ATAXIA - TELANGIECTASIA SOCIETY

Atalia — TnAayyeiektaoia: Mevika yia
TN VOO0

ATAZIA-THAAITEIEKTAZIA: Mia emiokémnon ( Ti eivan n A-T ?)



MepiAnyn

H A-T eival pia otrdavia, VEUPOEKQUAIOTIKN], KANPOVORIKI AOBEVEIQ TTOU £XEI ETTITITWOEIS OF
TTOAAG pEPN TOU CWHATOG Kal TTpoKaAei coBapr) avikavotnrta. H Aégn Atagia onuaivel
PTWYOG CUVTOVIOUOG TWV KIVIIOEWV Kal N AEgn TnAayyelekTaoia onuaivel Tnv rapouacia
TPOCOETWY QIHOPOPWYV AYYEIWV TTOU YiVOVTal 0paTd KUPIWG OTA AEUKG HEPN TWV MATIWV.

H A-T eival TpoodeuTiKr TTaBnon kal TpooBAAAEl TNV TTAPEYKEPAAIdA (TO KEVTPO eAEyXOU
¢ Kivnong Tou owpaTog) Kal o€ TePiTTou 70% Twv TTEPITITWOEWY ATTOOUVAHWVEI Kal TO
avoooTroINTIKG UCTNHA YEYOVOS TTOU 0dNYEI O AVATTVEUCTIKES DIaTAPAXES.

H A-T Tmpwrosuavietal vwpi¢ otnv taildikh nAikia, o1o vnmaké oradlo. Ta
ouuTrTwpaTa givanl EAAeIYn 10oppoTriag, diapapaxf TNG OMIAIOG Kal ioWg au§nuévog
ap1Buog Aotpwewy. OAa ta Taidid autrig TNV nAIKiag xpeiadovral KAtroio Xpovo yia va
avarrrogouv T OegidtnTeEg TG PBadiong, TNG Karavontig opIAiag  KaBwg  Kal
ATTOTEAEOUATIKO avoaoTroinTiIké cUoTAHA, YIa auTd UTTOPEI va TTEPAOOUV PEPIKA Xpovia
IV yivel n diayvwan Tng A-T.

A-T: Emokoémnon
KAINIKA XAPAKTHPIZTIKA

1.Eicaywyn

Or1 mpwreg evdeigeig eppavifovral ouvhBwg Kard Tn SIAPKEI TNG VATTIOKNS NAKiag. Ta
mpwra onuadia gival n duokoAia oTov £AEyX0 TNG OTACNG TOU CWHATOG Kal TNG Kivnong
(aragia Tou kKoppoU). To Traudi pTTOPEl va apxicel va TEPTTATA APYOTEPA ATTO TO
ouvnBiopévo (dnAadn PETA TV nAKKia Twv 18 pnvwv), ptropei va dIoTddel va agedei
XWpIg TN oTAPIEN TWV AVEPWTTWV i} TWV AVTIKEIPEVWY, PTTOPEI va CUVEXIOEI va TTEpTTaTd
ME QOTABEIO yIO TTEPIOCOTEPO QTG TO KAVOVIKO, UTTOPEi va E€ival avikavo va KPOTHOEl
oTaBepr) OTACN CWHATOG, KAl UTTOPE VA EXEI OUXVEG TITWOEIG OTO £00¢OG.

Ta aigo@épa ayyeia TToU @aivovial €viova OTO GOTTPO TWV HATIWV epgavifovTal
ouvrBwg amd TNV nAKia 5 eTwv. Autd AéyeTal TNAQYYEIEKTAOI TOU PaTIOU Kal MOIACEl HE
Ta aigo@opa ayyeia TTou PBAETTOUpE OTa pATIA TwV TTOAU NAIKIWUEVWY avEpWTTWV.
MepIKEG QOPEC TO AYYEID QUTA PTTOPET va UTTAPXOUV aKOpN Kal atrd Tn yévvnon eV o€
GAAa Tradid pTTOpEl va PNV EN@avIoTouV MEXPI Kai TNV e@nPIKN nAIKia. MapoAo Trou auTtd
ptropei va eivai éva aigBnTiké TPORANua, evrouTolg dev aipoppayolVv oUTE TTPOKAAOUV
Kvnouo (eayoupa). Mapapévouv otaBepd, dev peTaBaAlovTal ue To XpPOVO, TIG KAIPIKES
OUVBNKEG 1| TN ouykivnaon, €ival 6pwg dIaPopeTIKG aTrd Ta UTTOAOITTA QIMO@Opa ayyeia
TWV HATIWV.

