedigree. European Journal of
Human Genetics, 26(5), 745-748.

Van Hoecke, A., Schoonaert, L., Lemmens, R., Tim-
mers, M., Staats, K. A., Laird, A. S., Robberecht, W.
(2012). EPHA4 is a disease modifier of amyotrophic
lateral sclerosis in animal models and in humans.
Nature Medicine, 18(9), 1418-1422.

Van Rheenen, W, Shatunov, A., Dekker, A. M,
McLaughlin, R. L., Diekstra, F. P, Pulit, S. L., Veldink, J.
H. (2016). Genome-wide association analyses iden-
tify new risk variants and the genetic architecture
of amyotrophic lateral sclerosis. Nature Genetics,
48(9), 1043-1048.

Vance, C, Rogelj, B., Hortobagyi, T., De Vos, K. J,,
Nishimura, A. L., Sreedharan, J., Shaw, C. E. (2009).
Mutations in FUS, an RNA processing protein, cause
familial amyotrophic lateral sclerosis type 6. Sci-
ence, 323(5918), 1208-1211.

Vejux, A., Namsi, A., Nury, T., Moreau, T., & Lizard, G.
(2018). Biomarkers of amyotrophic lateral sclerosis:
Current status and interest of oxysterols and phy-
tosterols. Frontiers in Molecular Neuroscience, 11,
12.

Verstraele, E., Kuiperij, H. B., van Blitterswijk, M. M.,
Veldink, J. H., Schelhaas, H. J., van den Berg, L. H.,
& Verbeek, M. M. (2012). TDP-43 plasma levels are
higher in amyotrophic lateral sclerosis. Amyotroph-
ic Lateral Sclerosis, 13(5), 446-451.

Vidal-Taboada, J. M., Pugliese, M., Salvado, M.,
Gamez, J., Mahy, N., & Rodriguez, M. J. (2018). KATP
channel expression and genetic polymorphisms
associated with progression and survival in amyo-
trophic lateral sclerosis. Molecular Neurobiology,
55(10), 7962-7972.

Wang, X, Zhou, S., Ding, X., Ma, M., Zhang, J., Zhou,
Y., Teng, J. (2015). Activation of ER stress and auto-
phagy induced by TDP-43 A315T as pathogenic
mechanism and the corresponding histological
changes in skin as potential biomarker for ALS with
the mutation. International Journal of Biological
Sciences, 11(10), 1140-1149.

Wenk, M. R. (2005). The emerging field of lipidom-
ics. Nature Reviews Drug Discovery, 4(7), 594-610.
Weydt, P, Oeckl, P, Huss, A., Miiller, K., Volk, A. E., Ku-
hle, J., Otto, M. (2016). Neurofilaments levels as bio-
markers in asymptomatic and symptomatic familial
amyotrophic lateral sclerosis. Annals of Neurology,
79(1), 152-158.

Williams, K. L., Topp, S., Yang, S., Smith, B, Fifita, J.
A., Warraich, S. T., Blair, P. (2016). CCNF mutations in
amyotrophic lateral sclerosis and frontotemporal
dementia. Nature Communications, 7, 11253.
Williams, S. M., Khan, G., Harris, B. T,, Ravis, J., & Si-
erks, M. R. (2017). TDP43 protein variants as bio-
markers in amyotrophic lateral sclerosis. BMC Neu-
roscience, 18(1), 20.

Wu, C. H, Fallini, C, Ticozzi, N., Keagle, P. J., Sapp,
P. C,, Piotrowska, K., Landers., J. E. (2012). Mutations
in the profilin 1 gene cause familial amyotrophic
lateral sclerosis. Nature, 488(7412), 499-503. PAM-
PALAKIS ET AL. 373

18



Néec poprakég drayvwotiké péBodot kat Brodeiktec yia v MAdyta Muatpo@iki ZkApuven (ALS), oel. 4-19

Wuolikainen, A., Acimovic, J., Lovgren-Sandblom,
A, Parini, P, Andersen, P. M., & Bjérkhem, 1. (2014).
Cholesterol, oxysterol, triglyceride, and coenzyme
Q homeostasis in ALS. Evidence against the hy-
pothesis that elevated 27-hydroxycholesterol is a
pathogenic factor. PLoS One, 9(11), e113619.

Xu, Z., Henderson, R. D., David, M., & McCombe, P.
A. (2016). Neurofilaments as biomarkers for amyo-
trophic lateral sclerosis: A systematic review and
meta-analysis. PLoS One, 11(10), e0164625.

Yang, C, Tan, W., Whittle, C,, Qiu, L., Cao, L., Ak-
barian, S., & Xu, Z. (2010). The C-terminal TDP-43
fragments have a high aggregation propensity
and harm neurons by a dominant-negative mech-
anism. PLoS One, 5(12), e15878.

Yang, J. W, Kim, S. M., Kim, H. J., Kim, J. E., Park, K.
S., Kim, S. H., Sung, J. J. (2013). Hypolipidemia in
patients with amyotrophic lateral sclerosis: A pos-
sible gender difference? Journal of Clinical Neurol-
ogy, 9(2), 125-1209.

Yang, Y., Hentati, A., Deng, H. X, Dabbagh, O., Sasa-

ki, T., Hirano, M., Siddique, T. (2001). The gene en-
coding alsin, a protein with three guaninenucleo-
tide exchange factor domains is mutated in a form
of recessive amyotrophic lateral sclerosis. Nature
Genetics, 29(2), 160-165.

Yu, B., & Pamphlett, R. (2017). Environmental in-
sults: Critical triggers for amyotrophic lateral scle-
rosis. Translational Neurodegeneration, 6, 15.
Yuan, A., Rao, M.V,, Veeranna, & Nixon, R. A. (2017).
Neurofilaments and neurofilament proteins in
health and disease.Cold Spring Harbor Perspec-
tives in Biology, 9(4), pii: AO183009.

Zoing, M. C,, Burke, D., Pamphlett, R., & Kiernan, M.
C. (2006). Riluzole therapy for motor neurone dis-
ease: An early Australian experience (1996- 2002).
Journal of Clinical Neuroscience, 13(1), 78-83.
Zou, Z.Y., Zhou, Z. R, Che, C. H,, Liu, C. Y., He, R.
L., & Huang, H. P. (2017). Genetic epidemiology of
amyotrophic lateral sclerosis: A systematic review
and meta-analysis. Journal of Neurology, Neuro-
surgery, and Psychiatry, 88(7), 540-549.

19



E=ATOMIKEYMENH TATPIKH

MPQTOTYMH EPTAZIA

AVTIAPELC TWV EMAYYEAATIWY
UYELOC KAl TWV QOITNTWV
EMOTNUWV VYELOC OXETIKA €
v OappakoyoviOIWHATIKA Kat
v E§atopikevpévn latpikn
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NEPINHWH

O KAAS0G TNG PAPHAKOYOVISIWUATIKNG OTOXEVEL OTNV
avTipeTwmion dlagoépwv acbevelwv pe 6oo to duva-
TOV Alyotepa BACIKA UEIOVEKTILATA OUYKPLTIKA ME
™ ouufatikn @apuakoloyikn Beparmeia. Qotd0O, N
UI00£TNON TNG PAPUAKOYOVISIWHATIKNAG OTNV KAIVIKN
npdén eival meploplopévn. H mapovoa BiAloypagl-
K1} QvaoKoTmnon mapouctadel TIC YVWOELS, OTACEIC Kal
TMPOBECEIC TWV EMAYYEAUATIWV LYEIAC KAl TWV QOITN-
TWV EMOTNUWYV LYEIAG yla TNV EQApUOYH TNG Papua-
KOYOVISIWHATIKAG, Kal TNV mpdBeor toug yla e&eldi-
KeLUEVN ekmaideuon og cuvaen {ntHuata. X0pewva
pe T BiBAloypapia ol emayyeAUATIEG LYEIOG EXOUV Xa-
MNAG YVWOTIKS emimedo aANd OeTikr oTdon w¢ mPog
10 €€eTalOUEVO QVTIKEIPEVO, EVW SlakaTéxovTal amd
S1APOPEC AVNOUXIEC OXETIKA PE TNV €PAPMOY TNG
(PAPMAKOYOVISIWUATIKAG 0TNV KAWVIKA TTPAEN. Mapdh-
AnAa, avadelkvueTtal n mpoBupia Toug yla TNV EVow-
HATWON TWV PAPUAKOYOVISIWUATIKWY EAEYXWV OTNV
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Mavemotrpo Matpwy, ZxoAn Emotnuwv Yyeiag, Tunpa OappakeuTikng Epyaotriplo OappakoyoviSiwpatikig kat E§atopikeupévng
O¢eparneiag, Mavemaotnuounon, Pio, 265 04, Matpa. TNAé@wvo: 2610-962322, Email: konvasil@upatras.g

20

KAWVIKN TTPAEN, aAAd Kal eVOLa@EPOV YIa TNV TTEPAITE-
PW EMUOPPWON TOUG OTO CUYKEKPIMEVO AVTIKEIUEVO.
‘Ocov a@opd TOUG POITNTEG OXOAWV EMOTNUWY UYE(-
ag, mapaTnEEital Ot £X0UV OXETIKA XaUNAO emimedo
YVWOEWY, Tapoa autd avtidapBdavovtal Ta o@éAn
NG QAPHAKOYOVISIWUATIKAG Kat evtomi{ouv Kivou-
VOUG a1to TNV EQApoYH TNG. Q¢ €k TOUTOU, SNAWVOULV
mpdOuol va EQAPPOCOUV OTO HEANOV TNV PAPUOKO-
yoviSiwpaTiki otnv KAVIKN ipdén. MapoAa autd, dev
ekONAWVOUV €VTOVo evOIAPEPOV WG TIPOG TNV CUVE-
Xlon Twv ommoudwv TOUG OTNV QYAPUOKOYOVISIWHATI-
K Kal TNV €EATOUIKEVIEVN LOTPIKY OE PETATITUXIAKO
enimedo. Emiong, mapouaotdletal n tpéxouca Katd-
OTOON OXETIKA PE TA TIPOTITUXIAKA KOl UETATITUXIOKA
TpoypAppaTa omoudwyv ota eNANVIKA MavemoTtruia
AVAPOPIKA PE TN GAPHUOKOYOVISIWHATIKN, TN YEVETIKNA
Kal TNV e€atopikeupévn 1aTpIKN. EmmAéov, kataypd-
@eTal N ENelPn Beopikov TAALGioU yia Tov poAo Tou



Avaokomnon Twv avTiIAPEWV TWV EMAYYEAPATIWVY DYEIAC KAl TWV GOLTNTWV EMOTNHWV LYEIOC OXETIKA
pe v Oappakoyovidiwpartiki kat v E§atopikevpévn latpiki, oel. 20-33

(POPUAKOTIOIOY OTNV €QAPUOYH TWV QPOPHAKOYOVI-
Slwpatikwv eAéyxwv otnv EANAada. Katahryovtag,
npoteivetal va a&lohoynBei amd dAou¢ toug dueca
EUTTAEKOUEVOUC OTOV XWPO TNG UYEIAG N ONUAVTIKO-

TNTA NG LVIOBETNONG TNG PAPUAKOYOVISIWHATIKAG,
enmevdUovVTag apXIKA oTnV KAtAAAnAn ekmaideuon
TWV QOITNTWV KAl TNV CUVEXN EVNUEPWON TWV EMAY-
YEAUOTIWV LYEIAG.

NEZEIX EYPETHPIOY: EmayyeApartieg Yyeiag, portntéc Emotnuwv Yyeiag, ®appakoyovidiwpatikn, Eato-

HIKEVHEVN laTPIKD), HETAMTUXIAKEG OTTOUEG

EIZATQrH

Ta tehevtaia xpovia, n avdntuén Twv BIOEMOTNUWY
o€ ouvluaoUO HE TNV OAOKARPWON TOU TIPOYPAUMA-
TOG Xoptoypdenong tou avBpwrivou yoviSIwUaTog
(Human Genome Project) épepav emavactacn oToug
kAadoug Tn¢ latpikng kat TG DapuakeuTIKAG, Sivovtag
wOnon otnv avantuén véwv Beparelwy, TOU ATTOOKO-
oV otnv auvénon tou MPocdokipou NG (WG Tou
mANBuopoL He TNV Tautoxpovn Peitiwon TnG moldtn-
Ta¢ (WA Tou. XapaKTNPEIOTIKO TTAPASEIYUA AmmOTEAEL N
avantuén tn¢ EEATOMIKEVUEVNC IATPIKAC KAl TWV EQOP-
HOYWV NG OTIWG auThH TNG QPOPHAKOYOVISIWHOATIKNAG
(Aneesh kat ouv., 2009).

H mAelovétnta Twv €UPEWG XPNOIUOTIOIOVUUEVWY
PapHAKwV yia TIG Slapopeg vOoouG €xouv avamtuxOei
pe yvwpova tnv mapadoxn 6Tt kdbe @dppuako eival e&i-
OOU ATTOTEAECHATIKO Yl OAOUC TOUC a0BEVEIC Kal TTWG
Aertoupyei pe oxeSOV TAVOUOIOTUTIO TPOTIO OE OAEG TIG
TEPIMTWOELG: MAMOTAQ, TO CUYKEKPIPEVO LOVTENO GUXVA
ava@épetal otnv BiPAoypagia pe tov 6po “one-size-
fits-all approach” (6nAadr mpoocéyylon tou «éva péye-
Bo¢ Ttaiptdlel oe GAoug») Kal amoteAel évav amd Toug
KUPIoUG AOYOUC YIO TOUG OTTIOIOUC TO TTOGOOTA EGPAAUE-
VWV OUVTAYOYPA@PHOEWV KUHaivovTal o€ UPnAd emime-
Sa og eTola Bdon (FDA, 2018). Tétolou gidoug meplota-
TIKA Ba pmopovoav va amo@euxBouv Ue TNV EQappoyn
Mg e€ATOUIKEVEVNG PAPUAKONOYIKNAG Bepareiag, éva
yeyovoég mou Ba odnyouce otn Beitiwon ¢ moldtnTag
{wn¢ Twv acBevwv aAd Tautdxpova Ba peiwve TIG av-
Opwmiveg amwAeleg (Primorac kat ouv., 2020).

Ta teleutaia xpovia Sie€ayovtal ohoéva Kal TepLo-
O0OTEPEC KAIVIKEG UENETEC UE KUPLO QVTIKE(UEVO TNV Ua-
KPOTIPOBEeoUN KAVIKN, 0ANA KAl OIKOVOUIKK, OTTOTENE-
OMATIKOTNTA TNG PAPHAKOYOVISIWHATIKAG, MO APKETA
Sladedopévn epappoyn NS EATOUIKEVMEVNC LATPIKAC,
o€ OUYKPLON E TIG IOXUOUOEG CUMPATIKEG OEPATTEUTIKEG
nipooeyyioelc. Ta dedopéva mapouacialouv evBappuvTi-
KA armoTENEOHATA WG TTPOG TNV ATTOTEAECUATIKOTNTA TNG
(POPHOKOYOVISIWUATIKAG OTNV AVTIHETWITION Gofapwv

XPOVIWV Kal Un moBAoswv OMw¢ YUXIATPLKES, VEUPO-
AOYIKEG, VEOTIAAOMATIKEG, KAPSIOYYEIOKEC QOBEVELEC
K.a. (Mehta kat ouv., 2020). AuTO €xel WG CUVETELD, TNV
umapén avénuévou evllaQEPoVToC yia TNV guplTEPN
EQAPUOYN TNC PAPHUAKOYOVISIWUATIKAG OTNV QVTIUE-
Twmon didgopwv madnoewy, kabwg n KAVIKA onuacia
TWV €Qappoywv ¢ e€atopikevuévng Bepameiag gival
amodedetypévn (Ehmann kat ouv., 2015). MapoAa autd,
N V0B£TNON TOUC OTNV KAWVIKN TIPAEN TTAPAEVEL TIEPL-
OpPIoMEVN, EVW TapatnpouvTal SIaPOPETIKA TTOCOOTA
uloBétnong ava xwpa.

