% InterGenetics
A AIATNQITIKO KENTPO TENETIKHXZ

FENETIKOZ EAEMXOz
NEYPOIENETIKQN NOZHMATQN

v’ eupuU ¢pdoua e&eTtdocwv, mou
agopd Kotvd aAAd kat oraviotepa
VEUPOYEVETIKA voorjuara

v EUMEPIOTATWUEVOC EAEYXOC UE
ouvOUaoTIKN) avdAuon Kal oUYXPOVEG
TEXVIKEG, UE OTOXO TNV MANPN KAAUYn
OAwVv TwVv rmbavwv naboAoyikwv
uetaAldéewv



H vwuaia puikn atpoia (spinal muscular atrophy,
SMA) €ival pia oxeukd ouxvh veupopuikn acBévela.
KAnpovopeital pe tov autoowpatiké unoneindpevo
Tpono KAnpovopikétntas Kal npokaneitalr ané
BAapes/petanidgers oto yovidio SMN1 (survival
motor neuron 1) oto xpwpdéowpa 5q13.

MpooBdnel Bacikd tous PUES TWV NEPIPEPIKWV
akpwv (N661a, xépia) Kal Tous PUES ToU KOpHoU
(nveupoves, avtavakAaotkd katanoons kAn).
Anotenei gia and us nio GUXVES YEVEUKES aQITies
Bpepikns Bvnoipdtntas, pe ouxvotnta 1/10.000
YEVVNOEIS KAl N oUXVOTNTA POPEWV OTOV YEVIKO
nAnBuopo eivar ~1/50.

Xtov avBpwno, undpxouv dUo yovidia nou
ovopddovtai survival motor neuron 1 kai 2. H
op6luyn (kal ota duo xpwpoowmuata) anouaia
Agitoupyikwv avuypdewy tou yovidiou SMN1
(nou €ival to Bacikd Asitoupyikd yovidio) odnyei
otwnv ekdbnAwaon tns vooou o€ >95% twv acbevav,
€V Ol UNOAOINES NEPINTWOEIS oPeiflovial o€
onpelakés petannageis tou yovidiou SMN1 oto
anno xpwpodowyd.

Qotdéoo undpxel pia akdpn popph tou yovidiou
nou ovopddetal SMN2, nou 6pws napdyel noAu
HIKpOTEPN Noodtnta AgItoupyikns Npwieivns an’
6u 1o SMN1. Evas Baoikds 1ponos kabopiopou tns
kAIvikhs idyvwaons-Baputntas tns vooou ival n
tautéxpovn Kal akpifns dianictwaon tou apluou
TV avuypdewyv tou yovidiou SMN2.

‘Oco peyanutepos gival o apIBPos twv avuypaewyv
autou tou yovidiou (>3-4), 1600 peyanutepn
nooétnta SMN2 npwrteivns napdayetal Kai

étol avuotaBuiletal kanws N anwneia 1ou
AgitoupyikoU yovidiou SMN1. O1 ndoxovtes (pe
anouacia AeitoupyikoU yovidiou SMN1) nou éxouv
éva h 6Uo povo avtiypapa tou SMN2 Ba éxouv
Baputepn ekdNAwaon tns vOoOU evw av £XouV tpid
h nepioodtepa aviiypaga tou yovidiou SMN2 ta
oupntwpata tns vooou Ba gival kanws nmotepa.



H e€étaon nepifapBdvel nAnpn avanduon twv
ennsiyewv/dinAaciacpmy e€oviwv twv yovidiwv
SMN1 kar SMN2, adfd kal tns eupUtepns
Xpwpoowpatkns nepioxns 5q13 pe tnv texvikh
MLPA, nou pas enitpénel va S1ayvwoou e

ME ao@Aaneia Tous QopEis Kal Tous NAOCXOVIES
s vooou. EninAéov, epapudletal £éNeyxos
petanidgewv 6Awv twv e€oviwv tou yovidiou
SMN1 kal twv NEPIOXDV cUPPAPNS IVIPOViwv-
e€oviwv, pye avdnuon tns adinfdouxias tou
DNA (automated bi-directional fluorescent DNA
sequencing), anokaduntovtas petaAndagels oto
unoénoino 4-5% twv Naocxoviwy Nou pEPouV
etepoluywukn éAnsiyn oto adno andnAio.

