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1| BCTVYII

Emninerncis Moxxe posnodarucsi B Oyb-SKOMY Billl POTSTOM
YCBOTO KHUTTs. X0oua 6araTo enijienTHYHUX CHHAPOMIB 3a3BHYai
MIOYMHAIOTHCS B HOBOHAPOPKEHNX, HEMOBIIAT a0 AiTei, 1 paHi-
11e OLIbIIe YBaru MPUIUISUIOCS BUSIBJICHHIO CHHJIPOMIB Y 1IbO-
MYy BIlli, aJi¢ € KiJIbKa BOXKJIMBUX CUHIPOMIB, SIKi TOYHHAIOTHCS B
pi3HOMY Billi, Ta IXHE IIBUJIKE PO3MI3HABAHHS MOXE ITOKpAIIH-
THU pe3yJIbTaTH JIIKyBaHHS MAIli€eHTiB. MeToro 1i€i cTarTi € Haia-
TH BU3HAUCHHS TaKMX CIUICNITUYHUX CHHIPOMIB. MeTonooris,
1110 BUKOPUCTOBYETHCS L{1IIb0BOIO TPyIIOI0 3 HO30JIOTIT Ta BU3HA-
4eHb MixkHApOIHOI Jiirk 60opoThOu 3 eniiernciero (ILAE) (2017-
2021 pp.) Uit BU3HAYEHHS CIIJICTITHYHOTO CHHAPOMY Ta IX Ipy-
MyBaHHs 3a BikoM [e0roTy, moknagHo omucana Wirrell et al.!
EninenTuyHui CHHAPOM BH3HAYA€ThCS SIK XapaKTepHUH Hadip
KIiHIYHAX Ta enekTpoeHuedarorpadiunux (EEI) o3nak, mo
9acTo MIATPUMYIOThCS CHENU(DIYHUMHU CTiONOTIYHUMU TAaHHUMU
(CTPYyKTypHUMH, TCHETHYHUMH, META0OJIIYHIMH, IMyHHHMH Ta
iH(pekniianMn). J[iarHOCTHKA EMIEITHYHOTO CHHAPOMY Y JIFO-
JIMHU 3 EMUIETICIEI0 YaCTO MA€ BaYKJIMBE 3HAYECHHS JUIS IPOTHO3Y
nepeOiry 3aXBOpIOBaHHS i 0OpaHHs JIIKyBaHHS.

AHoTaIis

Merta 1i€i cTaTrTi — HagaTH OHOBJIEHI KpUTepii mia-
THOCTHKH CMUJICITUYHAX CHHAPOMIB 3 IEOI0TOM y pi3-
HOMY BIiIll Ha MifcTaBi KOHCEHCYCy ekcrepTiB LlinmpoBoi
TPyIH 3 HO30JIOTII Ta BU3HAYeHbh MiXKHAPOIAHOI JIiru 0o-
pots6u 3 eninenciero (ILAE) (2017-2021 pp.). Mu Buxo-
PUCTOBYEMO BH3HAYEHHS, SKi BiANOBINAIOTH MPUHHATIN
Ha JaHWH 9ac kimacudikamii eminerncii Ta Hanmanis, i 3a-
CTOCOBYEMO 3HAHHS, OTPHUMaHi B Pe3yJbTaTi JOCATHEHBb
y raiy3i TeHeTHYHUX, eNeKTpoeHnedanorpapiaamx i Bi-
3yalli3alifHUX JOCHiHKeHb. Harre 3aBmaHHs B OMMHMCaHHS
eMUIENTHYHIX CHHIPOMIB 3 Ie0I0TOM y pi3HOMY BiIli IMO-
JSTa€ B TOMY, 100 JOTIOMOITH B JiarHOCTHIII 3aXBOPIO-
BaHb 1 CKepPyBaTU MOCIIHKEHHS JJIsI BUSHAUYEHHS €Ti0JI0-
rii Ta 0OpaHHS JIKyBaHHS JJIS WX MAI[IEHTIB.

KJIIOYOBI CJIOBA

€IIIETICiS 3 Hala/iaMy, 110 MPOBOKYIOTHCS YUTAHHSIM;
(hokanpHI eMUIeNTHYHI CHHAPOMH; Me3iaJbHa CKpOHEBa
eMLIeNCis 3 TIMOKaMIIaJFHAM CKJIEPO30M; IMPOTPecyrodi
MIOKJIOHIYHI emijercii; cuaapom Pacmycena

Kiro4yoBi MoMeHTH

* MixHaponHa Jiira OOpoTHOM 3 CIJIeTICi€0 TIpen-
CTaBIsiE KITacHU(IKaIIo Ta BU3HAYCHHS CTICITHY-
HUX CHHIIPOMIB 3 1eOF0TOM Y Pi3HOMY BiIli.

* Cunapomu 3 1e0I0TOM y pi3HOMY Billi MOXYTh PO3-
moyartucs K y Bini <18 pokis, Tak iy Bimi >19 po-
KiB.

* CuHOpOMH MOKHA YMOBHO PO3IUIHTH Ha TeHepa-
mi3oBaHi, (hoKampHI Ta KOMOIHOBaHI TeHepai3oBa-
HO-(hOKaITbHI eMIJICTITHYHI CHHIIPOMH.

e Jleski cHHAPOMH MOXYTh OyTH TTOB’s13aHi 3 eHIe(da-
JIOTIATi€I0 PO3BUTKY Ta/ab0 eMmiIeNTHYHOIO eHIeda-
JIOIIATICIO SIKIO BOHU ITOYMHAIOTHCSA B JiTEH, a00 3
MIPOTPECUBHAM IIOTiPIIEHHIM HEBPOJIOTIYHOI CHMII-
TOMATHKH, SIKIIO BOHM MOYMHAIOTHCS B Mi3HILIIOMY
BIIIl.

* OOTOBOPIOIOTECSI TPHUKIATN  €TiOJIOTIYHO-CIICIH-
(hIYHMX eMUTeNITHYHNX CHHIPOMIB.
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CuHIIpOMH YacTO MalOTh BIKOBI ITPOSIBU Ta HU3KY crierudid-
HUX CYITyTHIX KoMOpOinHOCcTeH. CHHAPOM Mae «pi3HUH BiK» Je-
010Ty, AKIIO BIH MOXE po3royarHcs sk y Biri <18 pokiB, Tak i
y Bini moHax >19 pokiB (TOOTO SIK y AiTEH, TaK 1y IOPOCINX).
EninenTuuHi cHHIPOMH, SKi 3a3BHYail MOYMHAIOTHCS TUIBKH Y
HOBOHAPOPKEHNX, HEMOBIIAT UM ITeH, PO3IIIANAIOTHCS B IHIINX
crarTsx.2, 3

EninentiyHi cHHIPOMH, IO NPOSBIAIOTHCS B PI3HOMY Billi
(pucyHoK 1), 3araiom MOAUISIOTECS HA TaKi TPYyTIN:

° TEHepaJli30BaHi eMJICNTHYHI CHHAPOMHU MONIreHHOI eTi-

oforii: Tpu imionmarmuHi reHepainizoani emninencii (IGEs
— 10BeHiTpHA abcaHcHa eminencist [JAE], roBeHIbHA Mi-
oxuoHiuHa eminercis [JME] ta eminerncis 3 i30150BaHUMH
TeHepaJli30BaHUMH 130JIbOBAaHUMH TOHIKO-KIIOHIYHIMH Ha-
magamu [GTCA]);4

* caMoOOMeXeHi (POKaJIbHI eMiICITHYHI CHHAPOMH 3 TIEpe-
6adyBaHNM KOMIUICKCHUM YCIIQAKyBaHHSIM: JTUTS4A MTOTH-
myHa 30posa eminencis (COVE) Ta ¢potocenceTnBHa emi-
aencist noruwmmaHoi yactku (POLE);

* (hoKaNbHI EMIJIENTHYHI CHHAPOMH 3 TEHETHYHOIO, CTPYK-
TYpHOIO 200 TEHETHYHO-CTPYKTYPHOIO  ETIOJIOTI€l0:
COH-3aJIeKHA TiMepMOTOpHa (TiMepKiHeTHYHA) eMiIencis
(SHE), cimeiina me3ianbaa ckpoHesa emninerncis (FMTLE),
ciMeifHa (QoKanpHa emijerncis 31 3MIHHUMH BOTHHIIAMH
(FFEVF) Ta eninerncis 31 ciryxoBuMu o3Hakamu (EAF).

