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AHoTauis

Mixnapoana [Iporueninentuyna Jlira y 2017 poky 3ampoBanuiia TpH-
piBHEBY cHucTeMy Kiacudikaiiil eniierncii 3 BUsSBICHHIM CUHAPOMY eIilie-
Tcii Ha TpeThOMy piBHI. X0oua HE B KOXKHOI IUTHHH 3 CIJICTICIEI0 BIAEThCS
iIeHTH(IKyBaTH IEBHUIA CHHIPOM, BCE )X BU3HAUYCHHS CHENU(IYHOTO CHH-
JIPOMY € BU3HAYaJIbHUM y BHOOpPI TAKTUKH BEJEHHS Ta PO3YMiHHI IPOrHO-
3y. Y LiH CTaTTi MU ONMCYEMO CUHPOMH EILIEIICIT, SIKl JIe0I0TYIOTh y ANUTS-
YOMY Billi, OLIBIIICTh 3 IKUX MAIOTh IIPUTAMaHHI IM XapaKTepHI TUIIH Hara-
IIB Ta iHTEpiKTaNbHI enekrpoenuedanorpadiuni (EEI) o3naku. Ha ocHoOBI
kiacudikanii Haa B Ta eniierncii 2017 poxy nesiki Ha3BH CHHAPOMIB Oyin
OHOBJICHI 3 BUKOPUCTAaHHSIM TEPMIHIB, 1[0 0€3M0CEPEAHBO ONUCYIOTh CEMi-
onorito HanagiB. CHHAPOMH emiiencii, mo Je0TyI0Th y TUTUHCTBI, Oynn
po3zineni Ha Tpu Kareropii: (1) camooOMexytodi (hokajbHI emiiencii, mo
BKJIFOYAIOTh YOTUPU CUHIPOMH: CAMOOOMEKYIOUa EMLIEICisl 3 IEHTPOTEM-
MOPaJbHUMH CIIaiKaMH, CaMOOOMEXKYyIoda eIIeNCis 3 BereTaTHBHUMU Ha-
naJilaMH, JUTS9a MOTHIMYHA 30pOBa eNiiencis 1 YOTOCEHCUTHBHA EILIeTCis
MOTHIIMYHOT 4acTKH; (2) reHepasi3oBaHi eNuUIercii, sSIKl BKIIOYAI0Th TP CHUH-
JpoMH: abcaHCaHa eIiIericis y AiTeH, emiierncis 3 abcancaMu Ta MiOKJIOHIY-
HUMU HalaJaMu, Ta eIiIerncis 3 MIOKJIOHIsIMU MOBIK; 1 (3) eHuedanonarii
PO3BHUTKY Ta/ab0 CMUICIITUYHI eHIe]aonarii, o BKIOYAIOTh T SITh CHUH-
JIPOMIB: EMIJEICis 3 MIOKIIOHIYHO—aTOHIYHUMH HalajaMu, CHHApoM JIeH-
HOKca—I acTo, eHiedasnonaris po3BUTKY i/a00 emijenTuuHa eHiedanonaris
13 aKTUBALIIEIO CNIAHK-XBUIBOBUX PO3PSIIB YBI CHI, TeMiKOHBYJIbCUBHO—TE-
MIIUIETIYHUH—eTIENTUYHNI CHHAPOM Ta (eOpMIIbHUN eMUICNTUIHNI CUH-
JIPOM, TIOB’s3aHui 3 iH(peKIier0. My BU3HAYaEMO KOXKCH 13 HUX 32 000B’sI3-
koBuMH TUnIaMu cynoM, EEI - marepHoM, eHOTUIIIYHUMHE BapiamisimMu 1 pe-
3yJbTaTaMy KIIFOUOBUX JOCIIKEHb.

Kuro4ogi cioBa

JloOposiKicHa MOTWIINYHA SIUICIICIs], TUTSYa eMiJICTCis 3 EHTPO-TEMIIO-
paIbHUMH CHaiikamu, Oe3nepepBHI KOMILIEKCH «CIAHK-NOBLIbHA XBHUIIS
YBI CHI, MIOKJIOHIT TOBIK, ()eOpHIIbHIIA ENUISNTUYHNI CHHIPOM IOB’s3a-
HUI 3 IHQEKIII€r0, CHHIPOM reMiKOHBYJIbCIH-TeMIIUIET]i-eIiIeNcii, CHHIPOM
Jlanmay-Knedduepa, cuanpom JlenHokca-I"acTo, MIOKJIOHIYHI aOCaHCH, Mi-
OKJIOHI-aToHii, cuaapom IlanaiioTomynoca.

1| BCTYII .
KarouoBi MoMeHTH

MeToro naHO1 CTATTi € OMUC CMUICHTUYHUX CUHIPOMIB,
JIeOI0T SIKUX TMPUIIAJIa€ HA JUTSIYHEA BiK, 30KpeMa mepiof
Big 2-0x mo 12-tu pokiB. JlomaTkoBi CUHAPOMU, IEPIIi

e MIIEJI po3pobuna kinacudikariro eniienTuy-
HUX CHHIPOMIB, L0 JiarHOCTYIOTBCS Y JUTS-

CUMIITOMH SIKHX MOXYTh 3 SIBJISITUCS] Y OyIb-sIKOMY Billi,
B TOMY YHCJIi B TUTHHCTBI, ONMCaHi B CTATTi PO emijen-
THYHI CHHIPOMH, sKi TeOOTYIOTh y pi3Hi BikOBi mepioan.!
CuHIIpOMHU, 1110 BUHUKAIOTh y AUTSYOMY Billi, MOJKHA 3ara-
JIOM PO3JUIMTH Ha TPU OCHOBHI Ipyn#: (1) camooOMexeHi
doxkanpHi emninerncii (SeLFEs); (2) cuaapomu renepatizo-
BaHO{ €MiJIenCii, sKi HIMOBIPHO MalOTh TCHETHYHY OCHOBY;
ta (3) eHuedaonarii po3BUTKY Ta/abo enijJenTHYHi eHIle-
¢danomnarii (DEES), sixi yacTo cynpoBOIKYIOTECS SIK (o-
KaJIbHAMH, TaK 1 reHepaji3oBaHUMU HalaJamH, 30KpemMa
cungpom Jlennokca-I'acto (LGS), eninentuyna eHieda-
JIonaris Ta eHuedanonaris po3BUTKY 3 aKTHBALlI€I0 CTIaK-
XBUILOBHX po3psaniB yBi cHi (DEE-SWAS) Ta eninentny-
Ha eHiedaonarisi 3 akTUBAII€I0 CIIaliK- XBHIILOBUX PO3-
psaniB yBi cHi (EE-SWAS); a6o x MOXYTb IPOSIBISITHCS
JIMIIEe TeHepali30BaHMMHU HalaJaMH, 30KpeMa emijierncis
3 MIOKJIOHIYHO-aTOHIYHUMH Hamanamu (EMAtS); uu cy-
MIPOBOKYBATHCS JinlIe (hOKAITBbHUMH/MYJIBTU(OKATHHH-
MH CYJIOMaMH, II€ T€MiKOHBYJIbCHBHO-T€MIIUICTTYHUH eTTi-
nentuuanii cuaapom (HHE) Ta ¢ebpunbauit eninentuy-
HUI cuHApOM, NoB’si3anuii 3 iHdekuiero (FIRES).

4OMY BiIli

¢ CuHIpoMmH, 10 NeOI0TYIOTh B JUTIIOMY BiIli
IUISITBCS HA TPU Kareropii: camooOMexeHi
¢dokanpHI eminerncii, reHepasi3oBaHi ermine-
ncii, Ta eHuedanonarii po3BUTKY i/abo eri-
nenTu4Hi ennedanomarii

e KokeH CHHIPOM Ma€ XapakKTepHi JJISI HbOTO
THIIM HamazgiB, neBHi ocobiuBocTi EEI, Bu-
3HAYCHUH BiK JIeOOTYy CHHIPOMY Ta IpUTa-
MaHHI WOMY pe3yJabTaTH KIIOYOBUX OCITi-

JOKEHb

¢ Touna imeHTU(]IKAIlIS SHIISNTHIHOTO CHH-
IpOMYy MOXKE JIaTH KOPHUCHY iH(OpMAIIio
PO TPOTHO3 Ta JOMOMOITH CKOPHUIYBaTH
JIIKyBaHHS

JINTUHCTBO TaKOXX € XapaKTepHUM BIKOBHM II€PiOOoM
nebroty autsyoi abcancHoi eminerncii (CAE); nel cun-
JIpOM pO3IVISAAE€TbCS B OKpeMiil cTarTi, sika NpUCBsYe-
Ha CHHJIpOMaM iJiomaTu4HOi reHepajli3oBaHoi emiierncii
(IGE).2
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Posni3HaBaHHA OUX AWUTAYAX CHHAPOMIB BHUMArae pereib-
HOTO aHaJli3y ceMioJorii HamaliB, €BONIONIi B Yaci, TPAEKTOpii
PO3BUTKY IUTHHH, a TAaKOX enekrpoeHnedanorpadigaux (EET)
ocobmuBocTell ((pOHOBa aKTHBHICTB, IHTEpPIKTANBHI Ta IKTAJb-
Hi MMaTepHHN) i, B AEIKUX BHUIAJKAX, JaHUX MarHITHO-PE30HAHC-
HOi ToMorpadii romoBaOTo MO3Ky (MPT) Ta reHeTHYHUX AOCITi-
JUKEeHBb. |HOII OfHI BHIM €MIETICi 49X eNUIeNTHYHUX CHHIPO-
MiB IUTSYOTO BiKy MOXKYTH €BOJIOLIOHYBAaTH B 1HIII, HATIPUKJIIA]]
CHHIPOM iH()AHTHIFHUX CMIENTHIHUX CIIa3MiB MOXE 3 BIKOM
eBOJIOIIOHYBaTH B cuHApoM Jlenokca-TI'acto (LGS), abo x B ca-
MOOOMEKEHY eIIeICII0 3 LEHTPOTEMIIOPATEHIMH CHaHKaMH
(SeLECTS; panime Bizoma siK TOOpOsKiCHa pOJAaHIWYHA eITi-
nerncis abo HOOpOsKiCHA EMiNeNcis 3 IMEHTPO-TeMIOPATEHUMH
craiikamn); abo X CTPYKTypHa (OKaJbHA EIIJIeTICiT MOXKE €BO-
morionyBatd B EE-SWAS. [pu iHIIMX cHHApOMAax, TaKUX SK
FIRES a6o HHE, y nmiTeii 3 HOpMaibHUM PO3BUTKOM PAaITOBO
MOXKE CTapTyBaTH BaKKa rocTpa eHuedaonaris, 0o B Moaaib-
IOMY HEPEXOAUTH y (GapMaKOpe3UCTeHTHY eminenciro. Takox
ciin BiaMiTuTH, 0 eski Bumagku SeLFE MoxyTs MaTy crinb-
Hi pucu 3 IGEs abo eBomromionyBaTl B HHUX, IO BigoOpaxkae
CXWIBHICTB MALi€HTA 10 €MJIENTHYHUX HamamiB.>*

[IpocnekTHBHO SK CIIiJ HE JOCTIKYBAJIH, KA YaCTKa JiTeH
3 eMiJIeNICier0 Mae KpUTepil MEeBHOIO CHHIPOMY, OJHAK PETPO-

TABJUIS 1 Eninentwysi CHHAPOME TUTSYOTO BIKY

Camoo0Mme:xeHi pokabHi eniencii

EninenTuuHi cuaapomu  Panirie Bigomuii sk Eninentuyni cCMHAPOMHU

3 CHHAPOMH 3 d)oxam,- 3 CHHAPOMH 3 reHepaﬂi-
HUMH HalmaaaMu

SeLECTS

30BaHMMH HalmaaaMu

Jursua eminercis 3 CAEa
LEHTPO-TEMIIOPAIbHU-
MH CIIaliKaMu,
(mobposikicHa)
Ponanguuna eminencis,
(mobposikicHa)
EIIEICIs 3 IEHTPOTEM-
MOpaJbHUMU CIIAKaMK
SeLEAS Cunnpowm ITanaiiorono- EEM
nyca, paHHs (100posi-
KiCHA) TIOTHJINYHA
eriencis
COVE ITi3us (moOposikicHa) EMA
MOTUIIHYHA eLIeTCist
a00 imiomarnyna quTAYa
MOTUIIMYHA eiIeNCisi—
Tuny 'acro

POLE Inionmaruuna dortocen-
CHTHBHA TOTWINYHA

eriIencist

Epilepsia'—
pilep
CTIEKTHBHI JIaHi 03BOJISIOTH IPHUITYCTHTH, IO €MUICHTHYHI CHH-
JPOMH BUSIBIAIOTHCS IPUHAWMHI B OIHI€T TPETHHU AiTeH i3 ermi-
nerciero.>

V miif cTarTi OyayTh pO3TISHYTI KOHKPETHI KIIiHIYHI Ta 1a00-
paTopHi XapaKTePUCTUKHU CMUISITHYHIUX CHHAPOMIB, sIKi 1e0r0-
TYIOTh B IUTSAYOMY Bili, Oyzie HagaHo oOTpyHTYBaHHS A Oy/Ib-
SIKUX CYTTEBHX 3MiH Y TEpMIHOJOTIi Y1 BH3HAYEHHIX. Y TaOIH-
ui 1 HaBeZeHO HA3BHU CMIJICNITUYHUX CHHIPOMIB 32 OHOBICHOIO
HOMEHKJIaTypOIO Ta 3 abpeBiaTypaMu, 110 BUKOPHCTOBYIOTECS Y
OMY JOKYMEHTI.

2 | METOJOJIOTTA

Mertoponoris BU3Ha4YE€HHS CHHAPOMY omnmcana B “Meromo-
yorii knacuikaIlii Ta BU3HAYCHHS CMUICTITHYHUX CHHAPOMIB 13
niepenikom cuaapomis: 3Bit Linbosoi rpynu MITEJI no Ho3zomo-
rii Ta Bu3HaueHHsx.”” Byna cknukana pobodva rpyma, 1o cKia-
nmaeThes 3 wieHiB LliTbOBOT TPymH 3 HOCBIZIOM y Tay3i memia-
Tpii. OmHOMY WiIeHY TpyNH OyII0 TOPYUIEHO CKIIACTH IIA0JIO0H /IS
KO)KHOTO TTPOTIOHOBAHOTO CHHIPOMY, BUKOPHCTOBYIOUH JaHi OT-
nsmy iteparypu 3a sunens 2019 poky, octanHe BunaHHs “Ermi-
JMENTAYHI CHHAPOMH MAaJIOKOBOTO BIiKY, JUTSYOTO Ta IiIITITKO-
BOTO BiKy,”®

Emnisientuyni ennedasonarii ta

T'eneTn4Hi reHepasizoBani enijencii

eHuedasnonarii possutky (DEEs)

Pawimre Bimo- DEEs Pawnimie BiomMuii sk

MUt K

[likHoMemncis, EMAtS Cungpom [lyse

petit mal

Cunapom LGS be3 3min

JIxiBoHCA

Cungpom biope DEE-SWAS EninentruHa eHuedatonaris 3i

i Taccinapi EE-SWAS Cunzipom Craifk-XBHJIbOBOIO aKTUBALIIEI0
Jlannay-Kiedpduepa

(migrun EE-SWAS)

yBi CHi, aTHIIOBa (10OPOSIKiCHA)
napuiajabHa eminencis (IceBao-
Cunnpom JlenHoKca)
AERRPS, DESC

Bes 3min

FIRES
HHE

Horarku: L5 Tabnuiis Bitoyae BUABJIECHI CHHIPOMH JIaHOT BIKOBOI I'PYIIH, a HE BC1 THIH €IiJIeTCii.

Aobpesiarypa: AERRPS, roctpuii ennedanit 3 peppakrepHIMH, TTOBTOPIOBAHUMY TapiiansHumu Hanagamu; CAE, nursda ab-
cancHa enitencis; COVE, nursua notnnnyza 3oposa eninencist; DEE, ennedanonarist po3BUTKy Ta/ab0 emninenTnyHa eHnedano-
narisi; DEE-SWAS, eninentuyna enuedanonaris po3BUTKY 3 KOMIUIEKCOM «CTaiiK-11oBijpHA XBUIIs» yBi cHI; DESC, pyiiHiBHa emi-
nenTryHa eHnedanonaris y aitedt mkinpHOTO Biky; EEM, eminerncis 3 mioknoHiero moBik; EE-SWAS, eninentuuna ennedanomnaris
3 aKTHBAIlI€I0 KOMIDICKCIB «CIIalK-MIOBUTRHA XBIWIIS» YBi cHi; EMA, eminerncis 3 mioknonivanmu abcancamu; FIRES, GpeOpunpauii
eMJIENTHYHUN CHUHAPOM, 1oB’si3aHui 3 iHpekuieto; HHE, cunapom remikoHByinbciii-remimierii-eminencii; LGS, cunapom Jlen-
Hokca-I'acto; POLE, portoceHcutuBHa motwimyHa emniierncist; SeLEAS, camooOMexyBaHa eIijiercis 3 BereTaTHBHUMU HaIlaaaMu;
SeLECTS, camooOMexxyBaHa eIiJIercist 3 IeHTPOTEMIIOPAIEHIMH CIIaiKaMH.

‘CAE PO3INISIIAETHCS Y CTATTI MPO 11i0NaTHYHI reHepallizoBaHi emniencii.?
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4 . ¢
“Epilepsia
Ta IMOTOYHI KpUTepii, mepeiueHi Ha www.epilepsydiagnosis.org,
i me#t mabon OyB momIMpeHu cepel Bcix wieHiB. KoxkeH 3a-
MIPOIIOHOBAaHUI BapiaHT 0OTOBOPIOBAaBCS a0 i Yac OHJIAH-,
a0o i yac o9HuX 3ycTpider wieHiB L{inpoBoi rpymu Ta 3MiH0-
BaBCs Ha OCHOBI 3ayBakeHb Ta KIIIHIYHOTO JOCBiay wieHiB Lli-
JIbOBOT IPYIIH, & TAKOXK JOIATKOBUX JDKEPEI JIiTepaTypH.

Jis KO)KHOTO CHHApPOMY OVJH 3alpOIOHOBaHI OOOB)SI3KO-
Bi MIarHOCTHYHI KpuTepii (MaroTh OyTH HPUCYTHIMH UIA TIO-
CTaHOBKH [IIaTHO3Y), KPUTEpii BUKIIOYEHHS (MAarOTh OyTH Bij-

J1J1s1 KOOKHOTO CHHIPOMY HaBeIEHO OCHOBHI JIarHOCTUYHI KPH-
Tepii, a TAKOK KOPOTKUH omuc iHMMX o3HaK. Ha oCHOBI mporre-
cy Delphi cdopmoBani Tabmumi (TogaHi HAMPUKIHIIL CTATTI) 3 TIe-
pertikoM 000B)SI3KOBUX KPUTEPIiiB, KpUTEPilB BUKIFOYCHHS, Ta Ta-
KHX, SIKi 3piIka MOXYTh 3yCTPIidaTHCS TIPHU IEBHUX CHHAPOMAX.

[IpononoBani cuaapoMu moniursatoTecs Ha (1) SeLFEs muts-
40ro BiKY, (2) TeHEeTHYHI TeHepati3oBaHi eminencii Ta (3) eHre-
¢anonarii po3BUTKY Ta/abo0 emijenTudHi eHmedanonarii JuTs-
YOro BIKY.

CYTHIMH JJIs1 TOCTAHOBKH JIiarHO3Y), @ TAKOXK MEPETiK KPATEepi-
iB, SIKi BiICYTHI B MepeBakHil OLTBIIOCTI BHIAKIB, alle 3piaKa
npucytHi. [IpuCyTHICTh OCTaHHIX BUMarae 00epeKHOTO ITiIX0-
Iy 0 BU3HAYCHHS JiarHO3y Ta PEeTeIbHOI Mu(epeHIliifHol Tia-
THOCTHKH 3 iHIIUMU cuHApoMamu. [Totim OyB mpoBeneHuit mpo-
uec Delphi, ams gocsrHEHHS KOHCEHCYCY, OKpIM BU3HAHHUX 30B-
HIIIHIX eKCIIEPTIiB 3 TUTAYOI eMiIeNncii, Takok OyJIl OMUTaHi BCi
uireHn L{inpoBoi rpymnu 3 ycix perioHiB MixkHaponsoi [IpoTue-
ninenrruanoi Jlirm (MIIEJT) (€spoma, Oxeanis/As3is, [liBHiuHA
Awmepuka, Jlatnachka Amepuka, Adpuka Ta perioH CxigHOTO
CepenzeMHOMOP) ).

3 | CAMOOBMEKEHI ®OKAJIbHI
ENUIENCII JUTUHCTBA

®doxanbHi eninencii 3 76010TOM y TUTSIOMY Billl 4aCTO MUHa-
JOTh CAMOCTIMHO 3 BiKOM, X €TioJIoris 3a3BHuaii € HeBimoMoro.” !0
Ynmarno caMo0OMeXyBaHUX TUTSINX (OKAIBHHX eTiIernciii Ma-
I0Th XapakTepHi enekTporpadiyni Ta KIiHIYHI MPOSIBY 1 BiHO-
csaTbest 10 onHoro i3 cuanpomiB SeLFE (Pucynok 1). ¥V muny-
JIOMY IIi CTaHW HAa3MBAJIN «IOOPOSIKICHUMI» 200 «ii0MaTHIHuU-
MI».

- JIeOroT 3aJIeKUTH BiJ] BIKY

- CriaikoBICTb 3a3BHYail HEOOTsDKEHA

- KorniTuBHII PO3BUTOK Ta HEBPOJIOTIYHUHA
craryc — 0e3 3ayBaKeHb

Pewmicis HacTae 10 myOepTaTHOTO BIKy

- Tumnosa cemiosnorist cynom
Crnenngiuni EET" o3Hakm

o . CamooOMexeHa
aMOOOMEKEHA elnIencis

eIiIerncis _

3 IIEHTPO-TEMIIO-
BEreTaTHBHUMH 9
3 BELE paJbHUMHU CIIaliKaMy
HaragaMmu

(SeLECTS)
SeLEAS

Bin 1 o 14 poki (3a3Budaii 3

MynbTHpOKaIbHI BUCOKO aMILTITY/IH

Jutsda mOTHINIHA ®DOTOCEHCUTHUBHA

MOTHJINYHA
eminencist (POLE)

30poBa
eminerncis (COVE)

PUCYHOK 1 I'pyna cuanpomiB camooOMexeHo1 (GOKaIbHOI ermiierncii TMTHHCTBA (SeLFE) BUHUKAIOTh y TICBHOMY B
IIEBHOMY BiIli y ZiTe# 0e3 IHIINX 3ayBa’KeHb JI0 CTAHY 3M0pOB’s. KoruitusHUA PO3BUTOK Ta HEBPOJIOTIYHHI CTATYC, siK IpaBu-
1o, B Hopmi. Pemicis HacTae Maibke y BCIX MallieHTiB 10 CTaTeBOro J03piBaHHA. MIMOBIpHO reHeTHYHi (haKTOPH BigirpaioTh
BaXKITUBY POJIb. {7151 KOKHOTO 13 CHHAPOMIB BKITIOYCHUX O i€l TPYIH XapaKTepHi crenugidHa CeMiooris HanmaIiB Ta eJIeK-
TpoeHnedanorpadiuni ocobmuBocti (EED). Mu BuainsemMo 1Bi Kareropii CHHIPOMIB B rpymi SeLFEs, IO IPYHTYIOCS Ha JOB-
rocTpokoBomy nporno3i. [lepma minrpyma (rpyna 1) sxioyae jsa CHHAPOMH: CHHAPOM JHUTSIYOT SMJIENCil 3 HeHTPOTEMITOpab-
HAMH CIIalikaM# a00 TOOPOSKICHA eIiIIeTICiss JUTHHCTBA 3 IIEHTPOTEMITOPAIIBHIMH CITalKaMU a00 JOOPOSIKiCHA pOTaH -
Ha SMICTICis B MUHYJIOMY, Tenep nepeiiMeHoBana Ha caMooOMexeHY CIIJICTICII0 3 EHTPOTEMITOPATBHIMY CHIAKaMH; i cuHapom
INanaitoromnynoca a6o 106poskicHa TOTHIIMYHA SIIETICIS 3 paHHIM ITOYaTKOM, Telep NnepeiMeHOBaHOI B CaMOOOMEXKEHY eIijie-
TICIiI0 3 BereTaTUBHUMH HamagaMu. [{pyra miarpymna (rpymna 2) BKIIIOYa€e 1Ba CHHAPOMH: CHHAPOM TOOPOSKICHOT MOTHIIMIHOT
eTIUTeTICIT 3 Mi3HIM IoYaTKoM, abo cuHApoM ["acTo, abo igiomartnyHy OUTSYy MOTHINYHY eIUJIeIICifo TUITY ['acTo B MUHYIIO-
My, Tellep IepeiiMeHOBaHy Ha TUTAYY MOTWIMYHY 30POBY CIIJICNCiIo; Ta iionmaTHIHy HOTOCEHCHTUBHY MOTHIMYHY eIiie-
TICif0 B MUHYJIOMY, TeTiep IiepeiiMeHOBaHy Ha (JOTOCEHCETUBHY NOTHIIMYHY CITIIeTICito. Y TpyIi 1 peMicis O9iKyeThCs y BCiX
BHMNaAKaX. Y 2-# rpyIni peMicis HacTymae y OUTBIIOCTI AITEH; onnak y AesSKUX Mali€HTIB HAMAIH MOXKYTh 30€piraTucst mcis niatiTKO-
Boro BiKy. Ha prucyHKy mipeacTaBieHi Bik Ae0r0Ty 3axBoproBaHHs Ta naHi EET mist Ko)KHOTO 13 CHHIIPOMIB
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Tepmin “moOposikicHa” OinbIlle HE PEKOMEHAYETHCH,
OCKUIBKH BiH HE BPaxoOBY€ CYITyTHIX 3aXBOPIOBaHb, sIKi € y Jie-
sikuX Jrroneit. TepMiH «iionaTnyHa emnijerncis BUKOPUCTOBY-
IOTH JIMIIIE ONMCYIOYH YOTUPHU CHHIIPOMH, SIKI Ha3UBaIOTh 111i-
ONMaTHYHUMU TeHEPaTi30BaHUMHU eriiencisiMu. BpaxoByrouu
THIOBY €BOIIIOIiI0 IIUX CTaHIB i3 3aJICKHUM BiJ] BiKy moJar-
KOM 1 peMiciero, Oys1o 3anporroHOBaHO BUKOPHUCTOBYBATH TEP-
MiH “caMooOMexeHa” CTOCOBHO Takux emisernciit.!! [inbo-
Ba rpyna MIIEJI 3 HO300rii Ta BH3HAYCHB MPOTIOHYE TEP-
MiH “caM000MexeHi (hOKaIbHI eMuIeNcii AUTIYOro BiKy” s
OXOIIJICHHSI Ii€] TPYIH eNUICNTUYHUX CHHIPOMIB.

[purryckaroTh, MO TeHETHIHI (PAKTOPH BiIIrparoTh BaXKIIMBY
€TIONIOTIYHY POJIb, IO MiATBEPIKYETHCS BHILOIO YaCTOTOKO 00-
TSOHKEHOTO CIMEHHOTO aHaMHE3y IO CIIJICTICIi Ta 3aJIeKHHUX Bij
BiKy ¢okansHuX nopymenb EET. Oxnak noci He Oyno BusiBie-
HO KOJJHUX KOHKPETHHUX F'€HETHYHUX BapiaHTiB. Y MOOANHOKUX
BHUIIaJIKax FEHETUYHI Bapialil MOXyTb OyTH MOB)si3aHi 3 OULIBII
BaXKUMH (PSHOTHITaMU IUX CHHIpoMiB (Hampukiian, GRIN2A y
MAIEHTIB, SKi eBOMIONIOHYIOTh Y EE-SWAS). 1219

Ha gactky SeLFEs npunagae 1o 25% BciX BHIAJIKIB TU-
1401 emisencii.'®!” 11i cMHAPOMHU MarOTh TaKi CIiIBHI PUCH:
1 BUHHMKHEHHS 3aJIC)KHO BiJ BiKy, crienu(idHe /I KOKHOTO
CHHIPOMY.
2 BigcyTHICTD BHSBIEHHOTO CTPYKTYPHOTO YpPaKeHHS TO-
JIOBHOTO MO3KY.
3 Icropist HapOKEHHs, HEOHATAJIBHUIL Ta ITOTIEpeIHIi aHaM-
He3 HeOOTsKeH1
4 KorHiTUBHHUI PO3BUTOK Ta HEBPOJIOTIYHUI CTATYC - 3a3BH-
4yail y HOpMi.
Pewmicis 3a3Bu4aii HacTae y mepiof CTaTeBOro T03pPiBaHHS.
dapmMakopeaKTUBHICTh y pa3i JiKyBaHHSI.
I'enernuno nerepminoBani EEI-marepHu.
KiacuuHa cemiosnorisi Hama/iB xXapakTepHa Ui KOXHO-

03 N D

ro curapomy. Hamaau dokanbHi MOTOpHI a0 CEHCOpHI, 3
a60 0e3 MopyIIeHHS YCBITOMIICHHS, i MOXXYTh €BOJIOLIO-
HYBAaTH JI0 IBOCTOPOHHIX TOHIKO-KIIOHIYHUX HAIaiB.

9 Cneunoiuni ocodnmusocti EEI: eninentudopmui anoma-
mii 3 xapaktepHolo Mopdororielo Ta Jokamizamieo (3a-
JISKHO Bifl CHHAPOMY eIiJIerncii), sKi 4acTo aKTUBI3YIOThCS
mig gac cHy. @onoBa aktuBHICTh Ha EEI" — B Mexax Biko-
BOT HOPMH.

Haitgacrime nitu 3 SeLFE mMaroTh 03HaKM, XapaKTepH T
OJTHOTO KOHKPETHOTO cHHApoMy. OTHAK Y JCSKHX i3 HUX CIIO-
CTepIraeThCs 3MilllaHa KapTHHA, a00 3 YaCOM OJIMH CHHAPOM

18 Kpim TOrO0, y MOOAMHO-

MOYXE CBOJIFOI[IOHYBATH B IHIIIHMN.
KHX BHITaIKaX CIIOCTEPIraroThes ciiibHi puch 3 IGEs. >
B rpyni SeLFEs mu BuainsgeMo IBi rpynu CHHAPOMIB Ha OC-

HOBI JOBIrOCTPOKOBOT'O IMTPOTHO3Y.

[epra migrpyna BKJIIOYAE ABa CUHAPOMHU:
1 CamooOMexeHa emijiernciss 3 LEeHTPOTeMIOPaIbHUMU
cnaiikamu (SeLECTS; panimme Ha3uBayiacsi TUTSIYOIO eIi-
JIETICI€I0 3 IEHTPOTEMIOPATFHIMHA CIIAKaMH, TOOpOsKic-
HOIO eTIJIETICIE€0 AUTSYOTO BiKy 3 IEHTPOTEMIOPATbHUMHA

crialikamy a60 JOOPOSIKICHOIO POJTaHANYHOIO EMUIETICIETO).

Epilepsial-=
2 CamooOMexkeHa eIrierncid 3 BereTaTHBHAMHK HamalamMu
(SeLEAS; panimre HazuBanacs cuaapomom Ilanaiioromy-

soca abo 100POSKICHOIO MOTHIMYHOIO EIIJIETICIEl0 3 paH-
HIM TTOYaTKOM).

Jpyra miarpyna BKIIOYa€e ABa CHHJIPOMU:

1 Hdurtsya notmmmana 3oposa emniierncis (COVE; panime Ha-
3uBaJIacst JOOPOSIKICHOIO MOTHJIMYHOIO ETUIEICIEI0 3 IMi3-
HIM IOYaTKOM, CHHApPOMOM ['acTo abo iqionaTuYHO0 JTU-
TSAYOI0 MOTHIMYHOIO emiyienciero Tumy ['acTto; y moomu-
HOKHMX BHIIQJKax MOXKe NeOI0TyBaTH B IyOepTaTHOMY/
MiATITKOBOMY BiIli).

2 ®orocencurnBHa motwimyHa emitencis (POLE; panime
Ha3MBajacs 1MiONaTHYHOIO0 (POTOCEHCHTHBHOIO ITOTHIIMY-
HOIO CTILJICTICIE0).

VY nepiit rpymi pemicist sk y Bunagky SeLECTS, Tax iy Bu-
nanky SeLEAS odikyeTbcs y BCiX BUNAJKax y HiITITKOBOMY
Billi, 1 SIKIIO JIIKyBaHHS PO3MOYaTo, HOro He CIIijl MPOJIOBKYBa-
TH MICJIS BOTO BIKY.

IIpu COVE Ta POLE iimMoBipHicTs peMmicii BUCOKa, OTHAK Y
JeSIKUX TAIIEHTIB HAIla i MOXKYTb 30epiraTucs micis MiITiTKo-
BOTO BiKy. ToMy 9acTo MpU3HAYarOTh TPHUBAJIC JIKYBaHHS MPOTH-
cynomanmu npenaparamu (IICIT). V Ginpmocti Bunanxis [1CII
MOXYTb OyTH YCHIIIHO BiMiHEeHiHi 0e3 peluaHuBY CYJOMHHX
HamnajiB; OfHAK Yy MOOJMHOKHX BHIAJKaX MOXE 3HaJOOHMTHCS
6impm TpuBae mikyBaHes [1CIL.

Yci meperniueHi 3MiHM HOMEHKJIATypu OyIId peTelbHO OIliHe-
Hi Hamor po6o4oro rpynor. OCHOBHOIO METOIO OYII0 CTBOPEH-
HSl €AMHOI Kiacu(ikalii Ta TepMiHOJIOTIT JUII cCaMOOOMEKEHNX
CHHIPOMIB JAUT4OI (hokasbHOI eminencii. Hamoro metoro Oyino
MOKPAIICHHS JIIarHOCTUKH Ta BEACHHS XBOPHX 13 MU CHHIIPO-
MaMH eMUIeTICiT SIK 3 METOI0 KOHCYJIBTYBAaHHS, TaK 1 JTIKyBaHHS.