H véoos tou Huntington €ivai pia aviatn
kAnpovopikn vedpo-ekpuiiotkh acBéveia, nou
ekbnAwvetal otadiakd kai xapakinpietal and
avwpanies 1600 ouvalcONpAtIKES KAl YUXIATPIKES
600 kal ané avwpanies cupnepipopds, anwneia
VONTIKWV Kal EYKEPAAIKWV AEITOUPYIDV

Kal Kivnukés diatapaxés. Metadidetal pe
AUTOOWHATIKO ENIKPATH TPOMO, MOU CNPAIVEI

6u 6na ta dtopa nou kAnpovopouv éva
petaffaypévo yovidio tns xopeias tou Huntington



Ba avanti§ouv tn vdéoo kdanoia ouypn otn {wn
tous. Td KAAOOIKA cUPNTWHATA TNs acBéveias,
nou gpgavidetal pe ouxvétnta 1/15.000 - 1/30.000
dtopa, oupnepidapBdavouv tnv avdnwén xopeias,
n adAiIms akouoles enavaAnnuKEs akavoviotes
KIVACEIs nou ekbnAwvovtal oto NPdOowIo, GToUs
Bpaxioves, kaBws nions kal tn otadlakn anwAeia
oKEYNs Kal TwV €NIKTNTWV 81avONTIK®V IKAVOTATWY
(dvoia).

H aoBéveia gival anotéAsopa eniphkuvons
(expansion) tns tpinAétas Bdoswv (CAG)

ot0 yovibio IT15 (xpwpdowpa 4p16.3). Lta
@uaolonoyikd dtopa n tpiniéta enavanapBdavetal
€ws 36 QOPES, VW OTOUS NACXOVIES and tnv
acBéveia auth n addnAouxia Bpioketal o€
nepIoooTEPES anod 36 ouvexopeves enavannyels.
Ap1Bués enavannyewv (CAG) ané 36-41 popés
ouvhBws odnyei o€ peiwpévn dieicbuukdtnta
ns véoou, rnou onpaivel 6t to dtopo auto ival
duvatod va avantu&el n kal va pnv avantugel tn
véoo.

Epappoletal €16ikn fluorescent multiplex afuoibwtn
avtibpaon noAupepdons (PCR), nou avixveuel tov
akpiBn apiBuo enavannyewv CAG (x1) oto yovibio
IT15.

H puikn duotpogia Duchenne/Becker cival
yeveukn véoos Tou VEUPOMUIKOU CUOTAPATOS, NOU
wnikd ekdnAwvetal pe npoodeutikn aduvapia
otous pUEs kal ouvnBws odnyei oe nAnpn
avannpia kair 8avarto. Mpokaneital ané eANeiyels
e€oviwv oto yovidio tns duatpoivns (dystrophin),
éva ano ta peyanutepa os péyebos yovidia tou
avBpwnou, kal KAnpovopeital pe puiooUvoeto
unoneinépevo tpoéno npoofdnnovias povo ta
ayopia. H cuxvétnta wns vooou gival nepinou 1
ota 3.500 yevvhoels ayopiwv. H puikh duotpopia
winou Becker ogeifetal os BAapes oto idio yovidio
annd anotenei kAIvikd nnidétepn popPn and tnv



winou Duchenne kal ekbnAdvetal noAU apyodtepa.
O1 nio ouxvés BAaBes/petanndagels cival enneiypels
n dindaciaopoi e€oviwv tou yovidiou dystrophin,
nou apopouv ~75-80% twv NePINTOOEWV
Duchenne ka1 ~85% tns Becker. To unéfoino
nooootd (15-25%) eival onpeiakés petannagels
nou napouoidafouv tuxaia katavophn pe 1I6iaitepn
buokofia éws kar aduvapia otnv eviénion tous.

