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OTKa3 OT OTrOBOPHOCT:

"Moakpenata Ha EBponeiickaTa KomMucuA 33 M3AaBaHETO Ha Tasn nyb/avMKauma He npepctasnaBa ofobpeHue Ha
CbAbPKAHNETO, KOETO 0TPA3ABa €AMHCTBEHO Bb3rneauTe Ha aBTopute, 1 Kommcnata He HOCM OTFOBOPHOCT 3a M3MN0A3BaHETO
Ha cbabpKallaTa ce B Hea nHdopmauma."

Moseye MHPOpMmaLms 3a EBponeiickus cbios e 4ocTbrnHa B MHTepHeT (http://europa.eu).
Nokcembypr: Cnyxkba 3a nybamMkauum Ha EBponeickus cbios, 2019 T.
© EBponelicku cbtos, 2019

Bb3npoussexaaHeTo e paspeLleHo, Npu ycAoBMe Ye Ce MOCOUYU U3TOUYHUKDT.
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BbBEJAEHWE B EBPONENCKATA PEOGEPEHTHA MPEXA 3A PEJKMU

HEBPOJIOFrNYHU 3ABOJIASBAHUA (EPM-PH3)

Epm-PH3 e eBponeiicka pedepeHTHa mpexa, cb3gageHa U ogobpeHa oT EBponeickua cbto3. Epm-PH3 e
34paBHa MHOPACTPYKTYPa, KOATO ce GOKyCUpa BbPXY peaKUTe HeBPOOrMyHM 3abonasaHma (PH3). Tpute
OCHOBHM cTbnba Ha Epm-PH3 ca: (i) mpexa OT eKcnepTu M eKCnepTHU LeHTpoBe, (ii) reHepupaHe,
obeaunHABaHe M pa3nNpocTpaHeHne Ha 3HaHKUA 3a PHP wu (iii) npunaraHe Ha enekTpoHHO 3apaBeonasBaHe,
3a 4@ MOXKe eKcnepTnsaTta 4a NbTyBa BMECTO NaLMeHTUTe U ceMeincTBaTa.

Epm-PH3 06eamHaABa 32 OT BoAeLWMTE eKCNepTHU LeHTpoBe B EBpona, KakTo 1 10 acoummpaHm NapTHbOPMU
B8 20 obPXKABU-YNEHKN N BKAKOYBA M3KNHOUYUTENHO aKTUBHM MALMEHTCKU opraHusaumu. LleHTposeTe ce
Hamupat B ABCcTpuA, benrna, bvarapua, Nepmanuna, Aanua, EctoHna, Ucnanna, Utanma, NaTteua, Jintea,
Niokcembypr, Manta, ObeguHeHoTOo Kpanctso, Monwa, CnoseHua, YHrapua, ®uHnaHana, PpaHuyms,
XonaHama n Yexuma.

CnepHuTe rpynu 3abonasaHus ca 06xsaHaTi oT Epm-PH3:

e ATaKCMM M HAcNeACTBEHM CNACTUYHWM Napanaernm

e ATUNWYEH MAPKMHCOHM3BM U reHeTU4YHa 6onecT Ha MapKMUHCOH

e [IUCTOHMA, NAPOKCU3MANHU ANUCTOHUU U CUHAPOM Ha HEBPOAEreHpaLma C HAaTPYNBAHE HA KeNA30
B MO3bKa

e ®poHTOTEMMNOPANHA AeMEHUUA

e bonect Ha XbHTUHITBH U APYrK BUAOBE Xopen

e JleBKOAUCTPOODUMU

KoHKpeTHa MHPOpMaUMA 32 MpekaTa, eKCNepTHUTE LLeHTpOoBe M 06xBaHaTUTe 3ab60NABaHUA MOXe Aa
6bae HamepeHa Ha yebcaiTa Ha MpeXkaTa www.ern-rnd.eu.

lMpenopvKa 3a KnuHU4YHA ynompeba:

Esponeiickama pedepeHmHa mpexa 3a pedKUu Hesposno2uyHu 3abonaaeaHusa paspabomu
AuazHocmuyHu 6510K-cxemu 3a neekooucmpoguu, 3a 0a nomozHe 3a OuazHOCMuUyupaHemo Ha
nayueHmu ¢ neskooucmpogus. PepepeHmHama mpexrca npenopv4yed U3Mosa36aHemMo HA mesu
AuazHocmuyHu 6710K-cxemu.