ApxIKG ptropei eival dUOKOAO va €ipacTe oiyoupol 0TI KATI OeV TTAEl KAAG Kal HEPIKA
Taildid @aivovtal va BeATiovovTal oy nAikia Twv 3 £wg 5 eTwv, aAAG TeENKG yiveTal
Qavepo Ot UTTApXEl TTPOBANUA GTNV ICOPPOTTIAl TOU CUHATOG.

To Treprratnua yiveran mio dUCKoAo kal adégio, To TTaidi XpNOIPOTTOIEl CUXVA TIG TTOPTEG
KQI TOUG TOIXOUG yia va KpatnBei. To Tpégiuo ptropei, yia KATolo XpovIKo SidoTnua, va
@avei Aiydtepo emnpeacpévo. Autd cupBaivel B16TI AiyOTEPN IC0PPOTTI ATTAITEITAI YIG TIG
YPAYOPESC WETAKIVIOEIS AT OTI yIA TIG TTOI0 APYEG KOI XAPITWHEVESG KIVAOEIG. TNV apXn



NG delTEPNG DEKAETIAG TNG CWNG TOUS Ol TTEPICTOTEPOI TTAOXOVTES amd A-T apyifouv va
XpnoioTtroioUv avatrnpikf KapéKAQ.

Mpog 10 T€A0G NG TTPWTNG dEKAETIAS Kau TNV Evapén NG SeUTEPNG, AKOUN TTEPICOOTEPQ
TTPOBAAMATA EPPavifovTal Ta OTroia PTTOPEI va TTPoKaAoUV TOCN avikavotTnta 60N Kal N
arrwAEIa eEAEyXOU TNG 100PPOTTIAG TOU GWHATOG.

Emitrrwon mepioTatikwv A-T: 3 TTEPITITWOEIG AVA EKATOHMUPIO.

2. ZuVTOVIOHOG TWV AKpWV

O ouvToVIONOG TWV AKPWV gival avPalog (TTEPIPEPIKN aTagia), aAAG TTOAU AiydTepo ammd
600 O OUVTOVIOMOC TOU OWUATOS. ZE MEPIKOUG, GAAG OxI ot OAoug, TrapatnpouvTal
oakoUOIES KIVAOEIS. AUTEG gival:

a) Mikpd TIvayuaTa TwV XEPIWV KAl TWV TTOdIWV TToU HOIAZouV WE VEUPIKOTNTA (XOPEiQ).
B) Mio apy£g, HEYAAUTEPEG OTPOPIKES KIVAOEIG TOU AQIOU, TOU TTPOCWTTOU KAl TWV WHWV
(aBéTwon).

y) H ui08étnon Twv pdAAov aBoAwv kal oTpaBwv oTdoewv (duoTovia).

8) MepioTaciakd avegEAeyKTa TIVAYHATA TWV AKPWVY (6TTWG OAOI EXOUHE HEPIKEG QOPEG
aTNV apxr Tou UTTvou).

€)ETeio6dia Tivayparog evog AKpou TTou POIACel oav va TPEUEN (TPOMOG).

3. M1repdepévn OpiAia (Suocapbpia)

To umépdepa NG opINiag utropei va §ekivijoel otnv TPWTN dEKaETia, ETISEIVWVETAI yia 5
£wc 10 xpdvia Kal PETA TTapapével Eva oTaBepd TPORANUa. Asv Epoupe Kavévav pe A-T
TTOU VO Wn PTTOPEl va yivel KatavonTog, av Kal n CuvopiAia PTTOPE va gival pia apyn
Siadikaaia.

