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ATAKCUA HA ®PNPANX

UHdopmaumoHHa 6poliypa 3a ATAKCUATA HA ®PUAPENX
3a OHOLWIM HA Bb3pacT 13-17 roanHum

[TepsoHa4anHoO e cecmaseHa om XenvH KvpHU - oHowa om MpnaaHous,
Kolimo cmpada om amakxcua Ha ®pudpalx. Yuuna e ecmecmeeHu HayKu 8
yyunuwe 8 npoovaxeHue Ha 3 200UHU.

lpuema 3a u3nonzsaHe om ERN-RND om 0-p Mepu KvpHu, Eeaponelicku
nayueHmMcKuU 3aWumHuK npes 2022 2.




MHOOPMALIMOHHA BPOLUYPA 3A ATAKCUS HA ®PUAPAWNX 3A 13-17-TOAULIHUN AQONOGQ

BbBeaeHue

ATaKkcuaTa Ha Qpuapaiix (FA) e HBaNMAM3NPALLO, CKbCABALLO *KMBOTA, IEreHePaTUBHO, PAAKO,
HEBPOMYCKY/NIHO, FeHeTUYHO 3abonAsBaHe. HayanoTo Ha CMMNTOMMUTE MOXKe Aa Bapupa oOT
OEeTCTBOTO A0 3pAia Bb3pacT. [MbpBOHAYaNHO Te BKAOYBAT TPOMABOCT Ha ABUXKEHMATA, crabocT
n 3aryba Ha MycKy/Ha maca, KOeTo BOAM A0 HeCTabUIHOCT Npu CTOEHE U XO4EHE, KOATO MOXKe
03 ce cbbpKa € NMAHCTBO. 3a NbpBM NbT 3abonABaHeTo € onucaHo npe3 1863 r. OT HEMCKUA
HeBponor u natonor Hukonac ®puapamx.

Oymata "atakcma" umaBa oOT rpbuKkaTa Ayma "ataxis", KoATo o03HayaBa "6e3 pen" wau
"HekoopanHupaH". 3abonaBaHeTo 0OMKHOBEHO 3aMoO4yBa C TOBA, Y€ YOBEK € TPOMaB, HellaTa
nagaT OT pbLEeTe My, 3aCerHaTUAT obuya Aa Xo4M NoKpai cTeHaTa. ATakcusaTa MOXKe Aa 3acerHe
NPbCTUTE Ha pbUETe U ANaHUTe, PbLUETe M KpakaTa, TANOTO, roBopa, MPErnblaHEeTo WAu
OBWXKEHNETO Ha oymTe. CblecTByBaT MHOIO BUAOBE aTaKcusa (BXK. IMCTOBKaTa 3a NaLUMEHTU Ha
ERN oTHOCHO aTakcuaATa).

The Nervous System

Brain
Central
Nervous
System

Spinal Cord

Nerves Peripheral
Nervous
System

®urypa 1: NoapobHOCTN 32 HepBHaTa cuctema C ntobesHoTo cvaencTene Ha UC San Diego Health

FA ce AbnXKKM Ha BNOLWIABAHETO Ha:

e onpeaeneHa 4acT OT MO3bKa - MasIKUA MO3bK,
e rpbbHAYEH MO3BK U
e HepBW (M3BECTHM KaTo NepudepHN HepBK) B TANOTO.

Bbnpekn ye 3abonaBaHeTo e CBbpP3aHO C MO3bKa, TO HE B/IMAE HA UHTE/IUTEHTHOCTTA. DA e
nporpecneHoO 3abonaBaHe 1 6aBHO ce BNOLWABa A0 CTeneH, B KOATO NauneHTuTe ce HyXAaAT OT
WHBa/MAHA KOJIMYKa. Bce owe HAMA Nnek, HO nscneaBaHUATa NPOAbAXKaBaAT. [eHEeTUYHMAT TecT 3a
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MHOOPMALIMOHHA BPOLUYPA 3A ATAKCUS HA ®PUAPAWNX 3A 13-17-TOAULIHUN AQONOGQ

®A e oTkpuT npe3 1996 r. ATakcuata Ha Ppuapaiix (AD) ce yHacneassa v OT ABamaTa poauUTeENn
M e 3BeCTHA KaTo peLLeCMBHA aTaKCuA.

KaKkBo npeacraBasBa peuecMBHaTa aTakcma?

