IncpopmMauia gons MegUUHUX NpaliBHUKIB

A/IbTEPHYyroYa remimnneris

COOR
W,/ EpiCARE

anrtayoro Biky (Al/[)

Taxox Bigoma sk Al[] abo AnbTepHyroda remimnseris

Ornsg

AnbTepHyloya reminneris gutayoro Biky (ckop. - Ar[d) — ue
HaA3BMYalHO piaKicHe 3aXBOPIOBAHHS  HEPOPO3BUTKY, sIKe
CYNpOBOAXYE MNaLieHTa MPOTAroM YCbOro XWTTS. Y 6inblIOCTi
BMNaAKiB BOHO CMpPUYMHEHE «ge-HoBO» MyTauieio B reHi ATP1A3,
SIKUI, B CBOIKO YEPry, KOAYE BaX/IMBWI HATpin-KanieBuin ATdasHy
nomny.

Xo4ya nneris € XxapakTEPHOK O3HAKOK 3aXBOPIOBaHHSA, npote Al
OXOMJIE 3HAYHO LWMPLIMIA CMEKTP CKIaAHUX HEBPOJIOTiYHUX
CUMIMTOMIB, $K MapoKCM3MallbHWUX, TaK i HenapoKCU3MasbHUX.
HenapokcuaMarnbHi MposiBU BKNOYAOTb Bi JIETKUX A0 THKKUX
NopyLIEeHb MOTOPUKM, KOFHITUBHUX (DYHKLi Ta MOBJIEHHS, a iHOAI 1
perpecito.

Mapokcm3ManbHi - CMMNTOMW  BKKOYAKOTL:  AUCTOHIYHI - Hanaaw;
nneriyHi  Hanagu (reminneris/kBagpunneris/ogHa  KiHUiBKa/ABI
KiHUIBKM 3 Ppi3HMX 6OKiB); aHOMaibHi pyxu Oueii; eninenTuyHi
Hanaau; eni3oAn BereTaTMBHOI AUCHYHKLIT; eni30An 3HMXKEHHS
CBIAOMOCTi Ta ronoBHUI 6ifb, LWoNpaBaa, BiH TPANSETLCS PiAKo.

[0 NOWMPEHNX YMHHUKIB, O NPOBOKYOTb, 0CO6AMBO MeriyHi Ta
OVCTOHIYHI  eni3oaM, HanexaTtb 30yaxeHHs, BTOMa, 3MiHa
TemnepaTypu, 3aHYpeHHs y BOAY, 6inb, 3aKkpin,
JIMXOMaHKa/3axBOpIOBaHHSA, (i3nyHi HaBaHTaXKeHHs abo BnuB
COHSIMHOrO CBIT/Ia 4YM  ACKPABOro OCBITNEHHS. OpHak, Tpeba
nigkpecnut, 6arato enisodiB He MalTb YITKMX YMHHMKIB, L0 iX
NPOBOKYIOTb, i € abCONOTHO HenepeabayyBaHMMM.

B TOM e Yac, COH Ma€ BupillaibHe 3HaYeHHs npu ACJ, i nneriyHi
enisoau 3a3BuYai TPanAsoTbCa Nicns cHy. MauieHTn 3 Al Takox
MOXYTb MPOSIBNATA NapoKCM3MasbHi abo NOCTiMHI CUMNTOMM, TaKi
SIK AMCTOHIsl, Xopesi, aTakcis, Tpemop abo iHwWi cknagHi po3naav
PyXxy.

Yacrora 1a piBeHb nownpeHoCTi

CnoyaTKy BBa)kasiocsl, WO piBeHb MOWMPEHOCTI CTAHOBUTb OAUH Ha
MiNbOH, ane HOBi CNOCTEPEXEHHS A0BOASTH, WO Lei MOKasHMK,
MMOBipHO, LWoHalMeHwWwe B 10 pasis Buwwmi (1/100000).

HiarHocruka

HasiBHicTb MyTauii B reHi ATP1A3 (BiH 4acTo BXOAWUTb 4O CKnagy
naHesnei reHis piakicHMx ¢opm eninencii) y noegHaHHi 3 KNiHIYHUMM
cuMnToMamu Al nigTBEpAXYE AiarHo3 (nepernsHyTi kpuTepii 2021
poky, Mikati, Panagiotakaki Ta Arzimanogloul). Cnig 3a3HauunTi, Wo
He BCi MauieHTUM MaloTb MyTauildo B LbOMY FeHi, a Yy HeBeIuKoi
YaCTMHMU 3axBOPIOBAHHS MOXYTb BUKAMKATK iHWI reHwn. [deski
myTauii ATP1A3 3yctpivaiotbcst yacTtiwe (D801IN Ta E815K) i
noB's3aHi 3 pi3HMMKM KNiHIYHMMK NposiBamMu. [lo NeBHOI Mipu icHye
Kopensuis MK reHOTUrnoM i (eHOoTMNoM, ane Tvn MyTauii He €
€0MHUM (PaKTOPOM, WO BM3HAYAE KAiHIYHY KapTuHy. BoHa moxe
CUbHO BIAPI3HATUCA HaBITb Y MAUIEHTIB 3 OAHAKOBOK MyTaUi€lo.
KpiMm TOro, icHytoTb iHLWI 3axBoptoBaHHS, MoB'A3aHi 3 ATP1A3, ki
MatoTb PEHOTMNM, WO NepeTnHaTbes 3 Ar/l.