Na onpeiwBei 6u nepinou 2/3 twv Nacxéviwyv
ayopiwv éxouv kAnpovophaoel tn BAGRN and wn
pntépa tous (nou eival popéas) evw oto 1/3 twv
nepintwoewv n BAAGPN ival de novo, éxovtas
ep@avioBei yia npwtn gopd otov ndoxovia
(xwpis n pntépa va eival popéas). Eival enopévws
onpavuko va Yivetal o HopIakOs YEVEUKOS £Agyxos
OtouUs NAoxovies, Ox1 pévo yia inv enifefaiwon
s Sidyvwons afid kupla yia tnv duvatdtnta
enéyxou ANAwv PeAWV TNS OIKOYEVEIAS KAl TNV
avayvopIion Twv YUVAIKMDV QPOPEWV.

Mepikés opés, eival buvatd va yivel Hoplakds
YEVEUKOS €Aeyxos pe peNétn yevetikhs ouvdeans,
Xwpis va gival yvwoth n akpifhs BAGRn tou
yovibiou dystrophin, épws auté npolnoBétel va
undpxouv ‘nAnpo@oplakd’ péAn otnv oikoyévela
yla va e€gtacBouv.




Epapudletal n texvikn MLPA, nou pas enitpénel
v avaduon 6Awv twv 80 e€oviwv (79 €€dvia

+ evandakuké e€évio DP427C) tou yovibiou
dystrophin (Xp11.2), yia tnv avixveuon efingiyewyv
kal avadinAaciacpwy. EninAéov, epapudloups
nAnpn éfeyxo petadfd&ewv 6Awv twv e§oviwv
tou yovibiou DMD pe avaduon tns addnnouxias
tou DNA (automated bi-directional fluorescent
DNA sequencing), anokanuntovtas petandidagels oe
NACXOVIES N YUVAIKES-POPEIS MOouU gival apvnuKkoi
yia effeiyeis/dinflaciacpous.

H atagia tou Friedreich €ival n nio koivh popen
kAnpovopikns atagias pe cuxvotnta ekdhAwons
nepinou 1/50.000 dtopa. KAnpovopeital ws
auTooWHATKS UNoAEINOPEVO VeEUPO-eKPUAIOTIKO
YEVEUKO véonpa, nou xapaktnpiletal kUpia and
otadiakn ata&ia twv dkpwv, ata&ia Badiopatos,
anwAela tou avtavakAaotikoU Babéws tévovtos,
anwAela aiobnons tns Béons, evd cuxvd
ouvobeUetal anod uneptpoPikh puokapdiondOeia
Kal oakxapwdn diafntn. H ekbhAwon twv
oupntwpdtwy apxifel cuvhBws otnv epneia

Kal ofokAnpwvetal péxpl ta 25 €tn kai n kAIVIKNA
S1dyvwon akodouBsi ta kpithpia tou Harding.

H aoBéveia gival oe nocootd >98% anoténeopa
naBonoyikns eniphkKuvons (expansion) tns
tpiniétas Bacewv (GAA) kai ota duo avtiypapa
tou yovibiou frataxin oto xpwpdowpa 9q13.

H ouxvétnta popéwv tns nabBofoyikhs
eniphkuvons tns tpindétas (GAA) oto Yeviko
nAnBuop6 eival nepinou 1/90, adld oe
Slagpopetkous nANBucopoUs ival Suvatd n
ouxvotnta auth va adfdadel. Zta guaoionoyikd
atopa n pinAéta (GAA) enavadapfdvetal and

8 €ws 33 popés, evwd enipnkuvon tns tpINAEtas
>90-1300 @opés oxetiCetal pe nabBonoyikn
Katdotaon tou yovidiou (autd nou anokanoUpe
petdAnagn). Enavaniyeis otn neploxh anéd 35-100
Popés Bewpouvtal 6t anoteAoUv npo-petannagn,



6nAadn éu Ba enipnkuvBoUv napanépa os nARpPN
petannagn o€ endpeves yevees.

Epappuodletar s16ikn fluorescent multiplex PCR
KaOws kal €161kn triplet-repeat PCR, nou avixvelel
tov akpIPfn apiBuéd enavafnyewv GAA (= 1) adid
Kal tnv unap&n nabonoyikns eNIPAKUVONS NS
tpinAétas Bdoswv (GAA).