3.1 | Camoo0OMmeskeHa emnijiencisi 3 HeHTPO-
TEeMIIOPAJIbHUMHM CHIAKAMHU

SeLECTS — e camooOMeKeHa eTijieTicis, paHilie BijoMa K
JIOOpOSIKICHAa POJNAHIMYHA eIiJiencis abo MoOposKicHa erije-
TICis 3 IIEHTPO-TEMIIOPAIBHIMH CIIaliKaMu, sika JeOI0Tye y Ii-
Tell y Monommomy wkineHoMy Bini (Tabnuus 2)." Hamaaw va-
CTO KOPOTKOTPHUBAII 1 3a3BHYail BKIOUAIOTh ()OKATBHE KIIOHIY-
HE MOCMUKYBaHHS a00 TOHIYHE HAITPY)KEHHsI M’ sI31B TOpJIa/sA31uKa
i omHi€T CTOPOHM HIXKHBOI YaCTHHU OONMHYYs, IO MOXKE Iepen-
0 y (oKampHUA abo OimaTrepanbHUN TOHIKO-KIOHIYHUI Hamaj,
Le#i cuuapoM emisiencii 3ycTpiduaeTsest y AiTe, sIKi KOTHITHBHO
30eperKeHi Ta B SIKX HEMae 3ayBa)KeHb JJO HEBPOJOTIYHOTO CTa-
TYCY, a HelpoBi3yai3aliiiHi JOCIKEHHsI, SIKIIO0 BOHH HPOBO-
JATHCS, HEMae o3HaK BorHumieBoi marosorii. Ha EET ¢donoBa
AKTHBHICTH — B M€)XaX BIKOBOi HOPMH, iHTEPIKTaIEHO - BUCOKO-
aAMILUTITYIHI IEHTPO-TEMITOpaIbHI KOMIUIEKCH “TOCTpa-TOBLIEHA
XBHJIST, SIKI @KTHBI3YIOTHCS 110 YacTOTI B CTail APIMOTH Ta yBi
cui.”’ Hamaau OpUMUHSIOTECS B MEPIOJ CTATEBOTO IO3PiBaHHSI.
OOTspKeHWl ciMEeHMI aHaMHe3 Ta MPUCYTHICTh BOTHMIIEBUX
natonoriyaux 3miH Ha EET y wieHiB ciM>i CBITYUTH HA KOPUCTD
MPUCYTHOCTI TeHETHUHUX (akTopis B erionorii SeLECTS 2122
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*f pilepsia

TABJHNIA 2 CamooOMexeHa SIiJIeTICis 3 IEHTPO-TEMITOPAITBFHIMH CITalKaMHu

Hamagn

EEI"

Bik mouarky

Po3BuToK B 1€610TI CHHApPOMY

Hespomnoriunuii ornsin

Bisyauizamis

[Tepebir 3axBOprOBaHHS

O0o0B’s13K0Bi KpHTEpil

®DoxkabHI HaNa M 3 AU3apTpiero,
cianopeero, qucdasielo, Ta yHinare-
PaTBbHEMH KJIOHIYHIMH a00 TOHIKO—
KJIOHIYHUMH ITOCMUKYBAaHHSIMU POTa
B CTaHi HecHaHHs abo CHy Ta/abo Hid-
Hi ()OKaIbHI Halaa!U 3 TIOMIUPEHHIM
OinarepalabHO, TOHIKO-KJIOHIYHI Hama-
I TIiJT 9ac CHy

SIkimo Hamajy BUHUKAIOTH MiJ] 9ac
CHY, BOHH CIIOCTEPIrafoThCs IPOTSATOM
1 roxuHY micns 3acHHaHHS a0 3a 1-2
TOJMHH JI0 IPOOYIDKEHHS
BucokoaMIUTiTyIHi, IEHTPO-TEMIIO-
paibHi ABoGa3Hi eminentHdOPMHI

po3psaan

Pewmicist HacTae 10 CepeHH YU KiH-
1 i UTITKOBOTO Hepioy Oe3 perpe-

cil B pO3BHTKY

Herunoei kpuepii (ti, 110 3pigka

MOKYTh OyTH IPHCYTHIMH

doxanpHUI MOTOPHHUIT a00 reHepari-
30BaHUM MUICNTUIHHUIT CTaTyC, TpU-
Baytictio >30 xB

Hananu crocteperarotbest 4acTile,
HIK IIOTHS

Hananu criocrepirarotsces JHIme y

JICHHUH Yac

ITocriiiHe BOTHHUIIEBE CIIOBITbHEHHS
(hOHOBOT aKTHBHOCTI, OOMEXEHE He
JIMIIIE MOCTIKTAIBHOIO (a3oio
IMocriitHi yHiNaTepaibHi HEHTPOTEM-
nopaibHi po3psian Ha cepii EET’
Hecraua cHy akTHBi3ye
LEHTPOTEMIIOPaJIbHI PO3PsIan

>12 pokiB

ITomipHa ab0 BajkKa iHTEIEKTyaJlbHa

HEJI0CTATHICTh

I'eminapes a0o BOrHUILEBI HEBPO-
JIOT14YHI TIOPYIICHHS, OKPIM Mapaiti-

uy Tonna

MPT ne moTpiOHO IS AIaTHOCTHKH, ajle CIiJl PeTEIbHO PO3NIIHYTH Y BUIIAIKY IPUCYTHOCTI HETHIIOBUX KPHTEPIiB

Ixkranpna EEI mis giarHOCTHKY HE MOTpiOHA.

Kpurepii BuK/110ueHHst

T'eHepaitizoBaHi TOHIKO-KJIOHIYHI Ha-
A IiJ1 9ac HeCTIaHHS

Atunosi abcaHcu

Harmaau 31 cMakoBUMU TaIFOLMHALI-
SIMH, BIIYyTTSIM CTPaxy Ta aBTOHOM-

HHUMH O3HaKaMHU

<3 pokiB ab0 >14 pokis

HeiipokorniBauii perpec npu 6e3re-
PEPBHOMY TATTEPHI «CIalK-TIOBiIbHA
XBUJIS» yBi cHi (cnix pudepenuitona-
111 3 EE-SWAS)

BI/IHaL[KOBe MaToJIOTIYHE BOTHHIIC HA

MPT roioBHOT0 MO3Ky

HeiipokoruitTuBHuit perpec npu 6e3-
HepePBHOMY TATTEpPHI «Craifk-1o-
BiJIbHA XBWJIS» YBI CHi, mepenbadae
esommonito 10 EE-SWAS

Cunzapom 6e3 1abopaTopHOro MiATBEpIPKEHHS: Y perioHax 3 ooMexxeHHMH pecypcamu cuaapom SeLECTs moxe OyTu niarnocroBanuii 6e3 EEI" Ta MPT y mi-

TeH, sIKi MaroTh yci 000B’sI3KOBI KpUTEpii Ta HE MAIOTh KPUTEPIiB BUKIIOUCHHS.

Horarku: ¥V Bunajaxy npucyTHOCTI HETHIIOBUX KPUTEPIiB CIIiJl 00EpEKHO MPOBECTH AUPEPEHIIIHY 1iarHOCTHKY.

Aopesiarypa: EEI, enextpoeHuedanorpama; EE-SWAS, eninentuuHa eHuedanonaris 3 akTHBALI€I0 KOMIUIEKCIB «CIIAiK — NOBiIbHA XBUIISH YBi cHi; MPT, mar-

HITHO-pe30HaHCHa ToMorpadis; SeLECTs, caMOOOMeKeHa EMiIeTCis 3 HEHTPO-TEMITOPATbHIUMHU CIIaKaMu.

3.1.1 | Emigemiosoris

SeLECTS e naiiyacrimim BugoM SeLFE i craHoBuTh mpu-

6m3HO 6%-7% BCIX AUTSUKMX eniiernciit.>?? [TommpeHicTs qaHo-
T'O 3aXBOPIOBaHHS CTaHOBHUTH mpuOmm3HO 6,1 Ha 100 000 miteit

BikoM <16 pokiB Ha pik.2+?

3.1.2 | Kniniuna kapTuHa

Bik neOroTy 3axBoproBaHHs 3a3Bu4ail - Big 4 mo 10 pokie

(miamazon = 3-14 pokis) y 90% namnieHTiB, OLIBLIICTH BUMA-
KiB TIPOSIBISIIOTBCA ¥y Billi 7 pokiB.?® CTpaskmaroTh MPEICTaB-
HUKH 000X cTaTed, 3 HEBEIMKUM IIePEBKAHHSAM YOJIOBIKIB
(60%).2527:28

AHaMHe3 XHUTTSI, TIOJIOTH Ta HEOHATalIbHUI aHaMHe3, sIK TIpa-
BUJIO, HEOOTsKeHI. DeOpUIIbHI CYIOMH B aHAMHE31 CriocTepira-
10TeCA Y 5%-15% Bumaaki. Y MOOIMHOKHX BHUITAIKaX B CiMEH-
HoMy aHamHe3i Moxe Oyt SeLEAS.?” Po3BHTOK, B TOMY YHC-
JIi KOTHITUBHUH, HEBPOJIOTIYHUI CTAaTyC Ta OKPYXHICTh TOJOBH
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B Mexkax HopMu. SeLECTS MoXyTh criocTepiratucs y IiTei i3
HEBPOJIOTIYHOIO TPABMOIO B aHAMHE31 200 IHTEIEKTYaJIbHOIO He-
JIOCTaTHICTIO, aJie Iie pa/ille CIOpaAnyHi CHIBIaAiHH, a HE IPHU-
YHHHO-HACIIKOBI mporiecu. Jlo 1edrTy emisiencii MoXyTh CITo-
cTepirarucst CHHJPOM TilePaKTUBHOCTI Ta NediluTy yBaru, Ta
creruivHi MOPYIICHHS KOTHITHBHHUX (DYHKIIH, B OCHOBHOMY
TOB)SI3aHi 3 MOBOO T4 BUKOHABUUMH (PyHKIIisTMH. >

3.1.3 | Ilepe0ir 3axBoproBaHHA

Hamanu 3a3Buuaii IpUIUHSAIOTHCS 10 MEPIOAY CTAaTeBOTO
JI03piBaHHsI, ajie iHOmiI MOXyYTh TpuBatH 10 18 pokis.’! Tloku
eITJIeTICisl aKTUBHA, TOBEAIHKOBI Ta HEHPOIICUXOJIOTIYHI J1e-
(ImUTH MOXYTB PIKO 3)SBIATHCS a00 MOCHITIOBATHCS, 0CO-
OJIMBO MOBHI YM IOB’sI3aHi i3 BUKOHABYMMH (YHKIisIMH.>>*
Li TpyaHOIII YacTO MUHAIOTH 3 BikoM.> Corriamizariist ocoou-
CTOCTIi B JIOPOCIIOMY Billi He mopyieHa.* Sk mpaBuiio, Hara-
I 100pe MiAaarThCsa MEIUKaMEHTO3HOMY JIiKyBaHHIO. [Ipo-
THO3 IIOAO peMicii HamaIiB — BiAMiHHHH, HaBITh I TUX, U1
HalaIu CII0YaTKy BakKKO KOHTPOIIOBATH.>

3.1.4 | Hanagu

dokasbHI Hamagu 3 XapaKTEPHOK JOOHO-TIM’SHOIO, Omep-
KYJIIPHOIO ceMioorieto ta/abo HiuHi OinarepanbHi TOHIKO-KIIO-
HiYHI Hanaau € 000B)YA3KOBOIO YMOBOIO IJISi BCTAHOBJICHHS fia-
rHo3y. Hamanm xopoTkoTpuBaii, 3a3Buyail <2-3 XB, HEUHCIICH-
Hi (y 6inbmocTi aiteit < 10 HamagiB poOTATOM XHUTTS) 1 MOXKYTh
BUHMKATH CIOPaJAWYHO, PU IIbOMY YacTi Hamajau CIOCTepira-
I0ThCSI MIPOTSITOM JIEKUTBKOX JHIB 200 THIKHIB, @ HOTIM JIO Ha-
CTYITHOTO Hamay MPOXOAUTH KiTbKa MICSIIIB.

XapakTepHa ceMioforist (oKaTpHHUX HamaziB BKiodae (1) co-
MaTOCEHCOPHI CHMITTOMH, 3 OHHOCTOPOHHIM OHIMIHHSIM a0o0 Ta-
pectesi€ero s3uKa, ry0, SICeH i BHYTPILIHBOT CTOPOHM HIOKH”; (ii)
opodariiadbHi MOTOPHI O3HAaKH, a camMe TOHIYHI ab0 KJIOHIYHI
CKOPOYEHHSI O/IHI€T CTOPOHM 00JIMYYSl, pOTa Ta SI3UKA, K1 IIOCTY-
MOBO OXOILTIOIOTH OJIHY CTOPOHY 00im4us; (iil) HEMOXKIUBICTh
PO3MOBIIATH - TiTH MAIOTh TPYIHOIII 3 BUMOBOIO 200 HE MOXKYTh
PO3MOBIIATH B3araii (Au3apTpis abo aHAPTPIsT), alle MOXKYTh PO-
3yMIiTH MOBY; 1 (iv) ciayopesi, XapakTepHHH IKTaJIbHUN CHMII-
TOM - HE3PO3yMLJI0, UM BUKJIMKAHUH BiH MiIBUIIEHUM CIMHOBU-
JIJIEHHSIM, TTOPYILICHHSAM KOBTaHHS Y¥ TUM Ta IHIIUM. Y JESIKHUX
BunaaKax (HoKajabHI CyIOMH yBi CHI IIBUJIKO MEPEXOASATh Y TO-
HIKO-KJIOHIYHI ITOCMHKYBaHHS iIcijiaTepaibHOI BEPXHBOI KiH-
LiBKH, ilciyaTepadbHAN TEMIKIOHIYHUN Hamag, abo y QoKaib-
HUH 94 JBOCTOPOHHIH TOHIKO-KITOHIYHMIA Hanas. [licns Hamay
MoOke BUHMKHYTH 1ape3 Tonna. [Ipu HiYHMX Hamajax 1movyarTko-
BUil hOKaJIBHUIT KOMIIOHEHT 3a3BU4ail BiJICyTHIH.

[puctynu BuHMKaIOTh mig yac cHy y 80%-90% marieHTis,
a mijx gac Hecmanus jumre 'y <20% mireit.’” CymoMHi Hamaam
npu SeLECTS He cynpoBOIKYIOTHCS KOTHITHBHUMHU (Ha-
TIPUKITAJl, CMAaKOBi TaJTIONMHAIIT), eMOIIHHUMH (HAIIPUKIIAT,
CcTpax) 4d BereTaTUBHUMH CUMITTOMaMH. Takox (okambHUH
MOTOpPHHH, a00 (hokanbHUI 4u OlnarepalbHUNA TOHIKO-KJIIO-
HIYHUH eNMUISNITUYHUIA CTaTyC, 10 BH3HAYAETHCS SIK Haran
CyIOM TpHBATICTIO >30 XBHIWH, 3yCTpidaeThcs piako’’ i,
SIKIIO BiH TPAIUIIETHCA, CIiA MepenIIHyTH aiarHos. Ilossa

Epilepsia'~
pilep
aTUTIOBUX a0caHCiB, (POKAIBHUX ATOHIYHUX HamagiB Ta (o-
KaJIbHUX MOTOPHHX Hama/iB 3 HETaTUBHUMH MiOKJIOHISIMH i3
BTPaTol0 PiBHOBar" Ta MaJiHHSIMH HMOBIPHO CBIIYUTH IPO
esoontito B EE-SWAS, i B iboMy BHIanIKy CIliJi O4iKyBaTu
KOTHITUBHHUX MOPYILIEHb YA PErpecy HaBHUOK.

I'enepainizoBaHi TOHIKO-KIIOHIYHI HaIa 11, Ha BIAMIHY Bix ¢o-
KaJbHHUX 3 CBONIOLIEI0 B OiaTepalibHi TOHIKO-KJIOHIYHI Hama-
JIH, TIiJ] 9ac HeCTIaHHS € BUHHATKOBUMH, X04a 1HOJII BUKJIMKAIOTh
TpyAHOLIi B Au(epeHIiHHIN A1arHOCTHIII.

3.1.5 | EnexTpoeHnedanorpama

®oHOBa aKTHUBHICTH 3a3BHYail B MeEKaxX BIKOBOI HOPMH,
13 30epEeKEHOI0 APXITEKTYPOIO CHY. SIKIIIO BUSBIICHO TIEPCH-
cTyroue GoKaibHE CIOBUIBHEHHS 0€3 IIEHTPO-TEMITOPAIIbHUX
craiikiB abo audy3He croBiTbHEHHS ()OHOBOI aKTHBHOCTI,
CJIiJ1 IOAYMaTH NIPO 1HIINK CHHIIPOM eriiencii abo cTpyKTyp-
HE ypa)XCHHsI Ta PEKOMEH/yBaTH IIPOBECTH HeWpoBi3yaiza-
iifHe TOCIiIKEHHS TOJIOBHOTO MO3KY.

Bucoxoammutitynai (>200 MxB, Big BHCXiTHOT 10 HACXiI-
HOT (a3m),*® HeHTpo-TeMnopalibHi KOMIUIEKCH «TOCTpa - Mo-
BUIbHA XBHJISD», SIKI aKTUBYIOThCS Y (pa3i IpiMOTH Ta yBi CHI,
€ 000B>SI3KOBUMH [UIS AIarHOCTUKUA. BOHU ABISIOTH COOOIO
tpudasni, Bucokoamrutityani (100-300 mMxB) roctpi XxBH-
i (TmoJaTkoBa HU3BKOAMIUTITY[IHAa IMO3WTHBHA (hasza, MOTIM
BHCOKOAMIUTITYHa HeraruBHa (asa, 3a sIKOIO 3HOBY CIiaye
HU3BKOAMILTITY/IHA MO3WTHBHA (aza), 3 TpaHCBEP3AIBHUM
nurioneM (mMo3uBHA (pa3a B JOOHHMX BiJIBEICHHSX, HETATUB-
Ha (haza B CKPOHEBO-TIM>STHUX BiJIBEICHHX ), 33 IKKMH 4aCTO
CITiIye BUCOKOAMILTITYAHA MOBUIbHA XBHIIs.>"* JlaHi po3psiau
MOXYTh OyTH 130JIbOBaHHUMH a00 BHHHKATH y BHUIJISAI IIPO-
0ixoK (IyOseTiB Ta TpHUIUIETiB), a pOKaIbHA, pUTMIYHA, TT0-
BUIbHAa aKTUBHICTD 3piflka CIOCTepiraeTbes B Til ke oOmac-
Ti, o ¥ craiiku. I[larosoriuHi po3psau MOXyTh OyTH OJHO-
CTOPOHHIMH 200 JIBOCTOPOHHIMU Ta HezaniexHUMH (PucyHok
2A). IlarosoriuHi po3psiAd MOXYTh PEECTPYBATHUCS 1032
LEHTPO-TEMIOPAIEHUMH BiJIBEICHHIMH (B3I0BXK BEPTEKCHOT
JIHIT, B TIM>THUX, TOOHUX, MOTHJIMYHUX BiJBEICHHAX ). SIKIII0
YBI CHI CITOCTEpIraeThcsi 6€3nepepBHUN MaTepH «CHANK-TIO0-
BUTbHA XBWISH», JTUTHHY CIIiJT OOCTEKUTH IIOAO MPOTPECyIo-
YMX MOBHHX, KOTHITUBHUX IMOPYIIECHb UM PErpecy B PO3BHT-
Ky. Le#t marepu EET" moxke cxuistu qo aiarnozy EE-SWAS
TIJIBKK B TOMY BHIIQJIKY, SKIIO € IUTaTO a0 perpec y po3BHT-
Ky. 2140

XapakTepHOIO O3HAKOIO € BHpPaXEHE 30UIBIICHHS YacTo-
TH emienTUdOPMHOI aKTUBHOCTI y ¢azi IpiMOTH Ta YBi CHI.
EEI" nmarTrepHr MOXXYTh BUZ03MIHIOBATHCS: TOCTPI XBUJIi 200
KOMITJIEKCH «CHaiK-TOBLIbHA XBHJIS» MalOTh IIMPOKE MOJIE 1
CTaloTh OinaTepanbHO CHMHXpOHHUMH (PucyHok 2B). V 10%-
20% niTelt EeHTPO-TEMNOPATIbHI TOCTPI XBHII 200 KOMIUIEKCH
«CHalK-TIOBUIbHA XBHJISI» MOXYTh aKTHBYBAaTHCh CEHCOPHOIO
CTUMYILAI€EIO MaNbIiB pyk 4yu Hir.*' Hamamu, 3a3Buuaii, He-
4acTi; PiKO BAAETHCS OTPUMATH IKTAJILHUW 3aIlvc, TOMY Ha
CHOTOJHI OIMyOIIKOBAHO JIMIIE KijbKa KIIIHIYHUX BHITaIKiB.*
Hananu MOXyTb CyHpOBOMKYBAaTHCSI KOPOTKOYACHHM 3HH-
JKeHHAM amIuTiTynu ¢poHoBoi EET, 3 HacTymHOIO TTOSBOIO 1TH-
(hy3HOT TOCTPOXBHIIHOBOT aKTUBHOCTI 3 HAPOCTAIOYOIO aMILTi-
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TYIOI0, IEPEBAXKHO B OHIM IIEHTPO-TEMITOPATBHIM TUTSHII,*
32 OUM CIITy€E BUCOKOAMILTITYJHEC CIIOBITFHECHHS (OHO-
BOi aKTHBHOCTI, a 3TOJIOM IOBEPHCHHS JI0 3BHYAWHOI 1HTE-
pikranbHoi EET-kaprunn (Pucynox 2C). Ilpu dokambHuX
abo0 OlmaTepalbHUX TOHIKO-KJIOHIYHUX HamagaxX iKTajabHa ro-
CTPOXBWJIOBA YW CIalK-XBUJIbOBA aKTUBHICTh MOXKE CTaTH

OinarepallbHO CHHXPOHHOIO (Ha BiIMiHY BiJ reHepaizoBa-
HUX). 534

3.1.6 | Bizyaaizanis

HefipogisyanizamiiiHi METOIN JiarHOCTHKH HE BHSBIIAIOTH
MATOJIOTIYHUX BigXWICHB, a00 X MOXYTh AEMOHCTPYBAaTH He-
cneruivHi pe3ynpraT. SKIo IOCTaBICHO eIeKTPO-KITiHITHHN
niarao3 SeLECTS i HeMae aTHIIOBUX O3HAK, HEHpOBi3yari3alis
He ToTpiOHa. SIKImo X € meBHi KiiHiuHI, BikoBi a0o EEI" oco-
6:1mBOCTI, 200 €BOJIIOLISI CUMIITOMIB, HE XapaKTEPHUX ISl 1IbO-
0 JiarHo3y, CJIij1 IIoIyMaTH PO MPOBEACHHS HEHpOBi3yati3ailii.
Hecnenudiuni pesynsratn MPT, Taki Sk acHMeTpis TiTOKaMITiB,
aHoMautii 017101 pe9oBHHU Ta 301IbIICHAS OIYHIX UTYHOUYKIB, HE
noBuHHI BuKIrouatd Aiaro3 SeLECTS.* Tamientu 3 doxans-
HOIO ENIJIeNCi€r0, CIPUYUHEHOI0 CTPYKTYPHHUMHU aHOMAisMHU,
TaKUMH SIK (hPOKaIbHA KOPTUKAJIBbHA AUCILIA3is, TeTepoToltis abo
HU3bKOAU(EPEHIIIHOBaH] MyXJIMHA TOJOBHOTO MO3KY, MOXYTh
imityBaru SeLECTS, ane 3a3Buuail HaOyBarOTh aTUIOBUX PHC,
TaKWX SK yHiJaTepajabHa MEPCUCTEHIIIS MaTOJIOTIYHUX PO3PSIiB
Ha EEI, ab0o pe3aucTeHTHICTh /10 IPOTHCYIOMHHUX ITpenaparis.

3.1.7 | T'eneTnuHe AOCTiIzKEHHS

l'eHeTnuHi (akTopu BiIIrparOTh BaXKJIMBY ETIOJIOTIYHY
poJb, IO MiATBEPIKYETHCS ORI BHCOKOIO YacCTOTOIO TIO-
3UTUBHOTO CIMEHHOTO aHaMHe3y IMONO emijerncii, Gpedpuib-
HUX HalajiB, a TaKOX MPHUCYTHICTIO 3aJIe)KHHUX Bif BiKy ¢o-
kanpHUX 3MiH Ha EET y pomnuiB nanienrtiB 3 SeLECTS. ¥V
OpaTiB Ta cecTep MOXKYTh CIIOCTEPIraTUCS I[IEHTPO-TEMIIO-
paibHi po3psan Ha EEI" y meBHOMY Billi, i3 ayTOCOMHO-]10-
MiHAHTHUM THITOM YCHaIKyBaHHs, 6€3 KIIHIYHUX HamamiB.?
OpmHak KIIHIYHAN CHHIPOM eIIiIericii, AIMOBIpHO, Ma€ CKIIaJI-
HE yCIaJIKyBaHHs, OCKIJIbKA POAOBOMHN 3 KUIbKOMA JIIOABMH 3
SeLECTS 3yctpiyaroTbes ayxe pifko.* B manuit uac Hemae
i1eHTU(IKOBaHUX MTAaTOT€HHHUX BapiaHTIB IeHiB, BUSBICHUX Y
oinbmocti aiteit 3 SeSLECTS. T'erepo3urorHi naroreHHi Bapi-
antu y GRIN2A moxyTs Oytr BusiBieHi y ocib 3 SeLECTS,
npote 3 pusukoM eportomii B EE-SWAS, i3 cymmyTHiME MOB-
1315 Kpim Toro, B
OKpPEeMHUX BHIMAJIKaX OyJad BHUSBIICHI NEBHI BapiaHTH KOMii.*’

HHMH Ta KOTHITHBHHMH NOPpYHICHHSIMU.

Crin Takok BpaxyBaTH W 1HII FeHETHYHI €TiOJOrii, TakKi K
cuaapom amkoi X-xpomocomu (FraX).

3.1.8 | Audepenuiiina niarnocTuka
THmi eniserncii:
® DEE-SWAS a6o EE-SWAS: ITanientu 3 DEE-SWAS mo-

JKYTh MaTH CXOXI1 Hamajau, ane iX MOo)KHa BIJPI3HUTH 3a
KOTHITHBHOIO Ta MOBHOIO perpeciero. ditu 3 SeLECTS

PIIKO MepeXxomsTh Y Lei CHHAPOM.

® dokaipHI HalmaaW Yepe3 CTPYKTYPHI aHOMaJIil TOJIOBHOTO
MO3KY.

® [nwi SeLFEs: EEI-narepun npu pisaux SeLFE moxyTb
MarTH CITTBHI PUCH, a JIOKaJTi3allis Halla 1iB MOJKe 3MIHIOBa-
THCS 3 BIKOM. SIKIIO y MaIi€HTIB CIOCTEPIraloThCsl TPHUBa-
711 (hokabHI HEMOTOPHI HAMaIx 3 BUPAKCHUMH BETe€TaTHB-
HUMH O3HaKaMH, OCOOJIMBO IKTAIGHUM OJIOBAHHSM, CIIiJ
posmisinyTH SeLEAS.

® FraX ciiJl BUKJIFOUUTH y YOJIOBIKIB 13 MOPYIICHHSM iH-
tenekty, ockinbku 3Minn EEI" npu FraX MoxyTh imi-
TyBaTH Ti, m0 crocrepiratotbes npu SeLECTS. .44
[Ipu FraX mamagm Hafiyacrime OyBarOoTh (POKaTLHUMH
3 MOPYUICHHSIM YCBITOMIICHHS, piamie — (OKaTbHUMH
MOTOPHHMMH HamnaaaMu 0e3 MOPYIISHHS YCBiIOMJICHHS,
(okanpHuMU a0 OinarepanbHUMH TOHIKO-KJIOHIYHUMHU
HarnaJamH.

3.2 | CamooOMexeHa eniyencis 3
BErerTaTUBHUMMU HalmagaMmu

SeLEAS, panimre Bimomuii sk cuaapom [lanafioTorymoca
a00 MoOpOsIKiCHA MOTHWJIMYHA EIJISIICis 3 pAaHHIM IT0YaTKOM,
XapaKTEePU3YEThCS BUHUKHCHHSM Y PAaHHBOMY Billl (hOKalb-
HUX BEreTaTUBHUX HAIlaJliB, SKi 4acTO OyBarOTh TPUBAIHUMHU.
Ha EEI" MmokHa 1mo6adnty BucokoamInIiTyaHi (>200 MxB, Bix
iKY 710 3HU3XiTHOT (ha3un)*® hokabHi Criaiiku 31 3MiHHOFO JIO-
KaJri3ali€ero, sSKi 3a3BUYail akTUBYIOTHCS MiJ 9ac CHY. Y Oilb-
IIOCTI TAII€HTIB HAaJgu CIOCTEPErarThCcs HEYacTo, y 25%
— Juiie oauH Hanaj. Eminencis MuHae 3 BIKOM, pemicis 3a-
3BUYail HACTAE MPOTATOM KUIBKOX POKIB BiJl IOYATKy 3aXBO-
proBanHs.>® CepeaHst TPUBAIICTh 3aXBOPIOBAHHS CTAHOBUTH
6su3bko 3 pokis (Tabmwuis 3).°!

3.2.1 | Enigemionoris

Hommupenicts SeLEAS sanexwus sin Biky. Il uactka cepen immmmix
ETIETICIH, 1110 IeOrOTYIOTh V Billi 1-14 poKiB, CTaHOBHTE 5%°' cepe eri-
JIETICIH, 1110 IeOOTYIOTH Y Birli Mk 3 1 7 pokamu.>? SeLEAS Haiiuac-
Tima npuyrHa apeOpPIIFHOTO eMUISNITHIHOTO CTaTyCy B AWTS-
goMy BiIi.>

3.2.2 | Kniniuna kapTuHa

3BUYaKHMI BIK IOUaTKy 3aXBOPIOBaHHS CTAHOBUTB BiJ 3 /10 6
pokiB (y 70% Bumaakis) i KomuBaeThest Bix 1 poky g0 14 pokis.>
Jlo 3aXBOPIOBaHHS OTHAKOBO CXIJIBHI IPEACTaBHUKU 000X CTa-
Tell. AHaMHe3 XBOpOoOW Ta pOJOBUI aHAMHE3 - 3a3BUYall HOP-
ManbHuH. Hamanu, cipudanHeHi TMXOMaHKoI0, B aHaMHe31 CII0-
crepiratotecst y 5-17% mnamienris. Po3mip ronoBu Ta HeBpo-
JIOTIYHHMH cTaTyc y HOpMi. PO3BHTOK Ta KOTHITHBHI (QYHKIIT B
HOpM]. 51555
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PUCYHOK 2 CamooOMexeHa eMilencis 3 HeHTPOo-TeMIOopaIbHUMU cralikamu. IlokazaHo iHTepeKTalbHi Ta epieKTanbHi eIeKTpoeHIedanorpa-
¢iuni matepuu (EEI'), mo cioctepiratorses y 9-piunoi qutunn. (A) EET B ctani HecniaHHS, 10 TOKA3y€ BUCOKOAMILTITYIHI KOMITICKCH «CIIAHK-TIOBLIb-
Ha XBWIsD» Hax enekrponamu C4 i T4 y mpasiif neHTpanbHO-CKPOHEBil 001acTi. AHOMAII] € 1301b0BaHUMH 200 BUHUKAIOTH y KOPOTKUX ITOCIiZOBHO-
crsax. CHHXpOHHI 200 aCHHXPOHHI CTEPEOTHITHI CIUIECKU CIIOCTEPIraloThCsl TAaKOXK HaJ LIEHTPAJILHOIO JIiBOKO obnacTio abo Han BeprekcoMm. (B) EEI yBi
CHI TIOKa3ye€ 30UIbIICHHS IHTEPEKTATbHUX eNiIenTHGOPMHHUX aHOMallii Ta Oinbin Bucoky amrutityay. (C) Ilepiexkransua EEI. Cnaiiko-XBHIbOBI aHOMa-
JTii, 110 TIOBTOPIOIOTHCS, OUYEBHU/IHI B MIPaBiii IIEHTPaIbHIN i CKPOHEBiH obmacTsx. List akTHBHICT PanToBO 3HUKAE, 1 HA/I IPABOIO LIEHTPAIBHOIO Ta CKPO-
HEBOIO 00JIaCTSIMU BUHMKAE€ HU3bKOBOJIBTHA IIBU/IKA aKTHBHICTB, sIKa 301IBIIYETHCS 3@ aMILTITY/I0I0 TA 3MEHIIY€EThCSI 38 YACTOTOIO
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TABJINI[S 3 CamooOMesKkeHa CITICIICis 3 BEreTaTUBHUMU O3HAKAMU

O00B’A3K0Bi 03HAKH
Hamaan ®dokasbHI BEreTaruBHi Hamam, 3 abo
6e3 MopyLICHHS yCBiJOMIICHHS
BereraTtuBHI CHMIITOMH 9acTO BKJIIO-
YalOTh BUPa)KeHi IO3HUBH 10 OJI0-
BaHHS, aJI¢ MOXKYTb TaKOX BKJIFOYa-
TH HE3IyXaHHs, OJIiICTh, BIAIYTTS
JKapy, HOYePBOHIHHS MKIPHUX MOKPH-
BiB, 016 y )KMBOTI Ta 3MiHU JliaMe-
Tpy 3IHULB Ta/4H KapAio-pecmipaTop-
Hi CUMITTOMH
EEI' Bucokoamrutityai, GpoxanbHi abo
MyJIBTU(OKAIBHI eniientudopm-
Hi pO3ps/M, L0 MOCUITIOIOTHCS B (a3l

JIPIMOTH Ta CHY

Bik nmouarky

Po3BuTOK B 1€010TI eminerncii

Hesposoriunuii  orsig

Bisyanizauis

Ilepebir 3axBopro-BaHHS Pewmicist y paHHBOMY Ta CEpeIHBOMY
IUTITKOBOMY Bl

Bes perpecy y po3BUTKY

HeTtunosi kpurepii Kpurepii BuK/I104eHHs

Yacrora cyzom >1 Hamagy Ha Micsnb

Criiike (oxanabHe ynOBUIbHEHHS, 1110
He 00MEeXEeHE MOCTIKTAIBHOO (ha3010
OpHOCTOPOHHI (hOKAIBHI
[IaTOJIOrYHI 3MiHH HaJ IIEBHOIO
JIISHKOIO TOJIOBHOTO MO3KY

Ha cepiil EEI’

<3 pokiB abo >8 pokiB <1 poky a6o >14 poxkis

[HTeNnexTyanbHa HEAOCTATHICTD BiX HeiipokornituBHuii perpec npu 6e3-

TOMIpPHOT 10 Ba)KKO1 NePEPBHOMY HATEPHI «CIAHK-TIOBLIb-
Ha XBWIS» yBi cHI (nependayae EE-
SWAS)

T'eminapes a0 BOTHHUILICBHI

nedimut, kpim nmapaniay Toxna

ITaronoriyHo 3MiHEHa OUISHKA TO-

JI0BHOTO MO3Ky Ha MPT

HeiipokorHituBHuii perpec 3 6e3re-
PEPBHUM TATEPHOM «CHaNK-MOBIIbHA
XBWJIS» yBI CHI Ilepei0adae eBoIIo-
uito B narepn EE-SWAS

MPT He € 000B’I3KOBUM J1JIs1 BCTAHOBJICHHS J1iarHO3Y, ajie IOBUHHO MPOBOIMUTHCS 3a HAIBHOCTI Oy/Ib-IKUX HETHIIOBUX O3HAK, CHMIITMIB

Ikransna EEI He moTpiOHA /s BCTAHOBICHHS [[1arHO3Y.

CunpoM 6e3 1a00paToPHOTO MiATBEPIHKEHHS: Y PErioHax 3 0OMEKSCHUMHU pecypcaM, sIK MiHIMyM, oTpiOHa inTepekTanbHa EEI 1yist BIeBHEHOT JiarHOCTHKH

L[LOI'O CHHAPOMY.

Horarku: Hetnmosi kputepii BiaCyTHI y mepeBaskHiit GiTbIIOCT] BHIAKIB, e PIKO BOHHM TPAIIAIOTECA. IX HAABHICTH CBIIYHTH HA KOPHCTH PETETLHOTO MEPENITY AiarHo3y Ta MPOBEACHH Au(epEHIiHHOT Tia-

THOCTHKH 3 {HIIMMHU CTAaHAMHU

A66pesiarypa: EEI, enexrpoenuedanorpama; EE-SWAS, eninentuuna ennedanonaris 3 akTHBali€lo KOMIUIEKCIB «CIaiK-NoOBiTbHA XBUIIs» yBi cHi; MPT, MaruiTHo-pe3oHancHa ToMorpadis.

3.2.3 | Ilepe6ir 3aXxBOpPIOBaHHSA

Yacrora HanaiB 3a3BUYail HU3bKA, IpUOIN3HO YV 25% Ii-
Tel OyBae JIHIe OQWH Hamal, a y OUTBIIOCTI — MEHIIE IDs-
i HananiB 3aranom.’’ Hamanu’’ 3a3Buvaii mpoxomsiTh Mpo-
TATOM 1-2 pOKiB, IpU HOPMANbHOMY PO3BHUTKY HEp-
BOBOI cucTeMHu, xoya npubamsno y 20% mnanieHTiB
MOXYTb po3BUHYTHUCH iHIII Buau SeLFEs, naiiuacri-
me SeLECTS. VY noomunokux Bumnaakax SeLEAS Moxke eBo-
morionysati B EE-SWAS.

3.2.4 | Hanagu
®dokanbHI BEreTaTWBHI HANAAH, 3 TIOPYIICHHSIM abo 0e3 1mo-
PYLICHHS YCBiIOMJICHHS, € 00OB’SI3KOBOIO YMOBOI Ul BCTa-

HOBJICHHS JliarHO3y. BeretarnBHiI 03HaKM Ha MOYaTKy 3aXBOPIO-
BaHHS MOXYTh OyTH pi3HOMaHITHHMH, ajleé HaiyacTille BKIIO-
4aroTh ONFOBaHHS, ONiTICTh, TimepeMiro, HYAOTY, HE3XyXXaHHS
abo 6inp y >kuBOTi. bimoBoTa, HaltOUIBII MOMMPEHUI BereTa-
TUBHHH TIPOAB, 3yCTPIYa€ThCs MPUOIN3HO Y 75% miTei 1 yacto
MPU3BOIUTS 0 IIOMHUIIKOBOI JIarHOCTHKHU FOCTPOTO TacTPOCHTe-
puty abo mirpeni. /lomaTkoBi BereTaTUBHI O3HAKU BKIIOYAIOThH
3MiHY JAiaMeTpa 3iHuIli (HalpuKIag, Migpias), TEeMIIEpaTypHi Ta
KapIIio-pecripaTopHi CHMITOMH (JUXaHHA, ONigiCTh, iaHO3 Ta
YacTOTa CEPLEBUX CKOPOUCHB) 3MiHHU. Y TIOOIMHOKUX BHIIAKaX
MO)Ke BUHHKHYTH CHHKoIle. Hamanm gacto cynpoBOIKYIOTECS
neBiamiero oueil Ta/abo TOJIOBH, TEHEPAi30BaHOIO TITOTOHIEIO
Ta (OKATBPHUMHU KJIOHIYHUMH (TEMIKIOHIYHUMH) a00 (OKab-
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HUMH, IO TIEPEXOIATh Y ABOCTOPOHHI TOHIKO-KJIOHIYHI HAITaIH.
VYeBimoMieHHs 3a3BUYail 30epiraeTbcs Ha IMOYATKy Hamaxry, Ha-
JIaNi CTYIiHb MOPYIICHHS MOXe KOJHBATHCA y Mipy €BOJFOMIl
Hamaxy. [lonax 70% wmamaniB BinOyBaeTbes yBi cHi. Hamaam ga-
CTO 3aTATYIOTHCS 1 MOXKYTh TpuBaTH oHax 30 XBriHH. "

3.2.5 | Enextpoennedanorpama

®oHOBa aKTUBHICTH Y HOpMi. SIKIIO € CcTiiike okanbHe cro-
BUTBHEHHS, CIIiJ] IIyKaTH aJbTEPHATHBHY ETIONOTiI0, 30KpeMa
CTPYKTYpPHY aHOMajil0 MO3Ky. J{udy3HOro ynoBinbHEHHS He
CIIOCTepIraeThesi, BOHO MOKEe OyTH JIMILE B MOCTIKTAILHOMY I1e-
pioxmi.