[iarHo3 nauieHTam 6e3 BusiBneHoi MyTauii ATP1A3 cTaBUTbCS
KNiHIYHO BiAMOBIAHO A0 KIACUYHKX KpUTEPIiB Alikapai abo ix
nepernsHyToi Bepcii. Mpy LboMy HeObXiAHO MPOBECTU peTesNbHe
MeanyHe 06CTeXeEHHS, W06 BUKITHOYMTY iHLUI 3aXBOPIOBAHHS 3

noAibHMMM cMMNTOMaMm.

Bik novyarxy 3axBOproBaHHSs

CumnToMM Bneplue 3'aBnsOTbCA A0 18 MicsuiB xuTTs. MNpoTe BiK
no4aTKy 3axBOPIOBAHHS MOXE 3HA4yHO BiAgpi3HATUCA. [eski Aitn
CTpaxaaloTb Bif, BaXKOi JOPMM 3aXBOPIOBAHHS 3 HApOAXEHHS, a
iHLWIi croYaTKy MaloTb fiefb NMOMITHI CUMMTOMU, SIKi BaXKKO BUSIBUTU.

Tunu eniienTuyHNX Hanagis rnpu
rosiBi CHMITTOMIB

Hanaaum He 3aBxan NpucyTHI Ha NoYaTKy po3BUTKY cumnTomis A, Ane
6arato enizoaiB Al'[l MOXHa iHTeprnpeTyBaTH, SK eninenTUYHi Hanaau
Ha Mo4yaTKy PO3BUTKY 3axBOpIOBaHHS. TpuBasmi Bigeo-EEM-3anmc
Aoromarae 3'acyBaTu ix eninentuyHy abo HeeninenTUyHy Npupoay, ane
ii peanizauis Ta iHTepnpeTauis € 4OCTaTHLO CKNagHMMM. MpUbnnsHoO y
60 % NaLyieHTIB B SKUICb MOMEHT PO3BMBAETLCS erinencis. HopMasbHa
EEl He 3aBXayM € 3acrokiinneoto npu A, Mk MosiBOIO CUMMTOMIB i
aHOMasnbHOI akTUBHICTIO EE MoXe ByTn 3aTpyMKa HaBiTb B 3-4 POKW.

Hanaau npun A1 MmoxyTb 6y cokansHuMK (1060BMMKM, CKPOHEBNMM
Ta MOTUAMYHMMKM) abo reHepani3oBaHUMM  (TOHIYHWMMK, TOHIKO-
KMOHIYHMMKM,  MIOKNOHIMHMMKM  abo  abcaHcamu). [eski  nauieHTn
CTpaX4aloTb BiA4 TpUBanIMX eninenTUYHMX Hamagis (eninenTu4Horo
cTaTycy), Nicns SKMx MoXe CnocTepiraTuca HeBPOJIOriYHa perpecis.

MoXXeMo KOHCTaTyBaTy, O KiHIYHA OLUIHKA, LLOAEHHVMKM MauieHTa,
AKLLO €, Ta AOMALLHI Bifeo3anucu enisozis (HasiTb 6e3 EEI) BigirpatoTb
BaXUMBY POMb Yy NiKyBaHHi UbOr0 CKMI3AHOro posnagy. Ans
AndepeHuiauii eninenTMyHOro Hanagy Big «TvnoBoro» enisogy Ar/
MOXKe 3HaZobuTucs Kinbka EEI, 0cobnmBO, SIKWO MiCAS OCTaHHLOrO
CrOCTepIraeTbCa HEPO3B'sA3Ha perpecisi.

Y fgedkux iHWMX KpaWHiX Bunagkax TpuBani Hamaan Al MOXYTb
CMPUYMHUTY LUIMPOKOMACLUTabHy Aenonspusauiio, Wo npu3BoAnUTb A0
Hanagis. Y eKcTpeHiin cuTyauii, konm goctyn Ao EEI o6MexeHui, Moxe
6y CKMaAHO BCTAHOBWUTW OCHOBHUIN YMHHWK, LLO CMPUYUMHWB AaHWM
eni3og.

SK 3MIHIOFOTBCS TUIMTHM HaNagiB 3
yacom?

Tuvnu eninenTUYHMX HaMaAiB Ta IX CEMIONONiS 3HAYHO Pi3HATLCS MK
okpemMMM ocobamy Ta 3 MAMHOM 4acy. Y [Oesikux eninencis
NiATBEPIKYETbCS Ha paHHiii CTapii 3axBOPIOBaHHS, a B iHLIMX
CyoOMU MOXYTb 3'ABNSITUCS 4Yepe3 6araTo pokiB micnsi neplumx
cumnTomiB Al /.