H vooos Kennedy (SBMA) opeifletal og BAaRn
ot10 yovidlo tou unoboxéa twv avépoyovwy
(AR) nou Bpioketal otn XpWHOCWHATIKA

0¢on Xq11-q12. Eival kI auth pia veupopuikn
yeveukn acBéveia, oxeukd ondavia (1/50.000),
nou ekdnAwvetal otadiakd kai npooBdannel
povo tous dvipes, npokadwvtas tnv anwneia
TWV KIVNTK®OV VEUPOVWYV TwV AKpwVv Kabws Kal
s Kepanns kal tou Adipgou. H véoos odnyei

o€ puikh aduvapia kar napdAuon, evd ouxvda

01 NAoXoVies EPPavi(ouv Kal yuvaikopaotia,
atpoQia twv OpXewv Kal unoyovipgdtnta. OAol ol
ndoxovies Pépouv pia naboAoyikn au§non tou
ap1Bpou wwv enavanhyewyv tns tpiniétas (CAG)
oto €€6vio 1 tou yovibiou AR. Mepioodiepes

ano 38 enavannyels Bewpouvial nabonoyIkEs,
€V 0 Quolofoyikos aplBuos eival péxpr 34
enavannyeis. Méxpi onpepa, 6es ol UNTéPEs pe
ndaoxovta dppeva tékva éxel PpeOei va sival popeis
naBonoyikns eniphkuvons s tpinAétas (CAG).



Epapudletal s161kn fluorescent multiplex PCR, nou
avixveuel tov akpifn apiBué enavainyewv CAG
(x1) oto yovibio AR.

O1 vwualonapeykeanidikés atagies (Spino-
cerebellar ataxias, SCA) cival pia etepoyevns
opdada veupo- ekPUAICUKMDV YEVEUKDV VOONHATWY
pe KAIVIKG cupntpata nou noAnés popés
poldlouv peta&u tous. KAnpovopouvtal 6Mes pe
AUTOCWHATIKO ENIKPATA TPOMO KAl Ol MACXOVTIES
€xouv yevika S1atapaxés OTovV CUVIOVIOUO
owHauKwyv Kivhgewyv, ataia Badions ki anfda
napépola cupnuwpuata. Exouv neprypagei
nepinou 15 tinol vwuaionapeykepanidikwv
ataiwv, pe Bdon ta avayvwplopéva yovidia Kal
US XPWHOOWHATKES NEPIOXES MOU ePNAEKOVTal.
AkpIBws Adyw tns cuxva NapatnpoUPEVNS
OpOoIOTNTAS TWV CUPNTWHATWY, N KAIVIKA
S1dyvwon tou cuykekpipévou tunou SCA eival
6uokonn Kkal otnpidetal ota anoteféopata tou
poplakoU yeveukoU enéyxou. Ltnv nisioyngia
tous, ol BAdpes/petannagels ocuvhBws apopouv
naBonoyikh eniphkuvon tns tpiniétas (CAG)
nou Bpioketal ota avtiotoixa yovidia, kai €xel
oav ouvénela tnv ekdnAwon twv tunwv SCA1,
SCA2, SCA3,SCA6, SCA7 n SCA 12. O wunos SCA
10 npokadeitar ané naBofoyikh emiphkuvon s
akonouBias Bdoswv (ATTCT).

H a&iémotn tedikn idyvwon otnpiletal otnv
akpIfn avixveuon tou aplBpou twv enavafAPewy
OT0 avtioToIXo Yyovidlo Kal enitpénel va
S1aniotwooupe Katd Ndco KANoIos Npayuat
naoxel and 1oV cUYKEKPIPEVO TUno ataias.

E@appudletal e16ikn fluorescent multiplex PCR

Kkai triplet-repeat PCR, nou avixveUlel tov akpifh
ap1Bpod enavannyewv CAG (1) kai ATTCT
KaBws enions kal us eNIPNKUVOEIS Twv SUo AUtV
akofdouBiwv ota e€etaldpeva yovidia SCA.



JEE—

H puotovikn duotpoia tunou 1 kai 2, (DM1 kai
DM2) €ivail n nio kolvh pop@ph puikns ductpoias
nou ouvavtdtal otous eVvAAIKES, YE CUXVOTNTA
nepinou 1/8.000. Xapaktnpiletal and puikn
aduvapia kal 161aitepa and 1o aivopevo s
puotovias, nou npokafei Xxpdvio onacpod PU@v.

