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Me aTopikry gou euBuvn kai yvwpilovTag Tig Kupwoel§ ), Tou TrpoBAETTovTal atd TG dIaTAEelg TG TTap. 6 Tou GpBpou 22
Tou N. 1599/1986, dnAwvw OTI:

1.

Aev mopobétw kouuatio fifflicov 1 apOpwv i epyacicrv aAliwv avtolelel xwpis va ta mepikieio 6& E16ayOYIKd
Ka1 Ywpig vo, ovapépw to ovyypoapea, T xpovoloyia, t aelioo. H avtodelel mopdabeon ywpic eioaywyikd ywpic
avapopa, otyv Tnyn, eivar Aoyoriomn. [lépav the avtoielel mapalbeong, loyorxiony Oewpeitor ko n Topappacy
£0apiwV amo EPyo. GV, COUTEPIAGUPOVOUEVMY KaL EPY@V COUPOITHTOV UOoV, KaOWGS Kot 1 Topddson aToLyeiwv
mov allor ovvédeCav 1 emelepyactnkay, ywpic ovapopd otny Tnyn. Avapépw movToTe [e TANPOTHTO, THY TNYH
KaTw amod 0V TVaKa. 1] ayéolo, onw¢ ota mopadiuara.

Aéyouou ot n avtoledel mapabeon ywpic E16aAYWYIKA, OKOUA KI AV GDVOOEDETOL OO OVAPOPL. GTHY THYH O
Kamoio Gllo anueio Tov KeuEVoy i oto TEAOG TOV, Eivar avtiypapy. H avapopd oty mnyn oto tédog m.y. piog
Topaypapov 1 uag oedidag, Oev O0IKal0doyel ovppapy €00PIwV Epyov CGAAOL ovYYpapéa, E0TwW KOl
TOPOPPAGLUEVOV, KO TOPOVTIOTH TOVS WG OIKH LOD EPYATIOL.

Aéyouou Ot1 vVITGPYEL ETIONGS TEPLOPIOUOS 0TO UEYEHOS Kt aTh TVYVOTNTA TV TOPAOEUATOV TOV UTOPD VO. EVIGLD®
oY EPYAOLO. OV EVTOS EloayYikV. Kabe ueydlo mopdbeuo (m.y. o nivoko, fj TAoiolo, kAT), Tpodmodétel e101kéC
poluioeis, Kai 0tay ONUOGIEDETAL TPODTOOETEL THY AIELD. TOD GVYYPOPED 1 TOV ekdOTH. To 1010 KA 01 TIVOKES KO
0. oYé0I0,

4. Aéyouar 0deg Tg GLVETELEG OE TEPITTWON AOYOKLOTNS 1 AVTLYPOPIG.

Huepopunvia: 06/02/2019
H AnAouca

[epacipoUAa Zrapartdkn-AoukdTou

(1) «Onotog ev yvwaoel Tou dnAwveL Yeudr| yeyovoTa f) apveital fj anokpUntel Ta aAnbwvd pe
€yypaen unevbuvn dnAwon tou dpBpou 8 nap. 4 N. 1599/1986 Twwpeital pe QUAAKION
TOUAGXLOTOV TPLWV pnvwv. EAv o unaitiog autwv Twv NPAgewv OKONEUE va NpoonopioeL 0Tov
€AUTOV TOU 1 o€ AAAov neplouatokd 6@eAog BAdnTovTag Tpitov f okéneue va BAGweL GAAov,
TwpeiTal pe kK&GBepen pexpt 10 etwv.



Buoloywki) Bacn d£dopévarv yia TIS HOIKES dVoTPOPieg
Duchenne/Becker

I'epaocipovro Etopatakn-Aovkdtov

Tpwpec Emrponn:

lodvvng Avayvootdénoviog, Avarinpotig Kabnynmce (emPrénwov)

ABavéoiog Aovkomoviog, Enikovpog Kadnynmg

I'eopyrog Marovpag, E.K.E.®.E «Anuoxpirog»

MéMn:

Apakoving I'avvovkdxog, E.K.E.®.E «Anudkprroc»

Avaotacio KpiBapa, E.K.E.®.E «Anudkpirog»



ITEPIAHVH

Y1oyo¢ authc TNg mTuytoc epyaciag eivon 1 ulomoinom wog avowxtrig Bdong dedopévewy ue Blohoyind de-
douéva/eyypopéc, N onola Yo EMLTEENEL GTOV EQELYNTY TNV AVTANGT TANPOPOPLOY TOU GYETILOVTaL PE TIC UUIXEC
duotpogiec tOnou Duchenne/Becker. To 8edopéva eioddou Vo elvon dedopéva untpdnv xotaypopic (registries)
xa 1) avdxtnor mhnpogoplac urnopel va yiveton pe “AéZeic wAeldLd”.

O puiréc duotpogiec Duchenne/Becker ogelhovton oe petahhdielc tou yowdiou tne duotpogivng xau odnyolv
OE PELWUEVN Exppact) uéypt mavielr) élkewn tng mpwtelng g duotpogivig. To eldn twv yetahhdEewy mou
haBdvouy yopa oe Slapopetind e&wvia mowxihouy xou elvon povadixd oe xdde acdevy), xahotdviac tny elpeot
poviung Yepaneioag ToAD 80oxohn. O unyoviopdc ye tov omolo Aettoupyolv ol puixéc duotpopleg uéypl xar ofuepa
Bev elvol TATIpWS XATAVONTOS GTOUS EMIGTHUOVES.

H teyvohoywh) avdntuln oe ouvBUAOHO UE TIC EPEUVNTIXES avdyXxes Xotéotnoe omopaitntn v dnuiovpyio
XAV Bdoewy dedouévey. Emnpociétng, o peydrog aprdudc twv ondviev acteveldy xou to ehdytoto dedopéva
TIOL XOTELYAY OL EPELVNTEC OBNYNOE Ty XOOWIWS OTNY c0oTAoT, EIVIXMY UNTEhnY Xataypophc (registries), pe ohec
g anopaftnTeES TANPOYOopiec T600 Yo Toug acdevelc 600 xou yia Toug EpeLVNTEC. AUTH 1) GUAAOYT) TANEOPORLY YLot
évay Tanduopd acdevdv, tou popdlovton elte Ty Bl ac¥évela eite xdmola xowd yopaxTneloTind, eEunnEéTnoe
™V oUYxplon BlapopeTixidy TARYuou®y xou BoRdnoe oty e€aywyy CUPTEPACUATWY Yl THY XUAUTEPELGT TNG
AVTWIETOTIONS TNE VOOOU xou oTadlaxd yia Ty edpeon Yepomelog.

I v vhonolnon e Bdong pehetiinxay HoN undpyouoes Baoelg BEBOUEVLV, xodME XU UNTEOOL XATAYEo-
Nc omdviwy acdevewdy. Emmiéov, Bieliydn ouyxpltixn perétn epyohelwy avolytolh xmBxa Tou aQopoly Tov
NhexTEoVIXS Qaxelo acVeVHY, BACEL CUYXEXPEVLY YoEaXTNEO TIXWY Toug. H yehétn autdv odrynoe otny mlo-
T vhomolnom woc Baong BeBoUEvey Ye an@TERO 0TOYO TNV dnuioupyio EVOC NAEXTEOVIXOU QUXENOL ACTVEVODY UE
Duchenne/Becker, mou 6uwe pnopel vo Beet egapuoyf xow oe dhha B Suotpogivotodeitv.

A€Zeic xhetdid: Muixéc Suotpogiec, Duchenne/Becker, Endviec AoVéveiee, Mnrpwo Kotaypagrc, Bdoeic Ae-
dopévwy, Hhextpovinde Pdxehoc Aodevoie




ABSTRACT

The aim of this hereunto thesis is the implementation of a database, consisting of biological data/records,
which will allow scientists to draw data in regard to muscular dystrophies Duchenne and Becker for research
purposes. The data entries will be registries data and the data draw can be held with key words.

Muscular dystrophies, such as DMD/BMD are due to mutations on the dystrophin gene, which can lead
to reduced expression as to utter absence of the dystrophin protein. The mutational events that take place
in different exons are various and unique to every patient. Thus, a cure for this disease is very difficult to
be found. Also, due to this variety of mutations, the disease mechanism is still quiet incoprehensible to the
scientific community.

The technological progress in conjuction with the research needs, has rendered necessary the creation of
clinical databases. In addition, the large number of rare diseases and the minimun knowledge about them,
pushed furthemore the composition of national registries globally, that conclude all the essential information for
both the patients and the researchers. This collection of data for a particular population of patients, sharing
either the same condition or common characteristics, served the comparison of different populations and also
helped drawing conclusions to improve the treatment of the disease, in order to gradually find a cure.

For the implementation of the database we have investigated existing databases, as well as rare disease
registries. Furthermore, we have conducted a comparative study on open source software tools regarding the
electronic health record, based on specific features. From all the above research, we conclude to the trial
implementation of a database, aiming to the creation of an electronic patient record for DMD/BMD patients,
which however can be used to many different dystrophinopathies.

Keywords: Muscular Dystrophies, Duchenne/Becker, Rare Diseases, Registries, Databases, Electronic Patient
Record
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EYXAPIYXTIEX

H napoloa ntuytaxy epyooia elvon anotéheopa plag oelpds ahAnAemdpdoemy xol cuvepyaoiog atduwy, xadéva
and ta onola Sladpaudtios xotoplo Tind POAO %o AELTOVRYTNOE WS 0PWYOS dvovTde pou auéplotr Bordetla xatd Ty
eEXTOVNOY| TNe. 2To onuelo autd Ya fldeha va euyaploTiow ex Bddoug xapdlac xatapyds Tov x. Avayvekoténouho
Iwdvvn, emBAénovia tne npontuyloxic dtmhwyatixic pou epyaciog, Avarinewth Kodnynts tou TuhAuatoc ITinpo-
popurc pe Egapuoyéc otn Biolatpue] Tou Havemo tnuiov Ocooahiog, O cuuBouléc xan nopotpivoelg Tou, xadng
XL ) UTOUOVT] TOU, OV TPOGEQPERE €Vl TOANDTLIO ERELOHA, AMOPACIo TS onuaciog.

Oo el vo exppdow Tic ethixpvelc pou euyapiotiec otov Ap. ITahotpa I'ewdpyio, Atevduvty Egeuvddv tou
Turuartoc Euguav IIAngogoploxndy Yuotnudtwy tou Ivatitottou IIknpogopintic xan Tniemxowvwviwdy oto Edvixd
Kévtpo Epeuvac Puoixav Enotnuayv (EKEPE) “Anudxeitoc”, o onolog Yetd To népac TN Tpoxtixic Hov doxnomne
pou epmioteddnxe TNy avddeon avtrg tng epyaciag xou pe othptEe xotd Ty Swdixacia vhotomong tne. Emimiéoy,
Yo Hdeha va euyoploThow tov x. Adavdoio Aouxdmouro, Enlxovpo Kodnynty tou Tuduatog IIAnpogopixic ue
Egoguoyéc otn Blolatpwxr) tou Iavemotnuiov Oeccollac, o onolog Ue TWE UE TN CUPUETOYT TOU OTN TEWEAY
E&etootunfy Emtpon. Méoa and Tic napadooels v hadnudtwy Tou, Tou €io T0 TEoVOUo Vo Topaxohovdiow,
EnoBat T XATAAANAES YWOELS YioL TN CUYYEUPY TNG ERYCLOC LOV.

Efuon BordiTorto euyviuwy yLo T ouvepyaoia oTa TAcioL TG Teax Tixng Lo doxnong ohAd xou TNy uTtoc TheEN
oe xdde otddlo tng mTuytlaxrc epyaotac otov Ap. Toavvouxdxo Apaxoln, Aevduvty Egeuviv oto Epyastriplo
Mogloxric Atayveotixhic tou Iviotitottov IIPETEA tou EKE®E “Anuédxeitoc”, oAl xon oty Ap. Kewbapd A-
vootaoia, Metadidoxtopixn evpeuviteia tou EKE®E “Anudxpitoc”, o onolot oy mdvta npddupol va Bondricouv
xa vou ue cuBourédouv.

Emniéov, Ga fieha va euyapiothion to Ywyateio MDA Hellas yio to ypévo, tic cugfouléc xou tnv xadodryn-
o1 TOU You TopElyay. BuvepydoTrxay yio TNy UAornolnoy tng napovoag epyaoctac ye Yépun xou yeydin tpotduulo.

Télog, etpan Borhd euyvouwy oTn unTépa Lou xou Tov adeppd tou. Toug euyaELoTH amd XAEBLAC VLol TNV AUEQLO T
U] X0 OLXOVOULXT] CUUTIUEACTACT) TTOU LOU TPOGEPEpAY Xo OAN TNV SLdpxela Twv omouddy pov. H vrootrheiEn
Toug ftay omoudalo xat xotoploTixy, eWBXd XATd TG ATENECPOPES OTLYHES HOU.
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1  Ewaywyn

H emotiun e IIinpogopuxfic anotehel éva avandonacTo XOUUATL TNG ONUERIVAG ETOYAC, xaddS 1) cuveyduEVT
TEYVOAOY X avdmTUEY) €xEl XaTtapépel Vo Blelodloel oty xadnuepvotntd pag. O topéag tng ITAnpogopixfic TAéoy,
Beloxel egapuoyy oe dhoug Toug Touelc mou oyetilovton pe TIC xoINUEEVES BPAOTNELOTNTES TOU ATOUOU, OTWS
otic Tpamelnéc ouvolhayés, oty exmaldeva, oty emxowwvia, oty Blognyavia x.o. O Ttopéac e uyelog dev
anotehel e€aipeom xou Exel enwpeindel ano tig epapuoyéc e IIinpogopixrc 160 owovouxd 6o xou hertoupyixd.
Tumxd nopadelypata epapuoyhc amotelolV To TANEOYOopELIXd cLUaTHUTH Uyelag Tou Exouv avamtuydel, ahhd xou
T NAEXTEOVIXG. UNTEMA XoTaypophc aoUevidy ot ol Bloloyixéc Bdoelc dedouévwy, To onola EXTOC TV GAAWY
GUUPBAAAOLY OTY XUAUTEQEUGCT] TV TOREYOUEVKY UTNEECLOV UYElIS xou TNV SleEaywyr| EGEUVAY. BTNV nopoloo
Ttuylax epyaocia dlegdyetar eRETN TV TEoavaPepUEVTODVY EQUPUOYMY 0TO TEdlo TwY omdviwy acleveldy, eldxd
v Tic puixéc duotpopiec Duchenne/Becker.

Apyixde pog otéyog Arav 1 €peuva xon 1 XoTaypdP TwV UETHAAEEwY Tou Yowdlou g BuoTteopivng mou
apopoVy Tov elnvixd TAnduoud. Ilopd tic SuoxOhiec TOU GUVAVTHACOUE XAUTUPEQOUE VO XOTAYPAPOUUE UEQIXES
€€ aUT®YV, avTAGVTaG TAnpogopleg and Bihoypapéc tnyéc. To peyarbtepo eunddio xatd tnv mpoomddeio auTY
Aty 6TL 1) mAetodnpla Twv YetahhdEewy Tou €youv ota yépto Toug ot ‘Elinves epeuvntéc Sev éyouv dnuooteutel
OE XATOLOL HEAETY], UE AMOTEAECUA VAL UTEPYEL XWOAVUO 6TO Vo amoxthoouue tpbdoPacn ota dedopéva tous. Autd
ATAY TO €VOUCUO YLoL Lol TO EVOEAEY Y| TROCEYYIOT UE GTOYO TNV TMEQLYEUPY| TOU UNYOVIOHOU TNE Ao¥EVELNS GO0 o
Yior THY XeHoN EVOC TANROQPOELaX0l GUGTAUNTOS TO ontolo Jo eEUTNEETEl TNV XUTAYEAUPT] ACVEVHV YE VEUPOUUIXS
VooTuaTa.

To deltepo xepdiano e titho Muixéc duoTEOplec aPLEPMVETAL OTY TAUPOY T UG TOAOTAEUPNE OVEAUCTC TWY
HUIXOY BUOTEOPLOY XA CUYXEXEWIEVA TV duaTtpopivoradedv Duchennne xou Becker. Ilepiypdpovton ol autieg mou
odnyolv oe Duchenne/Becker (DMD/BMD), ta cuuntoyata mov npodtadétouy Ty UTopn e vOoou xou Thy
AVIALGT) TV PETOANGEEWY TOGO Oy XOoUiwe 600 xau yiot Tov eEAANvixd mhnduoud.

Y10 Tplto xepdiato ye titho Emoxdnnomn epyohelonv avorytod xmowo yio yerion nhextpovixol gouxéiou, Vo Tepa
amd enagt] Ye t0 Mwpatelo gpovtidoac atéuwy ye vevpopuixés nadrioeic MDA Hellas, to onolo elvar unedduvo yo
acVevelg ye veupouuixd vooruota yior Tnv EANGSa o cuvepyasio ye v npodtn Ewu Movéda Nevpopuixay Ia-
Vhoewv mou avixet oto Nocoxopeio Haldwyv «H Avyia Yogioy, mpaypatonotioope o cuyxpltixy| UeEAETN epyolelwy
VoL To0 XK. LTOY0S Hog HTay 1) emAOYT evog €€ auT®y, To onolo Ye TNV xatdAANAn tpomonoinon Yo urnopo-
Ooe vo tedel oe Aettovpyla eEUTNEETMVTAC TIC AVAYXES TOU CLUATEIOL Xou TNg Hovddag, yia TNV dnwovpyla evég
nhexteovixol goxélou aolevddy Ye veupopuind voorota. Auctuyde, 1 vAomolnoT auth dev tpoyhenoe xadde ev
Téhel 0 owyoteio dev umopel va otnpiel To eyyelpnuo aUTO BACEL TWV XAVOVIGUOY TOU TO BIETOUY, EV AVOUOVT|
e unoupyhc andpaons. EWlxdtepa, olpgpwva e tov N. 4486/2017 mpoPiéneton 1 dnuiovpyio Atouxod Hhe-
xtpovixol Poxéhov YTyeloc (A.H.9.T), o onoiog Yu elvon evviaioc oe edvind eninedo xou Yo nepiéyel to cuvonTxnd
aTouixd loTopd Lyelag, xoig xa OAEC TIC TANEOoYopieg xdde elBOUC OYETIXA UE TNV XATACTOCT) XAl TNV XAWLXT
e€EMEN Tou aodevoie xatd T Sadixacio nepldoldng.

Yuveyllovtac Ty €peuvd yoc 6Tto xe@dhono Mntpma xatoypaprc acdeviy ye omdviec aotéveleg: Mehétn ne-
pintwone Duchenne/Becker otpaghixaye otny épeuval Tov untpdny xotoypophc ondviwy acdeveldv. Ipdxetrton
yia yeroiua uéoa, to onota fondoly TNV ETCTNUOVIXH XOWOTNTA UECL TNE XATAYEAUPHC EVOS CUYXEXPWEVOL TATDU-
oUo0 aoVEVMY PE To (Blal YopoXTNELOTIXE, UE OXOTO TN HEAETY) Xat TNV SLeEorywyr) XAWIXDY XoL U] CUUTEQUOUATOV.
Y10 xe@dhato oawtd Aowndy, e€etdlovian oL TOTOL UNTEMKY XATOYEAUPHS, TO YOPUXTNEIO TXE TOUC Xou To Tedlol Tou
dlardétouy. Ta meplocdTepa €€ aUTOV Slortétouy éval eEAdyIoTO cUVOAO TEdlwY, To omolo meoTelveTal Ye GTOYO TNV
TANEEc Tepn Xatarypapy) SeSoUEVLY ToL apopolv TG0 Tov acevh 660 xaL TN VOG0. AXOUY), UEAETMVTOL LY OVTOL
unTeda xotorypophc ondviwy aodeveldv ouyxexpiuéva yioo DMD/BMD.

To egehrypéva TAnpooplaxd Yoo xou 1 avdyxn anodixeuong evog UEYGAOU GUVOAOU PLONOYIXWY SeBoUEVLV
ue Sounuévn uop@r cuveBarlav otn dnuovpyia ey Bdoewy dedopévewy. Méow autodv xadlotatar evxoin 1
nepiiynom xou 1 avaltnon mthneogoptdy Plohoyxod evilapépovtoc tayxoouing. O mhnpogoplec mou mepléyouv
noxthhouv, e anotéheoya vo ywetlovtouw oe dlapopous TOTOUS avdloya pe Tar dedouéva mou amodnxéuouy 1 Tov
oxon6 mou eEUTNEETOLY. XT0 MEUTTO xe@dhono Ue titho Bdoeic dedopévwv Broloyixol evilugépovioc 6to nedio
TWV OTEAVIWY AOUVEVELDY TEPLYRAPOVTOL Ta YoEaXTNEOTIXA Blohoyndv Bdoewy dedouévmy yia omdvieg aoUéveleg,
oL onoleg AoV amoteholy €val avanoéonacTo epyaieio otn Sielaywyn epeuvedv. Ihio cuyxexpéva, UeAeT@VTOL OL
Tomol twv Blohoyxwy Bdoewy dedopévwy mou undpyouy, Bdoelc dedouévwy oyeTXéC Ye omdvieg aoUEveleg xol To
oY NUotd Toug, xaddg xaL TL UTHEYEL 600V aPoEd TNV VOGO TOU U ATUoy OAEL.

Ohoxhnpdyvovtog v epeuvnix] dtadixacio mov Teplypdpnxe Topandve, oto xepdhao Ipdtaon/Thonoinon
Bdong 6edopévwy o yenon nhexteovixol gaxéhou mpotelvoupe Tty LAornoinor pog Bdong dedouyévwy Yo yerion
Hhextpovixot Paxéhouv Acdeverv (H.@.A) ye DMD/BMD. Tt v mhotixt| epopuoyt| e Bdong mpoteivouye ta
nedla mou Yewpolyue 6t elvan avaryxafo yioo Ty dnwoveyla evéc H.@. A, oyedidlouvpe to dLéypouuo. OVIOTHTWY-
ocuoyetioewy xou ev Téhel, dnulovpyolue TNy Bdomn we amodnxeutind UECO TWV TANPOPOELOY TOU TERLYPAPAE.
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2  Muixég duotpoplieg
2.1 Ewaywyn

Q¢ puixec duotpopleg opllouue pio ouddo xANEovoUolPEVLY PuoTadeLdY oL 0Toleg OmOBUVAULMLYOLY TouG HiG
7oL xwolY To avipmTivo odpe. Hpoxohotvtar omd petahhdEels Tou yovdiou tne Suotpogivie (OMIM no.300377)
xa and BAdBec oty mopaywyY TEWTENVGY oL Yeewdloval yio Vo oynUaTioTel évag uyifc puc. Evvéa timol xatn-
yoptonowoUvton (Duchenne, Becker, Ocguonuehiny, Zuyyevic, Ilpocwrowponiatofeaytdvioc, Muotovixt, Ogpdor-
pogopuyywt, Iepupepixt xou Emery-Dreifuss) we puixée duotpopieg (ICD-10 G71.0 Muscular Dustrophy) [1].
Q61600, UTEEYOLY dEXETEC TUOELS UE OPOLOTNTES GTOL CUUTTMUATO TOU BV AviXOUV GTNY TORTdve TagvOUno
(ICD-10 Version:2010).

Ot Suotpopivondieieg elvar OXOYEVEIS DLUTAROYES Xl HATATACCOVTAL OTNY OLXOYEVELXL TV OTAVIWY ACUEVELOV.
ITap’6hat awTd omopadixt| eppavion emouufaivel 670 1/3 Twv Teptntdoeny, ogethduevn ot de novo petahhdEels, ota
yeveTixd x0tTopa TG Untépag ¥ twv mommoldwy. Axdun, unopel va npoxUouy and YeTIANAEN TEW oY NUATIOTEL
o Quydtne (pre-zygotic mutation), n omola ennpedlel xdmolo XVTTAUPO TOU OWUATOS (COUATIXOS PKOUiXoU6S) N
ond PETEANAET ota wdpta Tne pntépac (Ywodixiopds Bhactixhc oepdc). To yovido tne duotpogivie Beloxeto
ot0 X ypwpdooua (X.p 21.2) xou aroterel éva and ta peyahldtepa ot péyedoc yovidia tou avdpdnou tou €yel
avary vwplotel péypl xou ofuepa (Eyfuo 1). H Suotpopivn «ouyxpately toug wiee, datnpdvias Ty Soun Ty Luixdy
xUTTdpwY. Xwplc auTHY oL wieg Bev Aettoupyolv 6WOTA ot TROOBEUTIXG xoTaoTEéPovTan. Armoteleiton and 2, 62108
Celyn Bhoewy, 79 e€bvia xou wpdvia e didpopo ueyédn (107 bp -200 bp) (Eyfua 4). And v yetorypoyr Tou
yowdiou mpoxintet mRNA 14kb xou to 11kb ¢cDNA xwdixomotel wia npwtetvn 3685 auvoléwy yeyédoug 427kDa
[2].
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Eyfua 1: ©éon tou yovidlou tne Suotpopivne.




