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CKAIN 3A OLIEHKA HA HSP NPy AELA NPEAU
IOHOLLECTBOTO

EUROPEAN REFERENCE NETWORKS
FOR RARE, LOW PREVALENCE AND COMPLEX DISEASES

Share. Care. Cure.

My6nnkysaHo oT ERN-RND: 11 ¢pespyapu 2019 .
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OTKas ot OTroBOPHOCT:

"MogKpenaTta Ha EBponeickata KOMMCMA 33 M34aBAaHETO Ha Tasu nybaMKauma He NpeacTaBnsBa
oA06peHne Ha CbabPXKAHNETO, KOETO OTpa3ABa eANHCTBEHO Bb3rneamte Ha aBTopuTe, U KomucmaTa He
HOCM OTrOBOPHOCT 3a M3M0N3BAaHETO HA CbAbpKalWlaTa ce B Hes MHPopmauyma."

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

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

HEBPOJIOFrMYHU 3ABOJIABAHUA (ERN-RND)

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

ERN-RND obeauHsBa 32 oT BOAELLNTE eKCNePTHU LLeHTpoBe B EBpona, Kakto 1 10 acoumnmnpaHm napTHbopuU
B 20 AbpXKABM-YNEHKN U BKAKOYBA U3KAOUYUTENHO aKTMBHM MaUMEHTCKM opraHmsauunun. LleHTpoBseTe ce
Hamupart B ABcTpua, benrna, bvarapua, Nepmanua, danua, EctoHna, Ucnanma, Utanma, Natena, Jlntea,
Niokcembypr, Manta, ObeauHeHoTo Kpancteo, lNonwa, CnoseHus, YHrapus, ®uHnaHgma, PpaHuums,
XonaHgauna un Yexua.

CnepHute rpynu 3abonnasaHus ca obxsaHaTn oT ERN-RND:

e ATakCMM U HacNeACTBEHM CNACTUYHM Napanaerum

e ATMNMYEH MAPKMHCOHU3BM M reHeTUYHa 6onecT Ha MapKMHCOH

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

e @poHTOTEMMOPANHA AeMeHumsA

e bonecT Ha XbHTUHITBH M APYrK BUAOBE Xopes

e JleBKOAUCTpOUM

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

MpenopvKa 3a KnuHUYHA ynompeba:

Eeponelickama pegepeHmMHa mpexca 3a pedKu Heeposao2uYyHU 3a607aA68aHUA CUAHO
npenopv4ea U3noa3eaHemMo Ha cedHama cKkasaa Kamo Hali-0o06pa KAUHUYHA NPAKMUKa
30 OYeHKa U KaacuguyupaHe Ha nayueHmu ¢ HSP e npedioHowecKka eb3pacm.

OTKA3A OT OTTOBOPHOCT:

MpW KNAMHUYHUTE NPENOPDBKN, 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 aKTyaslHa HayyHa W KAMHWYHA WHGOPMAUMA, KOATO Ce npenoctaBA KaTo
npegnoxeHune 3a obyyeHue.

NHpopmaumsaTa (1) He TpabBa Aa ce Bb3npMemMa KaTo 0bxBallaliia BCUYKM NOAXOAALLN IeYEHMA U MeTOAM
3a rpuKa u He TpsabBa Aa ce NpMemMa KaTo AeKnapaumsa 3a CTaHAapTa 3a JiedeHue U rpuxka; (2) He ce
aKTya/M3Mpa HENPEeKbCHATO M e Bb3MOXKHO [a He 0Tpa3ABa Hal-HOBWUTE MO3HAHMA (OT M3rOTBAHETO Ha
Ta3n MHPopMaumMAa U HEMHOTO NyB6IMKYBaHe pecn. NPOYUTAHE MOXKE [a Ce e NoABMAA HOBA TakaBa); (3) ce
OTHacA camo 3a crneuMdryYHO NocoyeHuTe BbNPOCK; (4) He npeacTaBnaBa NpenopbKa 3a onpeaeneHa
MeANUMHCKA rpuXKa; (5) He 3amecTBa HE3aBUCMMOTO NPOPECUOHANIHO MHEHWE HA NEKYBALLMA NeKap, Tbil
KaTo He B3ema NoJj, BHUMaHUE WMHAUBWUAYANHUTE PA3NNYMA MEXAY OTAEeNHUTe nauueHTU. BbB Bcekn
CNyyYal NeKyBaWMAT feKap TpAbBa pa npoueanpa MHAUMBMAYANHO CbC CbOTBETHUA MaALMEHT.
MN3non3saHeTo Ha MHPopmauuaTa e gobposonHo. UHPopmaumaTa ce npesoctasa ot ERN-RND KakTto e n
ERN-RND He gaBa M3puyHa MAW MbAYaANMBA rapaHUMAa NO OTHOWeEHWe Ha Ta3n uHbopmauyma. ERN-RND
M3PUYHO OTXBbPANA AaBaHETO Ha BCAKAKBA rapaHuMA 3a BA/MAHOCT 3@ NPUIOXKEHMEe U BAZNMAHOCT 3a




« European
v Reference
! Network

N
3\ European

v Reference
(]

[ )
049" Networks

comalex diseases

onpeaeneHa ynotpeba nnm onpeaeneHa uen. ERN-RND He noema oTroBOpPHOCT 3a TeNIeCHU noBpean Uin
MaTEepPUaHA LWETU, KOUTO NPOU3TUYAT OT M3MNOA3BAHETO HA Ta3n MHPOPMALMA NN Ca BbB BPb3Ka C Hes,
KaKTO M 3a FrpeLUKn Nav Nponycku.