4. KiviQo€Ig TWV HaATIWV

O1 KIVACEIG PaTIWV YivovTal TEPIOPICUEVES (KABeTn Kal opifdvtia cakadiki ampagia). H
avdayvwaorn Kal n TapakoAoUdnaon KIVOUUEVWY AVTIKEINEVWY YivovTal SUOKOAEG.

5. Nonuoouvn



H A-T dev ouvodeuetal atrd diavonTikry kaBuoTtépnarn. EvrouTolg, TToAAd TTaudid @aivovTal
va éxouv emBpdduvon oty TaxumTa Tng okéwng. Mepikd Taidid Trapauévouv ot
KAVOVIKG OxOAgia evw AAAa TTave o€ eIdIKa oxoAcia. ‘Evag véog avdpag atro@oitnae amo
TO TTAVETTIOTHHIO.

6. Avoooloyikd rpofBAnuara

Mepitrou o1 picoi amd Toug acBeveic pe A-T €xouv avoooloyik@ trpoBAnpara. Ol
aoBeveic auToi KPUOAOYOUV CUXVA Kal TPEXEI N MUTN TOUG. (QVATTVEUOTIKEG AOIHWEEIG). To
avoooTromnTiké cuoTnua eival ouvBeTo Kal duokoAo va agiodoynBei, aAAd edv To Traidi
raBaiver AOINWEEIC Pe HEYaAUTEPN ouXvATNTA ATTO TNV AVAUEVOUEVN, £vag €101KOG YIATPOG
mpémel va avaAdBel v avogoloyikn agloAdynon. Mepikoi aoBeveig TTpETTEl va KAVouv
emmAéov euBoMiaopols (DPT, Hib kai Pneumovax), evw dAAol xpeiadovral Cuvexn
TPOQUAQKTIK) aywyrnl HE avTIBIOTIKG KaBwg Kal XopAynon avocooaipiviv étav
UTTAPXE!l QVAYKN (TTPWTEIVEG TTOU TrApPAYeEl O OPYAVIOHOG YIO VO KATATTOAEUAOE! TIG
Molpwéeig). Katroiol aoBeveig dev £xouv Toté TéTola TTPORAMATA. [EVIKA TO HEYAAUTEPO
TPORANUA gival oI BAKTNPIAKES TTAPA OI I0YEVEIG AOIHWEEIS.

7. AetrT cwpanikn diawAaon

O AeTrT6¢ CWHATOTUTTOG, MEPIKEG POPEG OE akpaio BaBud, ATTOTEAEI XapaAKTNPICTIKO TNG
A-T. MepikéC @QOpEG auTd OQEiAeTal OF PEIWMPEVN Open, GAAeg @opég oTn OTTaTdAn
EVEPYEIQG OTTO TIG AKOUOIEG KIVAOEIG EVW GAAEG POPEG EivVal EUPUTO XAPAKTNPICTIKG TNG
vOoou.

Mepikoi aoBeveig ekdnAwvouv Tnv ATa popery NG A-T, GV OTTOIA TA CUUTITWUATA
epeavifovral og peyahiTepn nAikia kai gival Aiyotepo coBapd.

Mepikoi aoBeveig, apoevikoU R BnAukoUu @UAou, Trapouaialouv KaBnoTépnon Tng
epnRiag. Autd cupBaivel ouxveTepa Ot GOOUV EXOUV AETTTH owpaTKr didrAacn Kal
euaioBnoia oTIg ACIHWEEIG.

®APMAKA

Agev utrdpxel KATToIa ouadia @dpuako r) Bétavo K.A.TT. TTou va ptropei va Bondriosl éAoug
Toug Trdaxovteg amd A-T. Ta TePICOOTEPA PAPHAKA TTOU dPOUV OTO VEUPIKG CoUCTNHA
pTTopoUV va TpokaAécouv Ta TpoPArjpara. Mepikoi aoxovTeg Bpiokouv 1o Benzhexol
EUEPYETIKO, aAAG dM\oI  Trapoucidlouv  duoavegia oTo  @apuoako  autd. H
QapuaKoBepaTTEia aTraiTel OTEVA TTapakoAolBnan.

