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Yuvbpopo Kearns Sayre - Napouciaon nepiotatkou
Kal avaokonnon tns BifAioypagias
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papi{ou Euayyedia
Neuporoyikn KAvikn Maveniotuiou ABnvav, Alyivriteilo Noookopeio

MNepiAnyn

To XUvbpopo Kearns- Sayre (KSS) anotedei pia ondvia diatapaxn nou ogeifetal oe duonetoupyia twv pi-
toxovdpiwv. EpgaviCetal npiv and v nAikia v 20 €tV Kal xapaktnpiletal ané apeiBAnotposidondBbeia
Kal npoiovoa eEwtepikh opBanponAnyia, kabws kal and éva anod ta akénouba: diatapaxés tou Kapdiakou
puBpou, napeykepanidikn onpeiofoyia, avénon tou Asukdpatos tou Eykepanovwuaiou Yypou. Mpodkeital
yId VEUPOEKPUAIoTKS véonpa to onoio ogeifetal oe onopadikh petdBeon tou pitoxovopiakol DNA. Xapa-
KINPIOTKA €ival Kal n napoucia pakmhowy epubpiv IVav otn Blowia puds. Zto dpBpo autd napoucidloupe
évav aoBevn pe olvopopo KSS kal napabétoupe BiRRioypadikn avaokdnnon tou ouvopduou.

Né€eis eupetnpiou: ouvdpopo Kearns Sayre, npoioUoa eEwtepikn opBafuonanyia

Kearns Sayre syndrome: Case report and review of the
literature

Synetou M., Anagnostou E., Papadimas G., Manta P ,Kalfakis N. Stamboulis E., Kararizou E
Eginitio Hospital, Neurology Department

ABSTRACT

Kearns Sayre syndrome is a rare disorder resulting from mitochondrial dysfunction .It presents before the
age of twenty and is characterized by progressive external ophtalmoplegia, pigmentary retinal degeneration
plus one of the following: cardiac conduction block, cerebellar involvement or increase of the protein level
of cerebrospinal fluid. It is a neurodegenerative disorder resulting from a single sporadic large scale
deletion of mitochondrial DNA. The presence of red ragged fibers at muscle biopsy is characteristic. We

present a case report and review of the literature.
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Eicaywyn

To Xuvdpopo Kearns- Sayre (KSS) anotedef pia ond-
via Slatapaxn nou ogeinetal oe Suonetoupyia Twv pIto-
xovdpiwv. Epgavicetar npiv and v nAikia v 20 gtv
Kal xapaktnpietal and pefayxpwatkn apeiBAnatpo-
eil6ondbeia kal npoiovoa eGwtepikh opBaponAnyia,
kaBws kal and éva and ta akdAouBa: SIaTapaxEs Tou
kapdiakoU puBpou, napeykepanibikn onpeiodoyia,
augnon tou AEUKMPATOS Tou eykepanovwtaiou uypou
[1-3]. Mpokeital yia veupoekPuAiotkd vOoNpa PE ou-
UNTAOPAOTa Kal €KTds ToU VEUPIKOU ouotnpatos. AcBeveis
e KSS pnopsi va epgavicouv puikn aduvapia, evdokpi-
vonoyikés S1atapaxes, veupoaiobBnNThpio Kwewon ,von-
ukn otépnon. Ogeinetal oe povpn diaypaph h petabe-
on tou pitoxovopiakoU DNA |, énws oupPaivel kal oto
oUvbpopo Pearson karl tn xpdvia Npoioloa eEWTEPIKN

