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MéeAétn TG MPOMNKOVWTIAIAC MUIKAC
atpo@iag (voeog tov Kennedy)
oToV EAAnVIKO MAnBuopo

>KOMNOX H mpounkovwtiaia HUiKA atpo®ia, yvwaoTh Kal w vocog Tou Kennedy,
€ival pia omravia UAOGUVEETN KANPOVOUIKH VOGOG TOU KATWTEPOU KIVNTIKOU
VEUPWVA, UE TTPOEEAPXOV KAIVIKO CUUTITWHA TV TPOOSEVTIKNA HUIKA aduvapia.
Méxp1 onjpepa dev UTTAPXOUV EMOPKI OTOIXEIA Yia T VOGO 0TOoV EANASIKO
XWPO. ZKOMAG TNG mapoucag HEAETNG NTav N Siepebivnon TG ouxvoTNTAC,
NG YEWYPAPIKAG KATAVOUNG KAl TWV XOPAKTNPIOTIKWV TG vooou Kennedy
otov eEAANVIKS MANBLG 6. YAIKO-ME©OAOZ Ztnv mapoUca HENETN CUMTTEPL-
M@Onkav 234 dtopa (213 appeveg acOeveig e umoyia MPopnKovwTIAiag
MUIKAG atpopiag kat 21 ORAeig-mBavoi @opeic) mou mapaméuednkav otn
Movada Nevpoyevetikig tng A° Neupohoyikin¢ KAivikig tou Mavemotnpiov
ABnvav, ato «Atyivriteio» Noookopeio, péoa oe Sidotnpa 16 eTwv. Ot acOeveig
EKTIUAONKAV KAIVIKA Kal Tpoodlopiotnke o aptOuog twv emavalipewv CAG
070 yovibio Tou unodoxéa Twv avdpoyovwy (AR), oe DNA and mepi@pepiko
aipa. ATTIOTEAEXMATA Ao 1o 2001-2016 evtomioTnKav GUVOAIKA 16 AppEeVEC
Betikoi yia tn vooo Kennedy kat 10 OA&i¢-@opeic TG maboloyikng petalia-
YAG TNG vooou. O pIKPAG GUVOAIKOG aplOuo¢ Twv BeTikwv EANAvwv acBeviv
yta vooo Kennedy gival evOEIKTIKOG ThG OTTAVIOTNTAG TOU VOGHATOG OTOV
€A\NVIKO MAnBuo 6. Au§nuévn cuxvotnta dramoTwonke oto vnoi tng Xiov
(cluster). To yovoTumIKO Kal TO QAIVOTUTTIIKO @Acpa TG vooou Kennedy Sev
Siépepe onuavtikd and 1o avtiotolyo dAAwv mAnBuopwv. XYMMNEPAZMATA H
ouxvotnta tng vooou Kennedy otnv EANGSa ivat 18laitepa xapnAn. Qotéco,
Sev pmopei va amokAEIGTEL TO EVOEXOUEVO N VOGOG VO UTTOSLAYIYVWOKETAL.
Mapd tn @AIVOUEVIK OTTAVIOTNTA, O KAIVIKOG 1aTpOg Mpémel va Siatnpei
uPnAn TNV uroYia TN VOoOoU, WOTE va SlevepyEiTal EyKalpa O HOPLAKAC Kal
0 TIPOYEVVNTIKOG EAEYXOG.

Copyright © Athens Medical Society
www.mednet.gr/archives
ARCHIVES OF HELLENIC MEDICINE: ISSN 11-05-3992

APXEIA EAAHNIKHE IATPIKHE 2017, 34(3):383-389
ARCHIVES OF HELLENIC MEDICINE 2017, 34(3):383-389

M. Mmipéa,
I. KoUtong,
A. KAGdn,

I. Kapadnua,
M. Mavag

...................................................

Movdabda NeupoyeVeTIKiic,

A’ Neupodoyikry KAwvikri, Noookoueio
«Atywritelo», latpikry 2xoAr, EOvIKG Kat
Kamodiotptakd Mavemotriuto ABnvwy,
Abnva

Spinobulbar muscular atrophy
(Kennedy’s disease) in the Greek
population

Abstract at the end of the article

Né&egig eupeTnpiou

Nooog Kennedy
MpounkovwTiaia puikn atpopia
Dulocuvdeto voéonua

YrmoBAribnke 8.9.2016
EykpiOnke 14.9.2016

H vococ tou Kennedy, yvwoTtr kat w¢ mpopnkovwtiaio
HUikn atpogia (spinobulbar muscular atrophy, SBMA), givat
Mo oTravia KAnpovouikn mdbnon mou xapaktnpiletal amd
EKPUAION TOU KATWTEPOU KIVNTIKOU veupwva. Mpoefdpyov
KAWVIKO CUUTTTWUA ATTOTEAEL N TTPOOSEUTIKN HUIKr aduvapia.
AN\EG KAIVIKEG EKONAWOELG TNG VOOOU €ival 0 TPOUOG, Ol EMW-
SUVEG HUTKEG OLUOTIACELG, Ol SECUIOWOELG, N YUVALIKOUOOTIQ,
o urtoyovadiopog kat ol Siatapayég tng atcOntikétTnTag. H
BaplTNTA TWV CUPMTWHATWY TTOIKIAAEL ATTO ACUUTTTWIOTIKE
untep-CPK-alpia éwg avamveuoTikn avendpkela. Qotdoo,
HIA JEIOVOTNTA MOVO TWV AcOevWwV eP@aviCel CUPUMTWHATA
ameAnTIKA yia TN {wrj, L€ ATTOTEAECIA VA NV EAATTWVETAL
ONUAVTIKA To TPoodOKIpo emfiwong. H évapén tng vooou
TornoBeteital HeTa&V TNG TPITNG KAl TNG TTEUTTNG SekaegTiag.?
AOYyw NG ommaviéTNTag TNG VOOOUL UTIAPXOUV OTOIXEIa yia