PeuecnBHaTa aTakcus e 3abonsBaHe, KOETO ce NpesaBa Ypes nosyyaBaHe Ha AedeKTHUA reH oT
ABamata poautenu. Camute poguTenn pagko MMaT CUMNTOMW, HO BCEKM OT TAX € HOCUTeN Ha

PELEeCUBEH reH.

Unaffected Unaffected
carrier carrier
parent parent

'I'! 'P! i'!!

Unaffected Unaffected Unaffected Affected
child carrier carrier child
child child

®urypa 2: Kak ce yHacneansa peL.ecMBHaTa aTakcus;
C Ntob6e3HOoTO cbaencTeMe Ha EBponencKkaTa nscienoBaTesicka Mperka,
rpyna "PeaKu HEBPONOTMYHM 3abonaBaHmMA".

PeLecnBHMAT reH MoXKe Aa ce npedasBa OT NOKONEHWE Ha MOKO/NEHME U CEMEMCTBOTO HAMA A3
pasbepe, ye nma AedeKTHUA TeH, A0KATO Xopa C e4AMH U Cbll, aHOPMaseH FeH He pPoaAaT Aeua
3aefHo.

JeuaTa Ha poauTenu C peLecmMBHM reHn 3a aTakCcma UMaT cnefHUTe reHeTUYHM LaHCOoBe 33 BCAKO
Aete, KoeTo Mmorat ga Mmar:

1) 25% waHc aa He ce pasboneete oT 6osecTTa,
2) 50% BepoATHOCT Aa cTe HocuTen, 6es Aa npoAsBABaTe CUMNTOMU, U
3) 25% BepoATHOCT Aa ce pa3boneeTe oT ToBa 3ab6o/1ABaHeE.
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MHOOPMALIMOHHA BPOLUYPA 3A ATAKCUS HA ®PUAPAWNX 3A 13-17-TOAULIHUN AQONOGQ

CvmnTtomum

ATaKkcuAaTa Ha ®puapalix moxe Aa ce NPoABM MO HAKOJIKO HauMHa. Hali-obuyaliHaTa nposBa e
TPOMABOCT NP U3NbJAHEHNE HA Ma/IKM 3a43a4M, KaTO HANPUMEP HOCEHE Ha HAaNWUTKK, NagaHe Npu
M3KauyBaHe Ha CTbabU, cnbBaHe B TbMHOTO U Ap. NOHAKOra U3KpMBABAHETO Ha rPbOHAYHUA CTHNO
(ckonnosa) uan 3aTpygHEHMATA CbC CbPLETO MoraT ga 6baaT nposBABalLM Ce NPU3HALM.
CumntommnTe 0OMKHOBEHO ce npoaBaABaT mexay 5 u 15-rogmwHa Bb3pacT, HO morat ga ce
NPOABAT M B NO-M/1aZa UAKN NO-Bb3PACTHA Bb3PacT.

Apyrn paHHM cumnTOMM ca cnabocT B KpakaTa, HECTaBMNHOCT NpU CTOEHe, TPYAHOCTU Npu
xopeHe, ObMKHOBEHO xopaTta ¢ PA moraT a3 pasrbHaT KpaKa CM NPEeKaNeHo AN HeAO0CTaTbYHO,
KoraTo XOAAT, OCBEH TOBa KpaKaTa moraT Aa 6b4aT No-BUCOKM OT HEOBXOAMMOTO NPU XOAEHE U
[a CTbNBAT NPeKaseHo CUAHO HA 3EMATA.

O6ukHoBeHO ®A BoAM A0 TOBA, Ye YOBEK CE NPUABUKBA
C MHBA/IMAHA KONMYKA B pamKuTe Ha 8-10 roguHu cneg
NocTaBAHETO Ha AuarHosaTa. Bbnpekun TOBa, C
YBE/IMYABAHETO HA M3MNON3BAaHETO Ha  Pas/IMyHK
MOMOLLHN CpeacTBa 3a XOAEHE, MOXKE Aa Ce OKaxKe
Bb3MOKHO A3 HE Ce Ha/lara U3non3BaHeTo Ha MHBAIMAHA
KO/MIMYKA 33 NO-AbAbI NepUog, OT Bpeme.