opBanponAnyia ( CPEO-XMEO) , cuvbpopa pe ta onofd
poipadetal kova kAvikd otoixeial4]. H CPEO xapaktn-
piCetal and Npoodeutk®s eNdevoUpevn BAepapdntw-
on kal eEwtepikh opBadponAnyia &dAAa cuxva cuvu-
NAPXEl oUPPEToXN Kal AAWV PUTKDY opddwy 6nws s
WWIKNAS {OVNS, Twv AAPUYYIKMOV UGV Kal TV JUDY ToU
npoownou[5]. MoAnoi aoBeveis pe CPEO &ev nAnpouv
ta kpithpia KSS, kar cuxva xapaktnpiovtal ws CPEO
+[6]. Xapakwnpioukn givar n eikéva s Plowias puds
UE TNV napouoia pakmdwy epuBpv Ivav[7]. Mpodkel-
0l Y10 EKQUAICPEVES PUIKES QUTES fves, nou Adyw s
peyanns napouacias pitoxovopiwv xpwpatidovial KOK-
KIVES pE Tn xpdbon Gomori kal pnAe pe tn xpdon HE.
Y10 GpBpo autd napoucialoupe évav acBevn pe olv-
dpopo KSS kal napabétoupe BiBAIoypagikn avaoksd-
nnon tou cuvopdUou.
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MNapouciaon nepiotatikou

AcBevis 36 €1ty NpoonABe ota e€wTepIkd 1atpeia
npos Slgpelivnon  diatapaxns tns opBaApoKIVNTKS-
ntas, anoé naidikn nAikia Avaeépel nws Bupdtal tov
€aUTO ToU ws naidi va naidel akopviedy, Kal va Xpel-
aletal va kivel 1o KepAni Tou yiat ta pdua tou «dev
nhyaivav». H kataywyn tou eivar andé to Kalakotav
Kal bev avapépovtal napdpola npoPAnpata otny ol-
Koyéveld tou. To aitio tns diatapaxns s opBanpo-
Kivnukotntas ey gixe noté diepeuvnBei. Avtautol o
aoBevns gixe NPOoQUYEl OE 10TPG O OMofos ToU €Kka-
VE EVEOEIS AYVWOTOU HpaoTiKhs oucias, ol onoies dev
anédwaoav. H yuxokivnukn tou avénwgn htav puaolo-
Aoyikn. H e€étaon tou aoBevin avédei&e pikpd avaotn-
pa (uyos 1,60). H aptnpiakn tou nieon htav 130/80
mmHg,or opUEels tou 80 /Aento kal eixe pualofoyi-
KouUs kapbiakous hxous. H Neupofoyikh e&étaon avé-
bei€e e€wtepikh opBanponAnyia. ZUykekpIpéva unnp-
x€ NANPNs Neplopiopéds otny dvw otpo®n Kal noAu
onpavukoU BaBuou nepioplouds ous undAoInes ka-
1euBUuvoels tou BRéppatos kabws kal BAepapontw-
on.H opBadponAgyia htav culuyns. To APECO Kal €U-
HECO QWTOKIVNTKO aviavakAaotkd Katd 10 pwuopd
Kal twv 6Uo opBanuwy htav puaionoyikd. H B&dion
Kal ta aviavakAaotkd otdons tou aoBevh Atav gu-
olofoyikd. H 1po@IkdTNTa Twv PUDV,0 PUIKOS TOVOS
Kal n puikn 10xUs Tou Atav kal autd euolofoyikd. Ta
tevovua aviavakiaoukd tou aoBevh dev ekAvoviav
ota Gvw GKPa v Ota KAtw akpa ekAdoviav Hovo
pe evioxuon. H neApauaia avtidpaon htav adidgo-
pn ev ta koifiakd aviavakAaoukd ekAvoviav uol-
onoyikd. Aev napatnpnBnke diatapaxn s eninoAns
Kal s ev tw Babel aioBnukdtntas, eva UNNPXE NMia
blatapaxh s CUVEPYEIQS Kal Twv NApeyKEPAnSIKWOV
dokipaciav. H BuBookénnon twv opBanuwy avédel-
€ eikdva dunns pefaxpwotikhs apeiBAnotposido-
naBeias kal wxpd knAida pe eikdva diknv afatonine-
pou. O Bioxnpikoés €neyxos tou aoBevih Ntav puaolo-
Aoyikds ektds and ta enineda tou yanakukoU o&éws
Kal s yAukoddns aipatos,ta onoia Atav autnuéva.
O epyaotnpiakds €Agyx0s yia avUoMPaATa  Katd Tou
unodoxéa aketudoxonivns kal aviMusk aviuowpdtwy
htav apvnukés. H Mayvnukn Topoypagia Eykepdanou,
10 HiektpoEykepanolpdenpa , 1o HAsktpokapdio-
ypdopnua ,to Ynepnxoypdoenua kapdids, 1o Holter
puBpoU Kal n akoopetpia kal htav pualofoyikd.
To Hiektpopuoypd@npua Kal ol KIVNTKES Kal aiofnt-
Kés taxutntes aywyns (HMI-KTA-ATA) avédeiEav O1-
aypdppata auénuévou Uyous pacewv kal SIGpKeIas
nou napénepnav o€ niBavi xpovia veupoyevh diata-
paxn. H Bloyia puds e xpwon Gomori €6¢€i€e e-
yaan au&non tou apiBuoU Twv KEVIPIKWY NUPAVWY,
noAudpiBues red ragged/blue puikés ives, I0ToXNpI-
KA avaodeign tns puowaopopuidons kal tns adevu-
Aikns &eapivaons,euphpata pe 1otonabonoyikh €l-
Kéva ocupPath pe pitoxovéplakn puondBeia [Eikéva
1-2]. O aoBevihs napanéu@Onke yia éAgyxo tns ava-
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Eikéva 2 (Bloyia puds -xpwon COX-SDH)