TOV EMITOAACUO TNG MOVO O€ Ula PEAETN oTo Reggio Emilia
NG Itahiag, 6mmouv urtohoyiotnke oe 1,6/100.000.%

H mpounkovwTtiaia Uik atpo@ia TpoKaAETal amo pia
aoTa0n eMEKTAON HUIAG TPIVOUKAEOTISIKAG (TTOAUYAOUTAIL-
VIK¢/poly-Q) aAAnAouyiag CAG (40-62 CAG emavaAfPELg)
oto €€wvio 1 Tou yovidiou AR, Tou KwSIKOTIOLE( Yl TOV
urtodoyéa Twv avdpoyodvwy Kat e6pdletal 0To XpwHOCWHA
X.* Q¢ @UAOCUVOETN UTTOAEITTOUEVN VOOOC eKONAWVETAL
TIANPWG HOVO O€ APPEVEC, Ol OTTo{01 SEV UTTOPOUV VA LETASBI-
Baoouv to TaBoAoYIKO YOViSlo OTOUC APPEVEG ATTOYOVOUC.
Ol yuvaikeg-popeig gival ouxvd acUPMTTWHATIKEG. EvioTe,
€VOEXETAL VA TTAPOUCIACOULV Tmia PUIKA aduvapia, Kpa-
uneg, Seopdwoelg i avénuévn CPK.? ZApepa, eival QIKTA
n MPOYEVVNTIKA S1dyvwon OTIC UNTEPEC TTOL PEPOULV TN
peTaAayn o e€g1dikeupéva KEvTpa.
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31N Sapopikn Sidyvwon Tou Voo HaTog mepIAAUPA-
vovTal N Adyta puatpo@ikry okArjpuvon (ALS), ol vwTiaieg
HUIKEG atpo@ieg (SMA), ol puoTtdBeleg, ol veupOoTTADEIEG Kal
AA\a omdvia voonuaTta.

Méxpt onuepa, dev unnpxav emapkrn dedopéva yia
ouxXVOTNTA, TN YEWYPOAPIKA KATAVOUN KAl TA XOPAKTNPIOTI-
KA TNC TIPOUNKOVWTIAIAC HUIKAG aTtpo@iag oTov eEAANVIKO
mANBuouo.

3 KOTTOC TNG TTapoloag HEAETNG ATav N SlEpelivnon au-
TWV TV OToIXEiwV 0TouG EAANVEG aoBeveig pe eviexdpevn
vooo Kennedy, Baci{opevn o€ UAIKO TTOUu CUANNEXONKE, o€
OUVOAIKO S1doTnpa 16 ETWY, O €va KEVTPO aAvapopdg yia
N véoo. Neplopiopéva Sedopéva amo Tnv mapoloa PEAETN
o€ UTTOOPASA AoOeVWV €XOUV SNUOCIEVTEI TTPOOE@ATA OTN
S1ebvn BiAoypagia.’

YAIKO KAl MEOOAOX

Mpoéhevon acBevwv

JUVOAIKG, 213 dppeveg pe umoyia TnG vooou Kennedy kat 21
OnAeig mBavoi @opeic CUPTEPIAAPONKAV 0TNV TapPoUca PENETN.
3 € auTtoug SlevepyNONKE HOPLOKOG YEVETIKOG EAEYXOG KATA TO
XPoViké Stdotnua 2001-2016 otn Movada NeupoyeVETIKNG TOU
«Atytvritelou» Noookopeiov. H Movada NeupoyeveTikig tng A’
Nevpoloyikrig KAivikng tou Mavemotnpiov ABnvwv oTo «ALyIVATEIO»
Noocokopgio amoTteAei KEVTPO avapopdg oTov EANASIKO XWPO yla
aoBeveiG ue KANPOVOUIKA VOO UATA TOU VEUPIKOU CUCTHATOC, TTOU
TIPOEPXOVTAL ATTO OAN TNV ETIKPATELA. ATTOTEAE( TO OVASIKS KEVTPO
0TO SNUOCIo CUCTNUA LYEIAG TO OTToi0 TTPOCPEPEL SIAYVWOTIKO
€Neyxo yia T vooo Kennedy amo 1o €tog 2001, yeyovog mou Tnv
KaB10TA Kal KEVTPO MANBUOUIOKAE TTANPo®opiad. H mislopn@ia twv
aoOevwV TNG HEAETNG e€eTAOTNKE OTA €181KA LlaTpeia TnG Movadag
NeupoyeveTIKNG ] vOONAeUTNKE 0TO «Alyilvritelo» Noookopegio. Ot
UTTONOLTTOL TTAPATTEUPONKAV aTTO AAAA VOOOKOUEIA 1 IBIWTEG lATPOUG
ammd OAn TNV eEAANVIKA emikpdTela. ‘ONot ol aoBeveig ekTIpRONKav
KAVIKA Kal €T1i TTAéov a§loAoynONnKe N IKAVOTNTA EMTENEONG KO-
Onuepviv Spaotnplotitwy (ADL) pe Bdon Tnv Tpomomotnuévn
KAipaka Rankin.”