@A e 6aBHO nporpecupalllo 3abonasaHe 6e3 pemucun.
YyeHuTe onuceaT nporpecuaTa Ha JABa eTana -
ambynaTopeH eTan, NpuM KOMTO YOBEK € B CbCTOAHWE Aa
X0AM, U HeambynaTopeH eTan, NPU KOMTO NALMEHTDHT He
e B CbCTOAHME Oa Xo4aun. durypa 3: 3apeH XOAHUK

AMBYNaTOPHMAT CTaANIN Ce XapaKTepM3npa C HamasieHMe UAM ANNca Ha MYCKYIHU pednekcu B
OOMb/HEHME KbM HECTabUNHWUTE Kpauyku npu ABuKeHue. MauneHTuTe OB6UKHOBEHO MMaT
noBAMrHaTa fneta u CrbHaTM NPbLCTU, KOETO BOAM A0 AedopmaLma Ha CTbMNANOTO, N3BECTHA KaTo
cTbnano Ha Ppuapaiix. Moxe aa ce Habnogasa 3aryba Ha ycelwaHe 3a AONUP B pbuUeTe U
KpaKarTa.

B HeambynaTopHMA CTaguii NauMeHTUTE ca TO/IKOBA 3aTPyAHEHW Aa XO4AT, Ye ce Hajara Aa
M3M0N3BaT MHBAIMAHA KONIMYKA UKW APYro opToneauyHo cpeacTBo. ToBa 0OGMKHOBEHO Ce CNy4yBa
npes BTOPOTO WM TPETOTO AECEeTU/IeTUE OT KMBOTa. 3acAraT ce pbUeTe W ANaHWUTEe, KOEeTo
3aTpyAHABa MMCAHETO M APYrv 3afayun. HapyleHua B rnaca Ha MLETO, HEPaBHOMEPHOCT Ha
BMCOYMHATA M CMNaTa Ha 3BYKa M APYrv NPOMEHM B KAYEeCTBOTO Ha rnaca, KaTo HanpumMep KOHTPOA
Ha rOBOPHUTE MYCKy/au. Bce No-TpyaHo e Aa ce ceau B U3NPABEHO NOOXKEHME.
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MHOOPMALIMOHHA BPOLUYPA 3A ATAKCUS HA ®PUAPAWNX 3A 13-17-TOAULIHUN AQONOGQ

AunarHosa

KoraTo naumMeHTbT MMa CMMNTOMM, HanogobsBalM Te3M Ha aTakcuA, e BaXXHo Aa b6bae
npernenaH ot Hesposaor. OBMKHOBEHO OLLeHKaTa BK/AOYBa:

1. MeauuunHcKu nperneg,
2. KpbBeH Tect
3. PeHTreHoBO M3cneaBaHe 3a OTKPUBAHE Ha aHOMANINK B TNABHUA U TPbOHAYHUA MO3bBK.

PeHTreHOBM CHUMKK, KOUTO MoraT Aa 6bAaT BKAOUYEHMU:

a) KomnioTbpHa Tomorpaduma Ha Mo3bKa (CN0XKHa

PEHTTeHOBa TexHWKa 3a u306pas3aBaHe Ha 8]

FNaBHMA M/WUAN rPBOHAYHUA MO3DBK), 0

6) MarHUTHO-pe30HaHCHO M3cneABaHe  Ha E() l |-
MO3bKa (MarHUTHO-PE30HAHCHO M3CneaBaHe Ha .éh ‘ ' -
TeNecHa TbKaH, BKAIOUMTENHO Ha rNaBHUA u/unm ~

rPbOHAYHMA MO3bK) ‘\/..

Mpyn aTakcna Ha Ppuapanx Mma He3HaAUUTENHMU
NPOMEHU B MaNIKNA MO3bK Npn AMP cKaHupaHe.
OCHOBHOTO Bb3aelcTBME 3a aTakcua npu OA e B

®urypa 4: MPT ckeHep
pes3ynTaT Ha aTpodmA Ha rPbOHAYHUA MO3BK.

CbcToaHMA, cBbp3aHu ¢ FA

ChbLiecTBYyBaT HAKOJIKO CbCTOAHMUA, CBbP3aHU € FA. [pu HAKOW XOpa HAMA HUTO eZlHO OT TAX, a NpwU
ApYyrM nma gocta oT Tax. Te BKAoYBsaT

e CbpaeyHo 3ab6onsABaHe - UMa MHOTO CbpAeYHM 3abonaBaHuA, cBbp3aHn ¢ PA. Mpu ronam
NPOLEHT OT NaumneHTuTe ¢ ATakcua Ha Opuapalix ce Habno4aBaT OTKIOHEHMA B pUTbMaA
Ha CbpAeYHMA PUTBM W HaMa/IeHa CMa Ha CbPAEYHMA MYCKY/; Hali-4ecTo CpeLlaHuTe
CUMNTOMM Cca cbpuebueHe u gucnHesa (3aayx).

