Aldyvwon Kal KaTaypoen
TWV OUCTPOPIVOTTOOEIWV

KwvoTtavtiva Kooua
MNoadiatpog

MavemoTnUIakOS YTTOTPOPOG
Epyaotpio latpikig 'evetikng, EKTA
Xwpépelo EpeuvnTikd EpyaoTripio
Noookopeio lMNaidwyv «Ayia 2o@iax»
AiguBuvTpia: Kabnyntpia 2. Kitolou-TZEAN



Muikn duoTpogia Duchenne Muikn duoTpo@ia Becker

DMD BMD
« OuUxVvOTEPN MUIKA duoTpoPia * 10 @opég oravioTEPN
« 1/3.300 yevvnoeigc (wvtwyv « 1/18.000 - 1/31.000
appEVWYV YEVVNOEIC (WVTWV APPEVWV

e ETNOIA ETTTITWON OTNV EAAGOA  * eTTiTITLWOON 2-3 TTEPITITWOEIG
15-16 VEEC TTEPITITWOEIC ava 100.000 yevvnoeig
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1834 :1TpwTN TTEPITITWON MUIKAGS duoTpoiac Duchenne
1868: Guillaume Benjamin Amand Duchenne
1904 Peter Emil Becker

1986 xaptoypagpnon yovidiou duoTpoivng : L.M.Kunkel

1987 Tautotroinon Ttpwreivne: E. P. Hoffman



Muikn AuoTtpo@ia Duchenne
OMIM:310200

TTPOOOEUTIKI)
LUIKN aduvapia

ABéAQIa (nAikiag 12, 11, 8 Kai 7 eTwv)
ME KAIVIKA €IkOva puikAg duaTtpogiag Duchenne.
H Curschmann (1875-1950), KAivikry Abbildungen,



KAIVIKR d1dyvwon

* PUOIOAOYIKOI TTPWTOI JAVEC
« KaBuoTEpnon oToug KIVNTIKOUC OTABPOoUC

o KivNTIKA eAAEiPpaTa OTO 2° — 3° £TOC

[eVIKEUMEVN KIVNTIKA KOBUOTEPNON
(TTPWTO CUNTTTWHA 42%)



KaBovTal apyoTepa

TTEQTTATOUV APYOTEPA (20%:18urveqg)

OUXVEG TITWOEIG

OUOKOAIQ OTO TPECIMO KAl OTO AVvEBACHA TS OKAAQG
Badion OTIG MUTEC TWV TTODIWV (30%)

€UKOAN KOTTWON

WEUDOUTTEPTPOPIA YAOTPOKVNMIWVY
AIKVIOTIKO (vAjooelo) Badiopa: 3-6 £€Tn
onueio Gower: «PguoTTAONTIKA» avEYEPON ATTO TO OATTEDO,

avaonKwvovTal a1t 10 TTATWHA oTNEIfovTac Ta XEPIA TOUG
oTa yovata




o KaBuaoTtépnon ouiAiac (3%)

o Mabnolaka rpoAnuara
* 1/3 aoBevwyv ye DMD

* AoyoOBepartreia /epyoBepartreia: BeAtiwon!!!



[Mpwiya atutta cuptrtwpara DMD

* KOBUOTEPNON CWHATIKAG AVATITUENG
— 5-15 unvwyv
— TITWON KANTTUAEG BAPOUC KAl UAKOUG

* OITIOTIKA TTPORANMATA

* | KOIVWVIKN aAANAETTIOpPOON



EpyaoTtnpiakr) TTpoBoAN

T SGOT, SGPT

M1 cex



AvaioONTIKEC ETTITTAOKEC

* PaBdopudAuon



KAIvikny Oi1ayvwon

21adI1o 1: 210010 2: 213010 3: 210010 4 214010 5

MpoouptrTwTI | TTPWIMO OYipo TTPWIHO KN Oyipo un
Ko TTEPITTATNTIKO TTEPITTATNTIKO | TTEPITTATNTIKO | TTEPITTATNTIKO

['la Aiyo * 1 TTEPIOPIOPOG
v Badilel yévogc V' dlaTAPNON TNG
v’ olatnpei TNV oTdong Tou
oT1don Tou OWMATOG
OWMOTOC v’ \eIToupyiag
*0KOAIiWON TWV AVW AKPWV

«t CPK onueio Gower  + 1 OBUOKOAIa
o+ *VAOOEIO oTtnv Badion
OIKOYEVEIQKO Badioua *XAVEI TNV
I0TOPIKO *daKTUAOBaaTia IKAVOTNTA va
*QVATITUCIOKI)/  *OUOKOAIQ OTIC v avéRel oKAAeG
OWMOTIKNA OKAAEG v onkwoei atrd
aBuoTépnon TO £€00)OG