Epilepsia-
pilep

* koMOIHOBaHI TreHepasi30BaHO-(pOKaIbHI CHHIPOMH IOJi-
TEHHOI e€TIONOTII: eniyerncis 3 HaraiaMH, 110 TPOBOKYIOTh-
cst yntanasaMm (EwRIS).

° CNUIENTHYHI CHHIPOMH 3 CHILE(AIONaTiel0 PO3BUTKY
(DE), emninentnunoto enuedanonariero (EE) a6o 3 oou-
JIBOMA, a TAaKOXK EMUICNITHYHI CHHIPOMH 3 TIPOrPECHBHUM
HEBPOJIOTTYHNM MOTIpPIIEHHAM: | Tporpecyrodi MiOKIOHIY-
Hi eninencii (PME) Tta ¢eOpunbHuii eninenTnyauii cun-
npom, 1o’ si3auni 3 iHgexuieto (FIRES)

V wmiii crarri MM TakOXX HAJAa€EMO BHU3HAYEHHS JBOX €TIONO-
TIYHO CTIeU(IYHUX CMITIENITHIHNX CHHAPOMiB2 | 3 1e0I0TOM Ha-
majiB y pi3HOMY Billi, BU3HAIOYM BOAHOYAC, IO B MalHOyTHHO-
My MOXYTb OyTH BH3HAUCHO OLIbIIE €TIONOTIYHO crieru(iTHnX
CMICNITHYHIX CHHPOMIB:

* Me3iaJibHa CKPOHEBA EIIJIETICIs 3 TITOKaMIIaJbHUM CKJIe-

pozom (MTLE-HS);

» cunapom Pacmycena (RS).

Xoua B 1 cTaTTi BUKOPHUCTOBYETHCS 3a3HAUEHE BUIIE TPYITy-
BaHHS CHHAPOMIB, BapTO Bi3HAYNUTH, 10 HOTO MOXHA 3aCTOCO-
ByBaru rHyuko. Hanpukman, nesxi manient 3 SHE (Hanpukian,
3 maroreHHnMH Bapiantamu reHa KCNT1) MoxyTh BBaXkatucs
TaKUMH, 10 cTpakaaroTs Ha DE, sSKmo iXHI HEHpPOKOTHITHBHI
MOPYIICHHST OOYMOBIICHI CIMiJICNTUYHOO eTiojorieto. [lamieHTn
3 RS a60 MTLE-HS moxyTs matu EE, ipo 110 cBiguuTh oxpa-
IIEHHSI HEHPOKOTHITUBHUX MOPYIIEHB IICHs YCIIIIHOTO Xipyp-
TIYHOTO JIIKyBaHHS eMiJIerncii.

I'enepasizoBaHi eniienTHYHI CHHAPOMU

. Inionmarmuni renepanizosani eminencii (IGEs)

0 IOBeninbHa MioknoHiuHa eminencis (JME)

. IOBeHinbHa abcancHa eninerncis (JAE)

. Emiserncis 3 reHepati3oBaHUMH 130J1b0BaHIMH TOHIKO-KiIOHIYHIME Hanagamu (GTCA)

PUCYHOK 1. Eninentudni cuuapomu 3 1e0I0TOM y pi3HOMY BiIli, SIKi 3rpyHOBaHi 3a THIIOM eIILIeICii Ta 10 TOMY, UM TIOB’s13aHi BOHH 3 €H-
nedaonariero po3BUTKY Ta/abo eniientuyHoo eHiedanonarieto (DE Ta/abo EE) a60 nporpecuBHUM HEBPOJIOTiYHUM TOTipIIeHHIM. YacTrnHa
nauieHTiB 3 pokanbHumu eninentuarnmu cuaapomamu MTLE-HS, SHE ta FFEVF MoxyTh MaTu KOTHITHBHI, HEBPOJIOT14HI 200 TCUXiuHi MO-
pYILLICHHsI, OB s13aHi 3 IXHBOIO eTionorieto abo emninencieto (DE Ta/abo EE). Yei nanientu 3 giarnocroBanum PME (kom0iHOBaHMii renepanizo-
BaHO-(hokanpHKi eninenTrnynuid cuuapom) Ta FIRES ta RS (dokansni eminentuyni cunapomu) matots DE Ta/abo EE abo nporpecusHi HeBpo-
JIOTi4HI MOPYIIEHHs. ABTOPH 3a3HAYAlOTh, 1[0 B MAHOyTHHOMY MOXYTb OyTH BHSIBIICHI 1HII €MUIEITHIHI CHHAPOMH.
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4 . ¢
“Epilepsia

Mamieatun 3 PME MoXyTh criodaTky MaTH T€HEpali30BaHUI
SNUISNITHYHUI CHHPOM, IO He BinpizusaeTbes Bix IME, me no
PO3BUTKY IPOIPECHBHOTO HEBPOJOTIYHOTO IMOTIPIIEHHS, KOJIH
el CHHIPOM MOXKHA fiarHoctyBat. OTxke, KilacH(ikallis ermi-
JISITUYHUX CHUHJPOMIB, IO MPOSIBISIFOTHCSI B PI3HOMY Billl, 3a-
JISKUTH BiJl KIIHIYHOT KAPTUHHU Ta €BOJIOLII B KOHKPETHHX Ta-
LIEHTIB.

Homenxkunarypa ai1st Ko)KHOTO CHHIpoMY Oyiia oOpaHa Tak, oo
BiZJOOpaXkaTH KITFOYOBI OCOONMBOCTI €JICKTPOKIIHIYHOTO (eHO-
TUITy (HamnpuKiIaa, 0OOB’SI3KOBUI THI HamajiB) Ta/abo eTiolo-
Tif0, KOJU 1ie BOKIMBO sl AIarHOCTUKK cuHApoMy. OTie, Ha3-
Ba CHHIPOMY BimoOpakae xapakTepHi Hanagu B pasi JAE, IME,
GTCA, SHE, FMTLE, EAF, MTLE-HS, EwRIS Ta PME. Tep-
mian FFEVF ta FMTLE BinoOpaxaroTs ciMeliHy NpHpoIy IHX
(hOKaTbHUX ENIJIENTUYHUX CHHIPOMIB. X04a 3apa3 MOMIMPIOETh-
Csl TEHJICHILISI BIIMOBJISITUCS Bijl BUKOPUCTAHHS CHHJIPOMIB, Ha3-
BaHUX Ha 4YeCTh OKpeMux ocid, Tepmin RS OyB 30epexenuit. L1i-
JIbOBA TPyTIa HE 3MOIVIa 3alIPOTIOHYBATH albTePHATHBY IIiii HA3Bi,
110 100pe 3apeKkoMeH/TyBaja ce0e, i BKIIIOYAE Taki CHMIITOMH, 110
CriocTepiraroThes MpH Wil (Gopmi eniiencii, 4iTki 0coOIMBOCTI Bi-
3yanizaifHuX JOCIIKEHb 1 IPOrpecHBHE HEBPOJIOTIUHE IOTip-
meHHs.! Y To# yac sk y pasilie omyOJikoBaHii Jiteparypi nepe-
Ba)XKHUM TepMiHOM OyB «eHiedanit Pacmycenay, LliiboBa rpy-
I1a BiJgarna nepeBary BUKOPHUCTAaHHIO B MaliOyTHhoMy TepMiHa RS
(curapom Paccmycena). Y THX BHITaIKax, KON TEPMiH «I1aTOTeH-
HU» BUKOPHCTOBYBABCS CTOCOBHO BapiaHTIB I'€HiB, 110 BUKJINKa-
I0Th TI€BHI CHHJIPOMH, MH BU3HAEMO, 110 BU3HAYECHHS - «IMOBIPHO
MIAaTOTeHHI» 2 BAPIaHTH TOTO CAMOTI'0 I'eHa TaKOXK MOXKYTh BUKJIMKa-
TH cuHIpoM. Ha iofatok 10 BU3HaYeHHs KokHOTO cuHapomy Lli-
JIbOBA IPyIa TAKOXK MPOIOHY€E KPUTEPii BU3HAYCHHS «CHHAPOMY
0e3 maboparopHoro miarBepmkeHHs» (Tadmnuii 3—10)." [l Hbo-
TO ONHMCaHi MiHIMaJIbHI KpUTEPii IarHOCTUKU CHHPOMY, SIKi Ma-
I0Th BUKOPHCTOBYBATHUCS JIMIIE B PET1I0HAX 3 00MEXEHUMH pecyp-
camu, ae noctyn go EET, BisyanizaumiiHUX Yd T€HETHYHHX JI0-
cItipkeHb oOMexeHHi abo BiJCcyTHIH. B ymoBax 3 oOMexxeHuMHU
pecypcamMy MOXKIIMBA A1arHOCTHKA JISSIKUX CHHPOMIB 3 BUKOPHC-
TaHHSIM MOIU(IKOBAHUX TOCTIHKEHb (HATPHKIIAA, KOMIT IOTep-
Ha tomorpadis [KT] 3amicts MarHiTHO-pe30HaHCHOI TOMOTpa-
¢ii [MPT], Bineozanucu Hana i) abo 6e3 nocmimkenss. Llinposa
rpyna BH3HAE, 110 B YMOBaX 3 OOMEKEHUMH peCypcaMH JliarHoc-
THKA IEBHUX CHHJIPOMIB HE MOXITHBA.

