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ONATHOCTUYHA CXEMA 3A HSP
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EUROPEAN REFERENCE NETWORKS
FOR RARE, LOW PREVALENCE AND COMPLEX DISEASES
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My6nmkysaHo 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 MHPOpMaLMa 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 € paspeLlleHo, npu ycnosne 4e ce NnOCOYN N3TOYHUKDT.
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BbBEJAEHWE B EBPONEACKATA PEOEPEHTHA MPEXA 3A

PEAKWN HEBPOJIOTMYHU 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 cemelcTBaTa.

ERN-RND obeauHsBa 32 oT BOAELLNTE eKCNePTHU LLeHTpoBe B EBpona, Kakto 1 10 acoumnmnpaHm napTHbopuU
B 20 AbpXKABM-YNEHKN U BKAKOYBA U3KAOUYUTENHO aKTUBHM MaUMEHTCKM opraHmsauunun. LleHTpoBseTe ce
Hamupart B AscTpua, benrna, bvarapua, Nepmanua, danua, EctoHmna, Ucnanma, Utanma, Natena, /lntea,
Jiokcembypr, Manta, ObegmHeHoTo KpancTtso, Monwa, CnoseHusa, YHrapua, PuHnanansa, PpaHums,
XonaHgua n Yexms.

CnepHute rpynu 3abonnasaHus ca obxsaHaTn oT ERN-RND:

e ATakCMM U HacneACTBEHM CNACTUYHM Napanaerum

e ATMNWYEH NAPKMHCOHM3BM U FreHeTMYHa 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 JleBKOAUCTpOUM

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

MpenopvKa 3a KnuHU4YHa ynompeé6a:

Esponelickama pegpepeHMHa mMpexa 3ad pedKu Heeposao2uyHu 3ab6onaeaHus e
paspabomuna fJuazHocmu4yHa cxema 3a HSP npu ev3pacmHu, 3a 0a NomMoz2He npu
nocmaseaHemo Ha duaz2Ho3ama. PegpepeHmHama mpexca npenopvyea u3nosa3eaHemo
Ha ma3u Jua2zHocCMu4Ha cxema.

OTKA3A OT OTTOBOPHOCT:

MpY 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 aKTya/lHa HayyHa W KAMHWYHA WHGOPMAUMA, KOATO Ce MpenocTaBA KaTo
npegnoxeHune 3a obyyeHue.

NHdopmaumaTa (1) He TpabBa Aa ce Bb3NpMemMa KaTo 06xBallialla BCUHKM NOAXOAALLM IeYEHNA U MeToAM
3a rpuxka u He TpAbBa Aa ce NpMema KaTo AeKnapauusa 3a CTaHAapTa 33 NeYeHre U rpuxKa; (2) He ce
aKTya/iM3mMpa HenpeKbCcHaTO M e Bb3MOXKHO A3 He OoTpasABa Hal-HOBUTE MO3HaHUA (OT U3roTBAHETO Ha
Tasn MHGopmauma U HEMHOTO NyBAMKyBaHe pecn. NPoYnTaHE MOXKe Aa Ce e NoABM/Ia HOBA TaKaBga); (3) ce
oTHacA camo 3a crneumduyHO nocoyeHuTe BbNPOCK; (4) He npeacTaBnsBa Npenopbka 3a onpeaencHa
MeANLUMHCKa rpua; (5) He 3amecTBa HE3aBUCUMMOTO NPOPECUOHANHO MHEHWE HA NeKyBaLLMA NeKap, Tbil
KaTo He B3ema Noj BHUMaHWEe WMHAUBUAYANHUTE Pa3NNUYUA MeXAy OTAEeNHMTE NnaumeHTU. BbB BCeku
CNyyYalh NeKyBaWMAT fneKap TpabBa Aa npoueavpa WHAMBUAYANHO CbC CbOTBETHMSA MaLMEHT.
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M3non3saHeTo Ha MHPOpMaLMATa e AobpoBoaHo. UHPopmaumaTa ce npemoctass oT ERN-RND KaKkto e u
ERN-RND He gaBa M3pUYHA UAM MbAYanMBa rapaHuUMA NO OTHOLWEHWE Ha Ta3n uHpopmauma. ERN-RND
M3PUYHO OTXBbBP/AA AABAHETO Ha BCAKAKBA rapaHuUMA 33 Ba/IMAHOCT 33 NPUNOXKEHME U BaNUMAHOCT 3a
onpeaeneHa ynotpeba nnm onpeaeneHa uen. ERN-RND He noema oTroBOpPHOCT 3a TeNIeCHU nospean nnm
MaTEepPUaHU LWETU, KOUTO NPOU3TUYAT OT M3MNOA3BAHETO HA Ta3n MHPOPMALMA NN Ca BbB BPb3Ka C Hes,
KaKTO M 3a rpeLlKn nam Nponycku.

