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INNATHOCTUYHA CXEMA 3A

ATAKCUWN TTPN Bb3PACTHH

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:

"MopgKpenaTta Ha EBponeickata KOMMCMA 33 M34aBAaHETO Ha Tasu nybaMKaumMa He npeacTaBnsBa
o0A06peHne Ha CbabPXKAHNETO, KOETO OTPa3ABa eAUHCTBEHO Bb3rneamte Ha aBTopuTe, U KomucmaTa He
HOCM OTrOBOPHOCT 3a M3M0N3BAaHETO HA CbAbpKalWlaTa ce B Hes MHPopmayma."

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

B'b3I'IpOM3Be)K,EI,aHETO € pa3speLlleHo, npu ycnosne 4e ce NnOCOYN N3TOHYHUKDT.
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BbBEAEHUE B EBPONENCKATA PEGEPEHTHA MPEXA 3A

PEAKU HEBPOJIOTUYHU 3ABONABAHUA (ERN-RND)

ERN-RND e eBponeicka pedepeHTHa MperKa, cb3aaaeHa n ogobpeHa ot EBponelickusa cbto3. ERN-RND e
34paBHa MHPACTPYKTYpPa, KOATO ce POKycMpa BbPXY PeAKMTE HEBPONOTMYHM 3abonsasaHus (PH3). Tpute
OCHOBHM cTbnba Ha ERN-RND ca: (i) mperka OT eKcnepTM M eKCnepTHW LeHTpoBe, (ii) reHepupaHe,
obeaunHABaHe U pa3npocTpaHeHne Ha 3HaHuA 3a PHP u (iii) npunaraHe Ha enekTpOHHO 34 paBeona3BaHe,
3a @ MOXe eKcnepTM3aTa Aa NbTyBa BMECTO NaLMeHTUTE U CEMENCTBATA.

ERN-RND obeaunHsBa 32 oT BOAELLNTE eKCNepTHU LeHTpoBe B EBpona, Kakto 1 10 acoummnpaHm napTHbopU
B8 20 AbPXKABU-YNEHKN U BKAKOYBA U3KNKOUYUTE/NIHO aKTUBHM MALMEHTCKU opraHmsaumun. LeHTposeTe ce
HamupaT B ABcTpua, benrua, bbarapua, N'epmanuna, anua, EctoHna, Ucnanna, Utanma, latena, JIntea,
Niokcembypr, ManTta, ObeguHeHoTOo Kpanctso, MNMonwa, CnoseHua, YHrapua, PuHnaHamna, PpaHums,
XonaHgma n Yexuma.

Cnepnute rpynu 3abonasaHus ca ob6xsaHaTn oT ERN-RND:

e ATakcMM M HacneacTBeHM CNAcTUYHW Napanaerum

e ATUNWYEH MAPKMHCOHM3BM U reHeTU4YHa 6onect Ha MapKMHCOH

e [ucToHWMA, NAaPOKCU3MANHN AUCTOHUN U CUHAPOM Ha HeBpoAereHpauua ¢ HaTpynBaHe Ha KenAa3o
B MO3bKa

e @poHTOTEMMOpPANHA AeMeHuMA

e bonect Ha XbHTUHITBHH U ApYry BUAOBE Xopes

e JleBkoauctpodun

KoHKpeTHa MHbOpMaUMA 3a MpexKaTa, eKCnepTHUTE LeHTpoBe M obxBaHaTUTe 3ab0/1ABaHUA MOXKe Aa
6bae HamepeHa Ha yebcaiTa Ha mperkaTa www.ern-rnd.eu.

Mpenopvka 3a KAuHU4Ha ynompeba:

Eeponeiickama pegpepeHmHa mpexa 3a pedKu Hesposo2u4yHU 3abonasaHus e
paspabomuna JuazHocmu4yHa cxema 3a amakcuu npu 8b3pacmHu, 3a 0a NoMo2He npu
nocmaeaHemo Ha duazHo3ama. PepepeHmHama mpexica npenopvyeda u3rnon3eaHemo
Ha ma3u Jua2Hocmuy4Ha cxema.