2 | BABHAYEHHSA ENNVIENTUYHUX
CHUHAPOMIB 3 IEBIOTOM Y PI3BHOMY
BIKY

2.1 I'enepaJiizoBaHi enijienTUYHI CHHAPOMH
noJIireHHoi eriojorii

2.1.1 | InionaTu4Hi renepaJizoBani emijsiencii

HalimommpeHIimMA eniIencisiMu, M0 MOYHHAIOTHCS B TTiJI-
JTKOBOMY Ta jopocioMy Bimi, € IGEs, a came JAE, JME Ta
GTCA.

IGEs sBnsitoTh c00010 MiArpymy TeHETHYHHX TeHEpai3oBa-
nux emnirencid (GGEs), siki MaloTh ocoOMuBe ermieMiooriyae

3HAYEHH:, OCKUIBKH, 3a miapaxyHkamu, 15-20% Bcix momeit 3
emineniciero matoTh IGE.® 3 i€l mpuunan cuHapomu imianariy-
Hoi reHepanizoBanoi eminernmcii (IGE), 3o0kpema Ti, siKi IposiB-
nstoThes B pisHOMY Bini (JAE, IME ta GTCA), onucaHsi B okpe-
Miii crarTi Hirsch et al.*

2.2 | CamooOmerxeHi (pokaIbHI emiienTHYHI
CHHAPOMH 3 NepedadyyBaHUM KOMILIEKCHUM
yCHaIKyBaHHAM

Ha camoobmesxeri doxanpi emirencii (SeLFE) npumanae no
25% ycix Bunaaxis eminerncii B aiTedl.’ BoHH MalOTh BiKO3aIekK-
HUI JeOOT 1 peMicito, XapaKkTepHy CEMIOJIOTiI0 Hara/liB, CleLH-
¢iuni o3naku Ha EET” (3 HopmanbHot0 ponoBoro EED), Binnosina-
I0Th Ha MEAMKAMEHTO3HY TEpaITito Ta KOTHITHBHI (PyHKIII1 MaIi€eH-
TiB 3a3BU4ail y HOpMi. ETioNoris X CHHAPOMIB € TCHETHYHOIO,
IO MiATBEPIKYETHCS BUILIOKO YACTOTOIO EIUIETCIi B CIM sIX 1 Ci-
MeiiHoto cxmibHicTIO 0 EET-03Hak. IlpoTe npu4nHHI TeHn He
Oynu ineHTU(IKOBaHI, i IepeadayaeThes, 110 STIONOTIS IIUX CHH-
JIPOMIB TOB’s13aHa 3 KOMILIEKCHUM YCIaJKyBaHHSIM Yy CIIPHHHST-
JUBOMY Bili. Y IMOOIMHOKHX BHITAJKAX CIIOCTEPIraeThesi 30ir
3 IGEs. SeLFE mepeBa)kHO TOYMHAIOTHCS B TUTHHCTBI, IPO-
TE JIBa CHHJIPOMH MOXKYTh po3rodarucst B pizHoMy Biii: COVE
ta POLE. Xoua B pa3i IMX CHHIPOMIB OUIKY€EThCSI PEMicisi, BOHA
Mo)ke HacTaTu He B ycix nanieHtiB. COVE xapakrepusyerbces ya-
CTUMHU KOPOTKUMH (hOKAIbHUMU CEHCOPHUMHM Haragamu 3i 30e-
PEXEHOIO CBIIOMICTIO i3 30pOBUMH SIBUIIAMH ITiJ] 9aC HECIIaHHS,
MiCA AKAX YacTO HACTa€ TOJOBHUI O11b. Ommcano Ae0r0T IMbo-
ro cunapomy y Bini 10 19 pokie.” Ha EEI" cniocrepiraetbest HOp-
MaJIbHUH (OH 3 IHTEPIKTAITEHUMH TOTHIMYHUMHU TOCTPO-XBHIIHO-
BOMH a00 CIaiK-XBUJILOBUMH PO3PSIIaMH, 10 CIIOCTEPIraroThCs
31e01TBIIOr0 yBi cHi. Pemicis Hactae B 50-80% marfieHTiB IpoTs-
roM 2-7 pokiB micis Ae0roTy 3aXBOproBaHHS 3 abo 6e3 3acTocy-
BanHs nporuHanagaux npenaparis (ITCIT).%° POLE xapaxrepu-
3y€ThCsl (POTOIHAYKOBAHUMH (POKaJBHUMHU CEHCOPHUMH Harajia-
MH 31 OEpEeKEeHOIO CBIJJOMICTIO Ta 30pPOBUMH siBUIAMU. OmHcaHo
Je0I0T IbOT0 CHHAPOMY B JiopociioMy Bimi.'” IcHye 3HauHe mepe-
BayKaHHs 11OTO cHHApPoMY cepen kiHok. Ha EEI” coctepiraers-
Csl HOpMaJbHUH (DOH 3 IHTEPIKTANEHIMH CIIAHK-XBHILOBOMH 200
TIOJTICTIAHK-XBUITLOBIMH PO3PSAAMH, SIKMM CIIPUSIE 3aKPUTTS Oueh
Ta TEepepuBYacTa CBITIIOBA CTHUMYJIALIs. Takok MOXKHA 1o0Oavn-
TH T€HEpali30BaHy CllalK-XBHIbOBY akTHBHICTh. Sk COVE, Tak i
POLE noxiaaHo 0OrOBOPIOIOTHCSI B OKPEMIiil CTATTi PO eriier-
THYHI CHHIPOMH 3 IEOFOTOM y JUTHHCTBI.

2.3 | ®okanbHi enJieNTHYHI CHHAPOMH
TeHeTHUYHOI, CTPYKTYPHOI YU I'€HETHKO-
CTPYKTYPHOI eTioJiorii

I'pyna dokanpHUX €NiNeNTHYHUX CHHAPOMIB, L0 MPOSBISIOTH-
cs1 B pi3HOMY Billi, OXOIUTIOE HU3KY CHHAPOMIB, 5IKi Oy/1 aianToBaHi
3 momepenHix 3BiTiB Kowmicii ILAE.!" Tle cunapomu SHE, FMTLE,
FFEVF ta EAF. «AyToCcOMHO-IOMIHaHTHa HiYHa JI0OOBa eriye-
nicisi» Oyna neperimenoBana B SHE, m106 BinoOpasutu cydacHe po-
3YMIHHS TOTO, 1[0 LEH CUHIPOM OXOILTIOE XapaKTEPHI THIIH MOTOP-
HUX Hanafis (TimepKiHeTHYHi Hamaau Ta/ado MOTOPHI Hamaay 3 To-
HiYHUMU/AUCTOHIYHIMH PUCAMH), TIEPEBKHO MiX 4ac CHy, U IO
BOHHM MOXXYTh MaTH eKCTpadpOHTAIBHUIN Ne0IOT.
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TABJIULISI 1. Xapakrepni o3naku SHE, FMTLE, FFEVF Ta EAF

Epilepsia-
pilep

HuHi 3 muMu cuHAPOMaMH TOB’sS3aHUN MUPIIANA CHEKTP
€TIOJNIOTIH, Mo OyIM BUBYCHI 3aBISKH TOCATHCHHSM Yy Talys3i
Bi3yalTi3alliifHuX, TeHeTHYHUX nociimkenb i EEL. OTxe, TaMm,
Jie 1Ie TOPEYHO, 1[I CHHAPOMH OYJIU PO3IIUPEHI, 1100 OXOMUTU
SK CTPYKTYPHY, TaK 1 TEHETHYHY €TIOJIOTi0, sIKa MOXE MpH-
3BECTH JI0 TakKoi caMoi eJeKTpoKIiHigHOI KapTuHH. Llinpo-
Ba IrpyIa po3TIsHyNa MUTAHHS PO Te, YU MOTPiOHO BBaXkKaTh
eNUIENITUYHUMH CHHPOMAMH 1HIII PO3JIaAH, 10 MPU3BOAATH

