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CRAJIN 3A OLUEHKA HA ATAKCUH

(Scale for the Assessment and Rating of Ataxia - SARA)
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FOR RARE, LOW PREVALENCE AND COMPLEX DISEASES

Share. Care. Cure.

My6ankysaHo ot ERN-RND: 26/07/2018 r.
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OTKas ot OTroBOPHOCT:

"MopgKpenaTta Ha EBponeickata KOMMCMA 33 M34aBAaHETO Ha Tasu nybaMKaumMa He npeacTaBnsBa
of0bpeHne Ha CbabPXKAHNETO, KOETO OTPa3ABa eANHCTBEHO Bb3rneamTe Ha aBTopuTe, U KomucmaTa He
HOCM OTrOBOPHOCT 3a M3M0NA3BAaHETO HA CbAbpKallaTa ce B Hes MHpopmauyma."

MoBeye MHPOpPMaLMA 3a EBponeickus cbio3 e 4ocTbHa B MHTepHeT (http://europa.eu).
Nokcembypr: Cnyxkba 3a nybavMKkauum Ha EBponeickus cbtos, 2019 T.
© Eponelicku cbtos, 2019

B'b3I'IpOM3Be)K,EI,aHETO € pa3speLleHo, npu ycnosne 4e ce NnOCOYN N3TOHYHUKDT.
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BbBEJAEHWE B EBPONENCKATA PEOEPEHTHA MPEXXA 3A PEJKMU

HEBPOJIOTrMYHU 3ABOJIABAHUA (ERN-RND)

ERN-RND e eBponeicka pedepeHTHa mperka, cb3gaaeHa n ogobpeHa ot EBponeickus cbio3. ERN-RND e
34paBHa MHPACTPYKTYpPa, KOATO ce POoKycMpa BbPXY PeAKMTE HEBPOAOTMYHM 3abonsasaHus (PH3). Tpute
OCHOBHM cTbnba Ha ERN-RND ca: (i) mperka OT eKcnepTM M eKCnepTHW LeHTpoBe, (ii) reHepupaHe,
obeanHsaBaHe U pa3npocTpaHeHne Ha 3HaHusA 3a PHP u (iii) npunaraHe Ha enekTPOHHO 34paBeonasBaHe,
33 1a MOXKe eKcnepTM3aTta 4a NbTyBa BMECTO NauMeHTUTe U cemelcTBaTa.

ERN-RND obeaunHsBa 32 oT BOAELLNTE eKCNePTHU LLeHTpoBe B EBpona, Kakto 1 10 acoumnmnpaHm napTHbopuU
B 20 AbpKABM-YNEHKN U BKAIOYBA U3KAOUYUTENHO aKTUBHM MaUMEHTCKM opraHmsauunun. LleHTpoBseTe ce
Hamupart B ABcTpua, benrna, bvarapua, Nepmanua, danua, EctoHna, Ucnanma, Utanma, Natena, Jlntea,
Niokcembypr, ManTta, ObeauHeHoTo Kpancteo, lNonwa, CnoseHus, YHrapus, ®PuHnaHgma, PpaHuums,
XonaHgauna un Yexua.

CnepHute rpynu 3abonnasaHus ca obxsaHaTn oT ERN-RND:

e ATakCMM U HacNeACTBEHM CNACTUYHM Napanaerum

e ATMNWYEH MAPKMHCOHU3BM M reHeTUYHa 6onecT Ha MapKMUHCOH

e [INCTOHMA, NAPOKCM3MANHN ANCTOHUM M CUHAPOM Ha HEBPOAEreHpauma C HaTpyNBaHe Ha XKenaso
B MO3bKa

e @poHTOTEMMOPANHA AeMeHuMsA

e bonecTt Ha XbHTUHITBH M APYrK BUAOBE Xopes

e JleBKOAUCTpOGUM

KoHKpeTHa MHPOpMauUmA 33 MpexKaTa, eKCNepTHUTE LeHTpoBe U obxBaHaTUTe 3abonaBaHUA MoXKe Aa
6bae HamepeHa Ha yebcaiiTa Ha mpeykaTa www.ern-rnd.eu.

lNMpenopvKa 3a KnuHUYHa ynompeba:

Esponeiickama peghepeHmMHa mpexca 3a pedKu Heeposno2u4HU 3a60aA6aHUA CUAHO
npenopv4yea u3nosn3seaHemo Ha CKasnama 3ad OYeHKd U Kaacugpukayus HA amakcus
(SARA) kamo Hali-0obpa KAUHUYHA MPAKMUKA 30 OUeHKd U KaacuguyupaHe Ha
amakcuama nayueHmu.