Duoikn Topeia TnC vooou



PLOS 2012, Rangel V et al



Muikn AucTtpogia Becker
OMIM300376

v MeydAn KAIVIKR eTEpOYEVEIX

v nmoTepn eiIkOva o€ oxéon ye Duchenne



KAIVIKR dlayvwaon

Evapén CUPTITWHATWY >7 €TN

KIVNTIKQ TTpoBAApaTa: 2" dekaeTia /HEan 1 OWiun €vAIKN
qwn

aduvauia HOVo OTOV TETPAKEPAAO
KPAUTTEC KAl MUAAYIEC
LUOC@aIpIVOUPIa JETA ATTO AOKNON

1 CPK



AlaTaTIK) JUOKAPOIOTTABEIN
OMIM302045

* TTPWTO CUNUTITWHA ( TTEPITITWOEIG UE UTTOKAIVIKI)

OUMMETOXN ATTO TO MUOOKEAETIKO)

e Baputnra KapdIOTTABEIAC: AVECAPTNTN TWV CUNTITWHATWY

QTTO TO JUOOKEAETIKO

* gu@avion:10-20€tn



AucTtpo@ivotTradsia
[MoTe va Tnv utroTrTeEVOoOUuE ?

OETIKO OIKOYEVEIOKO I0TOPIKO
LUIKN aduvauia KATw AKpwV/OUXVEC TITWOEIC

augnueEvn TIUA KpeaTivopwo@okivaong (CPK)
— 50 - €wc¢ 2001TAGoia :DMD
— 10 - €w¢ 35mAaocia :BMD

augnuéeveg Tinec SGOT- SGPT

KaBuoTEPNON OTNV AvATITUCN TOU Aoyou/ Badiong



Avotpodlvonadeia

KAwvikn diayvwon

[eveTikn dtayvwon



Muikn duoTpogia Duchenne/Becker

yovidlo TnG duaTpoivnc DMD (OMIM300377)
XPWHOoWHa Xp21.2
QPUAOCUVOETO VOO O

50% dappeva
1/3 €K VEOU petaAaceic (de novo)

Female, Carrier ale, DMD



['ovidio Tn¢ duaTpoivnc DMD

TO MEYOAUTEPO YOVidIO O0TO avOpwTTIVvo YoVvIdiwpua: 0.08
MEYEBOG 2.2 ekaToupUpIa Baocels (2.2Mb): 99.3% eodvia



["eveTIKEC aAAayeECc DMD

ONUEIAKEC

HeTaMdcei¢
15%

01Adoiaopoi ‘
10%

eMeipeIg
75%




FENETIKH AIAI'NQ2zH

[ EVETIKOG EAEYXOC TOU YOVIOIOU TNG OUCTPOYIvNC
v eAeiYeIg (~65%)

MLPA
v’ dImrAhaciacuoi (~10 %)

v ENEYXOG YIO ONMEIOKESG METAOAAAEEIS (25-35%)

<A)\)\n)\ooxlon VOV|6IOU>




* Leiden Muscular Dystrophy database (LOVD)

* Baoeic dedopevwy Epyaotnpiou latpikng ['eVETIKNC,
EKTIA


http://www.dmd.nl/nmdb/status.php

FENETIKH AIAI'NQ2zH

[ EVETIKOC EAEYXOC
TOU YoVidlou TnNG duaTPOoPivnNg

ApvnTLKOC ??7?



Blowia puocg

TTapouUCia 1 atroucia
oucoTpOoPivng

QVOOOIOTOXNMUIKN £CETAON
NAEKTPOPOPNAON dUCTPOYIVNG



MeTd TNV dlayvwaon

v ATTapaiTnTN: TTOPATTOMTTH VIO £EEIOIKEVMEVN
OIETTICTNMOVIKNA TTapaKoAoubnon

v OTAPIEN Ba TTPETTEI VO TTPOCPEPETA
TOOO0 OTOUG QO0BevEiC 00O KAl OTIC OIKOYEVEIEG TOUG

v ETTAQPN ME OPYAVWOEIC ACOEVWV



2. UVEXNC aclohoynon-trapeufaon

NeupoAoyikn
OpBotraidIkn
Puo10BepaTTEUTIKNA
KapdIloAoyIKN
[TveupovoAoVIKN
YuyxoAoyikn

[ doTPEVTEPOAOYIKN
OdovTIaTPIKNA



MeTa TNV d1dyvwon

v ATTapaiTnTN: TTOPATTOMTTH VIO £EEIOIKEVMEVN
OIETTICTNMOVIKA TTapaKoAoubnon

v’ oTAPIEN Ba TTPETTEI VO TTPOCPEPETAI
TO00 OTOUG Q0Beveic 00O KAl OTIC OIKOYEVEIEC TOUG
v ETTAPNA ME OPYAVWOEIC AOBEVWIV

v' TeveTiki cUUBOUALUTIKNA : IDIAITEPA YIA TNV EVTOTTION QOPEWV

TTPOYEVVNTIKOC /| TTPOEUPUTEUTIKOG



[fuvailkec opeic

10% (2.5-22%)
16 yuvaikeg @opeic /100.000 £ykueg

Hmotepo gaivotutro (17%)
v" Muikr} aduvapia
v" AAyOG KaTé TNV AoKnon
v KpapuTreg
v" 1CPK (x2- 10)