Bisyaaizauiiini 1ocrigKeHHst
3a3BHyail B HOPMi, X04a MOBIIOMIISUIOCS TIPO 3a/HBO-

Hopma, ®KJI un HabyTa CTpyKTypHa aHOMAJTis
Hopwman, piko rirlom_lrr\;nanwa arpodist abo

3
£ 5 Qg JI0 HamajiB 3 XapakrepHuMu KiiHiunumu Ta EEI-03HakaMmu,
5]
= € g 110 3a4inarTh crenudivni GpoKatbHi MEPEXKi TONOBHOTO MO3-
5 ©o . . .
;E’f § § ky. LlinboBa rpyna BupinmMia BKIOUYUTH BU3HAYCHHS TITbKU
E . .
Eﬂ 5 3 Ui OKATBHUX eIMiJIeNTHYHUX CHHIPOMIB, IIPEICTABICHUX Y
_ i cTaTTi, ajJe BW3HAE, IO MEBHI iHII (oKambHI emiiencii
| . . .
2 z (HampuKan, iHCYIspHA, NEePEAHbOT YaCTHHU MOSICHOI 3BUBH-
< 2 < Q . .
3 5 HU, TOTWJINYHA) MOXYTbh MiqIaaaTH IiJ y3roJUKeHEe BH3HA-
8 gk A
ZE =% YEHHS EMIENTHYHOTO CHHPOMY.
B = . . .
§'§ g2 KopucHoro m1si niarHOCTUKHM OimbIIOCTI IHX (OKajb-
o >
2% 28 HUX CMiJeNTUYHUX CHHIPOMIB € XapaKTepHa 4iTKa CeMioyo-
e < . . . . . .
& ris Hananis (tabnuns 1). Tumosa cemiosorist rinepkiHeTHY-
3

HUX HamaJiB, [0 BHHHUKAIOTH Mig 9ac cHy B pa3i SHE, a6o
(doxanbHI ceHcopHi ciiyxoBi Hanmaau B pa3i EAF nepen6aua-
I0Th JIarHOCTHKY ITUX CHHAPOMIB 1 JOMOMArarTh HALIIATU
JMIarHOCTUYHI JOCIKCHHS Ha MEBHI MUISHKA MO3KY U Te-
HEeTHYHY eTiojorifo. JliarHOCTHKa AESKHUX 13 IUX CHHIPO-
MiB MOTpeOy€e peTeNbHOr0 BHBYEHHS CIMEHHOrO aHaMHe3y.
Byno ineHTH(ikoBaHO MaTOTEHHI BapiaHTH B KUIBKOX T€HaX,
10 BUKJIIMKAIOTH IIi CHHAPOMH (TaOIuIs 2), SKi MOXYTh IIe-
penaBaTHCs B cHajoK, BUHUKATH de novo abo OyTu 3yMoOBIIe-

Donosa inTepikranpia EEI 3a3puyaii y Hopmi a60 Moxke
JAEMOHCTPYBATH JIETKE TUMYAaCOBE YIIOBUIBHEHHS; 1THKOJIA
nobaunty GokanbHy enientuGopMHy aKTHBHICTH

no6aunty GokanbHy (3a3BHYAl CKPO

noGauntu pokanbHy (3a3BuHait 106
AKTUBHICTH

AKTUBHICTb
®DoHoBa iHTepikTanbHa EET 3

Hi COMaTUYHUMU NAaTOTeHHUMH BapiaHTamMu reHiB. CiMeiHui
aHaMHe3 MO)Ke OyTH IPOIYLIEHO Yepe3 3HIKCHY FeHETHUHY
MeHEeTPaHTHICTh, Pi3HY TSHKKICTH 1 CEMIONOTi0 HaMaIiB, a Ta-
KO HENPABWJIbHY JIarHOCTUKY B ypaXCHHX 4YICHIB ciM’1.'*
13 SIkuro B wieHiB ciM’i croCTepirarThesi (HOKaIbHI HAMa K
31 30€peKeHOI0 CBIJIOMICTIO (HANpUKIaA, CIYXOBI CHMIITO-

Kuainiuni o3naku

MH, JIe)KaBIO YM KOPOTKI 130JIbOBaHI HiYHI MOTOpHI €Mi30/H),
BOHU MOXYTh OyTH He ieHTH(IKOBaHI K HAaIH, SKIIO WIe-
HiB ciM’1 HE ONUTAaB KIIHIIHUCT, KU 3HAE€ PO IX 3HAYCHHS.
VY nesikux cim’sIX JUIIE JOKJIATHE AOCIIIKEHHS BCIX XBOPUX
3a JormoMorolo kiiHiuHoro obcrexenns, EEI' Ta Bizyamiza-
HiiiHOrO (heHOTUITYBaHHS (HANPUKIAMI, 3 BUKIIOYEHHIM 4Jle-

CTPaxoM YH MAaHIKO0, YIIOBUIBHEHUM PYXOM, Bi3yallbHUMU YUMOXKHA OOAYUTH CKPOHEBY eniienTu(hOpMHY aHOMAIIIIO
MOCTiHHA B I€] JTIOIUHH.

CIIyXOBUMH 1JTFO3{SIMU Ta BEreTaTHBHUMH IIPOSIBAMH.
DoKasIbHi HaIa (M, CEMIOJIOTis SIKMX 3aeKuTh Bl GokanbHoi PoHosa inTepikTanbna EET 3a3Buuaii y HOpMi; MOKHa

TTiyt yac cHy KOpoTKOuacHi rinepkineTnuni abo acumerpuuni ®onosa inTepikransna EET 3a3Buua

TOHIYHI/JMCTOHIYHI MOTOPHI HAMAN
Ta CyIyTHIMH CHMIITOMAaMH, HAIIPUKIIA]] CHOBUJ[IHHSAMH,

371e6i1b10r0 (hoKaTBHI HaNaIM 3 IHTEHCHBHUM JICKABIO
KOPTHKAJIbHOI JUISIHKH, 1110 YPaXX€Ha B JIOJUHH, aJle
CencopHi Hanaju (CITyXoBi), KOTHITHBHI Hama M 3

peuenTuBHO adasziero

HIB ciM’T 3 HAOYTUMHU CTPYKTYPHHUMH aHOMAJIiSIMU T'OJIOBHO-
T0 MO3KY) pa3oM i3 TeHETHYHHUM JIOCIiHKECHHSIM T03BOISIIOTh
MMOCTAaBUTH BICBHEHUU JiarHO3 CIENH(ITYHOTO CHHAPOMY Ci-
MeitHo1 dokanbHol eninencii.' JliarHocTHka Moxe OyTH H0-
JATKOBO YCKJIAJHEHA TUM, 11O OJIHI i Ti caMi MaTOreHHI Bapi-
AHTH TeHIB CHPUYUHSIIOTH Pi3HI (OKAJIbHI EMiJIeNTUYHI CHH-

i)

HHUHN

enekrpoeHuedanorpama; ®PKJ{ — dokanpaa koprukansha juciuasis; FFEVF — cimeitna dokanbha eminencis 3 3i 3minaumu Boraumamu; FMTLE — cimeiina mesiansHa ckponesa emninerncis; SHE —

JleGroT (3BHYA)

apomu (HampHKJIad, MaToreHHI BapianTu rena DEPDCS Oynu
inentudikosani B pa3i SHE, FMTLE i FFEVF). Eninentuu-
HAW CHUHAPOM, NIaTHOCTOBaHUH y CiM’i, MOXe, OTXKe, 3ale-
JKATH BiJ TOTO, YU MOXE OyTH MiATBEPIIKEHO, IO BCi Wie-
HU ciM’i MaioTh oxHakoBUil QenoTnn (Hampukiaza, SHE,
FMTLE, EAF) a6o B xBopux y Mexax ciM’i cnoctepiraerbcs
pizHa cemiounorist pokansHux Hanaais (FFEVF).

ITiuriTkoBHIT a60 KOpOCIHii Bik
Tlepiue uu pyre AecsATHPIYYS KUTTSI
JIpyre 4 TpeTe AeCATUPIuYs KUTTS

Jlpyre AecsaTupivds JKUTTS

Cunapom

Cropouenns: EAF — emiznencis 3 cryxosumu o3nakamu; EET
COH-3aJIeXKHa TinepMOTOpHa (TinepKiHeTHYHA) eMiIerncis.