3a3BU4ail peecTPyrOThCS MYIBTH()OKAITBHI BUCOKOAMILII-
TYIHI TOCTPi XBII a00 KOMIUIEKCH «CIIAfK-TTOBUTbHA XBH-
T HAZ 3aTHIMH BiJmiIaMH TOJIOBHOTO MO3KY B JeOIOTi 3a-
xBoproBaHHA. Ha cepii mocmimoBanx EEI" aHOManii MOXyTh
JIEMOHCTPYBAaTH MOMITHY MIHJIMBICTH Y IDIaHI JIOKaji3arii, i
IOMIHAHTHOIO JIOKATi3ali€l0 MOXYTh OyTH IEHTPO-TEMIIO-
paibHI Yn (QPPOHTOMOISAPHI MIJITHKH TOJIOBHOTO MO3Ky. Ta-
KO MOKYTH CIIOCTEpiraTucsi TeHepasi3oBaHi MopyIieHHs.”
Anowmaii EET" akTHBi3yIOTbCS IETIPUBAIIIE€IO CHY, Ta (Pa3oro
CHY, 301IBIIIy€ThCA TI0JIe TIOMIUPEHHS PO3PSAiB, Ta/ab0 BOHU
cTaroTh OinmarepansHO cuHXpoHHNMH (Pucynok S1A,B). 3a-
KpUTTA 04eil (YyCyHEeHHs LEHTPAIBHOIO 30py Ta YyTJIMBOCTI
no (pikcamii) 3a3BHUall aKTHUBI3y€E MMATOJOTIYHI 3MiHU HAJ 3a-
ITHIMH JUITHKaMHU TOJIOBHOTO MO3KY, aJie e He € ITaTOrHOMO-
HIYHHUM JJI51 JAHOTO CHHIIPOMY.

SIKIIO BHAEThCS 3apeecTpyBaTH Hamal, JIOKaNi3allis Ioyar-
Ky IKTaJBHOTO MATepPHYY Bapiroe, aje OLIBMIICTH i3 CYIOM ITo-
YHHAIOTHCS 13 MOTHIIMYHAX/3aIHIX IisUTHOK. IKTampHUA matepH
XapeKTePU3Y€EThCS PUTMIYHOIO MOBITEHOXBHIIBOBOK aKTHBHIC-
TIO, 3MIIIAHOIO i3 CHaWKOBHMH PO3psiaMU HU3BKOI aMILTITYAN
Ta/ab0 MIBUAKOXBIIBOBOKO akTHBHICTIO (PrcyHOK S1C).%

3.2.6 | Bizyaaizanin

Heiipoizyamizariis, SKI10 BOHa IIPOBOAMIIACS, HE BUSIBIISIE MTa-
tonoriunux 3MiH. MPT mnokasaHe y BUIakax MOBTOPHHUX Harla-
niB, abo mpu aTHIoOBUX mposiBax. Hecrerudiuni 3minn Ha MPT
300pakeHHSIX HE TOBHHHI Bimkuaaru miarao3 SeLEAS.

3.2.7 | T'eHeTH4He AOCTiTKEHHSA

MmosipHo, SeLEAS 06yMOBIICHHiI TeHETHYHO; TPOTE A0Ci
He OyITo BUSBJICHO BapiaHTIB IeHIB, IO CIIPHYUHSIOTH 3aXBOPIO-
BaHHA. Bim3HauaeTbesl OUIBII BHCOKA ITOMIKPEHICTH (PeOprib-
HUX HamajiB y pOAUYIB MEPIIOTO CTYIIEHS CIIOPIAHEHOCTI, a Ta-
KOX € TIOBIIOMJICHHSI IO BUIIaIKU 3aXBOPIOBAHHS OpaTiB Ta ce-
crep Ha inmi Buau SeLFEs.!$! Hemae 9iTKHX MOKa3aHb OO0
TEHETUYHOTO TECTyBAaHHS B OUIBIIIOCTI MAIli€HTIB; OIyOITiKOBaHi
JaHi PO NOOAMHOKI BUIIAJIKH 3HAXO[PKCHHS MAaTOICHHUX Bapi-
anTiB SCNIA B nanoi rpynu namientis.** ¢!

3.2.8 | udepenuiiina xiarHocTuka

[HII1 eniencii:

® @okanbHI Hamagy CIPHYUHEHI CTPYKTYPHUMH aHOMAJi-
SIMU TOJIOBHOTO MO3Ky. CKpOHEBa €IUICICis B PAaHHEOMY

JUTHUHCTBI Ta CTPYKTYpHA IOTWJIMYHA ETIUICTICIS MOXYTh
CYIPOBO/KYBATHCS IKTAIEHUM OJIIOBAaHHSIM.

L] L] K
Epilepsia -
® Sxmo Hamaay MaloTh BHpaKeHi (ppoHTO-NapieTanbHO-0-
MEepPKYJISIpHI 03HaKM, TO Ma€ OyTH MOCTaBJICHHM JiarHo3
SeLECTS.

® COVE Biapi3Hs€ThCcs BUPAKEHUMH Bi3yaJIbHUIMHU CUMIITO-
MaMHu, Ha BiIMiHY Bijl BEereTaTUBHUX O3HAaK.

® CimeiiHa (okaNbHA emiJierncis 3 BapiaOeTbHUMHU BOTHH-
mraMu. Pi3HI (okanmpHI eminencii 3yCTpi4aoTsCs B iHIINX
yneHiB cim’i, ane SeLEAS 3a3Buuaii He criocTepiraeThesl.

Ixmr cranum:

® Posnany, siKi OB s13aHI 3 MITPEeHHIO, TaKi sSIK JOOpOsSKiCHE
MapoKCH3MaJIbHE 3alIaMOPOYCHHS.

® (CuHKOIIC.

® [HIIi MEIUYHI 3aXBOPIOBAHHS, MMOB)SI3aHI 3 MEPIOTHMIHOIO
OJIIOBOTOIO.

3.3 | AuTsiya NOTHIMYHA 30POBa emnijencist

Cunnpom COVE, panie BioMuii sik 700posiKicHa HOTHINY-
Ha CMUICNCIsA 3 Mi3HIM IMOYaTkoM, cUHIpoM [acto abo imioma-
THYHA AWTSIYA NOTHIMYHA emiiencis tuny [acro, moynHaeTh-
sl y HMi3HBOMY JTUTHHCTBI Ta y OLIBIIOCTI MAIiEHTIB TPOXOIUTH
camocrTiiiHo. Leli cuHapoM 3ycTpidaeTbest y niTeil 3 HOpMallb-
HHUM PO3BHUTKOM, 3 YaCTUMH, KOPOTKOTPHBAIMMH HaIlaJlaMH B CTa-
Hi HECIIaHHS, i3 Bi3yaJbHUMHU CUMIITOMaMH, 30€peXeHHSIM YCBi-
JIOMJIEHHS, SIKI 9acTO CYNPOBODKYIOTHCSI TOJIOBHUMHU OOJISIMH 3
MIeBHUMHU PHCaMH, XapaKTepHUMHU Juisi MirpeHi. [Ipuctynm mo-
XKyTb OyTH KOHTPOJILOBAaHMMH, a PEMICis HalajiB yacTo, aje He
3aB)K/IM, HACTa€ MPOTATOM 2-7 POKIB BiJl TOYATKy 3aXBOPIOBAH-
ust (Tabmuus 4).%

3.3.1 | EninemioJioris

[ommupenicte COVE cranoButs 0,3% cepen aiteit i3 Bep-
1Ie iarHOCTOBAHHUMH aheOPHIBHIMH HamagaMu.

3.3.2 | Kniniuna kapTuHa

Bik ne6roty 3aXxBOproBaHHs 3a3BU4ail CTAaHOBUTH 8-9 POKIB, 3
niarazonoM Big 1 mo 19 pokis.® Hemae mepeBaru B 4acToTi 3a-
XBOPIOBAHOCTI MK XJIOITYMKaMU Ta JiBdarkamu. CiMelHUil Ta
MIepUHATATHFHUNA aHAMHE3 0e3 0COOIMBOCTEH. 3ayBakeHb 110 (i-
3WYHOTO Ta KOTHITUBHOTO PO3BUTKY 3a3BHYaii HEMae, IpOTE €
BHIIAJIKM OMKCY JaHOTO BUAY CHiJICNCii B MO€THAHHI i3 KOTHI-
TUBHUMH [TOPYIIECHHSMH JIETKOTO CTYICHS.

OOBiz rooBU Ta HEBPOJIOTIYHUM cTaTyc — Oe3 3ayBakeHb. ™

3.3.3 | Ilepe0ir 3axBoproBaHHA

Pemicis nacrae y 50%-80% mnariieHTiB (THX, XTO IpH-
iMaB Ta KOMy He OyJl0 TpHU3HA4YeHO MPOTHCYJOMHHUX JIIKiB)
Ha MOMEHT CTaTeBOro no3piBaHHA.*% Hamagu yacTto mo-
Ope KOHTPOJIIOIOTHCSI TOTHUCYAOMHUMH Tpernaparamu. Pe-
Micist 3 OiIbIIOIO BiporimHicTio Hactae y 90% martieHTis, y
SIKHX CIIOCTEpIiraroThes nuine (okanpHi Hamaan.* BuHuk-
HEHHS JBOCTOPOHHIX TOHIKO-KJIOHIYHUX Hama/iB acoIlliiioBa-
Ha i3 MEHIIOI MMOBILPHICTIO HacTaHHs pemicii. Po3BuTOK
3a3BUYal 3aJIMIIAETHCS HOPMAIBHIM.
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2L Epilepsia
2L Epilepsia
TABJHNIA 4 lutsada TOTHINYHA 30POBA CIILIETICis
O00B’513K0BiI KpUTEPil
Hamaan DokaibHI CEHCOPHI 30pOBi HATIA M 3
€JIEMEHTApHIMH Bi3yalnbHUMHU (eHo-
MeHaMH (Pi3HOKOJIBOPOBI KoJa), 3 HO-
PYLICHHSM YCBiloMIIeHHS abo Oe3
HBOTO, & TAKOXK 3 MOTOPHUMH TIO-
pyueHHsMHU abo Oe3 HUX (JeBiamis
oueif, a0o TIOBOPOT TOJIOBH)

Hamasiu BUHHKAIOTh MepeBaXkHo abo
BUKJIFOYHO y CTaHI HECTIaHHS

EET TloTunuuHi criaiiku a60 KOMITIEKCH

«CHakK-TOBUIbHA XBUIIS» YBI CHI 200
B CTaHi HECIIAaHHS

Bik mouarky
Po3BuTOK B 1€010TI 3aXBOPIOBAHHS
Hesposnoriunuii orsg

Bizyauizarist

Tlepeobir xBopoOu

Hertumnogi 03Hakn Kpurepii BuK/1oueHHst
TonivHi a00 aTOHIYHI Hamaau ATHIIO-
Bi abcaHcH

ITporpecyrounii MiOKIOHYC

TpuBanuii Hamax TpUBAIICTIO >15
xBuinH, I TKH i yac HecriaHHst

[epcucryroue GokaabHE CHOBLILHEH-
Hs HOHOBOT aKTUBHOCTI, HE OOMEKe-

HE JIMIIIE MOCTIKTaJIbHOIO (a30r0
<6 pokiB >14 pokiB <1 poky a6o >19 poxkis

IHTENeKTyaIbHA HETOCTATHICTD HeiipokorHiTuBHH# perpec

Bynp-siki 3HAYHI BiIXHICHHS BiJl HOP-
MH TIPH HEBPOJIOTIYHOMY OOCTEIKEHHI

IMepcuctyrounii fedext mons 30py

IMaronoriuxe Boruumie Ha MPT ro-
JIOBHOTO MO3KY
KanbuuHo3 MOTHINYHOT YaCTKH To-
JIOBHOTO MO3KY

HeiipoxornituHuii perpec Po3surok
MIOKJIOHIYHUX HaIaiB, aTakcis, cra-
CTHYHICTH

MPT HeoOXiHa AJIs1 BCTAHOBICHHS JiarHO3Y, 1100 BUKIIOYUTH IIPUCYTHICTH MATOJOTIYHOTO BOTHHIIA

Ixranpna EEI" He moTpiOHa /U1t BCTAHOBIICHHS JiarHO3Y.

Cunzapom 6e3 1abopaTopHOro MiATBEPPKEHHS: y PerioHax 3 00MEeKEHUMHU PeCcypCaMHu /Uil BCTAHOBJICHHS JiarHO3y L[bOTO CHHIPOMY HOTPiOHO BUKOHATH SIK Mi-

HiMyM iHTepikTanbHui 3anuc EET" Ta MPT.

Horarxu: HeTunosi kputepii BincyTHi y nepepaxHiii GiIbIIoCTi BUNAKIB, ajle 3piaka MOXKyTh OyTH NPUCYTHI. IX IpUCYTHICTH BUMArac IIpoBeieHHs tudepen-

LIMHOT NIarHOCTHUKY 3 iHIIMMHU CTaHAMMU.

Abpesiabrypa: EET, enexrpoenuedanorpama; I TKH, resepanizoBani Toniko-kiIoHi4YHI Hanaau; MPT, MartitHO-pe3oHaHCHA TOMOTpadist.

3.3.4 | Hanagu

@oxanbHI CEHCOpPHI 30pOBI Hamagy IiJi 4Yac HECMaHHs €
000B’3KOBUM [[IarHOCTUYHUM KpHTepieM. BoHM MaroTh pamro-
BHH MOYATOK, KOPOTKOUYACHI (3a3BHUAl KiJIbKa CEKyHJ, 31e0ib-
II0TO TPUBAIOTE <3 XB, Piko 70 20 XB) 1 9aCTO MPOXOIATE Oe3 Ji-
KyBaHHs. 3a3BU4all BUHUKAIOTh €JIEMEHTapHI 30pOBi ()eHOMEHH,
1110 OIMCYIOTHCS SIK HEBEJIMKI PI3HOKOJIBOPOBI KOJIA, BUIMMI B Iie-
pudepruaHOMY 30pi, 110 HOCTYIIOBO 3aXOIUTIOIOTh OLIBIITY YacTH-
HY TIOJIsI 30pY 1 MEPeMIlyIOThCSl TOPU3OHTAIBHO Ha 1HIIHMH OiK.
3a muM MOXKEe CIiAyBaTH BIIXWIEHHS odeil abo IMOBOPOT Toio-
BH (y OiK, imcuarepaIbHui 10 MBKYII 3 K0T cTapTye Hama).®’

MoxyTh criocTepirarvcs i iHII 03HAKH, XapaKTepHi s
cemiojiorii cynom, IO CTapTyIOTh 13 MOTHJIMYHOI YacTKH,
BKJIIOYAIOYN IKTAIBHY CIIMOTY, CKJIQJHI 30pOBi rajtoIuHa-
il abo 1Mro3ii (Taki SIK MaJIHOICISA, MIKPOIICis, METaMOp-
¢oricist), 6ib B opOiTi, TPITOTIHHS MOBIK a00 MMOBTOPHE 3a-
KpuBaHHS 04eil.’®* CymoMHWH Hamagx MOKe TOIIHPHUTHCS
3a MEXIi HMOTHIMYHOI YacTKH, IO NMPHU3BOIWUTH JI0 TeMima-
pecTesii, mopyueHHst cBimomocTi (14%) Ta TeMIKIOHIYHUX
(43%) abo doxanpHUX, a00 OLTaTepaIbHUX TOHIKO-KIIOHIY-

8 Twumosi abcaHCH MOXYTb PiJIKO BHHH-

wux (13%) mamamis.
KaTH y JNeSKHUX MAIi€HTIB IicIs Mo4YaTtKy (hOKaIbHUX CEHCOp-

HUX Hamaxgis.”’

Moske criocTepiraTucs iKTaupHHUI a00 MOCTIKTaJIbHAN TOJIOB-
HuU OiTb, HynoTa un OmroBaHHs. [oCTiKTamBHMIA TOJOBHUI O11TH
3 MirpeHenoAiOHUMH prcaMH 3ycTpidaerses dacto (y 50% ma-
LIEHTIB) 1 MOXKe OYTH MOB>SI3aHUH 3 HYIOTOIO Ta OJIIOBAHHSIM.

3.3.5 | EnexTpoennedanorpama

®doHOBa aKTHBHICTh B MEXaxX BIKOBOi HOPMH. Y MIiXiK-
TaNbHOMY Tepiofi 3a3BHYAll CHOCTEPIrarOThCA MOTHIIMYHI
rocTpi XBuJIi @00 KOMIUIEKCH «CHAaNK-TIOBUIbHA XBWIISDY, alie
BOHU MOXKYTh BHHHMKATH Jinuie yBi cHi. ¥ 20% BuUnanakis ta-
KO CIIOCTEPIraroThCsl HEHTPO-TEMIIOPaNbHIi, PPOHTANBHI YK
re’epasizoBaHi MarojoridyHi po3psian.’!
BiCTh (CHpHsi€ MOCHIAHHIO EMieNTH()OPMHIX MOPYIIEHb MpU

YCYHEHHI IIEHTPaJIBHOTO 30pY) crioctepiraerses y 20-90% mari-
63,66,72

dikcamiiHa 9y TId-

€HTIB, aJie HE € TTATOTHOMOHIYHUM JJISl IAHOTO CHHJIPOMY.
Binxwienns Ha EEI" mOCHITIOIOTECS TIpU ASIpUBALlil CHY Ta
yBi cHi (Pucynok S2A,B). ¥V noonnnokux Bunaakax COVE
Moxxe TpaHchopmyBatucs B EE-SWAS; Tomy, sikio BigOy-
BA€THCS perpec KOTHITUBHUX (QYHKLIH, ciix npoBectu EET
B CTaHi CHY.

Ha mnouarky ikTajabHOTO Tepiogy CIIOCTEpiraeThes 3HMKEH-
HS 110 YaCTOTI 3BUYAHUX IHTEPIKTAIBHUX NOTHIMYHUX CIIAHKO-
BUX PO3psiIiB a00 KOMIUIEKCIB «CHalK-TIOBUIbHA XBUIIS 3 pall-
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TOBOIO TOSBOIO IIBUAKO-XBHILOBOI aKTHUBHOCTI HaJ[ OMHIEIO i3
MOTHJIMYHHUX YACTOK 31 CHAMKOBUMH PO3PSIIaMU HU3BKOT aMILTi-
Tynu. [1i yac OKyno-KIOHIYHUX HamamiB a00 iIKTaabHOI CIIMOTH
MOXYTb CIIOCTEPIraTHCs MOBIIbHI po3psiiu cnailk-xBuiib (Pucy-
Hok S2C).68.69

3.3.6 | Bizyauaizauis

Hefipogizyanizamis — 6e3 maromnoriganx 3mid. MPT romoBHO-
TO MO3KY HEOOXi/lHE /ISl BUKJIIOUEHHS CTPYKTYPHHUX aHOMaii
TOJIOBHOTO MO3KY.”

3.3.7 | T'eneTnuHe A0CTiIzKEHHS

lenerndHe mocmimKeHHS HE MOTPiOHE, OCKIIBKU T€HHU IhO-
TO CHHIPOMY eTisiencii He BusBieHO. [lependadaeTbes, mo eTi-
OJIOTiSl € TCHETUYHOKO 1, HMOBIPHO, Ma€ CKJIAIHHUN/TIOTITeHHUN
xapakrep.'® Cimelinuit anamHe3 (HeOpUIIbHUX HamaaiB abo eri-
JIeTicii 3ycTpivaeThes B TPETHHU BUNIAJIKIB, 8 CIMEHHUI aHAMHE3
MirpeHi peectpyerbest y 9%-16% Bumaakis. s>

3.3.8 | Audepenuiiina niarnocruka
THmi eminercii:

® dokaibHi HaNagy BHACIIIOK CTPYKTYPHUX aHOMalii ro-
JIOBHOTO MO3KY.

® [lemiaxis, emiiencis Ta CHHAPOM HepeOpaIbHOl KambIudi-
KaIlil BiIpi3HAE€THCS KambIH(]iKaIi€l0 MOTHIMYHOI YaCTKH,
AKy HalKpalle BHJHO Ha KOMIDIOTEpHiH Tomorpadii ro-
JIOBHOTO MO3KY.

® MiToxoHpianbHa eHledanoMionaris, JlaKTaT-alua03 Ta
emizoau, cxoxi Ha iHCYIBT (MELAS).

® Xgopoba Jladopa Binpi3HAETHCS HASIBHICTIO perpecii, BU-
pakeHIM MiOKJIIOHYCOM, IIPOTPECYI0Y0I0 aTaKCIielo 1 crmac-
THYHICTIO.

[Hmri crauu:

® MirpeHs i3 30pOBOIO aypor0 MOYKHA BiIPi3HUTH 3a O1IbII
MOCTYTIOBUM PO3BUTKOM 1 OIUNBIIOI0 TPHBAJICTIO aypH, a
TAKOXK XapaKTepOM 30pOBHUX SIBUII (JTiHIIHI, 3Ur3aronoaio-
Hi abo ¢oprudikaniiiHi CrieKTpaJibHI SBHUIA HA BiAMIHY
BiJl KOJIbOPOBHUX K1JT a00 CrajiaxiB CBIT/IA, AKi 3MIHIOIOTHCS
B pO3Mipi a00 3MIIllyIOThCS TOPHU30HTAIIBHO).

® CuHApOM 3aTHBOI 3BOPOTHBOI eHIedaronarii MposSBIIi-
€TBCS TOCTPUMHU CUMIITOMATHYHUMH HAIIAJAaMH, LIO MPO-
XOJSITh TIPH KOHTPOJTI TiNepTeHs3ii.

3.4 | PoTOCEHCUTHBHA eMiJIencis MOTHINYHOI
YACTKHU

POLE — pinkicHHi emiIeNTHYHUIA CHHAPOM, 110 JeOI0TyE B
IUTSIOMY YU T UTITKOBOMY BIIli 1 XapaKTepHU3yEThCS IPUCYTHi-
CTIO 1HIYKOBaHHUX (POTOCTUMYIIAIIE0 (POKATBHUX HAMAIiB 3 TMO-
THWJIMYHOI YaCTKH B 0Ci0 13 HOpMaJbHUM PO3BHTKOM, HEIIO-
pPYLIEHUMH HEBPOJIOTIYHUM cTaTrycoM Ta inTesnekroM (Tabmu-

: f o 13
Epilepsia -2
s 5). [louaTok Hamamxy XapaKTepu3y€eThCs 30pPOBOIO ayporo 3

MHMOBIJTFHHAM ITOBOPOTOM TOJIOBH Ta 30€pEKCHOIO CBiIOMi-
ctio. [Iporuo3s pizHuii.

3.4.1 | EninemioJioris

[ommupenicts POLE au3pka. Enigemionorivni gaHi oomexe-
Hi, IPOTE MPHITYCKAIOTh, 110 4acTka POLE B cTpyKTYpi qUTSYMX
eminenciii cranosuts 0.7%.7*

3.4.2 | Kniniuna kapTuHa

Bik ne0roty — B miana3oHi Bix 1 10 50 pokiB, mpoTe HailyacTi-
re craprye y Biui Bijg 4 1o 17 pokis ( mik B 11 pokiB), xo4a € mo-
BiJIOMJICHHSI [TPO HEYACTi BUIMAJKU B JOpociomy Bii.” [TomiTHO
yacrine XBopitoTh kinku.* CiMeiHuil Ta nepuHaTaIbHUN aHa-
MHE3H — HeoOTshKeHi. PO3BHTOK, OKPY)KHICTH TOJIOBH, HEBPOJIO-
riuyHHi cTaryc— 0e3 3ayBayKEeHb.

3.4.3 | IlepeOir 3axBOpOBaHHS

[Iporao3 pi3HUTHCS; ACSKi MAIIEHTH MaTUMYTh JIUIIE KiTb-
Ka CY[IOM, 1HIII IepeXOIITh B CTaH PEMicii 3 YacoM, perira Ipo-
JIOBXKYBaTUMYTb MaTH Hala M, iHIyKOBaHi (OTOCTUMYIIALI€r0.

3.4.4 | Hanaagu

InnykoBani Qoroctumysisiniero, (oxaibHi CEHCOPHI 30pOBi
Hama I (BUKJIMKaHI, HAIPUKIIAJ], MEPEXTINBUM COHSYHUM CBIT-
J10M) € 000B’SI3KOBOIO YMOBOIO JiarHOCTHUKH 1 OCHOBHHUM THIIOM
CYJOMHUX HaraziB. MaJIeHbKHUM JITSIM BayKKO OITHCATH aypy, aje
1HOJII BOHM MOXKYTh HaMaJIFOBaTH KapTHHY TOTO, 1o Oa4aTh. Ce-
pen Bi3yalbHUX CHMITTOMIB - CITAJIaXH CBITJIa, KOJILOPOBI IUISIMH,
30POBI TATIOIMHALIT a00 PO3MHUTICTh/IKTaIbHA CIIIITOTA, SIKa TIe-
peMilaeTbesl B3AOBK IOJL 30py. Lle Moke cynpoBomKyBaTHCs
CIIIBAPYKHIM IIOBOPOTOM T'OJIOBH Ta OYEH, IPH SKOMY NAIi€HTO-
Bi 371a€ThCS, IO BiH CTEXKUTH 32 Bi3yanbHUM (eHoMmeHoM. Harma-
JI MOXKYTh OyTH BUKJIMKaHi BifeoirpamMu abo iHmmMu Goroctu-
MYJIaMH, & B MUHYJIOMY X 4acTO BUKJIMKAJIM CTapi aHAJIOTOBI Te-
JICBI30pH 3 MOBIIFHOIO YaCTOTOIO BUXITHOTO CHUTHATY.”

Hamanm 3a3Bu4aii kopoTkoTpuBaii (<3 XB), X04a MOXYTh
BHHUKATH 1 3aTsDkHI. Hamanum MoxXyTs nporpecyBaru o Ie-
(hanTivHIX CEHCOPHUX CHUMIITOMIB (B TOMY YHCJIi TOJIOBHUH
O1J1b), BETETaTUBHUX €MiracTpalbHUX BIAUyTTIB a00 OJIIOBaH-
Hsl, IOPYIIEHHsI CBioMocTi abo 70 (pOKaTbHUX YM JIBOCTO-
POHHIX TOHIKO-KJIOHIYHMX HamasiB.’*”® Heyacto Hamaau Mo-
JKyTh BUHHKATH I 4ac cHy 0e3 CTUMYJALIi CBITIIOBHM II0O-
JIPa3HUKOM.
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1L Epilepsia

TABJINI[A 5 ®DOTOCCHCUTHBHA EMNETCis MOTIIHYHOI YaCTKHU TOJIOBHOTO MO3KY

O00B’513K0BiI KpUTEPii
Hamagun ®dokanbHi CEHCOpPHI 30pOBI Hamaau
(IMB TEKCT), 1110 MOXKYTh €BOJIOIIIOHY-
BaTu 10 OinarepaJbHUX TOHIKO-KIJIO-
HIYHHX CYJIOM
Tpurepu Hananis — GorocTUMyIALLis,
30KpeMa MPOOIMCKU COHAYHOTO CBIT-
na

EEl' Tlotmmmuni  eninenTudopMHi  po3psi-

I, IO TOCHIIIOIOTECS B 9Yaci 3aKpH-
BaHHS O4Yel Ta B 4aci (oToCTUMYIIIiT

Bik mouarky

Po3BuTOK B 1€0FOTI
3aXBOPIOBAHHS

Hesponoriunuit
Oz

Bisyaunizarist

Jnst piarsoctrky noTpioHO MPT, 11100 BUKITIOYUTH IPUYHHHY HOPa3Ky
Ixraneaa EEI" He moTpiOHa JUIst BCTAHOBIICHHS AiarHO3Y.

Hertunosi kpurepii KpuTepii BuK/1oueHHst

MiokoHii nmoBik
IIporpecuBHi MiOKIOHIT

Tpusaui cynomu >15 xB

IMocriiiHe BOTHHIIEBE CHOBUILHEHHS,
HE JIMIIC JIMITOBaHE MOCTIKTAJIBHO
(hazoro

®doTonapoKkCcH3MalbHa BiJIIOBIh Ha
HU3bkHX dactorax (1-2 T'u; mo Ta-
ko 3ycTpidaerscs mpu CLN2 (xBo-
po6i barrena)

<4 pokiB un >17 pokiB <1 poky uu >50 pokiB

IHTeNneKTyanbHa HEIOCTAaTHICTh BiX
CEpEeTHBOTO JI0 BaXKKOTO CTYTICHS BaX-
KOCTI

HelipoxornituBHHUII perpec

Bynp-siki aToJIOriuHI BIIXHICHHS B
HEBPOJIOTIYHOMY CTaTyCi

Iocriitauii nedext nomis 30py

ITaronoriune Boruumme Ha MPT ro-
JIOBHOTO MO3KY

CunnpoM 6e3 1ab0paTOPHOTO MiATBEPIAKEHHS: Y PErioHax 3 0OMEKEHUMHU PECypcaMu [Ulsl BIIEBHEHOI AiarHOCTUKHU IIOTO CUHAPOMY NOTPiOHO K MiHiMyM EEI

1a MPT.

Homamxu: Hemunosi Kputepii BiicyTHi y MepeBaHii GiTBIIOCTi BUMAIKIB, ajle B OKPEMHX BHTIAJKaX MOYKYTh TIPOABIATHCA. IX HASBHICTH Ma€ MPU3BECTH JIO
00epeKHOCT] y NIarHOCTHIII CHHAPOMY Ta MPOBEICHHI TudepeHNiHOI TIATHOCTUKY 3 IHIIMMH CTaHAMH.
Abpesiarypa: CLN2, nepoinunii nino¢dycrunos 2 tuny; EET, enexrpoenuedanorpama; IPS, inTepmityroda ¢poroctumysrsiis; MPT, MaruitHoO-pe30HaHCHA TOMO-

rpadis.

VY HesikuX MaIieHTiB TaKOK CIIOCTEPIraloThes POKaIbHI CEH-
COpHI 30pOBi MOTHIINYHI Hantaau 6e3 GoToCTUMYISIIiHHOTO (pak-
Topa.” JIo6pe omucano 36ir Mik 1M cuHapomom Ta ITE, 8! i
TOMY MOXYTB CITOCTEpirarucst abcaHcH, MiOKJIOHIUHI Ta TeHepa-
Ji30BaHi TOHIKO-KJIOHIYHI Hamaan. YacTrora HamamiB pi3Ha.

3.4.5 | Enextpoenuedaorpama

®onosutit 3anuc EEI" y HOopMi. B iHTepikTanmpHOMY TIEpio-
Jli MOXKYTh CTIOCTEPITaTUCS PO3PAIN CHANK-XBIIIb a00 KOMII-
JIEKCH «CTIaWK-TIOBIIbHA XBWJIS» HaX MOTHIMYHUMH JiISTH-
kamu. ['eHepanizoBaHi KOMIUIEKCH «CHaiK-TIOBUIbBHA XBHIISD)
a00 IIEHTPO-TEeMITOPAJIbHI CITAWKN MOXYTh CITiBicHyBaTH. [1o-
THIINYHI KOMIUICKCH «CTHaHK-TIOBIIEHA XBHIISD a00 «IIOJIiC-
TTalK-TTOBIJIbHA XBIJISD» TTOCHITIOIOTHCS TIPH 3aKPUBAHHI Ouei
Ta B 9aci mpoBeqieHHs mpodu Goroctumyrsiii (puc. S3). T'e-
Hepalli30BaHi KOMIUIEKCH «CIIaiK-TTOBUTbHA XBHIID a00 «I10-
JICTIAMK-TTOBUTEHA XBWIISD» (3 JOMIHYBaHHSIM HaJl 33 THIMH JIi-
JITHKaMH TOJIOBHOTO MO3KY) TaKOX MOXYTh BHHHUKATH TIij
Yyac IpoBeIeHHs Ipobu GoTocTumyrarii.’* Eminentudopmua
aKTHBHICTH Kpaie AN(GEPEHIIIIOETHCS MICI ACTpHUBAIlii CHY
Ta yBi CHI.

IkranpHUH TIaTepH BUHUKAE B MOTHIIWYHIA YaCTIi, KOH-
TpanaTepanbHii 10 MO 30py, M0 MICTATH 30POBi CEHCOPHI
SIBUIIIA, 1 1O HAMPSMKY BiJIXWJICHHS TOJOBH Ta odeitl.’*’® Tlo-
THIIMYHI IKTaJbHI MTATEePHA MOXXYTh TOIIAPIOBATHCS HA ITICH-
JlaTepa’gbHy CKPOHEBY YacTKy a00 KOHTpalaTrepallbHy IOTH-
JINYHY YacTKYy.

3.4.6 | Bizyauizauist
Hefipogizyaizaiist B HOpMi.

3.4.7 | I'eHeTH4He NOCiNKEHHSA

Cimeiinuii aHaMHe3 OO TSHKCHUH B OJIHI€T TPETUHM MAIi€HTIB. 7
[MoBigomisiocs po KijibKa POJHH 13 XBOPUMH WIEHAMH Y KiJlb-
KOX HOKOMiHHAX. % € 3paunwmii 30ir 3 ITE Ta 3 SeLECTS. %03
I'eH Ha cHOTOHI HE BU3HAYCHHIA.

3.4.8 | Audepenuiiina giarHocTuka
1M eninerncii:

® Eninencis 3 Miokionieto nosik (EEM) Binpi3Hsi€TbCs BU-
paKeHUMH MiOKJIOHISIMU TOBIK, BiZICyTHICTIO 30pOBHX Ta-
JIFOLIMHALIIN Ta BiJIBEICHHSM T'OJIOBU Ta OYei.

® SeLEAS xapakrepu3yeTbCsl BUpaXK€HUMU IIO3MBaMHU Ha
OroBaHHsI/OIIOBAHHAM Ta IHIIMMH BEreTaTHBHHUMHU O3Ha-
KaMH, SIKI CIOCTEPIratoThCs Ha IMOYaTKy Hamazy.

® COVE Binpi3Hs€eTbcs YacCTUMH (DOKAJTILBHUMH CEHCOPHUMHU
Hara/jiaMH 3 Bi3yaJIbHUMH CUMIITOMaMHU, SIKi HE IIPOBOKY-
I0TbCsL POTOCTUMYIISITOPAMH.

® dokaipHI HaNaau, CIPUYMHEHI CTPYKTYPHOIO aHOMAITIEO
MO3KY: 32 HAsIBHOCTI (POKAITBHUX CCHCOPHUX HAMAJIIB 13 Bi-
3yaJJbHUMH CHMITOMamH BOHHM HE BHKIIHMKAIOTbCS (OTO-
CTUMYJISIIERO.

® XBopoba uepoinnoro minogycruHosy 2 Ty (CLN2) npo-
SBISIETHCA Y AiTeil Mooamioro Biky (<5 pokis), a Ha EEI xa-
PaKTEPHOIO PHCOIO € TMOsBa (DOTOMAPOKCU3MAIIBHOT BiJIIIOBI-
Il Ha HU3bKUX yactorax (1-3 T'm). V niteid crioctepiraerses
MPOrpeCyIOurid KOTHITUBHUM perpec, arakcis Ta BTpara 30py.

® Xpopoba Jladopa mnposiBisierbesi (OKaIbHUMU CEHCOp-
HO-30pPOBHMH HamaJlaMy, ajie MoB’si3aHa 3 IPOrpecyoyoro
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MiOKIJIOHIYHOO €MIJIETICIEI0 3 MPOTPECYIOYNMH MiOKJIOHIS-
MH, KOTHITHBHUMH ITOPYIICHHSIMH Ta aTaKCIEFO.