EPFALTHPIAKA EYPHMATA KAI AIArNQZIH



O1 técoepig dlayvwoTIKEG JoKIMaoieg Trou eival Xproipeg otn didyvwon g A-T
Trapouaialovtal oTov TTapakdrw Tivaka. H mé xpnoiun dokipacia eivai n ékBeon Twv
AEUKOKUTTAPWYV O€ aKTiVEG X i} O€ aKTiVEG yApua Kal n agioAdynon Tng amdvinong. Autd
pTTOPEl Va TrpaypaTotroinBei pévo ot €18IKA KEVTPA Kal QTTaITEl TTOAU TTEPITOOTEPO XPOVO
atmd Tig utTéAoITTEG dokipaoies. H didyvwon tng A-T gival Katd kupio Adyo kAivikA. Ta
gpyaoTnpiakd eupripara eival BondnTikd, aAAa dev eival 600 onuavtikd 600 Ta
CUMNTITWHATA Kai Ta onueia mou ekdnAwvel o acBevrig. H didyvwon tng A-T gival o
OUokoAn mpiv ekdNAWBel TTARpwWS n vocog, dnAadn étav 1o TaIdi TTapoucIdlel Hovo
aotabeia otnv 6pBia aTdon.

flAiayvworikd Teor morsAéopara  [Xpnoiuérnra I
@a—cuBRpUIkA-oQaIpivn uEnuév | PRAOIMN, aAAd gival augnuévn Kai
TO Qipa MHEVN € AAAEC KATAOTACEIG

£V Eival TTAVTA XAPNAEG, €TTiONG
EmimeSa avoooopaipviy MeIwpEVES ival XapnA£G Kal O AAAEG
(IgA, 1gG, IgM) .
KATAOTAOEIG.
2TTacipaTa Kal prioiuo €av eival au§nuéva,
vadiopyavwaoelg uénuéva AAG Ox1 XprioIMO EQV eival
WHOCWHATWV UGIOAOYIKA.
EuaioBnaia otnv 1ovidouoca IAU€ & oAU agi6tioTn dokipaaia, aAAd
KTIVOBoAia MHEVN iveTan yovo o€ Aiya KEvTpa

KAHPONOMIKOTHTA KAI ENINTQZH

H A-T eival ouviBwg oikoyeviig vooog, OnAadn Trapatnpeital O  OIKOYEVEIEG.
KAnpovopeital cUU@wva YE TO UTTOAEITTOPEVO QUTOOWHIKG HOVTEAO KANPOVOUIKOTNTAG.
I1IC olkoyéveleg Otrou €xouv kal ol dUo yoveig To TTaBoAOYIKG UTTOAEITOMEVO YoVidio,
uTTdpxel mlavotnTa Y4 va yevvnBei mdoxov maidi. MpoyevvnTikr Sidyvwon ptropei va
TTPAYMATOTTOINGEI OTIC TTEPIOOOTEPES OIKOYEVEIEG, AAAG auTd eival éva olvBeTo BEua TToU
TTPETTEl VA TAKTOTrOINGEl TTPIV atrd TN CUAANYI. ZUPTTANPWHATIKEG TTANPOPOPIES yia TO
Béua autéd ptropouv va AngBouv amd v “A-T Society “.

H emimTwon otnv Kaukdoia @uAn gival epitrou 3 avd ekatoppipio, n vooog gival TToAU
omavia, Je TBavwe Aiydtepoug amd 200 raoyovreg otn MeydAn Bpetavia.