FMTLE
FFEVF

SHE
EAF
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*f pilepsia

DoKaIbHAN eI THYHN I s .
IToB’s13aHi reHn

TABJIMLS 2. Tenetnuni GokanbHi eniaenTuy-

HI CHHJIPOMH Ta 3aJIy4eHi TeHH, PO SKi HUHI BiZIOMO

CHHAPOM

SHE CHRNA4, CHRNA2, CHRNB2, DEPDCS5, KCNTI, NPRL2, NPRL3,
PRIMAI

FMTLE DEPDCS5 (MeHzeniBCbKe ycnaJKyBaHHs 3ycTpivaerses pinko, FMTLE
3a3BHYail ICMOHCTPYE KOMILICKCHE YCIIa [KyBaHHS)

FFEVF TSC1, TSC2, DEPDC5, NPRL2, NPRL3

EAF LGIl, RELN, MICALI

Ckopouennsi: EAF — emninenicis 3 ciyxoBumu o3Hakamu; FFEVF — cimelina (okaiibHa erninerncis 3i 3MiH-

Humu Borauiamu; FMTLE — cimeiina me3ianbHa ckponesa emninerncis; SHE — con-3aiexHa rinepMoTop-

Ha (TinepKiHeTHYHA) emiIencis.

TABJIMLIS 3. OcHOBHI KpHUTEpii TIarHOCTHKH COH-3aJICKHOT TiepMOTOPHOT (TiNepKiHETHYHOT) eminerncii

O00B’s13K0B1

Hanaym KopotkouacHi $okanpHi MOTOPHI Hama/u 3 Tinep-
KiHCTUYHHMH a00 aCHMMETPUYHHMH TOHIKO-JIHC-
TOHIYHUMH O3HAKaMH, 110 BUHUKAIOTH TEPEBaX-
HO yBi CHI.

EEl

Hal’[aﬂﬂ TIEPEBA’XHO B CTaHi HeCTIaHHs

Tlonepensxenns® BunsiTKOBi

Hanaju tineku mijg 9ac Hecrnianus Hamagn

3 reHepaninaHMM J1e0r10TOM

Yacri eninenTudopMHi (DEHOMEHH 3a MEKaMH

J1000BHUX JIISTHOK

TenepanizoBani eminenTudopmui aHoMaii

Bik mix yac gedory

Po3BuToK mijg yac aedroty

TENEKTY

Hespoioriuae obcre-

JKEHHA

<10 abo >20 poxiB

<2 micsui abo >64 poku

Bix mOMIpHOTO 10 TSDKKOTO IOPYLICHHS iH-

®dokajbHa MaToJoris 3a pe3yiabrataMu HE-

BPOJIOTIYHOTO OOCTEKEHHS

MPT He noTpibHa ISl JIarHOCTUKH, ajie Ma€ OyTH BUKOHAHA IS OL[IHKH OCHOBHOI €TiONOTii.

Ixranpaa EET" He moTpiOHa u1st 1IarHOCTUKH.

Cunzapom 6e3 1abopaTtopHOTo MiTBEpDKEHHS: Y perioHax 3 oomexxennmMu pecypcamu SHE MoxkHa fiarHOCTyBaTH 3a HasSBHOCTI IHIINX 000B’I3KOBUX 1 BUHSITKO-

BHX KPHUTEPIiB, a TAKOX, AKIIO MAI[iEHT CaM CTaB CBiJKOM ab0 Mae BiJje03annc CBOIX riMepKiIHeTHYHNX HAMaJiB YBi CHi.

Cropouenns: EET" — enekrpoennedanorpama; MPT — marniTHO-pe3onancHa Tomorpadis; SHE — con-3anexHa rinepMoTopHa (TinepKiHeTHYHa) eriTencis.

* KpuTepii monepe/KeHHs BiICyTHI B MlepeBaskHiii GibIIOCTi BUNAKIB, alle Pi/IKo 3yCTPiualoThes. X HASBHICTh Mae BUKIMKATH 06EPEXKHICTh i/l 4ac AiarHOCTHKM CHHPOMY Ta PO3IIIs-

Jy iHIIUX MOTCHI[IHHUX CTaHIB.

2.3.1 Con-3as1e:xHa rinepMoTOpHA
(rinepkiHeTHYHA) emiJiencis

SHE (tabnuns 3) xapakrepusyeTbes KiIacTepaMu MOTOPHUX
HamnasiB, 10 BUHUKAIOTH MiJ 4ac cHy. Hamaau panToBo mouu-
HAIOTHCS Ta MPUMTUHIIOTHECS; BOHM 3a3BHYail KOPOTKi (<2 XB), 31
30epeKeHHSIM CBiZIOMOCTI Ta CTEPEOTHITHUM TillepKiHETUIHUM
a00 aCHMETPUYHAM JUCTOHIYHUM/TOHIYHUM MOTOPHHM MaTep-
HoM. Lleit emizienTUYHUI CHHPOM, 0COOIHMBO SKIIO BiH ITOB’s3a-
HUI 31 CTPYKTYPHOIO aHOMaJIi€l0 TOJIOBHOTO MO3KY 200 IEBHUM
reHoM (Hanpukian, KCNTI), moxe OyTu (hapMaKkope3HCTEHT-
uuM. Tepmin SHE oxommioe Ta 3aMiHIOE TIOTIEpedHi emijiern-
TUYHI CHHIPOMH TiITHOT€HHO-HIYHOi IMapOKCU3MAaIBHOI THUCTO-
Hii-eminercii, HigHOI M0OOBOI eminencii (NFLE) Ta ayrocom-
Ho-noMiHanTHOT NFLE i BKiIIOYae reHeTHYHY Ta CTPYKTYpHY
etiosoriro.'?° Xoua Ha3Ba «COH-3aJI€XKHA TiIEPMOTOPHA €rijie-
TICis» — I1e TEPMiH, SKUH JIMIIC BiHECIaBHA BUKOPUCTOBYETHCS
B HAYKOBIi JIiTEpaTypi ISl MO3HAYCHHS IIbOTO CHHIPOMY, 132024
LinpoBa Tpyma 3a3Havae, MO «TIMePKIHETUIHUNY, a HE «Tirmep-
MOTOpHHUIT» € Hapa3si 3araJbHONPUHHATHM TEPMIHOM Ui (o-

KaJIbHOr'0 MOTOPHOTO Harlaly 3 akTHBHUMH PyXaMH, sSIKi MOXKHa
croctepiraty B pasi 1010 curapomy.? LinpoBa rpymna moroau-
Jacst 3 THM, [0 Ha3Ba I[bOTO CHHAPOMY MOKe OyTH ab0 «COH-3a-
JIe)KHA TIIepKIHeTHYHA STJIeTICis», a00 «COH-3aJIeKHA TiIIepMO-
TOPHA EIIUICICIsH», OCKIIBKY B JEIKAX MALlIEHTIB MOXYTb OyTH
TUIBKU TINEPKIHETHYHI Hamajy, a B IHIIMX MOXYTh OyTH ¢o-
KaJIbHI MOTOPHI Halay 3 TOHIYHUMH/JJUCTOHIYHUMH O3HAKAMH.

Enioemionozis

SHE — e pinkicHH CHHIPOM i3 pO3paxyHKOBOIO MOLINpPE-
HICTIO HeciMelHO1 ¢opMu cepent gopocioro HaceneHHs 1,8-1,9
Ha 100 000 nacenenns.?'

Kniniunuii konmexcm

Bix nmebroty HamaziB 31e01TBIIOT0 — TIEpIIi 2 JeCATHPITdsS
JKUTTS, 3a3BUUAl 710 miTiTKOBOTO BiKY (11-14 pokiB), ane KoJw-
BaeThCs Bi 2 MicsiB 10 64 pokis.'* 22627 [cHye HeBenMKe Tie-
peBaXkaHHsI MOIUPEHOCTI cepe 4omoBikiB.?! HeBposoriune 06-
CTEKEHHS NI0Ka3y€ HOPMaJIbHI Pe3yJIbTaTH.

IlepunaranpHUi aHAMHE3, €TAITM PO3BUTKY Ta KOTHITUBHI (DyHK-
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1ii 3a3Buuaii B HopMi. [10BiZOMIATIOCS PO MOPYLIEHHS iHTENEKTY
Ta HefponicuxiarpuyHi abo MOBEAIHKOBI po3iaau B pa3i SHE 282

Ilepebie 3axeoprosaniis

Iepe6ir SHE 3ne6inbimoro mos’s3anuii i3 etionoriero.”! Binb-
LIICTh NAIi€HTIB MAIOTh HOPMAJIbHUI IHTENIEKT 1 HOPMaJIbHI Pe3yilb-
TaTu BizyanizaliifHUX ZOCIi/XeHb Ta Binnosinaots Ha IIITH mep-
mroi il TTarieHTr 3 TOPYIIEHHSIM iHTEJIEKTY, HEBPOIOTTIHUMH
MOPYIICHHSIMH YU aHOMAJISIMU 3a pe3yJibTaTaMH Bi3yallizalliiHux
JIOCITI/DKeHb UM HalaJaMy B CTaHl HECIIaHHs 3 MEHIIOK HMOBIpHi-
CTIO JIOCSITAl0Th CTIHKOI pemicii Hamani?!*°. ¥V pasi neskux eTioso-
riif Moxe OyTH e(eKTUBHUM XipypriuHe JiKyBaHHs eninencii. Haii-
Kpalui XipypriuHuii pe3ysbTaTr CIIOCTEPIraeThesl, KOJIU €Ti0oris €
YITKO BH3HAYEHOK CTPYKTYpPHOI MAaTOJIOTi€r0, 0cOONInBO (hoKaib-
HOIO KOPTHKaTBHOIO aucruiasicto (OKJI) tumy 11b.%!