Mopiakn avéiuon

H amoudévwon tou DNA mpaypatomolriOnke and Aeukd alpo-
o@AIPLa TIEPIPEPIKOV AiATOC, PE Xprion TG neBdSou Tou xYAwpLou-
XOU vaTpiov, £MelTa amod evuntoypaPn cuyKatabeon Twv acBevwv
yla Slevépyela poplakou eAéyxou. AkoAoUBnoe evioxuon Twv uTtd
UEANETN TTEPLOXWV HE TN HEB0SOo pBopifovoag PCR (aAuotdwTn
avtidpaon TOAUPEPAONC) KAl TTpaypaTtomolriOnke avaAuor Toug Je
NAEKTPOPOPNON OE AUTOUATOTIOINMEVO YEVETIKO avaAuTr ABI-310
(fragment analysis), TpoKeléVOU va TTPooSIoPIOTEL 0 ApIOUOS TwvV
TP1adwv CAG og kaBe aAALo Tou yoviSiou AR. MNa tnv aflohdynon
TWV ATTOTEAECHATWY XPNOIHOTIOIONKE TO TTPdYpappa GeneScan®
Analysis software.?

M. MIMPEZA kat ouv

JTOTIOTIKN avAAuon

Ma ™ otatioTikn avdAuon Twv Sedopévwy Xpnotpomotrionke
TO AOYIOMIKO TIpOYypaupa Statistical Package for Social Sciences
(SPSS), ékdoon 20.0, epappdlovtag Tig Sokipaoieg x2, ANOVA,
Fisher’s exact kat Pearson.

ANOTEAEZMATA

310 0UVOAO TWV 234 aoBeVWV TNG UENETNG (213 AvEpeg,
21 yuvaikeg) evtomiotnkav 16 dppeveg OeTikoi yia tn vooo
Kennedy (=40 CAG) kat 10 OAAEIG-pOpEiG TNG METANNAYAG.
Ao Toug urtdAotmoug 208 apvnTIKoUg, ot 85 éxouv Adfel
Stadyvwon ALS.

AoBeveic BeTikoi yla vooo Kennedy

>toug 16 ENAnveg aoBeveic pe vooo tou Kennedy, n péon
nAkia évapéng itav ta 39,6 £tn. Xtov mivaka 1 mapatibevrtal
AVOAUTIKA Ta KAIVIKA KOl TA YEVETIKA XAPOAKTNPLIOTIKA TOUG,
KaBw¢ Kat n TooooTiaia avaloyia auTtwy oTo cUVoAo Twv 16.
To 1m0 cUXVO TIPWTOEUPAVI(OUEVO CUUTITWHA ATAV N HUTKA
aduvapia KATw Akpwv, Pe TooooTod 66,7%, akoAouBoUuevn
amnd Tov Tpopo (13,3%), TiG eMWSUVEG HUIKEG CUCTIACELG
(6,7%) ka1 tnv aduvapia dvw Akpwv (6,7%).

Ta cupntwpata mou ekSNAWBNKAV ard Toug acOeveic pe
vooo Kennedy Tng HEAETNG ATAV KATA CEIPA CUXVOTNTOG TA
€€n¢: Aduvapia kdtw dkpwv (93,3%), aduvapia Avw akpwv
(80%), Seouidwoelg (73,3%), TpdpOG (46,7%), Sucapbpia
(46,7%), yuvaikopaoTia (40%), Suopayia (40%), KPAUTTES
(33,3%) kat Siatapaxég aloOnTikéTNTAC (20%). ATTO TOV TTa-
PAKAIVIKO €Neyx0, 0TOUG 8 amd Toug 16 BeTikoug aoBeveig,
yla Toug omoioug ritav Si1aB€oiueg ol akpifeic TIHéEC NG CPK,
mapatnperibnke oe dAoug urrep-CPK-aipia (puotoloyikég
TINEG: 60-174 IU/L). H péon tip tng CPK Atav 994 1U/L (min:
346, max: 2.000). Emi MAéov, 5 aoBeveic anod Toug 16 gixav
uTTEPXOANOTEPIVALUia Kal évag cakxapwdn dafBnritn. 1o
NAEKTPOMUOYPAPN A TWV A0OEVWV TNG HEAETNG LTTHPXAV
evbeielg xpoviag veupoyevolg BAAPNG HE 1 Xwpig oTol-
XElQ EvEPYOTNTAG KAl UEIWON TOU UYOUG TWV AloONTIKWV
TPOKANTWYV SUVAIKWYV. H péon Tiun NG TPOoTomoInUévng
KAipakag Rankin twv EN\jvwy acBevwv pe vooo Kennedy
ntav 2, pe péon Sidpkela vooou 12,1 €tn (2: Ammov Babuov
avamnnpia, aduvapia ektéAeong mpovoonpwyv dpactn-
plotitwy, dev anatteital BoriBela yia mapakoAovOnon
TIPOCWTTIKWYV BeATWV).

O ap1Buodc Twv emavalnPewv TG TpmAétag CAG oto
maBoAoyikd aAnAlo Twv acBevwv Kennedy kupdvOnke
peta&L 40-50 emavariPewv. MpaypatonmolBnke EAeyxog
yla urtapén cuox£Tiong TNG NAKiag évapéng Tng vooou pe
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Nivakag 1. KAIVIKA Kal YEVETIKA XapaKTNPIOTIKA TwV EANjvwv acBevwv pe tn vooo tou Kennedy.