KAPKINOZ

O1 aoxovteg amd A-T éxouv augnuévn mBavotnTa avamtuéng oykwv (mlavotnta 1%
etnoiwe), 1B1aiTepa yia Acpewpata kai Aeuxaipia. MNa mn BepaTreia autv Twv OYKwv
utropei va atraitnBei n akTivoBOAnon pe peydAeg dooelg akTivoBoAiag. Auté pTropei va



givanr emkivduvo, yrautd mpémel va trponynBsi avaAutikl oulritnon Me 1o BepdtTovra
1016, Exel avagepBei 6T UTTApyEl £vag MIKPOG au§avopevog Kiviuvog yia KAapKivo Tou
pacToU oTIg UNTEPEG TwV TTaIBIWV pE A-T. Autd TO €lpnua atroTeAEi auth TN OTIyUNA
QvTIKEIpNEVO PHEYAANG cudiTnOoNg Kal épeuvag. H paotoypagia Tpiv atréd v nAikia Twyv 50
ETWV EVTOUTOIG OEV OUOTIVETAI, EKTOG AV UTTAPXE! IOXUPO OIKOYEVEIOKOS I0TOPIKG KAPKIVOU
TOU yaaTou.

AKTINOBOAIA

Eivar onuavtikd va ouZntnBei n euaiobnoia Twv acBevwv autwy oTnv akTIvoBoAia. Av
Kal o1 Trdoxovreg amd A-T éxouv augnuévn euaicbnoia otnv 1ovifouoa akTivoBoAia
(aktiveg X Kal akTiveg yaupa), dev @aivetal va €xouv TPORANUA pE  GAAEG HOPPEG
akTivoBoAiag m.X. ME TRV utrePIwdn axkTivoBoAia. Etriong,01 dykol TTou TraparneouvTal
omv A-T Oev OBewpeital Om eivar amotéAeopa akTivoBoAiag. TEAog, o1 aTmAég
aKTiVOypa@ie¢ Buwpaka Kal AKpwV KABWS Kal OTTOIECBATIOTE ATTAPAITNTES AKTIVOYPAPIES
yia odovTiaTpIkoUg oKoTroug Oev Bewpeital Ot TrepIEXouv  apketr ddon akTivoBoAiag
woTe va gival emRAaeig.

OEPAIMEIA

Mpog¢ 10 Tapév Sev umdpxel kapia Bepareia yia TNV A-T, aAAd utrGpxouv TTOAAG
TPdyuaTa Tou PIropolv va yivouv yia va BonBrioouv autoug Trou Traoyouv atmd T
vooo. Mepikd amdé autd traparibevral otov  Trapakdatw Tivaka. MNa 1oio ouxpovn
gvnuépwon emkovwvAoTe Ye TNV “A-T Society”.

lapdaon fogeAog
EATILOVEI TOV EAEYXO TWV HUWV,
oKnon Kal puoloBeparreia TPETEl va gival dlaokEdaon-
onBa otn diIdTacn YUWV KAl CUVOETUWV.

VTIBIOTIKA, QVOCOCQAIPIVEG,
pHBoAlaopoi Kal
ucioBeparreia
VATTVEUOTIKOU

Ia TN OEPATTEIC TWV AVATIVEUCTIKWY AOINWEEWV
al TV TTPOANYN TWV POVILWY AVATIVEUCTIKWY
POBANUATWV.

gydAn BorBeia otnv opIAia,
101K 01N deltepn dekaeTia TG Cwiig.

bpeoneﬁmﬁ aflohdynon l©cpatreuTikéC TEXVIKEC PTTOPOUV Va BonBroouv

oyoBeparreia




WV apBpWoEwWV, IBIAITEPA TWV KATW AKPWV Kal
NG GTTOVOUAIKI G GTHANG.

