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NEPINHWH

H @apupokoyoviSIwaTIKY TEVEL va amoteNéoel €va
avamoéomacTo KOUMATL TNG OUYXPOVNG UYEIOVOMIKNG
nepiBalPne. H eupeia epappoyn ¢ Baciletal otnv
avaykadtnta Sle€aywyns @apUaKoyoVvISIWHATIKWY
avoAUoswv o€ omolodnmote KAIVIKO mepIBAAlov, ou-
prepA\apBAvVOVTaG TIC ATTOPAKPUOUEVEG ATIO AOTIKA
KEVTPA TIEPIOXEC |UIE TIEPIOPIOUEVO TTIPOUTTOAOYIOUO Kal
UAIKOTEXVIKO €EOTTAIOMO. Z€ QUTH TNV UENETN, TTAPOU-
oladetal n avanmtuén Kal n €pappoyn pag ypriyopng
Kat a&lomoTng @apuaKoyoVISIWHATIKAG avAAUoNG UE
NV XPNon &vog Gopntou €pyacTnPiou HOPLOKAG Pi-
oloyiag (2MoBIL). Zuykekpipéva mapouatdleTal mwe
n Yovotummnon Tou (PapHAKOVISIWHATIKOU Plodeiktn
SLCO1B1*5, umopei va Sieknmepaiwdei afiémota Kat

ATTOTEAECHATIKA HE TNV XPNON QOPNTOU £pyacTtnpiou,
XPNOIHOTIOIWVTAG WG HECO OUYKPIONG TN cuufatikn
emrpaméfla opyavoloyia kat pia mpotunn péBodo
(KASP assay). Aapfdvovtag unoyn to piKpo péyedog
TOU POPNTOU £pyacTnpiov, To omoio Tou MPoadidel
POopPNTOTNTA, KABWC Kal TNV LPYNAN akpiBia avaluong
TIOU TIPOOPEPEL, CUMTEPAiVOUpE OTL N pEBodog yovo-
TUmnong mou Paciletal oto 2MoBiL eival alomotn
Yla TTEPAITEPW UENETEC KAl KAWVIKI) EQAPUOYN OE amo-
HMOKPUOUEVEG TIEPLIOXEG KAl UE TIEPLOPIOUEVOUG TTIOPOUG.
Qg ek TOUTOU, N TaXEia yovoTumikr avaiuon pe 2MoBilL
pmopei va amoteléoel Baoikd MUAWVA yia TNV gupeEia
£QAPHOYN TNG PAPHAKOYOVISIWUATIKAG KAl TNG e€ato-
MIKELUEVNG Bepameiag otnv KAWVIKNA TTPAEN.
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Eicaywyn

O ToMéAg TNG PAPMUAKOYOVISIWUATIKAG OTOXEVEL OTOV
MPocSloPIoUd TWV TTOCOOTWY AVTATIOKPIONG TWV Qap-
MAKWV KaBWE Kal TNG EPPAVIONC AVEMOBUUNTWY EVEP-
yelwv (ADRs), Aoyw Twv Slapopwv 0Ta YEVETIKA TTPOPIA
Twv acBevwv [1], 0 omoiog 0T CUVEXELD UMOpPE( va uTTo-
BonBnoel Tnv BeATioTomMOINGCN TN XOPNYNONG TWV Qap-
MAKwV. H epappoyn TG ¢apuakoyovISIWUATIKAG 0TV
KAWVIKN TTpA&n Bewpeital o akpoywviaiog AiBo¢ tng e€a-
TOMIKEUMEVNC IATPLIKAG EICAYOVTAC TIC YOVISIWUATIKES
€€eTAOEIC OTA OUCTAPATA UYEIOVOUIKNAG TEPIBaAPNC.
Méxpl OrUEPQ, Ol YEVETIKEG €EETATEIC XPNOIUOTIOIOU-
vTal Kupiwg yia tn Sidyvwon oplopévwy, Kupiwg povo-
yoviSlakwv aoBevelwy, omwe n voocog Huntington, ol
Balaooaipieg kal N KUoTIKY ivwon). Map «0Aa autd, otnv
HETA-YOVISIWHATIKY €MOXT), TTOMO{ TTAPOXOL UYELOVOL-
KNg mepiBaAPng dpxioav va XpnoIHoTiolovV GapaKo-
YOVISIWHATIKEG EEETATEIC UE OKOTIO TNV TTAPOXT} 0dny!I-
WV Yla TNV mpocappoyn e §6ong @apudkwy e Baon
TN YOVISIWHATIKY KATATOMN TwV acOevwy yia mepLocod-
TEPaA amod 150 gdpuaka Kat 750 @UANa odnyliwv otnv
Bdon dedopévwv Pharmacogenomics Knowledgebase
(PharmGKB; www.pharmgkb.org) [2], evw mapouoleg
TOAITIKEG e@appoovTal T6oo 0TI Hvwuéveg MoAiteieg
am6 tov Opyaviopd Tpogiuwv kat Qappdkwy (Www.
fda.gov) 600 kal otov Evpwmnaikd Opyaviopd Oapud-
Kwv (Www.ema.europa.eu) [3].