Hanaou

CnoctepiratoTbes (hoKanbHi MOTOPHI Hamaju 3 BUPa3HUMHU Ti-
MNEPKIHETUYHUMH a00 aCUMETPUYHUMH TOHIKO-IUCTOHIYHUMHU 03-
HaKaMM, 3a3BHYall i3 BEreTaTUBHUMH CHMIITOMAaMH (Taxikapnis,
TaxilmHoOe, HepeTySIPHUN IUXabHUNA PUTM), BOKAJI3AIl€l0 Ta BH-
PaXEHHSIM HETaTHBHHX CEMOIlil, Takux siK crpax.”* Moxe OyTu
BIZIXMJICHHSI TOJIOBH Ta oOdeil. [imepKiHeTHYHI PyXH OXOILTIOIOTH
MIPOKCUMAaJIbHI BIIJIUIM KIHLIBOK a00 akciaibHI M’S3W, IO CIIPHU-
YUHsIE€ HEPETYISIPHI PyXU BEJIUKOI aMIUTITYAH, TaKi sIK IeAaTioBaH-
Hsl, TOIUTOBXM Ta3a, CTPHOKH, IOLITOBXH ab0 pO3roiijyBaHHs:.>
®dokasbHI MOTOPHI Hama MOXYTh OyTH MaJIOIOMITHUMH KITiHIY-
HO (paHille Ha3UBaJIHCs «IaPOKCH3MaIIbHUMHI 30yIKEHHIMI» ) a00
MOXKYTh TPUBATH JIOBILE Ta OYTH «Iy>Ke CKIAHUMI» (HAIPHUKIA],
«enientuuHa OnykauHs»)."* TlamieHTs MOXyTh OmUCyBatH (o-
KaJIbHI CEHCOpHI a00 KOTHITHBHI Halaju J0 TOTO, K TOYHHAKOTh-
¢s1 MOTOPHI mposiBi. MOKyTh BUHUKATH BOTHUIIEBI 200 TBOOIUHI
TOHIKO-KJIOHIUHI Hamaam.'* 13 Xoua mis bOro CHHAPOMY Xapak-
TEpHI HaIaaM i Yac CHY, HalaJy B CTaHi HECIIaHHS BHHUKAIOTH y
27-45% naiieHTiB y IEBHUH MEPioJl IXHBOTO JKUTTsL. !> 2!+ 26

Enexmpoenyeghanoepama

®on EET 3a3Buuaii HopmansHuidl. EEI” HecrianHs He € eminern-
tudopmuoro B Oinbimocti (50-90%) mauienTis." Ilix yac cHy iHTe-
pikTasbHi emninenTrudOpMHI aHOMaJT CIIOCTEPIraroThCsl B JI0OOBUX
ninsiHKax npubnusHo B 50% mnamienTi (pucyHok 2A).1 IkranbHa
EEI' Moxe He IOKa3yBaTH YiTKUX IKTAJIbHUX IaTEpHIB, OyTH Iie-
PEKPHUTOIO0 PYXOBUMH apTedakTaMu abo JEeMOHCTPYBATH PO3PSAH,
1110 PO3BHUBAIOTHCS Y BUIVISI TOCTPUX XBHJIb 200 CIIAK-XBHJIIb, PUT-
MIYHY TOBIJIbHY aKTHBHICTh a00 Audy3HE CIUIOMICHHS (OHY HaJ
n000BUMH JisiHKaMu (pucyHok 2B). Moke criocrepiraTuch Io-
cTikTanbHe QoKaabHe YNOBUTbHEHHS. [IJIs i ATBEPIKESHHS liarHo-
3y HallKkpaluM AiarHOCTUYHUM TECTOM € TPHBAJIC 3aIlliCyBaHHS Bi-
neo-EEI" 171 BUABIEHHS MOA1MH 31 CTEPEOTUIIHOIO CEMIOJIOTIEI0 CHY,
0COONHMBO Yy BUIMAKaX 0€3 4iTKOI MOBEPXHEBOI iIKTaIbHOT KOPEISIIil
EET. Buyrpimabouepente 3anucyanus EET (Hanpukinan, crepe-
0-EEI") mponeMoHCTpyBajo, IO iKTAIBHI PO3PSAN MOXKYTh MOYH-
HATHCS B PI3HUX eKCTPaPPOHTAIBHUX TUISTHKAX (1IHCYIOONEePKYISIp-
Hili, CKpOHEBiif 1 TiM’stHiit Kopi).?* 3234

Bizyanizayitini 0ocaiodcenms

HeifipoBisyamizamiiifHi TOCTiKeHHS 3a3BUYall IMTOKa3yIOTh

. . 7
Epilepsia’~
HOpMaIbHI pe3yabTaTh. [HKOIH BUSBIAETHCS CTPYKTYpPHA aHO-

MaJtist TOJIOBHOTO MO3Ky, Haigacrine ®KJI (pucynok 2C), ane
TaKOX, pijiie, HabyTa CTPYKTypHA MaTonoris.”

T'enemuuni docniodrcenns

Etionoris SHE moxe OyTm TeHETHYHOIO, T€HETHKO-CTPYK-
TypHOIO 200 HaOytoro. CiMeiHnii aHaMHE3 TOBHHEH OyTH pe-
TEJIFHO BUBYEHHH, ajie HE OYIKYETHCS B pa3i CIoOpaandHoi abo
nabyroi SHE.*® Cimeiina SHE 3a3Buuaii ycriaakoByeThes 3a ay-
TOCOMHO-JIOMIHAHTHUM THUIIOM (ayTocoMHO-1oMiHaHTHa SHE
[ADSHE]) 3 menetpanTHicTio mpubmusHo 70%.%° INatoreHHuit
BapiaHT Te€Ha BUABISETHCS NMpHOIN3HO B 19% Bumaakis ADSHE
Ta B 7% Bunajxis cropaauuHoro SHE." Tenetnuni npuunHu
ADSHE oxorumoioTh NaTtoreHHi BapiaHTH B T'eHaX KOMILICK-
cy GATORI1 (DEPDCS, pimmue NPRL2 a6o NPRL3),'>" B re-
Hax cyOOAMHMIIb alleTHIXONTHOBUX penenTopiB (CHRNA4, pin-
e CHRNB2 a6o CHRNA2)* 37 i B reri KCNT1 aKTHBOBaHOTO
HatpieM KaiieBoro kaHanmy.'* OcoOW 3 TaTOreHHUMH BapiaHTa-
Mu TeHa komruiekcy GATOR moxyTh mati OKJ] i3 moka3zaHHs-
MU JUIsl XipyprivHoro JikyBaHHs eminencii.'” Ocodu 3 naToreH-
numu Bapiantamu KCNT! marote Tsoxuy dopmy SHE 3 mopy-
LIEHHSIM 1HTEJIEKTY, IICHX030M, 1HKOJIM perpecom? 2’ 1 BUIIOI0
MIEHETPAHTHICTIO B ciM’siX. OmucaHo piakicHi ciM’i 3 ayTocom-
Ho-penecuBHo0 SHE; B omHiit cim’i Oyiio BUSABIEHO NAaTOTCHHI
BapianTtu rena PRIMA 1.