H mpwrtelvn opyavovetan oe téooeplc opddeg:
1. Opdda npdodeone axtivie (N-Terminal), 1 onola xwdixonoteiton and o e€6viar 1 €we 8

2. Oupddo tptmhhc €hxag, 1 omolo xwdxonotelton and o e€dvia 9 €we 63

w

. Ouddo mhovola oe xuatelvr, 1 onola xwdxomnoelton arnd ta e&dvia 64 €wg 69

=

. Oudda teppatinod C, n onola xwdixomotelton ond ta e€bvia 70 €wg 79

Eyfua 2: Anexévion twv opddwy tou yowdiou tne ductpopivng.

O 7 Swpopetixol unoxwvntég mou €youv Bpedel yia To Yovidio tapdyouv o xadévag pia SlapopeTiny loopopy| Tne
npwTelvne pe mobaha poptoxd Béen (B/Dp427, M/Dp427, P/Dp427, G/Dp71, R/Dp260, B-K/Dp140, S/Dp116).
H Suctpogivn eivan puépog evdc peydhou cuunhdxou yhuxonpwteivng, nou tepiéyet xou dhhec npwteivec(DAP) [2].
H duotpogivy Aettoupyel cuVdETIXG PETOED TOU UUIXOU XUTTUPOOKEAETOU ol TNG eEWXUTTAPLIC UATEAS %ot (06
Bondd otnv xutTapr) oNUATOBATNOY), AAANAETUOPWVTAS YE TEWTEVEC TOU GTEAVOLY Xal BEYOVTOL YMUixd oAt
Y1oug oxehenole xan xapdioaxols pug 1 Suctpogivn pali e dhkes mpwteiveg cuvepydlovTal YLo TNV EVICYUCT TWY
MUV VOV XL THY ATOQUYT| TEUUUATIOUMY XATA TNV GUGTOAY Xou TNV BlaoTolr toug. Alya elvon yvwotd yio tnv
enidpoom Tou Yovidiou ota veupxd x0TTapd, UE TOUC ETUCTAUOVES VoL TUOTEDOLY OTL 1) TpWTElVY elval onuavTxy Yo
Vv Quotohoyx Soun xar hertovpyia twv cuvddewy [3].

To GUUTTORATA TWV PUKGY BUGTEOPLOY EEUETAOVTAL OO TOV EXACTOTE TOTO YeTdAhaEng TNy omola €xel 0 aole-
viic. 'ETot, 610 gdouo Twv YUKV SUCTROPLOY EUTERLEYOVTAL TAICELS HE TOAY GOPBoPE CUUTTWOUOTA Xl ETLTAOXES,
onwe severe Duchenne/Becker # modfoeic pe mohd mo Ama ovuntdupate, énwe mild Becker. To cuymtdyarta
duoyepalvouy UE TO TEPAOUA TV YEOVWY 0dNYOVTaS otadlaxd o Yavato. Ev yével, ol uuixéc duotpopleg €xouyv
XYoL TUPOUOLOL CUUTITOMATO UE TOL XUPLOTERO X0 T THO YUPAUXTNELOTIXG €& auUTWV 1) duoxolla Bddlong xan 6p-
Hlac oTdoNg, TEPLOPLOUOS EVPOUE XIVNOEWY, 1) XOEOLOXY) XOL OVOTVEUC TLXY| OVETIEEXELY, TORUUORYMOT] YHUTOS XAl TO
Axvelo Badioyor.

Or puixée duotpopiec Duchenne xau Becker xhnpovouolvtal pe UTOAELTOUEVT] QUAOGUVIETY XANPOVOUXOTNTA,
6mou to petohhaypévo yovidio agopd o X yewubonuo. O dvtpeg €youv mo moAléc miavoTntee va VOooouy
omd OTL Ol YUVOEXES, oL omAd gépouy TN uetdihalyn (Duchenne/Becker). Xtov avlpdnivo opyovioud undpyouv
22 auTOCOUXE YEWUOCOUITA Xt Eva (edYog QUAETIXOY Ypwpoowudtwy. To dnhuxd éyouv éva (ebyoc dpoiwy
X XPWHOCWUATOV, XANEOVOUMVTIC TO €Val OmO TNV UNTEEO X0 TO GANO amd TOV TAUTEQRD, EVE TOL OPCEVIXA €Y 0LV
éva X xan éva T ypwudowua, 6mov 10 X yewudowuo xAnpovoueitor and tnv untépea xat to T and tov natépo.
Edv évac dvtpag o onolog mdoyet and wuixr duotpopia Duchenne/Becker mavtpeutel wio yuvoixa mou dev ¢pépet
HETAAAEN 6TO Yov(Blo TNne BucTpogivig dlol ol apoevixol andyovol Va etvor LYLElS, v Ghot ol Unhuxol Yo elvon
UTOYPEWTIXA POpelc. ATS TNV GANN, €dv €vag dvTpog Tou Bev @épel UETIANOET TOVTEEVUTEL Uil Yuvaixa Tou QEpeL
v acdévela, tote 1 mdovétnTo vor Tpoxier apoevixde andyovog mou vooel etvon 50%, énwe eniong xou Iniuxde
andyovog opéag. H meplntwon vo vooel o natépoag xou 1 untéea va lvar @opéag elvon apxetd omdvio, oANd 1
mdovédtnta auEdveTon av oL Yovelc €xouv xdmolo xowod TEdYOoVo.

H etepoyéveila twv yetarhdéewy xahotd noAd d0oxokn tny ebpeor Yepamnelag EVOvTl TV HUXOY SUCTEOPLWY.
To npocdono {wfc Twv acdevody pe Duchenne péypt xan mpdopata dev Eencpvoloe xatd TOAD TNy e@nfBuxnh nhuxla,
oMNG yden oty eZENEN Tne xapdlaxic xou avamveuotixAc vooTApEne avddvetor onuavtxd [4]. O acdeveic pe
Becker éyouv udnié mpocdonwo Lwnhc, To onoio Eemepvd ta 30 €t Loic. H mo yvwotr depaneio etvar 1 ayoyr
HE XOPTIXOCTEPOEWDY), 1) omola EAEYYEL TNV EVapET CUUTTOUETOY ot THY XOAUTEREUGT Twv cuvInX®y doflwone.
Tnuovtind Brarta mpog Ty edpeon uéviung Yepanelag éyouv emteuydel (Vepaneio Practoxuttdpwy, aviixatdotoon
yowdlwv pe yprion e teyvoroyioc CRISPR gene editing x.o).




Syfua 3: Anexévion TpdTou XANPOVOXSTATAUS UTONELTOUEVDY QUAOCUVDETWY Yovdinwy (X-linked disease).

Syhua 4: Méyedog yowdiov. Anotehelton and 79 e€dvia, tar omolo xwdixomololy TNy TEKTEVY EVE UTEEYOUY Xl EVOLIUETES
alknhouylec mou ovoudlovtar vtpdvia. Autéc or ahhnlouyiec xéPovton and to sSnRNA, amopoxpbvovton xou tar e€ovia
ouppdntovTtal Yeto&l Toug.




2.2 H puixy duotpogio Duchenne

H puixd duotpopio Duchenne (OMIM no.300377) eivon 1 mo yvwoth xou 1 o cofupt| wuixs ductpopia tne
moudixic nhxiog xou xAnpovopeitar pe unoleldpevo QulocivdeTo Tpdmo (Eyhua 3). Tuvidne, ol vooolvteg eivan o-
yopLa pe auyvotnta eppavione DMD 1:3500 yevvroelg ayopledv. H mAlovdTnTa oV YUVour®Y €ivol aoUUTTRUATIXO!
popeic. Qoté00, ot 1060616 Nepinou 18% ot cuunTwuaTixés Yuvaixes eupavilouy xhivixd evpuata, Tou Toxilouy
avdueso ot fima wuixn aduvapio éne DMD-like xhivixd| euxxdvo (xpdunee, puakyies, xapdlohoyixéc emmioxéc). Autd
ocupPaivel emeldr| 1o debtepo X ypwudonuo unopel v £xel anevepyonondel.

H 8y veon yiveton xortd Ty mouduer nhxior (2-5 £1v), dmou eppavilovton xon To TEMTo CURTTORTO TS VOoOU,
evd amouctdlouy xatd ) didpxeta tne eyxupooivne [5]. Mropel va yivel ye didpopa Sty vwo Tind péoa, dnwe etvon
7 yevetxn Sidyveaon, 1 Blodla wude xou o Bloynuixés eletdoeic afpatog. Avdloya e 1o oTddlo TN aciévelag
oto onolo Bploxetan o acVevic ta cupntdpata dagépouv. H véooc e€ehicoeton parydaio ennpedlovtog mpdhto Toug
HOEC TOU WHOU, TOL dvw Bpaylova xou Tou Aatol, XS ETIONE TWY YOPMY X0l TV UNE®Y, 0L OToloL EAEYYOUV Xol
Bondoldy v xivnon (EyAua 5). BuvAdwe, 1 tuyoia ebpeon VPNAGY emnédwy e xpeatvivig tne xvdone (CK ) xou
TEAVOAUUVATOY vl auTég Tou LToPdlouv Toug EWBIXOUS Yiot TNV UTOEEY TNS VOO0, GE GUVBUAGHO UE XIVITIXES BU-
oxohiec Tou yivoton avTAnmTéc xotd Tor Tptal Yeovial {ofe Ty moudldy. Adyw tng puixrc expiiione mapatnpeeiton
7 duoxolla ot Badlor, xadde xou ot dpacTneldtnTee otig nhxieg 8-10 ety xan cuvictaton 1 yeron Bondnudtwy
Badione. And tnv niuxdo twv 11-13 €tedv B xou vwpitepa oL aclevelc ypnowwonoloby avamnewd opadidia Yo Tig
METOMUVACELS TOUG. XTadloxd xou Adyw TNe anwielag Badlong emnpedlovton xou todhol dhhot woeg, ouuneptiaufovo-
HEVOU Xol TOU XaEdloxol YUoS, ETPEEOVTUC TROBAAUNTA GTNY QUGIOAOYWXTY AElToupYid TNE XaEDIAC UE OmOTEAECUA
ol aoVevelc va ndoyouy and xapdloguonddeiec oto yéoo tne epnPelac, e 0 90% twv acdevdv vo Topouctdlet
avouaiieg oto nhextpoxapdioypdenua. Emnpociétng, ol yecomhebplol wieg xau to Sidppaypo entnpedlovial 0dr-
YOVTOC OE AVAnVELO TIXd TpofBhfuota. Axdun, o uxpdTepo T0600To €Youv Tapatnenlel TEPITTMOELS LodnoLoxy
X0l CUUTERLPORXY Buoxohedv. Ol dnhuxol gopelc éyouv enlong auEnuévo xvBuvo EPPAVIoNE XAESLOPUOTOELDY.
O nepioobrepor aodeveic nedaivouy vupic otnv nxio twy 20 etdv Tepinov, xuplwe arno avanvebouxd (75%) xou
onavidtepa and xopdoxd npofifuota (20%) [6]. Qotéoo, éxouv xataypogel aolevelc mou ye v BoRdewa avamveu-
oTxC UTooTHRIENG, AYWYNG UE OTEROELDY) xou UE YElpoupYés emeufdocic €youv emPBuidoel uéypl xou Ty nAxio
v 30 etwyv neplnou. O aclevelc pe Duchenne emPBrénovion and mAndopo elBixoTHTWY, AVaUESH GTIC OTtolES Efvol
noudlaTeoL, VEUPOAGYOL, TVEUHOVORGYOL, XApBlOAOYOL, QUOIXOUEQATEVTES X.ol. ol UTOBdAhovton ot e&elBIXELUEVES
eletdoelc.

SyAua 5: Moeg tou avlphmivou omuatog tou enneedlovToL.




H Katharine Bushby et al.,(2009) oe cuvepyasio ye to TREAT-NMD, dnwolpynoav évav «odnydy yio tnv
actévela, Bondodviac 1600 TIC 0XOYEVELES TwV AoUEVMY 600 %ol TOUC LUTEOUS, CUUP®YY UE TOV omolo 1 Wuixy
duotpopio Duchenne yweileton oe 5 otddia:

1. ¥tddwo lo: Ipoouumtmpatixd

o Acev undpyel TEOELBOTONTIXG GUUTTOUOL.

® 3T0 oTddo aLTH 1) VOoOC UTopEl Vo Blory Vo Tel WhVO EGY UTERYEL OXOYEVELOXS Lo TOPWO 1) H€ow aveBa-
opevic tune CK.

2. X1ddo 20: Ipwipo mepimotnTind

o ['ivovton epgpavr ta mpddtor oNpddior 6Tay oL Yocouvteg Eextvoly va teprtatoly. Luvidwe nawdid ue DMD
xaduotepoly otny évapén Tou TEPTATAUATOS.

o N¥oewo Bddiopa. BApato HETOXIVOVTAC THUTOY POV TOV XOpUd amd TN Wa TASURA GTNY GAAT

o Ilepmdtnua otic witeg Twv Todlky

e Gower’s sign. 'Eyepon and to €dagog unofondoluevn and v tonodétnon twy YepLdy ota tddia

o AvéBaopo oxdhag évo-éva oxahoTETL

o YUYVEC TTWOELS

o Adeliotna

o AfoUnuo xénwong ev ouyxploet ye toudid mou de vocolv

o Auoxola 670 TEEEUO0, GTO GHAPPAAWUN X0 TNV AVUTAONGT

o Ou pic tne ydunac gaivovion Sloyxwuévol (Peudobmeptpopia). To xatecTEAUEVO PUIXE XOTTORA AVTLXO-
Ylotavton and Almoc.

e 310 otddlo Eexvd cuvidwe 1 AN oTEPOEBMY PapUdX LY
3. Xtddo 30: Qpo neptnatntnd

o Ta cuuntodpo yewpotepebouy, 1 Bddon yivetor 6ho xou mo 8UOXOAY, 1) IxavoTNT AVEBaoNg TNE OXAAAC
xod®g X TNG EYERPONE AMO TO €B0POC CTOBIAXE YAVETOL. € UEPXES TEPLTTWOELS OL ACVEVELS XAVOLVY
¥erion meplmatnTiXey Bondnudtwy

o Ennpedleton 1 locopomia odnyhviag 0Ty aAAAYT TNG OTAONG TOU COUATOS TWV TOUSL)Y, ENLPELOVTAC

TeofAAUaTa 0TV oTOVOUALXY OTAAY OTw oXohiwon
4. 3tédi0 4o: Ipdio un nepimatntind

® X710 0TAdI0 auTod elvan amapalTnTN 1) YeNon TERLTATNTIXGDY Boninudteny xon cuyxexpwéva auagidiou. Ou
acvevelc ebvan oe Yé€on va o xvolvToL PbVoL Toug

o H avamvevotiny ixavotnta xan o xopdlaxol pug ennpedlovton

o ['ivetan ypron avoamveuotxhc urtootheleng, xodoe eniong etvan miovd va hopBdvovton pdpuono Yo T
QuUGCLOhOYWXH) xoEdLoXY| AetTovpyia

5. X1ddo 5o: Qpiuo un meplmatnTins

o H hertovpyla Twv dve dxpwmy xou 1 Slotienon ok oTdong oOUAToE eivol apXeTd S0OXOAT
e Xt0 oTddlo auUT6 oL evihixol TAéov actevels elvon mdavéd vo avantdEouv ducayio

o H nopaxorotinon tng xopedldc xou tng Aettoupylog tev Tveuddvwy yiveton mo evioTind




2.3 H puixy duoctpogio Becker

Yy B owovéveln twvX-linked Srotoporydv avixel xon 1 wuixt duotpogin Becker (OMIM no.300376) ue
ocuyétnta eupdvione 1:18.450 yevvioeic ayopldv. Ilpdxeiton yior yiot To OMAVLOL XL O AT VOGO amd Tr) WUixh
duotpopior Duchenne pe mohkd xowd yopaxtneiotxd. Ou xhwvixég ewdomolol dlapopés elvon 1 nhuxla Evaping twv
ouuntoudtwy, N nhude andielag e Badiong xadae xon 1 nhxio Yavdtou (Eyfua 6). To nhuoxd @doua tne
EUPAVIONG TOV TEOTOY CUUTTOUATOVY elvol amd 5 €we ta 20 étn 1 xat apydTepa, cUVATWE OUKC 1) EVopén TWV CUY-
ntoUdtwy ouufaivel otny nAuda twv 12 etov tepitov. Acdevelc ue BMD mou ex8nAdvVouy GUUTTOUOTA XAUTE TNV
nouduer nhdor (< 8 étn) ouvugaivovton pe aodevelc ue DMD. Ou pbec tou ennpedlovton nptdtol xou o coPupd etvon
auTol TV TOBlKY Xt TNE AEXAVNE xou EMELTAL 0xOAoLTOUY Xal Ol WOEC TOU OUOL, ToL dvw Bpaylova, TV YEPLOY Xou
oL Aawpol (Eyhuoe 6). Anotéleoya autedv avdpeca oe dhha elvan 1 Suoxohio ot Bédlom, 1 omola yewpotepelel ye To
TEPAGHOL TOU YPOVOU, TO MEPTATNUA OTIG HUTEC TKV OBV, 0L GUYVESC TTHOGCELS, xS o 1 Buoxohio oe dldpopeg
dpao TNELoTNTES OIS 010 TEEELWo, oTo avéBaouo TN oXdAAC xaL THY avanhdnoy. ‘Ao cuunTOUATa ToV Utopel vo
EQOVIGTOVY elval 1 XOTWoT, 1 PeuBoUTETPOPIA TWY HVNUDY, ATWAELDL LOOPPOTHOE Xol GUVTOVIGUOU, YVWOOTXE TEo-
BAAporTor %.0.[2]. Axdun, ennpedlovton ot WOES TNE XAUEBLAC X0t TLV TVEUROVWY TPOXOAMVTOS Xopdlopuondieles o
oVOmVELO TG TpoPAfpata avtioTorya. And Ty nhuxia Twv 16 etddv xou énerton ot acVevelc ypetdlovtar uroBorinon
otV xivnam, eved 1 ol amiela Tng xivnong ouuPaivel ToAD apydtepa oty NAxio Twv 30 eTwv X énerta. Ou
vooolvteg emPudvouy péypl xou Ty tétoptn dexaetio {owne xau ol xupldtepeg antieg Yavdtou elvon 1 xopdloxy) xau
avamveuo T avendpxeto [7]. H nudtepn éxgpavon tne puixic Suotpogioac Becker mepthopfdver dvtpee ol onotof
pEVOLY aouUTTOPATXO!L Uyt TNV NAxia Twv 40 eTdv xau tepirotnTixol oxdpa xou otny Nl twv 60 etwdv. Ou
Inhuxol @opeic g acVévelag eupaviouy cugmtdpata pUixhc aduvauiog, ye emBdpuvon xuplng tne plag TAeupds
<oV obpaTog, ot tococtd 5-10% [8].

Becker
muscular
dystrophy
affects
these
areas.

KldzHas(th® Al rights ramryed.

Syhua 6: Xmueta tou avipodmivou owuatog tov enneedlovtol and ) puixy ductpopio Becker.
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Syfuo 70 Avarypoppotind anewxovion dagopdy wetol acdevidy pe DMD xoaw BMD. Ou Suagpopéc evtonilovton otny niixia
EVOEENG TWY CUUTTOUATOY, TNV NAXIO ATOAELLS XVNTIXOTNTAS X Yerione avoamneixol opalidiov xar otny nhuxia Yoavdtou.




2.4 MeTaAAdEELE xoU OTATLOTIXY] avdAuon oty EAN&Sa

Q¢ petadhdEels opllovue Tic wovipes ahhayéc otny odiniouyio tou DNA, ot ontoleg evdéyetan va odnyrioouy ot
dnwovpyio SapopeTtinod gavotutou. O yetahhdEels oupfaivouy oe omolodinote cwpatixd § yevwnuixd x0tappo,
oAAG u6vo ot TereuTales umopolv va xhnpovoundoly. To eldn twy Yovidloxdy petahhdEewy Tou uropoly vo cupBolv
ebvau:

1. Authootaopde
2. Awypagn
3. Avuxotdotaon 1) onueloaxt eTdhhadn

4. Frameshift petadideic, ou onoleg ogelhovtan oe Boypapr ¥ mpoodixn evoc aptipod vouxheotdiomv. Av
o apwiude autde elvon molhamAdotog tou 3 tote Aéyovton in-frame petohhdlelc, eved av dev elvar Aéyovtou
out-of-frame

5. Non-sense yetahhdEelc, oTic onoleg 1 avuxatdotoaoy evog Lebyoug Bdoewy odnyel otny dnuovpyio tpdiuou
xwdixoviov AENC

6. Luvovupeg HETOAAGEELS, oL oToleC o 0B YOUY GTNY XwdixoTono Tou (Blou opvoiéog ondTe o SEV Topd-
neelton oAAoy Y

7. Zwwnnhéc petohdEelc (missense), o onoieg €youv eEAdyloTn enldpaot) 0T dNoUEYOUPEVT) TEWTEVN

SyAuo 8: Hotspot onueio petaddd&ne opileton wa neptoyr tou DNA, n onola éxel acuvihota vdnid TococTd Vo UeToh-
haydel. To hotspot arotehodv oyeddv 10 80% Twv petodddlewy ot tayxdouto eninedo @aivovial YPWUATIOUEVA ET0L MOTE
Vo UTOBNADVETL 0 Toéag oTov onolo avixouv [9].

To 99% twv acdevéry ue DMD epgaviler thien andiela tou yovdiou, eved to 85% pe BMD epgavilel Suctpo-
pivn Tadohoyxol poploxol Bdpous (uxpdtepn 80%,ueyakitepn 5%). To undhoimo 15% eugpaviler Quolohoyixobd
poplaxol Bdpous duoTtpopivn pelwpévne éxppaons. To ueyuldtepo 060616 TwV PeTHANGEEWY 0TO YOV{BlO NG
duotpopivie ogeileton ot doypagéc (50-65% DMD, 65-70% BMD). Awthactaopol tou yovidiou éyouv mopotrn-
endel oe wxpd mocootéd (5-10% DMD/BMD). Erniong, ol non-sense petahhdZels ouvyfaivouv mo cuyvé ctoug
DMD acdeveic (20-25%) ev ouyxpiocel ye touc BMD acdeveic (5%). O petahhdleic hopPdvouy yhpo ot dpxetd
dlapopeTind e€dvia, povadixd otov xdde acdevr]. Xe neplntwor in-frame yetddhane n Suotpopivy Go mapaydel
pepdds odnywvtag ot BMD, evé oe out-of-frame petdhhaln dev Yo napaydel xadohov Suctpopivy odnydviag oe
DMD [2].




Epeuva 6ie€rydn 1600 oe diedvelc Bdoelc dedouévwy, 660 %l G BNUOCIEVGELS EQEUYNTHOV Yol HETUAAGEELC TTOU
apopolY Tov EAANVIXG TANduoud xou TN olYxpeloY) Toug ot taryxdouto eninedo. To dedouéva mou mpoéxudoay and
v avalftnor oe ‘Elnvec acdeveic ue DMD /BMD, goavepmvouy 6Tt o To600Td GAwY Twv Tdovdv LeToMEEewy
mou Aaufdvouy yopa oto Yovidio tng SuoTtpopivne elvan Tapduotla Yia OAEC TIC YWeES Tou €youv uehetndel uéypl
. Movaduq e€aipeon anotehel to Iopark, yia o onolo Beédnxe dtL ol uetoddd€elc Tou ogellovton oe Siorypapy
anoteholy 0 39% (Eyfua 10). Autéd emPefouddvetan and v avdhuon neplocbdtepwy and 7,000 petalhdEewy oe
oiedvég eninedo mou Biegnydn xou dnuooieltnxe 1o 2015, oe yio npoomdiela tng Pdong dedouévwy Treat NMD
vo dnuovpyfoet uia tayxéoa Bdorn dedopévwy pe registries and Oheg TG YWEES, CUUTERLAUBAVOUEVNE Xol TNG
EX\édoc [10].

Eyhua 9: Tapadelypota uetadAdEewy Tou Yovidiou g BUCTEOPIVIE XAl Ol EMTTOCELS TOUS OTNV TOEAYWYNH TNS TE®TENG.
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Eyfua 10: Fewypagixh avdiuon avd Aelpo Twv UeTaANdEewy Tou yowdlouv tng duotpopivine tne TREAT-NMD DMD
Global Database.

IIio ouyxexpéva, oe épeuva tou mpoypatonoiinxe oe 90 Elinvec acdevelc (74 DMD/16 BMD) ¢épovteg
HETEAAAEN 6T0 Yovidlo tng duotpogivie, mpoéxude otL o 63,3% ogelldtay oe Blorypapéc, ol onoleg Htav cuyxe-
VIpwPEveS xatd xVpto Aoyo oe Blo meployés, 0to 5 xou 3 dxpo Tou yowdiou xor cuyxexpléva ota eEovia 3-19
(15,5% Ttwv acVevav) xa 44-53 (48,8% twv acdevdv) avtictorya (Syfua 11). And toug 16 aodeveic ye BMD ot
8 épepav dlarypapn 3" dxpo Tou yowidiou:

o 3 aoVevelc ota eEévia 45-47
o 1 aoc¥evic ota e€bvia 38-43
o 1 aoc¥evic ota e€bvia 45-53
o 1 aoc¥evic ota e€bvia 47-48
o 1 aocevic ota e€bvia 50-52
o 1 aoevic ota e€bvia 50-53

Emniéov, emPeforcydnne 6T 1o wvtpdvio 44 eivan onuelo dioaxonic ohhd o nocootd wixpdtepo (17,2%) and
6tL oe TponyoLuevy werétn (32%). Ltov ouyxexpipévo TAntuoud Beédnxre otL ta onpavTidTepa ornueia Sloxonic
Beloxovtaw oto wtpévio 50 (29,3%). O dagopéc autée ev ouyxploel pe dhhes perétes ogellovtal oTo YEYOVOS OTL
oL vtpovixéc axohoutdiec Towihouy avdyeoan ot dapopeTtinole TAnduouoie [11].