JUpwva e SIAQopeC HENETEC, @aiveTal OTL UTAp-
XOuV TToAAoi AOyol yla TOuG OTTI0ioUC TTapaTNEOUVTAl TE-
TOLOU €I60UC PAIVOUEVA N EVOWUATWONG TNE PAPUa-
KOYOVISIWHATIKAG OTIWG T1.X. N EANAELYN 0APOUG VOUIKOU
mA\aiciou 1j ao@aAAoTIKAG KAAuYnG (Horgan kat ouv.,
2014), woTOOO Ol TTEPICCOTEPEC GUYKAIVOUV OTO CUUTTE-
PACHA OTLKOUPIKO pONO YIA TNV EKTEVESTEPN EQAPLOYN
TETOLWV lOTPIKWVY KAIVOTOMIWY ATTOTEAOUV KAl Ol OTACEIG
TWV EMAYYEALATIWV LYEiag KaBWw¢ emiong Kal n emuop-
pwon toug (Just kat ouv., 2017). H diepebivnon, Aotrdy,
TWV avTINAPEWVY OAWV TWV EUNMTAEKOUEVWV HEAWV OTOV
XWPO TWV EMOTNHUWV UYEIQG OXETIKA PE TNV XPNOIMOTN-
TA TNG PAPUOKOYOVISIWHATIKAG KAl TNG EEATOUIKEVUE-
VNG lOTPIKAG, €ival avaykaia, TPokKelwévou va umdpéel
KOATAANAN evnuépwon Kal va mpowBnBei n euputepn
epappoyn toug o acBeveic (Klein kat cuv., 2017).

levikd, o @apuakomoldg Suvatal va Siadpapartilel
évav evepyd PONO OTNV €QAPUOYN TNG QPAPHAKOYO-
vidiwpatikig (Elewa & Awaisu, 2019). Eidikétepa, n
€16IKOTNTA TOU PAPHAKOTOOU €ival ONUAVTIKY OTnNV
€PELVA Kal TNV EQAPHOYN TIPOCEYYIOEWV Yla TNV Kata-
vonon Twv TapayovIwy mou HeTaBdAlouy Tnv amodkpl-
on Twv acBevwv otn eapuakeuTikn aywyn (Hicks kat
ouv,, 2019). Ztnv EAAASa mapatnpeitatl pia taon mepi-
0pPIoOHOU TNG KAWVIKNG UTTIOOTAONG TOU (PAPHAKOTIOIOU,
a@oUL 0 POAOC KAl Ol APHOSIOTNTEG TOU OTNV EQAPHOYN
NG PAPHAKOYOVISIWHATIKAG Kal TNG EEATOUIKEUUEVNG
laTPIKAC dev gival 0apwe opIoUEVOC, YEYOVOC TTOU Ka-
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Blota duoxepn TV €pappoyr NG PAPUAKOYoVISIW-
HaTIKAG otnv KAk mpaén (OEK 1355/B/19-4-2019).
Mapoha autd, péoa amd ta Sideopa TTPOCPEPOUEVA
nipoypdpupata omoudwv Twv oxoAwv DAPUOAKEUTIKAG
otnv EN\ASa, umdpxel n duvatdtnta ya mepaItépw
e€e16ikevon TWV PAPHUOKOTIOIWY OTOV TOMEN TNG Pap-
pakoyovISIWUOTIKAG Kal TNG €§aToukeupévnG Oepa-
nieiag, TG00 O€ TTPOTITUXIOKOG OCO KAl O UETATITUXIOKO
emninedo. AiCel va TovioTel 011 0g AANeG xwpeG (.. HIMA,
Hvwpévo Baailelo, AuoTtpalia) o pappakormoldg duva-
Tat va avaldpel dueco evepyd poAo oTnv KAVIKN TTpa-
&N (w¢ clinical pharmacist) cuvepya{duevog dueoa pe
TO LATPOVOONAEVTIKO TIPOCWTIIKO YA TNV @POovVTida Twv
a00evwv o€ VOonAeUTIKA IGpUaTA.

Jopowva pe ™ Siebvr BipAoypagia, umdpxel mept-
OPIOUEVOC APIOUOC HEAETWV AVTIANPEWY KAl OTACGEWY,
ol omoie¢ ameuBuvovTal O€ TIPOTITUXIOKOUG (QPOITNTEG
EMOTNMWY UYEIQg, av Kal mapatnpeital peyalo evol-
a@épov yUpw amo autd to Béua, avayvwpilovtag
onpacia TNG 0Tdong Twv QOITNTWY OTNV EQAPHOYN TNG
(POAPUAKOYOVISIWUATIKAG, WG MEANOVTIKY YEVIA EMIOTN-
poOvwv vyeiac. Aappavovtag umdyn SnUOCIOTIOINUEVES
HENETEC TTOU €0TIACOUV OE EMOTNMOVEG UYEiag alAd Kal
o€ oITNTEG emoTnUWV vyeiag (Cheung kal ouv., 2021;
Polivka kat ouv., 2014; Bakir kat ouv., 2019; Siamoglou
Kat ouv., 2021; Rahma kat ouv,, 2021; Alzoubi kat cuv.,
2021; Moen & Lamba, 2012) Siamotwbnke mw¢ umdp-
XOUV TIEPIOPIOUEVEG TANPOYOPIEG O OTL apopd TNV Si-
€PELVNON TWV TIAPAYOVTWVY TTOU eMNPEAlOUV TNV TIPO-
Beon Twv TIPOTITUXIOKWY (POITNTWY vVa aKoAouBroouv
METANTUXIOKEC 1] SIOOKTOPIKEG OTTOUSEC OTO OUYKEKPL-
pévo khado.

To emoTnUOVIKO AVTIKEIPEVO TTOU OXeTi(eTal PE TNV
€EATOUIKEVEVN 1OTPIKI KAl TNV POAPHUAKOYOVISIWUATI-
Kr} UTTOOXETAL éva LOVTENO TTAPOXIG UTINPECIWV UYEIOG
pie TOANArAA o@éAn. H e€atopikeupévn Bepareia kal ol
péBodol EQapUoynE TNG AmoTEAOVV éva KAIVOTOMO OXI-
Ha ylo a0QOAECTEPN KA ATTOTEAECUATIKOTEPN PAPA-
KEUTIKA aywyn, éxovtag wg apxn tnv dtagopetikdtnta
NG amdkplong Tou KABe atopov-opyaviopoL otny idla
Beparneia. ETol, n EUPUTEPN EQAPUOYH CUYXPOVWY YEVE-
TIKWV EAEYXWV UE BAon TNV QappakoyovISIwUaTIKr Ba
emrevyBei péow TV e€oIKeiwong Twv evllapepouévwy
ME TIC OUYKEKPIUEVEG HeBOSOUC. Onwe avapépOnKe Kal
mapandvw, onuavtikoi mapdyovteg, mou ennpedlouv
TNV €LPUTEPN EQAPHOYN TNG GAPUAKOYOVISIWHATIKAG
€ival n ekmaidguon, ol YVWOEIG Kal ol AVTIANYELG OXETI-
KA € TO ETOTNMOVIKO QVTIKEIUEVO TWV EUTTAEKOUEVWV
EMAYYEAUATIWV LYEIAC (YlaTpoli, papuakomoloi), mou &i-
val apuodiol yia TNV mpaypaTomoinon Twv CUYKEKPIHE-
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VWV EAEYXWV.

Bdoel Twv avwtépw, 0 oKoTdG TN apovaoac BIPAL-
OYPAQPLIKAG avaokOmnong €ival va mapouctacTolv ol
OTACEIG TWV EMAYYEAUATIWV UYEiag, alAd Kal Twv Qol-
TNTWV O OXOAEC EMOTNUWY ULYEiag, o Bépata mou
AmTovIal TNG EPAPHOYNG TNG EATOMIKEVMEVNG LOTPL-
KNG Kal TNG @appakoyoviSIwUaTIKAG, va SiepguvnBei
n 61dBeon Toug Yia MeEpalTépw ekmaidsuon KabBwg
€MMONG KAl Va Kataypagei n tpéxovoa Katdotaon mou
emKpaTel 0TNV EANASO OXETIKA PE TNV QAPUAKOYOVI-
SlwpaTikn.

EidIkoTepQ, oTnV apxn yivetat mapddeon Twv avtihg-
PEWV TWV EMAYYEALATIWV LYEINC, WE TTPOC TIC YVWOEILC,
TIC OTACELC, TIC TPOBETEIC Yia pappoyr Kal Tnv Sid-
Beon yla eknaidevon toug og Bépata pappakoyovidi-
WMATIKAG. TNV OUVEXELD, akoAouBei n mapdbeon Twv
AVTINAPEWY TWV QOITNTWV WG TIPOG TIG YVWOELG, TNV
aflohoynon tTwv o@eAwV Kat Twv eumodiwv OXETIKA UE
TNV EQAPUOYH TNG APUAKOYOVISIWHATIKAG, TIG OTACELG
TOUG €VAVTI TWV YEVETIKWY ENEYXWYV, TIC TIPOBEDELC TOUC
yla KAWVIKN €@apuoyr Toug, KaBwg Kal yla UETEKTAI-
Seuon oe Bépata @apuakoyovISIWHATIKAG Kat e€ato-
MIKEVPEVNG LOTPIKNG. TENOG, YiveTal Adyog oTnv Tapou-
oa kataotaon otnv EA\ada o€ o1t agpopd 10 poAo Tou
PAPUAKOTIOIOU OTNV EQAPUOYN TNG YAPHUAKOYOVISIW-
MOTIKAG Kal Ta TP€XoVTa TIpoypdppaTa ormoudwy (mpo-
TITUXLOKWV KAl JETATITUXIOKWV).

Enmimedo yvoewV TWV EMAYYEARATIWV VYEiag
yld TNV @APHAKOYOVISIWHATIKN

H ui0Bétnon ¢ pappakoyoviISIwHATIKAG e€apTatal og
peydaAo BaBuo amd TIC YVWOELS TTOU KATEXOUV Ol May-
YEAUATIEG LYEIAC OTO CUYKEKPIUEVO EMIOTNOVIKS TIESIO.
Y& peNéTn MOV agopd tnv AlBlomia oTnV omoia CUUE-
Teixav atpoi, pappakomoloi kal voonheutég, (Abdela
Kat ouv., 2017) S1amoTtwOnKe TWE Ol YVWOELS TWV ETTAY-
YEAUOTIWV UYEiag eival TTEpLOpIOUEVEC O Baoikd Bépata
PAPHUAKOYOVISIWUATIKAG, KaBw¢ emiong mapatnpribnke
KOl ONUAVTIKN YVWOTIKN amdkAon PeTall Twv emay-
YeEAUOTIWV vyeiag avd eldikdTnTa. Ta amoteAéopaTa TG
€PELVAC CUPPWVOUV PE T EUPHUATA AANWVY EPEUVWIV
W¢ TPOC TO XAUNAOG emimedo yvwong kal e€gdikevong
TWV EMAYYEAUATIWV VYEIQC Y10 TNV QAPUOKOYOVISIWHA-
TIkn (Elewa kat ouv., 2015; Algahtani, 2020; Frigon kal
ouv., 2019; Johansen Taber & Dickinson, 2014; Karuna
Kal ouv., 2020; Mufwambi kat ouv,, 2021). Auti n é\-
Aewpn yvwoewv mpokaAel KaBuoTtepnoelg otnv UloBé-
TNON KAl €EPAPHOYN TWV QPAPHAKOYEVETIKWV ENEYXWV
otnV KAIVIKA TTpaén, a@ou povo dia pikpn pepida yla-
TPWV €Youv emionua ekmaldeuTel Kal EOIKEIWOEL he TNV



Avaokomnon Twv avTiIAPEWV TWV EMAYYEAPATIWVY DYEIAC KAl TWV GOLTNTWV EMOTNHWV LYEIOC OXETIKA
pe v Oappakoyovidiwpartiki kat v E§atopikevpévn latpiki, oel. 20-33

ATIOTENECHATIKOTNTA TNG YEVETIKAG KaBodryynong otnv
papuakoBeparmeia (Johansen Taber and Dickinson,
2014).

ITACEIC EMAYYEANATIWV VYEiQG yia TNV XPNOL-
HOTNTA TNG PAPHAKOYOVISIWHATIKAG
2NUaVTIKO Tapdyovta yla TNV €Qapuoyn tTng Qap-
MOKOYOVISIWHATIKAG aTTO TOUG EMAYYEAUATIEC LYEiag
amoteAei Kat o Tpémog mou autoi aélohoyolv Ta o@é-
AN Kal Ta UOSIa TG EVOWHATWONE TNG OTNV KAIVIKH
mPA&N. ZUYKEKPIUEVA, O €PEUVA TTOU CUUUETEIXAV
KAWVIKOI ylaTpOi Kal Gpapuakoroloi kal agpopoloe TNV
XPron Yuxlatplkwy @apUAaKwyY, GUVOAIKA To 81% Twv
epwTNBEVTWY SlatuTwaoav TNV Armoyn 0Tl Ol YAPAKO-
YoVISIwHaTIKEG SOKIPEG Ba NTAV XPHOIUEG Yla TNV TAU-
Tomoinon KatdAnAwv Beparmeiwv kat To 71% mioteve
OTL évag @appakoyovISIWHATIKOG ENeyXOC eival Xpnol-
MOC yla TNV amo@uyr] QOPUOKEUTIKWY avtevoeifewy
(Chan kat ouv., 2017). Qot600, HéVo TO 46,4% Eviwoe
oiyoupo va mapaméupel aocBevry yia tnv die€aywyn
TWV OUYKeKpIpévwy dokipwyv (Chan kat ocuv., 2017).
Avdaloya pe To @UMNo, TNV €8IKOTNTA (YlaTpoi évavTl
(POAPUAKOTIOIWV) KAl TNV EUTTEIPIA TWV CUMPHETEXOVTWV
mapatnendnkav Sl1a@opég oTIC amavtnoelc. Npayuatt,
N CUVTPINTIKN TMAElOVOTNTA (94,3%) TWV £pWTNOEVTWY
avépepe WG Bactkd TEPIOPIOUO yla TNV €QApPUOYR
NG PAPUAKOYOVISIWHATIKAG TO KOOTOG TWV EAEYXWV,
evw TO 84,5% avnouxoUoe yla TNV €NEWPn capwv
KOTELOUVTHAPIWV OONYIWV OXETIKA UE TN XPNON TOUG,
mapoAo Tou To 98,5% Twv epwTnOEévVTwyY NBeAE va ua-
OelL MePLOOOTEPA YIA TNV EPAPHOYH TNG PAPHAKOYO-
VISIWPATIKAG péow Staré€ewv (Chan kat ouv., 2017).
AKkéOun, mapatnEnOnKe OTL Ol EMmayyeAMATIEG LYEiaC
Slatunwoav evOolaopoUg OXETIKA Pe TNV dlatpnon
TWV TTPOCWTTIKWV S€S0UEVWV TWV YEVETIKWV EAEYXWV
(Eum kat ouv., 2018) evw pévo 1o 30,1% cupwvnoav
OTL O YEVETIKOC €AEYXOC TIPETIEL VA OUUTIEPIANPOE 0TO
€OVIKO TIPOYPAUUA TTIPOCUUTITWHATIKOU EAEYXOU LYE(-
ag. Ot KAWVIKOI YlOTPOi TTOU GUMHETEIXOV OTNV Tapouoa
MEAETN e&€ppaoav TNV memoiBnon OTL N yvwon Twv
AmOTEAECUATWY TWV SOKIUWV UTTopEl va odnynoel o€
Slakpioglc (Eum kat ouv., 2018). AuTéC ol TapaTnEn-
oelc emPefalwvovtal Kal amd €KTEVH AVAOKOTINGON
(Klein kat ouv., 2017) OXETIKA UE TA TPEXOVTA TIPOYPA-
MOTa KAIVIKAG €QAPMOYNSC TNG QAP UAKOYOVISIWUATI-
KAC, O1Tou avagépovTal w¢ KUpla eumodia, TéEpav Twv
avwTépw, N eploplopévn a&lomoinon tng TME (Texvo-
Aoyiag MAnpogopiwv kat Emkoivwviag) kat n éAewpn
amo{NMIwoNg TWV OUYKEKPIUEVWY EAEYXWV.
Mp6Oeon epapuoyng ¢appakoyovidiwpartt-

KNG amod emayyeApatieg vyeiag

MapoAo mou ava@épovTtal CUXVA CNUAVTIKEC EANEIDELG
OTIC YVWOEIG TWV EMAYYEAMATIWV LYEIAC, auTtd dev dn-
MIoUpYEl apvNnTIKA OTAon amévavtl oTnv £Qapuoyn
NG POPHUAKOYOVISIWUATIKAG. MO CUYKEKPIUEVA, OTIG
poavagepOeioeg €peUVEC oL OTIOIEC XPNOIpOTIOION-
Kav yla Tnv SlEpelivnon ToU YVWOTIKOU EMITESOU TWV
EMAYYEAUATIWOV LYEiOg, HEAETAONKE KAl N OoTdon Twv
OUMMETEXOVTWY WG TTpog TNV S1dbeon yla spapuoyn
(PUPUOKOYEVETIKWV EAEYXWV OTNV KAVIKA TTPAEN Kal TO
evOla@EPOV TOUG Va eKTTAIOEUTOUV EMAPKWG O Béua-
T YEVETIKAG KAl PAPUAKOYOVISIWUATIKAG. [EVIKOTEPQ,
Ol OUYKEKPIUEVEC UENETEC TTAPOUTIACcAY BETIKO AmoTé-
Aeopa o€ O,TI apopd otnV POOeon yia KAIVIKN e@ap-
poyn TNG @appakoyoviSiwpatikne. MdaAaota, o€ épeu-
va TTOU ApOPOUCE VOOOKOMEIAKOUG (PAPUAKOTIOIOUG
otnv Zaoudikny Apafia (Algahtani, 2020), To 76% Twv
epwTNOEVTWY SAwoe 4TI Ta PAPPAKOYEVETIKA TEOT
TIPETTEL VA EQAPPOCTOUV OTNV KAWVIKN TTPAEN, mapdlo
mou 10 83% SAAwOoE MW dev gival EMAPKWE KATAPTL-
OMéVo Kal To 50% Bewpel mw¢ n voookouelakr dloikn-
on Bpioketal og Ayvola OXETIKA UE TNV EQAPHOYN TNG
PAPHAKOYOVISIWHATIKAG 0TNV KAWVIKA TTPAén. X1a idla
oupnepdopata KatéAnge HEAETN O VOOOKOUEIAKOUG
@appakomololg otn Taidavén (Karuna kat ouv., 2020).
Emmnpdobeta, og épsuva otnv MaAaioia (Mustapa kat
ouv., 2020), oTnV OToIa CUMMETEIXAV KAl EMTAYYEAUATI-
€¢ vyeiag, €de1&e mwg umdpyxel Betikry S1dBgon amoé v
TIAEUPA TWV CUMUETEXOVTWY, va uloBetnBei n papua-
KOYyoVISIWHATIKN o€ KAWVIKO emimedo aAd diatnpolv
apketéc em@uldelc. AliCel va onuewbei, mwc o€
épeuva otnv Zdapma (Mufwambi kat ouv., 2021), and
TOUG EMAyYEAUATIEG VYEIOG TTOU CUMUETEIXAV (VOOOKO-
MOl l0TPOI, PapuakoTToloi, BlolaTpIKO TTPOCWTTIKO), Ol
@appakormoloi ¢deiéav tnv mo BTk otdon amévavtl
o€ {NTAMATA PAPHUAKOYOVISIWHATIKAG, HE TOUG VOOO-
KOUOUG VA ONMEIWVOUV TNV AlyoTEPO BETIKN OTAON
avtiotolya. TéNog, o€ mMapOUOola AMOTEAECHATA KATE-
Anée kal n épevva oto Katdp (Elewa kat ouv., 2015)
TTOU OUYKPLVE TNV OTACN LATPWVY KAl PAPUAKOTIOIWY,
ME TOUG PAPHAKOTIOIOUG va eMSEIKVUOLV HeYOAUTEPN
mpoBupia yia To evOEXOUEVO KAIVIKAG EQAPUOYNC TNG
(PUPUAKOYOVISIWHATIKAG O€ OXEON HE TOUG LOTPOUC.