Ocob6smmBocri EEI Ta MPT/iHwi
AiarHOCTHYHI QOCTI)KEHHS

3a3Haummo, EEl moxe 6yt HopManbHuM nig yac emisogy A/
Ta/abo nisHile BUABNSATM eninenTuhOPMHY aKTUBHICTb.

Ha cboroaHilwHin aeHb 3adikcoBaHo 6araTo aHomanin EET, ane
NoCniA0BHOI 3aKOHOMIPHOCTi He ByN0 BUSIBIEHO.

MPT 3a3Buuyait € HopManbHMM. OAHaK [eski OCTaHHi 3BiTU
BKa3YylOTb Ha MOX/MBY aTpoditd MO304Ka B AEKiNIbKOX BUMNagKax,
SIKa YacCTo He BUSIBMSETLCA NiA Yac pyTMHHOMO HEMPOBI3yanbHOro
06CTEXEHHS.

CnMHHOMO3KOBA piAvHa Mpu toM6asbHIN NMYHKLT 3a3BMYaii TaKoX €
HOPMarsibHOIO.

HeBpororiyHe 06CTEXEHHS Moxe OyTM Maike HOpMasbHUM Ha
noyYaTky nepebiry 3axBOPIOBaHHS, SIKLIO HEMAE CyryTHbOro eni3ogy
Al/]. TiNOTOHiSA - MalXe NOCTilHa 03HaKa ANns 6iNbLOCTi NaLieHTIB
i BUSIBNSIETbCS Ha AyXXEe paHHii cTaail. PyxoBi po3naau Ta iHLi
HEBPOJIOFiYHi CUMNTOMU € HaA3BMYANHO YacTUMM.

JlikyBaHHS

Ha xanb, cneundivyHoro nikyBaHHs A/l He icHYe.

JikyBaHHs nonsirae nvwe y MiHiMisawii hakTopis, IO NPOBOKYOTb
€rni3oan, 3MeHLUEHHi X KifIbKOCTi Ta peTeslbHOMY MOHITOPUHIY
koMop6igHux  posnagiB. [Ana  nikyBaHHa Al HeobxigHWUM
KOMM/IEKCHWUI  NigXif i3 3anyyeHHsM  MyfbTUAMCUMNIIIHAPHOT
KOMaHAau daxiBLiB.

¢+ Enisogn nnerii: dnyHapuauH (nikapcbkuid 3acib, sk criouaTky
3aCTOCOBYBaBCS Anst NPodinakTMKL MirpeHi) Mae NeBHUI edekT npu
Al[l (3MeHLUEHHS] YacTOTV Ta TSDHKKOCTI eni3oAiB nnerii) y Aeskux
nauieHTiB. IHWI nikapcbki 3acobu, WO 3aCTOCOBYHOTHCS, BKIOYAOTh
6eH30giazeniHn, aueTasonamia i Tonipamat abo iHLWi NpoTUHaNaaoBi
npenaparu.

o [IMCTOHIYHI enizoan: TpurekcudeHiann, rabaneHTnH, KNOHIAWH,
6eH3oaiazeniHn, 6aknodeH.

o EninentuuHi  Hanmagu: BMOGIp  NPOTMHAMaAOBOro  MiKyBaHHS
3MINCHIOETbCS 3 ypaxXyBaHHAM TUMIB  eninenTUYHUX HanadiB Ta
iKTanbHOI/iHTEpiKTaNbHOI  aHOManbHOI  aKTUBHOCTI, SKWO Taka
npucyTHs. MauieHTam 3 Al Moxxe 6yTn 3anpOnoOHOBaHO NiKyBaHHS
nicns OUIHKM pr3nKy Ta 06roBOpeHHs 3 NaLlieHTOM/pOAVHOLO.

¢ THWe: Ha CbOroAHILLHIN AeHb iCHYE 0BMeXeHa KiNbKiCTb AaHMX LWOAO
eeKTMBHOCTI KETOreHHOi Ai€TW, Ta Nvwwe NOOANHOKI MOBIAOMEHHS
Npo 3acTocyBaHHS kaHabiHoigis npu Al[. Y [eskux KiiHiYHUX
OOCNIMKEHHSX — BMBYaNoCs  MepopasibHe  3acTocyBaHHs AT,
MEMaHTVHY Ta BHYTPILUHbOBEHHE BBeAEeHHS! iMyHOrnobyniHie, ogHak
NEPEKOHIMBUX AaHMX He Y0 OTpUMaHo.

BaxxmBo, Wo6 ANns BCiX MauieHTiB NOBUHEH 6yTW po3pobrieHni
NnaH €eKCTPEHOi A0MOMOrM, SIKWUK MOXe BK/KYaTM  MeToau
penakcauii Ta HeBiAKNaAHI 3axoau, 3a3BM4all 6eH3oiaseniHu,
Xnopanrigpat Ta iHWi npenapaTtv ana iHAyKUii cHy (MenaToHiH).
IHoai HeobxigHe KMCHeBe 3abe3neyeHHs, a B TSHKKUX BuUMNadkax,
WO TPanAsTbCs PiAKO, — HeiHBa3WBHA/iHBa3MBHA BEHTUNSALIS
nerexiB. Takox 060B'3k0BO Tpeba BpaxoByBaTV B3aEMOIIO NiKiB,
Wo6 YHUKHYTU (PaKTOpiB, SKi MOXYTb CMPOBOKYBATV 3arOCTPEHHS
(Hanpuknag, 3akpinu, 6inb, ApaTiBAMBICTD).