Yuyxpiti perétn oe 84 aodeveic and tnv Boukyopio unédeile 6t o mocootd > 54% to onuelo doxonic
dorypopiic Beloxovtay petadd wtpoviwy 45-51, ot onola nepéyetar o wtpdvio 50 (Eyua 12). ‘Ouoie frov ta
anoteréopara yio Ty Tovpxio xou Ty EAAGD, 00Ny dVToG 6T0 CUUTERUGHA YLoL XOWVE YApaXTNELOTIXNG TNG ACUEVELNS
oto Bakxdwia [12].
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Eyhue 11: Méyedoc xou éxtoaoy petahhdieny diaypagpric ot 'EAAnvec acdeveic ue DMD/BMD oto yovidio tne Suctpopivre.
Ot hentég yoopués ouuBollouvy dlaypagés mou evrtoniotnxay Yenowonowdvtae cDNA avdluoy, ol mo €vtoves Ypaupéc

ocupfBolilovy évay dimhaciaopd tov Beévnxe pe cDNA xou o tplywva o cuyfohilouy Slorypapéc TOL EVIOTOTNXAY UE TN
xenhon PCR.
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Syhua 12: Katavopr onuetowv Staypaphc avd vtpdvio. Kdde éva aveotpoapuévo telywvo avtiotolyel oe éva onueio dloxonhc
ot éva Tpovlo yia Toug Thnduopole (a) tne Boukyaplac, (b) tne EXAdSac, () tne Touvpxiag.
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e dhn yerétn Beédnxe 6t mepinou tor 2/3 twv acdeveyv ue DMD/BMD npoxdntouv and daypapt|, to 35%
WY UTONOLTLV o€ pxpéc odhayéc N onpelaxes petdhhaiels [13]. Eniong, 10 1000016 1wV TOAUOPPIOUGY 6T0 YO-
vidlo g Buctpopivne elvon To LPNAS and xdde dAlo Yovidio oTo X YpwUOoWHA, EVOEYOUEVLE AGYL TOU UEYAAOU
ueyédouc wrpoviwv. Teelc molupopgiopol mou avayvwelotnxay pe PCR avdiuorn oto yovidio tng ductpopivng
pehetidnxay oe 35 'EAinvec aclevelc xan ouyxpidnxay pe 115 controls oto e€ovia 4 xou 44. A&iler var onuelwdel
6Tt oL 800 TEMTOL TOAUULOPPLOHOL XoTorypdprXay Yior TEdTN Qopd xou dev Beédnxay oo npdtuma [14].

IIivoxoc 1: Metahdd&elc oe delypa 35 aodeviv.

| DMD/BMD | CONTROLS

DMD,/BMD 31/4 115

G to T(intron 3) 1 -

9T DELETION(intron 3) | 1 (DMD) | -

A to G(intron 43) 6/35 (17%) | 17/115 (14,7%)

Télog, €netta amd €peuva TV EAANIXOY YYRAPOY oTY Bdor dedouéveoy UMD-DMD, 7 onola da avaiudel
TEPOUTEPL OE EMOUEVO XEPAANLO, XATUCHEVAOTNXE TO Topoxdtey Sudypoppor (Syhuo 27).

Eyfua 13: MetodhdEeic eAnvixolb mAnduopol and tn Bdon dedopévov UMD-DMD. E&évia 1-63. O hentée ypaupés
AVATAPLOTOUV BLTAACLACUOVE, Ol EVTOVES YPUUUES DlaYPUPES XO TO TUPOAANAGYPOUUA ONUELUXES UETAAAGEELS TOU YOVIdiou
e duoteopivne.
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3 Enoxonnon spyareinwy avolyTtod xmdixa yio X¥erorn nAexTteo-
vixoU gaxelou

3.1 Ewaywyn

XN olUyypovn enoyY, 1 EMEEOoY| TNG TEYVOAOYXNC TEoddou ot GUVBLAOUS UE TIC VEEC EQUPUOYES TOU XATO-
¥AOCouv TNV xaONUERVOTNTE Hog, 0By NoaY TOANES UTNPEGIES GTNY AUTOUXTOTOMON Xoll TNV NAEXTEOVIXY BlEXTEpa-
{won toug (m.y e-banking, nhextpovinh cuvtayoypdynon). ES xou Sexaetie €youv dnuovpyndel ol xatdhniec
UTOBOPES YIOL TNV ELCUAYWYN TWV TEYVOROYUWOY TANROPORIXAC XL TNAETUXOVWVIGY, UE TNV XPHON TANPOPORLIXWY
CUCTAUATOY OTOV Topéd TNE LYELNS, UE OXOTO TOV EXCUYYPOVIOUS Xl TNV avaBaduior) Twv TUpeEYOUEVWY UTNEEGL-
AV peovTdac. O nhextpovixde Gaxelog anoTeAel avVanOoTACTO XOPUUATL ALTAS TNE TEYVOAOYLXC avaBdduiong xou
emipépel VeTxd anoteréoUato T600 0TOUE TUEdYOUC UTNEECLOY LYEING 600 Xal 0TOUC DEXTES TWV UTNEECLMY QUTMV.
Ou mAnpogoplec mou mepLEyovTal 0TOUS NAEXTEOVIXOUS Poxéloug amodnxedovTon Pe didpopo oyAUAT 1} SOUES, HECEL
evog mAloug TANEoPopLn®Y cuo TNUdTLY. O Tphteg ntpoondieieg avanTuEng TNE NAEXTEOVIXAC THENONE LUTEIXWY
apyelwv ye o otolyela Twv aotevdy Eexivnoay v dexaetior tou 60-70, 6ty xdmola LoTpd xévtpa avénTuEay Tol
B8 TOLC CLUCTAHUATA NAEXTEOVIXNG XaTorypaPrc. Duyxexpéva, ota péoa e dexaetior Tou 60 1 etouplor Lockheed
aVENTUEE TO TPKOTO MAEXTEOVIXG cUoTnua xataypaghc tne uyeiog (Technicon Medical Information System), to
omofo ennpéace to endUEVH Lo THUATA NAeXTEOVIXAS xarTorypopnc apyeiwy uyelag Tou avarntiydnxay [15]. Extorte,
€youv dnuoupyndel tohudprdua epyahelor dnuiovpyiag NAEXTEOVIXGDY LaTELX®Y GoxéAwy Ta omola diatidovta eupéwg
oTNV ayopd. Yta mAaiolo TG TTuytaxhc epyaciog extovidnxe cuyxeiTix UEAETY EpYOAElwY ovoLYTOD XWX LoTEL-
XV TANEOPOPLAXOY CUC TNUATWY, UE OXOTH TNV TUEOUGIHOT) TNC 0TO CWUATEID ATOUWY PE VEUPOUUIXES Tardnoelg
MDA Hellas, vy v Snuovpyio poe Bdone dedopévev yio acdeveic pe puixf) duotpopio Duchenne/Becker, 7
omnola unopel va Beel eQopuoyh wg NAexTEovinde gdxeiog aodevdyv. Tlapaxdtw, diveton wior chvToun avéiuor Twy
TUTOY TWV NAEXTEOVIXOV QUXEAWY TOU UTEEYOLY GTOV Topéd NS LYElog, Xodde Xol TWV TEPLEYOUEVHY XL TWYV
YUEUXTNPLO TIXWY TOU TRETEL VOL TNEOVY 0L NAEXTEOVIXO! (pdxeoL daUeEVHV.

O nhextpovinde gdxeloc ev yével ywplletan oe névte doxpitd enineda [16]:

1. Avutonoinpévoc wtpids @dxehoc (AMR). ‘Eva moc0ot6 twv mhnpogoplidv mou tepéyet enelepydlovial 1-
AexTEOVIXd, oL uTdloimeg TANEoQopleg e€upTVToL and TIC XAACOIXEC YEWOYpapES onueldacelc. 1lpdxeiton
ONnAadY, yio Pdppeg mou Exouv dnuoupyndel 0TOV UTOAOYLOTY XAl CUUTATIEOVOVTOL YELPGYEOPOL

2. Troloywotind cbotnua tatpxol gaxéhouv (CMR). O yewpdypapoc 1tpinde @Exehoc YETATRETETU OE Pr@pLaxd
opyela emdvwy pe ontind uéoa (adpwon) xou 1 ontxonoinon Paciletan ot e€eliyuéves teyvinég anodixevong,
onwe 1 oty avaryvoplon yopaxtipwv (OCR) A 1 eugpuiic avayvapetor yapaxthewy (ICR)

3. Hlextpovixde wtpinde paxeroc (EMR). ITpdxerton yio enéxtaot tou debtepou emmédou. O hnproxde tatpinde
pdxehog oyedidleton €10l HOTE Vo XAAOTTEL OAOXANEY TNV Hovdda uyelag Tou ypnoionolel T0 cUoTNUA, OL
Thnpogopleg elvon dlardéaipeg xon Sayelploes and dAoug Toug eE0UCLOBOTNUEVOUC YENOTES TIOU EUTAEXOVTOL
oty dwdxaoio e Yepaneutinic aywyrc. Téhog, Swdétel ohotnua aopareiog Yoo v mpootascia TwV
LTELXOY DEBOUEVLV TV Ao VEVHY

4. Hiextpovixde @dxehoc acdevoic (EPR). Ilepiéyet 6o ta dedopéva tou oyetilovton Ue Thy Topoy | UTNEESLHY
vyelag v évav aolevr). O mhnpogopiec autée oyetilovton pe didgpopous Aettovpyols uyelag, ol omolol
umopoly va cuvBEovTal TauTOYEova oTov pdxeho. Bploxel epapuoyy oto mhaioia evéc opyaviopol aAAd o
O€ TEPLPERELIXNS ETUTEDO

5. Hextpovixde gdxerog vyelog (EHR). Iepiéyel dhec tic mhnpogpoplec oyetind e v vyela 1600 TV aoVeviy
600 xou Tou LYLUE TAnduouoy. Ou TAnpogopiec ALTEC aPopolY TV YeEVIXGTERY XaTtdoToon (T dtpogL-
xéc ouvidetec) tne vyelag Tou atdpoL xou dev amoteholy pépoc tne Vepoameutixrc dadixacioc. Mnopel va
Aertovpyel mépa amd Evay 0pYaVIoUd, TEQLPERELN, EIVIXE, aXOUA Xl TTAYXOOULAL.

IMop'6ha awtd, Sev évan Aiyec ol @opéc mou ot Buloypagpia ot 6pot EMR, CMR, EHR avtipetonilovia wg
CUVAOVUHOL.

Q¢ mhextpovixd @dxeho acevole emopévwe, opllouye T cuotnuix culloyy| dedouévwy xatdotaons Lyelag
%o ppovtiboc evog acdevolc, o onolog dnuiovpyelton, dlotneeiton XL GUVTNEE(TL omd Evay LITES, Wlol povdada LyEelag
7 évay opyavioud. Eotdlel xuplwg oe dedopéva mou agopoly ducoa ye tny tepldordm twy acdevdy, ev avtriéoel
pe dhhat cuothpata uyelag tou unootneilouv Swotxrtixéc xou owxovopxée diadixacies [17]. Qotdoo, deutepeudvtog
uropel va tepLéyel Thnpogoples SonTnfc, owovouxfc xat oToToTixfc loene [18].
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O nhextpovindg @dxelog aodevole mepiéyel Evay UEYAAO GYXO TANEOPOELAOY, xdmoleg and auTtée auvolhilovTton
we e&he (19, 20]:

o Anuoypapuxd otolyeia Tou acdevoic
o Iotopud emoxédewy

e Audyvwoeg/Tvopateioeic

o Owoyevelaxd L16Topxo

o Zwtixd onpela

o JuUTTOUATA

o Dopuaxa

o Adhepylec

o Iotopd voonhelog xou YelpoupY Y eneudoewy

Adyw e evanodnoiog Twv Bedouévwy Tou TEPLEYOVTAL GTOV NAEXTEOVIXO QAxEA0 ac¥evdy, N dopdiela elvan
éva and Tt o PBooixd yapaxtnplotxd. Eivar avoyxoio va Stac@ahiletor 1 eumoTELTIXOTNTO TWV TANROQOELKY, O
éheyyoc mpdofBaone xoL vo UTdpyouV OheC oL voues ddetec hettovpyiag. Mdvo eZouctodotnuévol ypRotes Tpémel
vo €youv mpoofaot oto dedouéva xon Vo eEXTEAOUV 6vo TIC Aettoupyieg mou Toug emitpémovton. Axduol, Tpémel
vo Slao@okileton o1t 0 H.®.A Sev xwvduvelel and e€wtepixéc emdéoeic 010 GOTNUA PE OXOTO TNV UTOXAOTY| TWV
oedopévey. o v anopuyr Aadodv etvan emupntéd vo undpyel hoyiowuxd eréyyou, to onolo Yo xataypedpel OAa
o €ld1 TV TponoTOoEWY oL €youv cuUPel, and ToloV YeRoTn DS TNV WEA XxaL TNV Nuepounvia Tpononolnong.
Ye xdde obotnua nhextpovixol goxélou acdevov elacparileton €va xowd mepBdhhov vl dAoug Tou YeNoTeg
xou 1) duvatdTnta avtolhayfic dedopévmy. Ot unootneldpevol Tinot dedouévwy elvon avaryxaio vo €youv PeYEAo
gupog xau vo unootneiletan T600 1) eAeVVEEN HOpPY XEWEVOU 660 xou 1) Bounuévn woppth. Ta cvothue H.@.A
ouvndileton vor hettoupyoly avelapThtwg Aoylouwxol, TAATedpUoc 1 AELTOVEYIXOU CUGTAUNTOS, ETOL (OOTE VoL VOl
UTOPOUY VO EVOOUOTWVOVTOL OE TANIDEM 0pYAVIOUOY, VoL elval BUVATY 1) UETAPOEE TOUC XAl 1) ENEXTACY| TOUS UE VEO
yopoxtnplotd. Téhog, ouvictaton 1 yprion npotinwy (t.y ICD-10), npoxeyévou ot tAnpogopiec nou xadopilovto
va efvan cuyxploes odupwva e to Siedvi TEdTUTAL YLor TNV EE0Y WYY CUUTERUOUATWY o EpELVOY [21, 22].

3.2 MeYodoroyia
3.2.1 Thoti gpyoaeio avorytod xddixa; (OSS)

Yougpwva e To opensource.com to hoylopxd ywellovton xuplwe ot dvo tinoug, xhelotol (closed /proprietary
source software) ¥ avouytol x®duxa (free/open source). tny npwth xotnyopio, o tnyaioc xHdxac (source code)
unopel va tponomoiniel pévo and toug dnuiovpyols xou énolog emttupel Vo YeNoLOTOCEL TO AOYLoWXO OpElleL Vol
CUPPLVEL UE TOUg 6POUC Xl TIC TPOUTOVETELS LUTOYEAPOVTOG Wlol GBELL YPNONG, WOTE va dlac@aiioTel 6Tl dev Yo
yivouv alharyéc 6T0 hoyiowixd. Ao Ty AN, 0 TNYAoC XWOXAC TRV AVl TOV gpyalelwy elvar Bladéoiuog oto
gupl X0WVO, Yot 6G0UE ETLHUUOUY VoL TELRUUATIOTOVY, Vol TPOTOTOLAGOLY, Vo LEAETACOLY Xou Vo Blavelpouy avtiypa-
Qo péen 1 SlopopeTiné eXBOTELC TOU XWX oL Lo TNE(lel To Aoyiopxd. O EAeyyoC TV TPOTOTOCEWY AUTEOY
yivetan ye to obotnuo peer-review xou crowd-sourcing diodxactdyv. e autd To onuelo évan avoryxalo vo Tovio Tel
6T o bpoc free open source dev onuoivel amopoitnTa 6Tl Sortideton dwEedy, oV xou To TEPLOCOTEPY EE AUTOY SV
€xouv xdmolo x60tog. Ta avorytod x@dua epyoleio Eyouy apxetd mAsovexTAdo xou YapoxtneloTixd. Ilpdta o
‘ONat, EYYUOVTOL TNV 0OQAAEL, XM T CRIAUOTO X0l Ol THIUVES OMELAES AMOUAXEUVOVTOL GUVEY WS XAl YRTYORd,
MoY® TNE avaTpo@oddTnone ToAGY Yenotav [23]. AZilel va onuetwdel 6Tt o xoxdBoula npoypdppoto ennpedlouy
®nuplwe To XAele 100 TOToU Aettoupywd cuoThuata (1.x.Windows), oe clyxplon e AELToLpYIXd CUCTHUATA KVOL-
%700 xOOWxo (m.y. Linux) [24]. Enlong, ta OSS repiéyouvv demos, divovtog tnv euxouplo o mdavoic yphiotee va
BOXUACOLY OV TO CUYXEXPUEVO AOYIOUIXO IXOVOTIOLEL TIC AVAYXES TOUC. 1 TNV Tapolod UEAETY UeheTOnxay uévo
epyaieio avolytol xwdixa, o onola Swortidevtan dwpeedy.
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3.2.2 Emdupntd yopaxItneloTixd

Ta epyohelor avorytol xddixa cuyxelinxay Bdoel oxte xpLtneldy tou oplooue xou etvar to e€Xe:

1.

3.3

Aertovpydtnra. Ta Aettovpynd custhpata ota onola uropel va eyxatactade! To Aoylouixd avolytod xwoixa,
10 eldog TN Bdong BEBOUEVLV XL TWY YAWOOOV TEOYLUUUATIONOU X0l ToLo GAAA ETUTEOCVETA TEOYEAUUOTA
xeetélovan

. Anpotdtnta/ Trootipen. Ilowor opyoaviopol yenotponoody xa unootneilouv To exdotote epyaheio

Yuvtienon. IIknpogopleg oyetind pe v cuvtienon N avofdduion Tov hoylowxob and TNy XoWoTNTA

Xenouxdtnra. 1Iéco €uxoho elval yloL TOUS YEHOTES VL TO YPNOLWLOTIOLNGOUY Xal VO AAANAETULOPACOUY UE TO
EXGOTOTE AOYLOUIXO

Nopwd {nriyarto xon (ot adeodotnone. Avagépeton oto eldog e ddelog xdtw and tnv omola Aet-
ToupYel Eva AoYLouxoU avolyToU xMOLXA Xall TEPLYPAQEL TOV TEOTO UE TOoV Omolo oL YeRoTeC UTopoLY Vo TO
TEOTIOTIOLCOUV XAl VoL TO BLavEUOUY

Evehi&la. Kotd m6co pnopel vo npocappoctel ot eEXdoToTE ovayXES

IBuwtixdtntor Sedopévwy. Ol mAnpogoplec twv acdevodv meénetl vo évor WLwTixée xou Slotéoiues uévo oe
£€0VCLOBOTNUEVOUS YPNOTES

Koéotoc. IlpooBlopilel edv umdpyouv oixovopxés anauthoels xatd Ty yenor tou eéetalbuevou Aoyiowxod

E&etalopeva Aoyiowixd

Me Bdon tnv npoavagpepdeioa pedodoloyio eletdoaye €€t epyaheio avoly ToO xXDOBxa Yio XEHON LATELX0D PaxENOL.

1.

Bahmni!

Ipdxettan yio Evor ONOXANPOUEVO TANEOQOPLIXG UG TNUA LYELNS Xol NAEXTEOVIXOU LaTEXo) Qaxélou To onolo
avantiooetan and tov NoéuPpto tou 2012 und v &deta CLA. Xtoyoc tou givon vo xohOer Tic avdyxes vooo-
xouelwv ye younhoig tdpouc. O mhnpopopies mou topéyel Bondoly Toug topdyoug uyelovoulxrc nepldahdng,
VoL BEATIOO0LY TNV amoTeAeouaTXdTNTA o TNV ToloTNnTo TG Tepldoldng TV acVevdy, va uewdcouy ta Addrn
oTic xhvixée emoxédeic xan vo utootneli&ouv Intiuota tou oyetilovton ye t dnudota uyelo. Pihofevelton
%o Aettoupyel 6TO PO Tou voooxopeiou, ywele va amouteiton e€dptnor and To dladixtuo xon umopel va
xenowonowmdel oe Sdpopeg NAEXTEOVIXEC CUOXEVEC. Elvon cuéhixto xou pmopel vo Tpomomoindel Gdote va
eCunnpetel onowadnrote avdyxn. To Bahmni elvon éva edypnoto EMR loylopxd, to omolo cuvoudlet xou
xemnowwonolel o undpyovia epyareia avolyTod xddxo ot war evviaior Abon. Eivar ypoupévo oe AngularJs,
éva mhaloto JavaScript yio Suvauixéc eQoppoYES LoTOU XL TEpLEYEL TECOERH UTOCUC THUOLTAL

e OpenMRS, yia nhextpovind wotpuxd apyeta. "Eyel Snuovpyniel yenotwonowdvrag Java, MySQL, Spring
Framework, Hibernate, Rest API, AngularJS

e OpenERP (ODOO), vy tnv Suayelplon oxovouxdyv dtadixactéddv xot amoVeudtony (T.y. QuppoxeuTinéu
ulxov). Xpnowonotel Python, PostgreSQL xouw XML HTTP API

e OpenELIS, yia tnv Siayelplon epyoao tnploxody dedopévey. Xenowonolel Java, JavaServer Pages, Post-
greSQL, Hibernate xou HTTP API

e DICOM and PACS, yio v Sioyelpton xhvixdv emxdvwy xou avtixewévov. Xenowponotel demdche xon
Oviyam

T v ohoxAfipwon twy cuotnudtwy yenoylonoteitor évac Atom Feed xddixac mou dnpovpyidnxe and v
ouddo touv Bahmni, HTTP, xou REST API. Kdle unocUotnua emixowvwvel ye tny duxr) Tou Bdon dedouévmv
omwe dapatveton oto Myfua 14.

LOu mineogoplec amoxtidnxay ond to Bahmni Wiki
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https://www.bahmni.org/
https://www.cla.co.uk/
https://openmrs.org/
https://spring.io/
https://spring.io/
http://hibernate.org/
https://www.odoo.com/
http://openelis.org/
https://www.dcm4che.org/
http://oviyam.raster.in/
https://validator.w3.org/feed/docs/atom.html
https://bahmni.atlassian.net/wiki/spaces/BAH/overview

Xpnowonotel motonoinon dvo mapayéviwy (2FA) yio Ty Swaogdiion ot wévo eZovctodotnuévol yefotes du
éyouv pbdooor 6To CUGTNUAL.

To Bahmni eivon évar 1biaitepa Slopoppuwuévo xou apdentd cUoTNUA, To 0Tolo UTOREl VoL QaprocTel Ot QAoELC
xaL Ue Bidpopoug TedToug Yia Vo umootnel€el Tic voooxoustaxéc Aertovpyieg. Tmdpyet 1 duvatotnTo eyno-
TtdoTaong Ye GAo ) uepixd wévo and to uonpoiovta. Autr T oTypun Yenoulonoteltal Ye to oxdhouda oevdpla:

(o) Mn vy egoppoy. Xenouylonotelton xuplwe yiot T dlayelplon TwV AEITOURYLOY EVOS YOCOXOUEIOU
xou Oy yia xhvixolg oxomolg. TlepthopfBdver eyypapéc actevev oto cboTnua, epyaoTnplaxd dedouéva
xou amoTeEAEopaTa, anodeyatixd gopuoxeiov, mapayyehleg xou TWOAOYNOELC ElodyovTon and 1o YopTl 6To
cUOTNHA.

(B") Baow xhvixd egopuoy. Xenowomotelton yior TOA) Uxpéc GUANOYES XAVIXGDY DEBOUEVLV o YLol TN
duayeipton voooxopeloxdy Aettovpyldv. Yrdpyouv Aemtopépetee mou e€axoloudoly va UTdpy oLV OE
yopeTti, 6Twe ouvtayée, TapatneNoels, epyaoTnploxéc Tapayyehies. H didyvwon, o xhvixd 1oTtopixd xou
CUYXEXPWEVEC TOQUTNENOELC TEOYUUTOTOLOUVTOL GTO GUOTNUA X0l OL LoTEol €youv TNV BuvaTtéTnTa Vol
BouV 10 A6 LoToPXG oToV Tivaxa acdevolc tou Baciletan oe dedouéva Tou €xouy xatoywendel and
dlaopa tpruarta. IepthapPdvel epyaotnplomd BedouLva, TANEOPORLEC GYETIXA PE THPAY YENES (PUOUAXLY
O ATOVEUOTA XA OLXOVOULXES BPaoTNELOTNTES.