A&loAoynon evdiagpépovtog emayyeApa-

TIWV vysiag yia ekmaidevon og Oépata
@APUAKOYOVISIWHATIKAG

Aappdavovtag umoyn TNV ENAEIPN YVWOEWV Kal Tn Be-
TIKN 81d0eon Twv emayyeApaTIiV Lyeiag oe Béuata
PAPHAKOYOVISIWHATIKAG, Ol TpoavagepOeioeq peNE-
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TeC SlepEUVOUV Kal TO eVOLAPEPOV TWV EMTAYYEAUATL-
WV vyeiag yia tnv KatdAnAn ekmnaidevon. EldikéTtepaQ,
APA TIG TIEPIOPIOPEVEG YVWOELG, OUUPWVA HE TOUG
Frigon kat ouv., 2019, oto Kavadda undpxetl n Stabeon
anmd TNV MAElOYN@ia Twv EMAYYEAUATIWV UVYEIOG VA K-
MaAdEVTOVY, WOTE VA AloBAVOVTAL TIPOETOIUACHUEVOL VA
EQAPHUOCOLV TNV PAPHAKOYOVISIWHATIKA TNV KAIVIKN
mpdén. H evowudtwon Twv QAPUAKOYEVETIKWY TEOT
otnv SiayvwoTikr diadikacia gival o dpduog yia tnv
ebpaiwon TG e€ATOUIKEVPEVNG LATPIKAG, KAL AUTO €XEL
w¢ emakoAouBo TNV avdykn yia ekmaidevon 1600 Twv
EMAYYEAUATIWV UYEIAC, 000 KAl TWV POITNTWYV OXOAWV
EMOTNMWV Lyeiag. Ooov a@opd Toug emayyeAUATiES
vyeiag, péoa amd épeuveg otnv Aueptkn (Johansen
Taber & Dickinson, 2014), tnv Zaoudiky Apafia
(Algahtani, 2020) kat tnv ABiomia (Abdela kat ouv.,
2017), otoixeloBeteital n embupia Toug va umdp&ouv
EKTTAUSEVTIKA TTIPOYPAUUATA TTOU £0TIA(OUV OTNV XPh-
OnN QAPUOKOYEVETIKWV TEOT. TENOG, Ol CUYKEKPIMEVEG
€PEVVEC AVAPEPOLV TTWG Eival amapaitntn n avadia-
HOPPWON TOU TTPOYPAUHUATOG OTTOUS WY OE TTIPOTITUXLA-
KO Kal JETATITUXIOKO emimedo pe eloaywyry padrpatog
Tou a@opd otnV eI8IKN eKTAidEUON O PAPUAKOYEVE-
TIKA (NTAMATA, WOTE Ol POITNTEG WG MENNOVTIKOL €I
OTHMOVEG LVYEIQG va UTTOPECOUV VA EQAPUOCOUV ATIO-
TEAECUATIKA TNV QAPUAKOYOVISIWHATIKN 0TNV KAWVIKH
mpdén.

Emimedo yvwoewv oITNTWV EMOTNUWYV VYEi-
aG OXETIKA HE TNV PAPHAKOYOVISIWHATIKI
YUUPWVA PE HENETN O poITNTEC laTpikng oty lopda-
via (Alzoubi kat ouv,, 2021), SlamoTwONKe OTI UTTAPXEL
XOpNAS YVWOTIKO €MimeSo KATAA)yOvVTAG OTO CUUTIEPQ-
opa WG UTTAPXEL avAyKn avarmpooapUoYnG TOU TIPo-
ypauuatog omoudwv. Mapopola HeAETN o€ portnTéG la-
TpIKAC otnVv Toexia (Polivka kat ouv., 2014) éde1€e emiong
APKETA XapNAS yVwoTIko eminedo kal katéAn&e otnv Si-
elpuvon Twv 6PACTNPIOTATWY TTOU APOPOUV TNV Pap-
MAKOYOVISIWHATIKY) TIPOKEIUEVOU VA UTIAPEEL OXETIKN
evalcOnrtomoinon. e dAAn épeuva otnv lopdavia kait
v Autikr} Ox0n tng MaAatoTtivng (Jarrar kat cuv., 2019)
otnv omoia cupueteixav @oitnTéq OaPUAKEUTIKAG, TO
eminedo yvwoswv ATav Pétplo, evw 1o idlo €deiée kal
MENETN O€ QPOITNTEC OXOAWV EMOTNHWVY LYEiag ota Hvw-
péva Apafika Epipdta (Rahma kat ouv., 2020). Xtnv
TeheuTaia pehén, SlatunmwOnke Mwg urpxav PeYAAeC
YVWOTIKEG S1aPOopEC PETAEL TWV POITNTWV avaloya e
10 emimeSo oMoV WV TOUC (TPOTTITUXLAKO, UETATITUXLOKO,
K.0l.) KOl € TO TTPOYPAUMA OTTOUSWY TOU TUAATOC TTOU
@ottouv.
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A&1oAO0ynon Twv wPEAEIWV TNG EQAPHUOYNG
NG PAPHAKOYOVISIWHATIKNAG A0 POITNTEG
EMOTNHWV VYEiQG

JUppwva pe épeuva og @oltnTéC latpikng kat Gapua-
KEUTIKAG oTnv Malawoia (Siamoglou kat ouv., 2020),
ol ouppeTéxovTeG aflohdynoav BeTikd Ta oQEéNN TNG
€EATOUIKEVEVNC LATPIKNE OTNV Slaxeiplon piag vooou
(disease management). El01kOTEPQ, TTEPiTTOU TO 80% TWV
OUUUETEXOVTWY CUHPWVNOAV OTL Ol YVWOELG OXETIKA UE
TIC EQAPUOYEC TNG €EATOMIKEVPEVNG LOTPIKAC, OTIWE N
(POPHAKOYOVISIWHATIKA, €ival Xpnolueg otn Slaxeipl-
on piag vooou (m.x. mpdAnwn, didyvwon kat Bepameia).
XtV idla épeuva éyive kal SlEpelivnon TwV OPENWDV
otnv Slaxeiplon Twv @apudkwyv (drug management).
Ot OUPPETEXOVTEG PAVNKE VA TIIOTEUOULV TIWG N PAPHa-
KoyovISIWwHAaTIKY umopei va amodelxBei amoteAeopatt-
Kn yla Stagpopa {ntrpata mou anmtovtal Tng dlaxeipiong
@appdkwy. Ot TEPIocOTEPOL PoITNTEC BEWpPOoUV WG N
EPAPUOYN TNG PAPHUOKOYOVISIWHATIKAG aufAvel Tnv
PAPHUAKOAOYIKH arTOS00N Kal HEIWVEL TIG AVETIOUUNTEC
EVEPYELEG TWV Pappdkwy. Emiong mapep@epeic ntav
KAl Ol AMAVTACEIC TWV QOITNTWV TTIOU apopoucav TNV
peiwon TNG cofapotnTag Twv avemOUUNTWV EVEPYEL-
WV, TNV peiwon Twv €€00wWV 10TPOPAPUAKEUTIKNG TIE-
PiBaAPNC Kal TNV peiwon ouxvotnTag €APOEWVY Wiag
vooou, pe TTOAD Alyoug goltnTég va Slagwvolv He au-
TEG TIG amOYelG. AKOUN, OE €peuva O QOITNTEG laTpIKAg
otnv lopdavia (Alzoubi kat ouv,, 2021), autoi avépepav
WG HENNOVTIKEG TIPOOOOKIEG amd TNV epapuoyn NG
POPHAKOYOVISIWHATIKAG KUPIWG TNV OTTOTEAECUATIKN
€MAOYN @ApPUAKoU 1} 60oNE Kal TIG PEIWUEVES avemBU-
MNTEC eVEPYELEC (TO 81%). & AAAN €peuva otnv EANAda
(Siamoglou kat ouv., 2021), o1 POITNTEG TTOU CUUUETEI-
XAV, TTOPA TO OXETIKA XAUNAO YVWOTIKO €mimedo yla Tnv
YEVETIKN KAl TNV QOPUAKOYOVISIWHATIK, Bewpovoav
OTlL N @appakoyoviSiwpatiky SUvatal va CUVEICPEPEL
onuavtika otnv dlaxeipion piag vooou.

EmmpooBeta, €yive kat aflohdynon Twv oQeAwV
mou amokopifovtal and Tov €AEyX0 TOU TTIPOCWTTIKOU
yoviSlwpatog mou yivetal ameuBeiag otov acBeviy wg
«Sl0yvwoTikd epyaleio». ITnv épguva otnv Malaicia
(Siamoglou kat ouv., 2020), ot @oITNTEG SAwoAv apKe-
TA TIEMEIOEVOL OXETIKA E TA OPEAN TOU PAPUOKOYEVE-
TIKOU ghéyxou, 181aiTepa O O,TL APOPA TNV EVNUEPWON
UQIOTAPEVWY KAl LEANOVTIKWVY KATACTACEWVY UYEIQG TwV
61wV 1} TWV OIKOYEVEIWV TOUG KAl TA PUCIONOYIKA Xapa-
KTNPIOTIKA TouG. Emiong, ol ocupuetéxovteg Srihwoav
TIWG TMOTEVOUV OTNV XPnolpndTtnTa tou ameubeiag dia-
YVWOTIKOU €AéyXou yia {NTAMATA KANPOVOUIKOTNTAG.
EmmpdoBeta, o mapopola épeuva oTo Xovyk Kovyk
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(Cheung kat ouy, 2021), T0 66% TwV POITNTWV YVWPEIE
TNV UTapPE&nN YEVETIKOU TEGT TOU TTPOCWTTIKOU YOVISIWUA-
TOG, Kal JAAIOTA ATTOTUTTWONKE N TTPOBEcN amod To Yeya-
AUTEPO HEPOG TWV CUUUETEXOVTWVY va uttoAnBoulv oe
TIPOCWTTIKO YEVETIKO EAEYXO Yla va TTPoAEPouV Kamola
peNOVTIKA aoBévela, woTe va AdBouv TIG KATAANAECG
ano@doelc mpog amo@uyn. BéBala, otnv dla épguva
TAvw amo To 50% Twv @oITNTWV EKSAAWOCAV apvNTIKA
0Tdon Yla TOV TIPOOWTTIKO YEVETIKO EAEYXO OTNV TiEPi-
MITWOoN avemBUuUNTWV amoTteAeouaTwy, d1dTt ailobdavo-
VTal TTWG AUTO Ba €xel NOIKEC KAl KOWVWVIKEG OUVETTELEG
otnV KaBnuepvoTNTA TOUG.

Epmodia oXeTIKA PE TNV EQAPHOYN TNG Pap-
HAKOYOVISIWHATIKAG ATIO POITNTEC EMOTN-
HWV vyeiag

Ot avnouyieg Twv @oltnTwy Kal Ta eumddia InG epap-
MOYNG TNG YEVETIKNG 0TNnV €§atouikeupévn Bepaneia
€XOUV KOTAYPAPEI OE OPKETEC EPEUVEC. 2€ MENETN
otnv lopdavia (Alzoubi kat cuv., 2021), n nMAsloYn-
eia Twv eoltnTwyV Bewpel wg KUPLo TMPOBANUA otV
£QAPUOY TNG QAPHAKOYOVISIWUATIKAG TO uPnAd
KOOTOC TWV (PUAPUAKOYEVETIKWV TEOT. AkoAouBouv
w¢ eumodia, n ENePN KAIVIKOV odnylwy, n meplo-
plopévn yvwon Kal evalodntomoinon katl n éNAewn
ao@AALOTIKAG KAAUYNC. ANNoL Aoyol rou gumodilouv
NV EPAPHOYN TNG PAPUAKOYOVISIWHATIKAC ARG all-
oloyouvTal w¢ AlydTEPO ONUAVTIKOL €ival: N ENAeIPN
Xpovou kal mopwv ekmaideuong acBevwy, n kKaBuoTé-
pnon ota amoteAéopata yia tnv dlapudpewon tng
Bepameiag Kat To AyXog TwV AoBEVWVY YIa TA ATTOTENE-
opata Twv eAéywv. Kamolol CUPETEXOVTEG, ETiONG,
MOTEVOUV OTI TA ATIOTEAECHATA ATTO TA PAPHUAKOYE-
VETIKA Te0T Sev Ba emnpedocouv TNV TeAK Slapop-
pwon ¢ Bepareiag, evw MOAU Aiyol itav ekgivol Tou
mMoTeVoLV OTL 0 TTOANITIONOC Kal n Bpnokeia Toug emn-
peddouv TNV eQapUoyn TNG PAPUAKOYOVISIWUATIKAG
otnv KAWVIKA mpdaén otnv Bépela lopdavia. Akdun, o
AA\n épeuva otnv ON\avdia (Bank kat ouv., 2018), ol
portntég Qappakevtikig, SiAwaoav évtovn avnouyia
Y10 TO OTI Ol AOQANIOTIKEG TAIPEiEC Oa umopovoav va
ouvaydyouv Tov yovoTuTtio evog acBevouc e fdaon to
@dpuako n tn 66on mou Tou cuvtayoypageital. Evto-
VN avnouxia Kataypda@nKe Kal yia 1o eVOEXOUEVO TTOU
Ta amoteAéopata xpnolgomolinbolv and pn mMoTo-
moinuéva datopa/@opeic, Kabwg emiong Kat yia tny mi-
Bavétnta ta anotedéopata va deifouv mpodiabeon
yla dA\An vooo. Ot goltnTég eixav NmOTEPES Avnou-
Xi€C OXETIKA pE TO evOexOUeEVO amouaiag KATAMNANG
PAPUAKEVTIKNAG Aywyn¢ yia Kamolov acBevr, evw O1-

atuTWoAv Kal avnouXieg yia PUXOAOYIKEG EMITTTWOELG
OTOUC A0BEVEIC KAl TIC OIKOYEVELEG TOUG, Yia ENAEIYPN
ISIWTIKOTNTAC KAl EUMIOTEUTIKOTNTAG Kal OépaTa amo-
{NUiWOoNC PAPHUAKOYEVETIKWY TECT ATTO TA AGPAAIOTI-
KA Tapeia (to 21,6% SNAWOE WG TTPETEL VA UTTAPXEL
TAvTa ac@aloTIKA KAAuyn). TEhog, oto Xovyk Kovyk
(Cheung kat ouv., 2021), Ol CUPETEXOVTEC OE €peuva
OXETIKA UE TNV EQAPHOYHN TWV YEVETIKWV EAEYXWV &N-
Awoav nw¢ mépa amd Ta {NTHPATA EUTTIOTEVTIKOTNTAG
Kal Katamdtnong tng mpoowmikwv dedouévwy, @o-
BouvTadl TOV KOIVWVIKO OTIYMATIONO TNV TTEPIMTWON
€vOC SuOEVOUC ATTOTENECUATOC YEVETIKOU ENEYXOU.