H puotovikhn duotpogia xapaktnpidetal enions
ané katappdkn, npéwpen anwAsla paifiwv otny
neploxn tou petwnou, kapdiakés diatapaxés

K.0. Yndpxouv 600 kUplol TUnol HUoTovIKNs
duatpoias: tunou 1 kai winou 2 (DM1 kai DM2),
Kdl T0 CUPNT@HATA Tous enikafuntoval, napéno
nou n DM2 gival nniétepn and tov wno DM1.

H abuvapia twv pudv nou oxetietal pe DM1
ennpeddel 1I01aitepa ta KAtw Akpa, ta xépia, 1o
Aaipé kar to npdéowno. H puikn aduvapia otnv
DM2 nepiAapBavel kupiws tous PUES Tou auxéva,
TOUS (OPOUS, TOUS AYKWVES Kal TOUS YOpouUs.

O1 600 wnoi ogeifovtal o petanndagels o
Siagpopetikd yovidia, kal kAnpovopouvtal Pe tov
AUTOOWHATIKO ENIKPATH TPOMO.

O twnos DM1 ogeifetal og petdnnagn tou
yovibiou tns puotovikns Kivaons (DMPK), nou
Bpioketal oto xpwpdowpa 19q13.3.

H naBonoyikh petdAnan eival n au§non tou
apiBpou enavadnyewv tns tpinAétas Baoswy
(CTG) oto yovidio DMPK.



O @uoionoyikéds aplBuods enavanhyewv (CTG) ival
5-37 ka1 ota 6Uo avtiypaga tou yovidiou DMPK,
€V OTOUS NAOXOVIES 0 apIBpods autds aufdvetal
onpavukd, noAnlés @opés >1.000, pe ouvénela

va Siakoéntetal n puolofoyikh Agitoupyia tns
npwieivns nou napdyetai and to yovidio.

Av kdnoio dtopo éxel apiBud enavafAYewy
peta&u 38-49 dev Ba ekdnAwaoel tn vooo, annd
iows Bpioketal og au§npévo oxeukd Kivbuvo va
kAnpovophoouv ta naidid tou tn véoo.

O twinos DM2 twns véoou, nou gival noAU
onaviétepos, npokansital and napépola av§non
enavannyewv tns tpinAétas Bdoswv (CTG)

oto yoviblio ZNF9 (CNBP), nou Bpioketal oto
xpwpbdowpa 39g21.3.

Epapudletal s161kn fluorescent multiplex PCR

Kal triplet-repeat PCR, nou avixveUel tov akpifn
ap1Opé enavannyewv CTG (x1) kaBws enions kai
us naBonoyikés enipnkUvoels tns tpinfétas ota
yoviéia DMPK kal ZNF9.

H véoos Charcot-Marie-Tooth (CMT) sivai éva
ané ta nio koiva kAnpovouika veuponoyika
voohpata Kal xwpidetal o unokawnyopies (CMT1,
CMT2, CMT4 kair CMTX). Anotefei pia gupeia
opdada voonpdtwv nou opeifetal oe petanndagels
noAnwv yovidiwv, nou puBuifouv tn puacionoyikn
AEIToupyia TwV NEPIPEPEINKWDV VEUPWV.

‘Eva tunikd xapaktnpiotké tns vooou Eivai n
anwAela tou puikoU 1otol Kal ths aioBnons tns
apns Kupiws ota katw dkpa anid ekbnAwvetal
Kal ota dvw akpa étav Ppioketal o€ Npoxwpnuévo
otddio. H vooos diakpivetal og diapopetikous
tunous, nou o kaBévas dlapépel otov 1PoMNo
kAnpovopikétntas, otnv nAikia ekdnAwons
CUPNTWHATWY Kal otn cofapdtnta autwv Kabws
enions kar otnv €€£n1IEN tns vooou.