I cranum:

® MirpeHs i3 30pOBOIO aypOr0 Ma€ 30pPOBi SBUIIA, SIKi OLIBII
TPHBAJI 32 YACOM 1 SIKICHO BiAPI3HAIOTHCS (JMiHINHI, 3Ur3a-
ronoxiOHi un ¢opTudikamiiiHi criekTpaapHi PeHOMEHN Ha
BiIMiHY BiJI KOJTBOPOBHX KiJT 00 CIIajaxiB CBITIa, SKi 3Mi-
HIOIOTBCS Y pO3Mipi a00 pyXaroThCs TOPU30HTAIBHO).

4 | TEHETUYHI 'EHEPAJII3OBAHI
CUHJAPOMMU ENUIEINCII JUTAYOIO BIKY

Ilo cyTi, yci cHHAPOMHU TeHepai30BaHOI emilencii 3 mo-
YaTKOM y JTUTSYOMY Billi MAFOTh TEHETUYHY eTionorio. Boxu
€ CHHJIPOMAaMH i3 KOMIUIEKCHHM, a00 T.3B. TOJIT€HHUM TH-
IIOM yCHaJKyBaHHSA 32 Y4acTi 94u 6e3 ydacTi paKkTopiB HaBKO-
JUIIHBOTO cepenoBuina. Cepel 'eHETHYHHX I'eHepai3oBa-
HHX CIUJICTICIH 3 MTOYaTKOM Yy IUTSYOMY Billi HAWIIOMIUPEHi-
muM 1 HagiTkime onmucanumu € cuaapoM IT'E (imiomarnanoi
reHepaizoBaHoi emninencii) — JIAE (gutsga aOcaHca errie-
Ticist), sskuit oOroBoproethest y crarti npucssueHi II'E. He-
IIO/TaBHI JTOCIIHKEHHS MPOASMOHCTPYBAJIH, IO NESIKi CHH-
npomu IT'E Takoxx MoxyTh OyT 00yMOBIIEHI MOHOTEHHUMH
MOPYIIEHHSAMH, TAKUMU K CHHIPOM AediluTy TpaHCHOpTe-
pa mmoko3u 1 (GLUT1).% TeneTnuHi etioorii, Taki sk CHUH-
npoMm AHreiasMaHa abo iHBepcig-nmenenis 15q, € BaxmBuMHA
npuunHamu Oubmn Bakkux DEEs, 1 3a3Bu4aii BUHHUKaIOTh de
NOvo y MaIfi€HTiB.

[HIIi cMHEIpPOME TUTSY0I TEHETHYHOI TeHEePaTi30BaHOI emiie-
TICii BKIIIOYAIOTH [BA OKPEMi CHHAPOMH — EMLIENCIIo 3 MiOKIIO-
HivHUMH abcancamu (EMA) Ta emiyiericiro 3 MiOKJIOHI€IO ITO-
Bik (EMB). Lli cuaapoMu MatoTh OibII BapiaOeIbHHUN IIPOTHO3,
Hix JJAE, 3 BUIIOI0 9acTOTOO BHIAJKIB i3 (hapMaKope3nCTeHT-
HMH Halajamu, Ta OUTBII YacTUMH CYIyTHIMH KOTHITHBHHMU
nopyureHHsamu. CiMeliHuil aHaMHe3 € yacTo OOTsHKCHUM HasiB-
HiCTIO BUNankiB emiercii, 30kpema ITE, a Takox reHeTmyHOI
eminerncii 3 ¢peOpmIFHIMA CyAOMaMH IUTIoC. Eminericis 3 Mio-
KIIOHIYHO-aTOHIYHUMH Hamagamu (EMAtS) Takox € reHepai-
30BaHMM CMUICIITHYHAM CHHIPOMOM, IO HAJIGKHTH JI0 KAaTero-
pii DEEs, ockinbku B Iepiox 4acTUX HaMadiB y AiTeH 3a3BUYA
crocrepiraerbes maro abo perpec y po3Butky. Jus. PucyHok 3.

4.1 | Enisiencisi 3 MiOKJIOHi€10 MOBiK
4.1.1 | Orasn

et curnpom (panime Bigomuii Sk cuHapoM J[KiBoHCa) Xa-
PaKTepU3y€eThCS TPiaJOl0 CHMIITOMIB: YacTi MiOKJIOHI{ MOBIK, 3
abo 0e3 abcaHCiB, IO MPOBOKYIOTHCS 3aKpUBaHHAM O4el Ta o-
TOCTUMYJISIII€I0. MIOKJIOHII MOBIK YacTo HAWOUIBII BHpaXKeHi
ipu ipoOymxerHi 31 cHy (Tabmuis 6).

V nmiarpynu nanienriB 3 EMII cnoctepiraersest Bupa-
JKeHa (POTOIHIYKIIiSI MiOKIIOHIT ITOBIK (3 260 Oe3 abcaHciB),
a Takox abcancu abo MiokIoHIUHI Hanaau.’® 1o miarpy-
Iy paHille Ha3WBAJIW ‘‘CHHIPOMOM COHSIIHHMKA depes
crieruivyHy OBENiHKY, IT0B’s3aHY 3 IIOIIYKOM COHIIS: I1a-
[I€HTH TOBEPTAIOTH OOIMYUS IO COHI, SIK JDKepesa CBIT-
na, mio Bukiukae Hanan.*’ Llsg miarpyma moxe OyTH Ha3-
BaHOIO TepMiHOM «EMII 3 BupaxeHOI0 (POTOIHIYKITIEIO».

Epilepsia -

4.1.2 | EninemioJioris

Le#t cuHmpoM 3ycTpidaeTbes PIIKO, JAHUX MOMYIISINHHIX
JIOCITI/PKEHb 10710 HOT0 IMOIIMpeHocTi Hemae. Jlekinabpka 1ocii-
JDKEHb MIPOBEACHUX Y eMUIENTHYHHUX IIEHTpax MoKa3aly, 10 Ha
foro vactky npunazgae 1,2%-2,7% Bcix Bunakis emigencii.®s®

4.1.3 | Kniniuna kapTuHa

[Tix nebroTy 3aXBOpIOBAaHHS NpHUIIaJaEe Ha BiK - 6-8 po-
KiB, 3 mianma3oHoM Bijx 2 1014 pokis.®¥! Ilepesara >kiHOK HaJl
YOJIOBIKaMHU CTaHOBUTH 2:1.%°' AHaMHe3 Ta iCTOpist MOJIOTIB —
3a3BHyail 6e3 ocobmmBocTeil. PO3BUTOK Ta KOTHITHBHI (QyHK-
1ii 4acTo HEMOpPYIIEeHI, X04a 3yCTPIYaroThCsl JIFOIU 3 MEXKO-
BHUM IHTEJIEKTyaJIbHUM PO3BHTKOM Ta PO3YMOBOIO BiCTalli-
CTIO. Y MArpyIi 3 BUPaKEHOIO (OTOIHAYKIIEIO MPUOIN3HO
TIOJIOBUHA Ma€ IHTEJEKTyallbHy HEJOCTaTHICTh abo mpoOie-
MH 3 KOHIIEHTPALI€10, SIKi MOXYTb CTaTH OiJIbII OY€BHIHUMHU
3 Bikom.*” HeBposoriunuii cratyc y HopMmi.

4.1.4 | Ilepe0ir 3axBOpOBaHHSA

EMII gacTo, ane He 3aBxaH, € (hapMaKOpe3CTECHTHOO pop-
MOIO erisierncii.”>** TeHepai3oBaHi TOHIKO-KJIOHIYHI Harau
YacTO KOHTPOJIOIOTHCS 3a JOMOMOTOI0 MPOTHUCYIOMHHX JIi-
KiB, TOJI SIK MIOKJIOHIi MOBIK HE MOBHICTIO KOHTPOIFOIOTh-
csl MeIMKaMeHTaMH. Y JOpOCJIOMY Billi MIOKJIOHIT TOBIK He
3aBXKIU KOPENIIOTH 13 ikTaibHUMU 3MiHamu Ha EET i, Ta-
KHM YMHOM, MOXYTh KJTaCH(DiKyBaTUCS SIK PYXOBi po3iann.®
EMII naifuacrimie cynpoBOPKY€E JIIOAUHY BIPOIOBX yChOTO
11 skuTTs. %%

VY miarpymi i3 BUpakeHOr0 (DOTOIHAYKIIIEI0 BAXKIUBUM Y TaK-
THUII BEJACHHS € KOPEKI[is TOBEMIHKH, MO0 YHUKHYTU HAJAMIp-
HOTO NPUHOMY JIKIB, ajie Iie JAy’Ke CKJIaJHO, OCOOIMBO Y Tarli-
€HTIB 3 IHTEJIEKTYaJIbHOIO HEAOCTATHICTIO. J[JIs TaKMX MAIli€HTIB
Ba)XXJTUBUM € 3MCHIIICHHS BIUIUBY CBITJA, SKi BKIIOUAIOTh HOCIH-
HSI KPUCJIaTHX KAIlCIOXIiB Ta COHIIE3aXMCHUX OKyispiB. Crerri-
aybHI OnaxkuTHI JiH3M (Z1) MOXYTh MOCTa0UTH CBITJIOUYTINBY
PEaKIlifo y AESKUX MaIlieHTiB.

4.1.5 | Hanagu

MiokJoHIT TOBIK, SIKi MPOSIBISIFOTHCS KOPOTKOTPHBAIMMH,
TIOBTOPIOBAHUMH 1 YaCTO PUTMIYHMMH MIOKJIOHIYHHMH MOCMH-
KyBaHHSIMH TIOBIK 13 4acToTOr0 3-6 I'11, 3 0THOYACHUM BiIXWJICH-
HSIM OYHHX SIOJYK BrOpy 1 pO3TMHAHHSM TOJIOBH, € O0OB)SI3KO-
BUM JIarHOCTUYHUM KputepieM. LI Hamamy - KOpOTKOTpHBaIi
(3a3Buuail Big 1 10 3 c, 3amxam <6 c) i BinOyBalOThCS KiIbKa
pasiB Ha JieHb, 1HOMI 1O KUIbKa pa3iB Ha roauHy. BoHu 3a3Bu-
Yail BUKJIUKAIOTHCSI MEMOBUIBHUM a00 JOOPOBUTEHUM IOBLTB-
HUM 3aKPUTTSIM ouel abo BIUTMBOM SICKPABOTO CBIT/a YN COHSY-
uoro npominds.” ITi yac MiOKJIOHI# MOBIK YCBiTOMIIEHHS MOXe
OyTu HemopymeHnM abo 4yacTKkoBO nopymeHuM. [lopyumeHHs
YCBIZJOMJICHHSI MOXKe OyTH JIeZIb IOMITHUM 1 HE YCBIJIOMITIOBa-
TUCH arieHToM. Y 20% namieHTiB pO3BUBAETHCS MiOKIIOHI YHUH
eMJIENTHYHUN CTaTycC, TPH SIKOMY IOBTOPIOBaHI, PEIMIUBYIO-
Yi MIOKJIOHIiT TIOBIK acOILIIOIOThCS 3 JIETKHUM MOPYIIEHHSM YCBi-
JIOMJICHHSI Ta pearyBaHHs. MiOKIIOHIT ITOBIK TAKOX MOXKYTb OyTH
TIOB)si3aHi 3 abcaHcaMu, IO CYNPOBOIKYIOTHCS JIETKHM TOpY-
LIEHHSIM ycBigoMIleHHs. KpiM TOro, y AesSKuX Malli€HTiB crocTe-
piratoTbcst TUTIOBI abcaHcH 6e3 MIOKJIOHIT MOBIK.
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el Epilepsia

Jursaua Eninencis 3 Emninerncis

abcaHcHa MIOKIIOHIAAMH 3 MIOKJIOHIYHUMU
eIijerncis LIOBIK a0caHcaMu

Bix Bix 2 mo 13 poxis (mi
Tenepanizosani 2,5-3 I'iy

CyMHIBHUH IPOTHO
I'eneTn4na erionoris

- OOTsHKeHUH CIMCHHIIN aHaMHE3 Bineiek 2

- KorniTuBHHI pO3BUTOK, HEBPOJIOTIYHUM MiOKJIOHI4HO-aTOHIHYUMHU
cTaryc-BapiabenpHi LEE LI

- Kiacnuna cemiosioris HanaaiB

- Cnenudini EEI" o3naku

PUCYHOK 3 I'enernuHi rerepaiizoBaHi emilencii JUTSYOro BiKy — IIe TpyIa 3aXBOPIOBaHb, IO XaPAKTEPHU3YIOTHCSI TEHETHYHOIO €TiONOricio i3
KOMIUIEKCHHM IIOJITeHHUM ycrankyBaHHAM. CiMeliHHMI aHaMHe3 4acTo O0TshKeHHH 1o emninerncii. KorHiTuBHI 3110HOCTI, HEBpOJIOTriyHE OOCTEKEHHS Ta
BIJIOBiAb HA IIPOTHCYNOMHI JIiKH BapifoioTs. Cemionoris HamaaiB Ta enexkrpoennedanorpadiuni (EET") ocobmuBocti cnenuivni 11t KOXKHOTO i3 CHHAPO-
MiB, BKJIIOUCHHX JI0 Ii€i rpynu. [ eHeTHYHI reHepati3oBaHi emierncii AUTII0ro BiKy BKIIIOUAIOTh IUTSIy a0CaHCy eIiNIeNCiIo, sIka 0OTOBOPIOETHCS B CTATT1
PO iionaTHYHi reHepai3oBaHi CHHIPOMH CIIUICIICii,? eMISIICI0 3 MIOKJIOHISIMH MOBIK, SIIJICIICIF0 3 MIOKIIOHIYHUMHU abCaHCaMH Ta eIiJIeICiio 3 MIOKIIO-
HIYHO-aTOHIYHHMU Hamagamu. Eminerncis 3 MiOKJIIOHIYHUMH a0caHCaMU Ta eIIIeTICis 3 MiOKJIOHISIMU IIOBiK MalOTh Pi3HHHU IporHos. Eminencis 3 Miokio-
HIYHUMH aTOHIYHHMH HaraJaMu KIAacH(]IKyeTbes sIK eHLedaonaTist po3BUTKy Ta/abo emirentuuna ennedanonaris (DEEs), ockinbku y niTed 3a3Bu-
4aif cnocrepiraeTbes IIaTo abo perpec y po3BUTKY. Ha MamroHKy mpencTaBieHi Bik HOYaTKy 3aXBoproBaHHs Ta narepHu EET i kokHOTO 13 cHHAPOMIB

TABJINIS 6 Eninencis 3 MIOKJIOHIEO MTOBIK

O00B’A3K0BI KpHTEpii Herunnogi kpurepii Kpurepii Bukiiiouenns
Hanaau MioxkoHii moBik HemoxuBicTh BUKIIMKATH MIOKJIOHIIO (MB.  Byab-siKuii 3 HACTYNHUX THUIIB HaMa/iB:
(nuB. TEKCT) TEKCT) IMOBIK LUISIXOM MOBUIBHOTO 3aruio- ¢ MioKJIOHIuHI abcaHcH

LIyBaHHS O4el mpu Aii sickpaBoro cBiTia y * ®okaibHi Hamaau
HEJIIKOBAHOTO TAIli€HTa.

MiOKJIOHIYHI NMOCMHMKYBaHHS KiHI[IBOK —

cnig noxymaru no FOME

EEl 3akpuBaHHS oOdell Ta iHTepMiTyroua @DokanpHe CTIOBITbHEHHS
(oToCTHMYINANLIsT BUKIMKAIOTH MIBHI- JInmre ywinarepanbHi GoKaabHi CIIAHKK
ki (3—6 I'm) renepainizoBani nomicnaii- T'enepanizoBaHHH IOBUIEHMII NAaTepH «CIAHK-TIO-
K 200 KOMIUIEKCH «IIOJTiCITaiK-1I0- BiJIbHAa XBIJIsD» 3 yacToToro < 2.5 'l (SIKmmo ne He
BiNIbHA XBHJISD) BifOyBa€THCS HAPHKIHII OLTBII BHCOKOYAaCTOTHO-
TO CIIayaxy)

JludysHne GpoHOBE CIIOBITFHEHHS, SIKE HE 0OMekKEeHe
HOCTIKTaIbHAM HEPiOIoM

Bincyrnicte xopernsmii EEI' i3 TumoBoro KiiHid-
HOO KapTHHOO

Bik mouarky <2 pokiB abo >14 pokis

HeBponoriunni @doxabHI HEBPOIOTIUHI ITOPYIICHHS

craryc

Bizyanizaris IoTeHwiiiHO 3HaYy1Ii TATONOTIYHI HEHPOBi- AHOMajabHAa HEHpOBi3yamizalis 3 MATONOTIYHHM

3yaunizauiifHi 3MiHH, OKpiM BHII3[IKOBHX 3Ha- CTPYKTYPHHM BOTHHIIEM
X1JJ0K (IUIB. TEKCT)

Tlepebir IIporpecyrounii KOTHITHBHUII perpec IOB’s3aHHI
3aXBOPIOBAHHS i3 eminenciero

MPT He nOTpiOHO ISl BCTAHOBIICHHSI AIarHO3y.

Ixranpaa EEI" He moTpiOHa A7 BCTAHOBJICHHS JiarHO3Y 338 YMOBY, II0 MiOKJIOHII MOBIK CIIOCTEPIirainucs KIHIYHO JiKapeM, SIKHI CTABUTH JiarHo3, 1 B MDKIKTaJb-
HOMY JOCIiKeHHI Oyu BUsIBIeHI BHKI (3-6 ') reHepanizoBaHi momicnaiku ab0 KOMILICKCH «IIOMICTIAHK-TIOBLUIbHA XBHJISD, BUKIUKaHI 3aKPUTTSIM o4eit abo iH-
TEPMITYI040I0 (hoTocTUMYIILi€t0. ONHAK Y OUIBIIOCTI HEIIKOBAHUX MAIli€HTIB ()OTOMAPOKCH3MAIbHA BiMOBIIb 3 MIOKJIOHIEIO MOBIK Oy/Je 3apeecTpoBaHa Ha 3BH-
vaitniit EET, npoBeaeHiii min 4ac iHTepMiTy 0401 HOTOCTHMYJIALLII.

CuHIpoM He 1oTpedye 1a00paTopHOTO MiATBEPUKEHHS: Y PETIOHaX 3 00MEKEHHMHU PECypCaMH EIiJIeNICis 3 MiOKJIOHIE0 MOBIK MOXke OyTH JiarHOCTOBaHa y 0ci0,
SKi BIITTOBIAIOTH YCIM IHIIMM 000B’3KOBMM KPHUTEPIsIM IIPH BiJICyTHOCTI KJTIHIYHUX KPUTEPIiiB BUKITIOYEHHS, SIKIIO Y HAX € MiOKJIOHIi MOBIK, 3aCBiUeHi ekcrep-
TOM 200 3apeecTpoBai Ha JOMAIIHEOMY BiZ€O.

Homamuxu: HeTumosi kpuTepii BificyTHi y TlepeBakHiil GiTBIIOCTI BUMA/KIB, ae B OKPEMHX BHTIAKAX MOKYTh TIPOSBIATHCS. X HASBHICTh Mac 3MyCHTH JI0 06e-
PEXHOCTI y JIarHOCTHUII CHHAPOMY Ta PO3IVIAAY iHIINX CTaHIB.

Aopesiarypa: EET, exekrpoenuedanorpama; FOME, oBeHisbHA MioKJIOHIYHA eminerncis; MPT, MarHiTHO-pe30HaHCHA ToMOTrpadis.
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PUCYHOK 4 IkranbHa enekrpoeHnedanorpama 14-piqHoro namienra 3 emijenciero 3 MioKIoHi€l0 MoBik. POHOBA aKTUBHICTh B ME)KaX HOPMH.
[I{opa3y, KOIH MalieHT 3aIUIIOILy€e 04l (CIOCTEepIiraeThbesl apTedakT 3aIuTIOIIyBaHHs OYeil), BUHHKAE TeHEepali30BaHUil KOMIUICKC “TIOJiCIaiiK-IIoBUIbHA
XBHJISI” TPUBAIICTIO Bif 6 110 8 ¢, KIIHIYHO MOB)sI3aHMid 3 MiokJoHiero noBik. I1ix yac apyroi noxii, He3abapoM Mmicis 3aKPUTTS O4YCH, CIIOCTEePIiracThest

crnajax MIBUIKOL aKTI/IBHOCTi, 110 HapocTae.

IeneparnizoBaHi TOHIKO-KJIOHIYHI Hamagd TPAIUITIOTHCS 3/1e-
OinpIoro, ane 3a3Buyail HedacTo. BoHH MOXyYTh OyTH CIPOBO-
KOBaHIi JICTIPUBAIIIEI0 CHY, AIKOTOJIEM YH (POTOCTUMYIIALIETO.

V marieHTiB 3 BUPaXKCHOKO (DOTOIHAYKIIIE€I0 MiOKIIOHIT ITO-
BiK (3 abcaHcamu 4m 0e3), abcaHcH ab0 MIOKJIOHIYHI Hara-
IV 3a3BUYai ITOB)>sI3aHI 3 TAKOIO IIOBETIHKOKO, SIK IIOBEPHEHHS
00MHYYA 10 JpKepea CBiTIIa Ta MaXaHHS pyKaMH Iepel] Ouu-
Ma, MMOTHPAHHSAM 4YO0JIa, HaOJMVDKEHHSAM JI0 aHAJIOTOBOTO Te-
JeBizopa ab0 BUKOPHUCTAHHS IHIMUX 3aCO0IB IIJII CTBOPEHHS
edexty MepexTiHHs cBiTna.?47%8 Tpuana nmpoBoKailis MoXxe
MIPHU3BECTH J0 IeHEePaTi30BaHOTO TOHIKO-KIIOHIYHOTO HAIlady.

®ebpuiibHi Hamagu 3ycrpidarotbes y 3%-13% marientis.”>”
VY namieHTiB TakOXK MOXYTh CIIOCTEpirarucs MIiOKJIOHIYHI Ha-
naJy Ta TUIIOBI abcaHCH, 3a3BUYail 3 BIJHOCHO HI)KYOIO 4acTo-
TOIO, HI’K MIOKJIOHIT 1oBiK. HasBHICT YacTHUX MIOKJIOHIN KiHITi-
BOK MOXXE CBITYMTH NPO aBTEPHATUBHUHN AiarHo3. PokaibHi Ha-
NaJH € HETUIIOBUMH.

4.1.6 | Enextpoennedanorpama

@®oHOBa aKTHBHICTh — B Me)ax BIKOBI HOPMH; 3Ha4HE CIIO-
BibHEeHHs (oHOBOT akTHBHOCTI Ha EEI" Mae HaBecTH Ha JyMKy
PO aJbTEePHATUBHUM AiarHO3. Y MDKIKTaIbHUH HEepiof 9acTo
CIIOCTEPIraroThCsl KOPOTKOTPUBAIL cHalaXxy MBHAKAX (3-6 ['m)
HEperyJIApHUX TeHEepalli30BaHUX KOMIUIEKCIB «IIOJiCIaiK-10-
BiTbHA XBWIsH». UyTHBicTs 1O Qikcarii, ska Moxke OyTH CIIpH-
YHHEHA 3aKPUTTAM OYeH, i mepioguyHa (POTOCTUMYIISIIIS aKTH-
BYIOTh €MiJIeNTH(OPMHY aKTUBHICTH 1 YaCTO CIIPUIHHSIOTH Mi-
OKJIOHIi TOBiK 3/0e3 abcanciB (Pucynok 4).1°%1%1 'V wmomomux
TMAITIEHTIB 3a3BUYAl CIIOCTEPIraeThCs (POTOUYTIINBICTS, SIKA CTAE
MEHII BUPa)XCHOO 3 BIKOM Ta MicCJs MPH3HAYCHHS MPOTHCYIO-
MHO{ Tepanii. AHaJOri9YHO, Yy TIIMBICT 1O 3aILTIOLLYBaHHS OYeii
MOYKE 3MEHIITYBaTHCA i3 BikoM. EminenrtndopMHaa aKTUBHICTH Ta-
KOXX BUKJIUKA€THCS TIIEPBEHTUIIALIEIO.

V miarpymni 3 9yTIUBIicTIO 10 (OTOIHIYKIIII TeHepai3o-
BaHI KOMIUIEKCH «CITaiiK-TIOBUJIbHA XBHJISI TAKOX ITPOBO-
KYIOTbCSI (DOTOIHIOYKITI€I0. Y TaKWX MAIli€HTIB Iepiogmd-

Ha (POTOCTUMYJIAIlISI MOXKE CIPUUYHHUTH KOPOTKOYACHI Mi-
OKJIOHIT ITOBIK, TUNOBI abcaHCH a00 MIOKJIOHIYHI HaNa u.

VBi CHI cHamaxy TeHepaTi30BaHUX KOMIUDICKCIB «CITalK-TIO-
BUTPHA XBHJIS» YacTO OyBaroTh OibII KOPOTKUMH Ta (pparMeH-
ToBaHUMH. @DparMeHTOBaHI  TI'eHEpalli30BaHi  KOMIUICKCH
CHaWK-TTOBITFHA XBHJIS MOXYTh BUIIANATH AK (OKaImbHI abo
MyJIBTH(QOKATbHI KOMIUICKCH, alie He JIOKAJI3yIOThCS HAJ OIHi-
€10 TUITHKOIO TOJIOBHOTO MO3KY. Mopdomorist (hoKaTsHIX KOMIT-
JIEKCIB «CIAK-TIOBLTbHA XBIJISH Haragye MopQoJorio reHepa-
J30BaHUX KOMILIEKCIB.

IkTanbHI TaTepH, MO CYMPOBOIKY€E MIOKIIOHII MOBIK Xapak-
TEPU3Y€EThCS BUCOKOAMILTITYAHUMH, HEPETYISPHUMH TIeHepa-
J30BaHUMHU TIOJIiCTIafiKaMU 200 KOMIUIEKCAMH «IIOJicHaiK-TIo-
BUIbHA XBHJIS», SIKi MOXYTh CYNPOBOMKYBATUCS PUTMIYHHMH
craifkamMu ab0 KOMIUICKCAMH «IOJIICTIAHK-TIOBUIbHA XBHIISD 3
gactororo 3-6 I'm. MiokioHii moBik 3/0e3 abcaHCIB PUTTHHS-
FOTHCS TIPU TTOBHOMY BUKJIFOUCHHI cBiTiIa. MiOKIIOHIT TOBIK MO-
KYTb OyTH TIOB)s13aHi 200 HE MMOB)S3aHi 3 MOPYIICHHSM YCBiIOM-
JICHHS.

4.1.7 | Bizyaaizanis

MPT He moTpiOHO IpM TUMOBIH KIIHIYHIA KAPTHHI, aJI€ SKII0
BOHA MPOBOAUTECS, TO HE BUSBIISAE MPUIMHHO-HACIIJKOBUX Bil-
XHJICHb.

4.1.8 | T'eHeTH4He TOCTiTKEHHSA

et cuapom, IMOBIpHO, TIOALISAE TCHETUYHY €TIONOTIIO 3 iH-
[OIMMHA TeHEPai30BaHUMHU 11i0TTaTHYHUMH eriternciasmMu. O0Ts-
KCHUH ciMeiiHnii aHamHe3 € B 25%-83% BumaakiB, Ipu 1bO-
My MaiiXke y BCIX pOJHYIB, SKi CTPAXKAAIOTH Ha 1€ 3aXBOPIOBAH-
HSI, CIIOCTEpiraroThes TeHepamizoBaHi Hamamw.’>” [IpuOIu3HO
B 20% BumnankiB y cimeliHomy anamHesi € II'E-JIAE, 1oBeHib-
Ha a0caHCHa eIiJIeICis, FOBEHIJIbHA MIOKJIOHIYHA eIiierncis abo
TIIBKU T€HEepaTi30BaHUN TOHIKO-KIOHIYHUI Hamana, a Maike y
IMOJIOBMHH IALII€HTIB CIMENHMIT aHaMHE3 BIIIIOBITa€ TeHETUIHIN
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emiencii 3 GpeOpIIBHUMH Hamanamu Twiroc.” Y GiibIrocTi mna-
LIE€HTIB HE BUSABIICHO YKOTHOTO NMATOTEHHOTO BapiaHTa TeHa.
BomHouac y mamieHTiB 3 UM cuHIpoMoM 3a HassBHOCTI DEE
OyJI0 BUSBIICHO KiJIbKa T€HIB MOHOTEHHOTO 3aXBOPIOBaHHS,
Britouatoun CHD2,'°2 SYNGAPI1'® ta NEXMIF'* (panime
Bigommii sik KIAA2022); y NesIKUX NaIli€HTIB i3 MTaTOTCHHUMH
BapiaHTaMH B INX TeHaX CHHAPOM po3BuBaeTbes 6e3 DEE.

4.1.9 | udepenuiiina xiarHocTuKa
THmi eminercii:

® Cunppomu IT'E 3 abcancamu (JAE, roBeHinT Ha abcaHCcHA
eIIenCis Ta IOBEHUIFHA MIOKJIOHIYHA EIIIeTICis) MOXYTh
OyTH (HOTOUYTIUBUMI; MIPOTE BUPAKEHUX MIOKJIOHIH ITO0-
BiK HE CIIOCTEPITa€ThCA.

TABJIMIIS 7 Eninerncist 3 MiOKJIOHIYHUMH a0CaHCaMHU.

O00B’513K0BI KpHTEPii

Hamagun MioknoHiuHi abcaHCH K
JIOMIHYIOUHMH THIT (AMB. TEKCT)
EEI' Perymsiprnii 3 I'y renepainizoBaHmit

MaTepH «CMANK-NOBUIbHA XBUJISD,
OB’ sI3aHUH B 4aci 3
MiOKJIOHIYHUMH TI0CMUKYBaHHSIMHA

Bik mouarky

Hesposoriunuii orsig

Bizyanizaris

TlepeOir 3aXBOPrOBaHHS

® POLE cynpoBomkyeThest (hOTO-1HIYKOBAaHUMH HalaIaMu,
asie 6e3 MiOKJIOHIT OBIK.

® [Humi emijencii 3 paHHIM OYaTKOM, MiOKJIOHYCOM Ta (o-
TOYYTIMBICTIO,” BKJIFOYAFOYH PiKiCHI MOHOTEHHI erijie-
TICiT, TaKi K HEHPOHAJIBLHUI LEePOINHUH JIinodyCIMHO3.

[umri crauu:

® JIuuesi TIKH.
® Hap)s3muBe MOpPTaHHS.

4.2 | Eninencisi 3 Miok/JIOHIYHMMH a0caHCaMHU

EMA — e ny>xe piKiCHUIA eNiICNTHYHUA CHHIIPOM TUTSIYO-
O BiKY, III0 TPOSBIISIETHCS MIONCHHUMHU MIOKJIOHIYHUMH a0CcaH-
camu (Tabmurs 7).

Herunoei kpurepii Kputepii BUK/1104eHHS

dokaibHi Hanagu
ATOHIYHI, MIOKJTOHIYHO- aTOHIYHI 200
TOHIYHI Hamaau

®doxanbHe CIOBITEHEHHS
IMocriitHi  yHinaTepaibHi
craiiku

I'enepaiizoBaHHil MAaTepH «CHAHK-TI0-
BiIbHAa XBWJIsS» 3 Yactororo < 2 I'Ig
(KO0 BiH HE BHMHHMKAE HANPUKIHII
OLIBII BUCOKOYACTOTHOTO CITaJIaxy)
Jludysae (oHOBE CIIOBUIBHEHHS, SIKE
HE OOMEXEHE MOCTIKTaIbHUM IIepio-
JIoM

(oxanbHi

<1 poky Ta >12 pokiB

IMTomipHa ab0 Bakka iHTEIEKTyalbHA
HEJOCTaTHICTh, BaXKKa IHTEIEKTyalb-
Ha HeI0CTATHICT

CTpyKTYpHI NAaTOJOTIYHI BOTHHUIE-
Bi 3MiHH

Iporpecyroue KOTHITHBHE 3HIKSHHS

JU1s BUKITIOYEHHS! iHIMX MPHYHUH CJTiJ| PO3NISHYTH MOXJTHBICTB rpoBeieHHs MPT.

Ixranpaa EET" He moTpiOHa Ut BCTAHOBJIGHHS JiarHO3Y, 32 YMOBH, 110 MiOKJIOHIYHI a0CaHCH CIIOCTepiranucs KIiHIYHO JTiKapeM, 0 CTaBUTh JiarHo3, i B MiXKIK-
TaJILHOMY JOCIIIDKeHHI BHABICHI peryisipHi 3 'l reHepai3oBaHi KOMIUIEKCH «CHaiK-TIOBIbHA XBII». OHAK Y OLIBIIOCTI HETIKOBAHHUX MAIi€HTIB Ha 3BHYA-
Hiit EET" peecTpytoThcst MiOKIIOHI4HI abcaHCH.

CuHIpoM He noTpedye 1abopaToOpHOTO MiATBEPHKEHHS: Y Perionax 3 00MEXXEeHUMH PeCypcaMy eIijencis 3 MiOKJIOHIYHUMH abcaHcaMH MOXKe OyTH J1iarHOCTOBa-
Ha y 0ci0, sIKi BIAMOBIAAIOTh YCIM iHIIMM 00O0B’SI3KOBHM KPHUTEPIisM, HE MAIOTh KPUTEPIiiB BUKITIOUEHHS, SKIIO y HUX CIIOCTEPIraloThecsi MIOKIOHIYHI aOCaHCH, 3ac-
BiZ[YEHI EKCIIEPTOM 200 3HATI HA JIOMAIIHE BifI€0.

Horarkn: Hetumosi kputepii BiicyTHI y TlepeBaskHiil GiTBIIOCTI BUTIA/IKIB, ajle B OKPEMHX BHTIAIKaX MOXKYTh TIPOSBIATHCA. 1X HASBHICTH Mae TIPU3BECTH 110 00e-

PEXHOCTI y IarHOCTHL CHHAPOMY Ta PO3IIAY iHIINX cTaHiB B JIJ]

Aopesiarypa: EET, enekrpoeniiedanorpama; MPT, MarHiTHO-pe30HaHCHA TOrMorpadis

4.2.1 | EninemioJioris

Touna yacrora nommpeHocTi HeBigoMa. Llel cuHapoM craHo-
BuTh 0,5-1% BiX yCiX SMUIENCIH, 10 CIIOCTEPIraroThes Y CIeIiai-
3oBaHi KiiHini enisencii, Llentpi Cestoro [1aena y Mapcemi.'®

4.2.2 | Kniniuna kapTuHa

[Tix neGroTy 3aXBOpIOBaHHsI CTAaHOBUTH OJIM3BKO 7 POKIB, B
niarma3oHi Bim 1 10 12 pokiB, YacTillle CTPaKIar0Th YOJIOBIKH
(70%).1951% Apamue3 XBOpoOHM Ta aHAMHE3 MOJIOTIB - 6€3 0co-
O1MBOCTEH, IPOTE Ha MOMEHT ITOYATKy HamaJiB, MPHOIH3HO Y
TIOJIOBMHY TTAI[IEHTIB BiJI3HAYAETHCS TIOPYLIEHHsI PO3BUTKY. [H-
TeJIEKTyaJIbHa HEAOCTATHICTh MOXE CTaTH OYEBUIHOIO 3 BIKOM i
3peruToro crnocrepiraersest y 70% Bunanxis.'®'%” Hesposoriu-
HUM craTyc 3a3BUYail HOpMaJIbHUI.