ZTACELG POITNTWYV EVAVTI TNG EQAPHUOYNG YE-
VETIKWV EAEyXWV

YTIApXouv apKeTEG PENéTEG TTOU Slepeuvolv Tn otdon
TWV QPOITNTWV EMOTNUWY VYEIOG WG TTPOG TNV XpHon Twv
YEVETIKWV SOKIUWV. & €pguva otnv Boovia-Epleyofivn
(Mahmutovic kat cuv., 2018), ol @oItNTEC BlolaTPIKWY
emMoTNUWV ekdNAwoav Betikr S1d0son w¢ TPOC TOUG
YEVETIKOUG EAEYXOUG KAl TNV EEATOUIKEVEVN LOTPLKT, HE
TO 57% TWV POITNTWV VA AVAPEPEL TIWG N EPAPUOYH TWV
YEVETIKWV EAéyXwV 0TV KAIVIKR TIPA&n €ival éva moA-
A& UTOOXOUEVO HOVTENO 1ATPIKAG TTepiBaAYNG. Emiong,
o€ ouvageic peléteg otnv lopdavia kat tnv MNMaAaiotivn
(Jarrar ka1 ouv., 2019; Alzoubi kat cuv., 2021), ol poITNTES
DOappakeuTIKnG ekddwoav Betikr otdon. Mdhiota, n
TAEOYPNPIa TWV CUPPETEXOVTWY SHAWOCE TTWG evOlaPE-
PETAL VO PABEL TIEPIOOOTEPA OXETIKA LIE TNV PAPHUAKOYO-
VISIWHOTIKA Kal €xel S1IA0e0N yia KAWVIKE EQAPUOYN TNG
OTO MENNOV.

e npoéogatn épguva otnv EANGSa (Siamoglou kat
ouv., 2021), ol PoITNTEC Mapousiacav BETIKN YVWHUN WG
TIPOG TNV ATTOTEAECUATIKOTNTA KAl XPNOILOTNTA TWV YE-
VETIKWV SOKIUWV 0TNV €EATOUIKEVEVN LATPIKT. AKOUN,
o€ neAétn oto New Jersey Twv H.M.A (Cariolan kat cuv.,
2019), peydho mooooTo goitntwv OappakeuTikAg dia-
TUNMWoe TNV dmoyn Mwg Ol YAPHAKOYEVETIKOL ENeYXOL
gival éva Xpnolpo gpyaleio yla Toug @apuakornoloug,
aM\d oTo Tpdypaupa omoudwv Sev UTIAPXEL EMAPKNG
TIPOETOIACIA WOTE Va gival EQIKTHA N HEANOVTIKH EQap-
poyn. MdAiota, o€ épeuva otnv OMavdia (Bank kai ouv.,
2018), 6ol ol CUMUETEXOVTEG SAWOAV TTWE TIIOTEVOLV
oTNnV évvola TNG UHEPIKWS KANPOVOUIKAG amdkplong o€
PAPHAKA, EVW N TTAEIOVOTNTA AUTWV BEwpnoe MW €vag
(POPHAKOYEVETIKOG €heyxog Suvatal va meplopilel ta
@awvépeva AavBaopévng emioyng @appdkou Kat 66-
ong, cuPBAAEL oTnV €0peoN TNG MO AMOSOTIKAG SOoNG
KOl PAPHUAKOU Yla Tov KABe opyaviouo Kal TTPOKAAEL TIG
AYOTEPEC TTOPEVEPYELEC.
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MpoBéoeig @oiTNTWV yia EQAPHOYH TNG
@APUAKOYOVISIWHATIKAG

Ot @oItnNTéC amoTeNoUV TNV MENNOVTIKA YEVIA €mMIOTN-
péVwWV vyeiag kat cuvenwg, I1aITEPO eVOIaPEPOV €XEL N
MENETN TwV TIPOBECEWV TOUG WG TTPOG TNV EQPAPHOYH TNG
(POPHUAKOYOVISIWHATIKAC OTNV KAWVIKA TTPA&N. XTn ouoTn-
MaTIKA avaokomnon Twv Talwar kat ouv. (2019) avagépo-
VIOl TPEIC MENETEG OTIC omoieg a&lohoyriBnke n mpdBeon
TWV QOITNTWV EMOTNUWY UYEIDG VA €QAPPOCOLV, HEN-
AOVTIKA, TIC YVWOEIG Kal SeELOTNTEC TTOU ATTIEKTNOAV KATA
NV SIAPKEIQ TWV OTTOUSWV TOUG OXETIKA e TNV MEVETIKN
KAl TIC EQAPMOYEC TNG EEATOMIKEVUEVNC LOTPIKAC. MeTaly
TWV TPIWV PENETWY, S0 €5€1€av OTATIOTIKA ONUAVTIKEC
au€AOELC 0Ta TOCOOTA TIPOOECNC TWV POITNTWY, CUYKPI-
VOVTOC Ta amoteAéopata g S1dbeong yia epapuoyn
TIPIV KAl PETA TNV OXETIKN eKMaideVOT TOUG.

Y& d\\n épeuva (Lee kat ouvv.,2015), T0 80% TWV YOI-
TNTWV UETA TNV eKTaidevon SHAWOE TNV CUPPWVIA TOUG
WG TIPOG TNV EVEPYN CUMUETOXN TOU (PAPHAKOTIOIOU
OTNV EVNUEPWON TWV A0BEVWY OXETIKA HE TIG PAPUAKO-
YOVISIWHATIKEG SOKIUEC, TO 82% SAWOE TIWC Ol PapUa-
KoTToloi TIPETEL va €xouv TPdofacn ota amoTeAéopata
TWV QAPUAKOYOVISIWHATIKWV EAEYXWV TwV acBevwv
TIOU TIPETEL Va Xpnolpornoinfolv otnv KAVIKN Tpdén,
T0 77% SNAWOE TIWE Ol PAPUOKOTIOLOl TIPETIEL VO OUE-
TEXOUV OTNV eKMAIGEVON AANNWV ETTAYYEALATIWV LYEIOG
OXETIKA PE TOUG PAPUAKOYOVISIWHATIKOUG EAEYXOUG Kal
TéNOG, T0 62% Oewpei amapaitnTn TNV UTTAPEN UTTOXPE-
WTIKOU JaBAUATOC PAPHAKOYOVISIWHATIKAG OTO TIPO-
YPAUUA OTTOUSWV TWV PAPUOKEUTIKWV oXoAwv. Emiong,
ol poltnTég og ouvagn épeuva (Coriolan kat ouv.,2019),
unoothplEav o€ moooato 81%, 6TL N pappakoyoviSIw-
HATIK ammOTEAEL XPriOIHO EPYANEIO YIa PAPHUAKOTIOIOUG
Kal AANOUC emayyeAHATiEC Lyeiag Kal Ba pmopouaoe va
xpnotpomoinBei yla t BeAtiwon TG amoTEAECUATIKO-
TNTAG TWV QAPHUAKWY 1 TNV TTPOANYN avemOuunTwv
evepyelwv. MAaAlota, o 63% Bewpovoav 6T gival ava-
TOOTIAOTO UEPOG TOU ETTAYYEAUATOC TOU PAPUAKOTIOIOU
Kal 10 61% avTIAN@ONKe OTIL N PAPUAKOYOVISIWUATIKNA
MTTOPEL va €ival avamdomacTo HEPOC TNG EMAYYEAUA-
TIKAG TIPAKTIKNG TOUG WG MEANOVTIKOI (POPUAKOTIOLOI,
EVW TO 69% TTPoEPRAePav OTI UTTOPEL VA AVTIUETWITIOOLV
EPWTNAMATA TTOU oxeTi(ovTal PE TN PappakoyoviSIwHa-
TIKN Katd tn S1dpKELa TNG EMAYYEAUATIKAG (WG TOUG WG
(PAPHOKOTIOLON.

MpdOBeon yia petekmaidevon Twv @oITNTWV
GTNV QAPHAKOYOVISIWHATIKA Katl TnV e§ato-
HIKEVUEVN Bepaneia

EKTOC ammo TNV mpoBeon Twv QOoITNTWV va UI0BETHooUY
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TIC MEBOSOUC PAPUAKOYOVISIWUATIKWV ENEYXWV OTNV
KAWVIKR TTpdén, ival onuavtiké va dlepeuvnBel kal n
MPOBECN TWV POITNTWV VA CUVEXIoOLV TNV ekmaideuon
TOUC OTNV QAPUAKOYOVISIWUATIKA Kal TNV €EATOMIKED-
MEVN 1OTPIKN, WOTE HEAOVTIKA va €ival o€ eTolpndTNTA
va TNV €QApUOCOLV oTnV KAIVIKA TPA&n. Zuppwva
pe €peuva o€ @oitnNTEG DAPUAKEUTIKAG OTNV APEPIKN,
mepimov 75% amnod toug epwtnBévieg SAwoav OTL N
(POPHUOAKOYOVISIWUATIKA TIPETTEL VA KAAUTITETAL AETITO-
HEPWG O€ OAA TA TTPOYPAUHATA OTTIOUSWV TWV CXOAWV
DOappakeuTikng. Qotéoo, Yovo 1o 40% Bewpnoe OTL
armoTeNoUCE PEPOC TOU TTPOYPAUMATOC OTTOUSWV TOUG
KaTd TNV @oitnon otnv OappakeuTikn. EmmAéoy, 51%
CLUPEWVNOAV OTL OL TEAEIOPOLTOL Ba TIPETTEL VA £XOUV OU-
OlOOTIKA YVWON TN @APHAKOYOVISIWUATIKAG TPV TNV
amogoitnon Toug Kal 56% SrAwaoav TI¢ TPOBETEIC TOUC
va evnuepwvovTal BIBAOYPAPIKA OXETIKA UE TN YAPHa-
KoyovISIwHATIKA META TNV amogoitnor toug (Coriolan
Kal ouv., 2019).

AKOUN, o€ AAAN €pELVA OE POITNTEC EMOTNUWYV LYEIQG
ota Hvwpéva Apafikd Eppdta (Rahma kat ouv., 2020),
ol ouppeTéxovteg Srihwaoav mpodbupol va ekmatdeutouv
oTNV €EATOMIKEVMEVN 1OTPLKN KAl TIG EQAPHOYEG TNG,
OTIWE N PAPUAKOYOVISIWUATIKY, Kal TOVIoAV W¢ TIPo-
TIUNTEEC MEBOSOUC HENNOVTIKNG ekmaideuong, Ta &p-
YAOTHPLa, TA OEUIVAPLA KAl TNV TIPAKTIKA doknon ota
OUYKEKPIUEVA EMOTNUOVIKA avTikeipeva. Ot @oltnTég
a&lohoynoav Tig SIadIKTUAKEG TINYEC EMUOPPWONG WG
TPITN KATA OElpd €KMAISEVTIKY) TIPOCEYYION, N omoid
MITOPE( va CUUBAANEL OTNV AVTILETWTITION TOU TTAPOVTOG
KeEVOU OTn yvwon. H OUyKeKpIuévn PENETN KATOANYEL
otnVv mpéTacn yia Snuiovpyia autévouwy Habnudtwy
oLVAQPOUC AVTIKEIMEVOU E TNV EEATOUIKEVUEVN LOTPIKA
TOOO Yla TPOTTUXIAKOUG 000 KAl YO HETATITUXIOKOUG
(POLTNTEG EMOTNHWV UYEIOG.

EmmAéov, o€ pehétn Siepelivnong Twv amoPewy Qol-
TNTWv OAPPOKEVUTIKAG OXETIKA UE TNV QaPHAKOYyoVISI-
wpatikg otnv lopdavia kat Tnv Autikr MNaAatotivn, ot
epwTNBEVTEC SNAwOoav og TooooTd 92,7% MW eVOlaPE-
povTal va pdBouv TIEPICOOTEPA OXETIKA UE TNV PAPUa-
KOYOVISIWHATIKY, EVW To 82,4% autwv ATav mpodupol
Va EQAPUOCOUV (PAPMUAKOYOVISIWUATIKOUG EAEYXOUG
oTtNV KAWIKN €pyacia Touc. Qotoco, and 1o cUVOAo
TWV EPWTNOEVTWY POVO TO éva TPITO auTtwyv emMBuUpOU-
o€ va SIEVPUVVEL TIC YVWOELG TOU OTO EMOTNUOVIKO auTod
QAVTIKEIUEVO HEOW TTAPAKOAOUONONC KATIOIOU LETATITU-
XI0KOU TIpoypdppatog (Jarrar kat ouv,, 2019). Téog, o€
ouvagn HEAETN O€ TTPOTITUXIAKOUG QOITNTEC SlAPopwV
MavemoTtnuakwy oXoAwv oto Xovyk Kovyk (Cheung
Kal ouv., 2021), MOAIG TO 12% TWV CUUUETEXOVTWY &N-
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Awoav OTL evleXopévwe va cuvéxL{av TIG OTTOUVOEC TOUG
KAVOVTAC UETATITUXIOKO OTNV €€OTOUIKEVMEVN 1ATPIKNA
Kal WAAIOTA TO TTOCOOTO AUTO aiveTal va pnv Slapépel
METAEY TWV ATOHWY UE SIAPOPETIKO EKTTAUSEUTIKO UTIO-
BaBpo, apou To TOCOOTO TWV TTPOTITUXIAKWY (POITNTWV
armo TIC OXOAEC EMOTNUWY UYEiaG Tou evdlagépovTal va
KAVOUV UETATITUXIOKO OTOV TOMEA TNG EATOMIKEVUEVNG
LATPIKAG eival eEAdytota uPnAdTePO, 16%. H épeuva autn
Aotmév KataAryel 0Tt ivat SUOKOAO YLa TOUG TIPOTITUXI-
AKOUC QOITNTEC va avanTtuEouv évtovo evOlagEépov o€
Bépata e€ATOUIKEUUEVNC LATPIKNC OTTWC PAPHUAKOYOVI-
SIWUATIKAG KAl YEVETIKWV EAEYXWV AOYW EANITTOUC YVW-
ongG. Auto ektipdtal 6tL emnpedlel Tnv MpdBeor Toug va
a0X0ANB0oUV e OXETIKEC OTTOUSEC OTO ENNOV, KATL TTOU
empBePawwveral amd 1o xapnAd mocootd npdbeong Twv
POITNTWV VA AKOAOUBGOUV TNV CUYKEKPIUEVN KATEU-
Buvon omoudwv e€elbikevonc.

PAAog TOU papHaKOTIOI0U 0TV EQApPHOYN
™¢ Oappakoyovidiwpatiking otnv EAAGda
O pappakormoldg Siadpapartilel éva kopPikd pdho otnv
KAIVIKH) €EQappoyr} TNG QAPUOKOYOVISIWHATIKAG, Xapn
otn duvatdtnTa Tou Va TIPOCAPHUOLEL TN PAPHUOKEUTIKNA
Bepaneia Twv acbevwv pe yvwpova Tig Slabéoipeg ye-
VETIKEC TANpo@opie (Elewa & Awaisu, 2019). EldikoTe-
Pa, TO EMAYYEAUA TOU QAPUAKOTIONOU €XEL KAOBOPLOTIKO
POMNO GTNV £PEUVA KAL TNV EQAPMOYH TIPOCEYYICEWV Yia
TNV KAtavonon Twv mapayovIwy Tou PeTaaAouv Tnv
amoKpIon TwWV acBevwWV OTN QAPHUAKEUTIKY aywyry Kat
obnyouv otnv BeAtiwon tng mepiBaAPng Twv acbevwv
(Hicks et al., 2019).

>tnv EAAN&Sa Sev mapatnpeital pla avtiotolxn evepyn
EQAPUOYN TNG PAPMUAKOYOVISIWHATIKAC OTNV KAWVIKA
mPA&N, KaBwg 0 KAIVIKOC XOPAKTPAG TOU (PAPUAKOTIOL-
ov Sev ival 1Glaitepa avamtuypévog kat Stadedopévoc,.
A&iCel va avagepbei mwg 0 pONOC TOU PAPHAKOTIOIOU
OXETIKA UE TNV EQAPUOYH TNG PAPHUAKOYOVISIWHATIKAG
Kal TNG EATOMIKEVUEVNG LATPLKAG dev eival capwg opl-
OMéVOG VOUIKA oTtnv EANGSa. Z0u@wva Pe TNV umoupyl-
Kn anmogaon 27057/2019 (MEK 1355/B/19-4-2019), opi-
Cetal emionpa n atpikr £I0IKOTNTA TNG EPYACTNPIAKNG
YEVETIKNG KAl aVAAVUETAL N 0UOTAOCN TOU EKTTAIOEVUTIKOU
TTPOYPAUMATOC TNG. MEPOC TNG OUYKEKPIUEVNC EISIKO-
™NTOG amoTeAEl Kal n ekmaideuon oTNV QAPUAKOYOVI-
SlWHATIKA Kal TNV 1aTPIKN akpifeiag, otnv omoia Opwe
€xouv TNV SuvatoTNTA VA CUPHETEXOUV Ol £XOVTEG TITU-
xio Blohoyiag, Moplakng Biohoyiag kai MeveTikrg, Bioxn-
peiac kal Biotexvoloyiag, latpikng A.E.l, amokAgiovtag
Katoxoug ntuxiwv OappaKEUTIKAG OO TO VO CUMLE-
TEXOUV OTNV €16IKOTNTA TNG EPYACTNPIAKAG YEVETIKAG.

MapoAa autd, yla Toug GAPUAKOTOIOUG UTTAPXOLV [a-
Orjpata cuvagEoUC EMOTNOVIKOU AVTIKEIUEVOU OE TIPO-
nituxlako eminedo kabwg emiong kat n duvatrdtnta yia
TEPAITEPW EKTAIGEUON OTNV PAPHUAKOYOVISIWUATIKA
Kal TNV e€atopikeupévn Bepareia péow MoIKiAwv peTa-
TITUXI0KWV TTPOYPAUMUATWV.

Mpoypdaupata ekmaidevong golTnTwy Kat
@apupakomolwv otnv EAAGda
Aertoupyouv Tpia TuAnata QApPAKEUTIKAC oTnV EAAG-
Sa: oto EBvikd Kamodiotplako Mavemotrpio ABnvwv
(EKMA), oto Aptototéhelo MavemoTtriuio @ecoalovikng
(ANO), kat oto MavemotAiuo Matpwv (Mav. Matpwv),
oTa omoia ol YoITNTEC pmopouv va AdPBouv ekmaidsuon
Kal 0Tov KAAS0 TNG QappakoyovISIwHATIKAG/ e€aToul-
KEUPEVNC 1OTPIKAC. MENETWVTAC TO TIPOYPAA OTIOU-
Swv TwV ENNVIKWV autwVv TUNUATWY OapUAKEUTIKAG,
mapatnPRONKe Tw¢ o€ TPOTTUXLAKOS emimedo To padn-
pa TNG @APUAKOYOVISIWUATIKNG UTTAPXEL o€ SUO amod Ta
Tpla TUAMATA €iTE WG HABNUa emAoyrig 6w oto AlMNO
pMéow TOU MaBripatog «DapUaKOYOVISIWUATIKA Kal
E€atopikeupévn latpikn» €ite WG UTTOXPEWTIKO HABnua
onwc oupPaivel oto MavemoTrpio MNatpwv He To Hadn-
pa «Moptakrn) Mevetikn kat QapuaKOYOVISIWHATIKI».