K47 K56 K96 K177 K182 K216 K235 K239 K243 K246 K247 K254

Ostikoi K1 K7 K11 K21
yta véco
Kennedy
HAikia évapénc 396499 43 53 60 39 42 33
H\ikia 51,1€123 48 63 67 46 46 36

Adpkela vooou 11,6+11,7 5 10 7 7 4 3

CAG 46,7£26 50 48 47 48 47 50

KAnpovopiko 60,0% + + - - - -
I0TOPIKO

Tpopog 46,7% - - - - + -

Kpaprmeg 33,3% - - - - - -

Aeodwoelg 73,3% + +

Aduvapia Katw 93,3% + + + + + +
dkpwv

Aduvapia dvw 80,0% + - + + + +
dkpwv

AvcapBpia 46,7% - - + - - -

Avogayia 40,0% - - - + - -

Alatapayég 20,0% - - - - - -
alednTKoTNTAS

luvaikopaoTia 40,0% + - - - + -

T CPK 100% + + +

Modified Rankin 2 2 3 2 2 2
Scale*

40 45 43 20 36 37 28 30 35 50
49 48 45 35 36 40 56 72 60 71

47 44 46 47 49 44 47 40 46 40

+ + + + + + - - + -
+ - + + + - - + +
- - + + - - + + +
+ + + + + +
+ + - + + + + + +
- + + - + + + + +
+ - - + + - + + +
+ - - - + + + -
- - - - - - + + +
- - - - + + + + -
+ + + + +

2 2 1 2 2 2 2

* Tpomomoinuévn kAipaka Rankin: 0: Amoucia cupmtwpdtwy, 1: Aoucia avannpiag mapd tnv UMapEn CUPMTWHATWY, IKAVOTNTA EKTENEONG OAWV TWV CUVNBIoUEVWY
Spaotnplotitwy, 2: Hmou Babpou avamnpia, aduvapio eKTENeoNG OAWV TwV TTPONYOUHEVWY Spactnplotritwy, Sev amarteital BorOeia yia mapakoAovbnon mpoowmKwv
Bepdtwy, 3: Métplouv Babuou avarmmpia, amatteital oxeTikr Boribeia ald diatnpeital n kavotnta yia Badion, 4: Metpiwg coBapr avannpia, aduvapia Badiong kat
TIPOOWTTIKAG PpovTidag Xwpic BorBela, 5: Bapid avarmnpia, kaBrnAwaon oto KpeBATl, akpdTela, amatteital GUVEXNG VOONAEUTIKN gpovTida

ToV aplOuod emavaAPewy Twv TPIMAETWY CAG UE Epappo-
yn Tng Pearson Sokipaciag, anod tnv omoia dev mpoékupe
OTATIOTIKA ONUAVTIKO evpnua (p=0,486).

H yewypa@ikn Katavoun Twv BeTIKwv acBevwv @aivetal
oTnv lkova 1. Kataywyn amd ta vnold Atyaiou gixav 8 ano
TOuG 16 a0BeVEiC Kal, CUYKEKPLUEVQ, OL 6 TIPOEPXOVTAV ATTO
Ta Kapddauuha tng Xiou. XpnoIHOTTOIWVTAG T OTOIKEIA TNG
aATTOYPAPNG TOU EAANVIKOU TANBUGoHOoU 2001 Kat e TN Xprion
Tou Fisher’s exact Tpo€ékuPe OTATIOTIKA ONUAVTIKN Slapopd
(p<0,001) yia TNV KaTaywyn Twv acOevwyv amnod 1o vnoi tng
Xiou, CUYKPITIKA UE TOV YEVIKO TTANBUGUO.

Dopeig petalhayrg vooou Kennedy

T XETIKA UE TIG YUVAIKEG-POPEIG TNG LETAANNAYIG, OTOIXEI
UTTAPXAV Yia TIG 6 amo TIg 10. ATtd auTég, oL 2 gpgavicav
eMWOUVECG MUTKEG OUOTIACELG KAl Ol UTTONOLTTEG RTAV
ACUUNTWHATIKEC. Ta SeSopéva autd a@opouv oTn OTIyuUn
TNG KATAYPAPNG, Ao Sev UTTAPEE UETETTEITA ETTAVEAEYXOG
KAl TTAPOAKOAOUONON TWV POPEWV.

O aplBuog Twv emavaAnPewyv ¢ TpimAétag CAG oto
TAB0AOYIKO AAAAIO TWV POPEWV KUPAVONKE HueTa&L 40-50
emavalPewy, OTIWG Kal 0Toug BeTikoUG yia vooo Kennedy
aoBeveic.

‘Ocov agopd oTNV Kataywyr Twv QopEwy, 6 amno TIg
10 yuvaikeg-popeig katdyovtav anod ta vnotd Tou Atyaiou
Kal, e181kOTEPQ, Ol 5 anmd autég mpoépyovtav anod tn Xio.
Ol popEig NTAV CUYYEVEIG TwV BETIKWV aoBevwv yla Tn
véoo Kennedy.

AoBeveic apvnTikoi yia véoo Kennedy

Ot apvntikoi yia tn véoo Kennedy aocBeveig Staxwpi-
otnKav oTI¢ €€RG opddec: NOoOL KATWTEPOU KIVNTIKOU VEU-
pwva, ALS, puommdBeleg, aloONTIKOKIVNTIKEG VEUPOTIADEIEC,
mpwTtomadng mAdyla okAnpuvon (PLS) kat dA\a voorjuata.