H nio ouxvh kai ‘kAacoikh’ pop@n gival o Tunos
CMT1A (ouxvétnta 1-2/10.000 dtopa), nou
kAnpovopeital pe enikpath tpono Kai opeinetal o
BAdRes tou yovidiou PMP22 otn Béon 17p11.2. H
CMT1A ogsifetal og >99% 1wV NEPINTWOEWV OF
avadinAaciaopd tou yovidiou PMP22, BAdpn nou
givar anéAuta diayvwotkn yia tn véoo.

Yndpxel enions o tunos CMTX1, nou €ivai
@uiooUvoetn pop®n tns vooou Kal SeUTePn o€
ouxvotnta, kaduntovias éva nocootd ~20% 6Awv
wwv nepintwogwv Charcot Marie Tooth kal >90%
s punoouvdetns popphns CMTX. Mpokansital
anoé petanndagers oto yovidio GJB1 (Cx32) nou
Bpioketal o010 xpwpdowpa X Ki éxel oav KUpla
XOPAKTINPICUKA PETPIa €ws Bapid KivnuKA Kal
alo0nukn veupondbeia otous NACXOVIES APPEVES,
nou pnopei va cuvodeletal ki and Bapnkoia,

EVM Ol YUVaiKes-popEis gival cuvhBws xwpis
oupntwpatd. NMaBonoyikés petadndgels oto
yoviblo GJB1 avixveuovtal o >90% twv aoBevdv.

Epappoloupe éAgyxo petanid&ewv pe avanuon
tns affinAouxias tou DNA (automated bi-
directional fluorescent DNA sequencing) éAou

tou yovidiou connexin32 (GJB1), kaBws kai nAnpn
éneyxo ennsiyewv/avadiniaciacpwy tou yovidiou,
nou cuvonikd kaAuntel noocootd >99% twv
petadfd&ewy tns vooou.




To cuvépopo Rett (yovidio MECP2) ogeifetal o
petannagels tou yovidiou MECP2, oto xpwpdowpa
X, nou npokadouv pia osipd ané coPfapés
veuponoylikés Kal avantuglakés diatapaxés, 1000
ous yuvaikes 600 kal otous avbpes. KAnpovopeital
M€ Tov punooUvdeTo enikpath Tpono Kai ous
yuvaikes ekbnAwvetal ws: KAAooIKO cUvOpopo
Rett, pn-kAaooiké cuvbpopo Rett n pe pérplou
BaBuou avantu§lakn kai diavonukh kabuotépnon.
Ytous dvdpes ekbnAmvetal nio ondvia, pe 18iaitepa
Bapid veoyvikn eykepanondBdeia kal pikpokepania
nou ouxvd odnyei oe npéwpo Bdvarto, h pe
Slavonukn kaBuotépnon Kal YUXwTKES S1ATapaxés
(PPM-X syndrome). H cuxvétnta tou cuvopopou
ota Onnea dropa eivar ~1/8.500.

Epapudloupe éneyxo petannda&ewy, pe avaduon
tns affnfouxias tou DNA (automated bi-
directional fluorescent DNA sequencing) éAou
tou yovibiou MECP2 kaBdws kai nAnpn éneyxo
enneiyewv/avadiniaciacpwy tou yovidiou,

nou ouvonikd kaduntel nocootd >99% twv
petadfd&ewy tns vooou.

Note xpeialetal o HopIaKOs YEVEUKOS
€NEYX0S OTa VEUPOYEVETIKA voohpata

O poplakds yevetkos EAEYXOSs yia Ta VEUPOUUIKA
voonpata epappodetal Aiyo diapopetkd yia kGOe
véonpa, avanoya pe tov tpono kAnpovouikétntas
Kal ta KAIVIKA XapaKtnpIotuKa tns vOoou.




Eibikd yia ta enikpath VEUPOYEVEUKA voohpatd
(n.x. véoos tou Huntington, Charcot-Marie-Tooth
CMT1A)), o poplakds yeveukos éneyxos Bacikd
ekteneital:

e og ndoxovia dtopa ws dlayvwotkds EAgyXos,
ylda va dlaniotwooupe Kal va enifePalwooupe ot
npdypatu ndoxouv and 10 CUYKEKPIPEVO vOoha,
apou gugavifouv cupntwpata cupfatd pe in
vO0o.