(v) Booud xhvued| epoppoyn/Ewoywyh Aedopévmv. Xenotponoteltar yio tn Slayelplor 1LY VOCOXOPELIXMY
AELTOLEYLOY XAl YIoL TNV ELOAY WYY XAWVIX®Y BedoUEVKY 6To Téhog TN enioxedng. ‘'Oleg oL xatoywenoelg
yivovTow and évay yelplo T eloaywyNc Bedousvnv Bdoel yeipdypapwy onueinoewy. ‘Okec oL xAixéc or-
HELDOELS ELOGYOVTOL 0TO GUGTNUY, o X0 XAmoles W) Sounuéves tAnpopoplies e€axoloudolv va Peloxovta
o€ YEIpOYPopn opE.

(&) Oloxhnpwuévn epopuoyt. Xenowonoeito yior xhvixée Spaotnptétntes, xodde eniong xou yio Ty Sio-
YEIPLOTN YOCOXOUELOXMY AeLToLpYLMY. 2uvdudlel Gha tal Topamdve, Ye Ty e€aipeor otL ot xhwixol ltpol
umopolV Vo elodyouy ta dedopéva oto cloTnua. Ot un dounuévee TANEoQoples, OTWE Ol ONUEWDCELS TOU
VOGNAEUTIXOU TROCWTLXOU THPUUEVOUY OF YEWOYQRUPES CNUELDOCELS.

(€) Edu egappoyh. Xenowomoteiton yior TNV Xotorypop) TANCOQORLOY OYETIXE UE WOl CUYXEXQUEVY -
o¥éveta xotd Ty didpxeta e enloxedng B xou €merta. IlepihapuBdvel eyypapés acdevay, eldixd xAvixd
dedopéva xau avapopéc. Auth 1 epapuoyt) cuvideg tephauPdvel eyxatdotacy tou Bahmni pévo pe to
OpenMRS.

2. GNU Health?

IMpdxettan yio Eva NAexTeovIXd Latexd apyeto, abotnua dlayelplong voooxoueiny xo TANpo@opLoxd cUoTNUA
uyelag, To omolo Aettovpyel unéd tny ddete GNU GPL. Eivar ypopuévo oe Python xou ypnowomnotel to Tryton,
plar Thortpopua egopoy @y Yevixol axomol. To GNU Health anoteheiton omd nodréc evotnree. O nuprjvog tou
CUCTAUATOC AMOTEAELTOL Omd XAmoleS Baoixéc EVOTNTES, Ol OTOIEC AVAAOYA UE TIC EXACTOTE AVAYXES UTOPOLY
val emAoUTIoToOV PE Tic uTdhoinee dtodéoues B va dnuovpyndouy xawvolpyiee (SyAua 15). Kdnoeg and tic
Baowég evotnteg mou Sotétel elvon ol e€Xc:

e Individuals

o Families

e Domiciliary Units

e Operational Sectors

e Health Centers

e Diseases

e Patient

e Patient Evaluation / Encounters

e Medicaments

o Treatments

201 nminpogopiec amoxthdnxay ané to GNU Health WikiBooks
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http://health.gnu.org/about
https://www.gnu.org/licenses/agpl-3.0.html
http://www.tryton.org/
https://en.wikibooks.org/wiki/GNU_Health

Yyfuo 14: To Bahmni propel va cuvdedel ye MySQL vyl to OpenMRS xou pe v PostgreSQL yia tor undhoina tela
otouyela.

Syhua 15: To vmoolvoro evéotniwy tou GNU Health. O nuphvac tou cucthpatoc ovoudletor Health Bploxeton oto
EVTPO o TEPLEYEL T Booind HOVTERA X0l XALOELS, €TOL DOTE Vo XxAnpovoundolv xou oTic udloines evétntes. Autd éxel
OOV AMOTENECUA TNV BUVATOTNTA TEOCUPUOYNS XAl ETEXTACLUOTNTAS YWElE Vo TORUAELTOVTAL ONUOVTIXG oTolyela Yl TNV
dnuodota uyeta.

Meta€) tov drdéoyny evothtwy Tou epléyel xou tny evotnta "health genetic". Auth cuyxevtpwvel min-
P0QOplec GYETIXA UE TOUC XANEOVOUIXOUE XVBUVOUS, TO OLXOYEVELUXO LG TOPIXO YO TIC YEVETIXES DLUTOROYEC.
H GNU Health nepihaufdver tic ninpogoplec and to NCBI xou Genecards yia nepiocdtepa and 4.200 yovidia
nou oyetilovtan ye aoléveies, cupmepthopfovouévey twv DMD/BMD. Yto xoupdtt tne ao@dhlelas xdde go-
pd mou Tapoatnpeeiton eunddeta ancuieudepmvovton cupBouviéc acpdietac (SA), ol onolec anocTtéhhovial o
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OMNOUC TOUG EYYEYPAUUEVOUS YehoTeS. Xprnotomolel xpunTtoyedenon dNUOCLOU XAEWBLOU UE GTOYO TNV EUTL-
OTEUTIXOTNTA XL TNV AXEPALOTNTA TwV dedouévwy. Enlong, ouvepydleton ue 1o GNU Privacy Guard yuo tnv
o) uToypaPn xou ENAARVEUCT] EYYRAPOV.

Mrnopel va Bpet eqapuoyn and éva tateind yeupeio u€ypl va dixTUo SNUOCLWY YOGOXOUEIDY Xou OVEAOY O UE
tov oxond yweileton oe 800 TOTOLE EYXAUTACTAONG:

(o) Kevtpw eyxatdotaon. ‘Olec o mAnpogopiec Peloxovton oe wia eviaio fdor dedopévewy xon Yo elvan
TpooPdotpes péow Sixthou and dopopeTixolc otoduols epyaoiog and to Blo xévtpo uyeiog (tomxd
dixtuo) 1 and dapopeTind xévtpa LyeloC.

(B") Kotoveunuévn eyxatdotaon. e autd 1o oeviplo, xdde xévtpo uyeiac éxel tn dix) Tou Bdon dedouévmv
xalL oL TANEoopiec Umopolyv Vo cLYYEOVIGTOOY YETUED TwV XEVTPWY LYElXC.

3. OpenEMR3, 4

IMpdxettan yior évor amd Tar ONUOPLAESTERO AOYLOUIXE avoLyTOO %WBWA 0TO NAexTeovxd apyelo vyelag ue mo-
Audprdpoug enaivouc, to omofo Aettoupyel und v ddeto GNU GPL. H tedeutaia evnuepmuévn éxdoon (5.0.0
2014 ONC Complete Certified EHR) xuxhogpdpnoe pe nohhd véa yopaxtnplotixd. Eivor ypopuévo oe Python
xau yenowonoiel MySQL xouw MariaDB. Trootneilet moAéc YAOooES, CUUTERLAUBAVOUEVELV TWV EAANVIXAY.
Emmiéov, Siondétel plar tepdotia nhextpovint| Texpneiwon ot loyuph utootiplén and toug emaryyehdaties xau
v xowomta. To OpenEMR mepilauBdver dha tor yopoxtneloTind mou mpénel v €xel xdlde apyeio nhe-
xtpovixhc vyelag, To dnpoypapixd ototyelo xou T Sloyelplon TV ao¥evdy, TOV TEOYEUUUATIONS ETLOXEPEWY,
N XEEWOT), TNV NAEXTEOVIXY CUVTAYOYEAPNTT), TNV ovapopd, TNV TOAT TV aoVEVHY, TOUC XAVOVES XAVIXTG
andPAONS, TOV NAEXTEPOVIXS LTpXd @dxelo (Eyfua 16). Xto xoppdtt tou wtpol apyelov nepiéyel uetalld
AWV lTpée avaryopéc ot ONUELDCELS ooVeEVHDY, Lwtxd onuela, epyaotnoloxd SeSOUEVH, TOEAUTEUTTLXA,
(POPUAXEVTIXES ALY WYES, ATOGTONY xou APn Lateixdv opyeley Héow JUECHY UNVURETWY, TEGYEUUUo TEOBOAAC
ey exovey (DICOM) x.a. Xto eninedo tng biwtndtnrog undpyet 1 SuvavTOTNTo XEUTTOYEAPNONS
TV TPV £YYRAPWY, TioToNolNon U0 TUPAYOVIWY Xdl GTO ETUNEDO NG ACPIAELAS YENOLWOTOLOUYTOL Ol
xavoveg ao@dheronc HIPAA. Mnrogel va tpomonoumnlel ye v npobnddeon bt Vo mopayeiver xon Yo Aertoupyet
uné TV Blor ddeLo.

4. EHR Server °

Av xou mAéov dev duatideton dwpedyv, mpdxerton v éva back-end yevixd clotnua yior xhivixd dedouéva, To
omnolo cuUBdiker oY AdENoT TS TOLOTNTAS TWV BEBOUEVWY X0l GTNV SLUAELTOVEYIXOTNTA OTOLOUBHTOTE XAl
ixoU 1| TAneogopLoxol cucthdatog Lyelag. Baolleton otic teyvoloyieg Grails Framework, Groovy, Java
xon MySQL, ahhd pnopel vo unootneiéel apxetéc YADOOES TROYEAUUUATIONOU X0t TEYVOLOYiEC Tépa omd ou-
téc. Eniong, Baoiletar oo tpdtunov tou OpenEHR, ypnowonoel REST API xou Aettoupyel und v ddeta
Apache v.2.0 5. Mnopel va ypnowonomndet pe moholc tpénoue, 6Twe we o Pucikde ywpoc anodfixeuong
TWV XAVIXOY BESOUEVGY TOU CUCTHRATOC, 1) 0XOUa Xl w¢ back-up yio TNV Tapoy 1) EPEdELXMY AVTLYEAPWY o
ogaelag e x0ptoag Bdoneg whvixav dedopévev. Emtpénel Ty dnwovpyia clinical data respositories (CDR),
€tol hote va egunnpetel xdde oxomd ywelc va yeeldleTon EX VEOU TROYEUUUATIONOS 1 oVABLIHOR(POCT) TNG
Bdome dedopévwy. To oyfpa tne Bdone dedouévwy tou EHR Server dnuoupyeiton autdpata [25].

301 minpogoplec amoxthdnxay arnd 1o OpenEMR Wiki

4 Avoutixd Teplypaph ToV TVEXmY Xou Tou oxhuatoc OpenEMR Database Structure
SEHR Server

6CaboLabs EHR. Server
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https://www.gnupg.org/
https://www.open-emr.org/
https://www.hhs.gov/hipaa/for-professionals/security/index.html
https://cloudehrserver.com/get_started
https://grails.org/
http://groovy-lang.org/
https://www.apache.org/licenses/LICENSE-2.0
https://www.open-emr.org/wiki/index.php/OpenEMR_Wiki_Home_Page
https://www.open-emr.org/wiki/index.php/Database_Structure
https://cloudehrserver.com/index
https://github.com/ppazos/cabolabs-ehrserver#cabolabs-ehrserver

Eyhua 16: Ltiypdtuno g Bdong dedouéverv OpenEMR. To didypayua ovtothtwy cucyetioeny neptéyel nivaxeg, 6Twg o
nopdderypa o mivaxog patient data 6mou amodnxeler Ta dnuoypapixd ototyeia Tou acdevoic, o mivaxag procedure report
TOU TEPLEYEL TANEOPOPIEC OYETE UE TNV TOPOY Y| UTNEECLIV X0 ERYUCTNELIXWDY OTOTEAECUATWY, 1 0 Tivaxoc history data
nou anodnxevel TANEopopleg Yol TO 16ToPIXd TOL acdevolc xat ToAhol dANoL.

5. Ripple 7

ITpbxertan yio évay opyovioud mou otoyedel ot dnuioupyiol ag OAOXANPOUEVNS TAXTQOPUAS PNQLOXhC XaTo-
yoopric opyelwy uyelac (Integrated Digital Care Record (IDCR)), n onola Do cuyxevtpdvel Tic mhnpopopies
Tou aoVevolq and mtoAéC TNYES xau TiC ouoyetilel ot pio YY) dedopévwy. Aettovpyel und tnv ddeto Apache
2.0 license xou amoteheitan and tpla puéen:

e PulseTile. "Eva UX/UI nhaicto, to onolo avarntdydnxe and tov opyavioud Ripple ypopuévo oe Angu-
larJS, yiot tnv utoo TiELEn YiaTpdy ot aoVeVODY og Xhvixd TepBdihov. Atadétel xdmota Baoixd povtéla
(m.y mepthndn aodevoie, TpoBhfuata/didyvewan, @dpuaxa, oAepYIES X.01.) ot xdmota GARA TTOU UToEolV
vo tpootedoly avdhoya pe v xdde avdyxn (m.y Lotxd onuelo, euBohia, XMVIXES ONUELDOELS).

o QewdJS. Evdidueco hoylound yio web intergration.

o EtherCIS, 1o omolo éxel ypaptel oe Java xou yenowonotel ) Bdor dedouévwy PostgreSQL. H oyedlaom
Tou €yel Baototel ypnowonolwvtag to npdypaupa Aoyiopxod OpenEHR. Evo and ta yopaxtneio txd
tou OpenEHR elvon 1 avdntuin dnpdoiwv Soucdv xon oporoyidyv oe éva Clinical Knowledge Man-
ager(CKM) oarodetrpio. Aettovpyel we online mny# xhvixic yvodone xou eMTpENEL 6ToUC XPHOTES VoL
oupPeTEYOUV oTT BnuLovpyia évog dledvoic ohvolou apyétumwy, To onolo Ya uropoloe va evioyoEL T
BLUAELTOVEYIXOTNTA OAOXATPOU Tou cua ThuaToc. Alvel T duvatotnTa Slayelpiong Tou xAwixol Tepleyo-
HEVOU YWPELOTA omd TO AoYLoWXd Y€k TwV apyétutwy. To apyétuna elvon évag TpodTog Vo ntpoctedel 1|
oNpAclohoY (ol TwV TOUEwY oE LovTERa TANEopopLdY ot yweilovtar o EHR xou Snuoypapud apyétuma.
H mpdtn xatnyoplo meptéyet xhvixés mAnpogopiec tou acdevols, omwe xhwixég evdeilels, Sdyvwon,
Lo TOPLXO, EEETAOELS, EQYUO TNELOXS OUTOTEAEGUATA, PAOUIUX, CUUTTOUAT,IANERY(ES, Depomeutin) aywYT
xou 1) 0elTeEn dnuoyeapixd otolyeia dTwe To QORo, 1 Nuepounvio Yévvnong, otolyelor emxovwviag x.d.
Etvor euéhxto wg mpog tig adhayéce, tol unopel va tponomoindel Yo va e€unneetel omolabmoTe oaveyx).
Q61600, TEOCPEREL €VaL ENAYLOTO OET TOATIXWY aoPoAeloc, To onolo Bev emapxel yio Eva OAOXANEWUEVO

cVo T LTEO0 Pokélou’.

7O mhnpogoplec anoxtidnxay ané to Ripple Showcase Stack
8openEHR Architecture Overview
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https://ripple.foundation/
https://www.apache.org/licenses/LICENSE-2.0
https://www.apache.org/licenses/LICENSE-2.0
https://www.pulsetile.com/
http://qewdjs.com/#about
http://ethercis.org/
https://openehr.org/home
http://docs-showcase.ripple.foundation/
https://specifications.openehr.org/releases/BASE/Release-1.0.3/architecture_overview.html#_security_policy

6. OpenMRS”’

Ipdxettan yia éva nhextpovixd otpd opyeto ypouuévo o Java, n Baocux Tou epoapuoyn yiveton Uéow e-
VoG mpoypduuotog teptiynong, xenotwwonolel Hibernate, Tomcat xow MySQL xou Aertoupyel und tnv ddeta
MPLv2.0 with Healthcare Disclaimer. to yopaxtnelotixd tou ouyxoatadréyeton 1 dnuoupyia evog con-
cept dictionary, 1o omofo neprypdpet dha tor dedopéva (Gvopa, xOBKAC, ETUTPENTE YVORIoUAT) TOU UTopOUY
Vo amoUnxeLToVY 0T0 GUOTNUA, OTWEC Ta XAVIXE EUPHUNT, ERYAOTNELOXES ECETAOELS, CUMTTOUOTY .0 H
apUWTY doUr| TOU EMTEENEL TNV ELCUYWYT VEWV AELTOVPYLOY Ywpelc va ypewdletal tpononoinon tou mnyaiou
%O Amoteeiton and nodhéc evotntec (n.y.Human Genetics Module, Register Module, Patient Image
Module), ot omofec eivan ebxolo vo tpoctedoiy i va apatpedolv. e 0,1l agopd Ty ac@diewa Poolleton otny
audevTixomolnoy Ty XENoTOY Xol 0TOUS BLAPORETIXOUE TOTOUE TWV TEovouiwy xat adeldy Tou xadopllovto
and évav Slayeiploth. Mmnopel va yenowwomouniel yior TIC avayXeC XAWVIXWY VOCOXOUEIWY OE TyXOOULO €-
ninedo mou emupoly éva NAEXTEOVIXG LUTEIXG LoTopO TOL aoVevols Yot oxomole xhvixhc mepldoidme
(General Purpose Distributions), vl v xataypagr] cuyxexpyévne acdévelas e gn xhvixols oxomole
(Targeted Distributions), ¥ axdua yia tic avdyxes evée ouyxexpévou yefotn (Implementation Specific
Distributions).

SyAue 17: Tuypdtuno tne Bdone dedopéveov OpenMRS. Ouodonoteiton oe déxo topels, oL onolol HETAE) GAAWY TEPLEXOLY
nivaxes oyeTixd Pe Tic Thnpogoplec aodevole, YenoTtdy xat dnUoyeapxd otouyeld, XAVIXES TOUPATNENOELS, XWOXOTOACELS,
eletdoeic x.o.

3.4 XOyxpwom

To €€L hoyiopnd avorytol xdxa Tou pehetiinxay eEunneetolv tov (Blo oxond xou cuyxplinxav Bdoel twv
xpLtneiwy mou oplooye, Yo vo emhey Vel autd TOL avTomoxplveTal UE TOV XahUTERO TEOTO OTIC avdyxeg pog. ‘Ola
AELTOUPYOUY OE OLAPOPES TAATPOPUES oL AelToupyYxd cucthuato ue edaipeorn to Ripple, to omnolo yenowwonotel
Ubuntu/Unix-like Aettoupywd cvothuata. Xenowonowoltou xatd xbépov Bdoeic dedouévewv MySQL xou Post-
greSQL. H mhewodngpla twv Aoyiopuxdv avorytod xhduxo diadétel online demo site, extéc tou GNU Health xou
dtardétouy avahutixéc odnYlES Yl TOUS YPHOTES Xat Yo TNV eYxotdoTact) touc. ‘Ola ta e€etaldpeva Aoylomuxd
elvon evepyd, Pridotua, dlordétouy xowotnta, 1 onolo Topéyel GUUBOUAES Xt 0B1YIEC GTOUC YPNOTES XOUL YEPNOULOTIOLO-
Ovton amd aexeTole opyvaviopols. To Bahmni 6nwe xou to Ripple, elvou éva e0ypnoto Sladixtuaxd YocoXoUeLoxd
Lo TN IOV cLYBLALEL TOMATAEG ADGELC avoly ol xwda ot o Bivon yevixd cuotiuota, to omola uropolv vo
yenowononmdoly yia toArég ac¥éveleg xou voooxouelo uovo péow configuration. To OpenMRS elvon o mhatgpop-
pa mopd éva ohoxAnpwpévo EMR clotnua. Ilopdho mou Bev amattodVToL YVOOELS TEOYQOUUNTIONOU, OmAlTOVVTAL
el Bddog tatpés YVMOELS ot ovahOOEL GUOTNUATOY.

901 minpoyopiec amoxthdnxay and to OpenMRS Wiki
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https://openmrs.org/
https://www.mozilla.org/en-US/MPL/2.0/
https://wiki.openmrs.org/display/docs/Welcome

‘Ocov agopd v ac@dheia, yenoulomolel Evay unyoviold EAEYYOU TaUTOTNTAG, AN auTtéd Bev egacpauiilel Ty
ao@ahy) avtodhoyy) 1 anoUfxeucy), Ty dnpovpyic avTlypdpwy ACPIAElNS XoL OEV CUUHORPHOVETOL HE TOUS XOVOVL-
opolvc HIPAA. Axdun, éyouv xataypapel entdéoeic xou dappoéc nhnpogopudv [26]. To EHR Server mpdxetton yia
specification xa dyt yiat éva hoyiowxd cbotnua. Aev Sieuxpvilel Tota YAGooa Tpoypauuationo, Bdor dedouévmv
1) detuonr} utodoul| Teénel va yenotpornotnlel, odAd e€aptdton amd to T Véhouue va emtiyoupe. ITAéov dnwe ava-
pépUnxue dev mapéyeton dwpedy Théov. To OpenEMR eivon xohd texunptwpévo xan mapéyet Evay ao@ahy) unyoviold
EAEYYOL TOUTOTNTOC, XPUTTOYPAUPNUEVL apyElol, UNYOVIOUO UTOCTHELENG Kol CUUHOPPEVETIL UE TOUS XAVOVLOUOUG
HIPAA. Trootnpeilel tnv ehhnvi| Yhoooo alhd dev mepiéyel Aettoupyles, Omme avdxtnone xwdxol xon xAeldwuo
hoyoplaouol DoTepd amd Evay apLid AVETLTUY KDY TEOCTHELDY CUVIEGC 0TO UG TNHA, Ta OTOlol OUKS UTOEOUY VL
dlopBwdolv xatd tny npocapuoyr Tou cucthpatoc. To GNU Health mopéyet 0 duvatdTnTa XEUTTOYEAPNONS Ko
ao@ahy) EAeYy0 TaUTOTNTAG, Ahhd Bev Slordétel punyavioud utoo THeEng, acpohols anoUiXEUONS Kol AVTUANAYHS Xol
oev axohovdel Toug xavoviopolg HIPAA. Emmiéov, Sev nopéyel tnv Suvatodtnta Sloyelplong anoteAecudtonv, Ty
Mn anodoewy xar Ty utooTiELEr aoBevdy X TNV nhexteovixy emxovwvia xou cuvdeosluotnTa. opoxdtw, divo-
vtou ouyxpLtxol Tivoxeg, ol onolol cuvodilouv ta yapaxTNE TIXG TwY eZeTalOUEVKV EQYOAE(Y avoLyTOU XMBxa,
Bdoel twv onolwy opl€aue Ty TeAx Yog andpao.

IMivoxag 2: Aettovpydtnra. O mivaxog awtdg cuyxplvel ta epyaheior avoly ol XWX BAGEL TOU AELTOVEYIXOU GUGTAUATOG,
TV Bdoewy dedouévwy, NG YAWOGCUS TEOYEOUUATIOUOU TIOU XENOLLOTOO0Y, Xad®dE X0l TwV EEAPTOUEVKOY TEOYEAUUETMY
nou petdovTon yia Vo AELTovpYRoOUY.

0SS Operating System Database Programming Language Related Programs Needed

Bahmni 1. Mac OS X MySQL(OpenMRS) AngularJS 1. Virtual Box
2. Linux PostgreSQL . Git version control
3. Windows . Node.js
. Oracle (Sun) JDK 7
. Maven
. Ruby v2.1
. Vagrant

~N O O W N

GNU Health Cross Platform(Recommended Free OS)  PostgreSQL Python . Tryton = 3.8
. BASH SELL
. Python v.> 2.7 < 3.0

.PIP version for Python 2

=W N

OpenEMR Cross Platform MySQL/MariaDB PHP 1.CouchDB
2. XAMPP
3.Apache

Ripple Ubuntu 15.04 MySQL Java 1.Java JDL8
Linux-Unix HTML 2.Apache HTTP

JavaScript 3.Tomcat

Shell 4.Ruby Gems
5.Maven 3
6.NodelJS
7.Ruby
8.Ruby Gems

EHRServer Cross Platform Generic Generic 1.Grails Framework
2.Groovy
3.Java
4.MySQL

OpenMRS Cross Platform MySQL Java 1.Java SDK,
HTML 2.Java JRE,
JavaScript 3.Tomcat,
Shell 4.Firefox
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ITivoxae 3: Anpotixétnta/ Troothpln. Ilowol opyaviouol xpnoltonolody To CUYXEXELEVO EpYAAE(N avoLYTOU XOBLXAL.

0SS Used By

Bahmni 1) Jan Swasthya Sahyog , Bilaspur, India
2) Society for Education, Action and Research in Com-
munity Health, Gadchiroli, India
3) Lok Biradari Prakalp, Gadchiroli, India
4) Bayalpata Govt. Hospital, Possible Health, Achham,
Nepal
5) Dholaka Govt. Hospital, Possible Health, Charikot,
Nepal
6) Kaliganj Upazilla Hospital, Kaliganj, Bangladesh
7) Gazipur District Hospital, Gazipur, Bangladesh
8) Ashwini Gudalur Adivasi Hospital, Gudalur, India
9) Wellbody Alliance Clinic, Kono, Sierra Leone

GNU Health http://health.gnu.org/services. Html

OpenEMR US> 5.000 installations,
IPPF,
PEACE CORPS,
Siaya District Hospital,
Pakistan,
Puerto Rico,
Australia,
Sweden,
the Netherlands,
Israel,
India.