OTKA3A OT OTTOBOPHOCT:

MpW KNAMHUYHUTE NPENOPDBKKU, NPENOPBKUTE 33 IEKAPCKM NPAKTUKK, CUCTEMATUYHUTE 0630pK U gpyrute
NPenopbKn, KOUTO ce NyB6AMKyBaT, MOAKPENAT UKW YMATO CTOMHOCT ce noTebpaasa oT ERN-RND, ce
Kacae 3a OLEHKA Ha aKTya/lHa HayyHa W KAMHWYHA WHGOPMAUMA, KOATO Ce npenoctaBA KaTo
npegnoxeHune 3a obyyeHue.

NHPopmaumsaTa (1) He TpabBa Aa ce Bb3npMemMa KaTo 0bxBallialiia BCUYKM NOAXOAALLN IeYEHUA U MeTOAMU
3a rpuKa n He TpsabBa Aa ce NpMema KaTo AeKnapaumsa 3a CTaHZ4apTa 3a JiedeHue U rpuxka; (2) He ce
aKTya/iM3Mpa HENPeKbCHATO M e Bb3MOXKHO Aa He 0TpasABa Hal-HOBUTE MO3HAHMA (OT M3rOTBAHETO Ha
Tasn MHPopMauma U HEMHOTO Ny6IMKYBaHe pecn. NPOYUTAHE MOXKE Aa ce e NoABMAA HOBA TakaBa); (3) ce
OTHacA camo 3a crneuMdUyYHO NocoyeHuTe BbNPOCK; (4) He npeacTaBasBa Npenopbka 3a onpeaeneHa
MeANUMHCKA rpunKa; (5) He 3amecTBa HE3aBUCMMOTO NPOPECUOHANIHO MHEHWE HA NeKyBaLLMA NeKap, Tbil
KaTo He B3emMa Noj, BHUMaHWE MHAUBUAYANHUTE PA3NNYMA MEXAY OTAENHUTE MauMeHTU. BbB BCeKM
CAy4all /NeKyBaWMAT nekap TpaAbBa Aa npoueavpa WMHAMBUMAYANHO CbC CbOTBETHMA MNALMEHT.
MN3non3saHeTo Ha MHPopmauuaTa e gobposonHo. UHPopmaumaTa ce npesoctasa ot ERN-RND KakTto e n
ERN-RND He gaBa vM3puMyHa MAW MbAYaANMBA rapaHLUMAa No OTHOWeEHWe Ha Ta3n uHbopmauyma. ERN-RND
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M3PUYHO OTXBbBP/AA AABAHETO Ha BCAKAKBA rapaHuMA 33 Ba/IMAHOCT 33 NPUNOXKEHME U BaNMAHOCT 3a
onpeaeneHa ynotpeba nnm onpeaeneHa uen. ERN-RND He noema oTroBOpHOCT 3a TeNIeCHU nospean nim
MaTepPUaHU LWETU, KOUTO NPOU3TUYAT OT M3MNOA3BAHETO HA Ta3n MHPOPMALLMA NN Ca BbB BPb3Ka C Hes,
KaKTO M 3a rpeLUKn v Nponycku.

MpouecbT Ha ogobpeHMe e u3BbpLLEH OT pynaTa no 6onectn 3a atakcua M HacneacTBeHU cnacTUYHU
napanaernmn Ha ERN-RND.