4.2.3 | Ilepe0ir 3axBOpOBaHHSA

Esomortis EMA wminnusa.'%!% Pewmicis HacTae mpuOIU3HO B
40% mnauieHTiB. B iHIIMX nauicHTIiB MiOKJIOHIYHI abcaHcH 30e-
piratorbcsi, abo eriiencis MoXKe pOo3BHBATUCS 3 MOSBOIO 1HIIIHMX
THITIB TeHepaji30BaHuX HanaiB. [IporHo3 OuIbII CIIpUSTIAUBHII,
SIKIIIO MIOKJIOHIYHI a0CAHCH € €JJMHAM THUITOM HamaiB i KOHTPO-
JIFOIOTHCS 32 JOTIOMOTOIO JIIKApChKHX Mpernaparis.'®

4.2.4 | Hanaagu

MiokJI0HIYHI a0CaHCH € 000B)SI3KOBOIO YMOBOIO TSI BCTa-
HOBJIICHHSI JAiarHo3y.'” AOcaHCH MOB’si3aHi 3 PUTMIYHHUMH
3-I'u noCMUKYBaHHS BEPXHIX KiHIIIBOK, HAKJIQJICHUMH Ha TO-
HIYHE BiJIBEJICHHS PYK Hija 4yac Hamany. Hamaaw maroth pis-
KU MMOYaTOK Ta MpunuHeHHs. [lalli€HT, SIKIIO BiH CTOITh,
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3a3BUYall HAXWJIETHCS BIIEPE. Mij Yac Hamaxy, aje HaliH-
Hs BiZOYyBarOThCS pigko. MiOKIIOHIYHI TOCMUKYBaHHSI 3a3BU-
yaif TBOCTOPOHHI Ta CHMETPHYHI, ajle MOXYTh OyTH OIHO-
CTOPOHHIMH 200 aCHMETPUYHUMHU. TakoK MOXKYTh CITIOCTEpi-
raTucs nepueprudHi MIOKIOHIT Ta PUTMIYHI TOCMUKYBaHHS
ronoBu Ta HIr. Hamagu tpuBarote 10-60 cexyHz i BigOyBa-
FOTBCS KiJIbKa pa3iB Ha IeHb.'” YCBimOMIIEHHS BapilO€ThCs
BiJ IOBHOT BTpaTH A0 30epekeHHs yCBiMOMIICHHS. [HOMI MO-
JKYTh CIIOCTEPIraTHCs BET€TaTUBHI IMPOSBH, TaKi sIK 3MiHA JTH-
XaHHs, HETPUMaHHs cedi'®® abo cKiaaHi JKeCTUKYIISIIHHI aB-
ToMatu3Mu. ' MioknoHiuHI a0CaHCH — €AUHNAN TUII HAIaiB,
IO CIOCTEPITaeThCsl y TPETHHHU MAIi€HTIB. MiOKIOHIYHUH
a0CaHCHHI eIIENTHYHHN CTaTyC TPAIUIAEThCS pinko. Ta-
KOXK MOXYTh BHHHUKAaTH TeHEpalTi30BaHI TOHIKO-KIOHIYHI
(cmoctepiratorbest 45%), KIIOHIYHI, aTOHIYHI 200 THIIOBI a0-
caHCHI Hamaaw; /[eKinpka THIIB HaIlaliB MOXXYTh BKa3yBaTH
Ha OiJIbII HEeCHPUATANBUAN NPorHO3. Tinbku y 4% mamieHTiB
CIIOCTEPIrarThCs THIOBI abcaHcu 0e3 MiOKIIOHIYHHUX TTOCMU-
KyBaHb. POKaJIbHI Hallald € KPUTEPIEM BHKJIFOYCHHSI.

4.2.5 | Enextpoennedanorpama

®oHOBa aKTHUBHICTH y HOpMi. [loTHimaHa iHTepMiTyIOYa PHUT-
MiYHa JeNBTa-aKTHBHICTh 3a3BMYail He crocTepiraeThes.'® V
MDKIIPUCTYITHOMY TIepiofi MOXyTh BUHHKATH 3 1’11 reHepaizo-
BaHI KOMIUIEKCH «CIaWK-TIOBUTFHA XBHIJISD) Ta «IIOJICHAWK-IIO-
BiTbHAa XBWJIS» (MPHONM3HO y TpeTwHi BumaiakiB). DokambHi
NOPYLICHH!, 10 BUHUKAIOTH IOCTHHO HaJ OJHIEI0 HIISHKOKO
TOJIOBHOI'O MO3KY, IIOBUHHI BHKJIMKaTH CYMHIBH IIOAO aJbTep-
HATHBHOTO JiarHO3y CTPYKTYPHO{ €TiONOTii.

I'eHepaizoBaHi po3psaM CHAaK-XBHIb MOXYTb IIPOBOKYBa-
THCS TIMEPBEHTIWHALIIEI0, TAK CaMO SK 1 MIOKJIOHIUHI abcaHCH.
IHTepMiTyrO9a (POTOCTUMYIIALISI € TPUTEPOM IS TIOSIBH TeHEpa-
J30BaHUX PO3PSMIB CIIAHK-XBUIIb B MEHINIO! YaCTUHU TAIi€HTIB
(14%). I'enepasizoBaHi KOMIUIEKCH CHAaWK-XBUJIb aKTHBYIOTHCS
JIETIPUBAIIIEI0 CHY, IPIMOTOIO0, CHOM.

Tak sK TIpH iHITNX TeHepali30BaHUX CMUIETCISIX, TeHepai30-
BaHi KOMIUIEKCH CIIalK-XBWIIb MOXKYTh OYTH (p)pareMeHTOBAHIMU
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Epilepsia 12
Ha EET micns nenpuBariii cHoM 4u yBi cHi. MOXYTb peecTpyBa-
THCS (OKaJIBbHI YN MYIBTU(POKAIBHI PO3PSIIH, IIPOTE HE MPUB’ -
3aHi JuIe 10 oxHiel AUTHKE MO3Ky. Mopdomorist GpokambHUX
MIATOJIOTIYHHX PO3PSIiB Haraxye MOp(OJIOTio TeHepaTi30BaHHX.

Perynsai 3 I'm KOMIUIEKCH CIIalK-XBHJIb CYIPOBOIKYIOTH
MiOKJIOHIUHI abcancu. 3 'l po3psaay BUHUKAIOTH B 4Yaci CHH-
XpOHHO 3 MIKOJIOTIYHUMH TocimyBaHHsAME (PucyHok 5). Enek-
Tpomiorpdivnwmii 3amc (EMI') gacTo 1eMOHCTpY€, 0 MiOKIIO-
HIYHE TIOCIMyBaHHS TEepenye TOHIYHOMY HANpPy>KEHHIO 000X
ETBTOBUIHUX M s131B.!%

4.2.6 | Bizyaaizanis

Crizx po3nIsTHYTH MOXIUBICTH TipoBeneHHs MPT mis Bukitio-
YEHHSI IHIIUX PUYHH, aJie SIKIO BOHO ITPOBOJUTHCS, TO Ma€ OyTH
B MEKaX HOPMH YU MOXKE TIOKa3aTH JIETKY TUQy3HY aTpodito.

4.2.7 | TeHeTH4He TOCTiTKEHHSA

Cimelianii anaMmHe3 (3a3BUYaii TeHepalizoBaHi CyIoMH) 00-
TsokeHnd y 20% BUTAIKiB. Y MTOOOWHOKHUX BHUITAJKAX Y Ci-
MeiHOMYy aHamHe3i € pebpurnbHi cynomu. Xoua EMA BBa-
JKAETHCS TCHETHYHUM 3aXBOPIOBAHHSIM, € JIUILE TOOIUHOKI
TIOBiIOMJICHHSI PO KOHKPETHI NMATOTeHHI TeHeTUYHI Bapi-
auTw,!®10 a GinprricTs BUMAAKiB, HMOBIPHO, € MOJIITE€HHH-
Mmu. [lepenbayaeTsces, O el CHHAPOM Ma€ CIIIbHY T'eHe-
THuHy eTioorito 3 IT'E.!!

4.2.8 | Iudepenuiiina xiarHocTuka
[Hmi eminercii:

® JTAE: Xo4ya TOHKI MIOKJIOHIYHI TMOCMHKYBaHHS MOXYTh
criocTepirarucs mpu abcancax y mireit i3 JJAE, BoHI HU3B-
KOAMIUTITY/IHI, HE MAIOTh CTiHKOI pUTMIYHOCTI Ta HE MOB)SI-
3aHi 3 MOKPOKOBOO TOHIYHOIO a0MYKIIIEIO PYK.

® [Ipu CJII" yacTo CrioCTepiraroThesl aTUIOBI a0CAHCH 3 PUT-
MIYHAMH ITOCMUKYBaHHAMH a00 BTPATOI0 TOHYCY; IPOTE
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PUCYHOK 5 IxranbHuii nonirpadgivyaunii enekrpoenuedanorpadiunuii 3anuc y 8-piqyHoi IUTHHY 3 CIIJICTICIEI0 3 MiOKJIOHIYHUMH abcaHCcaMH,
110 JIEMOHCTPYE MapOKCU3MaJIbHHI reHepai3oBaHuil 3-I'11 KOMIUIEKC «CIalK-ITOBUIbHA XBHIIsD». EnexrpoMiorpadiyni kaHanu (paBuii i JIIBUH IeTbTO-
BHJIHI M 5131) IEMOHCTPYIOTh IBOCTOPOHHI MiOKJIOHIYHI MOCMUKYBaHHSI, CAHXPOHHI 3 enienTu()OPMHUMH aHOMATISIMH, @ MXK ITOIITOBXaMH — CTiiiKe i~

BUIICHHS M’ S30BOTO TOHYCY.
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HasBHICTh KOMIIJICKCIB «CITaMK-ITOBIIbHA XBHIIDY (2,5 '),
TeHepaJli30BaHO1 MAPOKCU3MAIIbHOI aKTUBHOCTI Ta TOHIY-
HUX HalajiB Ma€ HABECTH HA AYMKY IIPO IiarHo3.
® MIiOKJIOHIYHI a0CaHCH MOXKYTh PIIKO 3yCTpidaTHcs TpU
inmmx DEEs, ane npu mpoMy HE € JTOMIHYIOUHUM THIIOM
Hanazis.'°

5| DEES ABO ENUIENTAYHI EHIIEDAJIOIIATII 3
IHOYATKOM Y JUTAYOMY BIII

«EminentiuHi eHnedanonaTii» BH3HAYAIOTHCS SK 3aXBOPIO-
BaHHS, IIPU SIKMX EMUIENTHYHA aKTHBHICTH caMa 1o cobi B J10-
JTATOK 10 OCHOBHOI €TiOJNOTil CHpHUYMHSE BaKKi KOTHITHBHI Ta
MTOBEIHKOBI TIOPYIIEHHSI, [0 TMEPEBUILYIOTh Ti, IKi O4iKYIOTh-
s TUIBKH BiJl 0CHOBHOI eTiomnorii. i po3manm XxapakTepu3yoTh-
s BUCOKOIO YacTOTOIO eNiIeNTH(GOPMHOT aKTUBHOCTI, OB)>s3a-
HOT 13 CIIOBUIBHEHHSIM PO3BUTKY Ta 4acTo perpeciero. Bonu mo-
’KyTh BUHHKAaTH Ha TJIi HOPMAJIBEHOTO YK HOPYIICHOTO PO3BHUTKY.

V xmacudikarii eminericiit 2017 poky Oyrmo BBeIeHO Aomar-
KOBY TEPMIHOJIOTIIO: CIIOBO «PO3BHTOK» OYJIO BBEICHO VIS Xa-
PAKTEPUCTUKHU THX JITEH, Y SIKUX, KPIM eMUIITHYHO] eHIle(hato-
marii, CrocTepirajaocs NOpyIISHHS PO3BUTKY, 3yMOBJICHE OCHOB-
HOIO TiprunHOF0.! 2 1leit TepMmin Gyito BBEIEHO TOMY, 110 Gararo
MIATOTCHHUX BapiaHTIB TeHIB cami M0 CO0i BUKJIHMKAIOTH IIOPY-
IIICHHST PO3BUTKY, a CMUICTITUYHA eHIe(alIoNnaTis HaKIIaIaeThCs
Ha ByKe iCHyIOUi TOPYIIIEHHs, I1ie OUTbIIe BIUTMBAIOYH HA HHOTO. !

I maBmaku, «eHmedanonaris po3BUTKY» BITHOCUTHCA IO
MIOPYIIEHb PO3BUTKY 0€3 YacToi emiaenTu(OpMHOI aKTHB-
HOCTI, HAIPUKJIAJl, Y AUTHHU ab0 HOPOCIOi 3 iHTEIEeKTyallb-
HOIO HEOCTATHICTIO. 12

Kpim Ttoro, minkoBa rpymna neperisiHyla BUKOPHCTAHHS
TepMiHY «eHIe(daonaTiss pO3BUTKY» Yy OCi0, sIKi ITOBHICTIO
3aBEPIIIUTH BCi €TaITy PO3BUTKY, 1 BUPIIIFIIA BBECTH MIAPIITHH
TepMiH “‘CHHAPOMH EMUIETCii 3 IPOTrpecyoYnM HEBPOJIOTid-
HHM TIOTipIICHHSIM» B AOJATOK O eHIledanonarii pO3BUTKY.
Leit Tepmia Moxe OyTH 3aCTOCOBAaHHMA IO JIFONIEH MTOXHIIOTO
Biky 3 FIRES a6o cuaapomom Pacmyccena.

VY upomy po3aini mu orucyemo EMALS, LGS ta DEE-SWAS.
Mmu TakoXX BKJIIOYMIM JIBa CHHAPOMH, IO XapaKTEPU3YIOTHCS
TOCTPOIO SHIIe(aIOTATIEO 3 EBONIOLIEI0 B SHIE(aIONaTio PO3-
BHTKY Ta CMUICNITHIHY eHledarnomnariro, a came FIRES Ta HHE.

5.1 | Enisiencisi 3 MiOKJIOHIYHO-aTOHIYHUMH
HanaJgaMu

EMALS, panime Bimommii sk cHHIpoM Jly3e, TTOYNHAETHCS
B PaHHBOMY IUTHHCTBI, HA TJIi HOPMAJILHOTO PO3BHUTKY Y IBOX
TpetrHax Bumnaikis.!'* [osunit Habip kminiuaux Ta EEI 03HaK
MOXKe OyTH BIJICYTHIM Ha paHHIX CTaifix 3aXBOPIOBAaHHS 1 BH-
SBIATHCS HE Bifpasy. Y TakuX JAiTel 3a3BHUYAil criocTepiraeTbes
IUTaTO Y PO3BUTKY a00 HABITH perpec Imij yac akTUBHOI (pa3u Ha-
naziB (OypxJinBoi), 3 TOZUTUBHOIO TUHAMIKOIO MICIs YCYHEHHS
Hamazis. Jus. TaOmuis 8.

5.1.1 | EnigemioJioris

EMALS 3yctpigaerscs npubamsao y 1 i3 10 000 miteit i cra-
HOBUTH OJHM3bKO 2% BHUIMAJIKIB EMIENCiit qUTsuoro Biky.'!

5.1.2 | Kniniuna kapTuna
EMALtS 3a3Brnuaii moYnHA€ETHCS Y Billi BizT 2 10 6 pOKiB (Ii-

amasoH — Bif 6 micsmiB 1o 8 pokie). Haigacrinre crpakna-
FOTH XJIOMYHUKH. ' TIprOIU3HO YBEpTH AiTEH MarOTh B aHAM-
He3i pebpuibHi Hamamwy,''7 12 | Takuii aHAMHE3 TIOB)>SI3aHHIA
3 GITBIIT CIIPUATIUBUM JOBIOCTPOKOBUM pe3yinbTaroM. 2 Pos-
BUTOK JI0 TIOYATKYy HAIAJiB y ABOX TPETHH MAIliEHTIB HOpP-
MaJIbHHH, a HEBPOJIOTIYHMHA OIVISJ 3a3BHYAi HE BHUKIIMKAE
JKOTHUX 3ayBakeHb. [loMipHa a00 Ba)KKa 3aTpUMKa PO3BUTKY,
10 Tepeye MoYaTKy Hamagy, TOBUHHA PO3TIIIATUCS SIK CHT-

HaJI JTs1 BCTAHOBJICHHS JliarHosy .!2!
5.1.3 | Ilepebir 3axBopOBaHHSA

Jeoror EMAtS wacto OyBae panToBuM, 3 BHOYXOBHM «OypX-
JIMBMM» TIOYAaTKOM 3 BEJIMKOIO KUIBKICTIO HamlajliB Ta Pi3HUMH
TUIIAMH HAIAJiB, YaCTO TEHEPATi30BAHUMHU TOHIKO-KIOHIYHUMH
Ta MIOKJIOHIYHUMH. B iHIINX BHUMaakax 3aXBOPIOBAHHS PO3BU-
BAETHCS TOBUIBHIIIE, BUMArarodl PETEIBHOTO CIIOCTEPEKECHHS
MIPOTATOM IIEPIIOTO POKY, MO0 BigPi3HUTH HOTO Bifl CHHAPOMY
Jlenokca-I'acto. Ilpumagku gacto (apmMakope3UCTEHTHI, 0cCo-
OnvBO i Yac a3y BUCOKOI YACTOTH HAMaJiB, CIIOCTEPIraroTh-
Csl IOBTOPHI HEKOHBYJIECHBHI €IJICITUYHI CTaTyCH, IiIBUIICHA
YacTOTA {HIIMX FeHEpaTi30BaHUX HAIaIiB.

V wiit asi gacTo cocrepiraeTses mIaTo abo HaBITh perpec y
PO3BUTKY, IEPEBAKHO Y MOBEIIHIN Ta BUKOHABYNX (DYHKIIAX, &
Takox arakcis. [ToBeIiHKOBI po3nany, Taki SK TiepaKTUBHICTh
Ta arpecis, a TAaKoX MOPYIICHHS CHY TaKOX 9acTO 3yCTPidaroTh-
csl B aKTHBHIN (a3i i 3a3BHUail MUHAIOT, a00 iAyTh B peMicito
TICIIS TOCATHEHHS KOHTPOJTIO HaJl HallalaMH.

HesBaxkaroun Ha Te, IO CIOYATKy HAMAAW CTiHKi IO JIKiB, IB1
TPETHHH MiTeH MOCATAlOTh peMicii, 3a3BHYail, MpoTsroM 3 po-
KiB TICIIS TTOYATKY, i MPOTHCYIOMHA Tepartisi Moke OyTH Bimmi-
HeHai.'?*!22 'V TpeTHHi, 0 3aJMINMIACS, YaCTO CIIOCTEPITatOTh-
CsI IPUITAKH, KOTHITHBHI ITOPYIIEHHS, arpecis i FiepakTHBHICTb.
Komm nocsrators koHTpomo HananiB i EEI” mokpamrtyeTses, crmo-
CTEepITaeThCsl TIPOTPEC Y PO3BUTKY. PO3BUTOK MOKE MOBEPHYTHCS
JI0 TIPeMOpOiTHOTO PiBHS (PYHKIIH a00 AUTHHA MOXKE 3aJTHIITHTH-
s 3 PI3HHUM CTYIICHEM IHTEJEeKTYyaJIbHOI HemocTaTHOCTI. DakTo-
pH, 10 nependadaroTh HECIPHUATIANBIN IIPOTHO3, BKIIIOYAIOTh TO-
HiYHI HaItaJau, MTOBTOPHI HEKOHBYIJILCHBHI CIUICTITUYHI CTaTyCH Ta
EET 3 myxe gacTuMu abo Maibxke Oe3repepBHIMA HEPETYISIpHI-
MH T€HEpaTi30BaHNMH KOMIUIEKCAMH «CITIAHK-TIOBIIbHA XBHJISD)
ab0 reHepasTi3oBaHoO0 MAPOKCH3MAIBHOK aKTHBHICTFO, 1201227125

5.1.4 | Hamaan

MioKIIOHIYHO-aTOHIYHI Hamaan € 000B>SI3KOBOIO YMOBOKO [Ti-
ArHOCTHKH 1 XapaKTEePU3YIOThCS KOPOTKOYACHUM MIOKJIOHIYHIM
MMOCMUKYBAHHSM MPOKCHUMAIILHUX M>$I31B, YaCTO IMOB)SI3aHUM 3
JIETKOIO BOKAIII3aIli€r0, 3a IKUM CIiIye ITy'Ke KOPOTKUIl aTOHiY-
HUI KOMIIOHEHT, SIKMI MOXe OyTH JIe[b IOMITHHM, 3 KUBKOM T'0-
70BH, 200 OUTBII BUPAXKEHNM, 3 Pi3kuM magiHasM (Bigeo S1). I
HABIIaKH, YUCTi aTOHIYHI HaITaH, SIKi TAKOXK YacTO 3yCTPidaroTh-
Csl, HE MAIOTh MIOKJIOHIYHOTO KOMITIOHEHTA Ha [OYATKY 1 TPU3BO-
JISITh JI0 Pi3KOi, ajie KOPOTKOYACHOI BTPaTd OCbOBOTO TOHYCY, 3
KHUBKOM TOJIOBU 200 ParToOBUM Ma{iHHSM.

Cepen iHIINX HaMaiB, MO YaCTO 3yCTPIYAIOTHCS - MIOKIIOHIY-
Hi (BoHH KopoTkodacHi [<100 mMc] i Tako MOXYTb MPU3BOAUTU
JI0 TIaJTiHG),'%° abcaHcH i reHepaTi3oBaHi TOHIKO-KJIOHIUHI Hara-
. OcTaHHI MOXYTh BUHHAKATH 3 JINXOMAHKOIO 200 0Oe3 Hel Ta €
JIOMIHYIOUYMM THIIOM HAIajiB OPUOIU3HO y JBOX TPETUHAX BU-
majKip, 119122
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TABLE 8 Emisericist 3 MIOKJIIOHIYHO-aTOHIYHUMH HAagaMu

O00B’513K0BI KpHTEPii

Hamaan MIiOKIOHIYHO-aTOHIYHI Hamaau

EEI' Tenepanizoani 2—6-I'11 koMIIekcH

«CITalK-TIOBIJIbHA XBUJISDY

Bik mouarky

Po3BuTok Ha TIOo4aTKy

Hesposoriunuii orusig

Bisyaunizanis

Herunogi kpurepii Kputepii BUK/1104eHHS

Eninentuuni cnazmu ado IESS mo
BCTAHOBJICHHS JliarHO3y
dokanbHi Hanagu

MiOKJIOHIYHO-aTOHIYHI HaMaau

T'eHepaitizoBaHa MapOKCHU3MalIb-
Ha [IBU/IKOXBUIILOBA aKTHBHICTh
yBi cHi ['eHepanizoBaHi KOMIUIEKCH
«CHaiK-1oBiIbHA XBUIIDy < 2111
doTonapoKCHU3MalIbHA PEaKIlis Ha
Hu3bkux yacrorax (I i3 CLN2)

Criliki (hokanabHI HOPYIIEHHS
I'incapurmist

<6 micsuiB ab6o >8 pokis

IMomipHa abo BaXKa 3aTPUMKa PO3-
BUTKY, IO TIepe/Iy€ IIOYATKy HamaiB

dokalpHi HEBPOJIOTIUHI HaMaau

ITaronoriuyne Borauiie Ha MPT

MPT ne noTpiGHO 171 BCTAaHOBIICHHS J{iarHO3y, aJie 3a3BHYaid MPOBOAUTHCS I BUKITIOYCHHS 1HIINX MPHUYHH.
Ixranera EEI" He moTpiOHa U1t BcTaHOBNICHHS AiarHo3y. OfHAK y JUTUHY 3 HETHIIOBHUMH KPUTEPisMHU ab0 3 KIiHIYHIMHU 03HAKaMH, SIKi MOXKYTh HAaBECTH Ha
JOyMKy npo cuazapoM JlenHokca-I'acTo Ta abo cHApOM iH(pAHTUIIBHHUX €MIIENTUYHUX CIIa3MiB, sIK MiHIMYM, HEOOXiTHO TPOBECTH BiJ€03aInc, a B ieai ciix 3a-

nucary ikraneHy EEL

CunpoM B eBomonii: Enisernciro 3 MiOKJIOHIYHUMY aTOHIYHMMH HalaJaMH CIIiJ{ 3aIliI03PHTH y pa3i panToBOro OIMCKOBHYHOTO MOYATKY i3 YHCIICHHUMH TeHe-
pani3oBaHNMH HallaaMH Y INTHHH BiANIOBITHOTO BiKy 3a BiZICyTHOCTI HETHIIOBUX KPHUTEPIiB Ta KPUTEPIiB BUKIIOUYCHHS.

CuHIpoM He noTpedye 1ad0paTopHOTO MiATBEP/DKEHHS: Y PerioHax 3 0OMEKEHUMHU PECypCaMu EIiIeTcCist 3 MiOKJIIOHIYHUMHU aTOHIYHUMU HalagaMu MOKe OyTH
1MoBipHO niarHoctoBana 6e3 EET, sikiio nikap 0coOucTo crioctepiraB MiOKJIOHIYHI aTOHIYHI Hama u, ado 06e3MocepeIHbO CIIOCTePiraloyy NalieHTa, abo Ha Bi-

nieo, HaganoMmy ciM’ero. Tum He menl, EEI" pekoMeH 1yt0Th BUKOHATH

Homamxu: HeTumosi kpuTepii BiICyTHI y MepeBaHili GiMBIIOCTi BUMAIKIB, alle B OKPEMUX BHITAIKAX MOYKYTh MPOSBIIATHCS. X HAsBHICTh Ma€e IPU3BECTH JI0

00epeKHOCT] y NIarHOCTHIII CHHAPOMY Ta PO3IISAY IHIIHMX CTaHIB.

Aopesiarypa: CLN2, nepoinnwuii ninodycuunos 2-ro tumy; EET, enekrpoenuedanorpama; IESS, cHHIpOM iHGaHTHIBHUX eniienTHYHuX cria3mis; MPT, MarHiT-

HO-pe30HaHCHA ToMOorpadisi.

ToHiuHI Hana gy 3)SBISIOTHCS Y JESIKHX IALI€HTIB Ha Mi3HI-
IIMX CTalisgX 3aXBOPIOBAHHS 1 MOB)S3aHI 3 HAMTIPIINM JOBIO-
CTPOKOBHM pe3yibrarom.'?

Yacto TparisieTbcsi HEKOHBYJIBCHUBHUI ENUICITHYHUN CTa-
Tyc, 1HOZII BiH BUHHKa€E B JIeOIOTI 3axBoproBaHHs. KiliHIYHO BiH
MPOSIBIIETHCS TIOPYIICHHSIM CBIJIOMOCTI, 1110 TPUBAE BiJ] KITBKOX
TOAMH 0 KiIbKOX JHIB, 3 aTMIIOBUMHU abcaHCaMH, MIOKJIOHIY-
HUMH Ta aTOHIYHUMH PUCAMH, COHJIUBICTIO, HECTIMKICTIO, CIIH-
HOTEYCIO, MOPYIICHHSIMU MOBH Ta €Ii30UYHUMH MiOKJIOHISIMH,
IO MEPEeBAXKHO 13 BTATYBAHHSAM OOJIMYYS Ta BEPXHIX KiHIIIBOK.
PennivB HEKOHBYJILCUBHOT'O EMUIENITHYHOTO CTATyCy € HECIPH-
STIMBUAM IPOTHOCTHYHUM (pakTopom.'?*1** Eminentiuni cia3mMu
Ta (OKAJIBHI HANIAIU HE € XapaKTCPHHUM JJIs JaHOTO CHHPOMY.

5.1.5 | Enexrpoenuedasiorpama

B nebroti 3axBoproBaHHs ()OHOBA aKTHUBHICTH XapaKTePH3Y-
€ThCSl HOPMATBHUM JJIS1 BIKY 38IHIM JIOMIHAHTHUM pUTMOM. Mo-
HoMOp(HI, OinapieranbHi TeTa-puTMH XapakTepHi st EMALS,
ajie CIOCTEepIralThesl HE y BCIX MAli€eHTIB. Y BUIAIKy Hapo-
CTaHHS YaCTOTH HAmajiB MOXE CIIOCTEPIraTHCs reHepalli30BaHe
BHCOKOAMILTITY/THE CIIOBUIbHEHHsI (POHOBOT aKTHBHOCT!.

[HTEepiKTAIBHO PEECTPYIOThCS TeHepasi3oBaHi 2-6-1"11 komI-
JIEKCH «CIIafK-NIOBLIbHA XBWISH» a00 «IOTicHalK-TIOBiIbHA XBHU-
JIs», SIKI 4aCTO BUHUKAIOTh Y BUINISL CHIAJIaXiB TPUBAJICTIO 2-6
cek (Pucynoxk 6A).TpuBaii npoOiKKK reHepali3oBaHUX Hepery-
JIIPHUX PO3PSIIIB «CHANK-TOBIIbHA XBUJISD MOBUHHI BUKJIUKATH
MUTaHHS PO HEKOHBYJILCUBHUI enijenTH4YHuit craryc. [eHepa-
Ji30BaHi PO3PSAN MOXKYTh OyTH (hparMeHTapHUMH, Oe3 €INHO-
rO BOTHHIIA CITAWKOBOI aKTUBHOCTI. [ eHepalizoBaHi KOMILIEKCH
«CHalK-TIOBUIbHA XBUIISD) aKTUBYIOTBCS Mij Yac cHy. [ eHepasi-
30BaHa MapOKCU3MaJbHA LIBH/KA aKTHBHICTb, IO CKJIAJa€ThCs
i3 cianaxiB Augy3Hux abo OGinarepanbHux mBuakux (10 I'n abo
OisblIe) MONiCHAaKKIB MiJ] Yac CHY, IIPH 1IbOMY CHHJOMI 3yCTpi-

Ya€eThCS PIAKO 1 TOBUHHA HABOJAMWTH HA AYMKY PO cuHApoM Jle-
Hokca-["acto. ['imepBeHTIIALIS MOXKE BUKIIMKATH TeHepaji3oBa-
HI pO3psIH «CIAaWK-TIOBUIbHA XBUIIs» Ta abcancH. PoTouyTiu-
BICTb JIUIIIC 3PiJIKa PEECTPYETHCS.

IxTanbHI 3anMcHu MiIOKJIOHIYHUX-aTOHIYHUX HaIlaiB JEMOH-
CTPYIOTBH TeHEpaJli30BaHi MOIiCITaliKoBi 200 CIIAKOBI PO3PSAN
CHHXPOHHI 3 MIOKJIIOHIYHIM KOMITOHEHTOM, 32 SIKUMHU CIiIye
BHICOKOAMIDIITYIHA TTOBLIbHA XBUJIS, III0 CYTIPOBOKY€E aTOHIU-
Huit komrtoHeHT (Pucynok 6B,C). s peectpariii ikTambHAX
HamaJiB peKoMeHAyeThcsi omHodacHui 3armc EMIT Ta EET
TIOJTICTIAlfKA KOPEITIOIOTh 3 KOPOTKOTPHUBAINM MiOKJIOHIYHUM
TIOCITTYBaHHAM M)S31B IITH1, TOIII SIK TTOBLTbHA XBHJISI KOPEITIOE 13
BTPATOIO M>SI30BO1 aKTHBHOCTI Y MPOKCUMAIIBHUX M)si3aX KiH-
iBOK. AOCaHCH TOB)sI3aHi 3 TeHEPaTi30BAHUMH KOMITICKCAMHU
«CTIAaMK-TIOBIJIFHA XBHUIISD» 13 4acTOTOrO 2-6 ['11.

IIpu HexoHByNBbcHBHOMY ecminentudHomy craryci EEI
JIEMOCTpPY€E TPUBAI MPOOIXKKH BHCOKOAMILTITYqHOI, 2-3-I'11
HEpEeTYJISIpHOi, TeHepali30BaHOT AKTUBHOCTI y BUTJISIII KOMII-
JIEKCIB “‘CITaliK-TIOBiIbHA XBWJISA Yy MO€OHAHHI i3 TU(PYy3HIM
CITOBUTEHEHHSM (DOHOBOT aKTHBHOCTI.

5.1.6 | Bizyaaizauis
MPT 06e3 maToyIorivyHux 3MiH.

5.1.7 | TeneTu4He A0CiAKEHHSA

[Ipubnu3HO B TPETHHM NAII€HTIB CIMEHHUI aHaAMHE3 00 TS~
JKeHU 1o emniserncii abo ¢pedpunbHuX Hamagax '17:19:122.123.127
, IO CBITYHTh Ha KOPUCTH CHPHUATIMBOrO JOBIOCTPOKOBOTO
nporuo3y.'?’ B cim’six mpobaHAiB criocTepiraerbes CiMelHui
SMUICIITUYHUN CHHIIPOM TeHETUYHOI erminencii 3 ¢peOprmibHu-
MU CyZOMaMu Tutoc. 28129

V O6inpmocti mitedr EMAtS Mae KOMIUIEKCHE ycItag-
KyBaHHS 3 IMOJIr€HHUM HaTepHOM. Y JCSKUX BHITaIKax
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MaTOTeHHI BapiaHTH OyJIM BHSBIICHI B T€HaX, BKIFOYAFO-
qu SCNIA,*® SCNIB,"®' SCN24,3* STXIB,'* SLC6A41,"*
CHD2,'? SYNGAPI,'"> NEXMIF'"* KIAA2022.'% Tpubnu3-
HO 5% mamieaTiB 3 EMAtS marots nedinutr GLUTI, moBysi-
3aHW# 3 TaroreHHUMU Bapiantamu SLC241.%

5.1.8 | Audepenuiiina giarnocTuka
THII1 eniencii:

® CJII' MmoxHA BIAPI3HWUTH 32 HASBHOCTI TOHIYHHX HAara-
IIiB Ha paHHIX CTaisX 3aXBOPIOBAaHHS i eleKTporpadid-
HO: KOMIUIEKCH «CITAMK-ITOBIIbHA XBHIIs» <2,5 I'11 1 mBuI-
Ka TeHepalli3oBaHa MapoKCH3MalbHA aKTHBHICTH YBi CHI.
Kpim Toro, mitu i3 CJII" HaifgacTimne MatOTh 3aTPUMKY PO3-
BUTKY 10 TIOYATKY HaIa iB i MOXKYTh MaTH B aHaAMHE31 CHH-
IpoM iH(pAHTHIHHAX CIa3MiB.

® MIiOKJIOHIYHA eIIiJIeTICis AUTHHCTBA BiAPI3HAETHCS BIIACYT-
HICTIO MIOKJIOHIYHHAX-aTOHIYHUX HAamaIiB 1 aTUIIOBUX a0-
CaHCIB, 1 3a3BHYAN TIPOSIBIAETHCA paHimie, Hixk EMALtS.

® Cunznpom /[lpaBe BiIpi3HAETHCS TPHUBAJIMMU TE€MiKJIOHIU-
HUMHU HalaJaMH, CIPHYMHEHUMH JHXOMaHKOIO/XBOPO-
0010 Ha TIEPIIOMY POIIi JKUTTS, TA BiICYTHICTIO MiOKIIOHIY-
HUX-aTOHIYHUX HaIaIiB.

® DEE-SWAS a6o EE-SWAS moB)s3aHi 3 perpecom Ta BH-
PaKEHOI0 aKTHBAIlIE€I0 eMiIeNTHPOPMHUAX PO3PAIMIB yBI
CHi, 3 Maibke Oe3nepepBHUMHU AU(DY3HHMHU KOMILIEKCAMH
«CITaMK-IIOBIIbHA XBHWJIS»; MIOKJIOHIYHI-aTOHIYHI Hamagd
HE CIOCTEPIraroThCs.

® [ligrocTpuii CKIEpO3yIOUNil MTaHEHIeaiT — piAKICHE 3a-
XBOPIOBaHHS, OB)sI3aHe 3 (yIbMiHAHTHUMH/IIBHIKO MPO-
IpEeCyOUMMHU MiOKJIOHIYHIMH HarajaMy Ta eMi30aMH ma-
ninb. EET'-kapTrHa € 1iarHOCTHYHOO.

® 3axsoproBanHsd CLN2 3a3Buuaii nebrotye y miTeid i3 HOp-
MaJIBHAM PO3BUTKOM a00 130TbOBAHOO 3aTPUMKOIO MOBJICH-
Hi. Y giTelt Moxe crioctepirarucs perorun EMALS, ane mpu
IIbOMY CIIOCTEPIraeThCst IPOTpecyrode 3HWKEHHS PyXOBOi Ta
KOTHITHBHOI akTUBHOCTI Ta arakcig. EEI" nemoHcTpye doto-
MApOKCU3MaTBHY BIATIOBIIb Ha 9acToTax Bix 1 1o 3 ', Tomy
BXJIMBO IIPOBECTH HU3bKOYACTOTHE TECTYBAHHSL.