MEAETWVTAC TA TTPOTITUXIAKA TTPOYPAUUATA OTTIOUS WV
W¢ PO TNV UTTAPEN R OXt MABAUATOC EEATOUIKEVUEVNG
LATPIKNG/ QAPUAKOYOVISIWHATIKAG ATTO TIG ETTTA OXOAEG
latpikng otnv ENAAda, mapatnpriBnke ot oxeddv og 6Aa
TA TUAMATA Ol POITNTEG £XOUV WE UABNa (site uTtoxpe-
WTIKS €ite emAoync) TNV «latpikry FEVETIKN», EKTOC Ao
v latpik XxoArj Tou Mavemotnuiov Kpntng (M.K.),
evw o€ KABOe oxoAr} UTTAPXEL Kal KATTolo emMmPOcBeTo
pdOnua oxetikd pe to avtikeipevo. Ma mapdadelyua,
otnv latpikry XxoArj Tou Anuokpitelou MNavemotnuiou
Opdkng (A.N.0) undpxel To padnua emoync «Oappa-
KOYEVETIKN», oTnVv latpikn) XxoAr lwavvivwv umdpyel
avTtioTtolxa To pabnua emioyng «®apupakoyoviSiwuati-
KA» Kat otnv latpiki ZxoAri ABnvwv (E.K.MN.A) n «latpl-
KA Akpieiac» w¢ padnua emAoynic. Amd Tn oUVOAIKA
OUYKPITIKA] MENETN TWV TTPOYPAUHUATWY OTIOUSWV TwV
TUNUATwY latpikig kat @appakeutikng otnv EAAGSq,
TapaTnEEiTaL OTL 0TA TTEPLOOOTEPA TUAMATA UTTAPXOUV
Slapopa padnuata oxetikd pe tnv Oappakoyovidiwpa-
TIKN Kal TNV E€atopikeupévn latpikn gite autolola eite
W¢ ME€POC TOU pabrjpatoc tng Mevetikng. Autd cupPaivel
kabw¢ n OapuakoyovISIWUATIKY amoTteAel UTTOKAASO
NG MEVETIKAG Kal TNG YOVISIWUATIKAG, AoV UEAETA TOV
TPOTIO UE TOV OTTIOI0 N YEVETIKA oUOTAON EVOG ATOUOU
kaBopilel Tnv avtidpaor] Tou og SlaPopa PApPUaKA.

Y& YETATITUXIOKO €mimedo, uMdpXouv KATola OXETIKA
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TIPOYPAUUATA HE OUVAPEG AVTIKEIPEVO. XTNV laTpikn
YxoAr tou EKIMA vpiotatal To peTamTuxlako mpdypapl-
pa «latpikn Tevetikr: KAvik kai Epyaotnplakr Ka-
TeVBuvony. Avtiotolxa, otnv latpikr XxoA lwavvivwv
al\a kat v latpikn Zxohr) Oecoaliag, UTTAPXOUV TIPO-
YPAUUOTA HETATTTUXIAKWY 0TTOUSWV 0TNV MEVETIKN. AKO-
pn, otnv latpiki kat otn Oappakeutik IxoAn A.M.0.
UTTAPXEL TO SIATUNUATIKO PETATITUXIOKO TTIPOYPAUHA HE
Titho «latpikr AkpiBeiacy. Téhog, oo Mav. Matpwv on-
Mioupynbnke mpéo@ata 10 SIOTUNUATIKO TIPOYPAMMA
petantuxlakwyv omoudwv otnv «E€atopikeupévn latpt-
Kf» He ouvepyacia Twv Tunudatwy tng latpikig kat Tng
DapUAKEVTIKAG.

Zu{Atnon

H Slgpevivnon Twv avTIAPEWV EMAYYEALATIOV UYE(-
ag (YlaTpwy, @apUaKoTIoIWV K.a.) KAl TWV (POITNTWV O
OXOAEC ETOTNMWY UYEIOG Yia BEUaTa TOU agopolv TNV
€COTOMIKEUPEVN LATPIKN KAl TN QAPHUOKOYOVISIWHATIKN
éxel 101aitepo evlla@épov, apol Ol CUYKEKPIUEVECG El-
SIKOTNTEC EUTAEKOVTAL AUECA OTNV KAIVIKL EQapUoyr
™G PAPUAKOYOVISIWMATIKAC. Ol EMOTAUOVES UYEiag,
OTIWG KAl Ol POITNTEC WG MEANOVTIKOL EMIOTHMOVEG, Ka-
Aouvtal va a&lohoyrioouv Tnv Katdotaon evog acbe-
VoUg, va ouoTrioouV Tnv Sie€aywyr EVOg QapUOKOYOVI-
SlWHATIKOU EAEYXOU, VA EPUNVEVCOULV TA ATTOTEAECUATA
TOU Kal va TTPOTEIVOUV TNV KATAANAN QAPUAKEUTIKH
aywyn He Bdon autd. Ta o@éAn ou TPOKUTITOUV aTtd
TNV EVOWPATWON TNG QOAPHAKOYOVISIWUATIKAG OTNV
Bepaneia Tou kABe MACKOVTOC €ival OCNUAVTIKA, KABWE
BeAtioTomoloUv TNV amOKPIoN TOU OpPYavICHOU OTnV
(POAPUOKEUTIKA aywyn, vw mapdAAnAa yivetal dpeoa n
€mMAoyN TN AoPAAEOTEPNG EVANNAKTIKAC Oeparmeiag pe
TIC AlYOTEPEC TIOPEVEPYELEC.

Ava@opikd PE TOUG eMayyeAUaTieC vyeiag, mapatn-
PEITal XAUNAO €MMeS0 YWWOEWV OXETIKA TNV PAPUA-
KOYOVISIWUATIKY, ME amOTENEOUA, VW BewpPOUV TOUC
(POAPUAKOYOVISIWUATIKOUG eAéyXoug Idlaitepa Xpriol-
pou¢ otnv Slapdpewon ¢ appakoBeparnsiag va pnv
aloBdavovTal £TOIOL VA TOUG EQAPUOCOUV OTNV KAIVIKH
mPA&N. H ENAelPn €TOIUOTNTAG TTPOKUTITEL WG ETTAKOAOU-
B0 NG ENMITTOUC OXETIKAG BeWPNTIKAC KAl EpyacTnEla-
K¢ Katdptione. MapdAa autd, To yeyovog OTl ol emay-
yeAuatieg vyeiac avtihapBdvovTal TNV avemdpKeld OTIC
YVWOELG TOUG OXETIKA UE TNV QAPUAKOYOVISIWHATIKA
Snuioupyei v emBupia va empopewbolv 010 OU-
YKEKPIUEVO avTikeipevo. MANIOTa, yivetal cuxvd AGyog
ya v dlaitepn S1d0eor Toug va eKMaISEUTOVY, WOTE
va gival og Béon va UmopoUlV va TTAPEXOLV TNV LATPLKNA
UTTNPEGIA TOU PAPHAKOYOVISIWUATIKOU EAEYXOU KAl TNV
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0pBN EPUNVEIX TWV ATTOTEAEGUATWY TOU.

Ta Bactkétepa eumodia yla Tnv epapuoyn TG eap-
MAKOYOVISIWHATIKNAC TNV KAIVIKA TTPAEN amote ol To
KOOTOC Sle€aywyng Twv eEAEyxwy, N ENEIPN KATAAANAWY
KateuBuvTplwy 0dNyLWY, N Slac@Alion TG TPOCTACI-
ag TwV MPOCWTIKWV SeSopévwy aAAd Kal TWV YEVETIKWV
armoTeAeCUATWY, KABWCE Kal 0 OLOC Yia OTIYUATIONS OF
evOeEXOUEVO apVNTIKOU amoteAéopatoc. Mapolo mou
Ol PAPUAKOYOVISIWHATIKOL ENEYXOL HEAETOUV TOV TPO-
O ATTOKPLONG €VOG OPYAVIOUOU O Hia (OPUAKEUTIKA
aywyr, SlatumwvovTal éVTOVEG AVNOUXIEG OXETIKA UE
v Sie€aywyn toug, TV moldtnTa, alomoTia Kal akpi-
Bela Twv amoTEAECUATWY, EVOEXOUEVWE AOYW TAUTIONG
TOUC e ANNa €idn yeveTlkwv eAéyXwV. Ouwc, n vmapén
autwyv Twv eumodiwv dev @aivetal va emnpedlel Tnv
mpoABeon TNG TaPOUCAG YEVIAG EMOTNUOVWY UYEiag va
£QAPUOCOLV TNV PAPHUAKOYOVISIWHATIKA OTNV KAIVIKA
npaén. Eivat aknBela 6Tt ot emayyeAuatieg vyeiog €&¢-
@pPacav TNV BETIKA TOUC OTACTN WC TIPOC TNV évtaén Twv
(POPHAKOYOVISIWHATIKWY EAEYXWV OTNV KAWVIKH TIPAKTI-
Kr, HE TOUC PAPPAKOTIOIOUE Va SnAwvouv o Tpobu-
MOl O€ OX€ON HE TOUG UTTOAOLTTOUG ETTAYYEAUATIEG LYEING
(Ylatpoug, voonAeuTEG K.0L.).

Ava@opIKA PE TOUG POITNTEG EMOTNHWY Lyeiag, Ta-
patnpolVTal OPKETEG OUOLOTNTEG UE TOUG EMAYYENUQ-
Tieg vyeiac. Zupewva pe TN PiBAoypagia, To eminedo
YVWOEWV TWV POITNTWV OXETIKA HE TNV QAPHAKOYOVI-
Siwpatikn xapaktnpifetal XaunAo mpog pétpto. Opwg,
Ol POITNTEC, OTIWG KA Ol ETMAYYEAUATIEG LYEIAS, AVTIAOW-
Bdavovtal 1éoo Ta oPéAn 600 Kal Ta unmodla ta omoia
TPOKUTITOUV KATA TNV £QAPUOYH TNG PAPHAKOYOVISIW-
MATIKAG 0TNV KAWVIKA TTPAEN. Q¢ TPOC Ta OQEAN, ONUEL-
WVETAL TTWG Ol YPOITNTEG TIIOTEVOULV OTL N PAPUAKOYOVI-
Slwpatikn gival xpriolun otnv cuvolikr Slaxeipion Tng
ekaoToTe vooou (Sidyvwon, Bepameia) aA\d kal otnv
pappakoloyikn Staxeipton (auénuévn @apUAKOAOYIKN
amodoon, peiwon eu@AvVIoN avemBUUNTWV EVEPYEL-
WV, Meiwon K6oToug aywync). MdAlota, Bewpouv OTL n
PAPHUAKOYOVISIWUATIKA CUUBANAEL Og peydho Pabud
otnv S1Ayvwon VPICTAUEVWY KAl OTNV TTPOYVWON UeN-
AOVTIKWV TTABOAOYIKWY KATAOTACEWV LYeiag, Kal oTnv
KATAANAN QVTIPETWTTION KANPOVOUIKWY OCOEVEIWV.
Emiong, To yeyovog 0TI €X0uV KATAVONOEL TA OPEAN TWV
(POPHUAKOYOVISIWUATIKWV EAEYXwV TovileTal Kat amo TNV
emBupia Toug va urmoAnBouv ot iGlol Oe KATIOLO OXETIKO
€NeyxO0 TTAPA TIG OTTOLEG AVNOUXIEC TOUG.

EmnpooBeta, avagépbnkav kat emmiéov eumddia
OTNV E€QPAPUOYH TWV (PAPHUOKOYOVISIWHATIKWV ENEY-
XwV amd Toug oltnTEC. Omwc Kat oTnv Slepelivnon Twv
avtiAapBavopevwy KIvOUVwY amd Toug EMAYYEAUATIES
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uyeiag, £To1 Kal ol POITNTEC TIEPIYPAPOLV TIC OIEC YEVI-
Ké¢ avnouyiec. Autég evtomifovtal 0to UPNAG KOOTOG
TwV eAEYXWV, TNV EMNEWYN ac@aNOTIKAG KAAUYNG, TNV
ENePn KAIVIKwvV odnylwy, TNV AvemmdpKeld YVWong, TIC
PUXONOYIKEG EMTTTWOELS KAl ToV O 0o Stappor¢ mpoow-
MKWV SeSOUEVWV ATIO TA ATTOTEAEOHATA TWV ENEYXWV.
Qo1600, cUPPWVA Pe TNV BIBAloypagia ol polTnTEC On-
Awvouv mpdBupol va evid&ouv Toug papuakoyovidiw-
HATIKOUG EAEYXOUG OTNV EMAYYEAUATIKE TTPAKTIKY TOUG
Kal n otdon toug Sev emnpedotnke 181aitepa amd ta
npoavapepBévta. Mevikd, mapatnpeital Betikr diabeon
WG TTPOG TNV UVIOBETNON TWV PAPHUOKOYOVISIWHATIKWY
ENéYXWV 0NV KAIVIKA TTPA&N, Ouw¢ umoypappiletal n
eMITTAC ekmaidevor Toug Kat n avaykn yla mo e€eldi-
KEUPEVN KaTtdpTion. AKOUN, ol @oltntég OapuaKeUTI-
K¢ Slatunmwoave tnv amoyn OTL ol papuakomnoloi Ba
TIPETIEL VA €XOUV EVEPYO PONO TOCO OTNV EVNUEPWON
Twv acBevwv 600 Kal 0TNV KMAIGELON TWV UTTOAOITIWV
EMAYYEAUATIWV UVYEIQG OXETIKA IE TOUG GAPUAKOYOVISI-
WHATIKOUG EAEYXOUC. TOVIoaV 6TL BewpoUV TNV EQApPO-
YN TNS QAPPAKOYOVISIWHATIKNAC AVATTOGTIAOTO KOMUATI
TOU EMAYYEALATOC TOU (PAPAKOTIOIOU KAl TOU YIATPOoU,
Kal Tw¢ gival avaykaia n mpoofacn ota amoteAéopata
TWV YEVETIKWV EAEYXWV, WOTE AUTA va EppNveLBoUV Kal
va AneOei N KATAAANAN amogaocn yla TNV QapUaKEUTIKNA
aywyn. MdAwota, a&ilel va avagpepBei mwg kdmolol gol-
NTEC MeTd amd Tnv ekmaidevon] Toug aloBdavovTal 1ol
HOTNTA VA aTavTHOOUV O€ EPWTAMATA OXETIKA PE TNV
POPHUAKOYOVISIWHATIKE.

Ava@oplikd pe TNV mPoBeon TWV POITNTWY VA CUVE-
xioouv Tnv ekmaidevor Toug oTNV PAPHAKOYOVISIWHA-
TIKA, Mapatnpeital XapnAd mocooTtd evOlAPEPOVTOC.
Evw ot poitnTég SnAwvouv OTI N PAPPAKOYOVISIWHATI-
KN TIPETTEL VO KOAUTITETAL AETTTOPEPWC OTO TTPOYPAUUA
omoudWV TOUG, OTIC TIEPIOOOTEPEG TIEPUTTWOELS AUTO
Séev oupPaivel. AKOUN, TApOAo TToU UTIAPXEL N TIEMOION-
on OTL Ol TEAEIOPOITOL KATEXOUV OUCIAOTIKN YVWon TNG
POPUAYOVISIWHATIKAG Yld VO UITOPECOUV va TIPOXW-
PrOOLV OTNV EQAPOYH TNG, TO (dl0 TIEPITTOLV TTOCOOTO
SnAwvel mw¢ atoBAveTal TNV avAaykn va CuVexioel va
EVNUEPWVETAL Kal va TTapakolouBei Tig e&eli€el otov
TOpEA PETA TNV amogoitnor Toug. MAAloTa, TPOTIHOUV
n exmaibeuon Kal evnuépwon oTnv €COTOMIKEVUEVN
LATPIKA KAl TIG EPAPHOYEG TNG VO CUVEXIOTEL PE KUPLEG
ekmaldeuTIKEC EBOSouC TNV Sie€aywyn gpyactnpiwy,
ogpvapiwy, MPAKTIKAG doknong kat Tnv xprion d1adi-
KTUOKWV Topwv. KataAryovtag, To XapunAd mocooto
oV €V TéAel eMOUUE] va emevOUOEL YVWOTIKA OTOV KAA-
60 TNC PAPHUAKOYOVISIWUATIKNAG MECW UETATITUXIAKOU 1
S16aKTOPIKOU TIPOYPAUUATOC OTTOUSWV UITOPE( va aTto-

S00¢i, HeTall AMwV MapaAyOVTWY, OTNV EMIPAVEIAKN
TIPOCEYYLION OTO OUYKEKPIUEVO EMIOTNHOVIKO KOUMATL.
M’ autd to AdYO, gival SUCKOAO aTIO TNV UEPLA TWV POl-
™NTWV va evlapepBouv évtova yla auto To AVTIKEIPEVO
Kal Kat' eméktaon va dnuioupynBei n embupia yia me-
palTépw ekmaidevon pe peTanTuylakeég Kat SidakTtopl-
KEC OTTOUBEC.

>tnv EANN&Sa, Suotuxwe, Sev €xel oploTei N KATANAN-
An vopuoBeaoia yia Tnv MAAICIWon Tou EMAyYEAUATOC TOU
(POPMAKOTIOIOU OXETIKA pe TNV Sle€aywyry Kat avaiu-
on PAPHAKOYOVISIWUATIKWY eAéyXwv. Mapdlo mou ol
(POPMAKOTIOOl EUMAEKOVTAL APECA OTNV QAPHAKODE-
pareia Tou KABs aocBevolC Kal YEVIKOTEPA OTNV TIEPI-
BaAyn Tou, Ta ENnVIKA Sedopéva Sev eMTPETOLY TNV
avATITUEN TOU KAIVIKOU XOPOKTHPA TWV QAP UAKOTIOLWV.
Eidikotepa, otnv ENNGSq, yivovtal mpoomdBeleg emikal-
pomoinong t¢ BepaToloyiag TwV TPOTITUXIOKWY TTPO-
YPOUMATWY OTTOUSWV TWV OXOAWV EMOTNUWY LYEIOG
16iwg (latpikng kat PappaKeUTIKAG) Héow Snpioupyiag
MaBnudTwy (eMAOYNG 1} UTTOXPEWTIKWY) TTIOU APOPOUV
TNV QAPUOKOYOVISIWMATIKY, €EOTOUIKEVPEVN ATPIKNA
KO YEVETIKT). AKOUN, £xouv dnuioupynBei kal cuvapoug
EMOTNMOVIKOU TIpocavatoMopoU MNpoypduuata Meta-
TITUXIOKWV 2TToudwv, WOoTE va mapéxetal n duvatotnta
0€ EMAYYENUATIEC LYEIOC KAl POITNTEC AVTIOTOIKWV OXO-
AWV va epPabuvouy TNV ekmaideuor TOUG OTOV TOUEQ.