MVEUCTIKNS ToU AeItoupyias o onoios €de1e hnia ne-
ploplotukn vooo. Ténos S1eEnxBn NnANpNS veupoyuxo-
doyikods €nieyxos katd tov onofo napouciace diata-
paxn s onNuUKOXWPEIKNS Opydvwaons Kal tns eniten-
KNS oupnepIpopds.

Tulhtnon-BifAloypa@ikin Avackénnon

To 1958 ol Thomas P. Kearns kai o George Pomeroy
Sayre npwtol nepIEypayav SUO NEPIOTATKA He e6wTe-
pIkh o@BanuonAnyia kar peAayxpwaotkn aueiBan-
otpoeidbondBeia kar nAhpn koAnokolAiakd anokAel-
opo6. Tpodkertarl yia onavio voonua 1o onoio xapa-
ktnpiCetar and v piada: Xpdvia npoioloa eCw-
tepikn o@BadponAnyia ,évap&n npiv v nAikia twv
20 ey, dwunn pedayxpwotkh augiBAnotpoeidond-
Beia. O1 aobeveis pe KSS napdinnda npéner va nAan-
pouv éva ano ta akénouba kpithpia: 1)diatapaxh tou
kapdiakou pubuou, 2)npwteivn oto ENY >100 mg/
dl r 3)ouppetoxn tns napeykepanidas [8] . Avaduu-
k&:Mpoiovoa eCwtepikn OpBanponinyia: Mapouai-
adetal NPWTA Pe TN CUPPETPIKA BAEPapdntwon Kal
petd anod Adiya xpdvia akodouBei n npoioloa e€wrte-
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pikh opBadponinyia, n onofa epgavifetal petd wa 5
€. Eivar ouppeTpikn Kar eViote N NPos 1ta KAtw eva-
tévion Oev ennpeddetal [9]. H dindwnia Adyw s ap-
yns e&€Migns tns opBanponinyias aAAd kal tns oup-
HETPIKNS npooBonns eival ondvia, dnws akpifs Kal
oty nepintwon tou acBevn pas.Augotepdnieupn
awnn penayxpwaotikn appiBAnotpoeibondbeia: O1-
agépel and v Penayxpwaotkn appiBAnoptpogido-
naBsia eneidn Sev undpxouv ta «bone spiculesy, ol
penayxpwaotkés annolmaoels Bpiokovial Kal KTOs ToU
onioBiou néAou[10] . Alatapaxés tou kapdiakou pub-
pou: O1 diatapaxés tou pubuou Eekivouv ouvhBws Pe
anokAeiopd aywyns Tou aplotepol okéNous PE N Xw-
pis anokneioud de€lov okéAous. Anpioupyeital ouxvd
PI6e0opIKOS anokneliopos. Adyw s nabonoyias tou
Oepartiou His, ol aoBeveis pynopei va unootouv aip-
vibio Bdvato, oupBapa to ornoio Pnopef va napouaoi-
aotel apketd €n Petd tnv napouciacn tns oeBan-
ponnnyias. Enions, ynopei va napoucialouv kapdia-
KA avendpkela Adyw kapdiopuondBeias[11,12]. Ei-
val Aomév onpavukd va diepeuvatal ENApk®s Kabe
aoBevns e authy tnv kAIVIKA €ikOva, MOTE va ano-
QeuxBei aipvidios Bdvatos. Evbokpivonoyikés diata-