PaspaboTBaHeTo Ha [AMarHocTMYHaTa cxemMa e u3BbplleHo oT lpynaTa no 3abonsasaHuATa ATakcus u
HacneaCcTBeHM cnacTUyHM napanaernm Ha ERN-RND.

I'pyrla no 3a60ﬂFIBaHMFI, CBbpP3aHN C aTakCnA U HaACNeacTtBeHWM CMNaCTUYHU
napannernm:
KoopauHaTtopu 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®;
Jiri Klempir'l; Thomas Klockgether!?; Thomas Klopstock®3; 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'®;, Maria Salvadd® Ludger Schols?;
Deborah Sival®*; Matthis Synofzik!*; Franco Taroni'®; Sinem Tuncg; Bart van de Warrenburg?!; Judith van
Gaalen?!; Martin Vyhnalek®; Michél Willemsen?!; Ginevra Zanni?; Judith Zima’; Alena Zumrové®

MNpeacrtaBuTenn Ha NaumMeHTUTE:

Lori Renna Linton!®, Mary Kearney??, Cathalijne van Doorne®®

1 Assistance Publique-Hopitaux de Paris, Hopital Pitié-Salepétriere, France: Reference Centre for Rare Diseases 'Neurogenetics’; 2 Pediatric
hospital Bambino Gesu, Rome, Italy; 3 University Hospitals Leuven, Belgium; 4 AOU Siena, Italy; > 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; 10 Patient representative; 11
General University Hospital in Prague, Czech Republic; 12 Universitatsklinikum Bonn, Germany; 13 Klinikum der Universitat Miinchen,
Germany; ™ Universitdtsklinikum Tubingen,Germany; 1> University Medical Center Groningen, Netherlands; 16 Foundation IRCCS neurological
institute Carlo Besta — Milan, Italy; 17 Hospital Clinic i Provincial de Barcelona y Hospital de Sant Joan de Déu, Spain; 18 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 Ha 610K-CxemMu:
e PaspaboTBaHe Ha 6/10K-CcxemaTa - oHU - HoemBpu 2017 .
e [lnckycua/npepasrnexkaaHe B rpynata no 3abonssaHns ERN-RND - Hoemspu 2017 r. - 10HU
2018r.
e (Cbrnacme 3a AMArHOCTMYHA Cxema MO Bpeme Ha roguwHata cpewa Ha ERN-RND 2018 -
08/06/2018
e Cbrnacue Ha 4OKYMEHTa OT UsnaTa rpyna no 3abonasaHusaTta — 05/11/2018r.
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CTpaterua 3a reHeTUYHO U3cneaBaHe

NGS
Ha Aa MaHen ot reHn NGS /
pa3nonoKeHue? el oK30MHO CEKBEHWpPAHE
JobaBsiHe Ha SPAST CNV
Tectose (Hanp. MLPA) npu
cnyydyam Ha AD n S.

He
SPAST cekBeHupaHe 1 CNV [Mpwn cnyyau c atakcma
dHaNn3 nomMmuciaeTe 3a
He ce npenopv46a 00MbaAHUMENHO nscneaBaHe 3a MOBTOPHM
u3scneosaHe Ha eoOUH 2eH. eKCMNaH3MU B FreHuTe Ha

SCA n/vnun FRDA

HSPs ca $eHOTUMNHO U reHOTUMHO CUAHO XeTeporeHHU. MNopaau
TOBa He ce NpenopbyBa U3cneaBaHe Ha eauH reH, PpasanyHo oT
Noco4YyeHOTO no-gony. BmecTo ToBa Kato AMarHOCTUYHO
nscneaBaHe oT NbpBa AMHUA TpABBa Aa ce N3MN0A3BaT LAOCTHU
reHHun naHenu, 6asmpaHn Ha NGS, UAK ceKBeHUpaHe Ha Lenus
eKk3om/reHom.