A&lo\oywvTag GUVONKA Ta ATTOTEAECHIATA TWV EPEU-
VWV TNG mapoUoag avaoKOTNONG OXETIKA HME TOUG
EMAYYENUATIEG UYEIAg Kal TOUG QPOITNTEC AVTIOTOLXWV
OXOAWV, SLAMOTWVETAL TTWG N EAEIPN YVWOEWV Kal
EMAPKELAC eKTTaideuong KaBWC Kal n UTapE&n avnouxlwv
KOWWVIKAC, NBIKAG KAl VOUIKAG QUOEWC, CUVIOTOUV KU-
PLOUC AVACTAATIKOUC TTAPAYOVTEC 0TNV LI0BETNON TNG
EPAPHUOYNG TNG PAPHAKOYOVISIWUATIKNAG OTNV KAWVIKN
mPA&N. MEVIKOTEPQ, N EVOWUATWON TWV YAPHAKOYOVISI-
WHATIKWV ENEYXWV 0TNV S1aYVWOTIKN KAl OEpATeuTIKN
Siadikacia amotelei Baoikd otadlo otnv Mpoonddela
KaB1£pWoNG TNG EEATOMIKEUUEVNG LATPIKAG OTNV KAWVIKA
MPAKTIKA. Q¢ €k TOUTOU, N AvAykn yla ekmaideuon Kal
EMUOPPWON TWV EUMAEKOUEVWV OTO XWPO TNG Lyeiag
Kpivetal amapaitntn T000 yla Adyoug emapkoug Katdp-
TIONG 000 Kal yla Adyoug euaiobntomoinonc.

Ta eupAUATA TWV EPEUVWV TIOU CUUTEPINAPONKaV
O€ AUTH TNV AvacKoTnon UTTOSEIKVUOUV TTWG UTTAPXEL
éva €vtovo evOlaQEPOV YIa TOV ETMIOTNUOVIKO TOHEA
NG PAPHUAKOYOVISIWUATIKAG, KABWG €miong Kat amo-
Soxn amo Toug emayyeAUATIES UYEIAC Yia TNV EUPUTEPN
Kal TaxUTepn UloBETNON TNG OTNV KAWVIKN TTPAKTIKN.
EKTOC amd To yevikd evOla@EPOV Kal TNV EKTIUNON TWV
0PEAWV TNG PapuakoyoviSliwuatikAg, Ba ATav onua-
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VTIKO Ol €MOTAMOVEG uyeiag, va kateuBuvBouv mio
OTOXEUMEVO OTO OUYKEKPIUEVO EMIOTNUOVIKO QVTIKE(-
pevo. Eldikétepa, evromileTal n avaykn yla mepiocod-
TEPN KAl KAAUTEPN EVNUEPWON TOUC OTIC TEAEUTAIEC
€MOTNUOVIKEG e€eNielg TpoKeIévou va avaBabuioTei
n BewpENTIKNA Kal EPYACTNPIAKH KATAPTION TouG. AuTO
pmopei va cupfei péow TNG CUMPETOXNG TOUG OE O€-
Mvapla, cuvédpla, nUepideg, epyaoTtnplakég Spdoelg,

ABSTRACT

KaBw¢ Kal PEow TNG POITNONG TOUG O€ AVTIOTOLKA HE-
TOATITUXIAKA Kal SI6AKTOPIKA TTPOYPAUUATA GTTIOUSWV.
Katahnyovtag, 6a nrav w@éAlipo va 600si éugaon
OTNV MPOCEAKUON TOU eVOIAPEPOVTOG KAl TNV TTAPOXN
TWV KATAANAWV KIVATPWVY 0€ OAOUC TOUG EUTTAEKOE-
VOUG OTO XWPO TNG LYEIQG yla TNV TIEPETAIPW EVAOYO-
ANGoK TOUG HE TNV PAPHAKOYOVISIWHATIKA, TNV €§aTo-
UIKEVHEVN 1OTPIKNA Kal TNV YeVETIKH. @

Healthcare professionals and health science
students’perceptions about Pharmacogenomics
and Personalized Medicine

Dimitra Makrygianni, Margarita-loanna Koufaki, Konstantinos Z. Vasileiou

The field of Pharmacogenomics aims at the treatment
of various diseases with the least possible disadvan-
tages compared to conventional pharmacological
treatment. However, the adoption of Pharmacog-
enomics (PGx) in clinical practice is limited. This liter-
ature review presents the knowledge, attitudes and
intentions of health professionals and health science
students about the application of pharmacogenom-
ics, and their intention for specialized training in re-
lated issues. According to the literature, healthcare
professionals have a low level of knowledge, but
positive attitude towards the PGx clinical imple-
mentation, while they have several concerns about
it. Moreover, their willingness for the integration of
the pharmacogenomic tests in the clinical practice
is highlighted, as well as their interest for being fur-
ther trained in this field. Regarding health science
students, it was found that they have a relatively low

level of knowledge, however they claimed to under-
stand the benefits and risks of PGx implementation.
Therefore, they declare their willingness to apply
pharmacogenomics in clinical practice in the future.
However, they do not show much interest in contin-
uing their studies in pharmacogenomics and person-
alized medicine at postgraduate level. Moreover, the
current situation regarding the undergraduate and
postgraduate programs in Greek Universities regard-
ing pharmacogenomics, genetics and personalized
medicine is presented. Finally, the lack of regulatory
framework about the role of the pharmacist in the
implementation of pharmacogenomics in Greece is
recorded. In conclusion, it is suggested to stakehold-
ers in healthcare to evaluate the significance of PGx
testing, starting with the appropriate training for
health science students and continuous updating for
healthcare professionals.

KEY WORDS: healthcare professional, health science students, Pharmacogenomics, Personalized

Medicine, postgraduate studies
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Mapia Oepravou’, AAeavdpa MNEpouv?, Kwvotavtivog Mntpomoulog, Nlewpytog M. Natpivog'+>*
"Mavemotruio MNatpag, 2xoAn Oetikwy Emotnuwy, Turua Oapuakeutikric, Epyaotripio @apuakoyoviSiwUaTtiKAG Kal
E€atouikeuuévne Osparneiac, MNatpa, EAAdda
2AvdaAvon latpikn A.E., ©sooalovikn, EAAdda
3EpeuvnTikG Kai Ekmaibeutikd Ivotitouto Yyeiac, ABriva, EMdba
“Mavemotnuio Hvwuévwy ApaBikwv Euipdtwy, KoAAéyio latpikric & Emotnuwv Yyeiac, Turjua levetiknc kai lovidiwua-
Tk, Al-Ain, HAE
*Mavemotriuto Hvwuévwv ApaBikwv Euipdtwy, Kévtpo Emotnuwv Yyeiag Zayed, Al-Ain, HAE

NEPINHYH

H epapuoyn tn¢ E€atouikevpévng latpikng otnv
KAWVIKA TTPAEN ammOTENE( pia MAKPOOKEAN Kal TTOAU-
TAELUPN TTPOGEYYIoN, TTou e€apTdTtal amod TNV avén-
on NG eualoOnTomOiNONE TOL KOIWVOU WC TTPOC TNV
yoviSiwpuaTikr. Autd umopei va emtevyBei xpnot-
MOTTOLWVTAG €va eUpL PAoHA SPACTNEIOTATWV. TO
2021 mpaypatomolnOnke 10 OeoTIBAN MEVETIKAG
kal E€atopikeupévng latpikng, we Spaon Ue OKOTO
TNV eualoONTOTOINGN TOU EUPUTEPOU KOLVOU OXETI-
KA PE TN YEVETIKN Kal TNV €€ATOUIKEVUEVN LATPIK.
To OeoTifAN ocuvdlopyavwBnke oTO TAAICIO TOU
devtepou ENAnvikoL EBvikou Zuvedpiou yia tnv
E€atopikeupévn latpikn kat embiwée va e€olkelw-
O€l TO EUPU KOIWVO UE TIG APXEG KAl TIG EQPOPHOYEG
NG MeveTikng Kat TnG E€aTopikeupuévng latpikig pe

molkiAe¢ mpooeyyioelc. MpaypatomoiiOnkav dpad-
0€I1¢ OTTWG Hia BeaTpIkn TapaoTtaon, pia oulrtnon
OTPOYYUANG Tpamélng avaduouevwy Bepdtwy otov
TOMEQ, CUMTIEPIAAUBAVOUEVWY TNE YAPUAKOYOVIOI-
WHATIKAC, TNG KAVIKAC YEVETIKAC, TNG BlomAnpo®o-
PIKNAC, TNG BlonBIKNG Kal TWV OIKOVOUIKWYV LYEIAg, N
€kBeon «Genome: Unlocking Life's Code» o€ popon
Do-it-Yourself kaBw¢ kal pia (wvtavn emidei€n tou
2MoBIiL, evoc popnTol gpyactnpiou pHoplakng Blo-
MNoyiag. Ot mapamdvw 6pAcelC TPOCTEAKUCAY TTEPIO-
00TEPOUG Ao €vVIaKOOI0UG (900) CUMUETEXOVTEG,
KEVTPLOAV TO EVOLAPEPOV OAWV TWV NAIKIOKWY OUd-
Swv kal BoriBnoav otnv Sidaxuon TWV APXWV TNG
YEVETIKAG KAl TNG EEATOUIKEUMEVNC LOTPIKNG O€ €va
€UPUTEPO KOLVO.

AEZEIZ EYPETHPIOY: E§atopikeupévn LlatpIKn, QAP AKOYOVISIWHATIKN, EVpU KOV, evalodntomnoinon yo-

VISIWMATIKAG, PECTIBAN

* AVTEMOTENAWV Zuyypa@péag
gpatrinos@upatras.gr
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TAAMEUON TOU YEVETIKOU TIPOQPIA €vOC atdpou

yla va Bonbrioel otnv mpdyvwon YEVETIKWV
aocBevelwv kal otnv e€atopikeuon Twv TPéTWY Bepa-
nieiag [Squassina kat ouv., 2010]. H KAwIkR e@appoyn
€EATOUIKEVMEVWY  1ATPIKWY TTApEUBAcewy gival pia
TMOAUTIAEUPN TIPOCEYYIoN TIou TEPIAApPBAvVEL TTPOCEYYi-
O€lC eyaoTtnplakég pebddoug (wet lab approaches) kat
peBodoug Blominpogopikng (dry lab approaches). Yu-
YKEKPIUEVA, APOPA TUTTOTIOINUEVEG KAl OLATTIOTEVUEVEG
peBOSOUC PAPUAKOYEVETIKWV SOKIMWY, KaBw¢ Kal TNV
AVATITUEN HETAPPACTIKWY EPYANEIWV TEXVOAOYIAC TIAN-
POMOPLWV YIA TNV EPUNVEIA TNG YEVETIKAC TTANPOPOPIAC
o€ I KAVIKA epappooiun poper [Kampourakis kat
ouv., 2014]. MapdAA\nAa, n yoviSIwUaTIK NG SNUo-
olag vyeiag (public health) sivai e€icou onuavtiki ya
TNV OMaAr EVOWPATWON TNG EOTOUIKEUPEVNG LATPIKNG
otnV KAWVIKA TIPAEN, KaBw¢ avTipeTwiel pia oglpd Oe-
MATwv vPiotng onuaciag (m.y. NOKd, VOULKA, OIKOVOUL-
KA Kal KOWwvIKa {ntrjnata) Ta omoia cupmnephaupa-
VOuV TNV SIEUPLVON TWV YVWOEWV TWV EMAYYEAUATIWV
vyeiag kaBwe kal TNV eualednTomOINCN TOU KOIVOU W¢
mpog TV yovidiwpatikr [Reydon kat ouv., 2012]. Na va
QVTILETWTTIOTEL N TEAEUTAID TIPOKANGON, TTIPETTEL VA YEPU-
pwBei auTd To ¥Aoua yvWong Kat TAnpopopnongc, Xpn-
OLUOTIOWVTAG WA TTANBWPA TTPOCEYYICEWV.

To QeoTIBAN Mevetikng kat E§atopikeupévng latpikig
vhomoiBnke w¢ pa SpactnElotnTa e18IKA oxedlaopé-
vn va eufabuvel otV yvwon tng YovISIwHATIKAG Kal
va gualoOntomolioel TNV évvola TNG YOVISIWHATIKAG
0TO €UPU KOO, Tou UeTaéy dAN\wv amapTileTal amo
MaBNnTéC OAWV Twv PaBuidwv Kal @ortnNTEC PLOTATPIKAS
Kal Slapopwv AAwv e1dikoTATwy. Ot SpacTnEIOTNTEC
Tou OeoTIBAN MeveTikiig kat E§atopikeupévng latpikng
€ival TTOAVETIOTNHOVIKEG, O€ pla TpooTiddela va evBap-
puvOei N aAnAemidpaon peta&y Twv OUIANTWY Kal ToU
KolvoU Kal N evepyr ouppeToxr autou. Ot Spactnpld-
T™NTEC oupmepIAapBavouy apxikd éva 61adpacTiko Oe-
atpIKo TatKvidl, To omoio TPOCAPUOOTNKE WOTE VA AlX-
MoAwTICEl TNV TIEPIEPYELA TOU KOIVOU KAl VA OKIAYPAPE(
TIG SlaQOoPEC PETAEY TWV SlaPOPWV TUTTWV YEVETIKWY
e€etdoewy, OTTWG TOV PAPHAKOYEVETIKO, TIPOYEVVNTIKO
Kal PETAYEVVNTIKO Kal SlATPOPOYEVETIKO €AeyXO, TNV
€OVIKOTNTA, TNV TATPATNTA KAl TOV YEVETIKO EAEYXO TAU-
ToTNTaG. Akopa Sie€nixon, pa dadpaotikry culitnon
OTPOYYUANC Tpamédng yia avadudpueva Bépata oTov To-
Méa TNG YOVISIWUATIKAG, Jia €KOEON yia TN YEVETIKN KAl
NV eEATOMIKEUMEVN 1ATPIKNA Kal TENOG i eTiOEIEN EVOC
@opnToL gpyacTnpiou poplaknc BloAoyiac. Ot Spaotn-
PLOTNTEC AUTEC TIPNOAV OAA TA PETPA KAL TOUG KAVOVI-

I IEEaToulkauuévn latpikl OTOXEVEl OTNV EKME-

OMOoUC UYEIOVOUIKAG ao@AAELaC, TTou emMPBARONKav Aoyw
¢ mavénuiag CoVid-19.

MNepiypaen Tou @eoTIPAA

To 1o ®eotfd\ Tevetikng kat EEatopikeupévng lo-
TPIKAG Slopyavwbnke pe emtuxia oto ZAanmelov
Méyapov otnv ABrva, oto mAaiolo Tou 20u [laveh-
Aviou uvedpiov EEatouikeupévng latpikng, mou &i-
opyavwdnke amd to Epguvntikd kal Ekmaideutikod Iv-
otitouTo Yyeiag (REdI4Health, www.redi4health.gr). To
OeotifdN cuvdlopyavwbnke amod 1o €pyo Ubiquitous
Pharmacogenomics (www.upgx.eu; van der Wouden
Kal ouv., 2017), wg pia amo Tig SpaocTnPEIOTNTEC EMAPNAS
ME TO KOWO.

H ekéiAlwon Eekivnoe 1o mpwi pe pia S1ad8paoTIKn
Beatpikn mapdotaon Sidpkelag e€nvta (60) AemTwv Kalt
Titho «DNA: Koita molog piAdel Twpa». ZTOXOG ATAV N
oLyKpLon HETAEL TV Sla@opwy TUTIWV UTTNPECIWVY YE-
VETIKWV €EETACEWV KAl N TTIPOKTIKN EQAPUOYr OTNV CLY-
xpovn {wn. & autd To Beatpikd £pyo, ol Bactkoi HPWEC,
Ta Té0oEPA PENN UIAC TUTTIKNAG OLKOYEVELAC, ATTOQACi-
Couv va umoPAnBouy, o kabévag yia toug S1IKoUG Tou
OKOTIOUC, O€ YEVETIKO €AEYXO, yla va (a) TpoodloploTei
n yevetikn mpodidbeon, (B) e€atopikeutolv ol TPdTOL
Bepaneiag kal ot emAoyéc Slatponig, (y) mpoodloploTei
n mMBavdétnTa va urtdpxel €alpeTIKY aBANTIKN amédoon
kat (6) emPBeaiwon Broloyikng TautéTNTAC. ME aUTOV
TOV TPOTIO, TO KOO eKTiBeTal 08 MUBOUC Kal aArBeleg
Twv Slapopwv TUNMTWV YeveTIKwv eéetdoswy, 1dlaitepa
v a&lomoTia Toug Kat TNV mMBavotnta AqPng mpayua-
TIKA XPrOIUWV TTANPOPOPIWV AVAPOPIKA HE TNV UYELO-
VOUIKH TEPIBaAYN [Patrinos kait ouv., 2013].