O1 otativeg, TO MO KOWVA OUVTAYOYPAPOUUEVO
PAPUAKO YIa TNV UTTEPXOANOTEPOAAIUIQ, CUYKATAAE-
yetatl HeTall Twv Qappdkwy ou cuvodevovTal and
kaBodrynon yla tn ouvtayoypdenon toug pe Bdon
TO YEVETIKO TIPO@IA Tou aoBevoug, kKabwg mpémel va
amo@eLyeTal n xopnynon olpfactativng oe acBeveig
TTOU QEPOUV TOV PAPMAKOYOVISIWHATIKO [lodeikTn
SLCO1B1*5, evi) ava@EpETal OTL 0€ XaunAOTePO Babud
emnpeadetal Kat o PeTaoAIopOC TNG poooufaoTarti-
VNG Kal TNG AovfacTtativng, amod tov iGlo ToAUHoPPI-
OMO rs4149056 [4-7].

JUUQWVA PE PO HENETN CUOYKETIONG OTO avBpwIvo
yovidiwpa (GWAS), o ¢@apuakoyoviSlwuatikog Blo-
Seiktng SLCOTBT1*5 ouoxetiotTnke Betika pe tnVv mba-
voTNTa puomndbelag 0cov agopd Tto TapaANayHéVO
aMnAéuopgo C oTo omoio avtioTtolxei. Ol ouXVOTNTEG
TWV MOAUPOPPIoOUWY oTo Yyovidlo SLCOTB1 deixvouv
Mla onPavTiK ToIKIAOHop®ia HETAEU SlOQOPETIKWY
MANBUOPWYV TTAYKOOUIWC, UTTOSEIKVUOVTAC TNV AVAYKN
(PAPHAKOYOVISIWHATIKAG avAAuong yla Tov TTOAUpop-
PIOPO rs4149056 C/T, 516TI TO ATOMUIKO YOVISIWUATIKO
Po@il\ e€apTdTal CNUAVTIKA amd TN YEVETIKN TIOIKIAOG-
Tnta tou MAnBucuov. Ailel va onuelwBei 6TL, Kavévag

AANNOC TTOAUPOPPIOUOC SEV €XEL CUOXETIOTEL e PUOTTA-
Bela mou MpPoKaAegital amd T Xopriynon oTativwy, n
omoia gival pia amo Ti¢ KUPLEG TAPEVEPYELEC TNG Bgpa-
TIEUTIKAG TOUG Xpnong [8].

3TN mapouod HENETN, EMAEXONKE O AEITOUPYIKOG TTO-
Aupop@Iopoc rs4149056 (T>C) oto yovidlo SLCO1B1
(c.T521C, p.V174A) oto €€WVIo 5 TOU XPWHOCWUATOG
12 mou odnyei 6e UPNAOTEPN CUYKEVTPWON OTATIVNG
otnv Kukhogopia [9,10]. H ouxvotnta twv aAAnAo-
poppwv C mou Bpédnke otov mMAnBuoud Twv Kaukd-
olwv givat 0,146 kat oTov eVpWTAIKO TANBUoG 0,161.
Emopévwc, 1o rs4149056 €ival (ia YEVETIKN TTAPAANa-
YA Tou gu@avifetal e Peydin cuxvotnta Peta&ld Twv
mANBuouwv Maykoopiwg. EmmAéov, ot ouxvotntegT /T,
T/ Ckat C/ C otoug Eupwmaioug gival 0,698, 0,282 kat
0,020, avtioTtotka [11].