e CKONMO3a - TOBA € U3KpMBABAHE Ha rPbbHAYHUA CTLA6? Pa3BMBa ce B paHHMA eTan oT
¥KMBOTA. AKO € TeXKKa, MOXKe 4a NPUYMHU NPobaeMU C AULIAHETO.

e AHOMa/IMA Ha CTbMANOTO - PES Cavus, NPU KOUTO CBOABLT HA CTbMNAIOTO € CUHO U3Pa3eH.

e [nabeT - HeobMYaHO BUCOKM HMBA Ha 3axap B KPbBTa U ypMHaTa
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MHOOPMALIMOHHA BPOLUYPA 3A ATAKCUS HA ®PUAPAWNX 3A 13-17-TOAULIHUN AQONOGQ

Mpe3 2014 r. 6axa nybnKyBaHM HAaCOKK 3a iedeHneTo Ha Atakcua Ha Ppugpalix. To e A40CTbNHO
Ha www.ern-end.eu n www.curefa.org. B momeHTa Te3M HACOKW Ce aKTyanusmpaTt M npes
cnepBalmnTe HAKONKO Mecela (maii 2022 r.) ce oyakBa Aa 6bae nybinKyBaHa HOBa BepCUS.

HayKaTta 3a aHopmanHua reH FA

BCcMUKM HMe 3ano4YBame KMBOTA CU KaTo eAHa KneTKa. Ta cbabprKa 46 XpOMO30OMM, KOUTO YECTo
ce Hapuyart 23 ABOMKKU. YoBEK NoslyyaBa 23 XpOMO30MM OT BCEKU poauTe. Mo Bpeme Ha pacTexa
KNETKUTE B TANIOTO HU Ce AeNAT, 33 Aa Cb34aAaT HOBM KneTKWU. ToBa, KOETO 3amoyBa KaTo
e4MHMYHA KNEeTKa, Ce NPEBPbHLLA B MUIMAPAM KNETKU. XPOMO3OMUTE Ca Pa3no/IOXKEeHN B A4POTO
Ha BCAIKA K/IeTKa B TANOTO.

FeHMTe ca pa3no/IoXKeHU B XPOMO30OMUTE.

Te3n XpOMO30MM Ca Ha/IMLLE B HAYaNOTO Ha KMBOTA Ha YOBEKA. XPOMO3OMUTE Ca HULLKOBUAHM
CTPYKTYpPU, pPasnoJIOKEHN BbTPE B AOPOTO Ha KUBOTUHCKUTE U PACTUTENIHUTE KNETKU
CnepoBaTenHo AedeKTHUAT reH ce HamuMpa BbB BCAKA K/IeTKa Ha TANO0TO.

BbB BCAKa xpomo3oma uma okosao 4000
reHa. O6buwo nmame okono 100 000 reHa.
Bcnukn mmame ao 20 aedekTHU reHu B
TANOTO CW.

Chromosome

B noBeyeTo c/iydaun He 3Haem 3a AedeKTHUTE Nucleus

reHn. Yosek ¢ ®PA nma aedeKkTHU reHn BbB
BCAKa OT 9-Te XpOMO30MM, KOETO BOAMU A0
pa3BUTME HA aTaKcKA Ha Opuapaiix.

leHuTe ce CbCTOAT oT
0e30KCcUpUboHyKnenHoBa KucenunHa (AHK),
HapuyaHa [HK, KoATO npaBu BCEKM 4YOBEK
yHuKaneH (Hanp. AHK onpegens yseTta Ha
04YMuTe, KocaTta U T.H.).

Hsakonko yyactbKka ot AAHK obpasyBsaT reHa.
ATakcuata  Ha  @pugpanix (m gpyru
HacneaCcTBEHM aTaKkCMM) ce NpPUYMHABA OT
nedekt B AHK.

lenute ca TBBpAE MankM, 33 fAa 6bp'aT Source: National Institute of General Medical Sciences (CC BY-NC-SA3.0)
BUAEHN A0PW C HaW-MOLLHUS MUKPOCKONM.