I'pyna no 3a6OJ'IFIBaHI/IFI, CBbP3aHU C aTaKCUA N HacneaCTBEHU CMAaCTUYHW Napanaernn:
KoopauHaTtopm Ha rpynarta no 3abonsasaHuATa:

Caterina Mariotti'®; Rebecca Schuele-Freyer'#

YneHoBe Ha rpynara no 3abonsasaHeTo: npod:

CneumanncTn No 34PaBHU FPUNKMK:

Segolene Ayme?; Enrico Bertini?; Kristl Claeys3; Maria Teresa Dotti* Alexandra Durr!; Antonio Federico?;
Josep Gdmez>; Paola Giunti®; David Gdmez-Andrés>; Kinga Hadziev’; York Hellenbroich®; Jaroslav Jerabek®;
Mary Kearney?; Jiri Klempir!!; Thomas Klockgether!?; Thomas Klopstock!?; Norbert Kovacs’; Ingeborg
Kriageloh-Mann'4; Berry Kremer®>; Alfons Macaya®; Bela Melegh’; Maria Judit Molnar®; Isabella Moroni®®;
Alexander Miinchau®; Esteban Mufioz!’; Lorenzo Nanetti'®; Andrés Nascimento!’; Mar O'Callaghan?’;
Damjan Osredkar!®; Massimo Pandolfo!?; Joanna Pera?®; Borut Peterlin'8; Maria Salvadd>; Ludger Schéls'4;
Deborah Sival*>; Matthis Synofzik!#; Franco Taroni'®; Sinem Tunc®; Bart van de Warrenburg?!; Judith van
Gaalen?!; Martin Vyhnalek?®; Michél Willemsen?!; Ginevra Zanni?; Judith Zima’; Alena Zumrova®

MNpeacraButenn Ha NaumMeHTUTE:

Lori Renna Linton'?, Cathalijne van Doorne®®

1 Assistance Publique-Hopitaux de Paris, Hopital Pitié-Salepétriére, France: Reference Centre for Rare Diseases 'Neurogenetics’; 2 Pediatric
hospital Bambino Gesu, Rome, Italy; 3 University Hospitals Leuven, Belgium; 4 AOU Siena, Italy; 5 Hospital Universitari Vall d'Hebron, Spain;
6 University College London Hospitals NHS Foundation Trust, United Kingdom; 7 University of Pécs, Hungary; 8 Semmelweis University,
Hungary; 8 Universitatsklinikum Schleswig-Holstein, Germany; ° Motol University Hospital, Czech Republic; 1° Patient representative;
11 General University Hospital in Prague, Czech Republic; 12 Universitatsklinikum Bonn, Germany; 13 Klinikum der Universitat Miinchen,
Germany; 14 Universitatsklinikum TUbingen, Germany; 1> University Medical Center Groningen, Netherlands; ¢ Foundation IRCCS neurological
institute Carlo Besta — Milan, Italy; 17 Hospital Clinic i Provincial de Barcelona y Hospital de Sant Joan de Déu, Spain; '8 University Medical
Centre Ljubljana, Slovenia; 1° Université libre de Bruxelles, Belgium; 20 University Hospital in Krakow, Poland; 2! Stichting Katholieke
Universiteit, doing business as Radboud University Medical Center Nijmegen, Netherlands

Mpouec Ha pa3paboTBaHe

e KapTtorpadumpaHe Ha M3NON3BaHUTE CKaau 3a 6bonectn no rpynu 6onectu - 1oHU - aekemspm 2018 r.

e [lpeanoxeHue 3a ogobpsaBaHe Ha CKafaTa 3a OUEHKA OT KOOpPAMHATOPUTE Ha rpynuTe 6onecTu Ha
ERN-RND —15/05/2018 r.

e (O6cbXxAaaHe B rpynata no 3abonasaHusa Ha ERN-RND — 08/06/2018 r.

e Cobrnacue 3a ogobpaBaHe Ha cKanaTa Ha 3abonsaBaHMATA NO Bpeme Ha roguuHaTta cpewa Ha ERN-
RND npe3 2018 r. —08/06/2018 r.

e Cbrnacue 3a ogobpABaHe OT UAnaTa rpyna no 3abonssaHua — 13/07/2018 r.
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1) NoxopkKa

Ot MNpobaHpaTta ce u3muckeBa (1) ga BbPBM Ha
6e30nacHO pasCToAHME YycnopeaHO Ha CTeHa,
BK/IIOYMTE/IHO NosiyobpbliaHe (obpbluaHe ¢ anue
KbM NPOTMBOMO/IOXKHATa NOCOKA Ha NoxoaKaTa) u
(2) pa ce xoam B TaHaem (OT neTuTe A0 NPbLCTUTE
Ha KpakaTa) 6e3 onopa.