Aapfdavovtag umoyn Ta mapamdvw, O AUTH TN JeE-
AéTN, e€€TAOTNKE N OKOTIIHOTNTA XPriONG EVOC TTANPWG
€EOMAIOEVOU POPNTOU EPYAOTNPIOV HOPIAKAG BloAo-
yiag (to omoio avagépetal w¢ péBodog «2MoBilL») yia
™ ypriyopn avaiuon tou mMoAupop@IopoU rs4149056,
mou €xel Adn xpnolpomoinbei pe emTuyia yla exmal-
SeuTikoUg okomoU¢ o€ HabnTég Seutepofaduiag arla
Kal TpitofBabuiag ekmaideuong o 6An Tnv EANAda kal
1o e§wTEPIKS [12].

Ot e€eNielg oTNV EMOTAUN TWV UTTOAOYIOTWYV Kal OTN
HNXAVIKA €Kpadnon Onpioupyoulv pia véa €moxn yla
Hia TTOIKIAIA EMOTNMOVIKWY TopéwV. Ot alyopiBuol mou
avantuxOnkav XPNOIMOTIOOUVTAL OTNV avayvwplon
TIPOTUTIWY, OTNV AVIXVEUON AVTIKEIUEVWV Kal o€ S1dgo-
poug Topeic épeuvac. H StaBeoipdtnta peydlou dykou
TMANPOPOPIWY eVOAPPUVEL TNV UTTOKATACTACN TWV €V-
PETIKWV TIPOOEYYIOEWV TTOU XPNOIUOTIOIOUVTAL EVPEWG
HEXPL TWPA OTIO TIG TEXVIKEG MNXAVIKNG EKUABNONG. Zuv-
Suddlovtag pia Sedopévn yvwon péow evog ouvolou
Sedopévv e TNV UTTONOYIOTIKI) QTTOTEAECUATIKOTNTA
TWV oLYXPOVWVY UTTOAOYIOTWYV, Eival SuvaTto va Snuioup-
ynOsi éva cvotnua Ikavod va Pdbel kal va KataAn&el og
OUUTEPACHATA, KABWC Kal o€ pia avBpwrivn Tpaén. Té-
Tola ouoTipata apxi{ouv va evowpatwvovTal oTo Tie-
PIBAN\OV UYEIOVOUIKNG TTEPIBOAYNG Kal oTNV avtioTtol-
XN EPELVA. 2TIG TTEPIOOOTEPEG TTEPITTTWOELG, LTTOPOULV VA
Kavouv akpifeic mpoPAéPelg xpnotpomolwvtag Siago-
PETIKEC TTNYEC Sedopévwy mou Eemepvouv Tov avBpwro
6oov apopd tnv a&lomaTia Kal TNV TaxuTnTa.

YAika kat Mé@odot

Na v mapovca peNéTn, cuykevipwOnkav 81 &ebe-
AOVTEC OTa TAAICIO TIPOOTITIKAG KAIVIKAG MENETNG
(NCT03093818). I'pantrj cuvaiveon 666nke amd dAoug
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Eikéva 1: Sxebidypauua tne ueodoloyiac mou cuvoyilel 1i¢ Siadikaoie¢ mou akoAoubrBnkav katd v xprion A) ™ng
AS-PCR o¢ ouvuBatiki emrpaméfia opyavodoyia, B) tng AS-PCR o 2MoBiL kai I) Tn¢ mpétunng uebédouv KASP. (2MoBilL:
Mobile Molecular Biology Laboratory; PCR, polymerase chain reaction).

TOUG OUMMETEXOVTEG AOOEVEIC Kal N UEAETN €XEL EYKPI-
B¢l amo tnv Emtpornry Aeovtoloyiag tou MNavemotnuiou
Matpwv.

DNA amopovwBnke amd To TEPIPEPIKO dAipa Twv
aocBevwv xpnotpomowvtag to kit NucleoSpin Blood
(Macherey-Nagel). OAa ta deiypata yovotunmifnkav pe
KASP w¢ mpotunn péBodo, xpnoipomolwvtag tov Bepo-
kukhorointr) Hydrocycler* (LGC Genomics) og cuvua-
OMO pe 1o ovoTtnua avayvwong FLUOstar Omega SNP