paxés: Eivar yvwoto 1o yeyovos ot ta pitoxovdplia-
K& voonpata cuvundpxouv pe evbokpivonoyikd vo-
onpata. Xe nocootd <10% €xouv neplypagei unobu-
pe0EIBIopOS, unoyovadiopds, aakxapwdns SiaBntns,
unonapaBupeoeidiopds, adbpevoduatpoia, unopa-
yvnoepia,unacBaiouaipia,unokafiaipia.O1 napand-
vw ekdnAWoEls gival nio ouxvés oto KSS anod éu ota
anda pitoxovdplakd voohpata. daivetal Nws N Yel-
wpévn oteldbwukn poopwpuiiwon obnyei og pelw-
pévn evbokuTiéplia Napaywyn twv OppovaOY h Kal
otV pelwpévn eEwkuttdpla kukiopopia autwv [13].
H peiwpévn ofeibwukn pwogopuninwon pnopei va
0dnyNaoegl otnv KATtaoTpoPh Twv KUTIEPWY Kal otnv
napaywyn autoaviowpdtwy, PJe anoténeopa tnv na-
pouaia GeUTEPOYEVMS AUTOAVOOWV eVOOKPIVOAOYIKWDV
voonpdatwy [14]. Neuponoyikés Alatapaxés: Ta yito-
x6vOplIa €ival uneuBuva yia v Napaywyn vépyelas
péow tns o&elbwukns pwo@opuiwons. INPavukos
eival kar o péAos tous otnv andéntwaon kal otn dia-
Kivnon twv 16viwv acBeotiou]15-16].Ta pitoxovopia
éxouv 1o OIkd tous yovidiwpa 1o onofo Kwdikomnol-
€l 13 unoopades Tou cUPNAEYUATOS TWV UIToXovopi-
aKov avanveuotukav anucewy [17-18]. To Kevipikd
Neupikd YUotnpa npooPanfgtal ouxvd o€ PITOXOV-
dplakd voonpata. H iotonaBodoyikh eikdva tou KSS
eival auth ts puedivondBeias. Or Nicola Lax et al og
teneutaio tous dpBpo tov Anpinio tou 2012 €beicav
nws N SUCAEITOUPYIa TWV VEUPIKWDY KUTIAPWY Kal T0
dying back twv ofiyodevbpokuttdpwy, opeifetal os
ananela wv yukonpwteivay ts puenivns [19]. H
Aeukn ouoia nou PBAdnNtETal KUpiws givar auth Twv
eYKEQANIKWVY NUIoQAIpiwy, TNS YéPUPAS TOU MPOPNA-
Kn pueoU Kal Tou peoeykepanou. Anmnela veupm-
VWV napatnpeital kal ota Bacikd yayyaia, oto 8dna-

po ,otn pénaiva ouoia aAid kar otnv napeykepani-
ba. KAvika ta cupntdpata ekbnadvovial ws atagia,
vuotaypoés, veupoaioBnthpia kwewon ,abuvayia twv
HuUwV Tou npoownou, ducapBbpia, duopayia, adu-
vapia v KEVIPOHEAIKWDV UV, YVwolakes diatapa-
x€s, avola, aloBnukokivnukh noduveupondbeia. Ta
tevévua aviavakiaotukd twv acBevdv pnopei va ei-
val nonu vwBpd A va pnv ekAvovtal, énws otnv ne-
pintwon tou aoBevh pas [20]. H anwAsia twv a&o-
VWV aVUCTOIXEl O onoyymon ekpuion kal otn Ma-
yvnukn Topoypagia o€ atpogia 1wv dopwv h augn-
pévo onpa ous T2 akonouBies [21].