Brioschi S et al 2012



Paybaia avantuén tng LOPLAKNC YEVETLKNG

4

KAINIKEZ MEAETE2

EVETIKEC OEpATIELEC



KAINIKE2Z MEAETE2
OMQ2
N CUMMETOXN TtPOUTIOBETEL

AMEON KAl EVKOAN EVTOTILON TWV KATAAANAWV
aoBevVwV yla TNV CUYKEKPLUEVN HLEAETN

O kaAUTEPOC TPOMOC yia va dtaocPalloTeL n
owoTthn EmAoyn Twv aacOevwyv
KOlL N ypRyopn EMIKOWVWVLQ
glval n kataypodn OAwWV TwWV OTOLXELWV

NIPOCWTTLKWV- KAWLKWV- YEVETLKWV
o€ pLa kown Baon 6edopEvwv




EBvIKA Baon kataypapnc

* [lpwTtoBoulia
v EpyaoTtnpiou latpikng MeveTiknc MavemmoTnuiou ABnvwv
v' 2UAMAOyou Neupopuikwv Noonuatwyv MDA Hellas

* [lpwTtn TTPOCTIABEIO KATAYPAPNG ATONWY
UE VEUPOUUIKA vooruara otnv EAAGDa



EAANVIKI KaTaypaen VEUPOUUIKWY VOO NATWY
Hellenic NMD registry
WWW.hndr.gr>

O



EAANVIKA kataypadpn DMD / BMD

2 KOTIOC

duvatotnta emAoync acBevwy ylo VEEC KALVIKEC OOKLUEC

gykalpn nopoxn nAnpodopLwyv otouc acbevelg

MANPE0TEPN YVWOoN
\/cl)UGLKI"]C lGTOpiaq NG VOOOU
v eriildnuLoAoyiog

nANPoPopLeEC OXETKA HE TNV KAWVIKA dpovTida



dnuIoupyia avoiXTou OIaUAOU ETTIKOIVWVIAC AVANETA OTOUC
KAIVIKOUG 10TPOUC, TOUG YEVETIOTEC, TOUC EPEUVNTEC KAl
TOUGC OUMMETEXOVTEC aoBeveic aoTn BAon 0EOOPEVWV

OUAAOYN OTOIXEIWV UTTEP
v TNC TTARPOUC KaTavonong Tou apiBuou Twv acBevwyv
TOU voonuaTtog otov EAAQDIKO Xwpo
v ATTOTEAEOUATIKOTEPNC AVTIMETWTTIONC

ETTIONUN KAl EUTTEPICTATWHEVN EVNMEPWON
TWV KPATIKWYV POPEWV O£ BEPATA TTOU APOPOUV TO
voonua



Hellenic NMD registry
HAeKTpOVIKA BAocn Kartaypaeng

v a1rapaiTnNTn N CUYKATABEOoN TWV A00EVWYV 1 TWV YOVEWV
TOUG META ATTO EVNUEPWON
v TTapoxn 6AwWV Twv dedouEVWYV aTTO TOUC aoBevEiC gival
TTPOAIPETIKN
v’ OTTOIAONATTOTE OTIYUA UTTOPEI va dlaypa@Ei pia KaTaxwpenon
v Kauia TTAnpogopia dev Ba dideTal xwpic adela:
Ba £xouv TTPOCRACT O€ CUYKEKPIMEVA AVWVUHO OEQOUEVA

v’ €0EAOVTIKI] CUMMETOXA

v' n dpvnon CUPMETOXNAS TOU acBevoucg aTnv KaTtaypagr) Ogv Ba eTTnpedoel
TNV METETTEITA IATPIKI TTEQIOAAWN



[1a TNV KaTaypa@n otn Paon 0edOPEVWY KPIVETAI
ATTOPAITNTN N VEVETIKN ETTIRERAIWON TOU VOO MOATOC

|

ETTIAOYN KATAAANAOU
OepatTeUTIKOU TTPWTOKOAAOU/KAIVIKA) OOKIUN



TREAT-NMD

* TTAYKOOMIOC OPYQAVIOUOC

* gUVOEONOC KOl OUVTOVIOTIKO Opyavo
QvApEeTa o€ TTOAAQ registries

D




PuBpuotxég
rAnpodopleg

nwv kv
xat Pppovridag

ExnaiSevon xau

mv afwohdynon
Soxyuiv ota Yda

Npétuna

Nayxbéoua
aoBevav
ZupBouleuTtuc
emutporn
Oepamneleg
Malow HOwf¢ -
Acovrodoylag Blopdmeleg



TREAT-NMD



EuxapioTw TTOAU