(BMG LABTECH). H nuébodog xpnotpomolei duo ¢pBopo-
AtyovoukAeoTidla pe pia 3'€181kry aAAnAouxia eKKivntr
Kal pia 5'meploxn e doun poupkétag (hairpin region)
TIOU QEPEL OAAVON HE pia amo TiG Vo POoPOXPWOTI-
ké€¢. H mapouaia tng 3" aAnAouyxiag eKKivnTr eMITPETEL
o€ autd ta eBopilovta oAtyovoukheotidla va Aettoup-
youv padi pe €181KoUg yla TNV TTEPLOXN TToU HEAETATAL
M onUaopévoucg eKKIVNTEG. Ot aAANAoUXieC Kal ol Guv-
Onkeg evioxuong eival S100€01UEG KATOTIV AITAKATOG
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Eikéva 2: [apouciaon twv yovétunwv yia 1pia (3) Stapopetika Seiyuata DNA (A, B, I) xpnowomotwvtag: (A) AS-PCR
og ovuBatikr emtpané(ia opyavodoyia kat (B) AS-PCR og 2MoBIL. la kaBg Seiyua DNA avtiotoiyolv 2 ppedtia: éva yia
70 aAANASuoppo avapopdc kat éva yia To petaliayuévo. Xpnouomorifnke uaptupac 100 bp (Nippon Genetics) kai To

avauevouevo uéyeboc Twv mpoidvtwy evioyuoncg eivai 535 bp.

(https://www.bmglabtech.com).

H evioxuon tou MOAUHOP@PIKOU TUHAMATOC OTOV £TI-
Tpaméflo Oeppokukomolnt Kat oto 2MoBiL Siekme-
palwbnKe xpnolpomolwvtag TNV moAupepdon FirePol
Taqg (Solis Biodyne) pe Bepuikd MPWTOKOANO TPoBEp-
pavong otoug 95°C yia 5min, akohouBoUpevn amé 30
KUKAoug (amodidtaén otoug 95°C yia 30s, uPBpidomoin-
on oTtoug 65°C yia 50s kat empKkuvong otoug 72°C yia
120s), kat amé éva TeAKS Bripa empurKuvong otoug 72°C
yta 10 Aentd. AkoAoUBNoe NAeKTpOPOPNON TWV TIPOIO-
VTIWV evioxuong o mMKTwua ayapdlng 1% o emtparné-
(1o AouTpO Kal OTO EVOWUATWUEVO AouTpd Tou 2MoBiIL.
Ot yovétumol SlakpivovTal eNéyxovtag Ta PeyEdn Twv
{wvwv ot OXéoN e TOV HAPTUPA LOPIOKWY HEYEBWV
Bruatog 100bp (Nippon Genetics) kat kat’ e@apuoynv
™G apxnig TS arAAnAoeldikng aAuctdwTng avtidpaong
moAupepaong (AS-PCR) pe 800 evaAaKTIKOUG aploTe-
poU¢ ekKIVNTEC oL LPpLdomolovvTal I0IKA gite oTO T
eite yia 0to C aAANAGop @O, UTTO UTTEPIWSN KATAUYAoN
oe emrpaméfla ouokeun (Ultra-Violet Products) kat uré
wdn katavyaon oto 2MoBiL.

ZTATIOTIKN avaluvon

Mpokeluévou va emalnBguBolv ta melpdApaTa, TTPAy-
MaTOToINONKE I CUYKPLON TWV ATIOTEAECUATWY ATIO
TO QopNnTO gpyaotnplo (2MoBiL) kat ekeivwv amd tn
péBodo KASP (Eik. 1). H ouykplon Baciotnke otoug yo-
véTuTouG Kal o€ Babuoloyieg, yia kdBe Seiypa kat yia
KaBe puébodo kal avatédnke oe 11 aveaptntoug €1di-
Keupévoug aflohoyntéc. Toug {NTriBnke va poadlopi-

oouv Tov yovoturo tou kdBe Seiypatog (N=81) kat va
BaBuoloynoouv amoé 1o 1 péxpt 1o 4 (Miv. 1), avaloya
HE TNV TTOLOTNTA ERPAVIONG TNG avTtioToixng (wvng DNA
oto mKTwia ayapolne. Natnv Beitiwon tng aflomoti-
ag tn¢ aloAdynong, ot alohoynTég Sev NTAV EUMTAEKO-
pevol otnv peBodoloyia tng épeuvac (i.e., double-blind
assessors). EmmAéov, unohoyiotnke n péon TIun yla 1o
KABe Selypa yia va uTtapyEl Ula avTITPOCWITEVUTIKN TIUN
Twv Babporoyiwv amd toug 11 aoloyntéc. Na v
ouykpton Twv SVo peBGdwv (AS-PCR oe emtpaméfia
opyavohoyia kat AS-PCR oe 2MoBil) epapudotnke n
Sokiun Fisher pe tn dnuioupyia evédg mivaka cuvdagelag
2x2 XpNnolHomowwvTag To Aoylopd GraphPad kat umo-
Aoyiotnke n Tun p. Na v nepartépw aflohdynon tng
gykupoTNTAG TNG pEBOSou 2MoBiL, 10 Tuxaia emAeypé-
va Seiypata €€eTaoTNKAV 7 QOPEC XPNOIUOTIOIWVTAG
Kal Tig Svo pebodouc.