Komopbigri posnagm

+ PeKOMEHAYETbCS  LIOpIYHE KapaionoriyHe obcTexeHHs (reH
ATP1A3 eKkcrpecyeTbCs B KIIiTMHaxX Cepus) 3 Orfisidy Ha pu3uK
apuTMii Ta MOXX/IMBOI panToOBOi CMEpTi.

¢+ PeKOMeHAYy€eTbCs TaKOX AOCTIIKEHHS CHY 3 Orisidy Ha puUsuK
anHoe. [eski nauieHTy 3 Al MaloTb CKIaaHI NMOPYLIEHHS ANXaHHS,
O BMMAralTb PETE/IbHOr0O CrOCTEPEXEHHS. [N po3yMiHHS LbOro
HeobXiaHi A0AATKOBI AOCNIAKEHHS].

¢ Yacto 3ycTpiyaloTbCsl TPYAHOLUI 3 KOBTAHHSIM, TOX HeobxiaHe
[0AATKOBE Xap4yyBaHHS, BUKOPUCTAHHS 30HAIB AN rOAyBaHHA Ta
BUSIBJIEHHS LLJTYHKOBO-KMLLKOBUX CUMIMTOMIB.

¢+ Y nauienTiB 3 AI'l MOXYTb 3yCTpivyaTucs po3naan ayTMCTU4HOro
CMEKTPY W iHWi NOBeAiHKOBI po3naau.

AHar1i3 BBy Harnaais, rnpenaparia 1@ KOMOPOIAHUX PO3/1afiB Ha:

¢ [lOBCAKAEHHY AiSNbHICTb; XapyyBaHHS Ta CNOXWBAHHS PiAWHY;
3araflbHe CamMonoyyTTs Ta AKIiCTb XWTTS; NCUXiYHE Ta (i3nyHe 340poB's;
KOTHITMBHI (YHKLi Ta pO3BMTOK; NOBEAIHKY; COH;
CaMOCTIMHICTb/HE3ANEXHICTb.

THanBIgyasIbHI MPOTOKO/IN
HagaHHsI HeBIgK/1agHOI JONMOMOrv

Jlikapi noBuHHI ycBigomnioBaty, Wo A/l MOXe CTaHOBUTU peasibHy
3arpo3y AN KWTTA.  TOMy BCI  NPOTOKONM  MOBUHHI - 6yTn
iHAMBIAYaNbHYMM Ta OPIEHTOBAaHMMW Ha NauieHTa. MpOTOKOM HaaaHHS
HEBIAKIaAHOI  AOMOMOrK  MOBWMHHI  OXOM/IOBATU  TSDKKI  enizoan
Ar[l/Hanagn/yTpyaHEHHS AMXaHHS Ta iHWi MOXIMBI MpOsiBY, LU0
BMMaratoTb HEBIAKTAAHOro BTPYYaHHS.

HapaiiTe nauieHTy Ta/abo gornsipayesi iHopmallito npo:

¢ YHWKHEHHS BigoMUX Tpurepis; 6e3neyHe BXuUBaHHS pianHu/ixi;

nobiuHi edekTy nikis;

¢+ 06roBOPpITh FiriEHY CHY Ta PO3rAsHbTE MOX/IMBICTb AOCTIIAXEHHS CHY
Ha NpeaMeT arHoe;

¢+ 0BroBOPITH LLOPIYHMI KAPAIONOriYHWIA OrNsa;

¢ HaBYaHHSA HaBMYKaM HafaHHA MepLUOi MeANYHOI 4ONOMOTK;

¢+ KOHTposib pu3nky SUDEP (panTtoBa HecnoAisaHa cMepTb Npu eninencii);

¢+ KOMMIEKCHUI MifXia, BKIOYAOUM B3aEMO/IitO 3
(izioTepaneBTamMmn, eproTepanesTamMm Ta Jloroneaamu;

¢+ FEeHETUYHE KOHCYJIbTYyBaHHSI;
¢+ HanpaBJieHHs [0 MOBEAIHKOBUX Ta HEMPOMCUXIATPUUHMX CNYX6,
SKLLO Lie HeobxiaHo;

¢ NiagTPUMKA NauUieHTIB, Aornsaadis Ta poboToaaBLiB
(HanpaBneHHs 40 BiANOBIAHMX
couianbHMX/NCMXONOriYHMX/coLianbHUX CNyxo6).
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IHdopmauivituin 6ykneT EpiCARE npo anbTepHytody reMinnerito autsyoro Biky (Ar), astop: Katherine Behl, AHC-UK; Rosaria Vavassori, IAHCRC

B

Consortium, AHC18+ e.V. MepernsHyTo Ta 3aTBEpAXEHO A-pamu Panagiotakaki E Ta M. Papadopoulou (HCL, ®paHuis). MigTpumka EBponeincbkoi
Komicii y cTBOpeHHi L€l nybnikaLii He 03Haua€e cxBasieHHs Ti 3MiCTy, sikuiA Bifo6paXxae BUKITIOYHO MOrnsan aBTopiB, i KoMicis He Hece
BiANOBIAaNbHOCTI 3a 6yab-sike BUKOPUCTaHHS iHdopMaLlii, Wo MiCTUTbCS B Hild.