MpouecbT Ha oaobpeHne e n3BbPLLIEH OT pynaTta nNo 601ecTn 3a aTakena U HacneacTBeHM cnacTUYHM
napanaernm Ha ERN-RND.

I'pyna no 3a6OJ'IFIBaHI/IFI, CBbP3aHU C aTaKCUA N HacneaCTBEHU CMAaCTUYHK 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
Krageloh-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 NaUMeHTUTE:

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; 1 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

o KapTtorpadupaHe Ha n3non3BaHUTe CKanum 3a 6onectn no rpynm 6onectu - loHU - Hoemspu 2018 .

e [IpeanoxeHue 3a ogobpsiBaHe Ha CKaNaTa 3a OLEHKA OT KOOpAMHATOpUTE Ha rpynuTe 6onectn Ha
ERN-RND - HoemBpu 2018 .

e (O6cbXaaHe B rpynarta no 3abonssanua Ha ERN-RND - 11 ¢espyapu 2019 .

e Cbrnacue 3a ogobpsaBaHe Ha cKanaTta Ha 3abonsaBaHuATa - 11 peBpyapm 2019 .
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NMPENOPBYUYUTEJIHUN CKAJIU

OCHOBHMW ABUraTeNHU
cnocobHocTH (rpyba moTopuKa)

GMEFCS - Gross Motor Classification System Palisano et al. 1997,
Dev Med Chil Neurol 39:214-23 CanChild: www.canchild.ca
Illustrations Version 2 © Bill Reid, Kate Willoughby, Adrienne
Harvey and Kerr Graham, The Royal Children's Hospital Melbourne
ERC151050

®uHKM aBUraTeNHU cnocobHoCTH
(¢mHa moTopmKa)

MACS - Cuctema 3a KnacuduumpaHe Ha cnocobHOCTUTE Ha pbLeTe
3a geua nog 4 rognHn: Mini-MACS: AH - KpuctuH EnmnacoH, JleHa
Kpymnunnae-Cynaxonm, 2013 r: Ann-Marie Ohrwall, Ulla
Wabhlstrém, Asa Persson-Annerste

E3nK n KomyHMKauma

Viking Speech Scale, Lindsay Pennington, Tone Mjgen, Maria da
Graca Andrada, Janice Murray, Viking Speech Scale, 20100,
Copyright © Newcastle University UK, Vestfold Hospital Trust
Norway, Centro de Reabilitacdo de Paralisia Cerebral Calouste
Gulbenkian-Lisbon and Manchester Metropolitan University UK
,2011.

XpaHeHe 1 nneHe

EDACS - Eating and Drinking Ability Classification System (Cuctema
3a KnacuduumpaHe Ha cnocobHOCTTa 3a XpaHeHe M nueHe), Sellers
D, Mandy A, Pennington L, Hankins M, Morris C. Development and
reliability of a system to classify the eating and drinking ability of
people with cerebral palsy. Developmental medicine and child
neurology 2014;56:245- 51

3aTpy4HEHUA NpU y4yeHe

MpunaraitTe cKkanaTta, obMyalriHa 3a exepHeBHaTa NPAKTUKA, Npu
OTYMTaHE HA/IMYMETO Ha ABUraTeIHO 3acAraHe.

YponormyHu npobnemm

BbNpOCHMK 33 OLEHKA Ha CMMNOTOMMUTE Ha WMHKOHTUMHEHUUA WU
anchyHKUMoHaNHO nsxoxaaHe, Akbal C, Genc Y, Burgu B, Ozden
E, Tekgul S. Dysfunctional voiding and incontinence scoring
system: quantitative evaluation of incontinence symptoms in
pediatric population. The Journal of urology 2005;173:969-73.

EDACS - Cuctema 3a KnacmpuKauma Ha CNOCOBGHOCTUTE 3a XpaHEHe U NUEHE:

https://bit.ly/2Cy6E89

Mopaan pasnopendbute 3a MHTENEKTyanHa COBCTBEHOCT HE MOXEeMm Aa oTnevyaTame AeNCTBUTENHUTE

CKa/1n 3a OUeHKa B TO3U AOKYMEHT.
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APYIU NMPEMPATKHN

Wood E, Rosenbaum P. The gross motor function classification system for cerebral palsy: a study of
reliability and stability over time. Developmental medicine and child neurology 2000;42:292-6.

Towns M, Rosenbaum P, Palisano R, Wright FV. Should the Gross Motor Function Classification
System be used for children who do not have cerebral palsy? Developmental medicine and child
neurology 2018;60:147-54.

Eliasson AC, Krumlinde-Sundholm L, Rosblad B, et al. The Manual Ability Classification System (MACS)
for children with cerebral palsy: scale development and evidence of validity and reliability.
Developmental medicine and child neurology 2006;48:549-54.

Eliasson AC, Ullenhag A, Wahlstrom U, Krumlinde-Sundholm L. Mini-MACS: development of the
Manual Ability Classification System for children younger than 4 years of age with signs of cerebral
palsy. Developmental medicine and child neurology 2017;59:72-8.

Pennington L, Virella D, Mjoen T, et al. Development of The Viking Speech Scale to classify the speech
of children with cerebral palsy. Research in developmental disabilities 2013;34:3202-10.

Benfer KA, Weir KA, Bell KL, Ware RS, Davies PSW, Boyd RN. The Eating and Drinking Ability
Classification System in a population-based sample of preschool children with cerebral palsy.
Developmental medicine and child neurology 2017;59:647-54.
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