H emdéuevn Spactnpotnta agopd pa oulntnon
OoTPOYYUANC Tpaméldng Sidpkelag evevrvta (90) Aemtwv
amoteloUpevn amd pia oglpd SiaréEewy, mou e€etalouv
Sidpopa avaduopeva Bépata. Ot dlaré€eic amod Sia-
ONUOUC OUIANTEC, aPOopPOoUOaV TIC APXEC TWV EPBOAIWV
RNA, Ti¢ S1dpopeg yeveTikég mapalhayég SARS-CoV-2
KAl TIG KAIVIKEC TOUC S1aPOpEC, TNV évvola TNG LYPNC Bi-
oyiag kat mw¢ urmopei va epappooTtei otn ouyxpovn S1d-
YVWOon KApKivou, TNV KAIVIKH] YEVETIKH YIO KANPOVOUIKEG
aoBéveleg kal NOIKA SINUUATA TTou akoAouBouv autn
N oUyxpovn emoTAun. Ot Siahé€elc auTtég odriynoav o
évav guxaploTo SL1AAoYo HETAED KOIVOU Kal OMIANTWV.

Metd amoé éva ouvtopo SIAAEIPa, ol aiBouoeg ou-
vedpldoswv avadiatdxbnkav ya va @lo&evricouv
v ékBeon «Genome: Unlocking Life's Code» (https://
www.genome.gov/outreach/unlocking-lifes-code-
exhibition) oe pia Do-It-Yourself popen. H ékBeon
opyavwOnke apxlkd amd to votitouto Smithonian,
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éva amo Ta PeYaAUTEPA €PEVVNTIKA (VOTITOUTA OTOV
KOOMO, pe dekagvvéa (19) pouoeia Kal evvéa (9) evep-
YA €pEUVNTIKA KEVTpa. QOTOOO, TIPOKEIPEVOU VA HE-
ylotomoinBei o avtiktumdg g, n ékBeon sivat 1abé-
olun ya va «taéId€Pel» og OAO ToV KOOUO OE HOPYN
Do-lt-Yourself. Zuykekpipéva mapouaotaletal o Sekag-
&1 (16) roll-up banner. H ékBeon Sev e€eTdlel povo tnv
TTOAUTTAOKOTNTA TOU YovISlwuaTtog, aANd e€lotopei Kal
TIG a&loonUEIWTEG AVAKANUYELG TTOU €XOUV ONUElWOE(
amd Tnv ohokArpwon Tou Epyou AvBpwrmivou Novidiw-
patog mptv amo €ikoat (20) xpovia. Me ta dekaéél (16)
SadpaocTika tng banners, mou mapovoidlovtal amo
EKTTAISEUPEVOUC TIPOTITUXIAKOUG KAl METATITUXIOKOUG
POITNTEG, N €kBeON OKlaypaPel TOGO Ta OPEAN OG0
Kal TIC TTPOKANCELG TTOU TTAPOUGCIAlEL N YOVISIWUATIKNA
0Tn oLyXpPOoVN Kolvwvia Kal KOAUTITEL e KATavonTo Kat
€VXApLoTO TPOTO TA MBAVA EPWTAMATA YIA TOV KOGUO
NG YEVETIKAC OXI MOVO Yla ouyxpova Béuata arld kal
yla 6éuata peiovog evdlagpépovtog yla to eupl Kol-
VO, OTTIWG N XPAON TNE YEVETIKAG YIa TNV KATATTOAEUN-
on tn¢ mavdnuiag CoViD. H ékBeon dvol€e, otoug me-
plocdtepoUC amd 900 eMOKETTEG AMMO TO €UPU KOLVO,
éva Mapdbupo oTn YOVISIWHATIKI TTOU TIAPEXEL VEOUG
TPOTOUC Va opapatifovtal Tov EaUTO TOUG WG AToua,
WG¢ MENN MIOC OIKOYEVELAC KAl WG €i00¢ Kal WS PEAN TNG
molkiNopop@iag tng {wng otn yn.

To QeotiBAN ohokAnpwOnke pe TNV emidel€n tou
2MOoBIL, evo¢ @opntol gpyactnpiou HOPIAKACG Bloho-
yiag mou xpnoipomnoleitat anmé 1o Epyaotriplo Oappua-
KoyoviSlwpatikig kat E€atopikevpévng Ogpaneiag yia
SlayvwoTikoUG Kal eKMaldeuTIKOUC oKomoug. Me tnv
SpaotnpldétnTa 2MoBiL, To Kové Kat 1dlaitepa ol pabn-
TG TOU AuKeiou, punonkav oTig Bactkég apxég Tng Hopt-
KNG YEVETIKAG, Omw¢ n amopdévwon DNA, n aluoidw-
™ avtidpaon MOAUUEPAONG KAl N NAEKTPOPOPNON Kal
onrtikomroinon DNA [Psarias kat cuv., 2021].

ZUMMTEPACHATA KAl MEANOVTIKEG TIPOOTITIKEG

Ot dpaotnpiotnteg Tou VeoTIBAN, Tou TEPLypdPovTal
0w, MEPIOTPAPNKAV YUPW ATIO TNV EQAPIOYH TNG YO-
VISIWHATIKAG OTNV 1ATPIKH KAl EiXAV WG OTOXO TNV €udl-
0OnTomoinon Tou KovoU OXETIKA UE TN YOVISIWUATIKY,
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pa emdiwén mou gival onuavtikd SlaQopeTIK og oU-
YKplon Pe Kamoleg AANeg Spaotnpldtnteg mou dlopya-
vwOnkav amé 1o 2015 o€ didgopa pépn (https://www.
festivalofgenomics. com) kat mou €ixav w¢ emi o mAEi-
OTOV EUTTOPIKOVUG OKOTTIOUG.

>T10X0¢ €ival oto péNov va emektabei to QeoTIBAN
leveTikng kal E€atopikeupévng latpikng og OAn Tnv
EMASa Kal TIC YEITOVIKEG XWPEC, KE BAon ToV PN Kep-
S00KOTIKO XapaKkThpa TNG Slopyavwtplag ovidTnTag
KAl ToV €BEAOVTIOUO TwV SlOPYAVWTWY TOU. JUYKEKPI-
péva, mpoypappatiovtal apkeTéG OPACTNPIOTNTES
yla 1o 2022 o€ TpEIG HEYANEC TTOAEIG TNG ENNASag, oTo
TAQCIO POITNTIKWY CUVESPIWV Kal POPOU gualoOnTo-
moinong tou Kowvou. Tautdxpova, amoTeAel eyxeipnua
n cuvepyaaia pe épya mou xpnuatodotoluvtal amod tnv
Eupwmaikn Emitponr), €101 woTe o1 5paoTnEIOTNTEC TOU
DOeoTIBAN va emekTaBoUv oTNV TEPLOXT] KAl VA LEYIOTO-
moinOei o avTiktummog Touc. Emi tou mapodvtog e€etdletal
T0 evOEXOHEVO VA oupTEPIANPBOOLY 010 DeCTIRAN TTPO-
00eteg SpaoTtnpldTNTES, O6TWC SladpacTikd Sladiktua-
KA KAl pn matxvidla yia padntéc.

Ev katakAeid, 0toxoc eival 1o QeoTIBAN MeveTikAg Kal
E€atopikeupévng latpikng va amotehei onpavtikd ye-
yovog gvatoBntomoinong yia tn yovidiwuatikr mou Ba
oUMPBANEL TNV ALENON TNC YEVETIKNAC EKTTaidgUoNC TOU
€UPUTEPOU KOIVOU, WOTE VA KATAVONOEL TIEPAITEPW TNV
EVOWMATWON TNG EEATOMIKEVEVNC LATPIKAC OTNV KAWVI-
KA mpaén.

Evxaplotieg

Ot ouyypageic Ba nBehav va guxaplotricouv Bepud
Kal Toug 24 eBeNovTtég Tou Tou QeoTIBAN MeveTIKAG Kal
E€aTopikeupévng latpikng, 18laitepa TNV Ka Afuntpa
Tapouon Kal TNV Ka ZTaupoUAd ZIAUOYAOU yia TNV TTi-
BAeyn TnG Beatpikng MapdoTaong Kal TnG emideléng
2MoBiL avtioTolxa yia Tnv moAUTIUN TTPOCPOPA TOUG
Kal Toug mavw amd 900 cuppeTeExovTes. Euxaplotoupe
emiong tn ZITA Medical Management yla Tnv UAIKOTE-
XVIKA umootipién. Auth n ekdAwon umootnpixOnke
amd 1o €pyo Ubiquitous Pharmacogenomics (U-PGx
H2020-668353), w¢ Hépog Twv dpaoctnplotitwy did-
Soong kat poBoAA¢ Tou. @
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The Festival of Genetics and Personalized Medicine

Maria Therianou’, Alexandra Gerou %, Konstantinos Mitropoulos 3, George P. Patrinos™**
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“United Arab Emirates University, College of Medicine and Health Sciences, Department of Genetics and
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Implementation of Personalized Medicine in the
clinic is a lengthy and multifaceted approach that is
also dependent on the raising of the general public’s
genomics awareness. This can be achieved using a
variety of activities. In 2021, we have introduced the
Festival of Genetics and Personalized Medicine, as an
activity to raise awareness of the general public over
genetics and personalized medicine. Co-organized
as part of the second Greek National Conference
on Personalized Medicine, the Festival of Genetics
and Personalized Medicine sought to familiarize the
general public with the principles and applications of

Genetics and Personalized Medicine with a variety of
approaches, such as a theatrical performance, a round-
table discussion of emerging topics in the field, such as
pharmacogenomics, clinical genetics, bioinformatics,
bioethics and health economics, the “Genome:
Unlocking Life's Code” exhibition in a Do-it-Yourself
format and a live demonstration of the 2MoBIiL, a
portable molecular biology laboratory. This activity has
attracted more than 900 participants, intrigued both
young and older participants and helped outreach
to a broader audience the principles of genetics and
personalized medicine.

KEY WORDS: Personalized medicine, pharmacogenomics, general public, genomics awareness, festival
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OAHTIEZ MMPOX LYTTPAQEIX

1. Ogparoloyia Kat avayvwoTIKO Kovo

To meplodikd «E€atopkeupévn latpikri» ival eNnvoyAdwaoon kpi-
VOUEVN EMOTNUOVIKH TIEPLOSIKY €kS0GN TIOU OTOYXEVEL TNV S1a-
500N NG 16€a¢ Kal TWV apxwV, TWV HOPPWV KL TWV UECWV TNG
E€atopikeupévng latpikng, Oappakoyovidiwpatikig kat E§atopt-
Keupévne Oepareiag, kat otnv emavénon kai Beitiwon tou Olem-
0TNUOVIKOU S1aAGyou. AéxeTal kat SNUOCIEVEL KAIVIKA ONUAVTIKES
EPELVNTIKEC EPYATIEC KAl APBPA AVAOKOTINGNG OTOUC TOUEIC TNV
loviSlwpaTikng kai Tng E§atopikeupévng latpikic, mepthappavo-
VTAG EVOEIKTIKA NG OX1 ammOKAELOTIKA TV DapakoyovISIwo-
TIKN, TN YOVISIWHATIKF) TTANPOQOPIKT, TN YOVISIWHATIKNA omaviwy
voowv Kat Kapkivou, Tn Puxiatplkr YovISIwHATIKH, Thv yovidiw-
patikn Anuéotag Yyeiag, v eovtoloyia otn FoviSIwpaTIKr Kat
TNV OIKOVOIKY a€IOAGYNON TEXVONOYIWV KAl BEPATTEIDV HIE YOVI-
SIWHATIKEG OUVIOTWOEC,

2.Mwaooa

Anpotiki EN\nvIKn, oTnv omoia mpémel va eival GUYYeYPAUUEVEC
OAeC o1 UTIOBANNOEVES £QYATIEC, CUVOOEUOUEVEC ATTO TITAO, OUY-
YPa@IKr opdda kai popeic mpoéheuonc, mepiAnn KAt AEEEIC eupe-
Tnpiou Kat ota AyyAIKd.

3. Tpomog umoBoAng
H umooAr yivetal amoKAEIOTIKA NAEKTPOVIKA ECW TOU OIKEIOU
1ototdmov www.permed.gr.

H ouvtakTikn emtpomh kai o AleuBuvtric ZOvTaéng mpayparto-
TIOIOUV TNV APXIK €E£TAON TNG EpYATiag kal av auTh gival KaTAA-
AnAn yia To EPIOSIKO Kat n oo €xel yivel MARpwG kat 0pd,
T0 GOKIIO AMOCTENAETAL OTOUC AVTIOTOLXOUG KPITEC, KaTa Tnv uTto-
[BoAr ol ouyypageic umopouv va {ntroouv e€aipeon kprtwv. H dia-
Sikaoia kpiong ohokAnpwvetal o€ 2-3 €FSOUABEC e TV UTTOBOAN
TNGEIONYNONG TWV KPITWV, Pe Baon tv omoia o AleuBuvtri¢ Xuvto-
&nc amogaoilel mepi Tng dnpocieuong T epyaoiag. Ta oxoha, n
€101yNON TWV KPITWV Kall N TENKI) ArGQaon KOWVOTToloUVTal amd
N AlevBuvon ZUvtaénc 0TouC ZUyYPAPEIC.

4. MpwToTUTiC TNG EPYATIOg KAl MVEVHATIKA SIKawpaTa

OtumoAnBeioec epyacieg mpémel va ival TPWTOTUTIEC OTO OAOV
TOUG, XWPIC TUAMATA TIPONYOUEVWY SNUOCIEVCEWY KAl KATA TNV
umoBoAr} Toug dev pémel va gival UTTO Kpion o€ AANo popéa 6n-
pooicuong/meptodiko. H umofoAn mpémel va éxel eykplBei amd
OM\OUC TOUG oUYYPAQEic. O avTEMOTENWY CUYYPAPEAC Elval OL-
VABWE To apXaldTEPO PENOG TNG CUYYPAPIKHG OMASAG TIou ava-
Aappavel T yevikn euBuvn yia OAeC TIC amoOelC TNE epyaciag (beo-
vtoloyia, mpwtotuTia, cuvaiveon, Slaxeipion dedopévwy Kat ONeC
T1¢ Sraotdoelg tng Opdric latpikng MpakTikic). To meptodiko armo-
ToleiTal kaBe EUBUVNC O€ MEPIMTWOELC AITNUATWY amonuiwong/
enavopBwaoewv. ONol oL cuyypaPeic TPémel va uTtoypdouv Th On-
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AwGN OPAXWPENONG TTVEUUATIKWY SIKAWUATWY KL ETONG TTPETEL
Va £X0UV CUVEIOQEPEL OTN £PYACIN CUMPWVA PiE Ta KaBop{dpeva
amnd v ICMJE (http://www.icmje.org).

5. AjAWON AVTIKPOUOUEVWV CUNPEPOVTWV

KdaBe ouyypagéac opeilel va dSnAwoel OAa eKeiva T OIKOVOUIKA
OTOIXElD KOl EVOIaPEPOVTA TTOU TOV 0POPOULV Kal TToU oxeTi(ovTal
ME TNV LENETN KABWC Urmopolv va 0dnyroouv o€ GUYKPOUOT GUU-
pepovTwv. H mpoéheuon tne xpnpatodotnong/xopnyiag tng pe-
NETNG TTPETTEL VA YVWOTOTTOLELTAL.

Av Sev vgioTatal B€pa aVTIKPOUOUEVWY CUUPEPOVTWY, AUTO
nipémnel va SnAwveTal 0aQwe oTnv uMoaMOIEVN Epyacia TPV
amo Tic Avagopéc we akohouBwe: “Ot ouyypageic SnAwvouv amou-
00l AVTIKPOUOUEVWY CUUPEPOVTWV'.

6. Asovtoloyia épguvag Kat CUMHOPQWGN

H E€atopikeupévn latpikr akohouBei Tic odnyieg Tng AleBvoug
Emtporm¢ ZuvtakTwv latpikwv Meplodikwy (www.icmje.org). MNa
OAa TA TTPWTATUTIC EPEVVNTIKA APBpa amaTolvTal SnAWGELC (1) yia
€yKplon TNE épeuvag amd Tnv ekaoTote emBAémouca emtporh Oe-
ovtohoyiag, () ytatn Ste€aywyr TN €peuvag oUp@wva pe Ta deo-
vTohoyikd mpdtuma ta mpoBAemdpeva amdé tn Ataknpuén tou EN-
OlvKI Kl (1) yia TV amoKTnon éyypaenc VAEPNC ouyKatdBeong
amé Toug PETEXOVTEC a0BeVeiC. Mo PeNéTeC e melpapatolwa amal-
Teltatkat n akdAoudn driwaon: «TnenBnkav OAec ot Siebveic, Bvi-
KEC 1}/l ETAPIKEC LOXUOUOES TIPOPBAEYELC yia TN GpovTida KAl pe-
Tayeipton (wwv».

7.Ade1e¢ Kau Aoyokhomny

Mo tn Xprion amelkovioTIKoU UNIKOU 6N SnoGIeLpéVOU amaltei-
TalL N TIPOOKOMION aTtd TOUC GUYYPAQEIC yparTr ddelag amd tov/
TOUG KATOXOUG TWV TIVEUHATIKWY SIKAIWUATWV Kalt ) TTpousiact
NG Katd 1o 0tadlo TG umoPorc. H Aoyokhorm Sev yivetal ave-
KTr| 0€ Kapia mepimwon. EEE101KeupEVO AoyIOUIKO XpNOIOTTOLETal
Y1 TNV QVixveuor| Tne Kat Sokiputa mou epgavifouy TETola paIvOE-
VO EMOTPEPOVTAL XWPIG KPIon 0TOV AVTEMOTENOVTA CUYYPAPEQ.