H opdda «vdool Tou KATWTEPOU KIVNTIKOU VEUPWVO»
(n=58) SlayxwpioTnKe MepAITéPW OTIC KATWO!L TTEVTE LTTO-
opadec: Mpoiovoa puikn atpoia (N=29), vwtiaia HUikn
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Ekova 1. Tewypa@IKh KATAVOUN TWV TTEPLOXWV KATAYWYNG TwWV aoBevwv
pe vooo Kennedy. Znuelwvetal ge pavpo xpwua n Xiog, meploxn He
181aitepa uYNAS emmoAacuo.

atpo@ia (n=11), TPoOSEVTIKN TIPOUNKIKA TTapdAuon (n=9),
TTEPIPEPIKN] KANPOVOMIKN KIVNTIKA VeupordBeia (n=8) kat
METATTOMOMUENTISIKO oUVSpopo (N=1). Katomiy, cuykpidnke
n opdda Twv BeTIkwv aoBevwv yla vooo Kennedy pe tnv
UTTOOPAS A «VOOOL TOU KATWTEPOU KIVNTIKOU VELPWVA» Yid
va SlakplBei av uTTdPXOULV KAIVIKA XOPAKTNPLOTIKA TTOU Va
116 Staywpifouv emapkwg, dedopévou OTI Kat ol acOeveiq
ue vooo Kennedy ep@avifouv mpoooAr| TOU KATWTEPOU
KIVNTIKOU VEUPWVA XWPIG CUPMETOXN TOU AVWTEPOU KIVN-
TIKOU VEUPWVA.

AlamoTtwbnkKe oTaTIOTIKA onuavTiki Slagopd peta&y
TwV 8V0 opddwyv otnV UTTAPEN OIKOYEVEIAKOU IOTOPIKOU
(p=0,000) Kat oTN CUXVOTNTA ENPAVIONG TPOMoL (p=0,001).
OplOoKA OTATIOTIKN ONUAVTIKOTNTA ELPAVICAV KAl N TIPOMN-
Kk} aduvapia (p=0,053) kai n mapamndpeon (p=0,050), ye peya-
AUtepn ouxvotnTta oTnV opdda twv acBevwv pe vooo Kennedy.
ZTov mivaka 2 TapouctdovTal EKTEVWE TA ATTOTEAECATA
NG eV AOyw oUYKpPLoNnG. To CUXVOTEPO TPWTOEUPAVI{OEVO
CUUTITWHA O0TNV OPAdA «vOCOL TOU KATWTEPOU KIVNTIKOU
VELPWVA» TAV, OTIWE KAl 0TNV opdda Twv Kennedy-0eTikwy,
N HUikn aduvapia KAtw dkpwv (45,5%). AN CUPTITOATA
€évap&ng tng vooou og autolg Toug aoBeveic mepN\apfavav:
Muikr aduvapia avw dkpwv (29,1%), mpopnKik aduvauia
(14,5%), emwduveg pUikég ocuoTtdoslg (5,5%), Seopudwoelg
(3,6%). Mbvo évag aoBeviC ELPAVIOE TPOUO WCE EVAPKTAPIO
ovuntwua (1,8%). To “hit rate” Tng petalayrig (mutation
hit rate) og autr TNV umoopdda Twv acBevwv rTav 21,6%.

M. MIMPEZA kat ouv

Mivakag 2. Z0ykpion acBevwv pe Tn vooo Kennedy pe umoopdda aobevwv
HE VOOO «KATWTEPOU KIVNTIKOU VEUPWVA».

OsgTIKoi Opada T p
YIaVOCO  KATWTEPOU
Kennedy  kivntuikoU
(n=16) VEUPpWVA
(n=58)
HAwia* 51,1+12,3 50,2+17,1 0,613
(35-72) (17-82)
HAkia évapéng® 39,6+9,9 45,0 +21,1 0,283
(20-60) (5-82)
OLKOYEVEIOKO I0TOPIKO 10 6 0,000
Tpopog 7 3 0,001
Enmwduveg puikég OUOTIAOELG 5 9 0,277
Muikn aduvapia avw dkpwv 12 35 0,352
Muikr aduvapia KAtw aKkpwv 14 35 0,050
Mpounkikr aduvapia 9 15 0,053

*Ta Sedopéva mapouvotalovtal we HEcOG OpocEoTabepri amoOKALoN (EUPOG TIMWV)

2YZHTHZH

H mapoloa peNéTn apeixe yia mpwtn gopd oTolxeia
Y10 TO KAIVIKO KOL TO HOPLAKO (pACHA TNG TIPOUNKOVWTIAIAG
HUTKAG atpopiag (vooog Kennedy) otnv eAANVIKA €M1-
Kpdatela. H véoog gpdvnke o6ti eival 18laitepa omdvia otov
ENASIKO XWpPo. Q¢ TTPOC Ta KUPLA XAPAKTNPLOTIKA TNG, TA
Sebopéva mou mpogkuav Sev Sla@EPOuV CNUAVTIKA Ao
Ta avtiotolxa AAAwvV TANBUCUWYV TToL avagépovTal oTNn
S1e6vn BiBAoypapia.

H mpounkovwTiaia puikn atpogia meptypd@nke yia
mPWTN @opd 1o 1966-1968 o€ dppeva acOevr, NnAKiag
57 1wy, M évapén HUIKAC aduvapiag 20 étn vwpitepa.’
AkoAoUBwg, dnuooievtnke oglpd 11 acBevwv and Svo
OLKOYEVELEG. EvEéxeTal N vVOOO( va gixe TEPLYPAPEL AKOUN
vwpitepa amno lanwveg veupoAdyouc.t AToTeNEl ONUAVTIKO
SeS0UEVO IOTOPIKA OTI TIEPITTIOU TAUTOXPOVA LUE TNV APXIKNA
dnuoocisuon n vooog eptypdgpnke Kat and EANNveG veu-
pPoAdyou¢ oTo «Alyvritelo» Noookopeio.>? Ao SekaeTieg
apyotepa, To 1991, avakaAU@ONKE n EMEKTACN TNG TPITTAE-
tag CAG aAAnAovuxiag oto yovidio AR, mou euBuvetal yla tn
v600.2' Ewg onpepa éxouv Sie§ayOei S1eOVWG TTEVTE PEYANEG
HENETEG Y1a TN vooo Kennedy (>30 aoBeveig).”o-™