OTKA3A OT OTTOBOPHOCT:

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

NHbopmaumaTa (1) He TpsabBa Aa ce Bb3Npuema KaTo 06xBallalla BCUYKM NOAXOAALM IEYEHNS U METOAN
3a rpuXKa U He TpsabBa Aa ce NpMema KaTo AeKnapaums 3a CTaHZapTa 3a JieYeHue U rpuxka; (2) He ce
aKTyanusmpa HeMnpPeKbCHATO U € Bb3MOKHO [a He OTpas3naBa Hal-HOBUTE NO3HaHUA (OT U3roTBAHETO Ha
Tasn nHGopmauma U HEMHOTO NyBAMKyBaHe pecn. NPpoYnTaHe MOXKeE Aa Ce e NoABM/a HOBaA TaKaBga); (3) ce
OTHacsA camo 3a cneumMduyHO nocoyveHUTe BbNPOCK; (4) He NpeacTaBnABa NpenopbKa 3a onpeaeneHa
MeAMLUMHCKA rpusKa; (5) He 3amecTBa HE3aBUCUMMOTO NPOdECMOHAIHO MHEHME Ha /IEKYBALLMA IeKap, Tbi
KaTo He B3ema Nnoj BHUMaHUE UMHAUBUAYANHUTE PasInuMa MEXAy OTAEeNHUTE MauMeHTU. BbB Bceku
CAyYyai JNeKyBalWMAT nekap Tpabsa Aa npoueaMpa WMHAMBMAYANHO CbC CbOTBETHMA MNALMEHT.
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M3nons3saHeTo Ha MHPOpMaLMATa e AobpoBoaHo. UHPopmaumaTa ce npemoctass oT ERN-RND KaKkto e u
ERN-RND He aaBa M3pWYHA UAM MbAYanMBa rapaHuUMA NO OTHOLWEHWE Ha Ta3n uHpopmauma. ERN-RND
M3PUYHO OTXBbBP/SIA AABAHETO Ha BCAKAKBA rapaHuUMA 33 Ba/IMAHOCT 33 NPUNOXKEHME U BaNMAHOCT 3a
onpeaeneHa ynotpeba nnm onpeaeneHa uen. ERN-RND He noema oTroBOpPHOCT 3a TeNIeCHU nospean nim
MaTEepPUaHA LWETU, KOUTO NPOU3TUYAT OT M3MNOA3BAHETO HA Ta3n MHPOPMALMA NN Ca BbB BPb3Ka C Hes,
KaKTO M 3a rpeLLKn Uam Nponycku.

METOAM

PaspaboTBaHeTo Ha [MarHocTMYHaTa cxeMa € M3BbplleHo OT lpynaTa no 3abonasaHuATa ATakcua u
HacneACcTBEHW cnacTUYHu napannerum Ha ERN-RND.

lpyna no 3abonABaHWA, CBbP3aHM C aTaKCMA W HACNEACTBEHU CMaCTUYHU
napanneruu:
KoopauHatopu Ha rpynaTta no 3abonasaHuATa:

Caterina Mariotti'®; Rebecca Schuele-Freyer'#

YneHoBe Ha rpynata no 3a6onasaHeTo: Npood:

Cneunannctm No 34paBHU TPUNKMK:

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!; Thomas Klockgether!?; Thomas Klopstock!3; Norbert Kovacs’; Ingeborg Krageloh-Mann4;
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 Zumrova®

MNpeacrtaBuTenn Ha NaumeHTUTE:

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

1 Assistance Publique-Hbpitaux de Paris, HOpital Pitié-Salepétriére, France: Reference Centre for Rare Diseases 'Neurogenetics’; 2 Pediatric
hospital Bambino Gesl, Rome, Italy; 3 University Hospitals Leuven, Belgium; 4 AOU Siena, Italy; > Hospital Universitari Vall d'Hebron, Spain; &
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 Tiibingen,Germany; > 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 B10K-Cxemu:
e PaspaboTBaHe Ha 6/10K-CcxemaTa - oHU - HoemBpu 2017 .
e [nckycua/npepasrnexgaHe B rpynata no 3abonssaHuna ERN-RND - HoemBpu 2017 T. - 1OHK
2018r.
e (Cbrnacue Ha gmMarHoctmyHata 6nok-cxema: 30 HoemBpu 2018 .
e (Cbrnacue Ha AOKYMeHTa OT ugnaTa rpyna no 3abonssaHuATta - 05.02.2019 .



JluazHocmuyHu cxemu - Amakcuu

N3knouBaHe Ha NpuaobuTy NpuYmMHU™™* B cnyyam Ha otpuuaTtenHa oamunHa aHamHesa, (No4)ocTpo Havarno, cneumdpunyHa

MeaULNHCKa aHaMHe3a U ap.