E@appdoape TEXVIKEG LNXAVIKAG EKUABNONG Kal 6pa-
ong umoAOYLOTH Yyla va OnpIoupyriooupEe €va QIAIKO
OUGTNMA TTOU VA UTTOPE( VA TO XPNOIUOTIOIGEL KATIOLOG
e€oIKEIWPEVOC PE 1laTPIKA Bépata. Eikoveg amd tn pebo-
SoMoyia 2MoBiL xpnotpomolouvTal yla va eKmalde0oouv
MovTENA avixveuong avTIKEIWEVWY Babiag puabnong mou
va ghéyxouv gdv taéivopolvtal cwotd ta Seiypata
€VOC atopou, wote va kabodnyeitat n docoloyia Ka-
TTOlOU PapPHAKoU. H eykupdTnTa TWV HOVTENWV OTOLXEL-
oBeTeiTal XpNOIHOTIOIVTAG éVa UIKPO CUVOANO EIKOVWV
eNéyxou (elkOveC TTou Sev xpnolpomolouvTal Katd tn Si-
APKELA TNG EKTTAIGEVONG TOU CUCTAUATOG UNXAVIKAG €K-
paOnong) kat dedopéva and mpayHaTIKEG SOKIUEG TTOU
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Mivakag 1. Neptypagn Tou cucTRpatog BadpoAoynong Twv anoTeAecpHATwy TG pEB6Sou AS-PCR emi tou

2MoBiL kat Tng emrpamé{iag opyavoloyiag.

BabBuoloyia Meptypapn

qr Aeiyuata ota omoia o yovotumoc eivar SUGKoAo va avayvwploTel A ival AdBo¢ CUYKPITIKA e TNV TPOTUTN
U€Bobo, Kal to Seiyua mpémet va emaveletaotel

2 Aeiyuara ue augiBolo yovotumo

‘3’ Aeiyuara pe 0pB6 yovétumo, uétpio 66pufo kat tikpr mbavétnta mapepunveiag

‘4 Aglyuata pe 0pB6 yovétumo kat dveu BopuBou, un emdbeyéusva mapepunveiag

SlevepynOnkav amod Tpeig eoItnNTEG laTpIkAG, HE Xprion
Tou Sladiktuakou ocuotiuatog (http://haippocrates.
com) To oTmoio Tapéxel OAeC TIG odnyieg (step-by-step
guidance) yia tnv neipapatiki pebodoloyia xpnotuo-
TTOLWVTAG TO YOoPNTO gpyacTrplo Moplakng Bioloyiac.
MeTd 1o TENOC TOU MEIPAUATOC, PWTOYPAEPNCAV TA NAE-
KTpo@opnTIKA mpdtuma Twv delyudtwy Kat avéBacav
TV wtoypagia oto availoyo medio TG MAATPOPHAS
(http://haippocrates.com) émou 1o cuoTNUA €€Ayel TNV
TPATACN YId TpoToToinon TNG Xopnyouuevng Socolo-
yiag yia kaBe Seiypa aobevouc.

Anotelécpata

YUVOAIKQ, TIPAYMOTOTIOINONKE YEVETIKN avAAucn o€
81 deiypata xpnoipomolwvtag kal Ti Svo pebodouc:
AS-PCR oto 2MoBilL kat otnv emtpamnédia opyavolo-
yia kdtw amd T1g idleg ouvOnkee. MapakdTw mMaPoUaI-
dlovtal Ta amoteAéopata yla éva evOEIKTIKO aplOud
Selypdrtwv. Mo ouykekplpéva, otov lMivaka 2 mapouai-
dalovtal ot yovotumol Tplwv (3) Selypdtwy Omwe mpoé-
Kuav amo tnv mpdturn péBodo (KASP) kat tig dUo ou-
YKPIVOUEVEG , Ol oTToieC £dwoav amoteAéopata UPNANG
akpifelac. Emmiéov, otnv Eikova 2, mapouaoialovtal Ta
anoteAéopata OTwWE TPpoEKuYPav yia Tpia Seiypata ako-
AoubBwvTtag ta MPwTokoAa yia tnv AS-PCR oe emitpa-
méQla opyavoloyia (A) kat oto 2MoBiL (B). 1o ouotnua
BaBuoAoynong (M. 1) Twv 81 delypdtwy, eKTIURONKavV
€mMiong Ta Moc0oTd cupPwviag petald Twv Svo (2) pe-
B0dwv ouykplTikaA pe tnv mpdtumm (KASP). Ocov agopd
Vv emtpanélia opyavoloyia, ta 77 and ta 81 deiypata
(95%) éAafav BaBuoloyia 3 kal 4 kal Tautomoldnkav
OWOTA OUMPWVA HE TOUG YOVOTUTIOUG amd Tnv Tipod-
Turin péBodo (KASP). Ocov agopd tn pébodo 2MoBiL
mapatnEnRdnke éva MocooTtd cuppwviag 94% ue Tnv
npotunn Pébodo (76 and ta 81 Seiypata mapouvciacav
BaBuotoyia 3 kal 4, Tautomolribnkav cwoTd Kat uTo-