‘OMNot ot EAAnveg aoBeveiq pe vooo Kennedy eixav tov
KAOOLKO TIEQIYPAPOUEVO PAIVOTUTIO, LE TN HUTKN aduvapia
TwV KATW AKPWV va armoTeAEl To Tpoe€ApXoV CUUTITWLIA.
TNV nAeloPn@ia Twv BETIKWVY aoBeVWV TNG LEAETNC avapép-
ONKe WG EVAPKTAPLO CUUTMTTWHA N HUTKA aduvapia Twv KATw
dkpwv. H mapeon e€eliooetal cuvrOwg e TNV akoAouvOn
oslpd: ApXIKd, TPooBAANNOVTAL TA KATW AKPA, AKOAOUBE( N
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OUMUETOXN TWV Avw AKPWVY, N TTPOUNKIKA aduvapia, evw
TeENEVUTAIOl CUPIETEXOUV Kal Ol PUEG TOL TIpocwTiou. O
TPOUOG (13,3%) Kal ot EMWSUVEG UUIKEG CUOTIAOCELC (6,7%)
EUPAVIOTNKAV WG TTIPWTO CUUMTWHA OE HIKPO HOVO TTOCOOTO.
To YEYOVOC QUTO £PXETAL OE AVTITAPAOEDH UE KATIOLEG ATTO
TIG UTTAPXOUOEG HEAETEG, OTTOU TPOMOG KAl EMWOUVEG MUTKEG
OLOTIACELG avagépovTal we Ta SVO TIO CUXVA EVAPKTAPLA
CUUTTTWHATA KAl aKOAOUBEl N puiky aduvapia Twv KATw
akpwv.’"* QOTO0O0, TA CUYKEKPIMEVA CUUTTTWHATO CUXVA
Sla@elyouV TNG MPOCOXN G Tou acBevolg Kal Sev avapépo-
VTal auOOPUNTA, PE ATTOTENECUA TNV MOAVH UTTOEKTIUNON
TNG TTPAYMATIKAG TOUG CUXVOTNTAG WG EVOPKTHPLIOU CUUITTW-
patoc.” To yeyovog autd o€ cuVSUACHO PE TOV XAUNAO
ap1Bud TMacXOVIWV oTNV TAPoUca OElPd eVEOEXOUEVWG VA
gppNvevEl TNV mapatnpnBeioa Stagopormoinon.

Eival evpéw¢ yvwoTo 6Tt 0 aplBuog Twv emavalnPewv
NG TPpImAétag CAG oxetietal dpueoa pe TNV nAkia évap-
&€ng ™G vooou Kennedy.”® H ev Adyw CUOYXETION UTTAPXEL
Kal o€ AANA YEVETIKA VOO IHATA EMAVOANPEWV TPUTAETAG
CAG, o6nwc¢ yla mapddetypa otn vooco Huntington. Mo
OUYKEKPIPEVQA, HEYANOG apIOPOG EMAVOANPEWY TPUTAETAG
CAG ocuvendyetal évapén Tng vOoou o€ IKpOTEPN NAIKIA.
QoT1o00, autd Sev emainBOeUTnKe otoug EAANVveEG aoBeveiq
pe vooo Kennedy, 6TTwg TPOKUTITEL KAl armd Tov Trivaka 1.
Kai n ouykekpipévn Siagopomoinon and tn Siebvn PBi-
BAloypagia Ba mpémel va anmoboBei 0Tov OXeTIKA XAUNAO
aplOuod maoXovIwv oTnV mapovoca oslpd. Emi mAéov, To
TIEPLOPLOPEVO EVPOG TTABOAOYIKWYV TPIMAETWY CAG (40-50)
oTNV Mapoloa CElPd PTTOPE( va TepLlopiCel TN OTATIOTIKN
1oXV Tou Seiypatog. TENOG, OTIwG oNUEIWONKE TTapamdavw,
OPIOUEVA TIPWIKA CUPTITWHATA evEEXETAL va Slagpelyouv
TNG TPOCOXNG Tou acBevoug, pe amotéleoua va opiletal
AavBaopéva kal n nAkia évap&ng tng vooou.”’ TommoBeTei-
Tat SnAadn n nAkia évapéng Tng vooou otav AEoV €Xouv
EUPAVIOTEI TTEPIOCOTEPEG ATIO i KAIVIKEG EKONAWOELG, EVW
umopei va €xouv ponynBei apKeTd xpovia amod To TTPWTO
OUUTITWHA, TO OTTo{0 ayvorOnkKe.

Evlagpépouvoa mapatripnon amoTteAEi To yeyovog 6T 8
amno Toug 16 BeTikoVG aoBeveig yia Tn vooo Tou Kennedy,
KaBw¢ kat 6 amd TG 10 yuvaikeG-popEeig, eixav kataywyn
arod Ta vnold tou Atyaiou. Mo cuyKeKpLUEVa, oL 6 ammod Toug
ev AOéyw 16 Kal ot 3 amnd TIC YUVAIKEG-POPEIG KATAYOVTAV
amno ta KapSdpula tng Xiov. To yeyovog autd ummoSeIkVUEL
TNV UTTapPE&N Hag ePLoXNG Me 181aitepa UPNAOS EMITOAACHO
(cluster). AiCel va onpeiwBei 6L mahaidtepa (1975) gixav
TEPLYPAQEL 7 TEPIMTWOELG aoOevwv pe vooo Kennedy pe
Kataywyr) OAwv and vnold tou Bopeiov Atyaiou mAnaciov
TWV MIKpAoLaTIkWV TTapaliwv (Xiog, Zauog, EyyAelovriol).?
Emi mA€ov, Aiya €Tn apyotepa, ava@épOnKe oTnv eEAANVIKNA
BiBMoypapia kal pia olkoyévela amd 1o vnoi Tng Xiou pe
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Svo mpooePAnuéva adéA@ia.’” InUEIWVETAL OTI TA VNOLlA
Tou Atyaiou €xouv avadeixBei wg meploxry vYnAou emmo-
AaopoU Kat o€ AANA KANPOVOUIKA VOO IOTA TOU VEUPIKOU
ouoTAMATOC.® EvOexopévwg, auto amodideTal 0Tn YEVETIKA
ATTOUOVWON OPICHUEVWV VNOIWTIKWY TTANBUGCIWV TTOL ELVOEL
TNV avdaduon TEToIWV KANPOVOUIKWY VOONUATWY, KAaBWwg
Kal oTo @aivépevo tou 18puth (founder effect).