MapakAivikéds éneyxos: ol uph ts CPK kal tou ya-
AaktkoU o&éws, eival ouxvd autnpéves, Onws otov
acBevh pas, evd 1o Aeukwpa tou ENY givar >100 mg/
dl.@afvetar nws undpxer duonetoupyia otn YeTAQo-
pd s NPWTEVNS KATd PAKOUS ToU Xwpoeidous Nnéy-
patos. TeAeutales PeN€tes enikevipvovtal oe Broxn-
pikoUs Geiktes énws 1o Zennvio kai 1o OpoRaviAi-
kK6 OEU oto ENY, ta onoia eivar au§npéva , kar Ba
pnopoucav va BonBnoouv oth didywaon tou ouvdpd-
pou , kaBws qaivetal va gival €1dikd yia 1o KSS [22].

feveukn: Onws npoava@EépBnke NpodkeItal yia pi-
toxovOplakd voonua 1o onofo ogsifetal os pia kal
povo diaypagn tou pitoxovéplakol DNA kal ival
oxeddv navta onopadikn. daivetal nws n petdina-
&€n napaypatonoigital autdpata ota wdpla s pn-
TEPAS, KAl NgPVA OUS ENOPEVES OEIPES TWV KUTIAPWY
Katd wxaio tpono: kanola kKUttapa Ba €Xouv puoIo-
Aoyiké yovidiwpa, kdnola Ba nepiéxouv kal petan-
Aaypéva yovibia kail kénola pévo petaniaypévo yo-
vibiwpa. H eteponiaopia twv apxéyovwy KUTtdpwy
and ta onoia Ba npaypatononBei n opyavoyéveon
Kal 0 O1apopetikds 0udds TWV I0TWV yid TN GAIVOTU-
nikh ekdNnAwon eEnyouv ts S1aPopeTkEs ekONAMOEIS
tou ouvdpopoul23]. O Poulton 1o 1994 angdei&e nws
ol aoBevels pe KX pnopei va éxouv €is dindouv
petdnnagn tou yovidiwuatos. H petdAnatn eival tns
tagns tou 1.2-14 kb kal apopd 1o tRNAtou aoBe-
vh[24]. O kivbuvos pia untépa va yevwnoel naidi pe
KSS otav @pépel in petdinatn sival nepinou 5% [25].
O1 aoBeveis pe KSS ouxva og naidikh naikia ekdnAo-
vouv avBekukn oidbnpoPfAacukn avaipia pe duonel-
Toupyia tou naykpéatos. Kai ota dUo voohpata undp-
x€l 10 {610 yeveukd otoixeio [26]. TéAos Ba npéner va
avagepBei nws ol aoBeveis pe CPEO diapépouv oto
nocootd kal otn Bon s petdAnagns Tou PItoxov-
Opiakou DNA. Eival etdoyo , Aoindv ol untépes e
tétoles KNAIVIKES ekONAMOEIS va Npofolv O€ YEVETKN
avaduon kal va akofouBnoouv yevetkn oupBounn.

Bioyia puds: H Bioyia puds eniBePaicdvel i did-
YV@WON TOU JIToXovOpIakoU VOOhHATOS HIE TNV NApOU-
oila pop@onoyikd peyanwy kar dtunwv pitoxovopiwy
pop@onoyia, kaBws kal pakwdwv epubpwV IVQV, JE
us npoavapepBeioes xpwoels. O1 pues twv opBanuhv
npotpouvtal AdYw NS Peyanns CUYKEVTPWONS HITO-
xovdpiwv. H avixveuon petand&wv tou pitoxovdpia-
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