8.Tumol epyaciwv
Tomeptodiko «EEATOpIKEVEVN laTPIKI» SNUOCIEVE TIG KATWOI K-
TNYOopIES Epyaciwv:

Mpwtotuna epguvnTika dpBpa: Ot MpwTdTUTEC ONUOCIED-
OEIC TIPETTEL VAL OUVEIOPEPOUV 0T SleVpuvon Tne 'vong oTo Tie-
6i0 TNC PAPUOKOYOVISIWUATIKAG KAl TNE YOVISIWHATIKAG Kot €€a-
TOMIKEUUEVNC Beparmeiac. Ta CUMITEPACHOTA TIPEMELVA VA AOYIKA
katva umooTnpiCovtal amo otatoTiki avdAuon. Otav e§etddetat
n akpifela SlayvwaoTikoU Sokipiou, evBappuveTal N CUUUOPPW-
on pe taMpotuna Avagopdc AlayvwoTikng Akpipelag/ Standards
for Reporting of Diagnostic Accuracy (STARD) kat e To avTioTol o



poiko didypappa. (http://www. stard-statement. org). Otmpodia-
YpPaEC Tou ApBpou eivat: ami mepiAnPn w¢ 250 Aé€ewy, 3-5 Aé-
Eeiceupetnpiou, Keipevo we 10,000 Aé€elg, we £EL ElkOVEC Kal WG EEL
mivakeg kat BiAoypagia wg 70 avagpopéEc.

ApBpa avackomnong: To mePLoSIKO AMOSEXETAL CUOTNUATL-
KEC AVAOKOTAOELG, BIBAOYPAPIKEC AVOOKOTNOELC €TTi eVOC O€a-
TOG Kall LETAAVAAUOELC,

Onpodiaypa@éqtng Avackommaong ivar: am mepi\nyn wg
250 Aé€ewv, 3-5 Mé€elc eupetnpiov, Keipevo we 12,000 Aé€elc, we
OKTW EIKOVEG Kall WG €& Tivakeg kal BiBMoypagia w 120 avagopéc.

Emotolég otnv ovvragn: H emkowvwvia pe tnv SieuBuvon ov-
vtaéng ivat euTpOoSeKTN Kal SNUOCIEVETAL AV TIPOPEPEL EMOIKO-
SOUNTIKI Kal GUVEKTIKN KPITIKY 0€ Snpooteupéva apbpa Tou Tie-
p1081KoU pe Baon TG SIAKPITIK EVXEPELD TNG ZOVTAENG. Mpémel
va uToBANOVTAL TO APYOTEPO TPEIC UAVES UETA OO TNV Yn@lo-
krj 6npooicuon tou dpBpou evdiagépovtoc. Metd v amodoyr,
n umofoA tiBetal umoYn TS cUYYPAPIKAC opddag Tou apbBpou
evblagépovTog yla anavtnon. O mpodiaypagEg eival KEUEVO W
800 \é€elc, we Suo elkoveg Kal BiMoypagia wg 10 avagopéd. Emi-
TPEMOVTAL WG 5 OUYYPAPEIC Kat Sev amautolvTal TEPIANYN Kat Aé-
Eeic eupetnpiov.

ZxoMa/ApOpayvwung/Zuvevreueig/Bihiomrapoucidoeig/
Avaokomnmoeig guvedpiwv/Mapouaidosig Idpupdtwy: Ta dp-
Bpa autd €xouv oav okomd T yvwaoTomnoinon g amoyng Sie-
BvoUC @rUNG aKadNUaIKWY Kal EPELVNTWV O BEPaTA EMOTNO-
VIKNG EMKapOTNTAC, Snpoaiou Siahoyou A peilovog onuaciag
TPEXOUOWV AVOKAAIWEWY OTOUG TOEIG TNG PapUOKOyovVISIwWUa-
TIKAC Al TV YOVISIWUATIKAC Kall EEATOUIKEVEVNG lOTPIKAG. ZUY-
Ypd@ovTal Lovo KAty TPOOKANONG Kal 0L TTPodlaypagEq sival
Keipevo we 1,500 Aé€eig, we 6uo eikoveg kat BiAoypagia wg 10
avagpopéc, EmtpémovTal we 3 ouyypa@eic kat Sev amatouvTal me-
piAnYN Kat Aé€eig evpetnpiou.

9. Aoy Sokipiov
‘Eva Sokipio mpog umooAn TTPEmeL va IKAvOTIOLED TIG KATwO!
TipoSIaypapég

I. Zuvodeurtikn emotolr): K&Be Sokipuio mpémel va ouvodeleTal
amd emMoTOAr) UTIOYEYPAUUEVN AT TOV AVTEMOTENOVTA OUYYPa-
Q0 €K UEPOUC OAWV TWV CUYYPAPEWY SnAWvVoVTAC OTL TO UTTO-
BAnBév dpBpo Sev éxel umoPAnBei yia dnuoocicuon Kat oe GAo
TePIoIKO. L€ mepimwon avabewpnpévawy (revised) apBpwy, pia
avaAuTIKA NioTa pe Tic S10pBwoel/mapeUBATEIC CUPWVA LE Ta
oXOMa Twv Kpttwv Ba mpémet va umodetal padi e Tn ouvodeu-
TIKN EMOTOAN.

II. Zehida tithou: MephapBavel Tov Titho Tou SoKIpiou, To ovOua-
TATWV OUYYPAPEWV KAl TA IEPUHATA ATTO TOL OTTOIA TIPOEPXOVTAL Ol
OUYYPAQEIG, TIG SlEUBUVOEIC N\EKTPOVIKOU TaXUSPOEIOU OAWV TwV
OUYYPAPEWY, Kal TO idpupa, SieuBuvon, TNAépwvo kai Sievbuvon
NAEKTPOVIKOU TayuSpopeiou Tou ouyypagéa aAnhoypagiad.

MIl. Atautomointo dokipio

1. Tirhog: AtautomoinTn ogAida Tithou TIou avapEPEL IOVO ToV
Titho Kal Ol CLYYPAPEIC KA OTOIXEI UTTAYWYAG.

2. NepiAnyn: H mepihnyn mephapBavel Ta onuavTIKOTEPA €U-
PAHATA KOl CUMTTIEPACHOTA TNG EPYaATiag.

3. Né€eig eupetnpiou: Metd tnv mepiAnyn amatovvTal 3 we 5
Né€eic eupenpiou, ol omoieg mpémel va emAéyovTat amd Tn Bdon Oe-
Sopévwy Emkepalidwv latpikric Oepatohoyiog/ Medical Subject
Headings (MeSH) tn¢ EBvikric latpikric BIBA0OKNng twv HITA.

4. Aopn} WNATOG KEHEVOU: TO KEIIEVO TWV TIPWTOTUTIWY Ap-
Bpwv mpémetva éxel Eloaywyr, YAikd kat MeBddoug, AmoteAéopia-
Ta Kat Xu{ritnon. Twv apBpwv avaokomnong mpémel va éxel Eloa-
ywyn, Zu{itnon Kat MeANoVTIKEC MPOOTTIKES, eV N avamTuén
TWV UTIOAOITTWV TTOPAYPAPWV EMaPieTal Kab’ oAokAnpiav oToug
OUYYPQQEIC.

Fpapparoceipd: H mpotevouevn emhoyn givai n Times New
Roman 12 otiypwv (12 pt) o€ S1mAG SIA0TNHA KAl UE EPPAVEIC TIC
aplBuNoeIC oelpAc kal oeAidaC.

Tuvtpnoeic: Mpénel va xpnolpomolouvTal 600 To Suvatov Ai-
YOTEPO, ONNA O€ TIEPITTWON XPERoNG opilovTal TNV MPWTN Popd
TIOU QVAQEPOVTAL OTO KEIHEVO JIE TNV OAOYPAPIKI LOPEPH VA aKO-
MouBeital amod To AKPWVUIO A TV GUVTUNGN EVTOC TapévOeonc.

Euxapiotieg, xopnyieg kat xpnpatodotnon: Ot EuxapioTieg
BpiokovTal 0To TENOG TOU CWHATOG TOU KEWWEVOU, TIpIV armd Tov -
BAloypa@iko kKatdhoyo/avagopéc. H omotadnmote xpnuatodo-
TNON N Xopnyia amd QapUaKeUTIKES ETAIPEIEC, KATAOKEVOOTEC LO-
TPIKOU €EOTMOLOU Kall GANEC ETAIPEIES 1 ETTIXEIPAOELS TWV OTIOIWV
TIPOIOVTA ) UTINPETIEC £XOUV XPNOIOTIOINBEl OTN YENETN TTpEmeLva
SnAwvovtal ot ARAWon AVTIKOOUOUEVWY CUUPEPOVTWY AANG
Kat oTi; Eugaplotiec.

Movadeg pérpnong: O\ec ot petprioei mpémel va amodidovTal
oto Alebvéc Zvotnpa (SI). H umodiaotohr amodidetal e KOUUa
(mx. 3,5 cm) pe Kevd umpo¢ Kat miow amd 1o oUUBoAo Guv/mAnv
(mx. 13,6 + 1,2). Aev mpémel va UTIAPXOUV KeVA eKatépwBev evOel-
KTWV KUpavong (mx. 15-20) i oupBoAwv 100TTAg/aviootnTa (T.y.
r=0,37,p<0,005).

10. Eikoveg ko Mivakeg

'ONEG OL EIKOVEC KOl OLTHVOKEG TTPETTEL VA AVAPEPOVTAL OTO KEIHEVO
KOTA GEIPAV EUPAVIOEWC LUE APARIKA VOUUEP EVTOC TTOPEVOEDE-
w¢, X, (E. 1) kat (M. 1). Turpata gikdvwv avagépovtal pe meld
ypdpuatamy. (. 1a).

Ot elkoveg mpémel va gival PnANC avaluong. AVUCUATIKA ypa-
QAT CAPWUEVA KAl TPWTOTUTIA YPAUUIKA OXESIa TTPEMEL VAl
unodMovTal o€ Popen bitmap kat og eAdyiotn avaiuon 1,200
otiypwv (dpi). Qwtoypagieg, oxédia kat {wypapiég mpémel va umo-
BaMovtai o popen TIFF 1) JPEG, og Siaotdioelc 174 mm mAGTog Kat
234 mm OYog Kat o€ EAayiotn avduon 300 otiypwv (dpi).

H avwvupia twv acBeviv mpémet va Staopaliletal Ola ta de-
Sopéva mou umopouv va odnyrioouy o€ Tautomoinon (ovouara,
ApXIKA, apIBLoi TAUTOTNTAC/TAUTOTTOINONG/KATAYPAPNC) TTPETEL
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Va NV EUPaviCovTal 0To KEIEVO OTIG EIKOVEG KA OE TTIVAKEG, Av &i-
VAl AmaPAiTNTO Va epavileTal To TPOowWo aoBevouc, mpémel va
pavpiCovtat ta pdria. Av eival Suvarr n tautomnoinon Tou acte-
voUG ano ewtoypagia, Ae{AvTa 1) avTioTol o HEPOG TOU KEWEVOU,
TIPETEL VA GUVUTIORAANETAL YPATTTWG N GUYKATABEDT TOU.

Ot\e(avTeg Twv eKOVWY TIPEMeLvaTIEPINAPBAvVOVTaL O Eexwpl-
07T 0eNida Tou KelPéVou evw Twv MivaKwv TIPEMEL va avaypdapo-
vTal évw amnéd tov kdbe mivaka. EppnveuTikd oupuBola (aotepi-
oKol, BEAn KATT) TIPETTEL VA X PN OLOTIOIOUVTAL STAV TO ATTEIKOVIOTIKA
Sedopéva givat aoagri, va Unv XpnotoToloUvVTal O £yXPWHIN 0pO-
@1 aA\d 0€ AOTIPO, LAUPO KAl TOVOUG TOU YKPLKAL O EyeBog Tou
VQ QVOAOYEL E aUTO TNE EIKOVAC,

O mivakeg mpémel va umofaMovTat peta amo tov BiAloypagt-
KO Katahoyo, o€ EexwploTr) oeNiGa 0 kaBévag Kal pe apafiki api6-
MNON KA TOV TITAO TOUG OE HOP@T EMKEPANSAE, EVW TUXOUTEC OU-
VTUAOEIC TpéMel va eme€nyolvTal o€ umoonueiwon. KaBe othin
TOU TTiVaKO TTPETTEL VAL EXEL KEPANISA TIOU VO TIEPIYPAPEL TO TIANPO-
(POPIOKO TNG TTEPLEXOHEVO.

11. Biphoypaepia

H akpifeia tne BiBAOYpa@IKNC TEKUNPiwonc Bapuvel amokAEIoTI-
Kd Toug ouyypageic. O katdhoyoc BiBAoypagiog mpémel va mept-
AapBavel pdvo epyacieg Tou avapépPovTal EVIOE TOU KEIEVOU Kl
€€ €X0UV SNMOOCIEUTE EiTE EXOUV Yivel ATTOSEKTEC TTPOG SN osiEy-
on. MpocwIKA eMKoVWVia Kal abnUOCIEUTEC EpYaoiec amid ava-
(PEPOVTAL EVTOG TOU KEIUEVOU Kall LOVO. Agv TTpEMEL VA XPNOIOTION-
OUVTOIL ONHEIWOELC WG UTTOKATASTATO BIBAIOYPAPIKOU KATAAGYOU.

H katahoyoypdgnon yivetal he aAQapnTIKr O€lpd amd To M-
BET0 TOU TTPWTOU CUYYPAPED KABE avapepOpEVNE Epyaaiag. Mpo-
KEILEVOU TIEPI KOIVOU TIPWTOU CUYYPAPEX N KaTtaAoyoypd@non yi-
veTal BAoEI TOU ap)IKOU TOU ENWVUOU TOU SEUTEPOU, TPITOU K.OK.
OUYYPUPEQ, EVWD VIO TIAVOLOLOTUTTN GUYYPAPIKT OUASA XPNOIHO-
TIOlE(TaL AMOAUTN XPOVOAOYIKY| OElpA e emBEépata a, b, ¢.

Ot epyaocie Tou Katd Tnv UTooAr UTIAPXOUV LOVO OE HoPYN
PNPLaKAG TPOSNOCIEUONG TTPETEL VO AVAPEPOVTAL [IE TO VT
otolyo apiBuo DOI (digital object identifier).

Q¢ €€ ouyypageic avaypdapovTal TARMPWG LIE EMUVULIO KOl X1
K& ovopatog/-wv. Av gival TeplocdTePOL avaypagovTal ol 3 Tpw-
Tolkal akohouBeito‘et al!

MNa ke@ahaia BiPAiwv avaypd@ovTal o TITho¢ KAl 01 CUYYPAPEIC
ToU Ke@ahaiov, o Tithog Tou BiBAiou kal o/ot EMUEANTAC/-EC €k-
doong, n moAN, xwpa, kSOTIKAC 0ikog, Xpovohoyia ékdoong kal
ol 0eNideC.

Ma amokAeloTIKWE SIKTUaKA Slabéotpua apyeia mpémel va ava-
YPd@ovTal ol CUYYPAPEIC av UTApXOY, 0 TITAOG TG lotooehidag,
n Siktuakr Sievbuvon URL kat n nuepopnvia teheutaiog emioke-
PNnG TV CLYYPAPEWV 0TV IoTooeAda.

Mapadeiypara BiBAoypag@ikwv avapopwv:
ApBpameptodiKwy:
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OzdemirV, Patrinos GP. David Bowie and the Art of Slow Innovation:
A Fast-Second Winner Strategy for Biotechnology and Precision
Medicine Global Development. OMICS 2017;21(11):633-637.

f

Sosnay PR, Siklosi KR, Van Goor F, et al. Defining the disease liability
of variants in the cystic fibrosis transmembrane conductance
regulator gene. Nat Genet 2013;45(10): 1160-1167.

n

El Rouby N, McDonough CW, Gong Y, et al. Genome-wide
association analysis of common genetic variants of resistant
hypertension. Pharmacogenomics J. 2018; doi: 10.1038/s41397-
018-0049-x. Epub 2018 Sep 20.

BiBAia:

Correa-Lopez C, Patrinos GP (eds). Genomic Medicine in
developing and emerging economies. Elsevier/Academic Press,
Burlington, CA, USA, 2018.

KepdAaia BiBAiwv:

Squassina A, Manchia M, Mitropoulou C, et al. An introduction
to Pharmacogenomics and Personalized Medicine, In Lanzer P
(ed) PanVascular Medicine (2nd edition), Springer, Heidelberg,
Germany, 2015, pp. 1053-1065.

[MpakTikd ouveSpiwv:

Innocenti F. Safety of Drug Treatment in Oncology: A Genomic
Perspective. 2018 Golden Helix Summer School, Public Health
Genomics 2018; 21(Suppl 1): 2.

Ynolaka Eyypaga:
National Institute for Health and Care Excellence). SIR-Spheres
for treating inoperable hepatocellular carcinoma. Available via
nice.org.uk/guidance/mib63. Published May 10, 2013. Accessed
January 25,2014.

Y& mepimtwon ap@iBoAiag, avaypdyte Tov mpn Titho Tou
TIEPIOSIKOU.

12. Aiadikacia Kpiong kat avad@swpnong vmopAnOsicwv
EPYQOIWV

H amodoyn mpog dnuooicuon amogaciletal and tov Aleubuvh
Yuvtaéne Bdoel Twv ElonyRoewv Twv KPtwv. Ot CUYYPaQEIC Opei-
Aouv va oAoKANPWOoOoLV TIC amaIToUpeveS S1opBWOEIC 0Ta TEAIKA
SOKiI0 EVTOC 5 NUEPWV Ammd TNV AITOCTOAr AUTWV O IoPPH OPXEr
ouv pdf, ot ommoie¢ mephapBdvouv xwpic va meplopiovtal o€ EAey-
XO TNG apTIOTNTAG TOU Kelpévou, amodoxr 0pBoypadikwy, ypap-
MATIKWY KAl CUVTOKTIKWY S10pBWaEwV Kt ENEYXOG TNG EICAYWYNG
Ka opOr¢ apiBunong kai avapopdg mvAakwv Kat ikOvwv. Meta
NV Pnelakn dnuooieuon e epyaciag Sev sivai pikTéC SlopOw-
O€IC, EKTOC amo T Snpoaoieuon Slopbwoewvy (Erratum) o emdpe-
vateoyn. @