IXETIKA YE TOV TPOTTO petafiffaong tng vooou, n mpo-
UNKovwTlaia puikn atpogia epgavifetal otnv mAeloPn@ia
TWV TIEPIMTWOEWV WG KANPOVOUIKH HOP®N KAl OTIAVIA WG
omnopadikn Pe de novo petalhayr|.” KAnpovouiko 1I0Topikod,
wWOoTO00, avagépetal o 10 armd Toug 16 BeTIKoUG aoBeveig
NG MENETNG. AUTO pmmopei va ogeiletal ite otn petafifaon
Tou TaBoAoy1koU yoviSiou and aCUUMTWUATIKEG UNTEPEG-
POpEig, eite otn cuxvd AavBaopuévn Sidyvwaon tng vooou,
onwe yla mapddetypa puomndOeta i ALS og mpoydvoug Twv
aocBevwv.

H voéoog tou Kennedy umopeiva StayvwaoTtei \avBaopéva
w¢ ALS.” Av kal ta KUpla onpeia mou Staxwpifouv Tig Svo
AUTEG VOOoOUC gival n Bpadeia mpoodeuTikn €€EAIEN TNG
vooou Kennedy kal n amoucia onueiwv amno Tov avwTtePo
KIVNTIKO VEUPWVA, CUXVAE, EISIKA KATA TA TTPWIIA 0TASIQ, Ol
SU0 AUTEC OB OEIC CUYXEOVTAL ZUPPWVA UE AVAPOPES OTN
S1ebvn BiRAoypagia, To 2% Twv Sl1ayVWOoUEVWY AoBeVWV e
ALS madoxouv otnv mpaypatikotnta and mpopnkovwTtiaia
Huikny atpo@ia.’” ‘Exel 181aitepn onpacia mMPoyvwoTIKA N
owoTn Sidyvwon yla Toug aocBeveic, emeldn dev pelwvetal
onuavTikd to mpoodokipo empPiwong, o€ avtiBeon pe TNV
ALS, n omoia ouvnBwg eppavifel Taxéwg eEeNlOoOOEVN
mopeia.

H Siagopikn Sidlyvwon tng vooou SuoxepaiveTal emiong
OE TIEPITTTWOELG VOO UATWV TIEPIPEPIKOU KIVNTIKOU VELUPWVA,
OTTWG N TTPoioVoa PUIKA aTpo@ia, N vwTiaia PUiki atpoia
KAl N TIEPIPEPIKN KANPOVOULKH KIVNTIKA VeupoTidOela. Ta
OUYKEeKpPLIPEVa vooripata epgavifouv pooBoAr HOVo Tou
KATWTEPOU KIVNTIKOU VEUPWVA, OTIWG Kal N vooog Kennedy.
JUVOAIKQ, 74 aoBeveic pe evOEi&eIC VOO MATOG KATWTEPOU
KIVNTIKOU VEUPWVA TIAPATTEUPONKAV yla HOPIAKO ENEYXO
NG vooou Kennedy otn Movdda NeupoyeveTikrig oto S1d-
oTNpa 2001-2016. Amé autoug, ot 16 ATav BeTikoi yia voco
Tou Kennedy (22%). MNpaypatomoin®nke clykpion Petagv
Twv SVo opAdwv —aoBeveig pe vooo Kennedy kal acBeveig
VOO NHATWY TIEPLPEPIKOV VEUPWVO— YIA TNV AVASELEN TUXOV
KAVIKWV XOPAKTNPIOTIKWV TTOU va TIG S1apopoTtrolouV (miv.
2). QoTt600, SV MPOEKUYE OTATIOTIKA ONUAVTIKA Stagopd,
ue e€aipeon tnv UMMAPEN KANPOVOUIKOU LIOTOPLIKOU, OTIWG
ATAV AVAUEVOUEVO, KAL TNV TTAPOUCIA TPOMOU. ZNUEIWVETAL
OpwW¢ OTL KAl N TTapouacia TTPOUNKIKAG aduvauiag i mapa-
mapeong Atav cuxvotepn os aocBeveiq pe vooo Kennedy,
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HOAOVOTL N OTATIOTIKY CNUAVTIKOTNTA ATAV OPLOKH, YEYOVOG
Tou evlexoUéVwG va SlagpopoToleito av To Seiyua Twv
aoBevwyV NTaV EMAPKECTEPO.