N3K/TIOYBAHE HA OTTOBOPHOCT

MpY KAMHUYHUTE HAaCOKK, NPENOPBKUTE 33 JIEKAPCKU MPAKTUKK, CUCTEMHUTE 0630pHM paboTu 1 gpyrute
HACOKM, KOUTO ce Nyb6/IMKyBaT, NOAKPENAT UM YNATO CTOMHOCT ce NoTBbpKaasa oT ERN-RND, ce kacae 3a
OLLeHKa Ha aKTyasHa HayyHa W KAMHMYHA MHPOPMaLMA, KOATO Ce NpeaocTaBa KaTo NpeanorKeHue 3a
obyueHue.

NHpopmaumaTa (1) He obxBalla moxe 6U BCUUYKM NMOAXOAALLMN NEYEHNA U METOAN 3a OBrpuKBaHe U He
TpAbBa Aa ce CMATA 3a KOHCTATALMA Ha CTaHAapTa 3a 0b6rpukBaHe; (2) He ce aKTyann3npa HeNPeKbCHATO
N e Bb3MOXHO A He 0Tpa3fABa Hali-HOBUTE MO3HAHWA (OT N3rOTBAHETO Ha Ta3n MHPOPMaLMA U HEMHOTO
nybanKyBaHe pecn. NPOYUTAHE MOXKe Ja ce e NnoABuMAa HoBa WMHPopmaumA); (3) ce oTHacA camo 3a
cneumduyHo nocoveHuTe BbNpOcH; (4) He NpeacTaBnABa NpeAnUcaHUe 3a onpeseneHo MeAUUUHCKO
obcnyrkBaHe; (5) He 3amecTBa HE3aBUCMMOTO NPOPECUOHANHO PeLIeHME Ha NEeKYBaLLMA IeKap, Tbil KaTo
He B3eMa Mo BHUMaHWE MHAMBUAYANHUTE Pa3NNuMA MEXAY OTAEe/NHUTE NauMeHTU. BbB BCeKu cayyan
NeKyBaLWMAT nekap Tpabsa Aa npoueanpa MHAUMBUAYANHO CbC CbOTBETHMA MauMeHT. M3non3BaHeTo Ha
nHoopmaumAatTa e pobposonHo. UHPopmaumata ce npepoctaBa oTr ERN-RND Bb3 ocHOBa Ha
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aencremtenHoTo cbcToAHMe u ERN-RND He AaBa n3puyHa UAM MbadananBa rapaHuma No OTHOLWEHME Ha
Tasn uHpopmauma. ERN-RND mM3pMUYHO OTXBBPAA AaBaHETO Ha BCSAKAKBa rapaHUMs 3a roAHOCT 3a
NPWIOKEHWE U TOAHOCT 3a onpeaeneHa ynotpeba nnv onpegeneHa uen. ERN-RND He noema oTroBopHOCT
3a Te/IeCHM NoBpean UAN MATEPUATHU LLETU, KOUTO NPOU3TUYAT OT M3MNON3BAHETO Ha Ta3n nHGopmauua
WNIN Ca BbB BPb3KA C HEA, KAKTO M 3a rPeLUKn Uan NPONnyCKU.

Pa3paboTBaHETO Ha AMArHOCTUYHUTE CXEMM 3a AUCTOHMUA € M3BbPLUEHO OT rpynaTta 3a 1eBKOAUCTPODOUN
Ha ERN-RND.

pyna 6onectn 3a NeBKOANCTPOOUM:
KOOpAMHaTOpM Ha rpynaTta no 3abonaBaHuATa:

WUHrebopr Kparenox-MaHH! ; Oann Boownayr-TaHrn?