\Ela T TTPOBAAHATA TNG OTACNS TOU CWHATOS KAl

AITIOAOrIA KAl MEAAON THZ A-T

Ta veupoAoyikd euprjpata g A-T  gival eVTOTONEVEG BAGBEG VEUPIKWV CUCTNHATWY
(TNG TTapPEYKEPAAIDAG, TOU OTEAEXOUG, TWV BACIKWY YayYAiwv Kal TOU vwTidiou HueAoU).
Ta epyaotnpiakd eupripara deixvouv Ot pokertar yia  atéAeia otn dourp tou DNA
(yovidia Kal XpwHOOWHATA) Kal QVIKaveTnTag Tou opyaviopou va S1opBwoel KATToIEG
BAGRBec tou DNA. Kavévag de yvwpilel pEXPI TWPO HE AETTTOMEPEIO TO OUVOAIKO
MNnxaviopé g A-T, evIoUTOoIG N £pEUVA CUVEXIZETAL.

NMPOZ®ATH EPEYNA

To yovidio (yvwotdé wg ATM) kAwvotroiienke 1o 1995. O1 epyacieg Tavw aTo
yovidio gival ev €€ehiel, avapéveralr 6T Ba odnyfoouv Ot KAAUTEPN KATAvonon
Mg vooou, auinuévn etmraypUmvnon, KaAUTEPN YEVETIKA KaBodrynon, Kai
EVOEXOMEVWIG KAAUTEPEG BEPATTEUTIKEG TTPOOTITIKEG OTO HEAAOV.

ZTHN EONIKH KAINIKH THZ M. BPETANIAZ

OAeg o1 olkoyéveleg pe TTaidi pe A-T €xouv Tnv eukaipia (WEow GP, tou Eidikou latpou
Toug fj NG A-T Society) va emioke@ToUV TNV €18IKA KAIVIKT) 070 NoTIyxau é1mou pia opdda
(Trou TrepIAapBavel évav veupoAdyo, Evav YEVETIOTH KAl TOUG BEPATTOVTEG IATPOUG) EXEI OEI
TOAEC olkoyéveieg Je A-T. Auto Sivel Tn duvaTdTnTa OTNV OIKOYEVEIQ VO EKPPACEI OAEG
TIC avnouyieg TG ot €va onueio e§umrnPETNONG, OF Hia UTINPECIA HE TIETEIPAHEVO
TPoowTKS. H KAIVIKA) UTTOOTNPIZEl KAl CUUTTANPWVEI TN QPOVTida TToU TTapEXETAl OTOV
acBevry oTov TOTTO Siapovrg Tou. YTdpxel atevr| emKkoivwvia pe v A-T Society, 10
KAiviké Kévtpo A-T Twv HIMA kai 11 SIGQOPEG EPEUVNTIKEG OUADEG.

To @uAAGdio emokéTrnong eival diaBécipo oe Bangali, Toupkikd, loTravikd, Farsi
ko1 EAARVIKG. Ma va AGBETE avTiypapo TapakaAw TaXUSPOUNOTE HAG TA OTOIXEIX
oag otn digvBuvon atcharity@aol.com

©: Dr CG Woods, Professor J.A. Raeburn and The A-T Society

KAINIKH ANOXOAOTIAZ KAI ACIMQ=ZEQN XTHN KYNPO

H kAivikA auTr) atroteAei pépog Tou Maidiatpikod Turuarog Tou Noook. Apx. Mak. III ot
Aeukwoia kai atroteAei 10 Kévipo Avagopdg OAwv Twv maildiwv oty Kimpo pe
Avocoloyikd MpoBAfjuara. H apakoAolBnon Twv Taidiv Yiveral o ouvepyaoia Tou
AvoooAéyou, Tou NeupoAdyou kai Tou lMveupovoAdyou. Tnv opdda autr TTAQICIWVOUV



OTToU XPEIAZETaN PUOIOBEPATTEUTEG, AOYOBEPATTEUTEG KABWS KOl AAAES UTTOEISIKOTNTES TNE
Maidiatpiknig.

Ma wAnpogopieg emikoivwveioTe Je TRV Ap. M. KoAioo oTo tnA. 00357-22405000 1y oTto
e-mail: mkoliou@spidernet.com.cy

Znueiwon: To UAAADIO QuTd HETAPPACTNKE OTA EAANVIKG atd Tov 1aTtpd Apa AAUTTPO
Zapaptln umd Tnv emiRAewn g Apog Mapiag KoAiou.