5.2 | Cungpom Jlennokca-I'acto

CJIT" — ue DEE i3 mupoKNM CIIEKTPOM €TiONOTi9HUX (DaKTO-
piB. BiH BHHHKae BHACIIIOK BUCOKOYACTOTHOI CHHXPOHI30Ba-
HOI aKTUBHOCTI Yy OilaTepallbHO PO3MOALICHUX Mepekax MO3-
Ky, 11O PO3BUBAETHCA Y CIPHUHSATIMBOMY BIKOBOMY MepioAi
y outHHCTBI. ¢ 1eil CHHAPOM XapaKTepU3y€eThCsl HAsBHICTIO:
(1) xiTbKOX THTIIB (papMaKOPE3UCTEHTHUX HAIaIiB 3 AcOF0TOM
1o 18 pokiB (oAMH i3 SKUX Ma€e BKIFOYaTH TOHIYHI); (2) KOTHI-
THBHHUX 1 9acTO TMOBEHIHKOBUX ITOPYIICHb, SIKI MOXYTH OyTH
BiICYyTHIMH Ha IIOYaTKy Hamazy; Ta (3) HasBHICTh KOMIUICKCIB
«CIIafK-TIOBIJIbHA XBHJISD» Ta TeHEepali30BaHOI MapOKCHU3Mallb-
Hol mBHAKO1 aktuBHOCTI Ha EET" (Tabmwuis 9). bararo nikapis
BHKOPHUCTOBYIOTh TepMiH «CJII» mis ommcy Oymb-sKOI BaXk-
KOI emiiericii 3 paHHIM TOYaTKOM, IO CYIIPOBOIKY€EThCA (ap-
MaKOPE3UCTEHTHUMH HallalaMH, [0 MPU3BOIATH 110 IaiHHS.
Takuii TiaxXia HEBipHHUHA, OCKUTBKH BiH HE JIO3BOJISE PO3IIi3-
Hatu crerugivHi ocobmmuBocti CJIIT Ta BimpizHUTH HOTO BifX
EMALS, sika wacTo Mae OUTBIN CIIPUSTIIMBHHA PE3yJIbTar, Ta Oa-
raThOX IHIIUX TSHKKHX CIUICTICIH, 110 TOYMHAIOTECS B TUTHH-
ctBi. [loBauit HaOip kniHivHUX Ta EEI" 03HaK 9acTo BiACyTHIH

Ha paHHIX CTaAisAX 3aXBOPIOBAHHS, 1 I IX MOSBU MOTPiOeH
yac. J{iTH MOJIOIIIOrO BiKy, Y SIKHX CIIOCTEPIraroThbCsi Xapakx-
TEpHI TUITA HaIaliB, aJie BiACYTHI BCi 03HAKH, TOTPEOYIOTH pe-
TEIFHOTO CITOCTepeXeHHs mono eBomrornii emitencii B CJIT.
30Kpema, psiT BaXKKUX CHHIAPOMIB IUTSUO] SIJIeTICil, TAKHUX SIK
CHHIPOM JUTSYHX CIUICITHYHHX ClIa3MiB, paHHs qutsidya DEE
Ta eIJIeTICis TUTHHCTBA 3 MITPYIOYHMH (POKATEHUMHA Haraja-
MH, 9acTo eBoonioHyroTs y CJII. TloBropHa OIiHKa KpHTE-
piiB CJII" Moxe OyTH KOPHUCHOIO IIJIsl TOCTYITY IO TIPOTHCYIIO-
MHHX TIperiaparis, Jiner3oBanux mss CJIT.

5.2.1 | EnigemioJioris

Ha gactky CJII' mpunanae mpubnausxo 1-2% Bcix ocib 3
eminerniciero. B miteit, CJII' pinko miarHOCTY€EThCS TP Tep-
momy Hamagi (0,6%). CJII' gacTo po3BUBAETHCS 13 CHHAPOMY
1HIITOT BaYKKO1 AUTIYO1 iH(DAHTIIIBHOI emiJiericii abo eTionorii,
npudomMy npubanzHo B 20% BHITagKiB BOHA pO3BHBAETHCA 13
CHHIPOMY iHOAHTHIBHHMX EMJIENTUIHUX crasMmis.'’” 3per-
TO10, 3,6% BCIX miTei 3 eminernciero ta 19% aitei i3 Hama-
JIaMH, 1110 TTOYaINCS B IUTHHCTBI, eBOIOIionyoTh B CJIT. 13

5.2.2 | Kniniyna kapTuHa

CJIT" 3a3Buuail moynmHA€eTHCS y BiMll Bix 18 micsmiB mo § po-
KiB, TIiK AeOIOTY mpHmagae Ha repion Bix 3 mo 5 pokis. ITodaTok
3aXBOPIOBAHHS y JAPYTOMY JECATHIITTI 3yCTpidaeThes pimko.'®
Hesnauno mo wacToTi mepeBakae y ocib domosiuoi crati. Ya-
CTO BHSABISIFOTBCS MATOJIOTIYHI MOPYLIEHHS IPU HEBPOJIOTIYHO-
My omIsiAl (HallpUKIIAA, MipaMilHi CHMIITOMH), TTOB’sI3aHi 3 OC-
HOBHOIO €TiOJIOTi€r0. Y OUTBIIOCTI MiTeH MOPYIICHHS PO3BUTKY
nepenyroTh noyarky Hanaznis npu CJIT, ajne ruiato yu perpec B
PO3BUTKY MOXXYTb CTaTH NOMITHHMH i3 HAPOCTAHHSAM HamaliB
0 4acToTi. Piamie po3BUTOK Ta MOBEIIHKa MOXYTH OyTH HOp-
MaJBHUMH B Ie0I0TI 3aXBOPIOBAHHS.

5.2.3 | Ilepedir 3axBOpIOBaHHSA

Maitxke 3agxau CJIIT mepcuctye y mopociiomMy Biri, a Ha-
MaJH 3aJIMIIAI0ThCS PE3UCTEHTHUMH 10 MPOTHCYAOMHHX JIi-
kiB."*® ATHmoBi aOcaHCH Ta TOHIYHI HAITAAW 3ATUIIAIOTHCS
YaCTUMH Y JOPOCIHUX, TOII SIK aTOHIYHI Halla{ 4acTo BILY-
XarTh. 4

3 gacom BigOyBa€eThCs CIIOBUTBHEHHS PO3BUTKY, ILIATO YU
perpec, 10 NPU3BOIUTH A0 IMOMIPHOI UM TSDKKOI IHTENIEKTY-
aNBbHOT HeZOCTATHOCTI ¥ >90% mamienTis.**1*? Poszmamu mo-
BENIiHKU, TaKi SK TillepaKTUBHICTh, arpecis, po3iaj ayTHC-
TUYHOTO CIEKTPY Ta NOPYLICHHS CHY, YaCTO 3yCTPIYarOThCS Y
JTUTSYOMY Ta TITITKOBOMY Birri. 40141

5.2.4 | Hamaan

ToHIYHI HamaaW, SKi MPOSABISIOTHECSA CTIHKUM IOCHICHHSIM
CKOpOUYEHHSI M’ A31B Tylry0a Ta KiHI[IBOK TPUBAJIICTIO BT 3 cek 10
2 XB, € 000B)SI3KOBOIO YMOBOIO TIarHOCTUKHY 1 HAHOLIBII BHpa-
JKeHi yBi cHi. BOHI MOXyTh OyTH MaJOTIOMITHHMH, 3 TIOBITBHUM
3aK0YyBaHHIM a00 BiIBEIECHHIM OUeii Bropy, iHOMI 3 TPUMacoi0
o0nmu4s abo 3rUHAIBPHAMH PyXaMu TOJOBH Ta/abo Tyiyba, abo
OUTBII KIIIHIYHO SIBHUMH, 3 KOPOTKHM KPUKOM, alfHOE, aOMyKIli-
€10 Ta TiTHIMAHHAM KiHI[IBOK 3 BiOpamifHIM KOMIIOHEHTOM Ta
JBOOIYHUM CTHCKaHHSAM KYJaKiB.
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PUCYHOK 6 IarepkranpHi Ta ikranbHi nodirpadivni enexrpoenuedanorpadivni (EEI') 3amucn y 3-pigHOT TUTHHU 3 €TIiJIeTICi-
€10 3 MIOKJIOHIYHO-aTOHIYHUMU Hanagami. (A) Ha inrepikransriii EEI’ BUIHO TBOCTOPOHHI 3aJHFOIOMIHYOU1 TOBLTBHHI XBHITI (4-6 ['11).

€ TeHepanizoBaHI PO3PAAN, IO XapaKTEPU3YIOTHCS BUCOKOAMILTITYT
YEePryrThCs 3 BUCOKOAMILTITYIHUMH JIETIbTa-XBUIISIMH 0€3 Oy/Ib-SIKHX

HAMH CHafiKaM# Ta KOMILICKCAMH «CIHAfK-TIOBITbHA XBUJIS, IO
kmiHigEEX 3MiH. (B, C) [Ipuknaan MiOKIIOHIYHO-aTOHIYHUX Hara-

IiB, TIOB’sI3aHI 3 TEHEPANII30BAHIMH PO3PSIAAMH «CIANHK-TTOBIIbHA XBIJISD» KOPOTKOT TpUBaslocTi. Enekrpomiorpadiddi kaHAIH MTOKa3y-
IOTh BTPaTy TOHYCY B JIENBTONMOMIOHUX (B) MOTHIMYHUX Ta IpyIHHO-KIIOYHYHO-cOCKononioHNX Mys13ax (C). KiiHivHO muTHHA pi3Ko ma-

na€e B 000X BHIAIKaX.

SIKi1o Hanaay BUHHMKAIOTh, KOJH MAL[IEHT CTOITh, BOHU MOXYTb IOBHICTIO BUBECTH MAlli€EHTA 3 PIBHOBArH, L0 MPU3BOJUTH [0

MAJiHHSA (IPOT-aTaKy), TIPU [EOMY IAIli€HT YaCcTO TPaBMYETHCS.
ToHiuHI Hamagww MOXYTH IMOCHIIOBATHCH MPHIOMOM JIKIiB, SKi
NPU3BOIATE 10 MiJBHIICHOT COHJIMBOCTI, HAIPUKIAA, IPH TO-
CTpOMY 3aCTOCYBaHHI BUCOKHX /103 OCH30/11a3€IIiHiB.

Ha momatok 10 TOHIYHMX HamaiiB, JPYTUA THI HamamiB €
o6oBys3koBUM It miarHoctuku CJII 1 Moke BKITIoUatu Oyab-
SIKWH 3 HACTYITHHAX THUIIIB HAIa/IiB:

1. ATunoBi abcaHCH: BOHH YacTO TOBTOPIOIOTHCS 1 CKJaja-
I0ThCSL i3 TIEpiOZIiB MOPYIIEHHS YCBiZOMIeHHS. IX Moxe
OyTH BaXXKO pO3MI3HATH Yepe3 MOCTYIOBHHA ITOYATOK Ta
MIPUMTMHECHHS Y TAIi€HTa 3 KOTHITHBHAMH TTOPYIICHHSIMHU.

2. ATOHIYHI Hamagy: MPU3BOAATE IO Pi3KOI BTPATH aKCiaslb-
HOTO TOHYCY, 3 KHBKaMH T0JIOBH a00 panTOBUMH TaTiHHS-
MU (IpOT-aTaku), MO YaCTO MPU3BOIUTH A0 TPaBM. BoHH
BUHUKAIOTh 9aCTO, OCOOIMBO y AiTeH MOJIOIIIOTO BiKy i3
CJIT. S mpaBWiI0, BOHH KOPOTKOYACHI, TPHUBAIOTH BiJl Of1-
Hi€T 10 KITBKOX CEKYHI.
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O00B’513K0BiI KpUTepii

Herunosi kputepii Kpurepii BUK/1104eHHs

Hanagu ToHiuHi Hamamy (AMB. TEKCT) B nomaTtok 0 TOHIYHMX HamaliB MOBUHEH OyTH
MIPUHAHMHI OZIMH JOJAaTKOBUI THUI HamNajy, sSIKMi MOXKE BKIFOYAaTH OyIb-sIKHH 13

HepeTideHnx:

* ATHTIOBI abcaHCcH

* AToHIUHI

* MiokiIoHi4HI

» doKabHI 3 HOPYIICHHSIM YCBIJOMIICHHS
* 'enepani3oBaHi TOHIKO-KJIOHIYHI

* HekoHBYIbCHBHHIA SIIIENITHIHHHI CTaTyC
* Enminentiani cia3Mu

EET I'eHepastizoBaHi MOBIIbHI KOMIUIEKCH «CTaik-moBinbHa XBWi» <2.5 I'm (abo ®Potomapokcusdmanb- Criliki ¢okambHi mopy-

HAasBHICTB LILOTO MaTepHy Ha nomepeniit EET)

Ha peaKilisi Ha HU3bKUX IICHHs 0e3 reHepasi3oBa-

I'eHepastizoBaHa MapoOKCH3MalbHa IIBHKA aKTUBHICTH yBi CHIi (@00 HasBHICTH YacTOoTax (HAmp. XBO- HHUX KOMIUICKCIB CHaik-

1[bOTO naTepHy Ha nonepenHii EEI)
Bik mouarky <18 pokiB

JloBrocTpokoBHit dapMako-pe3UCTEHTHA eIiIencis

pesyabrar HOMipHa YU BaKKa iHTeJ’IJ’[eKTyaJ'[LHa He}IOCTaTHiCTL

po6a CLN2) XBHJIb

>8 pokiB

MPT He notpiOHe a1t BCTAaHOBIICHHS JiarHO3Y, aJie 3a3BUYail MPOBOAUTHCS JUIS OL[IHKA OCHOBHOI €Ti0JIOTii.

Ixkranbpha EET He € 000B’13KOBOIO /175l BCTAHOBJIEHHS AiarHo3y. OfHAK CIIiJ 3apeecTpyBaTH iKTAIbHUI ATEPH Y TUTUHU 3 HETUIIOBUMH KPUTEPIsIMU a0 KITiHIY-
HUMH O3HAKaMH, SKi MOXKYTb CBITYUT MPO €MiIENCii0 3 CHHIPOMOM MIOKIOHIYHUX-aTOHIYHUX HaMaIiB.

Epomomis cuaapomy: Ipubmusao 50% nemoBiT 3 Toxkoio Gopmoro DEE, nanpuknazn, 3 IESS a6o pannsoro indantunsaoio DEE, 3ronom nepexonsTs y cuH-

npom Jlennokca-I"acto.

CunpoM 6e3 1a00paTopHOTO MiATBEPIKEHHS: Y PerioHax 3 00MEXEHUMH PecypcaMy [T BCTAHOBJICHHS AiarHO3y IMOTPiOHO IIPOBECTH, SK MIHIMYM, IHTEPIKTallb-
Huii 3armc EET, mo 1eMoHCTpye XapaKTepHUi reHepatizoBaHui MaTepH «CHAHK-MOBIIbHA XBHII» ITiJ] 4ac HECIIAHHS.

Homamxu: Hetnnosi kputepii BiicyTHi y nepeBaxHiii GinbIIOCTi BUNAMKIB, ale B OKPEMUX BUMAIKAX MOXKYTh MPOABIATHCA. X HAABHICTh Mae MPU3BECTH JI0 OGEPEKHOCTI y iarHoc-

THULI CHHIPOMY Ta PO3IIISAY IHIIMX CTaHIB.

Abpesiarypa: CLN2, uepoinnuit ninodycuunos 2-ro tumy; IESS, cunapom indantunpanx eninentuynux cnasmis; DEE, enniedanonaris po3Butky ta eninentuasa enuedanonaris; EET,

enexrpoeHuedanorpama; MPT, maraiTHO-pe3oHaHCHA TOMOTrpadist.

3. MioKIIOHIYHI HalaIu: TaKOX Ayke KopoTkoTpuBaii (<100
MC) 1 MOXYTh MIPU3BOAUTH A0 MamiHHA (Apomataku). [Ipu
HasBHOCTI MiOKJIOHIYHUX-aTOHIYHUX HAMadiB, CIiI Iude-
permitoBatu i3 EMATS.

4. ®oxanbHI HamaAW 3 MOPYIICHHSAM YCBiZOMIICHHS: BoHu
MOXYTh 3aJHIIATHCS (POKATHEHUMH a00 PO3BHBATHCS IO
JIBOCTOPOHHIX TOHIKO-KJIOHIYHUX HamaIiB.

. TenepamizoBaHi TOHIKO-KJIOHIYHI HaITaH.

6. HekoHBYJICUBHHIA CMIJICNTHYHUN CTaTyc: MPUONH3HO Yy
MOJIOBUHU-TPhOX uBepTeit marientiB 3 CJII' cmocrepira-
€THCS OMH a00 KiTbKa eTi30/1iB HEKOBYIECHBHOTO EIIiIen-
THYHOTO CTaTyCy, SIKi NPOSBISIOTHCSA ATUIIOBHMH aOcaH-
caMH 31 3MiHEHHM YCBiJOMJICHHSM, i3 TeHEpaIi30BaHUMH
a060 MyIFTH(OKATHPHAMH MIOKIOHIYHUMH 1 aTOHIYHUMH
KOMIIOHEHTaMH, a TaKOXX CepisIMH KOPOTKUX TOHIYHHX Ha-
MmajiB.

7. EnminenTu4Hi Cia3Mu.

9]

5.2.5 | EnexTpoenuedaorpama

@®oHOBa aKTHBHICTH MAaTOJOTIYHO 3MiHEHA 32 PaxXyHOK JHU-
(y3HOTO CIIOBiNBHEHHS B TeTa-AeNbTa Jiama3oHi, sfKe iHOIl
Moxe OyTu Oinblme BHpakeHe (HOKAIBHO, 3aJIE)KHO BiJl OCHO-
BHOI eTiofiorii. SIKIIO peecTpyroThbesl BHpaXkeHi OimapieTanbHi
TeTa-pUTMH, CIiJl IPUITYyCTUTH HassBHICTH EMALS. [l niaraoc-
Tuku CJII" 000B)SI3KOBUMH € [1BA IHTEPIKTAIBHI TATEPHH:

1. TenepanizoBaHi KOMIUICKCH «CIAHK-TIOBIJIbHA XBHJISD»:
Leit inTepeKTaNIbHUM TATEPH XapaKTCPU3YETHCS PEeeECTpa-
1i€r0 OiaTepasbHO CHHXPOHHHX, YaCTO JIOOHOJOMIHYIO-
yux cnaikiB (<70 mc) abo roctpux xBuib (70-200 mc),
3a SIKUMH CJTITyFOTh HETaTHBHI BUCOKOAMILIITYIHI MTOB1JIb-
Hi xBuii (350-400 mc). Lli KOMIJIEKCH BUHHKAIOTH 3 Yac-

tororo < 2,5 I'm (Pucynok 7A). Po3psian «cnaik-moBisib-
Ha XBWI» BHHUKAIOTH 3 BUCOKOIO YacTOTOIO, B MPOOIXK-
Kax. BiH moxe OyTH MoBysI3aHU 3 aTHIOBUMH aOCaHCaMH,
ajie 9acTo HapOCTa€ TI0 YaCTOTi Ta ciadmae 6e3 Oyab-SIKuX
KIIIHIYHUX KOPEIAIii K y cTaHi HeCIaHHs, TaK i 0COOIH-
BO yBi cHi. ['eHepaTi30BaHi KOMIUIEKCH «CITalK-TIOBUTFHA
XBIWILD» (2,5 T'1M) gacTimme 3ycTpidaloThes y MaJCHBKHX [Ti-
TeH, TOAl AK y MiJUTITKOBOMY Ta AOPOCIIOMY BiIli cItocTe-
piraeTbes 3HIKEHHS YaCTOTH CIIAHK-XBHIIBOBOTO MATEPHY.
ITicst 16 pokiB y GiMBIIOCTI MAIIEHTIB BXE HE CIIOCTEpira-
€THCSI TUTIOBOTO TIATEPHY «CIIAWK-TTOBITbHA XBHIISD», 1437143

. enepamizoBaHa mnapoKcH3MalbHA IIBUAKA AaKTHBHICTh

Ie#t matepH ckmagaeTscs i3 cmanaxiB audy3HOi ado
nBoctopoHHBOT mBUAKOL (10 'ty abo OinpIe) akTHBHOCTI,
III0 YacTO CIIOCTEePIraeThCs i 9ac cHy. SIK mpaBuio, BOHH
KOPOTKOYACHI, TPUBAIOTh KiJibka cekyHI abo menme (Pu-
cyHOK 7B).
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PUCYHOK 7 Cunnpom Jlennokca-I'acto. [okazano inTepikTanpHi Ta ikTanbHi nomirpadivni enexkrpoenuedanorpadiuni (EED) 3amucu. (A) Crocre-
PpIraroThCsi reHepaTi30BaHi KOMIUICKCH «CHAaWK-MOBiIbHA XBHL (Bix 2 1o 2,5 ') TpuBamictio 8 ¢, He MoB’s13aHi 3 Oyab-sIKUMH KIiHIYHHMHA o3Hakamu. (B)
I'enepamnizoBana mapokcu3MaibHa MBHAKA akTUBHICTE 10 ', Po3psiau crocTepiraioThes i yac CHy 1 He MOB)s3aHi 3 Oyab-IKHUMHU KIIHIYHUMH O3HAKaMH.
(C) Ixransua EEI" moka3ye reHepaitizoBaHy eJIEKTPOACKPEMEHTHY BiIOBIAb TPHBATICTIO 4C, MOB’s13aHy 3 ABOCTOPOHHIM TOHIYHHM CKOPOYCHHSIM BEPXHIX
KIiHILIIBOK, 1110 BiJINOBiJja€ TeHEPaIi30BAHOMY TOHIYHOMY Haraiy.
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Takox MOXYTH croctepirarucs (okaibHi a00 MyITBTH(O-
KaJIbHI MATepHH «CIAiK-ToBiTbHA XBWIs». Lli maromorivsi ma-
TEpH 3a3BHYail HE aKTUBYIOTBCS IIPH (OTOCTHMYJIALII.

ToHiyHI Hanaau, SKi 9acTO OYBAIOTh MAJIONOMITHHMH Ta MO-
KYTb HE PO3II3HABATHCH POANYAMH, 3a3BHYAIl pEECTPYIOTHCS Ha
EET cny. EET" kapTuHa TOHIYHUX HamaaiB CKIAJA€THCS i3 CIa-
Jaxy IBOCTOPOHHBOI HIBUJAKOI aKTUBHOCTI 3 yactororo 10 I'p
a0 BHIIE i3 PEKPYTUHIOBUM PUTMOM: Ha Hoyarky — asa au-
(dy3HOTO HEeKpeMeHTy (IpUTiHYeHHs (POHOBOI aKTHBHOCTI), 3a
SIKHM CIIIy€ TTOCTYNOBe HapocTaHHs amiutiTyau (Pucynok 7C).
[omnirpadiuni 3amucu mix 9ac TOHIYHUX HAMAMiB YacToO ITOKa-
3yIOTh KOPOTKOYACHE aITHOE 3 eJIEKTPOMiorpadiyHIM CKOPOUYEH-
HSM aKciaTbHUX M’s31B Tynmy0a. Uepes 11i xapakTepHi 03HAKH 3a-
UC CHY Moke OyTr kopucHuM Ut qudepenmianii CJIT Bix iH-
[IMX CHHAPOMIB ETIiJIeTICii.

AtunoBi abcaHCH NOB>SI3aHi 3 KOMIUICKCAMH «CTIAHK-TTOBIIIb-
Ha xBWID» (<3 ['m), Xoua GyBae CKIIaTHO HiTKO pO3MEKYBATH iK-
TaJbHI Ta IHTePEKTaIbHI MATEPHH «CIIAHK-TIOBITHHA XBHIIS.

5.2.6 | Bizyaaizauis

OCKITBKH CTPYKTYPHI TPUYHHU € HAHOULIBII momupe-
HOIO €Ti0JIOTI€0, HAIMTOJIETIIMBO PEKOMEHIYETHCSI TPOBEICHHS
MPT Ha nogaTKy 3aXBOPIOBaHHS, OCKIJIBKH I1€ MOXKE BILUTHHY-
TH Ha yXBaJEHHS PIIIEHHS MPO JIKyBaHHA.!*® MoXyTs OyTH
BUSIBJICHI Pi3HI CTPYKTYpHI €TiONOTii, BKIFOUaOUn (HOKaIb-
Hi abo mudy3HiI Bagu PO3BUTKY KOPH TOJIOBHOTO MO3KY, TY-
Oepo3HUil CKIIepo3, MyXIUHU a00 HAOyTi YIIKOIHKEHHS MO3-
Ky, Taki sIK TIHOKCUYHO-imIeMivyHa eHnedanonaris. [loBropae
ob6cTexeHHs mamieHTiB 3 CJII” Mo)ke IpU3BECTH A0 BUSBIICH-
HSI CTPYKTYPHOI €TiOJIOTi1, MPOMYyIIeHOI TIPH TOTIepeaHi Bi-
syamizarii.'4” MPT Take MOXeT OBITh B HOPME.

5.2.7 | TeneTu4uHe A0CTiTKeHHSA

[atorenHi BapiaHTH B OaraTbox reHax OyIii MOB>sI3aHi 3 €Ti-
onoriero, mo Bukimkae CJIT, 1 3a3BH4ail BUHHKaIOTH de novo y
qaTeHA, #4819 Tinmuii psiq XpOMOCOMHHX aHOMAJTiH Ta BapiaHTiB
gricna Komii Oymu moBys3ani 3 CJII, Tomy XpoMocoMHHI aHa-
713, Mikpoeppeil Mae BaxuBe 3Ha4eHHS. MO)KHA BUKOPHCTOBY-
BaTH HU3KY IIIXOMIIB JI0 CEKBEHYBAaHHS HACTYIHOTO ITOKOJiHHS,
B izeasi cekBeHyBaHHS BCHOTO €K30MY UM IaHENb TEHIB errije-
11cii, 0coOIMBO SIKIIO Mmicis KiiHIgYHOro oocrexeHus ta MPT He
BHSBJICHO JKOMHOI eTiojorii. KpiM Toro, reHeTHYHE TECTyBaH-
HS TAKOXK CJiJ pO3TIIIHYTH AJIS TIAMI€HTIB 13 CTPYKTYpHUMH I10-
PYLICHHSIMH TOJIOBHOTO MO3KY, SIKi BKa3yIOTh Ha OCHOBHY I'€He-
TUYHY PUYHHY.

5.2.8 | MeratoJiiune A0CTiTzKeHHA

Y nooguHOKMX Bunagkax CJII" Moxke OyTH BUKITUKaHUN HEW-
POMETAa0OMIYHIM PO3NIaAoM. SIKIO Bi3yautizarliss 4M TeHETHUHi
JTOCTIKEHHS HE BUSBUIIN €TI0JIOTi1 3aXBOPIOBAHHS, CIIL/T PO3TIIs-
HYTH MOXJIUBICTH TIPOBEJCHHS META0O0ITHOTO JTOCIiIKCHHS.

5.2.9 | Audepenuiiina giarnocTuka

IHumn eninerncii:

® CuHzapoM iHOAHTWIPHAX CIUIENTUYHUX CIa3MiB MOXe

nporpecyBard 10 CJII" i po3pi3HUTH Wi CHHAPOMH B Tie-
peximgHuii epion OyBae Henerko. Ha BiqMiHy Bix cra3wmis,

TOHIYHI HalaJW 3a3BUYall TPUBAIOTH OinbIle 3 ¢ i HE pee-
CTPYIOTBCS B KJIacTepax ITiJ] yac IpoOyIKEHHS.

® EMALS Bipi3HAETHCS HOPMAJIHHUM PO3BUTKOM IO TI0YAT-
Ky HamafiB y 6araTb0X BUITaKaX, MiOKIIOHITHIMH-aTOHIY-
HUMH HallagaMu Ta OUTBII IBHIKAM TeHEPali30BaHUM T1a-
TEPHOM «CIIAHK-TIOBIUTbHA XBHJIS», 13 9aCTOTORO >3 T'II.

® Cunzapom /[lpaBe BUPI3HIETHCS TPUBATUMHE, TeMIiKJIOHIU-
HUMH HalajaMy, CIIPOBOKOBAaHUMH HamaJaMy Ha IEpIIo-
My POIli KATTSI, TOHIYHI Hamaau (SKIIO0 BOHH €) BHHUKA-
0T JIUIIIE Ti3HiIIe.

® [ami emienTu4Hi eHnedanonarii Ta eHedanomarii pos-
BuTKy (DEEs) 3 paHHiM moJaTKOM Ta 3 KiTPKOMa THIIAMH
Harmasmis.

® DEE-SWAS a6o EE-SWAS mnoB»s3ani 3 perpecom Ta BH-
PaKEHOI0 aKTHBAIIEI0 EMUIENTH(QOPMHUX MOPYIIEHb yBi
CHIi, 3 Maibke Oe3nepepBHUMHU AU(DY3HHIMH KOMILIEKCAMH
«CTIAMK-TIOBLIbHA XBHIIS».

® Cunzapom kimereBuaHOi (20-01) XpoMOCOMH TIOB)SI3aHHUN
3 pepakTepHOi eniIenciero, IHTeIeKTyaTIbHOI HEIOCTAaT-
HICTIO Ta MOpPYIICHHSIMHU MTOBEIIHKHU;, TOHIYHI Hammagy 3a-
3BHYail BUHUKAOTB ITiJ] Yac CHY, TOJI SK y MAIli€HTIB y CTa-
Hi HECHaHHS YacTO CIIOCTEPIraeTbcs HEKOHBYIbCHBHHN
eMUIENITHYHUH cTaTyc.

® Jlo6Ha (hopma emisencii Moxe IPOSIBISTHCS TBOCTOPOHHI-
MU TOHIYHUMH HalajaMy, 9acTo 3 aCHMETPHYHUMH O3Ha-
kamu. Kommieken «craik-noBinbHa XBUJIS» Ta TEHEPAi-
30BaHa apOKCH3MaJIbHA IIBUIKA AKTHBHICTB HE CIIOCTEPi-
TafOThCA.

® PinkicHi MeTa0ONiYHI MOPYIIEHHS MOXYTh IPU3BECTH JI0
tdenorury CJII. 3axBoproBanHs CLN2 (HeHpoHaIBHOTO
LEpOiTHOTO JIMOYCUUHO3Y, 2-TO THITY) 3a3BHUYal MOYHHA-
€TBCS Y MITeH 13 HOPMAJIBFHAM PO3BHTKOM a00 3 i307IbOBa-
HOIO 3aTPUMKOI0 MOBJIeHHs. [licis meGroTy HamafmiB cro-
CTEpIraeThCs MPOTPECyIoue 3HIKEHHS PyXOBHX Ta KOTHI-
TUBHEX 31i0HOCTeH Ta arakcis. Ha EET" xapakrepna nosiBa
(hoTomapokcH3MaNbHOI BiAmOBii Ha yacToTax 1-3 I'm.

5.3 | DEE-SWAS ta EE-SWAS

DEE-SWAS ta EE-SWAS BigHOCHTBCS 10 CHEKTPY CTaHiB,
SIKI XapaKTepU3YIOThCS PI3HUMH KOMOIHAIisIMH KOTHITHBHOTO,
MOBHOT0, IOBEAIHKOBOTO Ta MOTOPHOTO perpecy, a TaKOK BHpa-
JKCHOIO aKTHBAIlI€I0 CIAaWK-XBUJIBOBOI aKTUBHOCTI YBi cHi. Pe-
Tpec CIIOCTEPIraeThCsl MPOTATOM KITBKOX TYDKHIB TICTS ITOSIBU
naronoriganx 3MiH Ha EET. DEE-SWAS ta EE-SWAS wmarots
cxoxi kimiHigHI 03Haku (Tabmuis 10) Ta miaxoau 10 BEICHHS 1a-
HieHTiB. BoHUM 3rpymoBaHi pa3oM, OCKUTBKH MalOTh i CXOXI Ha-
CITIIKH, OKPIM LIBOTO JAHWH CHHIPOM IependavyaroTh 3)sCyBaH-
H cHenu(ivHUX KIIHIYHIX OCOONHMBOCTEH TpH OIIANl JWUTH-
HH, TaKUX K CIlyXOBa arHosis, IIoOaJbHUI perpec MOBEeIiHKH
Ta MOTOPHHX HAaBHYOK, HETaTUBHUI MiokioHyc. Lleil curapom
MTOKJIMKaHWH 3aMiHUTH CHHIPOMH, SIKi paHille HA3UBAJUCS eIli-
JENTUYHOIO eHIledaonariero 3 0e3mepepBHAMU KOMIUIEKCAMHU
«CTIAMK-TIOBUTFHA XBUJISDY yBi CHI, aTHIIOBY JOOPOSKICHY Iapii-
aNbHY erniiernciero (cuaapom ncesno-Jlernokca). Cuaapom Jlan-
nay-Kinedduepa (CJIK) e cnerudivamm minrumom EE-SWAS,
IIPH SIKOMY perpecisi TOPKAaeThesi B OCHOBHOMY MOBH 3 Ha0yTOO
CIIyXOBOIO arHO3I€l0, 1 eMOHIM, 10 BUKOPUCTOBY€ETHCS VIS OIH-
Cy IIbOTO CHHIPOMY, TIOBUHEH OyTH 30epexeHnit (PucyHok 8).

Jnst migTBepmkeHHS miarHO3y HeoOximHo mpoBectd EEI
B crazii cHy. EEI" marepH, nopysizanmit 3 EE-SWAS Ta DEE-
SWAS, OyB Bimomwuii SIK €IEKTPUYHHN CHUICHTHYHHA CTaTycC
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cay (ESES).!L5 Jeropuuno ckmanocs Tax, mo ESES BusHadaeTs-
¢ K Mafbke TIOCTilHa eminenTrdopMHa aKTHUBHICTB, IO 3aiiMae
>85% TOBITBHOXBHIILOBOTO CHY; ITPOTE HIDKYMI BiJICOTOK errisie-
TU(POPMHOI aKTUBHOCTI YBi CHI TaKOK MOXKe OyTH TOB)SI3aHUH i3
3HaYHUM PETPECOM KOTHITHBHHX Y1 MOBEIIHKOBIX (DYHKIIiH.

B nmanmit vac EE-SWAS niarHocTyeThesl y MallieHTIB 13 1morie-
peAHIM HOPMAJbHHM PO3BHTKOM Ta 3 AKTHBAIIEI KOMILICKCIB
«CHalK-TIOBiTbHA XBIJID) 3 9acTotoro 1,5-2 'y NREM-craii cHy.

DEE-SWAS niarHOCTY€ThbCSA y TAIi€HTIB i3 BXKE iCHYIOYH-
MH TIOPYIIEHHSIMH HEBPOJIOTIYHOTO PO3BUTKY Ha ITiICTaBi JJOKY-

. .
Epilepsia 1Z
MEHTAaJIBHO MiATBEPIKEHOTO CTIHKOTO perpecy OKpeMo 4H B MO-
€JHaHHI KOTHITHBHHX, Y{ MOBJICHHEBHX, YU MOBEIIHKOBHX, YH
MOTOPHUX (QYHKIIIH, i IIe CYIPOBOMIKYETHCS 3HAYHOIO aKTHBAIIi-
€10 KOMIUIEKCIB CIIalK-TIOBLIbHA XBWIIA Tix dac cHy. Ciig yHH-
KaTH TilepIiarHOCTUKH IIbOTO CHHIPOMY 3a BIICYTHOCTI SIBHO-
0 Ta CTIHKOTO perpecy.

Crermndiuni  cuaapoMu  (okambHOi eminmencii, Taki sK
SeLECTs i SeLEAS, a6o iHmi cTpyKTypHi (OKaIbHi emisencii
MoxyTh nepexonuti B EE-SWAS, abo tpansuropHo, abo Ha
TPUBAJHH Mepiox yacy.

TABLE 10 Eminenruuna enredaronaris Ta eniedanonarisi po3BUTKy (DEE) 3 SWAS

Ta eniyienTu4Ha eHredanonaris (EE) 3 SWAS
O00B’513K0B1 KpHTEPIT
Hanaau

EEl' Kommnekcn “‘calik-moBijibHA —XBU-
n51”(1.5-2 ') y NREM oasi cay
AxrHBallis eninenTuopMHOI aKTUB-

HOCTI yBi CHi

Bik mogarky

KoruiTHBHHH, TOBEAIHKOBHH YH PY-
XOBHH perpec 4 IUIaTO, THMYACOBO
noB’si3aHi 31 SWAS na EET’

Po3BuTOK Ha movyaTky

JloBrocrpoxoBuii
pe3ynbrar

Pewmicis marepry SWAS na EET" 1o ce-
PEeIMHU IiUTITKOBOTO BiKy, Xo4a EEI
9acTO 3aJIMIIAETHCS MATOJNIOTIYHO 3Mi-
HEHHM

Hertunosi kpurepii Kpurepil BUKIIOUEHHS

Toniuni Hana/u B cTazii CHY Eninentuyni crnasmu

I'enepanizoBana MapOKCU3MalbHa
LIBU/IKAa aKTUBHICTH YBi CHI (pO3IJIsi-
naetbest cuHapoM JlenHokca-I'acto)
I'enepanizoBani KOMILJIEKCH
«crak-moBiIbHA XBWIIDY <2.5 'y
craHi HecnianHs Ta cHy (/1 3 cunapo-
MoM Jlennokca-I"acro)

>1 ta <2 poku <1 poky a6o >12 poxkiB

MPT He noTpiGHO [U1s1 BCTAHOBIICHHSI TIarHO3Y, aJie 4acTO MPOBOJUTHCS IS OLIHKK OCHOBHOI etionorii. 3amuc EET B crazii cHy - 000B’s3KOBHil /1Sl BCTAHOB-

JICHHS 1iarHO3Y.

Cunzapom 6e3 1ab0paTopHOro MiATBEPIKEHHS: Y perioHax 3 00OMeKEHHMH pecypcaMu el CHHIpoM He Moxe OyTu miarHocroBanuii 6e3 EEI chy.