1 Mikati MA, Panagiotakaki E, Arzimanoglou A. Mepernsg aiarHOCTUYHUX KpUTepIiB anbTepHaTUBHOI reminnerii y gitel. Eur J Paediatr Neurol.

2021;32:A4-A5. doi:10.1016/j.ejpn.2021.05.004.
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0cCi6, siKi gornsparoTb 32 XBOPUMH

J EpiCARE

A/IbTEPHYyroYya reminneris
anrtayoro Biky (Al/Z)

Tarox Bigoma sk Al[] abo AnbTepHyroda reminneris

Orsiag

AnbTepHytoya reminneria gutadoro Biky (ckop. - Arl) — ue
HaA3BMYaMHO piAKiCHE 3axBOPIOBAHHS HEWPOPO3BUTKY, SiKe
CYNnpoBOAXKYE Nali€EHTa MNPOTArOM YCbOro XWTTA. Y 6inbliocTi
BMNAAKIB BOHO CrpWYMHEHE «Ae-HOBO» MyTauielo (TobTo He
YCMaaKoBaHoOM Bif 6aTbkiB) y reHi ATP1A3, iKWt KOAYE BaXKnBY
HaTpieBo-KkanieBy AT®a3Hy (eHepreTuyHy) nomny. lNauieHTn, aki
He MalTb MyTauii B reHi ATP1A3, TakoX MOXYTb OTpUMaTu
K/TIHIYHWI [iarHO3 Ha OCHOBI BMKOHaHHS BCiX @60 6inbLIOCTi
KNHIYHUX  [AiarHOCTUYHUX KPUTEpIiB, BU3HAYEHWUX Y HAYKOBIN
niteparypi.

Xoua Ha3Ba 3axBOPIOBaHHS MiAKPECIIIOE MOro KOUOBY CKNaZoBYy,
TUM He MeHL, Al'[] OXOMJIOE LWUMPOKUIA i PIBHOMAHITHWUI KOMIIEKC
HEBPOJIOriYHUX CUMMTOMIB, SIK MAPOKCU3MasibHUX (TO6TO Takux, Lo
MatoTb panToOBWI MOYATOK, TPUBANICTb i 3aKIHUEHHS, CMOHTaHHUX
abo iHAYKOBaHMUX JlikaMu), Tak i MOCTIHMX.

[18pOKCU3MasIbHi CUMITTOMU BKIIOYHAIOT.

1. EninenTuyHi Hanaaun, npubnmnsHo B 60% BuUNaakis.

2. OnCTOHIYHI Hanaamn (bonicHa M'A30Ba pUriAHICTb), SKi MOXYTb
BKJIOHATU AMCTOHIIO BCLOro Tifa.

3. Mneriyni HanaaW, To6TO MASBMIA/B'ANMIA Napaniy, WO OXOM/IOE 0AHY
CTOPOHY (NonoBuHy) Tina (reminneriyHi Hanagun) abo okpeMi KiHUiBKM Ta
Yepryetbea B BiuHOMYy Hanpsmky. KBazpunieriyHi/noBHi Hanaam MoXyTb
BWHWKaTK i30/1b0BaHO, abo 5K y3arajabHEeHHS reMinneriyHoro Hamaay.

4. Enizoam 3HmKeHHs ceigomocTi (RAS).

5. Enizoam HictarmMy (MOBTOPHI MOCMMKYBaHHS o4ei) Ta iHLLi
aHoMarsibHI pyxu odeit (oaHoro abo Bigpasy 060x)

6. Enizoan Tpemopy, Xxopei (HeKOHTPO/IbOBaHi pUBKOBI pyXK) i, LLO
piaKo, ronoBHoro 60s1t0 (MirpeHo3HOro abo HeMirpeHO3HOr o).

7. 3MiHW pUTMY AMXaHHSA Ta po3/1aan BereTaTMBHOI HEPBOBOI
cuctemm (MoYepBOHIHHSA LWKipW, 6NigicTb, NpuckopeHe
cepuebuTTs, 6110BOTA).