10

BABnkav og oTaATIOTIKN avaiuon).

MNa va ektipunBsi av gival oTatioTika onuavtikn n &t-
agopd avapeoa otig duo pebodoug ota idla deiypata,
xpnotpomoindnke n dokiun Fisher’s. Onwg meplypden-
KE mapanavw, ol Babuoloyieg 1 kal 2 avTimpoownmeUouV
TIc AAGOZ TIpéG, evw ol BaBuoloyieg 3 kat 4 avtimpo-
owrnevouv Ti¢ XOXTEX. H otatioTikn avaluon Eekivael
pe TNV undevikry umdBeon o1 Sev UTTAPYXEL OTATIOTIKA
onuavtiki dlagopd avaueca otig pebodoug AS-PCR
o€ emrtpanéfla opyavohoyia kal oe 2MoBiL. Onw¢ ava-
pevoTay, n Tiun p Bpébnke uPpnAotepn amo 0,05, ondte
n undevikn unéBeon Sev amoppintetal kat n Slapopd
MeTa&L Twv dvo e€eTaldopevwy neBOdwY yovoTumnong
Sev €ival oTATIOTIKA ONUAVTIKA. Emopévwe, n mpotel-
vouevn péBodog yovotumnong AS-PCR emi tou 2MoBiL
pITopEl va odnynoel og amoTEAEéCUATA CUYKPIoIUa e
autda g emrpamnédiag opyavoloyiag Kal TnG mPoTumng
KASP.. lNa mepaitépw a&lohdynon tng nebodou AS-PCR
/2MoBIL w¢ mpog Tnv emavaAnPuéTnTa Kat Tnv aglori-
otia, 10 Tuxaia emAeypéva Seiypata emaveéetdotnkav
7 @opég To KaBéva, PE amdOAUTN OUOIOYEVEID OTA EKOL-
Sopeva anoteNéopata.

Zu{itnon

Ta petagepdueva epyacTrpla Hoplakng Bloloyiag
pmopouUv va taivounBolv os 600 KUPLEC KATNYOPIEC,
€(TE KIVNTA €ite popnTd, Aapfavovtag umoyn ta xapa-
KTNPIOTIKA ToUuG (6nAadn 1o péyeboc , To BApog Kal TIg
QTTAITAOELG TTAPOXWV). Z€ £Va KIVNTO EpyAcTrPlo, XpNnol-
MOTTOLEITAL TO TTIOW PEPOG TOU OXAMATOG, OTIWG NILPOP-
NYO, OoPTNYO 1} akOUN Kal Aew@opeio, émmou tomobe-
Teital 0 KatdAnAog e§omAiouoG.

AvTiOeTq, éva @opnTo £pyacTriplo EXEL TTONU HIKPOTE-
po Héyebog, ouvnBwe péyebog Balitoag i smartphone
[13, 14]. Ot nelpapatikég Sladikaoieg og autolG TOUG TU-
TToUG epyacTtnpiwv gival oAU ypnyopotepeg [15], evw
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Mivakag 2. Mapovciaon Twv yovotunwy yia tpia (3) Stagpopetika dsiypara DNA (A, B, I) yia tov

HENETWHEVO TIOAVHOPPIGHO rs4149056, OTwG MpoékuYPav amd tnv mpotumnn péBodo KASP kattnv AS-PCR
os oupfatikn emrpanéia opyavoloyia kat o 2MoBiL.

lovo AS-PCR
, AMnAduoppo MeraAdaypévo ) ovorumos , Tovétumog AS-
Agiyua . . lovotumog KASP og emTpaméfia .
Avagopdg AMnAduopgpo , PCR o 2MoBilL
opyavoloyia
N T C T TT T
‘B’ T C TIC TIC T|C
T T C qlc clc C|C

TETOLO EPYAOTHPLA €iTE AelToUpyOUV pe pmatapia [16] i
TTOPEXETAL EVEPYELD AT e§WTEPIKA TINYR, TTX amd SikTuo
1 amo éva oxnua i and nAektpomapaywyo {evyoq.