EHR Server  https://www.openehr.org/who is using openehr/

OpenMRS https://atlas.openmrs.org/

ITivoxac 4: Tuvthpnon. Katoypdpovtar ol teheutaleg nuepounvieg 6mou éyive ocuvtrpnon 1 avoPdduion twv OSS and v
xowdtnra. Ilpéner va onpendel T awtés lowe Stapépouy, xadne 1 €peuval LG TEAYHATOTOUNXE dEXETOVS UAVES TTELV.

0SS Last Update

Bahmni Latest Commit 17/2/2017
Merge branch 'release-0.88’

GNU Health  3.0.6 / February 12, 2017
OpenEMR  5.0.0 / February 15, 2017

Ripple Merge new branch
14 Dec 2016
EHR Server Latest commit
17/2/2017
OpenMRS  Latest commit
28/2/2017
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IMivoxae 5: Nopuxd {nthAuota xon IntAuota adeoddtnone. O mivaxas autde avopépetor oTic ddelec xdtw and T onoleg

Aettoupyolv Ta e€etaldueva epyohela.

0SS License Requirements

Bahmni AGPL v3

GNU Health GNU GPL

OpenEMR GNU GPL
OSI Certified

Ripple Apache v2

EHRServer Apache v2

OpenMRS Mozilla Public License,
version 2.0

IMivaxac 6: Xpnotixdtnra. O mivoxag autde neptypdpet Ypupxd mepBddlov dienagnic xerotn (GUI), Bdoel tou onolou ol
YXENOTES UmoPoUY VoL AAANAETULEEEGOUY UE TO AOYIOUIXO HECK EXOVIDIWY 1) BAAWY OTTIXWY eVOElEewY, xadd¢ xou To command
interface, Bdoet Tou onolou o YpoTec UnoEolV va GAANAETOEACOLY HE TO GUOTNUA UEGEL EVTONDYV.

0SS GUI Command Interface
Bahmni Yes Yes
GNU Health X Window System, Yes
UI GTK-+
OpenEMR Yes Yes
Ripple AngularJS, Yes
NodelS,
npm,
Bower,
Grunt,
Twitter Bootstrap
EHR Server  Yes Yes
OpenMRS GUI Mode Options Command Line Mode
Redesign Options

IMivoxac 7: Evel&io. Katd m6c0o évan €0xoho Vo TpocoprooTel oTic avayXes pog xou vo Tporonondel xatohAAAnC.

0SS Adaptability
Bahmni High
GNU Health High
OpenEMR High
Ripple Create Project
EHR Server Specification
OpenMRS High
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IMivaxog 8: ISwwtixdtnTar xou acpdreta. O mivaxog outde TEPLEYEL TIC AELTOVEYIEC UE TIC OTOlEC TO EXACTOTE AOYLOUIXO
Stac@ailer Tnv Tpootasia Twv evaioINTwy Sedopévmy Twv acVeviv, dnwe enione xou Tov Eheyyo npdofoong.

0SS Security

Bahmni TFA
Basic Authentication

GNU Health GNU Health releases Security
Advisories (SA),
Cryptographic Module,

GNU Privacy Guard

OpenEMR Encrypted Patient Documents,
Supports fine-grained per-user access
controls,

Ripple Oauth protocol,
OpenlD connect,
Sping Security,
Pac4j

EHR Server  Access control,
Digital Signature,
Versioning.

OpenMRS Role Based Access Control (RBAC),
Application Program Interface (API),
Single Direction Encryption or Hash
Validation,
Two Way Encryption.

ITivoxac 9: Kéotoc. Katd tny neplodo perétne emxevipwiixaue oe autd mou mapéyovia dweedv. 2otéoo, 1o EHR Server
TAE6Y omontel TAnpwuy, N onola Blaépel avdloya Ue To TaxéTo mou Vo EMAEEEL O YpNoTNC.

0SS Cost

Bahmni Free
GNU Health  Free
OpenEMR Free
Ripple Free
EHR Server  Free
OpenMRS Frre
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Avdpeoca ota e€etaldyevo hoyiouxd ta 8Vo emxpatéctepa fitay 1o GNU Health xou 1o OpenEMR. Kou to
6Vo unoo tneilouv localization, €youv éheyyo diemapric xou BUVATOTNTA TEOCYAXNG VEWY AELTOUEYIWY GTO GG TNUA,
€tol éwvon eUxoho va Tpononotoly clugwva e xdde avdyxr. Av xoau to GNU Health nepiéyel oyetin| evotnta
oto obotnua Y acdévees, 6mwe DMD/BMD, votepel oe {nuiuata acpareiog, oty Voo ThAREN YeNnoTdy xou
TPOYPOHUATIO TKV Tou cuoThUToS. ‘Etot, xatodhaue otny emhoyt tou OpenEMR, émou ye tnv xatdhin tpomno-
noinom Va propovice va Beet epopuoyy yior T dnwovpyio nhextpovinol @axélou aclevev Ye wuixéc Suotpogpliee,
ARG BEV TPOYWETICUUE OE TEQAUTERL EQPUOUOYT.
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4 Mnrtpooa xataypapns acdevwy pe ondvieg acVeveleg: Melétn
nepintworng Duchenne/Becker

4.1 Ewoaywyn

Ta unrewa xotaypaphc Slodpapatilouy TewTaywvioTixé pdho oTo Tedlo Twv omdviwy actevelwdv. Ilpodyouv
™V €peuva, TN Bedtinon e LoTpogappaxeLTXhc Tepldoldng Twv aclevdy, xadng eniong xou Tov oyYedlIoUd VS
UYELOVOUIXO0U TAAvou. AToTEAOUV Tot XaTdAANAL epyaheial Yiot T CUYXEVTEWOT] BEBOUEVWY TNV ETUONULOAOYLXT] XoL
x| €peuva. Eidixdtepa, tor untpda xataypapric cuvdéouy toug acVevelg pe Toug ewdixols, ToAES popéc AoYw
e omovidTnTag Tng ac¥évelag etvar dboxoro va Beedel eZeldixeuyévo tateind TEocwTIXS Yo THY TapOoY T LUTELC
peovtidac xar cuyPovieutinic xadodiynonc. Méow twv untewwy ol aclevelc €pyoviol oe enoagr Ye ewdixolq
YTEoUE ohAG oL PE dAAOLS acVeVE(C, HE OXOTO VoL UEFOUY %O VO XOTAVONIGOUY TOUG UNYOVIOHOUS TN ao¥Evelas
xou Vo oyedlaoTel éva TAGvo depameutinfc aywyhc yio avtole. Alveton 1 Suvatdtnta ot €peuva eic Bddoc e
aoVEVELOG Xol TV EEEMXTIXOV UNYAVICUOY TNG OE YEVETIXO, LOELX6 xou Bloymuixd eninedo, uéow Twv avaAUCEWY
TV Blo-OetyUdTeRY X0 TV EWBIXMY EEETACEWY TOU XoTaypd@ovTon oTo untewa acvevey. Téhog, Bondolv otny
OELONOYTOT PAUOUENWY, XAWIXWDY BOXIUOY ot Twv dladéoluwy Jepaneutinwy npoceyyioewv. Autd t0 xe@diono
ETUXEVTPWVETOL TNV avAAUGT Xl TOV 0ploUd Twv unteodwy xotaypaphc. 1o ocuyxexpwéva, eZetdlovye pntpwd
XOTOY apiC TTOL apopolv TiC uixée ductpogicc Duchenne xou Becker, t6c0 oty EAAGSa 660 xou Siedvde e mpog
TAL YOEAXTNELOTXE TOUg xai ToL Tedla Tou diardétouv avtioTolya.

4.2 Mntpda xatoypaprs acIevey

Q¢ untpwo xatoypaphc acdevav (patient registries) opiloupe T GUANOYH TANEOPOELOY/DEBOUEVLV ATOUGY,
o ontolar “uotpdlovtan” €vol OO YURAXTNRIOTIXG, OTWS UL CUYXEXPLIEVT TdNoN 1) XATIoTAUOTY), EVE OL TANEO-
popleg autég amodnxedovial o €va opYavwpévo oo Tnua, Topadelypatog ydew wo Bdor dedopévwy. Ta untedo
xoTaypaphc omdviewy ac¥eveldv elvar TOAD onuovTixd otov Touéa Tng LYElag TEOoYEpovTaS TANPOpopiec GTOUS
EPEVVNTEC OYETIXG PE TO LATEXO LG TOPLXO Xol Xadlo TiVTAG EOXOAS Vo Tpoadloplotel ue peyokitepn axplBeia Tdc0
0 ETUTMOAACUOS OGO XL 1) CUYVOTNTA EUPAVIONS TNG VOOOU. XLXOTOC TWV PNTEWKY XoToypd@ng acdevavy elvar 1
a€lohoynom evée mAnduouol ye v Blo acBévela yio Ty oy YY) CUUTERUOUETWY, TN XATAVONOY TS VOGOU, TN
CUYXELOT| DLOPORETIXY TEQITTOOENY Yid TN dNovpyla EVOC TEOTOTOU YLl TNV AGVEVELN UXOUO XL Yid TNV €0pe-
on depancioc. Méow autdv divovton cupfouréc otoug acvevel, Beitidvetar 1 tepldoldn odnydviag oe avénom
TOU TPOGdOXLOL LwhE, oxoun xou av dev undpyet poviun depancio. Ta unteoda Bondolv axdurn, otn dieaynym
XAV doxov Beloxovtag toug xatdAinhoue aclevels, ywelc autd 1 diadascia edpeong aolevddy pnopel vo
dlapxoloe o dexactio. EmnAéov, ol acevelc xau oL oxoyéveléc Toug UTopoLY Vo YENOWOTOLOUY T UNTEMA WG
exoudeuTIXG EpYOhelol XOTAVONONG TN VOOOU XalL VoL €pYOVTaL OE ETapT] e dhheg owxovéveles. A&ilel va avagpeple-
{ o6, ot o wnTeda cUPPBEANoLY oty gvatcinTonoinoT Tou xoVol 6To TEd{D TWV oTdVILY aolevelndy.[27, 28, 29]

To unrpda xoroypopiic acdeviv ywpilovia oe [27]:

e Patient-Powered Patient Registries(PPRs), ota onola ol aclevelc xou oL owxoyévelée toug drayetpllovton
%o EAEYYOLY TN cUANOYT| Bedopévmy. Optopéva and autd ddétouv Plo-tpdnelec. Xpnolwomololvton xotd
x0plo AoYo ot aolevelg pe emapxég delypa mtpooBefAniéviwy atduwy, yio vor SLcPailo Tel 1) AELTOLEYIXOTNTA
tou. Tumxd mapddetyuo evog TéTolou Untewou xataypaprc arotehel to Duchenne Registry, to onolo on-
woveyinxe ano N untépa dVo ayopldv mou elyav Sloryvwovel ye wuixy ductpopia Duchenne. To PPRs
UTdPYOUV OE BLAPORES LOPPES Xol AELTOUEYOUY UTS TNV auy(da EVOC 0pYavVIoUoU ) GUVERYATIXG omd TOAAOUC
opyoviopolg. 201600, 0 oxondg elval XOWOC XL €Vag, 1) TUEOY ) TANEOPORLOY Xal BEBOUEVKV PE OTHYO TN
XUAVTERT] XATAVONOTN TNG aoévelag xau v TéAeL Ty ebpeor Yepaneiog.

o Researcher-generated Patient Registry, ta onola ypnoiwonotobvran and axodnuoixd Weduota, XEVTpo EpEUVHV
R omd PEUOVOUEVES OUBBES EPEUVNTAY, YENOWOTOUOVTAS ELTE T Elte xpotin) entyoprynon. Autol tou
eldoug o uNTENOA AELTouEYoUY amd éva (Bpupa 1 amd Ual CUVERYAGTA POPEMY O XAWLXWY. LHUEQO TA UNTEWA
oTE (AAOTTOUY €Val EUPL PACHUA YEOVIWV 1 X0l OTIAVIWY ACVEVELDY GUUTERLAUPBOVOUEVKDY TOAAGY UORPWY
xapxivou, dfritn, xuotidc (vwong xon uod puixdv duotpopudy (t.y TREAT-NMD).

Yta Sudpopa 0N UNTEWwWY cuyxatoAéyovtal eniong exelva Tou oL TANpoopieg xou To dedopéva ToUg oY O-
viow amoxhelotixd and aodeveic o tic owoyévelée toug (Patient self-reported registries), yéow evoc dnudotou
BLoBIXTUOOL TOTOL 1 oxoUA Xa OE YTl Xou ElodyovToL 6To GUCTNUN and eE0VCLOBOTNUEVO TpocwTxd. Exelva
TOL OMOXAEIG XA YLortpol uToBdihouv dedopéva xa dev undpyetl TedoBaon oto eupl xowd (Professional reported
registries) xou téhoc, 0 cUVBLACUGC TwY duo TaEdvw, dTou aodevelc xou oL ylatpol Touc mapéyouv dedouéva and
%x0wv00.[30]
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e ouvduooud e Ghol o TAPUTEVE Tor UNTEMo utopoly va utodlougedoly otic e€fic xatnyoples [31]:

1. Edvud untpdda xataypaphc, i acdeveic mag yopag pe tny Bl acdéveia 1 nddnorn. Mowpdlovton tov (Bio
oxond xou e€umnpetolv ac¥évelec omou umdpyel emopxéc Selyuo dedopévwy €tol hote vo eEaoPoMoTEL 1)
e0pudun Aettovpyia.

2. Awedvr) unteoda xotaypapne, to onola cuvidne dnuloupyolvTal Yio TOM) ondvieg aoYEVEIEC OOV TO PO
delypa acdeviv dev emitpémel T dnpovpyio evic edvixol untemou. Acdevelc and 6ho to xéopo unopolv va
EYYPAUPOLY ot vor SUUPBAAOLY 0TN xahOTERT XaTAVONOY TNE Ao Bévelag amd TNV omolo TATyOouLV.

Extég amd o fdN umoipyovTaL UNTEMA XATAYEAPHEC AVA TOV XOOUO, EVOL EQIXTO XATOL0¢ Vo BNploveyRoeL éva
XOUVOURYLO UNTEWO XATAYRUPHC axolouvddvTag ouyxexpyéva Bruata xou npobrodéoec. To mpidto xan Poacixd
Briua mpwv Eexwvrioel 1 dnwovpyio eivon va e€etactel T1 NON undpyel xou edv eEUNNEETEL TO CUYXEXPIIEVO OXOTO.
To endpevo PBripa elvan va xadopiotel €€ apyhc 0 oToY0¢ XL TL axpBe TEEnel vo emtevydel, xodde xon ot ap-
HOBLOTNTESC TG EpELVNTIXTC ouddac mou Bo dnuiovpyhoel To untewo. Evog onuoavtixde nopdyoviag oe autd To
Briua etvar o oyedlaouds xan 1 dnuiovpyia evog TAdvou. Aol éyxouv culhey el Ta Sedouéval, TEETEL Vo GXEQPTOVUE
peAhoVTIXd Tt dhho Fa NToy YeNolo Vo UTHEYEL GTO VEOSUGTNUEY Untetdo. XTn cuvEyeld, TEEMEL Vo eAeyy el
xa vor eE0oQaoTel 1 BLCIUOTNTA TOU UNTEWOU, To TERICTOTERO UNTEMOA XATAYRUPHS Yenuatodotolvta elte and
yoenylec opyavioudv elte and tg exdotote tomxég xuPepvioeic. ‘Eyovtac diaopaiioel homdy v ebpwotn Aet-
toupyla, mpénel va Blaopaklotel enlong 6Tl To unTedo axoloudel ta vouxd xan Md {nrApata, énwe opilovta
and ™ vopoveaio Tng exdoToTe Ydpos Tepl TpooTaclug TV TEocWTXWY dedouévwy. Ilpv 0 cuAoYN dedouévwy
elvan avaryxolo vor uTdpyoUV GAEC OL amaEAiTNTES EYXEIOEIC amd TOUC dPUOBLOUS QOpElS, xadide xou va dnAdvovTal
Eexdbapo dhec ot Spaotnpldtntes xan ot bpot avagpopds (Terms of Reference) tou unrpdou (n.y 1 mpbdofoon xou
1 xeNoN BEBOUEVOV amd TOUC EPEVVNTES, TO TMEPLEYOUEVO TV Jedouévwy, epeuvntixol otdyol xht.). Emnpdodeta,
EVOL UNTEMO XUTAYRUPHC AoVEVODY elval anopaltnTo Vo €Yl PopUes cuyXatddeons xou evnuepwTixd dehtla ue dAeg
TS YPVOWES TANPOYOPLES avapPOpIXd YE TN CUUMETOYY TV aclevdy oTo untpwo xataypaphic [32]. Téloc, molhol
opyoviopol xat owpatelo Tapéyouy Bordeln xon unooThARIEN av autd YpetaoVel xotd T dnovpyia TOL UNTEMOU
xorTory paphic, yia opddelypa dnwe Yo dolue oTn cuvéyeta Torhol opyaviopol €youv avantiEel oeT dedouévmv, Tou
UTTOPOVY VoL BpOUY EQPUPUOYT| OE UNTEMOA OTIAVLLY ACUEVELDY.

Syhua 18: Bruata yior tnv dnuoveyio evdg xavolpylou Unteiou xatoypa@ic oTaviny acVeVEL®MY OTws TpoTelvovton and
10 dixtuo veupopuixoy acdeveiwv TREAT-NMD.
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4.3 TrdpYovIia UNTE®Mo XATAYRAPNS OTAVILY ACVEVELOY Yid acVevelc Ue (U-
Txég duotpoypicg.

Em tou napdvtog, umdpyet évog HeYIRog apttuos untedny xataypapnc aotevey. (261600, eNeldr] dev UTdEYEL
wor xevtpuxy] Bdorn dedopévwy dev elvon Buvath 1 yaptoypdenon toug. T autd Tov Adyo €youv cuctadel un-
TP XATAYPAPTC TOL TEpIEYoUY MoTeg pe ta uTdpyovta untpwo xataypaphc (Registry of Registries), 6nwe to
ClinicalTrials.gov, to Registry of Patient Registries (RoPR), xou to RD-Connect. H avalritnon yivetou ye Aé€eic
XAEWOL, OIS TO GVOUN TNE ACVEVELIS 1) CUUTTOHATOS, TO GVOUA PUOUIX0U ToU GYETICEToL UE TN CUYXEXPIUEVY TddT-
o1, To dvopa Tou yovidiou, axdua xou e Bldpopes xwdixomolfoelc 6mwe ICD-10, OMIM Number, OrphaCode.
Ev ouveyela, e€etdlovton yepnd and tar UEYUADTERA UNTEMO XATAYPAPTIC OTAVLLY AoUEVELDY o8 Ty xOoto eninedo.

4.3.1 TREAT-NMD Duchenne

To TREAT-NMD Duchenne efvat éva 8{xtuo 670 medlo TV VEUPOUUIXGY ac¥eVELDY, TO omolo TapéyEl OAES TIG
anapaltnTeg LUTOBOUES ETOL OATE VoL BlacPoMoTeL 6TL oL Tilo uooydueves véee Vepanceieg, xaddc xa OheC oL Véeg
e€ei&elc avapopd ye Ty acBévela Yo pTdcouv otoug acldevelg To cuvtoudtepo duvatov. To ediapépov autol Tou
duxtdou agdtou Eexivnoe tov Iavoudplo tou 2007, éyet emixevipwiel otny avdntuin epyohelwy ye otdyo vo Bpedoiv
véeg Vepaneutinég TpooeYYIoelC amd TNV EMO TALOVLXY) XOWOTNTA PECW TNG TEOXAWLXNAG Xall XAWIXHAC EQEVUVIS, OTNV
eEVNUEPLOT Xou evatoUNTOTOMGN X0VoD Xat acVEVHDV, xadme xou oty xadépnwan e xohlTepne Suvathc ppovtidag
oe aoevelg e puinég duotpopleg nayxooplng. Iepiéyel edvind xan Siedvr untemda xou cuvepydleton pe mAndopa
YWEWV, TEOXEWEVOU VoL EXTEAECEL XAWIXES DoXES, Vo Dwoel xateudnvthpleg odnylec oe owoyéveleg xan aodevelg
1} VoL BWOEL TNV EuXaLplol OE EPEVVNTES VoL LEAETHOOLY TNV TdUNGT o€ moryxooplo eninedo. Avdueoa otig unnpeaieg
TIOL TIOPEYEL UTLdEYEL 1) BuVOTOTNTAL EVPECTNS OAWY TwV cuvepYaloueVwY registries nayxoouing, xatnyoplonolnuévo
avé ac¥évela [33]. Lt AMota TV UnTe®eY UTEEYEL XoL TO UNTEOO XATAYOENONG ACVEVMY UE VELROUUIXA VoouaTta
EM&Sac (HNDR), to onolo wotéoo dev eivar evepyd. 'Eva axdun nohd onuavuxd yapoaxtnpiotxd eivon 1 on-
wovpyia Care and Trial Site Registry (CTSR), woc Bdone dedopévwy yio veupopuixée nadfoelc, 6mov emtpénel
Vv nhextpovixt| eyypopy (self-registration) vevpopuixwv xévipwy xou guiogeveiton and to Havemotiuo Medical
Center Freiburg e I'eppaviag. To xévtpa autd eyypdgovron oto CTSR péow tng totooehibac tou TREAT-NMD
Duchenne xou mapéyouv mhnpogopieg oyetind ue toug acevelc toug. H mhatpdpouo auth nepthaufdvel epopuoy
wotol Java, extelelton oe Bdorn Sedouevey MySQL xau n npdcPoon yiveton péow aoporolc oOVOESNE BlUXOUOTY
10100, Autd €xel oav anotéheoyo T Tayelo xou ao@oN) eYYEAPY|, CAAG XAl TNV EVNUERWOT TWV TANEOPOELDY TOU
acevolg omd OTOLOBNTOTE XEVTPO TOU GUVDIEETOL GTO BLadIXTUO OTOUBHTOTE GTOV XAGHO, XoHOE XAl T1) SLUGUVOEST)
ac¥evedv ye ta xatdAinha xévtpa. H Soun tou éyel oyedloctel €101 OOTE Vo EMITEENETAUL UEAAOVTIXY] ETEXTOON
X0 TO EQOTNUATONGYLO €xEL OYedlaoTEl and ewixole 6To MAAGIO TOU BixTOOU o GOUPWV UE TG CUCTACELS TOU
opyoviopob EUCERD (ITivoxoc 10). Etnv mhatgpdpua ebvan eyyeypopévo 285 xévtpo and 42 ydeee, pe v EANEda
vou unv éyet xoplor eyypapr uéyet otiyunc. e €peuva Tou Selrydn to 2013 mpoéxude 6t oty Bdon Sedopévewv
undpyouv cuvolixd 10.387 acteveic ye DMD, €€ autddv ot 8.184 elvon avrhixol xou 2.871 acdeveic ye BMD, and
Toug onoloug ot 1.570 eivan evihixol [34]. Qotéoo, dnwe avagépeton otny oehida tne mhatpdpuas CTRS, uéypet xou
to 2017 ot vepouuind xévtpa mou cupuetéyouy auEiinxay ota 350 oe 52 ydpeg, ol aclevels pe Uiy duotpoplio
Duchenne avépyovton otoug 18.290, eved ue Becker otoug 5.076. To TREAT-NMD Duchenne diacuvdéeton ue
Blo-tpdnelec, 6nwe n EuroBioBank, n omola pyeta€d dhhwv mepiéyet avidpodnivo DMD, Selyyota 10100 xuttdpwy
€tol Wote va dieEdyovtal €pguveg 0To TEDD TWV OTEVIWY ACVEVELDY CUUTERLAAUBUVOUEVWY Xl TWY VEVROUUIXDY
nadfoewv. Téhog, napéyel éva unoypewtixd data set, to onolo pmopel va eumhoutiotel yia vo eEumnpetel g e-
XAOTOTE AVAYXEC EVOC VEOGUG TNIEVTOC UNTEWOL 1) EVOC UNTEWOU XATHYpapric Tou 1o1) undpyet xou axoloudel autH)
™ @uocopia [35]. Ta dedopévo Tou mpénel vor cuAAEYovTaL omd xdde PNTE®o GUUTECAWPBAVOUY To BNUoYEaUPXd
ototyela Tou acevolg, YEVETIXN, Loplaxt| xon XAVIXT SLEYVKGT), 1o Topixd YelpoupYelwy, Uit Blodia, xapdloxr xou
aVOmVELT T AELToupYid, OIXOYEVELIXS LOTOPLXO, XWVNTIXY AelTouyid, YENoT CTEPOELBMY XAl CUUUETOY T O XAVIXEG
doxpée (Eyua 19).
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https://clinicaltrials.gov/ct2/home
https://patientregistry.ahrq.gov/
https://rd-connect.eu/
http://www.treat-nmd.eu/resources/patient-registries/global-registries/introduction/
http://www.treat-nmd.eu/resources/neuromuscular-centres/ctsr/
https://ctsr.uniklinik-freiburg.de/index
http://www.treat-nmd.eu/downloads/file/registries_toolkit/DMD_core_dataset_May2013.pdf

IMivaxag 10: IHeptypagy| Sedouévwv tou culhéyovtow ato CTSR.

Patient cohort

Patients stratified by disease and age range (cur-
rently 10 NMDs including subtypes e.g. SMA I, I,
I1I).

Diagnostic tools as most appropriate for each con-
dition.