YneHose Ha rpynara no 3abonasaHero:

NaTpuk O6ypr? ; CeroneH Aiime? ; EHpuko beptunHn® ; Tom ge KoHnuHr? ; Mapusa Tepesa [1oTn® ; AHTOHMO
depepuko’ ; Camyen Mpbowen? ; 3ontaH MNpow® ; Tomac Knonctok’ ; ETope CancaHo® ; lyarep Wwonc?!,
Kaponun Cesun? ; fasnae Touaytn® ; Mapaxo saH aep Knaan® ; Hukon Bond?®

L Universitatsklinikum Tibingen, FepmaHua;? Assistance Publique-Hdpitaux de Paris, Hépital Robert-
Debré, ®paHuuna: PedepeHTeH LeHTbp 3a neskoanctpoduu; NegmatpmuyHa 6oaHmua Bambino Gesu, Pum,
Utanua;* YHUBEPCUTETCKM MeAULMHCKA LeHTbp [poHuHreH, Hugepnanamsa;> AOU CueHa, Utanua;®
YHusepcutet Semmelweis, YHrapus;’ Klinikum der Universitdt Miinchen, Frepmanusa;® ®onpgauma IRCCS
HesponorunyeH nHctuTyT Carlo Besta - MunaHo, Utanua;® YHMBEPCUTETCKM MeAMUMHCKM UeHTbp VU
Amctepaam, Hnaepnanaus.

[Mpouec Ha pa3paboTBaHe Ha BOK-CXeMM:

e Pa3spaboTBaHe Ha 610K-cxemu - toHM 2017 1. - toHKM 2018 T.

e O6cbXaaHe/npepasrnesxkaaHe B rpynata no 3abonasaHna Ha ERN-RND no Bpeme Ha rogumiiHaTta
cpewa Ha ERN-RND 2018 - 08/06/2018
e Cbrnacue no goKymeHTa OT UAnara rpyna no 6onecrra - 02/10/2018
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PbKoBOACTBO 32 pa3no3HaBaHe HA MoAeNun Npu eskoguctpopumnte

(apantupaHo ot Schiffmann u van der Knaap 2009)

fAcHo n3paseHa Tz - XUNEePUHTEH3NBHOCT U ACHO M3pa3eHa Tl - XUNOUHTEH3UBHOCT CNPAMO CTPYKTYpUTE Ha CMBOTO BELLLECTBO

MaTonorum, pasnnMuHm oT XMNnoMmmuenMHU3aums (AeMmenHU3aLmsa U Apyru)

Moxke aa e KOH®JIMEHT

Liepebenym +
cpeaHu
Andysen Nepusentpukynap || Mpeobnanasare lonemu uepeGenaprm Mostuen crson Npeo6nagasare Mapueto- Bpemesa npesec
Mo3bHeH eH npesec Ha nojKopueTo AcUMETPUIH NEAYHKyAM Npeo6naaasare Ha $ppoHTanHara oKuMnuTaneH
1 nesun Npeo6naaasa WU U3TbKBaHe yact npesec
He nn
0L R A e
MLC MeTaxpomaTnuH L2- HDLS CTX LBSL Bonect Ha bonect Ha bonect Ha
a XUAPOKCUTNyTEp AnekcaHabp Kpa66e MeHkec
Pa3cTpoiicTeo, nesroaUCTpoduA 0Ba aLmMaypus L2- MepoKcnsomHm LTBL
cBbp3aHo ¢ elfF- * Xuapokeuraytep HapyweHua MeTaxpomaTnyH X-ALD Xepnec
2B Bonect Ha 0Ba auuaypusa HBSL a cumnaexc
Bonect Ha KaHasaH Bonect Ha nesKoANCTpOUA PaHHO Hauano Ha eHuedanmt
DAednuut Ha Kpab6e* CRMCC AnekcaHabp ADLD NEepOKCU30MHHN
NamuHKH anda-2 CuHapom Ha DdpoHTaneH HapyweHua CuHApom Ha
LBSL* KbpHc-Ceiibp MwuToxoHapuanH LBSL MepoKcM3omMHM BapMaHT Ha X- Ajcardi-Goutiéres
Hakon v 3a6onAsaHnA HapyleHus ALD Heonaranta
MUTOXOHAPUANH *pasnonosasa MponuoHosa ADLD XMNOTIMKEMUA BpoaeH CMV
1 pedektn ABLrOBUAHM aunaemma Moseyeto APBD HDLS
BNaKkHa WMHOEKLMO3HU 1 Xuctnmoumtosa APBD Dednunt Ha
BpogaeHu rpewku [Nedektn s Bb3NANNUTENHN Bonect Ha CuHApOM Ha RNAse T2
8 06MAHaTa Ha APBD UMKbA Ha ypes 3abonasaHnA PaHHO Hayano Ha YuncoH Ajcardi-
BewlecTsara, 6onectra Ha Goutiéres
BK/IIOYMTE/THO: 0oDDD Oednupnt Ha BpoaeHu rpewku KNeHoBWA cupon Bonect Ha
pn6030-5- B 06mAHaTa Ha cypuHa AnekcaHabp Hedununt Ha
[Nednunt Ha BpoaeHu rpewiku docdat BeujecTsata NaMUHUH anda-2
monnbaeHos 8 06mAHaTa Ha n3omepasa (Hanp. MpemyTauma Ha CuHapom Ha Jinit
KodakTop, BelecTsara, HapyLueHnA B cMHApOMa Ha
Fnytaposa BKAKOYUTENHO: LTBL UMKbAA Ha ypes) KpexkaTa X DRPLA
aunaypms I,
Deduuut Ha DeHUKeToHYpUA, TOKCMYHOCT Ha MwToxoHapHanH
AUNXUApONTepUH Csbp3anu ¢ FA2H XepouHa u "
peaykrasa, HapyweHua, KOKauHa neskoeHuedano
HapyweHus Ha Aebuumt Ha natum
AMMHOKMCeNMHU aAeHNN03YKUNHA HapyweHus,
Te € pa3skNoHeHa THa nasa, cebp3aHu ¢ FA2H
Bepwura, Fnytaposa (aTpodua)
XomouucTuHypu aumnaypua tvn I,
a MaHo3nao3a MwToxoHapuanH
"
PaHHn HespogsereHepat neskoeHuedanon
NepOKCU3OMHM MBHM atm
py iictBac
N0-KbCHO
Kpaen cragui va Havano, Wnu moxe pa 6bae mHoropokyceH
BCUYKM BKAIOUUTENHO:
nporpecusHu
3a6onABaHMA Ha HespoHanHa
6an0T0 BewecTso uepouaHa
nunodycumHosa,