‘Eva amd 1a mo XapaktnploTikd mapadeiypata epap-
HOYWV @OopNnTwV £pyaotnpiwv E€ival yla €QappoyEg
Bloemtripnong kai Bloacpdaielag, 16iwg og MEPIMTTWOELG
eMONUKWV oUPPBAVTWY. TIC TENEUTAiEC SEKAETIEC, £XOLV
avamTuxBei TOAMEG TEXVIKEG KOl CUOKEVEG yIa TNV avi-
¥xveuon tou 1ou HIV [17], Tou 10U Ebola [18] kal Tou 100
H1N1 tn¢ ypimng A [19] kat Tnv éykaipn Sidyvwon tpo-
MKWV aoBevelwv 6mwe n ehovoaoia [16, 20].

H akpifela otnv avixveuon petal\a&ewv pe TN xpn-
0N AUTWV TWV OUCKELWV OLVERaAe otn Sidyvwon Tng
vdOooU TNG alpoXpwUATWONG [21] Kat Twv pueAoTTOANa-
TAACIACTIKWY VEOTIAAOUATWY €VTOTTI(OVTAC TNV UETAA-
Aayuévn avBpwmivn alpoxpwpdtwon p.C282Y kat TIg
petala&elc JAK2 p.V617F kat MPL p.W515K/L [22].

TNV mapoloa PENETN, amodeiXTnKe OTL TO POPNTO
epyaoTrplo 2MoBiL cuvioTtd pia aflémotn, SlayvwoTi-
K TAOTQOPMA Yla TNV e€atopikeuon NG XopRynong
otativng [7, 23-24] pe onPAVTIKA TIAEOVEKTAUATA, Of
oLyKpLoN HE TIG HEBASOUC TTOU XPNOILOTIOIOUVTAL OFjUE-
pa Bactopéveg og CUMPATIKO EPYAOTNPLAKO £OTIAIGUO.

H pébodog AS-PCR oto gopntod epyaotrplo 2MoBiL
TIPAYMATOTIOINOE WE EMTUXIO KAl OKPIBEID TN YEVETIKN
avdhluon o€ moocooTd 94% évavtl Tou 95% yia TV Ué-
8060 AS-PCR og emrtpaméia opyavoAoyia, pe 1o 100%
va agopd tv npotunn uéBodo (KASP). Mikpry amokAI-
on ané v npotunn pébodo pmopei va e§nynBei amo
TUXaiou¢ TEIPANATIKOUG TTAPAYOVTEG, Omwe N @Bopo-
XPWOTIKN 1A TNV avixveuon Tou mupnvikoL o€o¢ oTnv
NAEKTPOPOPNON, N OTToia GUXVA UToPEl va 0dnynoEL o€

TIAPEPUNVEID TWV TTOPATNPOUUEVWY YOVOTUTIWV aTIO
TOUC a€loAoyNTEC. ZUVETIWG, TA ATTOTEAEOMATA TEKUN-
plwvouv TNV akpifela tng AS-PCR eni 2MoBIL yia Sie-
Eaywyn @apUAKOYOVISIWHATIKWY AVOAUCEWY HIE PETO-
(PPACTIKN EQAPUOYN.

‘Eva amo Ta MAEOVEKTIUATA TOU YOPNTOU EpYAOTNPI-
ou 2MoBIL egival To SuvnTiKa XapNASTEPO AEITOUPYIKO
KOOTOC 0€ oUYKplon TV enttpaméfia opyavoloyia r tnv
avaiuon KASP, mou amaitoUv oAU mo e€eAtyévo Kal
akp1o epyaoctnplakd e€omAopuo mdykou [25]. Mehéteg
KOOTOUG-AMOTEAECUATIKOTNTAG KAl avaAUCEL XPnol-
péTNTaC o8 peydho aptBuod acBevwv gival amapaitnTeg
oTO PENNOV YIa TIG SIAPOPETIKEG PUBUICEIC KAl EQAPO-
YEG OTNV TTAYKOOWIA VYEiQ.