M3KNOUYBaHEe Ha BTOPUYHU NPUUYMHMU (CTPYKTYPHMU,
Bb3NaNUTENIHU, MeTaboNINTHU) U AUArHOCTUYHU
6uomapkepu

MPT Ha rnaBeH v rpbbHauYeH Mo3bK
CSF (obmucnieme): 6poit KNETKWU, ONIMTOKAOHANIHU INHUN

JlabopaTtopHu napameTpu (pa3enexdam ce, He ca u34yeprnamesHu):

- AUMIKAPHUTMHOB NPOGUA U KAPHUTUH (HapyLIeHWUA Ha AMNUAHUA MeTabon3bm)

- AMOHSK (xunepapruHemun n HHH)

- Apuncyndarasa A (MeTaxpomaTtuyHa seBkoguctpodus)

- BWOTMHMAA3Ha aKTUBHOCT (6MOTUHMAA3EeH AeduumT)

- Xosiectepon/xonecteposioBu Kpuctanum B ypuHata (LepebpoteHamMHo3Ha
KCaHTOMaTo3a)

- XonecTaHoBa KucenuHa, dUTaHOBA KMcenuHa, pristanic acid, pipecolic acid,
[loKko3axeKkcaeHoBa KucenuHa, plasmalogens (nepokcrMsomHu 6onectn)

- Mega/uepynonnasmuH/umHK/(24-4acoBa eKcKpeLmsa Ha Mea 1 LMHK B ypuHaTa)
(HegocTur Ha mep)

- donuesa KucenuHa (HegocTur Ha donar)

- Tanaktosunuepammgasa (6onect Ha Krabbe)

- HTLV-1 (Tponuyecka cnactuyHa napanapesa), HIV (HIV muenonatus)

- 25-/27-Xupgpokcuxonectepon (SPG5)

- JlakTaT, nuMpyBaT (MUTOXOHAPUANHM 60NeCTU, HapyLIeHWUs Ha
rNItoKOHeoreHe3sata/nnpyBaTHUA MeTabonnsbm 1 apyru)

- AMMHOKWUCENWHU B NAa3marta (HapyleHusa B MeTaboan3ama Ha aMUHOKUCEIMHUTE)

- Borrelia burgdorferi (HeBpobopennosa)

- OpraHuW4HU KUCENIMHW B YpUHATA (OpraHUYHM aumaypum)

- VDRL/RPR (HeBponyec)

- MacCTHM KUCENIMHM C MHOTO AbJira Bepura (agpeHoneskoamctpodus/
aipEHOMMENIOHEBPONATHA, MEPOKCUCTOMA/IHY HapyLLUEHUS),

- BuTtamuH B12/xomoumctenH/MeTmamanoHoBa KuceamHa (He4oCTUr Ha BUTamMuH B12)

- ButamuH E (Hegoctur Ha BuTamuH E)

[Opyrv TectoBe (paseaedaiime):

- OnTuyHa KoxepeHTHa Tomorpadua (ARSACS), enektpopeTuHorpadusa, EMT,
€BOKMPaHW NoTeHLMANM

AHamHe3a 33 TOKCMYHA EKCMO3ULIMA: a30TEH OKMUC, XEPOUH, KOPEH OT MaHMoKa (KoH30),

rpaxosa TpeBa (HEBPONATUPU3BM), PaamaLLMsA, KIMOKBUHOA, pocdoopraHUyHK

CbeANHEHUA, UHTPATEKAIHA UM MHTPABEHO3HA XMMMUOTEPaNuA (Hanp. MeToTpekKcar,

LUMTapabuH, LMCNAATUH, KNaapubuH, KapmycTuH, TNF aHTaroHMcTH), NOpPTOCUCTEMHO

WHHTUPAHEe Npu YepHoApPO6Ha UMpo3a (YepHoApobHa muenonaTua)
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