Niemann Pick C
(NB: yecro paHHa

MporpecusHoO (Mo3Ke Aa esontonpa CraTtuueH M3aBeHU nepuBacKynapHu
uepebpanHa
atpodia) [0 cnBaHe) npoCTpaHcTBa
Mpuaobutn
BKAIOUUTENHO:

HDLS CuHapom 18q MuHyC MyKononusaxapuaosu
MNepuseHTpuKyNa
pHa APBD CnHapom Ha CborpeH u JlapcoH HA nam r
NesKOManauna, MO3aULM3bM
cBbp3aHa ¢ XMB L2-XMApPOKCUINyTapoBa aLnaypus PHKCE T2-aeduuutHa neskoeHuedanonarma
eHuedanonatua CuHApom Ha Lowe

LBSL HBSL

HapyweHus Ha uMKbAa Ha ypes
Hedpnumnt Ha HMG- CoA nuasa
Xuctmoumtosa

VHKOHTUHEHUMA NUTMEHTI
Backynonatuu (CADASIL; CARASIL, cuHapom
Ha ®abpu, cuHapom Ha Cycak,
apTepuoIoCcKNEePO3a, BAaCKyINT)
MHoxecTBeHa cKieposa

Hespomuennt ontuka

OCTbp AMCEMMHMPaH eHLepanommenntT

MporpecusHa MynTUOKanHa
nesKoeHuepanonatua

MwuToxoHApuanHu 3a6onasaHna

OcTbp cKneposupaly naHeHuedanut

BpoaeH CMV
Cebp3aHu ¢ PTEN HapyweHua
Xuctuoumtosa
HapyueHus Ha aMUHOKMCeNNHUTE C
pasKnoHeHa Bepura

JNlereHpa

APDB: Bonect Ha Bb3pacTHUTE C NONUMNIOKO3HM Tena

ADLD: ABTO30MHO-A0MWUHAHTHA JIEBKOAUCTPODUA C aBTOHOMHU CUMNTOMM
CRMCC: LlepebpopeTHanHa MUKPOAHTMONaTUA C KanLMOUKATU U KUCTU
CTX: LlepebpoTeHAMHO3Ha KcaHToMaTo3a