Care settings

Availability of specialists and services in-centre.

Arrangements for transition care.

Availability of particular pulmonary, cardiac, mus-
cle and bone function tests in-centre.

Availability of particular physiotherapy facilities
and equipment in-centre.

Availability of emergency care in-centre.

Experience of centre in conducting skeletal muscle
biopsies.

Research and education

Extent of use of centre data in research, research
funding arrangements, and papers authored by
staff at centre

Extent to which staff at centre have been involved
in providing training at national and international
levels

Clinical trial infrastructure

Available personnel (e.g. Study Nurses, Physio-
therapists, Pharmacists)

Previous experience (e.g. details of past participa-
tion in Phase I, II, III, IV clinical trials)

Availability and details of equipment (e.g. refrig-
erators, IT support)
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Syfuo 19: Troypewtind xan cuvictdpevo data set yio DMD »xou SMA.
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4.3.2 The Duchenne Registry

To The Duchenne Registry, (rponv Duchenne Connect), cuvepyalduevo pe tov opyovioué Parent Project
Muscular Dystrophy xou péhog tou Sixtbou TREAT-NMD, anotekel éva patient report pntpdo xotorypa@rc xou
exmadevTind epyoheio yia acVevelc ue DMD, BMD, yuvaixeg gopeic xadog xou tic owxoyévelég toug. H unoPBoiy
TV Bedopévev yiveton xuplwg amd toug Bloug Toug acVevelc 1) Toug XNBEUOVEC TOUG X0l OTOVIOTERO Omd TOUG
TapGyoUS laTpogopuloxeuTixic Tepldoldne (m.y emPBrénoviec watpoic). Kéde aclevrc éxet évo povadixd xwmdund
xon éva wovadixd ID €tol wote va Slacpoaiileton 1 acpaiiic tpdaPBacn ota dedouéva wévo and tov e€0UcLoBOTNUEVO
xeriot. Ta dedopéva dayetpilovtan and tov uneduvo cuvtoviot xau {nTeltal EVNUEPLOT 0Ta TPOYIA TLV XENOTWOV

wdde

6-12 yrvec. Emiong, ta dedopéva Satnpolvion oe Bdor dedopévev, 1 omolo axorouldel Toug xavoviopolg

HIPAA nepl evonodnoioc twv mpocwmxmy dedopévewv [36]). Ou mAnpogopies mou xaholvton oL eYYEAPOUEVOL Vil
ouumAnedhoouy tepthapfdvouy [37):

IIinpogopiec yio To dtopo nov vooel (dvopa, enideto, @Olo, nuepounvio YEvwnone xhn)

Ytouyela emxowvwviog

ITAnpopopieg yia To dtopo mou umoBdAel Ta dedouéva

Doppec ouyxatdieong

Adyvoon (miuda didyvwone, acdéveta, nhixdo EvapZng SULTTOUETWY, CUTTOUNTA)

Muixf; hertoupyion (xvnTixdTnTo dve xon %3t dxpwy, Yehor avarnewxod auaiidlou, TeplmotnTixy| xavoTnTo)
Koptxootepoedt| (yefion otepodnv, d6om, gpdppaxo, Bépoc)

Kopdiohoyw| extiunon (gdppaxa, npdopates eletdoeic MRI xou unépnyou xopdidc, anotéheoua tieone xou
XOEBLXV TONUMY %aTtd TNV TeEheuTodar tortpuxt] entloxedmn)

Optonedinn extiunon (X-rays omovdulixic oThANG, xaTtdypoto 06 TGV 1) oTovBulx 6TAANG, oxohinoT, @op-
HoxeuTiXh arywy))

IIveupovoroyw extipnon (xefon cvoxeudy vroBodnone avanvore, ompouetpio)
Avortopary g eExpdinomg ol GUUTERLPOEES
Yuuuetoyy oe xAwixy| doxuur, untewo xatoypaphc 1 épsuva

Badude névou mou avtigetidmios o acPevic xatd ) teleutaio eBdopdda xar 60O EMNEENCE TN TEOCWTLXY
%ol xovwvixy) Tou {wi

Aocgdhon (tdnog acpdhione xar Tt xahOTTEL)

Tevetind teoT xou owoyevelaxd 1otopd (tOmog uetdhhaing, anoteréopoto Yuixhc duotpoglog, oxoyeveloxd
wotopixd. Elvow amopaitnTo yiar 1) CUPUETOY N GTO UNTEMO To AMOTEAEGHUATI TOL YEVETLXOU TECT Vo Eloay B0l
1 va otahdolv péow email A fax étol dote va eheyydel 1 eyxupdTnTa)

Méyer xou tov Adyousto tou 2011, oe €peuva mou Bielrydn oL eyyeypauévol 6To UNTeHo auTod Moy 2.285
ouvoAxd. Ou 1.396 €€ autodv €youv dlayvwotel pe wuixy ductpopio Duchenne, 128 pe uuixy Suctpogpia Becker,
211 Bdev elyav Eexddapn didyvwon 1 elvon yuvaixeg @opelc 1 €youv yeydhn mdoavétnta va etvar @opelc xou 550 dev
elyov xardohou Bidyvwon[38] (EZyhua 20).
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https://www.duchenneregistry.org/

Syfua 20: Anewxdvion eyeyypapévewy acdevidv oto Duchenne Registy avd xatnyoplo.

4.3.3 European Organisation for Rare Diseases (EURORDIS)

IMpdxerton yior évay un xuPepvntind opyavioud, o omoiog €xel cuctoel and opYAVOoES ACVEVMV 1 AXOUIL ol
HEHOVOUEVAL UENT Xt expoowTel 826 opyaviopolc aolevdyv ye ondvieg nodfoel oe 70 yopes. Avdueoa otoug
opyaviopole avtole Peioxetar xou 1 HMoavelivia Evwon Endviwv IMadfoewy (ILE.XIIA), 1 onola otoyedel ot
onuovpyio uiog Tednelog TANEOPORLMY YId TNV OVTOAAAYT) SEDOUEVWV XAl OTN XATAYEUPT] ACVEVV UE OTAVIES o
Vrioelc 0T YW Hog, OOTE Vo UTOPEl VoL UUPETAoYEL 0To BixTuo xataypaprhc EURORDIS. Ytéyoc tou dixtdou
elvon 1 Bertiowon twv cuvinudy SwBlwong twv acdevodv ye ondviee Todhoels, 1 teokdinon o 1 BlegaywyT epeu-
VoV 0710 medlo autd, 1 avdnTuEn Qopudxwy xon 1) SxTiwor petadd acleviv avd tov xoopo. o autd To Aoéyo
oLUPETEYEL Xan oo Tneilel dpdoelc 6mwe 1 dnwovpyio wac Evpwroixne mhatpdpupac (European Platform for Rare
Disease Registries), n onofla Yo culAéyel dedopéva aoleviv pe ondviec acdéveiec. To EPIRARE Project cuk-
Aével dedopéva, BETeL xavoviouolg Xl TROTEIVEL XOWVEC AVAPORES xou YeNoua epyaheia Yiar T dnuovpyla unTemwy
XAUTOYPOPHS, ARG xou Yot Tot umdpyovta pnrewe. Lot v xohdtepn emxowvwvia €youv oyedaotel ta Common
Data Elements (CDEs), mou 9étouv ) Bdon yia Ty Slachvieon v Untewdy Teoxeluévou vo napaoyedoly tu-
ronoinuéva xou cuyxplota dedopéva yior Ty mhatpdppa [39]. To mpdturo autd clvoro cTolyeiwy oToyelel vo Beet
EQapUOYN YioL OAEC TL omdvieg aodéveleg xan ywpelleton oe Tpelg Topels:

1. O mpidtog Topéag meplhauPBdvel TANPOQOPIEC AVOPOPIXY PE T TEOCWTIXE Xal BNUOYPUPIXd GToLyElo TOU o-
o¥evolg, 0 SldyvwoT Tou, TAneooplec oYeTd pe Tic unnpeciee mepliohdng mou houfdvel and xdmolo
eELOLXEVPEVO XEVTPO 1) VOCOXOUELONY) LOVADA X0l T1) CUUHETOYY| TOU 1) U o€ xAvixée doxuég 1) €peuvee. Ie-
VX4, oL TANPoYopies oe aLTOV ToV Touén Evan TAMPOpopies Tou Yvwpeilel o acVevic ¥ ol xnBeudves Toug xau
étoL dev ypedletan 1 mopéUPooT Twv ETPBAETOVIDV LUTEMY Yid TNV EoaYwYY Toug 6To clotnue. Autd To
obvoho oTolyelwy elvar T0 eNdyioTo cUVORO BebBopévev Tou ypeetdletar yior vo yopaxtneloVel 1 tepintwon
X0l CUVLOTATAL ¢ UTTOYREMTIXG. Axoun, Yio TNV axpBE0TERT XwOLXOTOINGCT OE Ty XOGHLO ENUNEDO GUCTHVE-
Tou M yeron povoohuaviwy xwdixdv (EU GUID), xadoe enione o o atopxde xmdwmde ovaryvopone tou
avaypdpeton oe Oha Ta enionuo Eyypoapo 6TwS mapadelyyatog ydev ot TawTtoéThTa ¥ oTo daPBatrpto. To
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https://www.eurordis.org/
http://www.epirare.eu/

nayxoopo avoyvwelotxd GUID eivon yior tuyata axohoudior yapoxthpwy, n omola elvar povaduxr yior xdde
ougpeTéyovia avelopthtene oxorol A épeuvog [40].

2. O debtepoc topéac mepthaBdvel YEVETIXG BeEBOUEVO OTWEC TO LOTOPIXO TNG OXOYEVELNS, TO LOTORXO XOL T1)
uédodo ye tnv omola Sty vayotnxe o ac¥eviic, TN TwEY XATAoTOCT LYELNS TOU XAl T1) GUUHETOY Y| Tou acdevoic
oe Pro-tpdnelo. Emnhéov, nepiéyel mhnpogopiec oyetind pe tn Mdn @opudxnwy R 9epomeldv, ) vooniela tou
oe voooxoyelo xou T mdavy npayuoatonolon xdnolug yewpovpyxnc enéufaone.

3. Téhog, o tpltoc Touéog anooxomnel xuplwg 6T Xataypapy| SEBoPEVLY YERoWWY Yo TNV BlEEaywY T XOVwVL-
XOOLXOVOULXWY PEAETWY OTWE TO UOPPWTIXG ENINEDOD, 1) EMOYYEAUXTIXY) XAUTACTaoT xou G Todlodpouio. Méow
EPOTNUATOAOY{OU GUAREYEL oNUOVTIXG Bedopéva Yia TNV pétenon Tng toldtntag {efg aUTOY TwY ac¥eviy e
oxond TN nopaxohoInoy Tou avTixTOToU Tou Utopel Vo €YEl 68 TEOCKTUIXG ol XoWwVixd eninedo. Emnpo-
oéTwe, TEPIEYEL TANPOYORIEC OYETIXA UE TN CUVVOCTIPOTNTA, XaTaypdpeL Teplepya ¥y douVAIo ToL GUUTTOUATA
xon TN 0oPopdTNTd Toug xan ot mepintwon Yavdtou TNy artio xodde xon TNV Nuepounvia.

4.3.4 Rare Diseases Registry Program (npdnv Global Rare Diseases Registry Data Repository
(GRDR)

To npdypopua Rare Diseases Registry Eextvnoe 1o 2012 pe cuvepyoaoia dlapdpnv BIEdviY opyaviouwy, 6nwg
The Office of Rare Diseases Research (ORDR), National Center for Advancing Translational Sciences (NCATS)
%.0L., UE OXOTO TNV TOEOYT) CUUBOUAMY X0l EQYUAEILY YLOL TNV XATACKELT] OAAG XU TNV BLUTHENCT] UNTEOWY XAUTOYE0-
@rc. Emdidxel ) dnuovpyio urog mnyic TAneo@opldy Yo acVevelc Ue omdvia voorjuata €ToL woTe Vo dieuxohuviel
1 SLleEoy WYY CUYXELITIXOY EREUVKY, 1) AVAAUGCT, SEBOUEVMV OE TOANES BIATAUPUYES XD KoL XAVIXWDY BOXYLDY VLot
v avdntugrn véwy Yepaneutixdyv mpooeyyioewy. I'a va emiteuydolyv ol atdyol autol, 1 oudda mou epydletal oTo
npdypoppa tpootadel vo npoodloploel xou v avartugel éva tpdtuto clvolo dedopévwv (CDES) xan mpoxtindv
Blapolpaouol Toug, €Tl OoTE va efval yprotua xot eLpEwe dlardéoiuo e OAOXATEN TNV XOWVOTNTO UNTEMEWY CTAVILY
acvevelv. Xuvohxd Siodétel 75 medio, and to omolor tat 41 elvon unoypewTIXG xan Ywpllovtal o déxa xatnyoples
[41]:

1. IIknpogopiec duayeipiong, mepiéyet To ID Tou eyypagpouevou xou TNy nuepounvio eYypaphc, To onola dnutove-
yolvtal and To cloTHUA

2. Avdpwnopetpnd otoiyela, TAnpogopiec oyeTixd pe to Bdpog o To UPog Tou GuUUETEYOVTA Xou TNV Nhuxla
HETENOHC TOUC

3. Tuppetoyn oe xAixég EpeuVES Xou BLOAOYIXE DElYUATA, O CUUPETEY WY CUUTANOWYVEL E4V CUUUETEYEL OE XATOLdL
gpeuva 1) av peAhovTixd Yo Hiehe va cUPPETEYEL Xal GV €xel Bael xdnoto détypa tou oe Plotpdmela xoL av
elvan StardeTipévoc oto YEAAOV va BAoEL

/

4. TIinpogopiec EMXOVKOVING, TROTWUACELS ETUXOVGVING TOU CUUUETEXOVTA (VONUATX, YEATTH # OUAOUHEVT
YAOOOR) XU HEGO ETXOWVLVINS (XvNTo, TNAEPWYO, YpanTd uhRvuua, e-mail)

5. Teéyovoeg mhnpogopleg emixovwviog, TEPLEYEL YEVIXEC TANPOPORIEC OTWC TO OVOUATENWVUHIO TOU GUUUETEYO-
VT 1) TOU ATOUOU TOU EYYRAPEL TOV aGVEVY), TNV BIELVUYOT X Tal TNAEPWVIL ETUXOWVOVIG

6. Audyvwor, TAnpogople oyeTnd Ye To TS EYWVE 1) Sdyvwaon, Ty nAxior Tou Bty vidoUnxe 0 acVeEVAS xou
EVopENG CUUTTWUATWY Xl TO OmOTEAEGUE TNS

7. Ouwoyevelond LoTOpd, OTOLYEL AVaPOPIXd UE TO TEOTO YEVVNONG Tou aoctevols, Tov apldud atduwy tNng
owoyévelag, Bdpog OPog xatd ) Yévvnom xou edv UTdpyEL GAAO ATOPO GTNY OWOYEVELX TOU VOOEL

8. Papuaxeutind aywyrh xou untneeotog uyelag, TepléyovTal TANEOPOoElEC OYETIXG UE To PAPUUXA TTOU YOET YO0Vl
otov ac¥evy, pe Bonintixéc cuoXEVES TTOL TUY OV YENOWOTOLEL, UE TNV EloaywYT| Tou acdevols oe vocoxoueio
XL OYETXE UE YELPOLRYIXEC EMEUPBAOELC TTOU €YEL XAVEL

9. Avagopd anoteAecpéTwy actevols, TEOXEITAL Yo EPWTNHATOAOYLO OYETIXE UE TT) YEVIXOTERT] ELXOVO TOU aoVe-
voug, dnhady| e T0 1600 cUYVE 0 ac¥evic auoUdveton xOTwo 1 Tovo, edv aoxeitar N edv elvar xoTardAinTindg

10. Anuoypopixd xat xowwvixd otolyelo, UeTaE) GANWY ot 1 xatnyoplo TEptéyel TANEOPOEIES Lol TO XOWVWVIXO
xon exnandeuTnd undPadpo 6o Tou acevolc 600 xaL TV YOVEWY Tou, TNV eVIXOTNTA XA UTNXOOTNTA, TO
OLXOYEVELOXO ELGODNUL X.OL.
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https://rarediseases.info.nih.gov/radar
https://cde.nlm.nih.gov/cde/search?selectedOrg=GRDR

5 Bdoeig dedopevwy Blohoyixod evolapépoviog oTo NeEdio TwV
OTAVIWY AGTUEVELDV.

5.1 Ewaywyn

O yeydhog 6yxog Plohoyndy deBopévmy Tou TEOXOTTEL And EpYACTNEIAXES xo XAVIXEC Epeuveg 1) case studies,
®IDOS AL 1) CUCCWPEEUCT] TOUS ATOTENOVY TEdXANGT] Yiot Toug Plo-emotiuoves. H avdyxn perétng xou n teyvoho-
Y avamTUEN TV TeheuTolwy dexAETIOV cLVEBUAE ot dnuioupyia Blodoydy Bdoewy dedopévev. Aecitoupyolv
0¢ “anodrixec”, 6ToU Tol BEBOPEVH CUYXEVTEWVOVTOL Xl 0EYELOVETOUVTOL UE XATIAANAY wop@r €10l (OTE Vo efvon
avoryvewployo xon ene€epydoluo and Toug NAEXTEOVLXOUS UTOAOYIGTEC Xou va elvon Buvarty 1) Sie&oarywyn avalntroe-
wv [42]. Kata x0pto Aéyo ol Blokoyixéc Bdoeic dedopévmv eivon Siadéoies yéow tou Sladixtiou xon emitpéneton m
eheviepn meptiynom oto dedouéva Ye AmtTERO OXOTO TNV TEoaY WY N xou Slegorywyr) epeuvddv. T'evind, ot Bdoeic dedo-
HEVLY amoTEAODY dpwYd TNG €RELVIC, XUV UETATPETOUY TNV TANpogopla oe Yvior. To dedoyéva mou neptéyovtal
rox(Aouy, €tol pnopolue va Beolue TANEoPoples Yiot YOUXAEoTWBIXES Xal TEWTEVIXEC axohoudiee, tn dour| mpw-
TEVOY, Yovidio xou yovidlaxée exgpdotie, aodévelee xadde xou Bihoypapio [43]. e autd to xepdhoto diveton pia
opotpxr edvo TV Brokoyndv Bdoewy dedouévwy mou undpyouv. Eniong, yueketdvton fdoelc Sedopévwy mou €xouy
dnuovpyndel cuyxexpiuéva yia omdviec nadfoel xou 6T TEpInTwoY pag Yo puixéc duotpopiec Duchenne/Becker.
Ou Bdoeg autég elvar yprowa epyoheio SLOTL Tepléyouy onuavtinég Thnpogopleg Yo Ty aocdévela, ouufdilouy
oTNV eE0y WYY CUUTERUOUATWY Xl CTATICTIXWY oToLYElWwY Yl TNV todoyéveon xou cuuBdhhovy otny Blegayn YT
EPELVEV.

5.2 ToOrol Boloyixoy Bdoewy

Ot Bloroyuée Pdoelc dedopévmwy unopolv va xatnyoplomotntoly avdioya Ue Tov TUTO BEBOUEVKOY TOU CLYXE-
VIPWVOLY, UE TNV OPYLITEXTOVIXY) TOUC XOl T TEYVIXE TOUG YoROXTNRLOTIXE, TOV TROTO ECAYWYNE Toug, xadde xal
avdhoya Ue Tov opyaviowd mou avohauBdvel T Snuovpyio xou Thv cuvthipnon e Bdone (EyAua 21).

Syfua 21: TaZwvoéunon Prohoyixmy Bdoewy dedouéviv cUUQwV U ToV oxond Tou eEUTNEETONV.
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Bioloyixég Bdoelg dedopévwy PBacltopeves o TONOLS BESOUEVELY

Ye auth v xatnyopio utdyovton ot e&fc Pdoeic dedopévemy [44]:

Béoeic dedopévmv vouxheotdixmy axohovdidv (GenBank, European Molecular Biology Laboratory (EMBL),
DNA Data Bank of Japan (DDBJ))

Béoeic dedopévwy mpmtevixmdy axohovdodv (Protein Information Resource, UniProt)

Béoeic dedopévmv tpiodidotatwy Blohoyixay doudv (PDB (Protein Data Bank), MMDB (Molecular Mod-
eling Database), VAST (Vector Alignment Search Tool))

Béoeic dedopévwv BiBhoypapiac (PubMed, MEDLINE, OMIM)

Bdoeic dedopévev yetofolxddv 08y, mou eEunneeToly yiad TNV XaAOTEEY XATAVONCT TV BoYNxdy oh-
Ihemdpdioewy xadde xou tou dxtlou Twv yNuxov avidedoewy (KEGG PATHWAY Database, MANET
database)

Xnuuée Paoeic dedopévwy (Chemical Entities of Biological Interest (ChEBI), PubChem,Zinc)
Evlupxéc Bdoeic dedopévewv (ExPASy, BRENDA)

Bdoeig dedopévmv aodeveundy, oL otoleg teptéyouy TAnpoopies yiot v acdévela, to cupntadpoata x.o. (OMIM,
OMIA)

Bdioeic dedouévmy oiXoYEVELDY TEWTEVGY, UE TANEOQOPlES avapoptxd Ye TNV TUEVOUNOTY TWY TRPWTEVDY oE
owovévelec (The Structural Classification of Proteins (SCOP), Class, architecture, topology, and homol-
ogous superfamily (CATH))

Toviduwpotixéc Pdoceic dedopévmv, mepéyouy to yovidinpa and Sdgpopa eidn (Genome Databases at the
National Center for Biotechnology Information (Index), Genome Databases at the National Center for
Biotechnology Information (Entrez))

Bioloyixég Bdoelg dcdopuEvwy PACLOUEVES OTNY hopYY TNG TANpogopiag

Avdhoya ue TNV LOpPT| Xou TOV TPOTO Tou Ta dEBOUEVA ELodYoVTAL GTY BAoT, TOV EXEY Y0 XAl TNV EMXUEOTONY

Toug,

1.

2.

yweilovtou og dbo xoutnyopiec [45]:

Ipwtoyevelg Bdoeic, 6Tou Tar BeBoPEVA TOU ELGEYOVTOL 06 TOUC (BLOUC TOUG EPELVNTES, AVATUPLO TOUY TELRO-
potxd amoteAéoparta xan dev €youv unootel enelepyacia n.y GenBank. ¥e authv v xatnyopla avixouv:

o Bdoeic dedouévwy axohoudedv VOUXAEOTIONWY axohoudLey

Bdoeic dedopéverv axohouvhdy TemTEMXOY axohoudthy

Bdoeig 8edopévery TpiobldoTtatey PLOAOYIXGOY BOUODY

Bdoeic dedopévmv yovidlonic éxppaong

Bdoeic dedopévwy yeveTinric mowhogopplog

Bdoeic dedopévwv Bioypaplac

Aevtepoyevele Bdoelg, émou ta ewoaydueva dedopéva TpoxdnTouy €meltal and ovdhuor xou enelepyaoia TwV
TpWTOYEVHY dedouévemy (.y Swiss-Prot) xau ewodyovton and Bdoeic pe enelepyaoUéves eYYpopéc. Xe authy
™V xatnyopla avixouy:

o Bdoeic SeDOUEVWV OXOYEVELWDY TEWTENVGDY

o Eledixeupévec Bdoelg dedouévey
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Y OvOeteg Bdoeic deSouevmv

IMpdxerton yio cuVBLACUS BLAPOPWY TEWTOYEVADY BAcEwY BeBOoUEVKY, Tou eEahelpouy TNV avdyxT Yio EEYwELOTY
avalAtnon twv Biwy dedoyévev ot exwplotés Bdoec. Kdde abvietn Bdon éxet toug dixolc tng alyodpriuoug
avalitnong xan douéc dedouévev. Tumnd napdderyuo anotehel n Bdon Sedouévwv NCBI, 1 onola Swocuvdéeton e
T dpa BAoewy, 6TWE Yol THEADELY O VOUXAEOTIOLXMY Xot TPWTEVIXGY ahAd xou Ye TN Bdor dedouéveov OMIM, 7
omnola mepLéyel TAnpogoplee Yl tpwtelvee mou oyetilovton pe yevetixée dlatapayée, napéyovias dweedy mpdooon
oe epeuvntéc [46].