Homamxu: HeTunosi kputepii BincyTHi y mepeBaHili GiBIIOCTi BUMA/KIB, aje B OKPEMHX BHIAIKAX MOKYTh IPOSBIATHCA. X HASBHICTH Ma€ MPH3BECTH JI0 06EPEKHOCTI y JTiarHOC-

THL[ CHHAPOMY Ta PO3IVISLY iHIIMX CTaHiB.

AoGpesiarypa: EET, enekrpoenuedainorpama; MPT, MarnitHo-pe3oHancHa Tomorpadis; SWAS, akTHBaLisi KOMIUIEKCIB «CIIaiK-TIOBIIbHA XBUJISD YBi CHI.

5.3.1 | Emigemionoris

DEE-SWAS Ta EE-SWAS 3ycrpivyaforscst pinko, Ha iXHIO
yacTKy npunaznae 0,5% — 0,6% ycix eminerncii, mo crnocrepira-
I0ThCS Y TIEIaTPUYHKX CMUISITUYHUX [eHTpax.'>!1-153

5.3.2 | KiiniuHa kapTuHa

DEE-SWAS ta EE-SWAS xapakrepusytoTscsi 1e010TOM Cy-
oM y Bili Bixx 2 10 12 pokiB (mik = 4-5 poKiB), MpH EOMY KOMTI-
JIEKCH «CHAWK-TTOBLIbHA XBIJIS» YBi CHIi 3’ sBISIOThCS Ha EEI
yepe3 1-2 poKH MicJisl TOYaTKy CyJOMHHUX HallaJliB B ITO€IHAH-
Hi 3 KOTHITHBHOIO/TIOBEAIHKOBOIO perpecieto abo miaro. Cra-
TEBUX BIIMIHHOCTEH B YacTOTi 3aXBOPIOBAHOCTI HE BigMida-
€ThCSA. AHaMHE3 XBOPOOHM Ta IiCTOPIis MOJOTIB 3a3BUYAi He-
OOTSDKEHI; MPOTE CTPYKTYPHI ypa’keHHs MO3KY € (pakropom
pusuky po3Butky DEE-SWAS ta EE-SWAS. 3okpema, 3 num
CHHIPOMOM IIOB)SI3aHi TPABMHU TalaMmyca B PaHHbOMY BiLli'>* Ta
BaJH PO3BUTKY, TaKi K TBOCTOPOHHS IOIIMIKPOTIpis 3 ypa-
JKEHHSIM TIEPUCIUTBBIEBUX JIISTHOK MO3KY; TOMY 3a OyIb-sKO1
MOJKJIMBOCTI PEKOMEHAYETHCSI MPOBOAWTH HEWPOBI3yasliza-
miro, ocobmuBo MPT. HeBponoriuae oOCTeXKeHHS Ta TECTY-
BaHHS PO3BUTKY JUTHHH MOXYTh OyTH B MEKax HOpPMH abo
BioOpa)kaTu NPUXOBaHy CTPYKTYpHY aHOMajilo MO3Ky. Pe-
rpec KOTHITUBHUX, ITOBEJIHKOBUX HAaBHYOK UM ICHUXIiaTpuy-
HI pO3JIali € OCHOBHHUMH CHMIITOMAaMH LOTO CHHIPOMY.
MoxyTh OyTH MOpPYIIEHI BCi KOTHITHBHI c(epH, BKIIOYAIO-
YU MOBJICHHS Ta CIIUJIKYBaHHS, THMYaCOBO-IIPOCTOPOBY Opi-

€HTAIliI0, YBary Ta COIliaJbHy B3aeMOif0. Takok MOXe CITo-
cTepiraTtucs pyxoBHH perpec i3 Aucrupakciero abo AUCTOHIY-
HUAMH TIposiBaMu.'>® HacTymHi Bi3UTH 3 KITIHIYHOIO OIIHKOIO,
EEI" Ta HEWpONCUXOJIOTIYHAM TECTYBaHHSAM MalOThb OyTH 3a-
IJIAHOBAHI HA BUXiTHOMY PiBHI Ta B JMHAMIII JIs OITIHKH €BO-
JOITIT CHHIpOMY. 1%

5.3.3 | IlepeGir 3axBOpIOBaHHS

Koiniuni Hanagu 3a3BUYail IPOXOMSTH Y MEPiosl CTaTeBO-
TO O3piBaHHS, HABITh Y MAII€HTIB 13 CTPYKTYPHUM ypa>keH-
M.’ KiniHiuHi Hamajgu MUHAIOTH JI0, B Yaci 4M ICIs pe-
somortii EET-miarepny.'s” Tlarrepp SWAS na EED Takox
MHHA€E 3a3BUYail 10 TiLTITKOBOTO Biky.’#!%° Boruwumiesi ma-
TOJIOTIYHI 3MIHH MOXYTh 30epiraTucs SK I 9ac HECIaHHS,
1 Mg yac cHy. ApXiTeKTypa CHy HOPMaJli3y€eThCs HIiCIsS Pe3o-
ol SWAS. 138

3a3BHUYall CIIOCTEPITAETHCS MOKPAIEHHS! HEHPOKOTHITUB-
HUX Ta TOBENIHKOBHX (yHKIi 3 pesomoniero SWAS Ha
EET.'°OHak y 6ararbox MAIliEHTIB € 3aJMIITKOBI MOPYIICH-
H3l, SIKI MOXKYTbh OyTH TOBOJI CEpHO3HUMH, i 0OOMEXYIOTh He-
3aiexHe (yHKIIOHYBaHHS NMPHUOINU3HO Y ITTOJIOBHHH TAIli€H-
TiB.'®"1¢2 TpusayicTe Ta eriosnoris DEE-SWAS 1ta EE-SWAS
€ HalO1IBIIT BAXKJIMBUMH MPETUKTOPAMHU PiBHS KOTHITUBHOTO
(hYyHKIIOHYBaHHS, pU3UK HETaTHBHOTO MPOTHO3Y BUIIUH MpH
TPUBAIIOCTI TaHOTO CHHAOMY >2 pokKiB.!®® Bimbin Hecmpusr-
JIMBI PE3yJbTaTH TAKOXK CIIOCTEPIraloThCsl P PAHHBOMY I10-
garky DEE-SWAS. 163
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EE or DEE with spike-wave activation in sleep

Bincytuicte DEE

SeLECTS
SeLEAS
COVE

Boraumesi ¢oxanbHi
enirencii, Hap. PMG

- Motopwui
- AYTHCTHYHI pUCH

Boruawumiesi uun Ginar
HE3aJIeXKHI CIIAlK-P

ATtnroBa 100OposiKicHa
(BOTHHIIIEBA) CTILICTICIS
JUTSYOTO BIKY

EE: ®dmroktyartii/perpec B
- KorHiTHBHOMY PO3BHTKY
- [ToBeIIHKOBUX HABHYKAX

Ennedanomnaris i3
CSWS

‘

C-m Jlannay-

Kiredduepa

PUCYHOK 8 Ennedanonaris po3BuTKy Ta eninentuyna enuedanonaris (DEE) abo eninentrnyna enuedanonaris (EE) 3 akTuBaiieto KOMITJIEKCIB
«crIalK-TIoBiIbHA XBHIIS» YBi CHI (SWAS) BiZTHOCSATBCS 10 CIIEKTPY CTaHIB, SKi XapaKTePU3YIOThCS Pi3HUMH KOMOIHAIIIsIMI KOTHITHBHOTO, MOBHOTO, T10-
BEJIHKOBOTO Ta MOTOPHOTO PErpecy. aKTUBALII€I0 CHAK-XBUJIb YBI CHI. Perpecis cnioctepiraeTbest MpOTATroM KiJIbKOX THIKHIB 3 JJAHUMU elleKTpoeHueda-
norpadii. Lleit curapoM npu3HAYEHHUIT 17151 3aMiHN CHHAPOMIB, sIKi paHillle Ha3UBAJIH SIUICIITHYHOIO eHIedaonaTiero 3 6e3nepepBHIMH ClIalKaMH Ta XBHIISIMU
YBI CHI Ta aTHIIOBOIO TOOPOSKICHOIO MapIiajbHO erienciero (ncepao-cunapom Jlennokca). * Cunnpom Jlanaay-Knedduepa e cnienudivaum nigrunom EE-
SWAS, npu sikoMy perpecis 3adinae roJoOBHIM YHHOM IIPOMOBY 3 HaOyTOIO CIIyXOBOIO arHo3sicro. Crierudivai CHHAPOMH (OKaIBHOT eMijIerncil, TaKi sk ermi-
JICTICIs, IO CaMOOOMEKYEThCS, 3 IEeHTpoTeMnopansHumMu cnaiikamu (SeLECTS) i eninencis 3 BereraruBHUMY Haragamu (SeLEAS), o caMooOMexyeTh-
cs1, b0 1HIII CTPYKTYpHI (hokanbHi eminencii, MoxyTs po3BuBatucs B EE-SWAS a6o tumuacoBo, abo npotsirom Tpusaioro nepioxy. CSWS, 6e3nepepsHi
KOMITJICKCH «CHaiK-MOBUIbHA XBUJIsH» Mif yac cHy, N-REM, He mBuakuii pyx ounma; PMG, noniMikporipis

TakuM YHMHOM, paHH TiarHOCTHKA MA€ IEPIIOPsTHE 3HAYCH-
HS JUTS TTOYATKY JIIKYBaHHS 3 METOIO ITOKpAICHHsI JOBIOCTPO-
KOBOTO TIPOTHO3Y, HaBITh SIKIIO JESKi MPUYUHN HE ITiUIal0THCS
JIKyBaHHIO (€TIOJOTisI Mae BIU3HAYAJIbHE 3HAYCHHS), X04a 1HOmi
nipu ycyHeHHi EEI -narepHy KTiHIYHOTO TOKpAIIeHHS MOXXe He
HacTatd. TMM He MEHIII, 3JTUIIKOBI TIOPYIICHHS MOXYTh 30epi-
raTucs mcis peMicii HaraaiB Ta SWS, sika Mo)ke HacTaTH depe3
KUTbKa MICSIIIB O 7 POKIB MICIIS IOYATKY 3aXBOPIOBAHHSL.

5.3.4 | Hamagn

[Ipu mpoMy CHHIPOMI HEMae XapaKTHEPHOTO TOMiHYHOYOTO
BHIY HamafaiB. Buj HamaniB 3a1eXUTh BiJl OCHOBHOI €TiOJOTii.
Bimemr Toro, EE-SWAS ta DEE-SWAS MoXyTh 3ycTpidarucs y
TIAITIEHTIB, Y SKUX HEMae KITiHIYHUX HalaIiB.

Y 6inBIIOCTI MAIEHTIB BIKOM Bij 2 10 5 poKiB B 1e0IOTI XBO-
pobu criocTepiraroTbest HEYacTi CyIOMH, a00 TaKi, SKi MATAI0ThCS
MEIUKaMEHTO3HOMY JIIKyBaHHIO. 3a3BHYaii e JOKAIEHI MOTOPHI,
3 IOPYIIEHHAM a00 03 OpyIIeHHs YCBIMOMICHHS, YH (hOKaIbHI
X SBOIIOIIEI0 B OiylaTepaibHi TOHIKO-KIIOHIYHI Haman. [Ipucrty-
ITH 3a3BUYAH TTOTiPIIYIOTHCS 3 TIOSBOYO KUTHKOX THITIB HarmamiB. [lo
HUX BITHOCATHCS (OKAJBHI HAMaAW 3 MOPYIICHHSM a0o 0e3 rmo-
PYIICHHS CBiZIOMOCTI, THITOBI Ta aTWIIOBI aOCAHCH, aTOHIYHI Ha-
maau Ta GOoKaTbHI MOTOPHI HaIlaay 3 HETaTUBHIM MiOKIIOHYCOM.

5.3.5 | Enexrpoenuedasiorpama

Xapaxrep EEI 3anexuTs Big ocHOBHOI etionorii. doHoBa
AKTHBHICTb IIiJl 4ac HECNaHHS MOXe JIEMOHCTpyBaTu (hoxajb-
He abo audys3He CIOBUILHEHHS (OHOBOI aKTHMBHOCTI 1 4acTo
MIiCTUTH (hoKaJbHI 200 MYIIBTU(OKANBHI TOPYIICHHS, ajle MOXKe
Oyt HopManbHOIO (PucyHoK 9A).

EninenrrdopMHi IOpYIIIEHHS T 9ac HECTIaHHS He € Oe3repepB-
HUMH. Y CTaHi APIMOTH Ta YBi CHI CIIOCTEPIracThCA BUPaKeHA aKTH-
BAIlis eMLTENTH()OPMHOI aKTUBHOCTI, 3 KOMITIEKCAMH «CTIaHK-TIOBLITb-
Ha xBw» (1,5-2 I'm) y NREM ¢azi cHy. Sk npaBuio, 1151 akTHBHICTH
Takok criocrepiraereest y 11 cranii cay (Pucyrok 9B). SWAS 3a3Bu-
Yaif Mae IQy3HHUI XapakTep, ale MOKE PeecTpyBaTHcs (HOKAIBHO
(3a3BMUail Hap JIOOHIMH JUTSTHKaMK) ab0 MymnbTHdokaitsHo. [1in gac
CHY 31 IIBHAKAM PYXOM Odeii TOPYIICHHS CTAI0Th MEHII YacTiMH a00
HaBITh MOXYTh OyTH BifcyTHIMI. HopmarpHa apxiTeKkTypa cHy (Bep-
IIMHHI TOCTpi XBHJIi, COHHI BepereHa Ta K xomruiekcr) BincyTHs abo
BakKo rioMiTHa. Moske 3Ha00uTHCs EEIT HiuHOTO CHY, OCKLUTHKH TIpH
amOymaropHilt EEI” cHy OBLUTBHO-XBIJIBOBHIA COH MOXKE OyTH HE J0-
csarayTuil. [kransHa EEIT kopentoe 3 TUIom Hamazy.

5.3.6 | Bizyanizauis

HeiipoBizyamizamiss Moke OyTH HOpPMaNbHOK a00 JIE€MOH-
CTpYBaTH OCHOBHI CTPYKTYpHI aHOMajii MO3KY, SIKi MOXYTb
OyTH BpOJDKEHMMH (HalpHKIIAJ, MepiciibBi€Ba MOTIMIKPOTipis)
a00 HaOyTHMU (YpaXXCHHs Tajlamyca).

5.3.7 | T'eneTu4He AOCTiMKEHHSA

Jlesiki BUIIaAKN MArOTh TEHETHYHY OCHOBY 1 MOXKYTh MaTH
MOHOTEeHHE a00 KOMIUIEKCHE ycrmankyBaHHs. CiMelHmil aHa-
MHe3 oOTshxeHui mo emisencii y 50% mnarienris i3 DEE-
SWAS a6o EE-SWAS.!** OcHOBHOI0O MOHOTEHHOIO TPUYH-
HOWO € GRIN2A, mo Koxye cyOOAMHUINO anbda-2 pernenTo-
pa mmyramary N-metui-D-actaprary (NMDA).!2 [latorenni
BapiaHTH TIOB)S3aHi 3 PI3HUMH 32 TSDKKICTIO (EeHOTHHaMHU
DEE-SWAS. 315 T1i mromu MaroTh XapakTepHi MOBHI 0COOITH-
BOCTI, SIKi MOKYTb 30epiraTucst y TopoCIIoMy >KATTi. %
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PUCYHOK 9 Eninentuyna eHriedanonaris 3 akTHBAIli€l0 KOMIUICKCIB «CITalK-TIOBLUThHA XBIIISH yBi CHI. [Tokaza-
HO 3anucu nojirpagignoi enekrpoennedanorpadii (EED) y ctani HecrraHH: Ta CHY. (A) EET y cTani HecnianHs 1eMOHCTPY€E
(hOHOBY aKTHBHICTb, III0 XapaKTepHu3yeThes anbha-purmom 9-10-I'11, 3 HIKIOIO aMILTITYIO0, & TAKOX [IBUIKO-XBU-

JIbOBOIO aKTHBHICTIO B OlMaTepaabHUX MEPEIHIX 00IacTsX.

EminentudopManx nopymeHs Hemae. (B) Ilix yac cay cro-

cTepiraroThest Oe3nepepBHi reHepai3oBaHi KOMITJICKCH «CITAalK-TTOBIIbHA XBUJIS

5.3.8 | Audepenuiiina giarnocTuka

[HIIl eninenTuYHI CHHIPOMHU:

® [Ipu SeLFE Moxe Tex crocTepirarucs BHpa)KeHa aKTH-
Ballis eninentuOpMHUX MaTepHIB YBI CHi, ajie HeMmae
TUMYaCcOBOT0 KOTHITUBHOTO a00 MOBEIIHKOBOTO perpecy,
1oB’s13aHoTO i3 mosiBoro SWAS na EEI.

® CrpykTypHi (DOKabHI emijerncii MOXyThb CyIpOBOJKYBa-
THCS (POKANTEHUMH IOPYIICHHSIMH, SIKI MOXKYTh aKTHBI3Y-
BaTUCs YBI CHI, aje MPH IbOMY HE CIIOCTEPIraeThCsi TUM-
YacOBHH KOTHITHBHHI ab0 MOBEAIHKOBHI perpec, mos’s-
3anHui 3 BusiBneHHsIM SWAS Ha EET

® [Ipu CJII" EET -kapTiHa BUpPI3HAETHCS aKTUBHUMH KOMILIEK-
CaMH «CTIalK-TIOBIIbHA XBIJISD) MiJ] YaC HECIIaHHS Ta CHY, a
takox EEI cHy, 1110 ToKa3ye reHepati3oBaHy MapoKCH3Maib-
HY UIBUJIKY aKTHBHICTb, YACTO PEECTYIOTHCS TOHIYHI HAIIA/IH.

[Hm cranu:

® Jlit; 3 po3afgamy ayTHCTUYHOTO CIIEKTPY 3 IHTEIEKTyaJIbHOIO
HEJIOCTaTHICTIO abo 6e3 Hei, ane 6e3 perpecy MOXyTh JEMOH-
CTpYBATH aKTHBALLIIO eNienTH()OPMHIX NAaTePHIB YBI CHI.

® KorHiTHBHHIA perpec BHACHIIOK HIIHX €TIONOTYHNX (paKTOpIB.

5.4 | Cungpom (¢edpuIbLHOI emijiencii,
acouiiioBaHoi 3 iH(ekiiero

FIRES (paHiire Takox BimoMuil sk rocTpuil eHuedanlt 3
pedpakTepHIMH, TTOBTOPIOBAHUMH MapIliaIbHUMH HallagaMA

abo pyHHIBHA emiJienTuYHa eHuedaonaris y JiTed mKiIbHO-
IO BIKYy) € ONHIEIO 3 NMPUYHH MMOYaTKy pedpakTepHOro eIijier-
THUYHOTO CTATYCY, SIKMi BUHUKAE MEPEBAXKHO Y MTEH Ta MiuTiT-
kiB (Tabmuus 11). [epemye oMy emnizon iH(EKLIiHOTO 3aXBO-
PIOBaHHS, IO CYTIOBO/DKYETHCS JIMXOMAHKOIO B Tiepion Bij 24
TONMH JI0 2 THKHIB J0 BUOYXOBOIO MOYATKy HajpedpakTepHO-
TO EMUICITHYHOIO CTarycy; JUXOMaHKa Moyke OyTH 4H He OyTh
Ha TOYaTKy eMijIenTHYHOro crarycy.'® Toctpa dasa, mix yac
SIKOT Hamau AyKe Baxki, TpuBae 1-12 TrokHiB,'® 111 yac el
(ha3u cMEpTHICTH Ta 3aXBOPIOBaHICTh BUCOKI. ITicis 1iporo Ha-
CTae XpoHiYHa (a3a, KojH y OLTBIIOCTI JTFOAeH, 110 BHXKHJIH, 3a-
JIMIIAETHCS (PapMaKOPE3UCTHTHA MYJIBTH(OKAIEHA EITIeTICis 3
PI3HUM CTyIIEHEM IHTEJIEKTYaJIbHOT HEIOCTaTHOCTI 200 TPYIHO-
amMy y HaBuaHHi. [IpyunHa 3aXBOpIOBaHHS HEBiJIOMa, ajie BCe
OiJIbllle JaHUX CBIAYMTH MPO TETEPOreHHY €TIOJOTIIO, IO MPH-
3BOJIUTH 0 OJIMCKaBUYHOTO HeHpo3araieHHsl, 0e3 OrocepeaKo-
BaHMX aHTHTLL. 681

5.4.1 | Emigemionoris
Le piakicHuit cuHApOM, SKHH, IMOBIPHO, HEAOCTATHBO PO3-
mi3HaHKUH, TOIHPeHicTh — | Ha MinbiHoH.!™

5.4.2 | Kniniyna kapTHHa

FIRES Haituacrime 3ycTpi4aeTbesi y OiTEH IIKIIBHOTO BIiKY
(y cepemaboMy Y 8 POKIB) i3 THIIOBUM BIKOBHM Jiara3oHom 2-17
pokiB.1%5117! Biy Hag3BUUaitHO pimKo 3yCTpivaeThes y Bili 10 2
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pilepsia
POKIB i MOXKE ITOYaTHCS B Pi3HOMY Billi, aJie PiIkO MOJKE BUHUKA-
TH B MOJIoZioMY Birli. CXMIIbHI 0OHMBI cTaTi 0 3aXBOPIOBAaHHS, 3
HEBEJIMKUM IIepeBayKaHHAM 40noBiuoi crari.'”' [lepuHaransumii
aHaMHe3 3a3BHYail HopMaidbHUNA. Ha MOMEHT orsimy mitu HOp-
MaJIbHO PO3BHMBAIOTHCS, HE MAlOTh B aHAMHE31 ITONEPEaHIX He-
BPOJIOTIYHHX 3aXBOPIOBAaHb, B TOMY YHCII €IIJIETICii, Ta MAalOTh
HOPMaJIEHUH PO3MIp TOJIOBH.

Bci miti MaroTh B aHaMHE31 €Mmi30 iH(PEeKIiHHOTO 3aXBOPIO-
BaHHS, 110 CYNPOBOUKYETHCS JINXOMAHKOIO, HalyacTime Bepx-
HIiX IAXaJbHUX NUIXiB 200 MUTYHKOBO-KUIIKOBOTO TPAKTY, y TIe-
piox Bix 24 roauH 10 2 THXKHIB 10 IOYATKy pedpaKkTepHO] ermie-
icii. Ha MoMeHT ne0roTy CytoM y MaIieHTiB Bee 1e Moxke OyTu
JIMXOMaHKa, ab0 JINXOMaHKa MOX€ HEIIOJaBHO MPONUTH.

[Tixg gac onsAny MamieHTH 3a3BUYail € eHIeaaonaTHIHIMH 1
MaloTh YacTi Halaau, He3BAKAIOUH Ha NPUIHOM IPOTHUCYAOMHOT
Teparii. Po3mip romoBu HopManpaui. CTiliKi BOTHUIIEBI TOPY-
IICHHS TPH OIVIANI HEXapaKTepHi, ajie MOXKe CIIOCTepirarucs
TpaH3uTOpHUH mapanid Toxna.

5.4.3 | Ilepedir 3axBOpIOBaHHSA

[IporHo3 BapiaGesbHuii, ane yacto noranuit.'”! CMEpTHICTD Y
rocTpiit ¢asi cranoBuTh OMM3bK0 10% Yepes yckimagHeHHs, sKi
BUHUKAIOTH 1 BIIJIJICHHI IHTEHCHBHOI Tepartii, Taki sIK CEeTCHC
ab0 HEKOHTPOJILOBAHMIA emnijenTuyHud craryc. Ilicis roctpoi
¢dasu y OinpmiocTi miTel 3amuImIaeThes (apMaKOpe3UCTEHTHA

MYJIBTH(OKATbHA STIIETICIs.

TABJULS 11 Cuaapom ¢edpuibHOI emisiencii, aconiioBanuii 3 iHpeKmieo

O00B’s13K0Bi KpHTEpii

Hanagu HasBaicTh B anaMHe31 HecrienM(pivHOTO 3aXBOPIOBAHHS B
CYNPOBO/I JINXOMaHKH TIPOTATOM 2 THIKHIB 10 AeOI0TY Cy-
oM

®doxkanbHi Ta MyAbTH(OKAIBHI Haa M, SKi 4acTO €BOJIOLI-
OHYIOTh y IBOCTOPOHHI TOHIKO-KJIOHIYHI HAaIaJH.

YacToTa Ta Ba)XKIiCTh HanaiB HAPOCTAIOTh, 1 KyJIbMiHa-
wieto crae cyneppedpakrepHuil eninenTHYHUIl CTaTyc, K
MIPaBHJIO, IPOTATOM 2 THIKHIB IICIIS TOYATKY Haramy

EEI' CroBiTbHEHHs! POHOBOI aKTHBHOCTI 3 MYJIBTH(OKAIBHHU-
MH eniIenTH(HOPMHIMH ITOPYLIEHHSIMH Ta YaCTHMH, (Ho-
KaJIbHUMU eJISKTporpaiuHIMH Ta eNEKTPOKITIHIYHUMY Ha-

maiaMu
Bik mouarky

Po3BuTOK Ha
[0YaTKy

TocTpa eHuedanonaris 3 IOYaTKOM YaCTHX HarajiB

Hesposoriu-
HUI OIS

Bisyaumizamis

IHn gocii-
JOKEHHS

IIporuos

Jl1s BUKITIOYEHHS IPUYNHY ypaXKeHHs HeoOXinHo nposectn MPT.

Herunnogi kpurepii Kpurepii Buk/I104eHHs1

AHaMHe3 eMiIencii 10 MosBA CUMIITOMIB

VYHidokanbHi Hana

<2 pokiB <1 poky a6o >30 pokiB

IHTeJIeKTyaJIBHa He[[OCTaTHiCTI)
3 IMOYaTKOM YaCTHUX HaHaI[iB

[NaTosoriuni MOpyLUICHHS i
4ac HEBPOJIOTIYHOTO OISy 3
[0YaTKOM YaCTHX HarasiB

Ha MPT narosoriuso 3MiHEeHa JiJIsIHKA ro-
JIOBHOTO MO3KY, [0 BiJITIOBiTa€ 3a JIOKaJIi3ami-
€ro enirenTrdopMHiil aktuBHOCTI Ha EET

JIrombanbHast MyHKIIis, sIKa CBIYUTH PO iH-
(heKwito HeHTPaIbHOI HEPBOBOI CHCTEMU
BusiBieHHsI aHTUTL B JIKBOPi 200 B mu1a3mi
3a0KyMEHTOBaHAa METa0OIYHA Ta TeHeTHY-
Ha eTionoris

3a10KyMEHTOBaHAa TOKCHYHA eHIledanonaris

BincytHicts hapmakopesuc-
TEHTHOI (pOKATBHOI YU MYIIb-
TU(OKAIBHOT emiiencii
BincyTHiCTh TpyIHOIIIB B HaB-
YaHHI YM 1HTEJIEKTyaIbHOI He-
JIOCTaTHOCTI

BincyTHiCTh pi3HOTO CTYHEHS
nepebpansHoi atpodii Ha MPT

3 MeToro JiarHocTHKH Tpeba nposecty ikranbHy EEI, 06 miarBepuTn 4acToTy Ta MyIbTH(HOKAIBHICTD HAMaliB.

Cunnpom 6e3 1a00paTOPHOTO MiATBEPIHKEHHS: Y perioHax 3 0OMEXEeHUMH pecypcaMu Liei CHHAPOM He MoxKe OyTH iMoBipHO niarHocroBanuii 6e3 EEI" ta MPT

JIOCIIIDKEHb.

Homamxu: HeTumosi kputepii BifcyTHi y MepeBaxHiii GiIbIIOCT] BUMA/KIB, ajle B OKPEMHX BHIAIKAX MOKYTh POSBIATUCS. [X HASBHICTE Mae IPU3BECTH JI0

00epeKHOCTI Y AIarHOCTHI CHHAPOMY Ta PO3IIISAY IHIINX CTaHiB.

Abpesiarypa: nikBop, niepebpocrinanpha pinuna; EET, enexkrpoennedanorpama; MPT, marnitHo-pe3onancHa ToMorpadis.

[I{omo po3BUTKY, TO y TOCTpiil cTajii OLIbIIICTE JiTeH
perpecyiors, a MpH MOAAIBIIOMY CIIOCTEPEKEHHI, Y Xpo-
HiuHIN (a3i, GUIBIIICT 3 HUX 3aJMIIAIOTHCS 3 PI3HUM CTYy-
MeHeM  iHTenekTyanbHol HenocraTHocTi.'”!  [IpubnusHo
OJTHA TPETHHA JIIOZIEH, SIKi BIKWIIM, 30€piraloTb HOpMalib-
Hi a00 OMM3bKI 1O HOPMAJIBHUX, KOTHITHBHI (QyHKIIT (Ja-
CTO pO3JIaJ iy HAaBYAHHS), OJHA TPETHHA — JIETKY 200 ImoMip-
HY IHTEJEeKTyalbHy HEJOCTaTHICTh, 1 OJIHA TPETHHA — BaX-
Ky abo mmOOKy iHBaJiAHICTH, 00 BEreTaTHUBHI PO3JIAIH.

Binbm HecpUATINBAN IPOTHO3 OB’ SI3aHUM 13 OLIBIIT TPH-
BaJIUM TIEPiOIOM MEIMKaMEHTO3HO BUKIMKAHOI KOMH, SIKa
CYNPOBODKYETHCSI TIATEPHOM «CHalaxX-IPUTHIYCHHS» Ha
EET" Ta MonmoaimM BikoM NO4aTKy 3axBoproBaHHs.'”! [1po-
OsleMH 3 yBaroro Ta IMOBEIiHKOIO, BKIIIOYAIOYH arpeciro, Ta-
KOJK 4aCTO 3yCTPIYarOThCs Y THX, XTO BYIKHB.
V xponiuHiii ¢a3i y 6ararbox MalieHTiB CrocTepira-

I0TBCSI O3HAKH PYXOBOT TUCQYHKIIIT.
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5.4.4 | Hanagu

@oxanbHi ab0 MynbTH(OKAIBHI Hamaad € 00OB)SI3KOBUMHU
JUTSL TIaTHOCTUKH 1 MOXKYTh €BOJIOI[IOHYBATH JIO TBOCTOPOHHIX
TOHIKO-KJIOHIYHMX HamamiB. 3arajJbHUMH IKTaIbHUMU CHMIITO-
MaMH € JeBiallis o4el 1 MOCMHUKYBaHHS M)sI31B OONHYUS 1O Te-
Mituiy. YacToTa Ta BaKKiCTh HAMa/IiB IIBUKO HAPOCTAIOTh, JI0-
csITalouM KyJbMiHaLil y cyrneppedpakTepHOMY eIiIenNTHYHOMY
craryci (TpuBajicts >24 rox) y roctpii dasi.

5.4.5 | Enexrpoenuedasorpama

®onoga aktuBHIicTh EEI" 3a3BHuaii MaroioriyHo 3MiHeHa, 13 CIIo-
BUIBHEHHSIM Ta MyJBTH(OKAIEHIMH MOpPYIIeHHsIMH. YacTo criocTe-
piraeTbcst marepH “‘ekcrpeMaybHuX Jensra-opant” (delta brush), mo
CKJTAJIAETHCS 3 MAPOKCU3MATILHOTO OeTa-/Iebra KoMimiekey: 15-18-1'
Oera-puT™My, HalmapoBaHoro Ha 1-3-I'11 iesra-XBUTi Hajl IOOHUMHE Ta
HEHTPATBHAMH JIUISIHKaMK TOJI0BHOTO MO3Ky (PrcyHok S4A,B).' s
KapTUHA MOXke OyTH 3MiHEHa aHECTETHKaMH, 1110 BUKOPUCTOBYIOTHCS
JUTSL IIKYBAHHSI SIUICTITIYHOTO CTATYCY.

JHosrorpusaine Bigeo-EEI-MoHiTOpYBaHHS 3 MOMEHTY 1€0t0-
Ty XBOpOOM IOKa3ye IOCTYNOBE 301JIbIICHHS YaCTOTH HallaiiB
MIPOTATOM TIEPIINX JHIB-THXKHIB Tepediry xBopobu. Crioyarky
YacToTa HamaJiB Moxe OyTH HU3BKOIO, aJie 3T0/IOM PEECTPYIOTh-
cs1 9acTi, MyabTH(OKaIbHI CyOKIIIHIUHI Ta KIIHIYHI Hanaau, 3a-
3BHYAIf i3 YaCTOTOIO - KiJIbKa HamajiB Ha roguHy.'”> Crnocrepira-
€THCS TUITOBHH IKTaJIbHUH MaTEPH, 110 CKJIAIAETHCS 3 (POKATBHOT
aktuBHOCTI >10 ['11 HU3BKOT YK MTOMIPHOT aMILTITY/IH, IO Iepe-
XOIMTH y N0Ope chopMOBaHi, pUTMIUHI CIIAMKK Ta CITaiK-XBH-
JIbOBI KOMIUIEKCH, MPH I[bOMY IKTaJIbHa aKTHBHICTH YacTo 3Mi-
HIy€eThes 3 oHi€el miBKymi B iHmry (PucyHok S4C).'7

5.4.6 | HeiipoisyaJizauis

VY rocrpiii cragii MPT Moxke He JeMOHCTpPYBaTH OJHX Ma-
TOJIOTIYHUX 3MiH MPUOIM3HO Yy JBOX TpeTHHaX BHMankiB. [Ipu-
OJIM3HO B ONHINM TPETHHI BHUIAJIKIB MOXKYThH CIIOCTEpIraTucs ri-
NIepiHTEHCHBHI 3MiHM B pexkumi T2 GinarepaibHO Yy CKPOHEBUX
o0nacTsix, OCTPIBIIX, 0a3aJIbHUX TaHIIISX Ta/abo Tanamyci, sKi
MOXYTb OyTH MajJONOMITHHUMH. TakoX MOXe CIIOCTepiraThch
JIEITOMEHIHrealbHe MOCUIJICHHS, aJleé BOHO HE € CIelH(iYHUM
IUTSL TAHOTO CHHIpoMy.'”

VY xpoHniuniii cranii MPT 3a3Buuaii moxasye pizHUH CTYyIiHB
nudysHoi nepedpanbHoi arpodii Ta/abo 3Ha4YHI 3MIHU y CKpOHE-
BUX YacCTKaX, KOpi TOJOBHOTO MO3KY, NEPHBEHTPUKYISPHIH 0i-
T pedoBHHI, TiIHOKaMIIi Ta 0a3aJbHUX raHOIisnX.'”

5.4.7 | TeneTu4He 10CiAKEHHSA

He mepenbavaeTbes, MO el po3iaj € TEHETUYHHM, 1 TPH-
YMHHI T€HU HE BUABNIEHI. SIK MpaBwiIo, CIMEWHHI aHAMHE3 He-
00TsDKEHUIA.

5.4.8 | Inmi 1adopaTopHi AocTiZKEHHA

Jnst BukiroueHHst iHQekuii cmix gocmipkyBary Jiksop. [lo-
Ka3HUKH JIIKBOPY 3a3BHYai B MeXax HOPMH, ajie Moxe OyTH BH-
SIBJICHUH JIeTKui 1ieonurto3. bijlok Ta jakrar y JiKBOpI HOp-
ManbHi. OmirokiaoHanbHl Tia HeraruBHi. ClliJi BHUKIIOYHATH
IMyHHYy eTioJjorito, ane npu FIRES noku He BUsSBIEHO NpUYNH-
HUX aHTUTIL'® AyToiMyHHI aHami3u CHPOBATKH Ta JTIKBOPY He-
rarusHi. [ToBimomsocs, mo xemokiau Thl (CXCL9, CXCL10

. .
Epilepsia -2
i T.11.) IepeBayKHO TiIBUIYIOTHCS B JIIKBOP1 HE3aJIEKHO B CUT-
Hasizamii perenrropa intepnerikiny-1 (IL-1R)."* MeraGomiuni
IOCHIDKEHHS — 0€3 MMaToJIOriYHuX 3MiH. B IIKNX BHIIaAKaX OIH-
caHa HaaMipHA 3amanbHa peakiis 3 6oky LIHC, iimoBipHO BTO-
puHHO 10 (yHKIioHATBHOTO AedinmTy IL-1R anraronicra.!’>17

5.4.9 | Judepenuiiina niarnocTuka

[HIIi eminenTHYHI CHHIPOMH:

® CunzmpoMm /[IpaBe BiApI3HAETBCS THM, IO MPOSIBISETH-
sl IEPEBKHO HA IEPIIOMY POILIi JKUTTA 1 Mae B aHaMHe-
31 TpUBaJIi HaMaIM, OO0 YePTYIOThCA, 3 IEPioaMH BiJTHOB-
JICHHA, Ha BiZIMiHY Bil OMUHIYHOTO cyneppedpakTepHOro
SIJIENTUYHOTO CTaTyCy 3 PO3BUTKOM CTiHKOI MaTOJOTii.