DRPLA: geHTatopybpo-nanmaonymsmesa atpodus

Pa3scTpoiicTsa, c8bp3aHu ¢ EIF2B: BonecT Ha u3ye3saLoTo 610 ewectso unu CACH
HDLS: HacneactseHa andysHa neskoeHuedpanonatus cbe cheponan/ HespoakcoHanHa
nesKoancTpodma cbe cheponam
HBSL: XrnommennHusaums cbe 3acaraHe Ha MO3bYHUA CTBOJ, FPbOHAYHUA MO3bK U KpaKaTa
LTBL: /leBKoeHuedanonatTma CbC 3acAraHe Ha Tasamyca U MO3bYHWUA CTBOJ U BUCOK JlaKTaT
LBSL: /leBkoeHLepanonaTma cbe 3acsairaHe Ha MO3bYHWA CTBOA M IPbOHAYHMA MO3bK M MOBULLEH NAKTaT
MLC: MeraneHuedpanHa neBKoaMCTPodUsA CbC CybKOPTUKANHU KUCTU
ODDD: OkynogeHTOAUIUTaNHA AUCMNA3NA

X-ALS: X-cBbp3aHa afpeHoNeBKUAOCTPOGUA




HAkou OoT pasnnMkurte B cpaBHeHUe C OPUrMHANHATA ANArHOCTUYHA

cxema Ha Schiffmann et al. BkatouBat chegHoTO:

Bbnok-cxema Ha ERN-RND

Bnok-cxema Ha Schiffmann, van der
Knaap

"Moxe ga 6bae" camsauly, ce Uan "moxke aa
6bae" mynTudoKaneH

CnueH nan myntudoKaneH

MoxKe ga e camsauy, ce: ronemu NA
ACMMETPUYHU Ne3nu
Mozke ga ce cnmsat: TemnopasiHa npesec NA

"morke ga 6bge myntudokanen", 3
noaKaTeropuu:

NPOrpecuBHU, CTaTUYHU U BUAUMU
nepMBacKyNapHM NPOCTPAHCTBA

MHorodoKycHK, 6e3 nogxraTeropun

NA

XunommennHn3lauma: TMNMYHO 3acAaraHe Ha
PNS nnun 6e3 TunnyHo 3acaraHe Ha PNS

CMNMOPA3YMEHMUA

Schiffmann R, van der Knaap MS (2009 r.) Moaxoa Kbm AMarHoCTUKaTa Ha HapyLLleHUATa Ha
6an0T0 BewecTBo, 6a3mpaH Ha MRI, Neurology 72(8): 750-759.



ABPEBUALIUU

ADP6: 601ecT Ha Bb3pacCTHUTE C NOJIUIIFOKO3HM Tesa

ADLD: aBTO30MHO-A0MWHAHTHa N€BKOAUCTPODUSA C aBTOHOMHU CUMNTOMM

CRMCC: uepebpopeTrHanHa MUKpPOAHrMonaTma ¢/KanumduKkaTm n KUCTu

CTX: uepebpoTeHANHO3HA KCaHTOMaTOo3a

DRPLA: peHTaTop-cybaponannaonyncosa atpodpus

Cebp3aHo c EIF2B pascTpoicTBo: bonect Ha n3yesBalwoTo 6510 Bewectso nan CACH
HDLS: HacneacTBeHa andy3Ha neBkoeHuUedanonatnsa cbe chbeponam

HBSL: xunomuennHmn3auma cbe 3acAraHe Ha MO3bYHUA CTBO U TPbOHAYHMA MO3BK U
CNacTMYHOCT Ha KpakaTa

LTBL: neBkoeHuedanonatma cbC 3acAraHe Ha Tanamyca M MO3bYHUA CTBON U BUCOK NaKTaT
LBSL: neBkoeHuLedanonatna CbC 3acsiraHe Ha MO3bYHMA CTBON U TPbOHAYHMA MO3BK U
NOBWULLEH JTAaKTaT

MLC: meraneHuedanHa neskoeHuedanonatTma CbC CyOKOPTUKANHM KUCTU

ODDD: okynogeHToAuUrMTaNHa gMcnnasna

X-ALD: x-cBbp3aHa agpeHoneskogmuctpodma
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