MapokcnamanbHi cuMnToMn Al[] MOXYTb 3'IBASATUCAS OKpeMo abo y
NOEAHAHHI AeKiNbKOX TWMiB CMMMATOMIB Nig Yac ogHoro enizogy. [o
MOWMPEHNX TpUrepiB Hanexartb 36yakeHHs, BTOMa, 3MiHa
TemnepaTtypu, Boga, 6inb, 3aKpin, MxoMaHka/xBopoba, @i3nyHi
HaBaHTa)XeHHS abo COHAYHE UM 3aHaATO sickpaBe CBIT/0. B Toii e
yac, O6arato eni3ogiB He MalOTb MYiTKMX TpurepiB i €
HenepeabavyBaHNUMN.

CoH Mage BUpiLLaibHe 3HayYeHHs npu AL, i Moro iHayKuis Moxe
BMPILUMTY eni3oaum nnerii. OgHaK onMcaHo, WO Micns NpobymKeHHs
TaKi eni3oan MOXyTb NMOBTOPUTUCS MPOTSArOM MEPLLOI FOANHM.

Hackinbxn nownperoro € Arjg?

CrioyaTtky BBaXasnocs, Lo MOLUNPEHICTb CTaQHOBUTb
CMiBBIAHOWEHHS OAMH Ha MiNbMOH, ane HOBi CrMOCTEPeXeHHS
NoKasylTb, WO BOHA, MMOBIpHO, MpvHalMHI B 10 pasiB BuLia
(1/100000).

Kosm BriepLue 3 aB/1s110TbCs
CUMMTOMMN?

MepLui NapoKcU3ManbHi CUMNTOMY 3a3BUyait 3'SBNSIOTLCA Y Billi 10 18
Micauis. OgHak Bik NOYaTKy 3axXBOPIOBAHHSA MOXeE 3HAaYHO BapiloBaTUCS.
EninenTnyHi Hanaam He 3aBxXAau NpUCYTHI Ha noyaTtky Al i MOXyTb
3'aBnaTucs B Oyab-gKoMy Bili, HaBITb y 3pinomy.

SKi T HanagiB CrNOCTEPIraroTbCs
npu Arg?

MpubnmsHo y 60 % BMNagkiB crnocTepiraeTbca  eninencis.
EninentTnuyHi Hamagn npu A MoxyTb 6yTM dokanbHUMM
(NMoYnHalOTLCS B OAHIM YacTUHI MO3Ky) abo reHepanizoBaHUMMU
(NoWwmpIoOTLCA MO BCbOMY MO3KY).

[Jeski nauieHT TakoX MaloTb 6inbll TpuBani TSHKKi eninenTuyHi
Hanaam (eninenTUYHWIA CTaTyc), WO B AKX BUNAAKaX NPU3BOAUTL
[0 perpecy.

Y nesiknx KpawHix BUNaakax TpuBasi AMCTOHIYHI Ta NueriyHi enizoam
MOXYTb CMPUYMHUTU MOLIMPEHi 3MiHK, O NPU3BOASTb, B CBOIO
yepry, 4o eninenTMYHUX Hanagis.

Tpeba B13HaTK, WO y HaraTbox NaLEHTIB i3 NiA03POI0 Ha eninenTuYHi
Hanaan EEM € HopManbHWMM, 0co6nMBO Ha noyatky. [ns po3BUTKY
aHoManbHoro EEM Moxe 3Hagobutuca ax 3-4 poku, ToMy Ans
niaTBEpAKEHHS eninencii Moxe 6yTM HeobxigHWUM perynsipHe,
nepioavyHe CroCTePEXEHHS Ta MOHITOPUHT.

BinbwicTb NauieHTiB 3 AI[] TakoX MatloTb eni3oau, SKi MoXyTb 6yTu
NMOMW/IKOBO IHTEPMNpPEeTOBaHi, $K eninenTuyHi Hanagu. BoHwu
NPpoSIBNSIOTLCA Y BUINAAI  3aCTUIIOMO MOrAsSAy Ta  3HWXKEHOI
peakTUBHOCTI 6e3 cynyTHiX eninenTnyHux 3MiH Ha EET. Taki enizoamn
MOXyTb 6yTn enizogamn 3HuxeHoi ceigomocTi (RAS). [MMepen
NPU3Ha4YeHHSM NiKyBaHHS HeobxiaHa peTesibHa OLiHKa AOCBIAYEH MM
HEBPOJIOroM, WO crneuianisyerbcs came Ha Al'.

Yn noB'sa3aHa Al/[] 3 iHWnMyu
CUHAPOMAaMH eninercii?

Al'/l BBaXAETHCS AOBOJII PIAKICHMM 3aXBOPIOBAHHSAM, MALEHTUN 3 SIKMM YacTo
CTpaXXAa0Thb Bif eninenTyyHnX Hanagis. Takum ymHoM, Al MOXXHa BBaXKatu
eninencieto cneundiyHoro eTionoriyHoro Tmny. OgHaK, 3a3HauMMo, He BCi
naujeHTu 3 Al'Zl MatoTb eninencito.

SK Yacro 3a3BHYan TPan/issroTbCca
Hanagw npu Alr4?