Agbopévou Tou avaePOPEVOU EMITOAACHUOU TNG VO-
oou (1,6/100.000) oto Reggio tn¢ ItaAiag, av BewpnOei
AVTIMTPOOWTTEUTIKOG Kal Yia AAoug TANBuouoUE, Kal Tou
YEYOVOTOC 0TI N MovAada NeupoyeVETIKAG TOU «ALYIVATEIOU»
Noookougiou amoTeAel KEVTPO avagopdg yia tn vooo Tou
Kennedy, Ba ritav avapevépevn n umapén meplocotepWV
aoBevwV BETIKWV y1a TN VOOO O€ XPOVIKO S1dotnua 16 €Twv.
Mapatifetal wg HETPO CUYKPLIONG O EMITOAACUOG TNG ATA-
&iag Friedreich (1-2/100.000)® kat TnG vooou Huntington
(4-6/100.000)?° otov EAANVIKO TTANOUCUO, KANPOVOUIKA
voonuata pe Oewpntikd avAAoyeg CUXVOTNTEG, YIa TA oTToia
TTAPEXETAL LOPLAKOG SLayvVwaoTIKOG ENeyxog amd tn Movdada
NeupoyeveTIKnG. QOTO00, 0 MIKPOC aplOudC acBevwy Tou
mapatifetal ot mePIoodTEPEC SIEOVEIC UENETEC AVASEIKVUEL
TNV I81AiTEPN OTTAVIOTNTA TOU VOO LATOG. XAPAKTNPIOTIKA,
oTn HeNETN TTou S1e€NXON 0To KEVTPO ava@opdg yia Tn vooo
Kennedy tou Hvwpévou Baoihgiou kataypdgnkav HOAIG 61
aoBeveic oe SilaoTnua 8 etwv (2005-2013), cuxvédTnTa IOV
ouVASEL e TNV EANNVIKN, bedouévou O6TL 0 TANBUOUOC TNG
AyyAiag givat e€amAdolog Tou EANAnVIKoU.* EvoéxeTtal Aotmov

M. MIMPEZA kat ouv

n e€aipgon va givail n uPnAr cuxvotnta oto Reggio (founder
effect) kat 0x1 N xapnAn cuxvéTnTa mou SlamMoTWONKE 0TNV
Tapovoa UEAETN.

JUPTTEPACHATIKA, N VOoo¢ Kennedy gival omdvia ctov
EMNVIKO TTANBUoPOS. Ta dedopéva Tng mapovoag PEAETNG
evOEXOUEVWG eV EMOPKOUV YIa TNV ao®aln e§aywyn emdn-
MIOAOYIKWV CUUTTEPACUATWY Kal SEV UMOPE( VO ATTOKAEIOTEI
TO eVOEXOUEVO N VOOOG va urtodlaylyvwoketal. Ev toutolg,
TovifeTal n evtomopévn 0Tia UPNAG ouxvoTnTag (cluster)
oTo vnoi tng Xiou.

Av Kkal n Bgparneia péxpt orueEPQA gival HOVO CUUTITW-
pHatikr, n vooog Kennedy €xel TNV KOAUTEPN TTIPOYVWON
HETAEL TWV VOOWV TOU KIVNTIKOU VEUPWVA. SUVETTWG, EXEL
181aitepn onuacia yia toug KAIVIKOUG latpoU¢ va Stlatnpouv
TNV uroYia Tou voorjpatod. ISiaitepa, dvdpag péong nAkiag
UE pUikr) aduvapia xwpig onueia amod Tov avwTEPO KIVNTIKO
VELUPWVA A TIPETTEL VA TTAPATTEUTTETAL YIA LOPLOKO YEVETIKO
é\eyxo (mutation hit rate >20%). e mepintwon OeTikoL
poplakol eAéyxou yia vooo Kennedy Ba akolouBei kat
N KATAAANAN YEVETIKA OUPPBOUAR. Mg auTtdv Tov TPOTOo, N
éykaipn Stldyvwon tng vooou Ba odnynoel Kal o€ €yKalpo
TIPOYEVVNTIKO €AeyX0, KAOw¢ kal og Stakomn tnG peTafi-
Baong tou maBoAoytkoU yoviSiou OTIC EMOPEVEC YEVIEG.
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Spinobulbar muscular atrophy (Kennedy’s disease) in the Greek population
M. BREZA, G. KOUTSIS, A. KLADI, G. KARADIMA, M. PANAS
Neurogenetics Unit, First Department of Neurology, “Eginition” Hospital, School of Medicine, National and
Kapodistrian University of Athens, Athens, Greece
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OBJECTIVE Spinobulbar muscular atrophy, also known as Kennedy'’s disease, is a rare, X-linked, hereditary lower motor
neuron disease, characterized by progressive muscular weakness. To date no comprehensive data have been published
on the disease in Greece. The objective of this study was to investigate the frequency, geographical distribution
and characteristics of Kennedy’s disease in the Greek population. METHOD The study included 234 subjects (213
males with suspected Kennedy’s disease and 21 female suspected carriers) referred to the Neurogenetics Unit of
the “Eginition” Hospital, University of Athens, over a period of 16 years. All the patients were assessed clinically and
the CAG-repeat number was estimated in the androgen receptor (AR) gene, using peripheral blood DNA. RESULTS
From 2001 to 2016, a total of 16 male patients were found positive for Kennedy's disease and 10 women were shown
to be mutation carriers. The limited number of Greek patients with Kennedy’s disease reflects the low prevalence
of the disorder in the Greek population. A higher prevalence was noted in the Aegean island of Chios (cluster). The
genotypic and phenotypic spectrum of Kennedy’s disease was not significantly different from that documented in
other populations. CONCLUSIONS The frequency of Kennedy’s disease in Greece is very low, although the possibility of
underdiagnosis cannot be excluded. Despite its rarity, clinicians must maintain a high index of suspicion for Kennedy's
disease to allow prompt molecular and prenatal genetic testing.
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