0 HopmanHo, 6e3 3aTpyaAHEHUA NPU XOAEHE,
3aBbpTaHe U XxogeHe B TaHAeM (gonycka ce
[0 eflHa rpeLlHa CTbnKa)

1 Jleku 3aTpyAHEHUA, BUAMMM CaMO MpU
xozeHe Ha 10 nocnenoBaTe/IHU KPaYyKu B
TaHAem

2 flcHO M3paseHa aHOMaNuA, HEBb3MOXKHOCT
3a TaHAemHo xoaeHe >10 cTbnKu

3 3HauuTenHo 3awemeTABaHe, TPYAHOCTU NpuU
NoNOBUWH 3aBOM, HO 6e3 noakpena

4 W3uckBa ce nogyepTaHo 3alemeTABaHe,
nepuoamyHo nogabpKaHe Ha cTeHaTa

5 TexKo 3awemeTABaHe, Heobxoauma e
NOCTOAAHHA OMopa € eA4Ha NPbYKa UK NeKa
ornopa ¢ egHa pbKa

6 XopaeHe Ha pa3sctoaHue > 10 m camo CbC
CW/IHa onopa (ABe cneuManHn NPbYKK Uan
AETCKa KOZIMYKA UM NPUAPYHKABaLLO nuLe)

7 XopeHe Ha pa3cTtosaHme < 10 m camo cbe
CUNHa onopa (ABe cneunanHu NPbYKKU UK
AETCKA KOZIMYKa UK NPUAPYKABaLLOo Anue)

8 He moxeTe aa xoauTe, AOPM € onopa

2) No3unuyus

MpobaHaMCTLT e nomosieH Aa 3acTtaHe (1) B
ecTecTBeHO noJsioXeHue, (2) ¢ ycnopeaHo
cbbpaHM cTbnana (ronemmute NPbLCTU Ha KpaKaTta
ce gonupaT eauH Ao apyr) v (3) B TaHaem (gBaTa
Kpaka Ha efHa NuHUA, 6e3 pascToAaHue mexay
netata u npbctute). Proband He Hocu 06yBKM,
oynTe ca OTBOPEHW. 3a BCAKO YyCNOBUE ce
AonyckaT Tpu onuTa. Hali-gobpuatr onut ce
oLeHsBa.

0 HopmanHo, B CbCTOAHME Aa CTOU B TaHAEM B
npoabaxeHune Ha > 10 cek.

1 Bb3MOXHOCT 33 CTOEHE CbC CbOpaHuM Kpaka,
6e3 ga ce KNaTaT, HO He B TaHAeMm, 3a > 10
CeK.

2 Bb3MOXXHOCT 3a CTOEHe Ha KpaKa 3aeaHo B
npoabaxeHue Ha >10s, HO camo ¢
noknawaHe

3 Moe ga ctom > 10 cek. 6e3 onopa B
€CTeCcTBEHO NONOXKEeHNE, HO HE U CbC
cbbpaHM KpakKa

4  Bb3MOXHOCT 32 CTOEHE B NPOAb/IKEHME Ha
>10 ceK. B eCTecTBeHO NoJIoXKeHne camo C
nepuoaunyHa noaKpena

5 Bwb3moXKHOCT 3a cTtoeHe >10 cek. B
€CTecTBEHO NOJI0XKEeHMEe CaMo C NOCTOAHHA
onopa Ha egHaTa pbKka

6 HeBB3IMOXHOCT 3a CTOEHE B NpOoAb/XKEHUE
Ha >10 s AopwW C NOCTOAHHA OMOPa H a
efiHaTa pbKa

Pesyntar

PesynTtar

3) CepeHe

MpobaHAUCTLT € MOMOJIEH Aa CeAHe Ha NEernoTo
3a nperneg 6e3 onopa Ha KpakaTta, C OTBOPEHM
OYM U pble, NPOTErHaT Hanpea,

0 HopmanHo, 6e3 3aTpyaHeHWs NpuU ceaeHe
>10 cek.

1 Jleku 3aTpygHeEHUsA, NEPUOLANYHO NtONEEHE

2 [locTosAHHO NtoneeHe, HO MoXe aa ceamn > 10
cekK. 6be3 onopa

4) cmyLwieHUA B roBopa

PeuTa ce oueHABa MO Bpeme Ha HOpPMaseH
pasrosop.