KONKOTO M Mankm pa ca, reHute wurpaat @eurypa 5: KnetbyHo AApo, NOKasBalo MACTOTO, KbAETO
BaXkHa pons ce CbXpaHABaT XPOMO30MMUTE, U NOAPOBHOCTM 33 eAuH

reH
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MHOOPMALIMOHHA BPOLUYPA 3A ATAKCUSA HA ®PUAPAWNX 3A 13-17-TOAULLHU AAONOC

HayyHu noapobHocTn 3a IHK aHomanuAaTa npu atakcmara Ha Ppuapamnx:

46-Te Xpomo3omu (23 ABOMKM) ca NABTHO HaBuUTU Bepurn oT AHK, cbAbp:KalM MUANOHM
XMMUWYHM BELLeCTBa, HapeyeHW 6asu. Te3am 6a3nM ca afeHWUH, TUMWH, LUWUTO3UH U TyaHWH,
cbkpateHo A, T, C n G. HAkown 6a3mn BMHarM ce cBbp3BaT B ABOMKa, Hanpumep "A c T; C c G".
[BoliknTe 6a3n B KOMMNIEKTU OT NO TPU Ce CBBLP3BAT, 32 Aa 06pasyBaT KOAMPAHU CbObLEHMA.
Te3n KoanpaHu cbobuieHns ca Kato "peuentn” 3a cb3gaBaHe Ha aMUMHOKUCeNUHWU. CaABOeHUTe
6a31 NoACKa3BaT Ha TANOTO Kak Aa Cr106u pasIMyHM NPOTENHN. BenTbumuTe U3rpaxkaat KNeTkuTe,
TbKaHUTE U CNeunanmsnpaHnTe eH3MMK, OT KOMUTO TANOTO HU Ce Hy}KAae, 3a Aa PpyHKLMOoHMpa
HOPMasHo.

KoabT, KoTo ce npomeHs B FA, ce Hapuya GAA. O6MKHOBEHO TOM ce noBTaps oT 7 A0 22 NbTu
npu HoOpMaJieH YoBeK, HO Npu YoBek ¢ DA moxke Aa ce nosTopu ot 300 go 1000 nbTU. B pesynTar
Ha TO3M pa3sLWMpPeEH reH 6enTbKbT Ha GpPaTAKCUH € 3HAYMTENIHO HaMasleH.

PonaTta Ha frataxin 8 FA

®paTaKCUMHDBT AeMCTBa B MUTOXOHAPUUTE Ha KNeTKuTe. MUTOXOHAPUUTE Ca eAHWN OT MAJIKUTE, HO
MHOFO Ba)XHW €N1eMEeHTM B umMTonnasmaTa Ha KaeTkute. MutoxoHgpuuTe moraT ga b6baat
NPBYKOBUAHU, CHEPUYHU, PA3KNOHEHN UM NPBCTEHOBUAHWU. Te CbabpKaT reH n pubosoma.
Pn6o3omuTe yyacTBaT OCHOBHO B MPOM3BOACTBOTO HA NPOTEMHM.

Nucleolus Cytoplasm

Mitochondrion Nucleus

Inner membrane
. / Outer membrane

Matrix

Cristae

Mitochondrion
Golgi apparatus Cell membrane

© 2007-2011 The University of Waikato | www.sciencelearn.org.nz

durypa 6: CHUMKA Ha KNeTKa, Ha KOATO Ce BUXKAAT MUTOXOHAPUM U AEeTalnn Ha MUTOXOHAPUUTE
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MHOOPMALIMOHHA BPOLUYPA 3A ATAKCUS HA ®PUAPAWNX 3A 13-17-TOAULIHUN AQONOGQ

MuWTOXOHAPUUTE Ca eNeKTPOLEHTPanMTe Ha KAEeTKUTe, KOUTO NpPOM3BENXAAT EHeprus.
YCTaHOBEHO €, Ye HeaOCTUIbT Ha GpaTaKCMH B MUTOXOHAPUUTE BOAM A0 TOKCUYHO HATpynBaHe
Ha YKenA3o B TAX. Korato ToBa TOKCUYHO XKeNA30 BAM3A B peakuma C KMcnopoaa, ce obpasysar
csobogHn pagukann. CsobogHuTe paguKanu paspywasat Kaetkute. pu aTakcusaTa Ha
®puapanx Tean ceoboaHM paanKkanm ce obpasyBaT M TaKa NPUYNHABAT yBPEXKAaHE Ha HEPBHATA
cuctema. Cnep KaTo cBOGOAHUTE pagMKanm YHULLOXKAT HEPBHUTE KNETKM, Te He moraT aa 6baat
3aMEHEeHM.