***YecTn npngodntn NnpuymnHn: aBTonmyHHN 3abonsisaHusa (MC, capkongosa, uenuakus u ap.), TOKCUYHW peakuuun, TpaBMa Ha
rnmaearta, uepebparnHa napanumsa, TYMOp, UHCYNT, MHAEKLMN, BUTAMUHEH AedUUUT, NnapaHeonnacTUYHNU CUHOAPOMU

lMTPOBEPKA 3a Hanu4ue/omcbecmeue Ha: (1) nepughepHa Hespornamusi-ceH30pHa HegpoHornamusi; (2) Haxo0ku om MPT Ha enasHusi

ABTO30MHO-peLECMBEH

:

MO3BK/MO3BYHUS CMB0JI/Masikus MO3bK

CnopaguyHo

v
FRDA, SCAT1, 2,3,6,7,17,

v v

ompuyamereH

ABTO30MHO JOMWUHAHTHO

v

SCA1,2,3,6,7,17,DRPLA

ako
NGS HE Ha
pasnonoXxeHue

|

TecT 3a pagko
cpeLlalwm ce
TPUNNETHN
nosTopu/pasnonoxe
Hua (SCA10,12,36
SCA15) u
yecTtn SCA,
NPUYNHEHN OT
KOHBEHLMOHAaIHN
MyTauum

FRDA DRPLA - Havano npu mbxete >50 EnusogunyeH
rognHn FXTAS
ompuuamersieH
/ OmpuuamersnHu u \
ako » MSA-C e marnko
NGS HE Ha 6eposIMHO ‘\
pa3snonoXxeHue
:\ \
\
¥ AKO E HAJIMYHO
y . MaHen NGS, WES, WGS
3cnepBanTe: '

1) andadeTonpoTtenH, BUTaMuH  {———1 aKo ToBa I \

E, anbymuH, xonecrtepon, nomara 3a I ¥

nakraT, uepynonnasmuH, TbIIKyBaHeTo

¢uTaHoBa kucenuHa, VLCF, Ha ako

CK, pesyntatute ¥ NGS HE Ha
2) OpraHu4HM KUCENUHU B oT NGS. S pa3nosioXXeHne

ypvHaTa, aMMHOKUCENHM B NGS HE Ha

nnasmara, MM3030MHUN EH3UMK, E pasnonoxeHue

XOecTepor, OKCUCTEPONN 1
3) MPT/OCT 3a ARSACS
4) Kartapakta ;
5) OuyHa TenaHrnekTasus Tect

> TEecCcT KCNA1
HeobuyaliHoO \ A ADCK3 CAGNATA
Halln3 Ha SPG7
KaHOuaaT-reHmTe
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ABPEBUALINN

ADCK3:
ARSACS:
CACNA1A:
CK:
DRPLA:
FRDA:
FXTAS:
KCNA1:
MPT:
MSA-C:
NGS:
OCT:
SCA:
SPG7:
VLCF:
WES:
WGS:

aarF fomelH-CbabpKaLla NPOTENH KMHA3a 3

aBTO30MHO-peLLeCcMBHa CNacTUYHa aTakema Ha LLapnesoa CaryeHam
Kanumes KaHan, ynpasnaBaH OT HanpexkeHue, cybeanHmua Anda 1 A
KpeaTUHKNHA3a

AeHTaTopybpanHa-nanmaonymcosa atpodusa

aTakcua Ha Ppuapaiix

CUHAPOM Ha TpeMop/aTaKkcKaA, acouMmnpaH ¢ Kpexka X

Yy/sieH Ha NoACceMeNnCcTBO A Ha KanMeBM KaHanu, CBbP3aHu € HanpexkeHue 1
MarHuUTHO-pe30oHaHCHa Tomorpadus

MHOeCTBeHa cMcTeMHa aTpodus, uepebenapeH Tnn

CEeKBEHMpPaHe OT CNeABallLo NOKoNeHUe

ONTUYHA KOXepeHTHa Tomorpadus

cnuHouepebenapHa aTakcma

cnacTU4YHa napannernsa Tmn 7

MaCTHU KMCEeNUHM C MHOTO Ab/ra Bepura

CEKBEHMpPaAHE Ha LAN eK30M

CEKBEHMPAHE Ha LLeNnA reHom



3. European
Reference
Network

P .}\ European
LA "t Reference

0°¢5%%
0o0' Networks

https://ec.europa.eu/health/ern
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Co-funded by the European Union -