¢ ws npoPAenukds éNeyxos, o péAn pias
OIKOYEVEIQS PJE NAOXOVTA OUYYEVA, NOU
emBupouv va yvwpifouv €dv Bpiokovtal o
Kivbuvo va voonoouv. e auth tnv nepintwon
npénel va nponyeital yevetukn cupBounn.

® 010 éUPPUO, WS NPOYEVVNTUKOS EAEYXOS, OE
NEPINTWOEIS NOU KAMolo PEAOS TNS OIKOYEVEIAS
ndoxel Ki éxel hdn Bpebei n yeveukn BAAN
(anapaitnta), yia va dianiotwBei katd néco
10 éuPpuo KivbuveUel va voonoel apydtepa.
Na onpeiwooupe 6U G€ OPICPEVES NEPIMTWOEIS
undpxel 1o evbexdpevo va anokanu@Oei
napdiinia kal o kivbuvos yia kanolov anéd
ToUs yoveis, nou niBava dev to yvwpifouv n
6¢ev enBupolv va 1o yvwpifouv. Kai o€ auth
NV nNePintwon NPENEI va NPONYyEital YeVEUKh
ouppounn.

lNa ta unoAeinépeva veupopuikd voonpata,
onws n ataia tou Friedreich ka1 n vwuaia
HUIKA atpoia, o Hoplakos yeveETKOs EAgyx0s
epappoletar:

e g€ ndoxovia atopa, ws dlayvwoukods EAgYxXOs, yia
va dianiotwaooupe n kal va enifefaiwooups o6u
nEAyuat Ndoxouv and 10 CUYKEKPIPEVO voonpa,
aQou sp@avifouv cupntwpata cupfatd pe tn vooo

® yia TNV avayvwpion gopéwv otov NAnBuopd h
o€ PEAN pIas OIKOYEVEITS PE NAOXOVIA CUYYEVA,
npiv EeKIVACEI pla eykupoouvn h noflu vwpis otn
KUnon



* 010 £UPpuUo, ws Npoyevvnukods ENgyxXos, ot
NePINTWOEIS NMou Kal ol dUo yoveis gival popeis
s véoou Ki éxel Ndn Bpedei n yeveukn BAGRN
otov kaBéva (anapaitnta), onodte Kal NPEnEl va
Slaniotwooupe av 1o €PPpuo ival uyiés, popéas
fh ndoxov.

Ténos, yla ta puAooUvdeta veupouuikd voonpata,
nou €ivail n puikn duotpoia Duchenne/Becker,

n vooos Charcot-Marie-Tooth CMTX1, n vocos
Kennedy kai to cUvbpopo Rett, o popiakos
YEVEUKOS €Neyxos epappodetal:

e og ndoxovta dppeva h Bnnea (avdnoya) dtopa
ws dlayvwaotkds €eyxos, yid va S1aniotwooupe
kai va enifefaidooupe 6u npdypau ndoxouv
and 1o CUYKeKpPIPEVo voonpa, agou gugavifouv
oupntwpata cupPatd pe tn véoo

® yIO TNV AvayvmpIlon YUVAIKMV GOPEWY, Mo gival
HEAN PIas OIKOYEVEIDS e MAOXOVTA CUYYEVN (M.X.
aden@o), npiv Eekivhoel pia eykupooUvn h nody
vwpis otn Kunon

¢ 010 £uPpuUo, ws Npoyevvnukds ENgyxos, ot
NEPINTWOEIS MOU N PNTEPA Eival yvwoto ot
eival popéas Ki éxel Ndn Bpedei n yeveukn
BAaPn (anapaitnta), ondte kai npénel va
Slaniotwooupe av 1o £uPpuo gival uyiés n
naoxov.

ENIZHMANZH: Mpénel va yvwpidete 6u 10
EPYAOTNPIO PaS CUPHETEXEN PE andAUTn eniTuxia
otov e§wtepIKO Nolouko €lgyxo tou European
Molecular Genetics Quality Network (EMQN),
nou epapuoletal neplodikd yia noddd ané ta
napandvw VEUPOYEVEUKA voohpata.

H ouppetoxn auth e€ao@anifel tnv peyanltepn
Suvath diayvwoukn akpifeia twv enéyxwv pas kai
npoodivel euniotoolvn ota anoteéopatd pas.
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