JleueHue

MNoHacToAwem HAMA O0Ka3aHo nedyeHue Ha OA. Bbnpeku ToBa ce MpoBexKAaT 3HAUYUTENTHU MO
obem uM3cneaBaHMA U KAMHUYHW WU3MUTBAHWA B ONWUT Aa ce Hamepu nedyeHue Ha DA (BK.
cnepsawma pasgen). Mo-gony ca usbpoeHn BaXKHM Hewa, KouTo TpAbBa Aa npasBuTe, KoraTo
nmate FA.

MNoaabp’KanTe akKTMBHOCT

MpenopbynMTeNHO € A3 NoAAbPXKATE MAaKCMMa/Ha aKTUBHOCT, KOETO Nomara, 0cobeHo B paHHUTe
eTanu Ha AnarHocTmumpaHe, Aa 3abasute nporpecusata Ha OA. Te cmATaT, Ye NoAAbPKAHETO Ha
aKTMBHOCT NOAAbPYKa MYCKy/MTe B 06p0 cbCTosHME 33 NOo-Abaro Bpeme. OcobeHo noaxoanim
AEVHOCTM ca N/YBAaHETO M KOHHATa e34a, Tbi KaTo NoBTapAwMTe ce AeNCcTBUA CTUMyAMpaT
HepBHaTa cMCTeMa, NPeAoTBpPaTABAT 3arybarta Ha cuna 1 ce HagABaT, Ye YHOBEKbT MOXKe A3 3anasu
cnocobHoCTTa cu aa xoau.

C HanpeaBaHeTo Ha 3abonABaAHETO € NO-TPYAHO A3 ce NOAABPKAT GU3MUYECKUN YNPAXKHEHUSA, HO
€ MHOrO Ba)HO Aa Ce 3ana3u Bb3MOXKHO Hal-aKTUBEH. BbnpeKkn ye moxke Aa ce npenopbya
noceweHne Ha ¢pn3moTepanma, HUKOA AbpPKaBa He pa3nonara cbC CpeacTBa 3a PUHAHCMPAHE HA
ceamunyHa dmsmnoTepanus 3a xopata ¢ PA. YnpaxkHeHuaTa TpAbBa Aa 6bAaT BKAKOYEHU B HAYMHA
Ha YKMBOT Ha xopaTa ¢ PA.

CneumnanHo BHMMaHWe ce 0OpblLad Ha NOAABPXKAHETO HA MNOABUMMKHOCTTA Ha axXxM/1IeCOBOTO
CYXOXXWNMe, TaKa Ye YOBEK A3 MOXe [a ABWUXM rneseHa cu "Harope-Hagony". CnocobHocTTa aa
ce ABUMKW FNe3eHbT e BaXKHa, Tbil KaTo TA Urpae BarkHa ponsa B nognomaraHeTo Ha anueto ¢ PA
npu NpemecTBaHeTo My OT CTO/1a, 40 TOa/NieTHaTa, Ier10ToO U T.H.

34paBOC/IOBHO XpaHeHe

[obpaTa 34paBOC/IOBHA AMETA C HUCKO CbAbPrKaHMe Ha 6bp3M 3axapu e BarkHa, 3a Ja ce
noaAbPXKaT eHePruimHUTE HUBA M Aa Cce NPeaoTBPaTH 3aXapHUAT aAnaber.
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MHOOPMALIMOHHA BPOLUYPA 3A ATAKCUS HA ®PUAPAWNX 3A 13-17-TOAULIHUN AQONOGQ

OpraHusunpaHe Ha peaoseH npernea Ha FA u cBbp3aHUTe ¢ Hea yc10BUA

MHOro OT CBbpP3aHUTE C TAX CbCTOAHMA MoraT Aa 6baaT NeKyBaHM, Tbi KaTo 3a TAX MMa
nekapctea. Mpobaemute ¢ rbpba M cTbnanaTa moraT Aa 6bAaT NOANOMOrHATU YPE3 UHMKEKLUN
nnn onepauma. CbpaeuyHnte npobnemu morat ga 6baat npernegaHy oT Bawus nekap.