EninentnuHi Hanagw, gk i 6yab-gKi iHWI TMNW NapokcM3MasbHUX
CMMMTOMIB, 3HAYHO PpIi3HATLCA 3@ 4YacCTOTOW, TSKKICTIO Ta
TPUBAnNICTIO Y Pi3HWX NtOAEN, B TOMY YMCHi 3aN1€XHO BiA BiKy Ta nopu
POKY, @ TakoX 6e3 MeBHOI 3aKOHOMIPHOCTI. [lesKi eni3oan MoXyTb
TPUBATN XBUIMHK ab0 roauHM, iHWi — AHi abo HaBiTb TUXKHI.



Hanagu eninenTMYHOro XapakTepy 3a3BMYail KOpPOTKOYacHi, 3a
BUHSATKOM €ni3o4iB enifenTmyHoro cratycy. [eski 3 HUX MOXYTb
TpannaTUCA A0 AEKiNbKOX pasiB Ha AeHb. [lauieHTaMm, y akux
3'9BNSAOTLCS HOBi @b0 3MiHEHI CMMMTOMW B XOAi 3aXBOPIOBaHHS,
abo skux TypbylOTb MApOKCM3MalnbHi  NposiBU, HeobXigHO
3BEPHYTUCS 33 MEANYHOIO AOMOMOrOI0.

Sk Hanagn MoXxyTb 3MIHIOBATHCS 3
yacom?

EninentnuHi Hanaaw, sk i 6yab-gKi iHWi TMNM NapoKcM3ManbHUX
€eni3oAiB, MOXYTb 3HAYHO 3MIHIOBATUCA 3 YAacoM, B TOMY YMCHi WOAO
MOEAHAHHA Pi3HMX TUNIB CMMNTOMIB Mig 4ac OAHOro enisoAy.
Eninencis  Moxe nposButucs 6yab-konM, HaeiTb Yy Ni3HbOMY
aopocnoMy  Bidi. ®akTopu, WO MNPOBOKYOTb MAPOKCU3MasIbHI
eni3oam, TaKoX MOXYTb 3MiHIOBATUCS 3 MJIMHOM Yacy.

SAKi iHwWi npobsieMu, KpiMm
erisiencii, BinBarOTe Ha JIr04€eN 3
Arg?

ATl € HelpopO3BWTKOBMM  3aXBOPIOBAHHSM.  TOX,  KpiM
NapoKCM3MasnbHUX CUMMTOMIB, BOHO XapaKTEepU3YETbCH IHLIMMU
nposisamn, BiA NErkMx [0 BaAXKKWX PYXOBUX Ta KOTHITUBHMUX
nopyleHb. TakoX MOXyTb 6yTM  AiarHocTtoBaHi  po3naau
aytuctunyHoro cnektpy (PAC) Ta iHLWi NOBEAIHKOBI po3naau.

Kpim Toro, reH ATP1A3 ekcnpecyeTbcs B cepui, IO MNOB'A3aHO 3
PU3NKOM MOPYLUEHHS CEpLEBOr0 pUTMY Ta MOX/IMBOKO PanTOBOHO
CMepTIO.

Mpu All TakoX CNoOCTepiralTbCa LTYHKOBO-KULIKOBI po3naau,
YCKNAAHEHHS ANXaHHS Ta arHoe CHY.

SIKi ICHYrOTb BapiaHTH JIiKyBaHHS
Argz

Eninencis npu Al[l 4acTo € pe3nCTeHTHO A0 nikiB. Bubip
BiANOBIAHMX MpOTUHaNagoBux npenapatis (ASM) 3anexuTb Big
KOHKPETHUX TUNIB Hanajis, WO CrnoCTepiraloTbCa Y NauieHTa, i He €
cneundivHmm ang Arg.

Y peskux Bunagkax CTuMynsdia 6nykatovoro Hepsa (CBH) Moxe
6yTV eeKTMBHOK ANS 3MeHLUEeHHS HanagiB. MaeMO MOBIAOMNEHHS
npo Aesiki 06MeXxeHi nepeBarn KeToreHHoi Aietv. HeodiuilHi gaHi
BKa3YylOTb Ha KOPUCTb KaHHabIHOIAIB, K ANS eninenTUYHUX CyAoM,
TaK i Ang ANCTOHIYHMX/NNeriYyHnx enisoais, ane HaMm Bce Le bpakye
KOHTPONbOBAHUX AOCMIAKEHD B LIbOMY HanpsMKy.

Eni3oau 3HMXeHHS CBIAOMOCTi He ciA NOMUIKOBO AiarHOCTYBaTH, K
eninenTUYHi HanagW, OCKiNIbkM Le npu3Bese A0 HenoTpibHoro
3acTocyBaHHsi ASM. ®nyHapusvH € npenapatoMm Bubopy Ans
NiKyBaHHS HeeninenTuyHMX eni3oais (nepeBaXKkHO enisogis nnerii),
ane Mae ob6MexeHu edeKT LWoAO 3MEHLIEHHS X 4acToTy,
TPUBANOCTI Ta TSHKKOCTI. IHWI npenapaTty, L0 3aCTOCOBYKOTLCA ANS
npodinakTuku, - TonipamaTt Ta aleTasosnamia.