Bdioeic 5cd0peEvmy PACIOUEVES OTO OYESLACUO TOLG

O\ Bdoeig dedopévwy tagvopotvta ue Bdon v dour| Toug we:

o Avuxewevootpogeic Bdoeic dedopéverv (OODBMS). Autéd 1o yovtéro Sedouévwy oplletan and chvoha avTi-
xewévoyv. Kdle avtixelyevo anotelel yio ovtotnta 10U Tparyatieod X6OUOU Xol AROTEAELTAL ad YVwelopa-
o/ yopoxtnEloTind xou uedodouc. To GUVONO TWV TYMY TV YUpUXTNEIOTIXGY OVOUSLETOL XAUTHCTUOY TOU
OVTIXEWEVOU, EVE TO GUVORO TwV Uedddwy ovoudleton cuuneptpopd. Avtixelpeva ye (Biol yvwploporo xat pe-
V600ug oynuatilouv yio xAdon avixeévoy. H Sidxpion petadd avuxeévoy yiveto ypnoylomoldvtag éva
povadd ID yior xéde avtixeipevo, to onolo Aettovpyel xau oav deixtng [46]. Tlopdderypa tétolog Bdong ebvon
n EcoCyc Bdon dedopévev, 1 omolo neptypdpel to yowdimua xar tov Bloynuxd unyovioud tou Poxtneldiou
Escherichia coli (EyAua 22).

o Yyeotanéc Phoeic dedouévoy (RDBMS). Anotehel to mo Swdedopévo poviého dedopévmv xon opiletan og
N cLANOYY oyéoewy f Tvdxwy. To dedopéva opyovdvovia ot popeh Tivaxa, étou xdde oepd (Thedda)
TEPLEYEL Wa EYYeapY) xat xdde OTAAY EVa CUYXEXPWEVO YopoXTNEIOTIXG TNE eYYeaphc avthc. Kdde yoouu?
Tou Tivao TOPLOTAVEL ol OYECT) AVAUESO Ad €vol GOVORO TWOV Xal TEETEL VoL TEPLEYEL €val xAewdl, To omolo
elvan 10 yvdeLo Tou yopaxtneilel povodind pa mhedda (tpwtetov xhewdl). To oyfua tne Pdong etvon 1 dout
e Bdong, 1 onola cUAAEYEL TOTIOUC BEBOUEVLV, TYECELC XoU TEPLOPLOHOVE BeEdoPEVWY (TEPLOPLOUOS XAELDLOV,
neploplopde oxepoudtntag, douixol meplopiopol) [47]. Tlapdderypa Proloywrc Bdone mou ypnowomolel to
oyeolaxd Lovtého eivar 1 TpwTeivixy| Bdor dedopévewy Simple Modular Architecture Research Tool (SMART)
(X 23).
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SyAuo 22: EyAuo Twv x0pledv aVTIXEWEVDY Tou LTdEY oLV oTn Bdon dedouévev. Ta BéAn unodnidvouv tn eledixevone-
yevixevong.
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SyAuor 23: ByAuo Twv x0pledv AVTIXEWEVDY Tou LTdEYoLY oTn Bdon dedouévev. Ta BéAn unodnidvouv ) eledixevone-

yevixevong.
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5.3 Bdoeig xou Yyuata Bdoswy yia ondvieg acOéveieg: Melétn nepintwong
vyt Duchenne/Becker

5.3.1 H Bdon dedopéveoy UMD TREAT-NMD DMD

H Béon UMD TREAT-NMD DMD Snuoveyridnxe oe wo nayxdopla mpoomdieta va mopacyedolv Oheg ot
Yefowes TAnpoopleq oyeTxd Ye Ti¢ PETUANGEEC Tou Yowdiou ductpopivig, Tou €xouv avayvwpelotel oe aole-
velg pe puixéc Suotpoplec (Iivoxog 11). Tepiéyel Sedouéva mou €xouv cukheydel and touldytotov 30 edvixée
oty papéc, cuumepthapBavouévng xan tne EARGSac. Axdun, nopéyel mhnpogoplec yior TNV YoviSioxy éxgpaon Tng
duoTeoRive, OAT TNV XxwdY) ahAniouyla TnG UETAYPUPNC, TN doun NG TewTelvng, TN xAwixY| éxppacy, Bi3hoypa-
pla xou Yepaneutinég npooeyyioeic. H Bdon éxel oyedaotel ypnowonowdvtog o hoylouxd Universal Mutation
Database®), to onolo hertovpyel we epyaleio yia Tnv xataoxeur] locus specific Bdoewv dedopéverv, omwe eniong
xan epyaheiwy avdhuong petodidéewy. Xenowonolel tn yAwooa npoypauuotiopot 4th Dimension xou to oyeotaxd
povtého dedopévev (Syfua 24) [48]. En Bdon urdpyel 1 Suvatdtnta avalAtnone Ghwy TV UETHANGEEWY TTOL
€youv xataywendel avd e€évio (Tyhpo 25), ahhd xou 1 ovvdetn avalitnon Bdoet xpltnelov (SyhAua 26). poyuo-
TonovTag ) olvdetn avaltnon ‘Sample ID contains 'GR” xou Bpédnuay 42 eNnvinéc eyypagpée (Syhuo 27). H
oA UMD ID nepiéyet éva povadind xwdixd yia xdite eyypoapt) xan  othin Sample id, n onola €yl mapakneiel,
ouumhneoveta Bdoet xpLtneiny 6mwe o Pilo # TNV YewYpapxr tonodeaia tou acvevols (t.y —MD_ GR#13).
Ou othec Variaton name cDNA level xou protein level dnuloupyolvton autdpata and o Aoylopxd 4Tay ELGO-
yVel og autd to petahhayuévo xwdixdvio. H Type of Mutation enelnyel © timog yetdhiaine Aopfdver yopeo
(Fr.=Frameshift, inF=in Frame, Ts=Transition, Tv=Transversion). Ev cuveyeio, ot otikn Mutational Event
dlapatveTon TO OV CTUUATAEL 1) aAAaYY) OTNV VouxAeoTdixn ahuaida, eved otnv Rearrangement to eibog tng uetdh-
h&ne (Brarypaepry, dimhaoctaoude, avixatdotoon Bdone x.a). Lty otiin Exon Beioxovton to e€dvia tou teptéyouv
TIC exdoTote HETOAAGEELC Xan TéNog, 1) oA #Records nepiéyel tov apripod twv BLwv xotaypapoUeveny HETOANGEE-
wv ot ddpopouc acdevelc.

IMivoxac 11: Aprdude petahhdEewy otnyv Bdon dedopévwy UMD.

YUVoAxd 7150
Meydhec petorhdEerc BAdBNe 5685
Meydhee daypagéc (>=1 e€6wo) 4897
Meydhot dimhaciaocpol (>=1 eZ6vio) 788
Muxpéc petahhdiels BAEBENG 1443
Muxpéc diorypogpée (<1 e€b6vio) 355
Muxpéc eloaywyéc (<1 e&bvio) 132
Metodhdele otic Yéoeic potiopatoc (<10bp) 199
Enuetanéc petohhdels 757
Nonsense petahhdEelc 726
Sionniéc yetahhdels 31
Mid-intronic BAdfBec 22
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Eyfua 24: To oyeoloxd povtého e Bdone.

Syfua 25: Avalhtnon petahhdewy tou Yovidiou tne duotpogivne avd eZévio.
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SyAue 26: Xovdetn avalitnon Bdoet xpitnplewv. Mropolue vo avalnthoouue UETOANGEELS avdAOYa UE TOV PAVOTUTO, TNV
HETAANOET, TO PUAO TOoL ao¥evolc, avdueoo oe cuyxexplpéva e€ovia, To dedouéva Tne wuixne Prodlog x.a.
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Eyfua 27: Eyypagec eAAnvixedv HETaAAGEEWY
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5.3.2 H Bdiorn S=dopévewyv Leiden Duchenne Muscular Dystrophy Mutation

IMpdxerton yio o Bdor dedopévwy avolythc npdofBaong, 1 onola oyeddoTNXE YENOLOTOLOVTIS TO AOYLOULXO
LOVD xa clpgpove ye tic ovotdoelc ¢ etauploc Human Genome Variation Society. AvantOydnxe mpooey-
yilovtac v 1B€a Yl TV €0XOAN xoTaoxeL] xou dlathenon Wwog Bdone Sedouévev Baclouévng oe mopahhayég TG
yovdlaxhg axorovdiag. TIpdxeitan yia pa web-based Bdon mou axolouvdel tov oyeotand oyedlaousd (Eyhua 29) xou
yenowonotel PHP xar MYSQL loylopxd avorytod xddxa povo [49]. Emxevipdveton otn cUMNOYH %ot eppdvion
TV mapohharypévey oxohoudidy DNA, adhd xou v anodrixeuon xhvixidv dedopévov. ‘Olec ol petahhdielc Tou
€youv xataypagpel ot BiBMoypapia etvar anodnxevuéveg otny Bdor dedoutvenv ot anoTeAodY EVa AVTITPOCWNEUTL-
%6 Belypa e petoloxTixrc mowhopopgiog Tou yowdiou tne Sustpogivie [50]. Kdvovtog avalitnon oty Bdon
LOVD-DMD ovdueoa oe OheC TIC EYYPAPES UE XPLTARLO TNV YEWYpPapLxT) Teployy), Tolpvoupe cav anotéAeoua 248
eMnVIéS xataywehioeic. Luveyilovtag nepatépw, xon oUTH TN Yopd Ye xpithpto Tov mhnduoud (greek 1 greece)
npoxintouy 4 eyypaéc Ue mATen meptypapr e wetdAlainc. ‘Olol o acevelc mou pehethdnay Yoy yévoug
apoeEVIXOU, YioL TNV aviyvevon e petdiioing yenotporoiinxe yevopxd DNA xou éyouv xatoywendel and tov
Ap. Xpotopopo Kovidhn. H mpdtn othln unodniodvel tnv enibpaon mou €yel 1 UeTEAhaEn oTNY Topay»wYr xou
otnv hertovpyia Tng mpwtetvng, e '+’ unodnhdveton oti emnpedletan. H otihn Exon yapoxtneilel oe noia e€dvia
€xet Bpedel n akhay?, n otihn DNA change (cDNA) nepiypdepel tnv odhay oty xodixl| ahuoido DNA cOugpwva
TI¢ ouoTdoElC ovouatoloyiog mou €youv oplotel and v HGVS , n otAin ClassClinical meprypdper tnv A
éxgpoon e wetdhhalne mou ouyPaivet. H othin RNA change xou Protein xadopilel tnv odhoy?| oe eninedo RNA
xat mpwtetvne avtiotoia. Téhog, 1 otihn Allele unodnhdver oe molo alknhouoppo Beédnxe 1 petdhhaln xat 1
othin DNA change (genomic) neptypdpet Ty petdhholn oto yovdimua (Eyfua 28).

3 entries on 1 page. Showing entries 1- 3,
150perpage Y| Legend

Effect £ Exon O DNA change (cDNA) & ClassClinical > RNA change & Protein 5 Allele > DNA change (genomic) (hg19) G

. I | ]

|

4. D290 o(03+41.94-1) (407141 4072- - r.(94_4071dup) p.(dup?) Unknown 0

1)dup (32430031_30456357). (32867938 33036255 dup
4/, 729 c(640+1_650-1) (4071+1 4072- - r(550_4071dup) p(f*) Maternal (inferred) g

1)dup (32430031_30456357),(32717411_32827509)up
1. 42 741 cf(6117+41_6118- - r? n? Matemnal (confirmed) 0.7

1), (5513+1_6614-1);

(8207+1_8715-

1), (10553+1_10554-1)]dup

Syfua 28: Iapddelypa eyypapov otnyv Bdon LOVD-DMD.
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SyAue 29: Lrywdtumo e Bdone LOVD-DMD. O nivaxoc Gene Sequence Variant nepléyet Tic TeplocdTeEpeS TANPOYORIES
Tou LTdEyY oLV oT1 Bdor deBouEvev.
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6 Ilpbtaocr/Yhoroinorn Bdorng dedopévmwy yiot YoM NAEXTEOVL-
x00 paxélou

6.1 Ewaywyn

"Eyovtoc neptypdiet xan peAeTHoEL Tol UnTema xatorypapic, Tic Bdoelc dedouévmv xat o epyaheio avoly Tol Xt
XOL NAEXTEOVIXWYV LOTELXWY aEYElY 0TO TEBIO TwV OTaVLWY ACVEVELWY X0 CUYXEXPUEVA Yol TIC HUIXEC BuoTpopieg
DMD/BMD, npoywehiooue otny mhotixr uhomoinor wa Béone dedopévmv yio xphion latpixod Qoxélou. Xnuo-
vt} Borfdeta xou vrootheEn pog mopeiye to cwyateio MDA Hellas, divovtag pag xatevdnvtripiec odnylec xon
oUUPBOUAES Yiot TO TL Vot HTOY WPEAUO VOL TEQLEYEL O NAEXTPOVIXOS PAXENOG, OAAG Xou TNV GBELL Vo UENETHOOUYE Tl
petadedouéva twv hard copies tne povddocg mou e€unnpetel Toug acdevelc ye veupopuixa vooruata, oto Nocoxoyelo
Iofdwy “H Ayia Xogla”. H oyediocy Tou Baclotnre oTic avdyxec 1660 T0U GOUATEIOL 66O Xl TNG LOVADAS YLot
TNV XOADTEQRT] TOLOTNTA TWV TUPEYOUEVWY UTNRECLOY, TNS XahiTEENS eEUTNRETNONS TwY aoVeEVHY XL TNG Uelwong
Tou pdpToL epyaciag. Ot yelpdypapec ONUELTES TOMES PORES efval BUCAVEY VWO TEC 1) NUITEAE(C e amOTERECUAL VL
YavovTon onuavTixés TAneogopieg. Ltoy0c autol Tou xepaaiou elval va teplypdipet Ty TedTooN X TIC SladLxacieg
vhomoinong tng Bdong dedopévev. To npdto Briua Tou oyedlacuol Rtav va xadoplcouue Tov oxomd xa To Tedio
Tou NAextEovixol gaxéhou. Yotepa, dnuoupyHinxe To Sdypauua ovIoTHTwy cucyeticewy Pdoel twv nedlwv tou
xadoplotnray oto mpdto Briya. Téhog, 1 vhonoinom €yve yerowonowdvtag to epyaielo MySQL Workbench xau
phpMyAdmnin v tyv o0vdeon oo localhost 6mov xou diatneeiton 1 Bdon.

6.2 Iledia nhextpovixol Qaxélou acYevolg

To nedio xodoplotnnay Gotepa and oxédn xou culntioeic ue Toug eldwols, Yo va eEutneeToly Toug acdeveic
%o Toug ovltp@noug Tou Yo YENoLLOTOEOUY UEANOVTIXG TOV NAEXTEOVIXG QAXEND UE TOV XaAOTERO BuVITO TEOTO.
Avutd teplypdpouy enaprde T600 Ta dnuoypeapixd otolyeia Tou aclevoic do xou Ty acHévela amd Tny omola TdoyEL,
xaddde eniong xou To owxoyevelaxo otopd tou. loapéyel mAnpogoplec yia mAnddpa e€etdoewy xal eBXOTHTWY,
onwe eniong avayxaleg TAnpogopleg Yo TNV dnovpyla evog edvixold unteoou xataypaprc. H apyu| oyedloon
nepthopfavel 24 xatnyopleg, ol onoleg avoklovtal TopaxdTe:

1. Anuoypogpixd otoiyeio. IlepthayBdvovtor dhec oL yevixéc mAnpogopiec touv acdevois, Thnpopoples Tou oye-
tilovton ye v eyypapt tou acdevois ot Bdom, otouyeio emixowvwviog, 1 Bldyvwon

2. Tevixée wtpinéc minpogoplec. Kartaypdpovion Lwtixée evdéilels, dnwe Bdpoc xau Oog, tpdroc yévvnong,
euPohiocyotl, ahkepyleg, cUVOBA voordato

3. Xewpouvpywée enepPdoeic/voonhelec. IIhnpogopiec oyetxd pe ) voonheior aodevidv, onwe o TOmog xou M
outior xou av ota Thadota voomheiog 1 xou pn mpaypatonojinxe xdmola yewpovpyixy| enéufacn

4. Oouxh) muxvotnra. Ipdxerton yio pior e€€taom oty onola uToBdihovto TOAD GuyVd oL acVevelg ue wuixég
duoTpoples yia vor utohoyioTel 1 udla ot 1 TUXVOTNTA TwY 00TWY Touc. Ta anoteAéopata auThg Tne e€étaong
elvon tor T-scores xou tor Z-scores. To T-scores etvon pro €vBelln yio 10 n6c0 LPNAdTEEN 1 YoUNhOTERT Elvon
N 00T TUXVOTNTAL TOU aoevolc amd TNV TUXVOTNHTA 06ToV EvOc LYLUS 30ypovou evihixa. And tnv Gy,
Ta Z-scores ouyxplvouv TNV 0oTix TuXVOTNTH Tou aoVEVOUC HE TNV OOTIXY TUXVOTNTA TOU €XEL O UECOG
Gvdpwnog ye TN (Blor nhxlar xou cwuatdTuTo

5. IlIveupovohoyw extiunon. Iepéyel dheg Tic mveupovohoyxée e€etdoelc Tou Slevepyolvton xatd Ty enloxedn
tou aodevole ato tatpelo, dnwe ompouétenon xaL av 0 acVeEVAC YENOLUOTOLEL XETOLOL GUOXELY) AVATVELOTIXTG
unooTARENG

6. Nevpohoyin| extiunon. Ilepiéyel oheg TiC veupohoyinég e€eTdoelc, OMWC EYAEPANOYPAPTUAL, NAEXTEOUVO-
Yednuo, eEETaoT LU0 TGVOUL %.0o.

7. Kapdiohoyw extiunon. IlepihopBdvel tuy6v xopdloxd tpoBiruate, xodoe xou xapdiohoyixéc e€etdoels, 6mwg
TO NAEXTEOXAUEBLOYRAPNHUAL, UTEQT Y OXAUEOLOYEAPNIUAL, CUUTTOUATO

8. OpYomedunn extiunor. Koataypdpovian Tuydv mopadop@®oels i Tpauuatiopgol toug acdevols xar 1 yeron
Boninudtwy otn Pddion

9. ®uowodepancutind extiunon. Ilepiéyovton Thnpogopleg oyetind ue Ty Badion xan Tov TpdTo Bddiong, xadde
xa e€eTdoelc OTwC 0 ENEYYOg WUixAS Loyvog
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10.

11.

12.

13.
14.
15.

16.

17.
18.

19.

20.

21.
22.

23.

24.

6.3

Six Minutes Walk Test (6MWT). ITpdxeiton yio o e€eidixeuyévn e&étoom, xotd tnv omnofo ol acveveic
%xahoUVTAL VoL TEETIOTOVY Yiot €EL AETITA Xl XATAYRAPETOL 1) ANOGTAOY TOU XahOPUNXE, O YPOVOS Xou av uTpEe
AOYog Bloxonhic Tou teoct. Emmpdoteta, mpv xotd v Bidpxeila xou UETA TO TECT YETELOUVTAL 1) TUECT), O
%x0peopOS 0ELYOVOU xan ot xapdlaxol Takpol Tou acdevoic

North Star Ambulatory Assessment (NSAA). O acdevic xahelton va exteréoel dexoentd doxaoies, dnue
va otardel dpdiog, vo otadel oto €va modL, va yoponndnoet x.An. Kdde dpactneidtnta Baduoroyeiton Bdoet wog
nhipoag alohdynong xou avdhoyo e Tov Badud Tou GUYXEVTPWOE TEOXVOTTOUY To OYETIXA CUUTERHOUATO

Manual Muscle Test (MRC Grade). A&wohoyelton xan Boduohoyelton 1 hertoupydtnto didpopwy Luixdy
ouddwV Tou aodevolc xou eEAYOVTaL CUUTERACUATA XAl TOEAUTNENOELS

Moryvnuxy) toyoypapio. Anodnxebovioa ta anoteréopota tne e€€taong
A&ovunr| Topoypapia. Amodnxévovian to amoteléopata NG eEETaONg

Avantu€iohoyur extipnon. Ilepiéyelr mAnpogopieg oyetnd pe avamtuélonés xou poinoloxég diotappayés 1
duoxohieg, Aoyolepaneutixy, vontiny xau Yuyoroyny| a€lohdynon tou acdevoiq

Ddppaxa. Iepléyovton dedouéva avapoplxd Ue TNV QupUaxeuTXy aywyY Tou Aoufdvel o aclevrc, TNy doco-
hoyla xoL TNV cuyveTNTA

Ipoogopd ot Brotpdnela. Kataypapn twv Bioderyudtwy tou actevois nou €youy xataywendel oe Blotpdneleg

Khivuée Soxupée. Xuppetoyn tou acdevolc oe xhVIXES EQEUVES 1) DOXUIES XAl TOL ATOTEAEGUOLTA TOU (PAPUEXOU
nou eZeTdoTXE

Acgdhion. Anteton TG aoPaio TS avdTNTAS TOU AoVEVOUE XoiE Xt TwV ETBOUATLV TOU TUYOV Ady-
Baver Aoyw avamnplog

Awatohoyéc/Bloynuixée e€etdoelc. ATOTENESPATA CUYXEXPLUEVGDY BETOY, TepthaBdveL Yevixéc eZeTdoeLe
afyatog xou 00peV, opuovixés xau Bloynuxés eZetdoelg

Muix) Biodio. HepthopfBdver o onueio and to omolo agargédnxe to delyuo xaw to amoteréoparta tne Prodiog

Tlevetxd otoiyela. H xatnyoplo auth nepléyel dedouéva oyeTind Ue TOV TPOTO TOU BlAYVWOTNXE 0 aovevirg,
™V TEYVIXY), 0TS ETIONG TO OXOYEVELOXS LoTOPIXd %ot ToV TOTO TNE PETEANAENC Tov Peédnxe

Kowwvixd otouyeio. lepiéyetl Sedogévo oYETING UE TNV OLXOVOULXT| XAl OLXOYEVELUXT| XATACTACT) TOV acUevolq,
TO JOPPWTIXO ETMUNEDO TOU ol TS ACYOMES TOU

Ocpaneiec. IlepthayPdvovto dpaoctneldtnteg mou yivovton ota mhaioto pio Yepanelac, onwe mopadelypotog
Ydew xohOufnon

To oyfpa tng Plorng dedopEvny

Ev cuveyela, agol xodoplotnxe emaxpiBee TL TEENEL VoL TEPLEYEL O NAEXTEOVIXOC LaTEIXdC Qdxehog xou Bdoet
Ty Tedloy, dnuovpyHinxe 1o ddypaupo oviothHtwy-cuoyetioewy tne Bdone dedouévwv (28). Eyet dnuovpyndel
€ToL WOTE Vo elvol EMEXTAOWO xou vor eTdEyeTon Tpononoifoelg ebxoha. O Pacinéc ovtotTnTee mou mepLéyel elvon
déxa xou ouvoilovrton mapoxdtw (30,31,32):

o Acvevic. Anuoypagpixd ototyeio xon Thnpogoplec oyetixd ue tov acvevn. llepéyel Tov xwdxod actevoic, o

onolog elvor 10 TpwTEUOV XAeldl Tou Tivaxa, dnulovpyeltar xou auEdveton qUTOUOTA. XUVOEETAL UE TOV Ttivaa
voonheia, eufohaopol xou enioxedn (1:N) xou pe tov nivoxa Iatpde (N:M), yéow tou evdidpecou mivaxa
emPBAENOVTES, 0 OTolOC EYEL Ta TEWTEVOVTA XAEWIA Xou amd Toug Blo mivaxeg

o latpbe. IIknpogoplec oyetnd pe toug emPBrénovies tatpols, pe mpwtevov xhewi o A.M.K.A tou wtpoo.

Suvdéetan pe dheg Tic e€etdoelg, Tov Tivaxa yewpovpyeio xou enioxedr (1:N)
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Enloxedn. IIinpogopieg mou agopolv tny enioxedn tou aclevoic ot dlapopeg edxdTNTES UE TEWTEVOV XAeLd
oV xwdd enloxedne. Luvdéeton pe 6houg Toug mivaxes eEeTdoEwy

EuBoiaopol. Ovopotohoyio xan 86ceic eyPBollwy. Ipwtebov xhedl tou nivaxa elvar 0 xwdxde epforiou
Noonhelo. Agdopéva eloaywyric aodevolc o€ voooxoueio/xhvixt| ue Tewmtedov xheldi tov xwdnd voonheloc

Xewpoupyela. ITAnpogoplec oyetnd ye npoypoppatiopéva ¥ un xetpovpyeld. Ilepéyel tov xwdixd acdevoiq
O XWOXO YELPOLEYEIOV, Tal OOl CUUPETEYOLY WG UTEEXAELDL

E&étoomn ootuxrc muxvotnrac. Aemtopépelec avapopixd pe Ty pétenor udlac TV 0oTwY
Koapdiohoyur| e€étaon. Katnyopleg xapdlohoyxdyv egetdoewy
ITveupovohoywr e€étaon. Katnyopleg nvevgovoloyixwy e€etdoemy

Neuvpohoywr| e€étaon. Katnyopleg veupohoyndyv e€etdoewy
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SyAua 30: Btryplotuno tne Bdone dedouévwy xat oL CUOYETIOELS UETAED TV TVEXWV.
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Syfuo 31 Btiyuiétuno g Bdong dedouéviwy xou oL guayetioelg UETAgY TV TVAXWY.
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SyAua 32: Btryplotuno tne Bdone dedouévwy xat oL CUOYETIOELS UETAED TV TVEXWV.
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TTivaxag 12: O rnivaxog acdevic.