[puxKeTe ce 33 NCUXMYHOTO CU 34paBe

[narHosata ®A npomeHA KMBOTA Ha YOBEKA M HA HErOBOTO CEMEWCTBO. TA CbC CUTYPHOCT Ce
OTpa3fABa Ha HACTPOEHMETO WM CNocobHOCTTa Ha YOBeKa Aa Ce CNpaBA CbC 3HAYUTENHUTE
npean3Bukatencrsa, Komto PA nocTasA. 3arpuMKEHOCTTa 3a NCUXMYHOTO 34paBe MOXKe [Aa
nosaunse Ha PU3NYECKOTO, EMOLMOHANHOTO U couunanHoTo Bnarononyyme. CTpaTernmn, KOUTo
MoraT Aa MOMOFHAT Ha YOBEK C aTakcma Ha Ppupgpanx, MnuTeaw, npobaemm ¢ NCUXMYHOTO
3gpase:

a) MeaukameHTUTe YecTo ca ePEKTMBHM 3a IeYEHNE HA Aenpecusa, TPeBOXKHOCT MNonsaTa 3a
nHauBMAa 6u buna ronama, Taka 4ye moxe 6u cu cTpyBa Aa ce onuTa. Tpsbea aa ce
0B6MUCAAT HAYMHM 33 OTPaHUYABAHE Ha HEXKeNaHUTE CTPAaHMYHKN ePeKTU (KaTo 3amaiiBaHe
WAN BNOLWIABaHE Ha pPaBHOBECWMETO), KOWUTO BEPOATHO 6OMXa MManM No-ronaMo
Bb34elCTBUE BbPXY MHANMBUAUTE C aTaKcma Ha Ppuapanx, OTKONKOTO BbpXy APYrn Xopa.

b) KoHcynTupaHeTo, 3a pa3nunKka oT MeAMKaMeHTUTE, HAMA 4@ MMa HexXenaHu edpektn Ako
KOHCYNTUPaHeTo e edpeKTUBHO, NO/3aTa We bbae ronama.

c) MpomeHn B HauMHa Ha XKXUBOT: NOAAbP}KANTE aKTUBHA AENHOCT, NOAAbPKANTE BPb3Ka C
npuaTenn, MNomMucieTe 3a MNPUCbeAnHABAHE KbM WHTEPHET WAW Apyra noAobHa
nauneHTCKa opraHmnsauma 3a xopa ¢ Atakcua Ha Ppugpaiix. OnutaiiTe ce Aa HanpasuTe
KOJIKOTO ce MOrKe noBeye 3a cebe cu. ObmucnetTe Bb3IMOMKHOCTTA Aa YyYUTE B KONeX, Aa
paboTuTe Ha HeNb/AHO PaboTHO Bpeme, Aa ce HayuuTe aga woodupaTe.

HacbpyaBanTe pa3wiMpeHOTO CM CEMENCTBO Aa Ce u3caeaBa 3a Haamyme Ha reHa FA
Uan Aa NOTbpPCn reHeTnYHO KOHCYNTUPAHE.

AKO YOBEK MMa reHeTMYHa aTaKCusA, 32 NaUNEHTUTE U TEXHUTE CEMEICTBA € M0JIe3HO Aa NpeMuHaT
npes3 reHeTUYHO KOHCynTUpaHe. bpaTtaTta u cecTpute Ha Anuata ¢ GA ce npuTecHaBaT, 4e Mmat
®A. BaxkHO e bpaTaTa 1 cecTpuTe Aa MMaT HAKOrO, C KOroTo [1a pa3roBapAT NOBEPUTENHO 3a TOBa.
Tbi KaTo BCe olle He CbliecTByBa JieyeHne Ha DA, He e Heobxoaumo aa ce 6bp3a ocobeHo ¢
NPOBEeXAaHeTO Ha reHeTUYEH TEeCT, 3a Aa Ce YCTaHOBM Aanu bpaTtata uam cectpute nmat OA.
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MHOOPMALIMOHHA BPOLUYPA 3A ATAKCUS HA ®PUAPAWNX 3A 13-17-TOAULIHUN AQONOGQ

PUCK OT npeHacsAHe n PUCK OT 3acCerHato NnoTomcteo npu auua ¢ FRDA u texHute
POAHUHMU

Bpb3Ka € MLLe ¢ aTakcua Ha Puck ot PUCK OT paxpaHe Ha
dpugpaiix (FA) HOCUTENCTBO 3acerHaro gerte

Pogutenun 181 loT4

BbpaT n cectpa 182 18680
Nena/papo 182 18680
MbpBu bpaToBye Ha auue c A lot4 181360
Mbpeu 6paTtoBuegs, BEAHBX loT8 1Ha 2720
OTCTPaHeH