Hugpepenyianvua diaecnocmuka

» [lapacoMHis, IO MPOSBISIOTbCA HE IiJ Yac (a3u MIBHIKO-
ro cuy (®IIC): ITauienram 3 SHE moxe OyTH MOMHIKOBO
MOCTABJICHUH JIiarHO3 MapacOMHIi, 4acTO MPOTArOM IEBHO-
TO "Yacy JI0 Toro, sk Oyye po3misHaHo eminerncifo.® Hamaau B
pasi SHE, 31e06i1b110r0 KOpoTKi (<2 XB), 3 PalTOBUM I10YaT-
KOM a00 3aKiHYEHHSM, MalOTh CTEPEOTHUITHI MOTOPHI O3HaKU
BiJI Hamay 10 Hamaay i MOXKYTh BUHHUKATH IIIOHOYI 3 KJIacTe-
paMu IpOTATOM HOYi (Bifl IOYATKy CHY 10 PAHHBOTO PAHKY),
4acTo 31 30epeKEHOI0 CBIIOMICTIO il yac Hanay. [Tlapacom-
Hii TpuBaimi (> 10 XB), MatOTh BapiaOeNbHI PUCH BiJI €Mi30-
Iy JI0 €Ii30/ly W MEHIII YacTi, YaCTO MOOJUHOKI BHOYI Ta BH-
pasHi uepe3 1-2 roguHu miciis 3aCUHAHHS; NAlli€HT CIIaHTEeI I -
YeHHH MiJ yac enizony i He nam’sTae Horo 3rofom.

* Tlcuxorenni HeeninentuyHi Hamagu (PNES): Ilamienram 3
SHE moxe Oyt NOMHIKOBO moctaBieHuil niarno3 PNES,
TOMY IO BOHH MOXYTh 30epiraTu CBiJJOMICTb 3a HasBHOCTI
JBOOIYHUX PYXIiB Iij yac Hamajis, a ikragpbHa EET Moxe He
MOKa3yBaTH YiTKUX ikTanbHUX natepHiB. SHE moxHa Binpis-
Huty Bix PNES 3a cTepeoTHIIHUMU rinepKiHeTHYHUMU O3Ha-
KaMM, CTUCTICTIO Ta 00’ €THAHHIM HamlaJiB y KIacTep MpoTs-
TOM HOWI MiJ] 9ac cHy, ToAi sk emizoqun PNEC meHn crepeo-
THUITHI i BAHUKAIOTh ITi/T 9ac HECTIaHHSI.

* Posnag noseninku mix gac GUIC: e PUIC-napacomHis,
sIKa 3a3BUYAl TIOYNHAETHCS B Mi3HIIOMY Billi (> 50 pokiB).
linepkiHeTH4HI pyXH HE CTEPEOTHIIHI Ta BiJIOBINAIOTH
SICKPAaBOMY CHOBH/IIHHIO.

» FFEVF: V Toit yac six Hanaau, cymicai 3 SHE, MoxyTs Bu-
Hukary B monuan B cim’i 3 FFEVF, cimefina SHE Binpis-
userbes Big FFEVF tuwm, mo Bei XBopi y Mexax cim’i Ma-
10Th Haraau, cymicHi 3 SHE. 14
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PUCYHOK 2. [urepikranbHa eniientidopMHa aKTHBHICTb Y 8-pIYHOTO XJIOMYHUKA 31 COH-3aJIEXKHOIO IIIEPMOTOPHOIO (TIIepPKIHETHYHOIO) elli-
nerciero. (A) Enexrpoennedanorpama rmokasye IoBTOPIOBaHI XBHIIL HaJ MepeIHIMH JUITHKAMH JIiBOI MIBKYJI 3 iHBepCiero (a3u Ha eeKTpogax
F3 1 F7 (o6Beneno B pamky). (B) IinepxineTnunuii Hama | mijJ 9ac CHy 3 HEIIBHIKHM PyXOM OdYeH y Toro camoro xyomanka. Kpusa maibxe 3a-
MacKOBaHa M’ sI30BUM apTedakToM depes pyx. MoxkHa MoOaYuTH NepeIoBy TOCTPY XBUIIIO, 3a SIKOFO H/Ie IBH/IKA aKTUBHICTB (€IIITC) Y JiBii 1000~
Biif ainsgHmi. (C) MaruiTHO-pe30oHaHCHa TOMOrpadis NOKa3ye TOHKOCMYTOBY IF€TEpOTOIII0 B MiAKIPKOBiH Oiiif pedoBUHI J1iBOi T000BOI YacTKH,
1110 PO3IIISIAAETHCS K JIHIf{HA aHOMAaJIist CUTHAITY, 130IHTEHCHBHA JI0 BUILOJICKAYOT KOPH, IO iJie B epeHbO-3aJHhOMY HANPSAMKY B Oiiif peyo-
BHUHI (CTpiJIKa), SiKa TPOXH SICKpaBilIa Ha [iboMy T2-3BaXkeHOMY 300pakeHHi y MOPIiBHIHHI 3 TIEI0 CaMOI0 JISTHKOIO B ITpaBiii 1000Bii gacTii (00-

BEJICHO B PAMKY).

e Inmn ¢oxanbHi Hamaay, MO BiIOYBAIOTHCS MTEPEBAKHO YBI
cHi: BoHU He MalOTh XapakTepHHUX TiMEpKIHETUYHUX 200
ACUMETPHYHKUX TOHIYHUX/TUCTOHIYHUX O3HAK, III0 CIIOCTE-
piratorscs B pas3i SHE.

2.3.2 Cimeiina Me3iaJIbHA CKPOHEBA eniJiencist

FMTLE (rabmunst 4) siBisie co00r0 MOMMpeHui (poKaibHUNA
SNUISNITUYHUNA CHHIPOM 31 CKJIQJIHUM THUIIOM yCIIa/IKyBaHHS, 3a-
3BHYall i3 1e0I0TOM y MiTiTKoBOMY abo gopociomy Bii.*’ Ileit
CHUHJIPOM IIE€PEBaYKHO OB’ SI3aHMH 13 ()OKAILHUMH Harajaamu 3i
30epEIKEHOI0 CBIJIOMICTIO Ta CEMIOJIOTIETO, 1110 CTOCYETHCS Me3i-
aJIbHOI CKPOHEBOT YacTKM, 0COOJIMBO 3 BUpa3HUM jexasto. [1a-
LieHTH MatoTh HopMasibHy MPT it Hamaau BiANoBinarOTh Ha Ji-
KyBaHHs. Takoxk Oynu orumcaHi Aesiki ciM’1 3 KIIIHIYHO retepo-
renHoro opmoro FMTLE, 1o Bxitouae nonepeani hedpuibHi

Haraau, MPT-03Haku rimokaMnaisHOT arpodii Ta MEHII CIpH-
aTIuBy Binmoigs Ha [ICIT.4+
* [Hmi (okanbHi Hana M, 10 BiJ0OYBAOTHCS MIEPEBAKHO YBI
cHi: BoHM HEe MalOTh XapaKkTEpHHUX TiMEPKIHETUYHUX 200
ACHMETPHYHNX TOHIYHNX/JUCTOHIYHUX O3HAK, 1[0 CIIOCTE-
piratotscs B pasi SHE.
Uepes cBoi Jerki Ta ManonomitHi o3Haku FMTLE dacto He
po3mi3Ha€eThCs Oe3 HAIIPABICHOTO OTIUTYBAHHS POAUYIB.

Kniniunuu konmexcm

Bix ne0roTy HamamiB KOMHUBAETHCA Bix 3 10 63 POKiB, CHMII-
TOMH 3a3BHYail MOYMHAIOTHCS B MIUTITKOBOMY ab0 ITOpOCIOMY
Biri.*> * Oco6u 3 FMTLE 3a3Buuait MaroTh HOpMaJbHHI iHTE-
JIEKTyaJIbHUH PO3BUTOK 1 HE MAIOTh OB’ I3aHUX HEBPOIOTIYHUX

BingxuieHp. % 4
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TABJIMLISA 4. OcHOBHI KpHTepil 1IarHOCTUKY CIMEHHOT Me3iabHOT CKPOHEBOT eniencii

O00B’s13K0BI IMonepemsxenns* Bunsrkosi

Hanmamu ®DoKallbHI KOTHITHBHI (0OCOOIMBO I€KaBIO), CEH- Hananu 3 renepainizoBanum 1e010TOM

copHi abo BeretaTHBHI Hamaan

EET IenepastizoBaHi enirentu(hopMHi aHOMA-
Jii

PoszBuTOK ITiKT Yac nedoTy [Mopy1eHHs IHTENeKTY

Hespororiune 00CTeXeHHs DoKkalibHa 1aTONOTis 38 pe3yJIbTaTaMi He-

BPOJIOTIYHOTO OOCTEXKECHHS

Bisyaunizauiitni nocnijpkennss  Hopma a6o rinokaMmanbHa aTpodisi/ckiepo3

Inmi mocnmipkenns: reHetnd- CiMeliHuit aHamMHe3 0ci6 3 (OKATBHUMHU HaNagaMu, 10

Hi TOILIO. BHHHKAIOTh y Me3iaJIbHill CKPOHEBIii YacTIi

Jlnst niarsoctuku notpi6Ho MPT, m006 BUKIIOUHTH 1HII MPHYHHH.