HopmaneH

MpegnonorkeHue 3a CMyLLEHNA B roBOpa
HapyLweH rosop, HO ecHO pas3bupaem
MoHsAKora TpyAaHO pasbupaemu gymm
MHoro aymu ca TpygHu 3a pasbupaHe
Pa3bupaemun camo oTAENHU AyMU

u b WOWNELO
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3 Bb3MOXKHOCT 3a CeAeHE B NPOAB/IKEHUNE HA >
10 ceK. camo ¢ nepmogmyHa NOMoLL,

4 He moxe ga cean B npoab/xkeHue Ha >10
ceK. 6e3 HenpeKbCcHaTa noakpena

6 Hepasbupaema peu /aHapTpusa

PesynTtar

PesynTtar

5) MpecnepBaHe Ha NPBLCTU
OCTOMHOCTEHA NOOTAE/NHO 33 BCAKA CTPaHA

Proband cegu yaobHo. Ako e Heobxoaumo, ce
AOMNyCKa onopa Ha CcTbnanata M Topca.
M3nuTBawmaT caga npen npobaHpgata M
n3BbpLWBa 5 nocnenoBaTenHM BHE3aMHN U OBbP3K
MocoYBalLUM  AOBUMKEHMA B  Henpeackasyemu
MOCOKM BbB GpPOHTasHaTa  pPaBHMHA, Ha
pasctoAHMe oKono 50 % oT ob6xBata Ha
npobaHaata. AMnantyaaTta Ha ABurKeHuaATta e 30
cm, a yectoTaTa - 1 ABUXKeHMe Ha BCEKU 2 s.
MpobaHgaTa ce monu aa cnensa ABUMKEHUATA C

6) TecT ¢ NpbCT Ha HOCa
OCTOMHOCTEHA NOOTAE/NHO 33 BCAKA CTPaAHA

Proband cegn yanobHo. Ako e Heobxoaumo, ce
AOMycka onopa Ha CcTbnanata W Topca.
Mpob6aHAMCTBT ce MOIM Ja NOCOYU MHOTOKPATHO
C MOKasaneua CM OT HOCa CM A0 NpbCTa Ha
nposepABaLLMA, KO U T 0 e npea npobaHamncTa Ha
okono 90 % oT HeroBuA 06xBaT. [BMKEHUATA ce
M3BbPWBAT C YymepeHa cKopocT. CpegHoTo
M3NbJIHEHWE HA ABUKEHUATA Ce OLEHABA Cnopes,
aMNAUTYAaTa Ha KUHETUYHUS TPEMOP.

nokasa/neua cu, KONKOTO e Bb3MOXKHO no-6bp3oun | O bes tpemop
no-To4yHo. OueHnABa ce cpegHOTO NpeacTaBaHe Ha | 1 Tpemop c amnantyga <2 cm
nocnegHute 3 ABUXKEHUA. 2 Tpemop camnanTyga <5 cm
3 Tpemop camnantyaa >5cm
0 bes gucmetpua 4 He morkeTe ga m3BbpwnTe 5 ABUNKEHMUA C
1 [OucmeTtpun, noa/HaaxebpnsHe Ha uenTa <5 nokasanedu,
cm
2 [OucmeTpuna, HepocTur/npeBuwaBaHe Ha
uenta <15 cm
3 [OucmeTpuna, HepocTur/npesuwaBaHe Ha
uenta> 15 cm
4 He moxeTe aa uM3BbpwUTEe 5 ABUMKEHUA C
nokasaneu,
Pesynrtat BaacHo | Basaso Pesynrtat BasacHo Bnaso
cpeaHa CTOMHOCT Ha aBeTe cpegHa CTOMHOCT Ha AseTe
ctpaHu (BaacHo + Bnaso)/2 ctpaHu (BaacHo + Bnaso)/2