BTopu 6paTtoBues lor1l6 1 Ha 5440

Tabnnua 1: Puck ot passutune Ha A

Tabnanua 1 nomara ga ce OTroBOpM Ha BBMPOCUTE, KOUTO CEMeNCcTBaTa MoraT Aa Cu 3agagat
OTHOCHO BEPOATHOCTTA APYrN YNEeHOBE Ha CeMeMCTBOTO Aa ce pa3boneat ot PA. TecTvT 3a
HOCUTEeNCTBO TpAGBa Aa ce HanpaBW NbPBO Ha HAaN-6N3KMA POAHMHA, TbI KAaTO OTPULLATENHUAT
pe3ynTaT 03HAYaBa, Ye MOXKeE Aa He Ce HaN0XM FeHeTUYHO U3cneABaHe Ha NO-A431e4YHN POAHUHN.

N3cnheaBaHuA

®A e 6aBHO nporpecnpallo CbCTOAHUE, TaKa Ye e TPYAHO Aa Ce NpeLeHn AOKOAKO pearmpa Ha
AaAEeHO NeKapCTBO 3a HAKONKO cegmumumn. NMopaam ToBa NoA06HM M3NUTBAHMA MOraT Aa OTHeEMaT
Aopu noseye OT 2 roauHU. NnaHMpaHeTo Ha U3NUTBAHETO e MHOro TpyAHo. [ToBeyeTo yvyeHu ca
CbraCcHW, Ye KAMHWYHOTO M3NUTBaHe TpabBa Aa 6bae "ABOWMHO cnAno”. [JBOMHO CAAMNOTO
M3NMTBaHe O3HayaBa, Ye Ha NauMeHTUTe ce AaBaT XanyeTa, KOMTO U3rnexaaTr CXoA4HW, HO B
AENCTBUTENHOCT Ca B PasINyHM A03N. HAKOWM OT xanyeTaTa BCbLLHOCT M300WO0 He CbAbpKaT
AKTUBHOTO /IEKAPCTBO, KOETO Ce U3NUTBA.

B mexayHapodeH niaH MMa HAKOMIKO opraHusaummn, nabopatopum, YHUBEPCUTETU U BONHULM,
KOUTO ce 3aHMMaBaT C U3cneaBaHumA B obnactta Ha DA (BXK. purypa 7 - FARA pipeline). BcbuHocT
e TPYAHO Ja ce cneam 3a BCUMYKM pa3paboTkM. YebcalTbT Ha amepuKaHCKaTa NauMeHTCKa
opraHusauusa Friedreich's Ataxia research Alliance (n3BecTHa Kato FARA) npeaocTtaBa aKTyanHa
MHOOPMALUMA 3@ MEKAYHAPOAHUTE KAMHMYHM npoyyBaHMA Ha PA. Ha TexHuA calT uma
M3CNef0BaTENICKM KOHBEMep, KOWTO MNOKasBa BCUMYKM Pa3INMYHU U3NUTBAHWUA, KOUTO Ce
npoBeXxaaT B MOMEHTa, BX. www.curefa.org.
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Ot aBryct 2022 r. n1eKapcTBoTo omaBeniokconoH (OMAV) nokassa HAKOW A06pu pe3yntaty npwm
FA. MbpBOHaYanHo Te ca bunm npeaocraseHn npe3 oktomepu 2020 r. B HAYANOTO Ha NAHAEMUATA
COVID. Omas Bce oule He e ogobpeH B CALL, (aBrycTt 2022 r.) oT AAMUHUCTPALMATA MO XPaHUTE U
nekapcreata (FDA). EBpona pa3bupa, ye pasrosopuTe ¢ EBponelickaTa areHuus no siekapcrearta
(EMA) ca Ha paHeH eTan 3a MOBTOPHO Nony4yaBaHe Ha ogobpeHune B EBpona, HO mMoXe Aa ce
HaNOXM NPOBEXAAHETO HA PAHAOMM3MPAHO [ABOMHO-CAANO MNPOy4YBaHE, KOETO MOXKe [Aa
BK/AIOYBA M HAKOWM aeua, npean EMA wnnan FDA pa obmucnat pasrnexgaHeto Ha Omav KaTo
neyeHune Ha OA.

MpenpaTkn

www.ern-rnd.eu

www.curefa.org
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