® KiacrepHa eminenicis PCDHI9 Bifpi3HAETbCS THM, IO
BOHA BUHHUKAE B IIEPIIi 3 POKHU JKUTTA, a TAKOXK HASIBHICTIO
B aHaMHe31 KJIACTePHHUX HamNaliB, SKi 3a3BHYail MIPOBOKY-
I0ThCs TuxoMaHKoro. CyneppedpakTepHuii eninenTHIHIH
CTaTyC HE € XapaKTePHUM.

Iamn cranu:

® MeHiHTiT 200 eHIedaUir.

® CnenudigHi ayTOIMyHHO OTIOCEPEAKOBaHI eHIedanomnarii,
Taki sk eHredanit 3 antTi-NMDA penenrtopamu.

® TokcuuHi eHnedamonarii.

® MetaboiyHi MOPYIIEHHs, TaKi SK MITOXOHApiaNbHI 3a-
XBOPIOBaHHSI.

5.5 | 'emikOHBYJIbCMBHO-TeMiTIer iYHUI
emiJIeNTUHYHUI CHHAPOM

I'TE € pigkicHUM HaciaKoM (OKaTBHOTO MOTOPHOTO eIIiIeTI-
THYHOTO CTATYCY IMEPEHECEHOT0 B paHHbOMY Bimi (Tabmums 12).
[HimifOr0900 TOAI€I0 IIHOTO CHHAPOMY € (POKATBHUHN KIOHITHHN
eIIENTHYHANA CTaTyC, SKUH 3a3BHUail BUHUKAE HA TIIi 3aXBO-
PIOBaHHS, IO CYNPOBOKYETHCS TAPAUKOI0 Y IiTel BikoM a0 4
pokiB.!”” Heiipopamionoriudi JOCTIPKEHHS HA MOMEHT BHHUK-
HEHHS EMUICHTUYHOTO CTaTyCy JEMOHCTPYIOTh OJHOCTOPOHHIN
HAOpSK ypakeHOI MiBKyIi. 3a rocTporo (a3or ciigye arpodis
MIBKYJIi 3 IIOJANBIIO0 MOSBOIO (POKATBHUX HAIaiB, CTIHKUX 10
JTiKiB. SIK HACTIOK y OLITBIIOCTI MAIIEHTIB BUHUKAE CTIHKUIL py-
X0BUH gedinut. ETionoris Ta OCHOBHI MeXaHi3MHU HEe BUBUCHI.

5.5.1 | EnigemioJioris

ITE — pinkicHW CHHIPOM, i HOTO MOIIMPEHICTH TOMITHO
3HU3MJIACs y KpaiHax 3 JOCTaTHIMHU pecypcamu 3a ocTaHHi 30
POKIB, 0COOJIHBO ITiCIISI arpECUBHOTO JIIKyBaHHS TPUBAJIUX HaIla-
JIiB UM EMIENITHYHOTO cTarycy.!”

5.5.2 | Kniniyna kapTuHa

Bix ne0roTy 3aXBOpIOBaHHS, SIK IIPABHUIIO, CTAHOBUTH MEHIIIE
4 pokiB, crareBux BimMminHOCTe# Hemae..!”®!7 TlepuHaransHumit
Ta CIMEWHUII aHAMHE3H, SIK MPaBIIIO, HEOOTSHKEHI, MOTepeHiHT
PO3BHUTOK Ta HEBPOJIOTiYHE 0OCTEXEHHS B HOpMi. Y IiTeH crio-
CTepiraeTbcs TpuUBaIHK (OKAJIBHUN EMJISNTHYHHN CTaTyc, a
3rOIOM HeraHo po3BHBaeThca remimapes. iarHos I'TE cuin
po3mIAnaTH, KOMH Micisa (GeOpPHIIFHOTO EMiJISITHYHOTO CTaTyCcy
Yy IWTHHH BIKOM JI0 4 POKIB CIIOCTEPITa€ThCS CTiMKa TeMITUIeT s,
Ada3is TakoK MOXKE IPOSIBIISITHCA TOCTPO B 1/4 BUMIA/IKIB, SKIIO
B TIATOJIOTIYHKH MPOIEC BTATHEHA JOMiHyI0Ua miBKyIs.
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TABJUIS 12 [eMiKOHBYICHBHO-TEMITIICTIYHIN CHHIPOM

O00B’513K0BI KpHTEPii

Hamaan JI1s BCTaHOBJIEHHS JiarHo3y notpio-
Ha HasBHICTb B aHAMHE3i 5K TOCTPOT,
TaK 1 XpOHIYHOT cTaIil 3aXBOPIOBAHHS
Toctpa cranis 3axBoproBanHs: Enizon
(heOpuIBbHOrO TreMiKJIOHIYHOTO  emi-
JIENTUYHOTO CTaTycy, SIKUM HeraiHo
€BOJIIOIIIOHYE B CTIKHI reminapes
XpoHiyHa cTajis 3axBOproBaHH:: Ye-
pe3 meBHME 4ac (3a3Buuail <3 poKiB
Iic/ls IOYaTKOBOTO  EMiIENTUYHOTO
cTaTycy) 3 SBISIOTHCS OJHOCTOPOHHI
MOTOpHI (oxkansHi ab60 okambHi cy-
JIOMH 3 €BOJIIOLIIEIO B IBOCTOPOHHI TO-
HIKO-KJIOHIYHI

EEI' CnoBinbHeHHsT ()OHOBOI aKTHBHOCTI
HaJl ypaKCHOIO MiBKYIICIO

@oxanpHi 200 MyIBTH(OKANBHI eIi-
nenTu(OpMHI OPYIICHHS HAJl ypaxke-

HOIO HIBKYJICIO Y XPOHIYHIH (a3i
Bik mouarky

Po3BuTok Ha TIOo4aTKy

Hesposoriunuii orsig

Bisyaunizamis MPT Binpa3y micins heOpunpHOro eri-
JIENTHYHOTO cTarycy (roctpa (aza)
nokasye nudys3Hy 3MiHy CUTHAILY 3 Ti-
nepiHTeHCUBHICTIO Y T2 Ta 0OMexeH-
HsAM audys3ii B DiIKIPKOBUX Biinax
ypakeHOi MiBKYJi, 4acTo 3 BHpaxKe-
HUM HaOpsIKOM

3ronom (y xponiuHiii azi) BigOysa-
€TbCs aTpodisl yparKeHOi MiBKyIi

THn JocimiKeHHs

TIporHos ®dapmakopesucTenTHa eminencis [lo-
CTiHMH (OKAIBHUN pyXxoBuil nedi-

LUT

Jlst BcTaHOBIICHHS iarHO3y MoTpiOHa HasBHicTE MPT.
Ixraspaa EET" He moTpiOHa Ju1st BCTAaHOBIICHHS HiarHo3y.

Herunogi kpurepii Kputepii BUK/1104eHHS

TpansutopHuii reminmapes (mapainiy
Tonna)

OpHocTOpOoHHI (hoKaabHI MOTOPHI Ha-
naji, sIKi IpOrpecyoTh i3 HapoCTaro-
YOI0 YACTOTOIO TMPOTArOM MicsIiB abo
POKiB, 3 Mi3HIM PO3BUTKOM IIPOrpecy-
I04O0TO reminapesy (Hamp. eHuedanirt
Pacmyccena)

>4 pokiB >6 pOKiB

IHTenexTyanbHa HETOCTATHICTD, IO
nepenye AeOrTy HamaziB

@dokanpHi HEBPOJIOTIYHI MOPYLICHHS
110 1e0I0Ty (peOPHUITBHOTrO eIiIeHTHY-
HOT'O CTarycy
Amnrioma o0nuYYsi, sKa MOXE CBiJI-
Y9UTH Ha KOpHCTh cuHapomy IlTyp-
re-Bebepa

IHIm CTPYKTYpHI NMpUYMHM, WO MO-
JKYTh MOSICHUTH (DOKaNbHUI emijien-
TUYHUHN CTaTyC

3HaiiIeHO aIbTePHATUBHY IPUUNHY
reMinapesy Taky Ik TOCTpPHH imemid-
HUI1 HCYIIBT, BHYTPINIHBOYEPEIHA iH-
(ekis Tomo

CuszpoM B eBoimowii: Y miTeil 3 roCTpUM HE3BOPOTHIM reMimape3oM Iicis eni3oy (GoKaIbHOTO CYJJOMHOTO SIUICIITHIHOTO CTaTyCy, 3 000B’I3KOBUMH pe3yJibTa-
tamu MPT, aie siki me He nepeHIm B XpoHiuHy a3y 3aXBOPIOBAHHS 3 PEIUIUBYIOYNMH, PE3UCTCHTHUMH JIO JIKiB ()OKIBHUMU MOTOPHUMH 200 (OKAIBHUMH 3
€BOJIIOLIEIO B IBOCTOPOHHI TOHIKO-KJIOHIYHI Hallaiy, CIIiJ 3aIi03pHTH (OPMYBaHHS reMiKOHBYJILCHUBHO-TEMIIUICTIYHOTO SIUICIITHYHOTO CHHAPOMY.

CuHIpoM He oTpelye 1abopaTOPHOTO MiATBEP/LKEHHS: Y perioHax 3 00MEKEHUMH PECypCaMy reMiKOHBY/IbCUBHO-TEMITUICTi4HU# €MUICITHYHII CHHAPOM MOXe
OyTtH iMOBipHO miarHocToBanuii 6e3 EEI" y Bumaakax, siki BiMOBIAAOTh yCiM 000B’SI3KOBHM Ta BUKITIOYAIOYAM KITIHIYHUM KpUTepisM 6e3 HacTopoxeHocTi. Ox-
HAaK JUTsl BUKITFOYEHHSI IHIINX MPUYHMH MOTPiOHE MpoBeAeHHs BidyamtizyanbHoro pocmimkenss (KT abo MPT).

Homamuxu: HeTHTIoBi KpuTepii BiCyTHI y MepeBakHiit GiTBIIOCTi BUTIA/IKIB, alle B OKPEMHX BUITATKAX MOKYTh IPOABIATHCS. [X HASBHICTH Mae IPH3BECTH J0 00e-
PEXHOCTI y JiarHOCTHLI CHHAPOMY Ta IPOBEACHHI THU(epeHIiifHOT IarHOCTHKY 3 IHIINMU CTaHAMH.
Abpesiarypa: KT, xomn’rorepra Tomorpadist; EET, enexrpoennedanorpama; MPT, maruitHoO-pe3oHaHCHa TOMOrpadis.

5.5.3 | IlepeGir 3axBopIOBaHHSA

V 6inpmiocTi AiTel 3aNUIIa€ThCs MOCTIHHUI PyXOBUH e-
¢inut. OgHak y 20% nei nedinut Moxxe OyTH MiHIMAIBHUM
a6o muHyTH npotsirom 12 micsuis!”’ ko adasis mpucyt-
HsI, TO HalJacTillle BOHA MPOXOANTE MPOTATOM 2 MicsiiB!®,
aie Moke 36epirarucs i mosire. '8! dokabHI HaTAAU MOXKYTh
BMHMKATH 3HOBY 4depe3 NEBHUH dac, mpuaomy y 85% Hama-
A TIOYUHAIOTHCS MPOTATOM 3 POKIB ITICIISI TIEPIIOTO EITiJIeTI-
THYHOTO cTatycy.!”® MdokanpHi Hamagu B XpOHiuHiM daszi 3a-

3BHYail PE3UCTEHTHI 10 JiKiB,!” ajle MOXYTb IIiIaBaTHCS

XipypriuaomMy JiKyBaHHIO, HAIPHUKIA], remicdeporomii.!’s182

BaraTo niTed TakoXX 3aJIMIIAIOTHCS 3 PI3HUM CTYIIEHEM 1HTE-
JIEKTyaJIbHO1 HEI0CTAaTHOCTI. 7

5.5.4 | Hanagu

[Mepinii Hanan 3a3BUYai sIBIsIE COO0I0 (HOKANBHUI KIIOHIY-
HUI enitenTH4HUi craryc. KioHiYHUIi KOMIIOHEHT Moxe OyTH
neqb noMiTHUAM. [Ticist GokaabHOTO eMienTUYHOTO CTaTycy 3a-
3BMYall HACTA€ Nepioj BiACYTHOCTI HAMaIB, SIKUIl MOXE TpUBa-
TH BiJl KUTBKOX MICAIIIB JI0 KUTbKOX POKiB. ITiciis 115010 mepioay
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3)SBISIFOTHCS (POKATbHI MOTOPHI Harmaaw Ta/abo (okaibHi 3 eBo-
JOIIEr0 B OiaTepaiibHI TOHIKO-KIOHIYHI HaITaau, sIKi 3a3BHYAi
CTAlOTh PE3UCTEHTHUMH J0 JikiB. Hanaam MoxyTh J0Kaji3yBa-
THUCS BUKJIIOYHO Y CKPOHEBIH 4acTIi, MOXXYTh BUHHKATH B €KC-
TpaTeMIopaibHUX 001acTAX ab0 6yTH MymETH(GOKATEHIMHY. 42

5.5.5 | Enexrpoenuedasorpama

Axmo EEI peectpyerses min wac roctpoi dazu (oxambHO-
IO CNUJIENTHYHOTO CTATYCY, IKTaJbHUH aTepH XapaKTepPHU3yEThb-
cs putMivHIMH (2-3 ') MOBITEHIMY XBWJISIMH, 3a3BHYail Oina-
TEepaTbHUMH 3 OUTBIIOI0 aMILTITYIOI0 HaJl YPaKEHOIO MiBKYIICIO
(Pucynok S5A,B).!™

Kpim Toro, B ypakeHill MmiBKyJli 9aCTO CIIOCTEPIraroThes pe-
kpytunrosi putmu (10 T'm).!”® ®oHOBa aKTHBHICTE MOXKE OyTH
HOPMAaJIFHOIO HAIMIOYATKy 3aXBOPIOBAHHS, ajie B XPOHIUHINA (a3i
CIIOCTEPIraeThCs HAJMIPHE CIIOBLUTbHEHHS (4aCTO aCHMETPHYHE)
Ta enienTudopMHi maTepHU, SIKi HAHOUTBII BUpaXXeHI HAJI ypa-
JKCHOIO ITiBKYIIEIO, aJie MOXYTh OyTH TBOCTOPOHHIMHU.

5.5.6 | Bizyaaizauis

MPT Bimpazy micias enijenTUIHOTO CTaTyCy IEMOHCTPYE
nry3HI 3MiHU CHTHAITY 3 TINEPiHTEHCHUBHICTIO B pexkumi T2 i
oOMexeHHsIM nudy3ii, mepeBakHO B IiIKIPKOBiit O1ITii pedo-
BHHI ypaskeHOi TiBKymi.!$ Habpsk ypaskeHOI TBKyI MOXe
OyTH BaXKHM, NPHU3BOASYU 10 Mac-¢(eKTy Ta MOMIIMBOTO
BiimHeHHst (Pucynok S5C—F).!7® Skmio mpoBOAMTHCS Mar-
HITHO-PE30HAHCHA CIIEKTPOCKOIIisl, BOHA MOKa3y€ 3HIKCHHS
piBHs N-ameTwi acriaprarty Ta ciaOKe ITi IBUIICHHS JTAKTaTy B
ypaxeHiit miBkyni. Ha 8-15 gens micis eminenTudHOrO cTa-
TyCy HIMTOTOKCUYHUI HAOPSK 3MEHILY€ETHCS, HOPMAaJIi3y€ThCS
BUANMUHN KoedimieHT nudy3ii, 30epiraeTbes TinepiHTeHCUB-
HIiCTB Y pexxumi T2, po3BuBaeThcs Brpara 00>emy. [Ipotsirom
1 micsg Bke MOXKHA IMOOAUHUTH YIiTKO BHUPa)XeHy aTpodiro
ypaxkeHOT IiBKYJIi TOJIOBHOTO MO3Ky. Takox 4acTo crocTepi-
raeTsest Ckiepos rinokamiy (Pucyrok S5G-J).!82

5.5.7 | Tenernune Ta iHIIi T0CTiTzKeHHS

leHeTndHe TeCTyBaHHA Ta OLiHKA KOATYISAIIHHUX, MeTa0o-
JMYHAX, HPEKIIHHNX Ta IMyHHUX TOPYIICHb 3a3BUYall y HOp-
Mi 178,184

5.5.8 | Audepenuiiina giarnocTuka
[HmIi eminenTHYHI CHHAPOMMU:

® CungpoM /[lpaBe MmposBISEThCA B JUTHHCTBI TPUBAIUMHU
TeMIKJIOHIYHUMH HallaJaMH Ha TIIi TapsaKOBOIO 3aXBOPIO-
BaHHsI, [0 MOXE MPU3BECTH 10 TPAH3UTOPHOIO Mapaivy
Tonnma. OnHak el nedinut npoxoauTs, i Tumoi MPT-a-
HoMautii, sik ipu [ TE, BincyTHi.

® Cunppom llrtypre-Bebepa Moxe HposBIATHCS (POKATH-
HOI0O MOTOPHOIO CIIJICTICI€I0, alle ypakeHHS IOKIpH Ta
MPT 3 THIIOBUMH [UIS LBOTO CHHAPOMY O3HaKaMHM ITOBHH-
Hi HABECTH Ha AYMKY PO TiarHO3.

® CungpoMm PacMycceHa NpOSBISETBCS OIHOCTOPOHHIMH
(oKaTbHUMH MOTOPHUMH HallaJlaMH, ajle MporpecyBaHHs
BinOyBaeThcs Habararo MOBLIBHIINIE, (POKATHHUHN emien-
TUYHUHN CTaTyC MPOSBIETHCS Ii3HIIIE B MPOIECI €BOIIO-
il XBOpoOH 1 Mae cXmIpHICTH epcuctyBatn. MPT Moxe

. .

Epilepsia 1=
OyTH B Me)kax HOPMH B 1e0IOTi HamagiB abo JeMOHCTPYBa-
TH JIETKY aTpo(it0 OCTPIBIIA, 3r0JJIOM CTAlOTh TIOMITHUMH
BOTHUILIEBI 3MiHHU 015101 peYOBHHHU Ta 03HAKHU HPOTPECYIO-
4oi arpodii miBKyIi MPOTITOM KiTBKOX MICSIIIB X POKiB.

® QoxkanpHU (HEOPUIBPHUNA eMiIeNTHIHUN cTaTtyc abo ¢o-
KaJbHHUN eMUICTITHYHUI CTaTyC 1HIIOI eTiOoNoril MoXe Cy-
TIPOBOKYBATHCS MapaiideM Toxna, skuii 3a3BHYail TPo-
XOAMTD MPOTATOM 24 rop.

Ixmm cranum:

® MEeHIHTITH Ta eHIe(aiTH.

® [emopariyamii 00 iMeMiYHUHA IHCYIIBT.

® [lomimepasna ramma- a6o MELAS-mioB)s13aHa MiTOXOHIIPi-
anpHa XBOpoOa.

6 | OGI'OBOPEHHA

Xoua HE B KOXKHOI JUTHHU 3 EMIIENICIEI0 MOXKHA PO3Ii3HATH
TICBHUH CHHAPOM €IIiIeNCii, BUSBICHHS CHHAPOMY MOXE JI0TIO-
MOTTH KOPEKTHO c(HOPMYITIOBAaTH PEKOMEHAALII] 010 BEIEHHS
Ta MPOTHO3Y. J[JI BCTAaHOBJICHHS J1iarHO3y CHHAPOMY HEOOXis-
HUH eneKTporpadivHO-KIIHIYHAHN MiAXiM, 0 MOEIHYE AETab-
Hi 30ip KiiHivHOTO aHamHe3y Ta 3amuc EEIL. Bimbmiicts cuH-
JpOMIB, OTIMCaHMX BHUINE, MAIOTh OOOB)SI3KOBHH THIT 200 THUIH
HamaJiB i YacTO MAalOTh THUIIOBI IHTEpIKTANbHI eJIeKTporpadid-
Hi marepHU. J{iarHOCTHYHA TioTe3a Ma€ BUPIMIAIbHE 3HAYCHHS
JUISL aJIeKBaTHOTO IuTaHyBaHHS 3anucy EED-nocmikeHs, BKIO-
yaroun (a3y HeClaHHS Ta CHY, s OOTPYHTYBaHHS [iarHO3Y
cuanpomy. EEI' cHy HeoOXximHa aJs BUSBICHHS 00OB’S3KOBHX
EET -matepniB nipu neskux cuHgpomax, Takux sk CJII, DEE-
SWAS Tta EE-SWAS. JleTaJibHO OnMcaHoi ceMioJIorii Hamasis,
OCHOBAaHOI Ha JJaHWX aHaMHE3Y, 9acTO € JOCTATHHOI JUIi BU3HA-
YeHHs, XapaKTePUCTUKA 0araThOX THIIIB HAMa/iB, HaBITH 0e3 OT-
pUMaHHA iKTanpHOTO 3anucy. OOHAK IS MIaTHOCTHKH JESKUX
THUTIIB HAMA/IiB TIPH TIEBHUX CHHIPOMAX BCE K TaKH MOTPiOEH iK-
tansaui 3aruc EET. Hanpukia, Helerko BU3HAYNTH YiTKO THIT
Hamaay MpH «IpoI-aTakax» Ha MiJCTaBi TiNbKK aHaMmHe3y. Ha-
BiTh BHKOPHCTaHHS JOMAIIHIX BiI€O3alMCiB, sKi, Oe3mepedHo,
JIONIOMAraroTh y 0ararbox BUIIaKax, HE 3aBXKIH MOXE OCTATOd-
HO MIATBEPAWTH THIl Hamamy. Buxonsum 3 AiarHOCTHYHOI Timo-
Te3u, IJIS MIATBEPAKECHHS [1arHO3y CHHAPOMY MOXKE 3HamoOu-
tucs nesHuit Tun EET (EEI y cTani aenpuBatii cHy, IpOJIOHTO-
BaHa Bineo-EET).

VY Garathox BHUTAJKax, ajie He y BCIX, iMCHTU(IKALIS CHHIPO-
MY JI03BOJISIE IPUITYCTUTH MOXKIIMBY eTiojorio. Lle mo3Bosie Kimi-
HIIFCTaM iHII[IFOBaTH HAHOLTBI TOUUTBHI IS yTOYHEHHS JiarHO-
3y IOCTIDKEHHS, 00 3BECTH 10 MiHIMyMY THUCKOMQOPT Ta Mpo-
BEJIECHHS 1HIIMX IHBa3UBHMX JOCIIDKEHD JUIS MAIIEHTA, a TAKOXK
BCTAaHOBHUTH KOHKPETHHH MiarHO3 HAHOLIBII €KOHOMIYHO edeK-
TUBHUM criocoOoM. Crierudiuni CymyTHI 3aXBOPIOBAHHS TaKOXK
CHJIBHO KOPEJOIOTh 3 KOHKPETHUM CHHIPOMOM, i TOMY iJIEHTH-
¢ikamis CHHOPOMY eImiyiercii MOKe JTOIIOMOTTH y iXHBOMY paH-
HBOMY pO3Ii3HABAHHI Ta JIKyBaHHI. Y KOHTEKCTI KOHKPETHOTO
CHHIPOMY eIIiIencii po3Mi3HaBaHHS CYIyTHIX 3aXBOPIOBaHb Ma€e
BKpail BayKJIMBE 3HA4YEHHS, OCKUIBKH BOHU MOXYTh OyTH ITpUYH-
HOIO OLIBIN Ba)KKUX HACIIAKIB U1 IMAIfi€HTa, HDK Hamaau. Bce
OiyIbIIIe 3)SABISETHCS TAPTETHHUX JIKyBAIBHUX METOIHK, CIPSIMO-
BaHMX Ha KOHKPETHI €TiOJIOTii, 8 OCTaHHI KJIHIYHI BUIIPOOYBaHHS
B CIIJIETICIT CIpsSIMOBaHI Ha KOHKPETHI CHHAPOMH.

VY T1oii Hac, K AesSKi CHHAPOMH YiTKO KOPEIIOIOTh 3 KOHKPET-
HOIO €TIOJIOTI€r0, 1HIII MOBYSI3aHI 3 PI3HOMAHITHOO TPYTIOIO €Ti-
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=L Epilepsia

pilepsia
ororiii. He3Baxkarouu Ha Te, 1110 KJIiHIYHI 03HAKH Ta eNEeKTPOrpa-
¢ivHI MaTepHU OaraTboX CHHIPOMIB JOOpE PO3II3HAIOTECS, €BO-
JIIOIIIO 1 TIPOTHO3 ETIJIeTICii BCe IIe BaYKKO TOYHO MepeadadnTH, i
BOHHM YacTO 3aJIe)KaTh BiJ OCHOBHOI €TioNorii. 3 MBHIKUM IPO-
TpecoM B Taily3sX TeHETHKH, iIMyHOJIOTIi Ta Bizyaii3arii, iMo-
BipHO, OyAyTh BUSBIICHI HOBi €TiONOTIYHO CIeNU(iTHI CHHAPO-
MH, 1, MOKITUBO, BIACThCS Mepea0adnTH, SKi Mali€HTH HalKpa-
i€ BiATOBIAaTAMYTh Ha KOHKPETHE JiKyBaHHs, a00 BU3HAYUTH
crenuivyHy 9M HOBY TEpamifo Ha OCHOBI T€HIB UM PO3Mi3HATH
MEXaHi3M, IO JIOKUTh B OCHOBI po3niany. Bukopucranus tepa-
mii, CIpsIMOBaHOI Ha OCHOBHHI HelpoOioNoriyHuil mpoiiec, o
MIPU3BOANTH JIO EMIJIENITOr€HE3Y, MOXKE 3HAYHO IMOJIETTIHTH Cy-
ITyTHI 3aXBOPIOBAHHS, & TAKOXK HATIa M.

Kpim toro, mobpe Bimomo, o KOHKPETHI MPOTHCYAOMHI Ipe-
IapaTé MOXYTb IOTipIIyBaTH MEBHI CHHAPOMH, SIK, HAITPUKJIIA,
OnokaTtopu HaTpieBuUX kaHamiB rpu Oararbox I['E. Jleski x mpo-
THCYIOMHI TIperapary OuThII e(peKTHBHI MPH KUTPKOX THITaX Ha-
majIiB, HAPUKJIAA abcaHcax 1 TeHepaTi30BaHUX TOHIKO-KIJIOHIY-
HUX Hamazax. TakuM YHMHOM, paHHE BHUSBICHHS CHHIPOMY J103-
BOJISIE MiAIOpaTH ONTHMAINTBHY TEPAITifo, sIka HMOBIpHO TIPU3BEIe
JI0 PaHHBOTO KOHTPOJIO HaJl HalaaaMH Ta 3alo0iraHHs iHIIUM
TUIIaM HalajiB, SIKI MOXYTh CBOJIIOI[IOHYBaTH B KOHKPETHHH
CHHJPOM.

TouHe BH3HA4YEHHS CHHIPOMY YacTO JO3BOJSIE Hependadn-
TH Tepedir XBOpoOH Ta WMOBIPHICTH pemicii. Jleski cHHIpoMH
3TOJIOM HPOXOAATh CAMOCTIHHO. Y IIbOMYy BHUIAAKY MH MOXKeE-
MO JaTH CIM)SIM BIICBHEHICTh y NO3WTHBHOMY IIPOTHO3I, a Ta-
KOK YHUKHYTH HaIMIPHO TPUBAJIOTO 3aCTOCYBaHHS XPOHIYHUX
[ITH, HenoTpiOHMX AiaTHOCTHUYHUX JOCIIIKEHb YU JIiKyBaH-
Hi. | HaBmakW, iHIII CHHAPOMH MalOTh HECHPHUSATIMBHHA MpO-
ruo3, taki sk CJII, ITE a6o FIRES. V uux Bunagkax M# 3 ca-
MOTO TIOYaTKy PO3yMi€MO, IO PO3BHTOK HAHOMbII HMOBipHO
Oyne HeCHpHUATINBHM, 3 (apMaKOPE3UCTEHTHICTIO, Oararopid-
HUMH HallaJaMM Ta HECHPUSTINBUMH HACTiJKaMu AJSL HEBPO-
JIOTIYHOTO PO3BUTKY. Y TAKMX BUITAZKaX MOXe OyTH 3aCTOCOBa-
HUI arpecHBHINIMNA MiAXiJ MO JIKyBaHHA IIiJ] TOCTIHHUM CITO-
CTEPEXKEHHSIM, 1100 CTIpoOyBaTH MOKPAIUTH 3arajbHAMN CTaH Ta
SIKICTB ®uTTsA. OTHAK CITiJl BU3HATH, III0 MOXKIIUBOCTI JTIKyBaHHS
IUX CHHAPOMIB 9acTO OOMEKeHi, BHOip HaHOIIBII BiAMIOBIIHO-
TO IIpenapary He 3aBXIU 3pO3yMUIMH 3a pe3ylbTaTaMu MpoBe-
JIEHUX JOCII/KCHD, a MOJIiTeparist Moke 301TBIIUTH PU3UK I10-
6iuHMX sBHII a00 B AESKNX BHIIAJKAX BHKIHKATH 3arOCTPEHHS
HamafiB. barato marieHTiB i3 UM CHHAPOMaMH MOXYTh OyTH
KaHAMOaTaMH JJIs y9acTi y MaiOyTHIX KIIIHIYHAX BHIIPOOYBaH-
HSX HOBUX IpernapariB. JlesKi CHHIPOMH He BiIIOBiTAIOTh YiTKO
KpHUTEpisM eriierncii, mo camooomexyeTtbes, abo DEE, mBua-
1I€ BOHU MOXYTh MaTu HeBU3HaueHUU po3Butok: EMA, EEM,
EMALtS i EE-SWAS. IlporHo3 BapiabeIpHHH, SK IIONO peMicii
CYZIOM, TaK i IOJI0 PO3BUTKY KOTHITHBHUX i IICUXIaTPUIHUX CY-
IYTHIX 3aXBOPIOBaHb, SIKI MOXKYTh PI3HUTHCS 32 CTYIICHEM BaX-
KOCTi. Y TAIiEHTIB MOX€ CIIOCTEpiraTucs ado pO3BUBATHCS PO-
3yMOBa BiJICTaNiCTh BiJI JIETKOI A0 TSKKOI, @ TAKOXK Pi3HOTO CTY-
IeHs HEBPOJIOTiYHI MOpYUICHHS. [HOZI, HaBiTh SKIIO HACTa€e
peMmicist oo cyaoM, HEBPOJIOTIUHI HACTIAKH 30epiraroThCsl.

Sk ommcaHo BuIIE, AESAKI CHHAPOMHU MOXYTbH 3 4aCOM €BOJTIO-
LiOHYBAaTH B iHmMH cuHEApoM, Hanpukinan, SeSLEAS y SeLECTS,
a SeLECTS y EE-SWAS. V 3B’s3Ky 3 MM BHHHKA€ MUTAHHS
IIPO MOXIMBI HEHPOOIOIOTiUHI 3B’ I3KU MiXkK IIIMH CHHAPOMAaMH.
Ha cporommimmHiit eHp HE3PO3yMiIO, YOMY Y OUTBIIOCTI HiTel
CIIOCTEPIraeThCs JIHIIE OTUH CHHIPOM, TOMI K 1HINI CHHAPO-
MH EBOJNIOMIOHYIOTh. Taka eBOIIOIis, HMOBIpHO, 00yMOBJICHA
IEBHUMH HeitpoGionoriunnmu paxtopamu. MMoBipHO MaiiGyT-

Hi TOCIHIIKEHHS JO3BOIISATH 3PO3YMITH €TiONIOTII0, 1 MH 3MOXKe-
MO OLUTBII TOYHO PO3PI3HATH MAIIEHTIB, SKi HE MAIOTh MPOTpPe-
CYBaHHS BiJl OTHOTO CHHAPOMY 10 iHIoro. Take po3yMiHHS 103-
BOJIUTH 3MIHUTH TEPAIEBTHYHI ITiTXOAH BXKE B ICOIOTI emislencii.
Busenenss 6ioMapkepiB MOXke TO3BOJHTH 3aMlO0ITTH MPOTPECY
3aXBOPIOBaHHS

Haii6inpin 3HaYHI HO30JIOTIYHI 3MiHH y CHHIPOMAX TUTSYO-
ro BiKy BinOyiucs y SeLFE, siki panime Oyiu Bigzomi Sk «I00po-
sIKiCHI» abo «imiomatnyHi» (okaneHi eminencii, i DEE-SWAS
a6o EE-SWAS, sxi panime Oynam Bimomi min tepminamu LKS,
ESES Ta eninentiana eHmedanomnaris i3 6e3mepepBHIME KOMIT-
JIEKCaMH «CITaWK-TIOBUIbHA XBHIISD» ITiJ 4ac CHY.

Homenxknarypa «SeLFE» Oyna obGpana mis BimoOpa)eH-
HS KJIFOYOBUX OCOOJIMBOCTEH NMPUPOAHBOTO Iepediry XBopo-
0u Ta KriHigYHOTO eHoTUIy. TepMiH «10OPOSIKICHHI» HEelo-
peYHUH, OCKIIBKY y 6araTboX MiTeH € CyImyTHI KOTHITHBHI Ta
TICHUXIiaTpU4HI yCKJIaXHEHHA. 3alpolOHOBaHA HOMEHKJIATypa
BigoOpakae OCHOBHI (pEHOTHITIYHI OCOOIUBOCTI IS KOKHO-
TO CHHPOMY, HAalIPHUKJIAJ, IIEHTPO-TEMIIOPAJIbHI CITAWKH IIpU
SeLECTs, BereratusHi Hamagu npu SeLEAS, notunnyna ce-
miororiss Ta EEI-kaptuna npu COVE, QoxkanpHi ceHcop-
Hi 30pOBi CyIOMH, CIIPUYNHEHI (DOTOCTUMYIIALIIEIO, Ta TeHe-
THaHa cXWibHICTh ipu POLE-cuanpowmi. [logioHo, TepMmiHn
DEE-SWAS ta EE-SWAS BKIIFO4aroTh ABa OCHOBHI KOMIIO-
HEHTH - KOTHITUBHHH perpec Ta Xapakrtepauii natepa EEIL.

Mu Bupimmn 36epert Tepmid CJIT i3 kimpkox nprunH. Haii-
OLTBII BaXKTTMBUM € Te, o TepMid CJII” mae BupimanpHe 3HAYCHHS
JUTSL TOTO, 100 TMAIliEHTH MO OTPUMYBATH Pi3HI BUIH IIATPUAM-
KU, BKITFOUAIOYH MEINYHI 3aco0M Ta peabimiTariro 1yt ocio 3 iHBa-
JITHICTIO, SIKMX BOHH MOTPEOYIOTH IOAHS. 3aMiHa IIOTO TePMiHY
3pOOUTH Taki MOTPIOHI I KX MAIEHTIB TOCIYTH MAIOAOCTYII-
HuME. KpiM Toro, crHApOM BKITFOUae O€3I1id THITIB HarmaIiB i eTio-
JIOTiH, SIKi BaXKKO BiIOOPA3UTH B KOPOTKIil Ha3Bi.

Mu crioniBaeMocCs, [0 BUKOPUCTAHHS OiJbII YiTKOI MOBH 3
TepMiHAMH, 0 Oe3MocepeTHhO BUPAKAIOTH CEMIOJIOTiI0 Hala-
IiB, SIKi BIATIOBINAIOTH KIAcH(ikamii

emnirencii Ta Hananis 2017 poxy, MOIETIINTE SK pO3ITi3HABaH-
HSl, TaK 1 TOCTAHOBKY TOYHOTO JIiarHO3y Ul MEAWYHUX MpAIiB-
HMKIB Ta CIM€eH, sIKi TOIIAIar0Th AITEH 3 enienciero. Buznauen-
HSI CHHIPOMIB eTiJIeTCii, IpeAcTaBIeHi B JaHii poOoTi, BUMara-
TAMYTb TiATBEPKEHHS B MO3IOBXKHIX JOCITIHKEHHIX i MOXKYTh
OyTH yTOYHEHi 3 ImyOIiKaliero HOBUX JaHUX. MaiOyTHI mocii-
JOKEHHS MOYKE PO3IIUPUTH BU3HAUYEHHS OLTBIT €TiONOTIUHO CIIe-
nuivHAX cHHApOMIB eminerncii. Lle mMoxke momomortu OinbIn
PaHHBOMY KITIHIYHOMY pPO3Mi3HaBAHHIO AESKHX €TiONOTiH, sKi
BUTPAIOTH BiJ] IIBUJKOTO IIJIECTIPIMOBAHOTO JTIKyBaHHS.
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