TNV mMapovoa PENETN TEKUNPIWONKE OTL N HéBodog
AS-PCR/2MoBIL pmopei va xpnotyomoindei w¢ wa adi-
omoTtn, SlayvwoTIK TPooéyylon yla Tnv e§atouikeuon
NG XoPHyNong OoTaTtivng e ONUAVTIKEG LETABOAEC OTOV
Kivduvo puomaBelag mou mpoKaAeital amo tn xopriynon
oluBaotativng. Autd ta EVPAATA TIPOGPEPOUV TIPOO-
TITIKEC VIO EQAPUOYEC O AMNEC SIAYVWOTIKEC TIPOCEY-
yioglg yla Tnv e€atopikeuon NG xopriynong Kat AAwv
PAPHAKWY OTTWG, N XAWPOKIVN KAl N PACUTTOUPIKACH,
€161KA yla atoua pe avemdpkela Tou ev{Uuou G6PD [26].

MEeMOVTIKEC HENETEC Ba umopoucav va avantuxBouv
yla TNV €@appoyn alyopibuwv mou Bacifovtal otn Un-
XOVIKH €KpAOnon (6mwg 1o random forest rj o decision
tree) yla va amodwoouv pia Fabuoloyia ota amoTeAE-
opata Tng yovotumnnong Omwg MPOKUMTOUV amnmo Tnv
nAektpo@dpnon PCR pe ™ pébodo 2MoBiL. MNa mapd-
Selypa, emopeveg HEAETEC Ba Ymopovoav va Xpnoluo-
motjoouv tn Béon Twv {wvwv Tou DNA oTo TAKTWA
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ayapolng we mpog TG {WVEG TOU PAPTUPA HOPLAKWY
peyeBwV TIC omoieg Ba pumopouoe va ekmaldeuTei yia va
talvopnoel évag alydpiBuog mou Paciletal o€ pnya-
VIKH] EKHAONOoN cuvAyovTag ToV YovOTUTIO TOUG, TIPOO-
PIOUEVOC YIa Xprion eVOEIKTIKA Kal OXl ATTOKAEIOTIKA O€

ABSTRACT

QTTOMOKPUOMEVEG KAl APALOKATOIKNUEVEG TIEPLOXEG N ME
TTEPLOPIOHEVO TTPOUTTONOYIGHO KAl UMKOTEXVIKO EEOTTAL-
OUO, aPoU PUOIKA TTPONYNBOUV HENETEG OXETIKA HIE TNV
KAWVIKF £YKUPOTNTA Kal TNV KAIVIKA XeNouotntd tou. @

Development of Rapid PharmacogenomicTesting Assay
ina Mobile Molecular Biology Laboratory (2MoBilL)

Georgios Psarias', Evanthia lliopoulou™, loannis Daramouskas?, loannis Liopetas’, Anna Tsironi',
Dimitrios Spanos', Athina Tsikrika', Konstantinos Kalafatis', Dimitra Tarousi', Georgios Varitis', Maria
Koromina', Vasileios Kostopoulos?, Stavroula Siamoglou’, and George P. Patrinos’
'University of Patras, School of Health Sciences, Department of Pharmacy, Laboratory of Pharmacogenomics
and Individualized Therapy, Patras, Greece
2University of Patras, School of Engineering, Department of Mechanical Engineering & Aeronautics,
Laboratory of Applied Mechanics and Vibrations, Patras, Greece
*These two authors contributed equally to this work.

Pharmacogenomics is rapidly becoming an integral
partinmodernhealth care.Still,itsbroad applicability
depends on performing pharmacogenomic testing
in various operational settings, including remote
areas and/or resource-limited settings. In this study,
we describe the development of a rapid and reliable
pharmacogenomicsassayusingaportablemolecular
biology laboratory, the 2MoBiL (Mobile Molecular
Biology Laboratory). We demonstrate that the
genotyping of the SLCO1B1*5 pharmacogenomics
biomarker can be efficiently and reliably performed
using the 2MoBiL portable laboratory, as compared

to conventional benchtop instrumentation and a
gold standard genotyping method (KASP assay).
Taking into account the compact size of 2MoBIL,
and its reliability as demonstrated herein 2MoBiL-
based genotyping qualifies for further studies
for translational applications in remote areas
and resource-limited or time-sensitive concepts.
Hence, rapid genotyping by 2MoBiL can be an
essential catalyst for widespread implementation
of pharmacogenomics and personalized medicine,
beyond the confines of a clinic/tertiary care provider.

KEY WORDS: pharmacogenomics, genotyping, SLCO1B1, portable molecular biology laboratory, 2MoBiL
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