JliKkyBaHHSI AUCTOHIT MOXKE BKOYATK Taki Nikn, sk 6eH3oaiaseniHm,
Tpurekcudeniamn, rabaneHTVH, KNOHIAMH abo  6aknodeH.
beHzogiazeniHn Ta  Xxnopanrigpat  BMKOPUCTOBYIOTbCA  And
HeBigknagHoi gomnomoru, TO6TO ANsi MEepPepuBaHHS  TPUBAKUMX
enisoais nnerii, AUCTOHIi Ta Hanagis. [pu UbOMY BaXXIMBO
3abe3mneynTn TEMHe, CroKiliHe cepeaoBuLLEe Ans iHAYKUIT CHyY.

MpodinakTMyHMM 3axoAoM Ansi BCiX TWNIB eni3oaiB Moxe 6yTu
TAKOX OBMEXEHHS BMIMBY HaMbinbll BiOMUX iHAMBIOYaANbHUX
NMPOBOKYKUYMX (DAKTOPIB.

Cepuei aHoManii NOBMHHI ByTW HaNEXHWM YMHOM MPONIKOBaHI Ta
MOCTiIMHO ~ KOHTpostoBaTUCs. COHHa arHoe MOBWMHHA 6yTu
HaNeXHWM YMHOM [iarHOCTOBaHa Ta TaKOX MPOMiKOBaHa.
HenpaBunbHOrO peXxuMy CHY CRig  YHWKaTW, Hackifbkv Lue
MO>X/INBO.

SIKnH npoOTOKOJ/1 HEBIAKIa[HOI
AOrnoMoru rpu cygomax r1a iHlmx
enizogax Arg?

Mauientam 3 Al 3 caMoro noyaTtky cnig 3arnpornoHyBaTu
iHaMBIAyaNnbHWA NNaH HEBIAKNaAHOi AonoMmory, skuik Tpeba
PEryNspHO OHOBMOBaTW. [Mam'aTaiiTe: Ans pgeskux oci6 ue
3axBOpPIOBaHHA Moxe 6yTn HebesneyHuM Ana XuTTa. binbwicTb
NPOTOKOMIB ANS MAUIEHTIB BKIAIOYaOTb  edeKTUBHI  TEeXHIKu
penakcauii npu AUCTOHIYHMX/MNEriYHMX Hanagax, a TakKoX
MiHiMi3aUilo NpoBOKylOUMX aKTOpiB i CNpUSHHA CHy. Y pasi
TpUBaNNX AUCTOHIYHMX/NAEriYHMX eni3oaiB Ta  eninenTuYHMX
HamadiB pekoMeHAdauii NOBWHHI nNpu3HadaTucs AuTauuM  abo
[OpOC/MM HeBponoroM. Lle 0cobameo BakinBo, KOMAW Ui NposiBu
CYNpOBOAXYIOTLCSA 3MiHAMWN BereTaTuBHOI HEPBOBOI CUCTEMMU.

lIpo wo s1 Mo)xy 3annuTaTru CBOro
Jlikapsa abo  cneyianizoBaHy
Megcecrpy 3 eninerncii?

¢ IHAMBIAYanbHUI NaH MEAMKAMEHTO3HOTO JiKyBaHHS TPUBaInX
eniNenTUYHNX HanaAiB Ta AUCTOHIYHMX/MNETIYHMX eNi30diB.

¢ [Mo6iyuHi edpekTn NikiB, 0cO6AMBO NpW 3MiHI NiKyBaHHS

¢+ [eHeTUYHe KOHCYNbTyBaHHS

¢+ YnpaBniHHS TpUrepamu

¢+ KOHTpOnb Ta MOHITOPUHI CynyTHiX po3naaiB (cepue, KULWEYHUK,
AVXaHHs, Nnpobnemu 3i CHOM, NOBeAIHKOBI/NCMXiaTpUYHI
npobnemm)

¢+ HaBuaHHsa 6a30BMM HaBM4YKaM HaZaHHS NepLUIOi AONOMOru

+ Peabinitauia Ta npauetepanis (disioTepanesT, NpaLeTepanesT,
noronezn)

+ [lonomora Biz crewjianizoBaHoi MeacecTpy 3 eninencii

¢+ CniBnpaus 3i WKOoo abo KonemkeM A/ OTPUMaHHS NiATPUMKM

¢ BuMOrM Wwogo niATPUMMKM nauieHTa, Kap'epy Ta poboToaaBsus,
BK/OYAOYM  MIATPUMKY/NiNbrY,  HEMPOMCUXOMOriYHY  OLLIHKY,
KOHCY/bTaLlji, NOTEHUiMHY NcuxiaTpuyHy abo NCUXOMOriYHY MiATPUMKY,
BK/TOYAK0UN KOHCYIbTYBaHHS

¢+ KOHTpOnb pu3MKiB panToBOi HecrnoAiBaHOI CMepTi Mpu eninencii
(SUDEP), sikLwo eninencisi HasiBHa 1 ninTBepakeHa

Tpynu nayienTiB Ta HayKoBLIB
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