7) bbp3u pepyBalinM ce ABUXKEHUA
Ha pbueTe

OcCTOMHOCTEHa NOOTAENHO 3a BCAKA CTpdHa

Proband cegu yanobHo. Ako e Heobxoaumo, ce
AOMycka onopa Ha CcTbnanata W Topca.
MpobaHaucTbT TPAbBa Aa M3NbAHKU 10 UMKbBAA Ha
NOBTapPALLO Ce peAyBaHe Ha NPO- U CYNMUHALLMK Ha

8) Mnab3raHe neTa-wWuH
OCTOMHOCTEHA NOOTAE/NHO 33 BCAKA CTPaAHA

MpobaHg nexum Ha UM3NMTHOTO nerno, 6e3 aa
BMXKAA KpakaTa cu. pobaHa e nomoneH Aa
BAUTHE eAMHUA CM KpaK, Aa HAaco4M NeTaTa CM Kbm
NPOTUBOMOJIO}KHOTO KOAAHO, Aa Ce CnycHe no
npoTeXeHue Ha noabeapuuarta Ao raeseHa M aa




pbKaTa BbpXy 6€4p0TO CU Bb3MOXKHO Hal-6bpP30
M TO4YHO. [IBUXKEHMETO ce AeMOHCTpupa oT
M3NUTBALLMA CbC CKOPOCT OT NpmnbamnsutenHo 10
LUMKbNa B pamkuTe Ha 7 s. Tpabsa Aa ce otyeTte
TOYHOTO Bpeme 3a U3NbJAHEHME HA ABUKEHMETO.

0 HopmanHo, 6e3 HepeaHOCTM (M3MbAHABA
<10s)

1 Jleko HepenoBeH (M3nbaHaBa <10s)

2 fAcHO HepeaoBHM, eAMHUYHWU ABUNKEHUA,
TPYAHW 3 @ pa3rpaHMYyaBaHe UAU CbOTBETHU
NPeKbCBaHMA, HO N3NbaHABA <10s

3 MHOro HepeaoBHU, €AMHUYHU OBUMKEHUS,
KOWTO TPYAHO ce pa3nnyaBaT, Uan CbOTBETHU
NPeKbCBaHMA, U3NbAHABAT ce >10 cek.
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MOJIOXKM KpaKa 0bpaTHO Ha fiernoTo 3a npernea. 3
afjayarTace n3nbaHABa 3 NbTU. [BUXKEHUATA 33
nAb3raHe Hagony Tpabsa Aa ce M3BbPLWBAT B
pamkmte Ha 1 s. AKO nNpobaHabT ce NAb3He
Hagony, 6e3 Aa nma KOHTaKT ¢ noabeapuuata, 1
npu Tpute onNuTa, NoCTaBeTe OLUeHKa 4.

0 HopmaneH

1 JleKo HeobWyaMHO, KOHTAKTbLT C NMUWANG €
3anaseH

2 AcHo HeobuyaiHo, M3KA4YBa 6AACHK 40 3
MbTU NO Bpeme Ha 3 LUMKbAa

3 CunHO HeobuyaHo, M31M3a OT bascbka 4
WM NoBeYe NbTU Mo Bpeme Ha 3 uuKbaa

4 HeBb3MOKHOCT 33 U3NbJIHEHWNE Ha 3343a4aTa

(BaacHo + Bnaso)/2

4 HeBb3MOXHOCT 3a 3aBbpwBaHe Ha 10

UMKBAA
Pesynrar BaacHo Bnaso Pesynrar BaacHo | Baaso
cpeaHa CTOMHOCT Ha ABeTe CTPaHu cpegHa CTOMHOCT Ha ABeTe

cTpaHu (BgacHo + Bnaso)/2

NMPEMNPATKMU

Schmitz-Hibsch T, Tezenas du Montcel S, Baliko L, Berciano J, Boesch S, Depondt C, Giunti P, Globas C,

Infante J, Kang JS, Kremer B, Mariotti C, Melegh B, Pandolfo M, Rakowicz M, Ribai P, Rola R, Schdls L,

Szymanski S, van de Warrenburg BP, Dirr A, Klockgether T. Scale for the assessment and rating of ataxia

- Development of a new clinical scale.

Neurology Jun 2006, 66

(11) 1717-1720; DOI:

10.1212/01.wnl.0000219042.60538.92
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