ISu6tnTeg IMepwypapr TOrog
Kwdinde acdevoic Movobindg xwdixde yio xdde acdev), PK  Int
Tou Tivoxa,
Auto Increment,
Not Null.
Kwdixdéc MDA Movadixde xwdinde, o onolog e€unnpetel g Int
avéyxec tne povadac(NN).
Hy/via eyypaphc Hy/viat xotd v omola éywve eyypaph otn  Date
Bdon (NN).
‘Ovopa,Enideto ‘Ovopa xou enideto acdevoie (NN). Varchar(45)
Hy/via yévwnone Hu/via yévynog acdevoie (NN). Date
DUNNO DUMo aodevoie (NN). Enum
‘Ovoyo matépa xon ‘Ovoua motépa xou untépoc tou acdevolc  Varchar(45)
untégoc (NN).
Kwnté mmiégpwvo natépa Btouyelo emxowvmviag (NN). Bigint
xan untépoc, otoepd Tn-
Apwvo
‘Adho tnhépwvo Evvohdxtindg tpémog emxovmviog. Bigint
E-mail Hiextpovixd| diebiduvor toyudpopeiou. Varchar(45)
Xcpo xou TOA Enextdowec Aoteg pe yodpec xou méhele  Enum
Yévvnong (NN).
Idaryévela matépa Enextdoweg Moteg ye v xotaywyd tou  Enum
xal UnTépac natépa XL TNG UNTEPAS Tou aodevolc.
Edvixotnto acdevoie Enextdown Mota ye yopes (NN). Enum
Aevduvone xatowlag ‘Od6¢,
aocdevoilc Aprdudc, Varchar(45),
[epioy, Int,
Nopoéc, Enum,
TK. Enum,
Int
Eyvypagy oe dMec B.A  Euppetoyn oe dhheg Bdoeic Sedouévomv. Boolean
Tedénog yévvnong ITpoxadopiouévn Aota pe toOmoug yévvag.  Enum
(NN).
SUUTTOUATY TRV TH Enextdown Mota yetor cupntduota Enum
Budyvewon nou mpodtadétouy v Umapln e véoou.
(NN).
Aoc¥éveia Aloto ye puinéc duotpogpiec (NN). Enum
Iopanouny| and Enextdown Mota avagopixd ye 0 twe o o-  Enum
VOOOXOUELD oveviic éuade yio T Bdor dedouévmv.
[Mopanouny and To évopa tou tatpol tou cuvéstnoe tn Bdon  Varchar(45)
aTEo. Bedopévev.
Movdda e€unnpétnong Afota pe Oheg Tic povddeg eEunnpetnong veu-  Enum
pouuixy voonudtey (NN).
Avtio Yavdtou Enextdowrn Aota ye aftio davdrou. Enum
Hy,/vio Yavétou Hy,/vio Yovdtou acdevoic. Date
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IMivaxag 13: O nivoxae Totpde

I8uotnteg IMepiypopr Torog
AMKA 1tpot Int
PK tou nivaxa,

Auto Increment,
(Not Null).
‘Ovopa xou To 6vopa xou 1o enide-  Varchar(45)
enft¥eTo TO TOUL LTEOU.
Ewwodtnra Alota ye wotpinég Enum
eldudtntee (Not Null).
Noocoxoyeio/Khvixy  Erextdown Moto e Enum
VOGOXOUEL Xl XAVIXES
(Not Null).
ITivaxag 14: O nivaxog Eyoiacuol
Idotnteg Ilepiypopn TOrog
Koduodg epPoriou Int

PK tou nivaxa,
Not Null.

Kwduinde acdevoic

Int
FK nou avegépeton

otov  mvaxo  Acdevic
(Not Null).

EuBoiio

Alota pe Oha T epfBOALaL. Enum

Hy/via eyPohiocuod

Hy/vie xotd v omofo Date
npayupatonojde o euPo-
Noopobe.

IMivaxag 15: O nivoxoc EmBAénovtec.

Idi6tnteg ITepuvypap® TOrog
Kwdwog acevole  PK nivoxa, FK, NN. Int
AMKA wtpo) PK rivaxa, FK, NN. Int
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ITivaac 16: O nivaxac Enioxedn.

I8i16tnTeg

IMepvypapn

TUOnroc

Kwdixde enioxedng

PK, 7o omnolo avtiotouyel
OE OUYXEXPUIEVES ELBXOTT
TeQ
NN.

Int

Kwdixde acVévoue

FK,
NN.

Int

AMKA wtpot

FK,
NN.

Int

Hy /v xortorypopric

Hy/vie mou éyve  xoto-
yedpnxe 1 enloxedn ot
B.A

Date

Hy/vio enioxedng

H npoypotnd  mu/via
Tou  mpaypatonotfinxe 1
enloxedm,

NN.

Date

Torog enloxedne

Afoto ye 1o eldoc e e-
nioxedne (n.y Hpoypopupo-

Tiouévn),
NN.

Enum

ANhepyiec

Enextdown Aota nou nept-
€xel mavég alhepynée o-
vudpdoelg,

NN.

Enum

Métenon Bdeoug

Mérpnon Bdpoug tou acie-
voi¢ ot kg.

Float

Métenon Uoug

Métenon Uouc Toug o-
oldevolg og cm.

Float

XeHon avomneod
apolidiov

Avagépetar oty IxavoTn-
o Tou aodevole va tepna-
el pbvog tou (N/O),
NN.

Boolean

Akt LarTpxnd
npofAuoTaL

Alota ye ouvodd Latpixd
npofAfuata Tou unopel va
€yeL o acVeVAC,

NN.

Enum

Yuotdoeic

YNUEWDOELS.

Varchar(200)




IMivaxog 17: O nivoxae EE€taon ootinfic nuxvdtnroc.

I8w6tnteg ITeprypapn TOrog
Kwdixde e&étaone Movodixde ®wOdC Tou o- Int
viiotoel oty elétaon o-
O TLMC TUXVOTNTAC,
PK,
NN.
Koduwog enioxedme Int
FK, 1o omnolo avagpépeton
oTov mivaxa enioxedn,
NN.
AMKA wtpot Int
FK, avagépeton otov mivoxa
Tede,
NN.
Médodog Afota pe Tic pedddoue mou Enum
yenowonolovvton Yol TNy
ouyxexpévn eEétaon,
NN.
TOnoc Afoto ye to onpelo ooyotoc, Set
oTo omnolo dievepyinxe 1 e-
Eétaom,
NN.
T scores Tpdxeirtoan yioo tOMO amote- Float
Moyatwy pétenong,
NN.
Z scores Ipdxeirton yioo tOMO amote- Float
Mopatwy uETenong,
NN.
BMD Amotehéopata  TUXVOTNTAC Float
00 TOV,
NN.
Tvopdreuon Ieprypaprp  twv  amotehe-  Varchar(200)

OUATWY O CUUTEQRUOUATA,
NN.
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Iivaxag 18: O nivaxog Kapdiohoyixr e&€taon.

I816tntee

Iepuypagpn

TOrocg

Kodixde e€étaone

Movadixdc xwdxdC ToL AvTL-
otolyel oty xapdloroyixy e-
xtiunon,

PK,

NN.

Int

Kodixde enloxednc

FK, 1o omnolo avoapépeto
otov Tivaxo enioxedn,
NN.

Int

AMKA wtpol

FK, avagépeton otov mivaxa
Teoe,
NN.

Int

IT{eon aluarocg

Métpnon nicong xatd v e-
nloxedm,
NN.

Float

Koapdioxde noduoe

Métenon o@iewy,
NN .

Int

Koapdlohoyind
mpOBhn

Aloto e xopdloloyixd mpo-

BAuorta,
NN.

Enum

E&étaomn Holtep

24-wpn mapaxoholinoT uéow
cuoxeVN,
NN.

Boolean

Holter. AnoteAéoparta

Yuunepdoparta.

Varchar(200)

Kopeopodg o&uydvou

Métpnon twv emnédny ou-
Yévou,
NN.

Decimal

Kopdoypdgpnua(ECG)

IIedio pe petprioec mou yivo-
VIO XOTE TO XUPOLOYEAPNUOL

(m.x QRS axis).

Time

ECG.Anotehéopara

Yuunepdoparto.

Varchar(200)

Triplex

IIedio pe petprioec mou yivo-
vtow xatd tou triplex (m.y
xhdopa eEddnone).

Varchar(45)

Triplex.ArnoteAéopota

Yuunepdopato.

Varchar(200)

Suuntopato

Alota ye xapdloloynd cuy-
TTOUTA.

NN

Set




IMivaxag 19: O rnivaxoe Neuvpohoyixt| e€é€taon,.

ISuétntec

Iepvypapn

TUOroc

Kwdixde e&étaonc

Movaduxdg xwdixde mou avtioTolyel
oTNY VEUpOoAoYIXY| exTiuno,

PK,

NN.

Int

Koduode enloxedne

FK, 7o omolo avapépetar atov mivaxa
enioxedm,
NN.

Int

AMKA wtpod

FK, avagépeton otov mivaxa latpoc,
NN.

Int

Muotovia

Aloto pe anoteréoparta tne e&étaone
TIOL APOEd TN

TEOPLOTNTAL LUV,

NN.

Set

Koedpunec

Afoto pe onpela ota onofa
eupaviCel xpduneg o acdevic,
NN.

Set

II6vol

Alota ye onueio ota omolo
o acVeviic €xel mdvo,
NN.

Set

Ereioédia poBdopuéiuong

"Topén enelcodiny xatd ta onola N
Toryelol XOTACTEOPY TWV GAEAETIXWY
MUY cuvodevETAL and omofBorr oTa
oLpa,

NN.

Boolean

En.pofd. Xuyvétnta

II6co cuyvd cupPaivet.

Timestamp

Eneioédia emindloc

Tropln emAnnTix®y enelcodiwy.

Boolean

En.emiindioc.cuyvotnta

IT6c0 cuyvd cuuPoatvet.

Timestamp

Timog emhnninhc xplong

Afota pe toug TOMOUC ETANTTIXGY
xploewv.

Enum

Hiextpouvoypdpnua

E&étoon xatd tnv ondla
eEXTWATOL 1) AeLTovpyia TWV TEPLPEPL-
%WV VEVEWV.

Varchar(45)

Evxeqahoypdpnua

E&étaon xatd v omola extiudTon
N NAexTEX 1) SpaoTNELOTNTA TOUL &-
YXEPIAOU.

Varchar(45)

Muixdc tévog

Alota pe to anoteléopata TG €-
Eétaong, xatd TNy omola YeTEdTAL 1|
cUOTIOGT] TWY HUGOV.

Enum

E&étaon dve xon xdtw dxpwy

Afota e to onpela ota onola yivetan
VELPOAOYXY EXTIUNOT).

Enum

Ynueio Gower

ITeprypapr| Tou tpéTOL €YyEpong amd
10 €dagoc.

Char
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ITivaxag 20: O rnivoxog ITveupovoloyny| e€€taon.

I8u6tnteg IMepuypapn Torog
Kwdixde e€éroaone Movadixdc xwdnde,0 onolog avILoToL- Int
¥l otnVv mveupovohoyxn e€étaon,
PK,
NN.
Koduoe enioxedne Int
FK, 70 omolo avagépeton otov mivaxa e-
nloxedn,
NN.
AMKA otpod Int
FK, avogépeton oTov mivaxa Lotpoc,
NN.
Ympopétenom E&étaon ompouétenonc Boolean
NN.
Ynpoyétenon.Anotehéopota Tiéc mou YeTpolY TNV XUTACTACT) TWV Decimal
TIVEUULOVOV.
SPO2, ETCO2 Métpnon ofuydévou xou So&eldiou tou Decimal
dvdpoxo oTo odoL.
CPF(> 12¢r.) Tuwée e e&étaomng. Decimal
Avanvevotin unooTtipiEn XphoN AVATVEUGTIXWY CUGKEUWY  YLa Boolean
NV UTOC THRIEN AVATVOTC,
NN.
TOnog avamveuoTxng UToGTNEENG Aloto pe timoug cuoxeLBY UTOC TrpEL- Enum
&ne.
Edoc avanvevotinic vnoothpiEng Alota pe €ldn cuoxeuoy vtooThEnC. Enum
Suyvotnta avanvevotixic unootiplne  IIé6co cuyvd AopBdvel uroBoridinon. Timestamp
Hu/vior évapéne av.unoothpéng II6te Eexivnoe. Date
Hy/via Suaxonfic av.unootipleng I16te otapdnoe. Date
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ITivaxag 21: O nivaxog Noonhela.

I8i16tntee ITepuvypop® TOrog

Kodixoe voonielac Int
PK tou nivaxa,
NN.

Kwdwde acdevoic Int
FK, avogépetar otov mivoxa acdevie,
NN.

Hy/vw eloayoyhc  II6te eworydn, Date
NN.

Hy/via e€itnpiou IIéte Byrixe, Date
NN.

Eidoc voonietog Alota pe 1o eldoc e voonheloc (m.y Enum
EXTOXTY))
NN.

TOnoc voonheiog Afota ye tov t0no e voonhelac (m.y Enum
Yepanevtny),
NN.

Yuotdoelg Ynuewdoeic Varchar(200)

ITivoxoc 22: O nivaxac Xewpoupyeio.

ISuoTtnTee IMepvypop™ TOrog

Kwdixde yewpovpyelou xar xwdwodg o-  Luviotoly 1o UTEpXAELdL Tou Tivoa, Int

ovevolc NN.

AMKA wtpot Int
FK, 7o omnolo avagépeton otov mivaxa Lotpdc,
NN.

Hy /v eloaywyhic IIéte ewonydn o acBevic oto vocoxoyelo, Date
NN.

Hy /v yepoupyeiov II6te mparypatomolinxe 10 yelpovpyelo, Date
NN.

E{doc yewpovpyeiou Alota pe eldn yewpovpyeiwy (n.y Extaxto), Enum
NN.

Tonog yewoupyeiou Aloto ye tOnoug yeoupyeiny (T.y Lxwhn- Enum
xoeditda),
NN.

Avaeinoio Alota ye eidn avouodnoiwy, Enum
NN.

Enmmhoxéc Afota e eldn emmioxdy, Enum
NN.

Yuotdoelg Ynueidoeic. Varchar(200)
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6.4 TYlomoinon

H [don dedopévwyv dnuovpyRdnxe yenowwwrowdvtag o epyareta MySQL Workbench xou phpMyAdmin, to
omola pog dlvouv TNy duvatdTnTa Vo LAomoticouue TNy Bdon dedouévwy yéoo ot MySQL ue Baouée yvooelg
mpoyeaupatiopol. H Bdon elvar €toyun yio v eloaynyr dedouévwy xou Ty extéleon queries yia vo Bpolue Tig
TAnpopoplec oL Hag EVBLIPEROLY Ywplc Va yeetdleton Vo TiC Pdyvoupe EeyxwploTtd ot xdle mivaxo. Auth) ) oTiypn
o1 Bdom undpyel évoc yperotne, otov onolo €youv dwidel dho ta privileges xau €youpe npoc¥éael xdmola ecovind
dedoyuéva yia v doxun avalntrioewy.

Syfua 33: H Bdon dedouévwv oto phpMyAdmin localhost H olvdeon emtuyydveton péow tou XAMPP.

60



Yyhua 34: H Bdon dedopévwyv oto MySQL Worckbench. YTnrdpyel n duvatdtnta dayeliplone Twv eYYpa@ody xou eXTEAEONS
queries.
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7 Yuunepdouata xou eAAOVTIXOL oTOYOL

Or toyOtotee teyvohoyinég e€ehilelc oe cuvduaoud e Tic LPNiéc anarthoelg otov topéa e Yyelog anotehoby
évar TOAD onuoavTind xou evdlagpépov medio peuvag. To teyvoloyixd emtedypata oto topéa tng IIAnpogopurc tig
teheutaleg dexaetleg, €youv xdvel TpGoPoEo To EBuPOC Yiol TNV “VTVETNOT” Toug and GAOUE TOUG EUTAEXOUEVOUS
popelc e vyelac. And v GAAN, 0 excuYyEOVIOUOS xou 1 ovoBEOULOY TWV TOEEYOUEVMV LTV UTNEECLOY,
TPOXELWEVOU VO IXOVOTIOLOUVTAL HE TOV XOADTEPO TEOTO OL aVAYXES TV ac¥evedy amoteel emitaxTixy avdyxn. Ou
epappoyéc tng IIinpogopuic atov xhado tne Tatpixre, propolv xau mpénetl va ypnoiwononolyv Ue GTOYO Uil o
AoVEVOXEVTELXT] TROGEY YIOT), EWBXGTERO OTO PACUO TWY OTAVLKY acVeEVELDY. AUTY 1) Tdon napatnee(ton Tayxooulwg
ToL TEAELUTOLAL YPOVLYL, EWBLXA OTIS AVATTUYUEVES YOpES. oT600, 1) EAAGBo 610 xoupdtt autd gaiveton va eivan miow,
xade dev €youv adloromdel Thpwe dhec oL Suvatdtntee Tou Topéyel 1 texvohoyia. H mopoloo mtuytony epyaocio
eoTlaoe OTIC EQUPUOYES TNE TANREOYOELXNC OTO XAdDO TNg uyelag.

IIio ouyxexpéva, oto Yewenuxd pépoc avolbidnxay ol puixés duotpoglec Duchenne/Becker, pekethdnxoy
X0l TUPOUCLACTIXOY EQUPUOYES TNG TANEOPOEIXNS, OTWE ToL UNTEMA XoTaypdprc acdevay, ol Blokoyixéc Bdoelg
OEBOUEVOV XUl O MAEXTEOVLXOS (paxelog LYelag oTo Tedlo Twv omdviwy aoleveldy, dAAd xoL GUYXEXQLUEVOL YLol
TIc puixég duotpogpiec Duchenne xou Becker. Emnpbéoldeta, oto mpaxtind pépog mpotddnxe éva poviého Bdorng
BedOUEVLV Yia YeRon NAEXTEOVIXOU Qaxélou aclevdy, o onolog Yo meptéy el TANROYOopies ToL 0PopOVLY TOV EAANVLXOS
mAnduopéd ue Duchenne /Becker.

Ou wuixéc duotpogiec DMD/BMD evtdocovian oto nedio twv omdviwy acdeveldv xow yeRlouv ueydhouv e-
peLVNTIXOD eVOLAPEEOVTOE AOYW NS ETEROYEVELDC TN VOoou. Autd onpalvel TL o pnyoaviopog tne acdévelag dev
axoloudel xdmolo cuyxexpévo uotifo, 6mwe yia mapdderyuya oto XOvdpopo Down. To yeyovéc autd €dwaoe
TO XVNTEO XU TNV WUNOT OTOUC EMOTHUOVES VO XATAOXEVACOLY UNTEWOL XAToypdpric xan BAoelc SeBoUévmy, Yo
evdehe | HEAETN TN aodévelag Ue oTdyo TNy elpeom ev TéAEL (o poVING Vepomeiog.

YupTEpAOHATIXG, UTOROUKE Vol TOVUE OTL ToL UNTEwa ac¥evev xou ol Bdoelg dedopévev anoteroly Poacixd péoo
Yio TNV AVATTUEY XAVIXAC €PEUVOEC GTOV TOEN TWV OTIAVILY YOOy, Yid T Bektiwon tng mepldardmne tov acdeviv
X0 Tou oYedlaopol vyelovouxhc epldoddne. Eivar o udvoc tpémoc va cuyxevipwdoly dedopéva ye otéyo TNV
enitevdn evic emopxole peyédoug delypatoc yio emdnuohoynh i/ xon xhwvixt| €peuva. Eivow LwtinAc onpooiog yio
™V aZlOAOYNON TV XAVIXGY BOXADY, TN BLEUXOAUVET] TOU GYESLIOUOD TWV XATHAANAWY XAVIXOY SOXLIMY XoL
Vv TopdTELVGN Yy Twv acleviy. To untpda mou mepiéyouy aclevelc mou hauBdvouv Jepancio ue oppoavd
@dppoxa etvor WBLaltepa oNUavTiXd, xoddg emttpénouy TN GUAAOYY GTOLYEIWY OYETXE UE TNV OMOTEAECUOTIXOTN T
e Yepanelog xou Tic mbavég mopevépyelée e, Axdun, xateudivouy toug acvevelc ot xatdAAnhec doxupéce,
oLUBEAOVTOS TNY EYXUEOTNTA TLV anoTeAeoUdTwY. Emniéov, nopéyouv otiplln otoug aolevels xa Tic OXOYEVELES
Tou o€ xodohxd eninedo. OL Bdoelg Sedoyévwy AelToupYolv K¢ Eval amoUNXeEUTING HECO QUTOV TWY TANEOPORLOY UE
BOUNUEVY LOpPY) XolL AVEAOYX UE TO TEPLEYOUEVO UTOPOVY Vo YWEloToUY oE Bidpopoug tumous. Eivan e&icou onuo-
vixd epyohelo, xodode 1 tedoPaoy Tic neploodtepes Popés elvar eelbiepn xou uTdpyEeL 1 BuvaToTHTA HEAETNG CAAG
o untoPolric dedopévwy. Autd €xel ¢ ANOTEAECUN TNV ATEOGKOTTY) SLeEoy YT EPEUVHV TAYXOOUIWS, UELOVWUEVL
N LeTagl BlaQopeTiX®Y TANYUOUMY, XIS XoL TNV TOEOYT| YEHOWWY TATCOPORLOY AVAUPOELXA UE TNV oCVEVELIL.
Ané v dhhn, o mhextpovixde @dxelog uyeloc ¥ aclevolc anotehel éva Bondnuxd epyadeio yioa t16c0 TOUG EE-
yoalbpevoug oto topéa tne Lyelag 600 xou toug (Bloug Toug aoevels, TepLEyovTac OAEC TIC YPHOWES TANpoYopies
Yo TV xatdotaon uyelag evog atéuou. Eve apxetd vocoxoueia xan gopelc vyelag ypnowonooly mhnpogoptaxd
CUC TAUATO TTIOU UTOPOUYV VO UTOCTNEIEOLY TN YENOT NAEXTEOVIXWY QUXEAWY Ol YELPOYQUPES LUTEIXES ONUELDOELS
emixpatolyv. Autéd cupPaivel yiotl to mpocwmixd Bev elvor eE0XEIWPEVO PE TNV YENOT TETOLWY CUCTNUATOV Xol
ToAAEC opéc Tar avTeTwRilel apynTnd, dmwe eniong BioTL dev undpyel xdmolo TewtéxoAo A mpbdtuto. O ou-
{ntioelc yior TOV NAEXTEOVIXG QAXERO ElVOL HOXPOYEOVIES XOL OVAUEVETAL UTOLEYIXY) amd@ocT), 1 onola Yo Yeonilel
axpBOC To TEPLEYOUEVO TV Paxéhwy ot edvixd eninedo. ‘Olol oL epmhexduevol Popelc TEETEL VoL GUVERYAOTOVY
X0l VoL UTERTINONOOUV TIC OTIoLES SUOXOALES 1) YPUPELOXPUTIXG EUTOBLYL UTdEYOLY, €Tl Wate va tedel oe hettovpylo
1 NAEXTEOVIXT| XAUTOYPAPY) TTANPOPORLOY LUYELOC PE GTOYO TO XOWVO Xal LBLOTENES HOAO.

And n perétn oto Yewpntnd pépoc dlamotddnxe twe oe onoladnnote npoondldeia dvantung evog NAexTpo-
Vo0 goxélou acVevev elvan avaryxaio Vo UTEEYEL TEOCUPUOYT OTIC AMOUTHOELS Xl GTOUS GTOYOUC OV TRENEL VOl
emteuydolv. Enopévwe, o apyinde oyediaopodg anoterel xodoplotind mapdyovta yio Ty emTuyia TOU EYYELRHHO-
t0¢. H 8uxf) pag mpdraom yio évay nhextpovind @dxeho acVevay e puixéc duotpoglec Duchenne/Becker éyuve e
YVYVOUOVA TNV xoAUTERT Buvat eEUTNEETNOT TV AVAYXWY TwV aotevdy, xodopllovtas Briuo-Briuc tov oyedlaoud.
To mepieyduevd tou mpoéxuday Gotepa amd cLNTACEIS PE EWBXOVC xou HEAETN NG acévelas €Tol WoTe Ta Media
VoL amoTUTW oY ot VoL Teocaplocs ToUy oTa EAANVIXG dedouéva. H Bdor dedouévwy oTny omolo xaTUGKEVIC THXE O
Nhexteovx6C pdxelog €xel dnpovpyniel ue Tétolo TEdTO KoTe va elval EUXOAY 1) TPOTOTOLNGT XAl 1) ENEXTACT| TOU.
H avdntugn tou dev Peloxetar o teAind otddio, oAAd anotehel Wi a€lohoyn Tendtn npoondielo dnulovpyiag evog
nAextpovixol gouxélou actevay ue DMD/BMD. ‘Ayecor pelhovtixol pog otdyol évon 1 tehetonolinon tne Pdong pe
ToL uTGhotna Tedlal ToV €youpe oYEDLAOEL, 0 EUTAOUTIONOC TNE Bdong pe emmhéov Aettoupyieg, OTWE 1) ELCUY WYY XAl
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xenon evée mpotinou xwdixonoinang (m.y. ICD-10), n avdntun evog ypupixol tepiBdilovtog diemaghic yerot,
1 YP1ON XPUTTOYEAUPXDY UEVOBWY Yiol TNV SLACPAMGT TNG WL TIXOTNTAS TwY ELXoUNTWY BEBOUEVLY TeV AGUEVHDY
X0l PUOLXAL 1) EPUPUOYY) TOU YOl 1) ELOAYWYY| TEOYHATIXOV DEBOUEVWY TV AGVEVOV.
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