Ixkransna EEI He moTpiOHa 1 AiarHOCTHKY.

CunzpoM 6e3 1abopaTopHOro MiATBEpKEHHS: Y perioHax 3 ooMexkeHHMH pecypcamMu MPT moTpiOHO 71 BUKITIOUEHHS 1HIMHX CTPYKTYPHUX €TiONOTIH.

Cxopouennsi: EEI" — enexrpoennedanorpama; MPT — marniTHO-pe3oHaHCHA TOMOrpadist.
« KpuTepii nonepekeHHs BiICYTHI B IIepeBakHiii GiIbIIOCTI BUNAIKIB, ajle PilKO 3yCTpPiyaroThes. [X HASBHICTL Ma€ BUKITMKATH 0OEPEIKHICTb Mijl Yac AiarHOCTHKH CHHAPOMY Ta PO3IIIsi-

Jy iHIIMX IHOTEHILIHHUX CTaHIB.

TABJIALS 5. OcHOBHI KpHTEpil AiarHOCTHKHU CiMEItHOT (hoKaNIBHOI erierncii 31 3MiHHIMI BOTHUIIIAMI

O00B’s13K0BI IMonepemxenns* BunsaTKOBi
Hamann Hananu 3 pokanbuum nediotom Hanaznu 3 renepainizoBaHuM 1e0I0TOM
EET TenepanizoBani enigenTudopMHi aHO-
MaJtii
Bik mixg uac nebrory Heonaranbnuit 1e610T
PosBuToK mix gac nedroTy Bix momipHOTO /10 IIMOOKOTO MOPYIICHHS iH-
TEIIEKTY
Hesponoriune o6cTeKEeHHs dokapHa MATONOTIS 3a Pe3yNIbTaTaMH

HEBPOJIOTTYHOTO 00CTEIKESHHS

Bisyanizamiitni nocnimpkenas  Hopma a6o dopkanbHa KOpPTHKaNIbHA UCTLIA3IL

IHmi jpocnimkenns: rerernd- CiMelHuit anamHe3 oci6 i3 (okanpHUMHK Hamajga- Cimeiinnii aHaMHe3 (OKaJbHUX HarasliB, 10

Hi TOIIO. MU, 110 BUHUKAIOTh Y KOPTUKAJIBHUX JiISHKAX, SKi BUHMKAIOTH JIMIIE Y Billi 10 20 MicsiiB
PI3HSTBCS MK WICHAMH CciM’T

Jnst niarsoctuku notpiona MPT. Cimelinnii anamue3 (GOKaIbHIX HAamiB MOXKe OyTH BUIIAJAKOBHM Yepe3 HAOyTy IPHUKHY.

Ixranpna EEI He moTpiOHA /11st 1iarHOCTHKY.

Cunnpom 6e3 1abopaTopHOTro MiATBEpLKEHHS: Y perioHax 3 oomexxenumu pecypcamu FFEVF moxkna piarnoctyBatu 6e3 EEL B pasi forpumanHs iHImmx 000B’s13-

KoBUX 1 BUHATKOBHX KputepiiB. [Ipore MPT un KT HeoOXiaHi s BUKIIIOUSHHS IHIIUX CTPYKTYPHHX €TiONOTIH.

CKOpPOYCHHSI: KT — xomm’totepua Tomorpadis; EEI' — enekrpoenuedanorpama; FFEVF — cimeiina doxainbha emninerncis 3i sMinuumu Boraumamu; MPT — maruiTHoO-pe3oHaHc-
Ha Tomorpadis. * Kpurepii monepe/pkeH s BiicyTHI B IepeBaHiii GLIbIIOCTI BUNAKIB, ajie PiKO 3yCTPivaloThes. [X HasBHICTh Mae BUKIMKATH 0OEPEKHICTD T1i/1 Yac JarHOCTHKH CHH-

JIPOMY Ta PO3IVIsLY 1HIIMX HOTCHLIMHNAX CTAHIB.
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TABJIALS 6. OcHOBHI KpHUTEpil AiarHOCTHKH EIICICil 3 CIlyXOBUMH O3HaKaMH

O00B’s13K0BI Monepem:xenns® Bunsrkosi
Hamnaau @DokalbHi CEHCOpHi CclyxoBi Hamagu Ta/abo ¢o- Hamazm 3 renepaiizoBaHum ae010TOM
KaJIbHi KOTHITHBHI Hala| 3 pelEenTUBHOIO adasiero IHiui Hanagy 3 GoKaITbHUM IeOI0TOM
EET I'enepaunizoBani eminentroOpMHi aHOMATIT
Po3BUTOK T Yac je- ITomipHe 4 TSDKKE MOPYLICHHS 1HTEIeK-
oroTy Ty
Hesposoriune oGcrexen- ®doxanpHa MaToJOTIS 32 pe3y/IbraTaMi HEBPO-
Hsl JIOTIYHOTO 00CTEIKEHHS
Bisyaunizauiitni noci- Hopwma a6o popkaibHa KOPTHKAJIbHA JIUCTUIA3IsS

JOKEHHS

Jns niarHocTrky notpioHo MPT, 1106 yHEMOXKIIMBUTH 1HIII IPUYUHU.

Ixransha EEI He moTpiOHA 11 AiarHOCTHKY.

Cunzpom 6e3 1ab0paTopHOTo MiATBEPIUKEHHS: Y perioHax 3 ooMexxeHnmu pecypcamu MPT noTpiOHO BUKIIIOYEHHS 1HIIKI CTPYKTYPHOT €Tioorii.

Cxopouennst: EEI" — enexrpoennedanorpama; MPT — marniTHO-pe3oHaHCHA TOMOTpadis.
« KpuTepii nonepekeHHs BiCYTHI B TIepeBakHiii GiIbITOCTI BUMAIKIB, ajle PilKO 3yCTPidarOThes. [X HASBHICTL Ma€ BUKITMKATH 0OEPEIKHICTh Iijl Yac AiarHOCTHKH CHHAPOMY Ta PO3IIIs-

Ny IHIIUX MOTEHI[IHUX CTaHIB.

TABJIALS 7. OcHOBHI KpUTEpil AiarHOCTHKU Me3ialbHOI CKPOHEBOI €IiNIeNCii 3 TiMoKaMIaabHUM CKIIEPO30M

O060B’A3K0BI Monepemsxenns® BunsaTkosi

Hanau @DokaibHi Hamagu 3i 30epexeHoro cBigomictio a6o IloyarkoBa CeMioNoris, IO CTOCYEThCS MEpex, BinMiHHux Hanauu 3 renepaizoBanim 1e6r0TOM
[OPYLIEHHSM CBIJIOMOCTi 3 MOYATKOBOIO CEMIONIOTi- BiJ Me3ialbHUX CKPOHEBHX (HANPHKIAL, AUCKOMOOPT y
€10, 0 CTOCYETHCS MEAiaJbHUX MEPEekK CKPOHEBHX TIOpIIi, KJIOHIYHI a00 JUCTOHIYHI PyXH, COMATUYHI CEHCOPHI
YaCTOK (JMB. TEKCT) CHMIITOMH, IIIePKiHeTHYHA AKTHBHICTb, 30POBi CHMIITOMH,

CIIyXOBi CHMIITOMH, CMiX)

EET Crifika BiZICYTHICTb CKpPOHEBOI emienTudopMHOI aHOMa- 3apeecTpOBaHO HAIAIH 3 TeHEePalli30BaHHM
nif, monpu nosropui EET. TenepanizoBana eminentugop- aeGr0TOM.
MHa aHOMAaJis. BHCOKOAMILTITYIHI IIEHTPO-TEMIIOpAIbHI
CHaliKK 3 TOPH30HTAIbHUM aumoneM. [HTepikranbHa emi- 3apeectpoBano EEI-Hamamam 3 neGroToM B
nentudopMHa aKTHBHICTH a00 (oKaJbHE YHNOBUIBHEHHS AiISHKAX 32 MEKaMH CKPOHEBOi YACTKH
1032 CKPOHEBUMH AUISHKaMU a00 Haj 3aJHBOI0 CKPOHE-

BOIO JIIISIHKOIO

Bik iz gac nebrory <2 pokn

Po3Butok mix wac Bix moMipHOTO 10 TSKKOTO MOPYIICHHS IHTEIEKTY
ne0I0Ty

Hesposoriune 06- BorHuiieBi HeBPOIOTivHI CHMITOMH, TaKi SIK TeMi-
CTEXKCHHS nape3 (3a BUHATKOM aCHMETpii 0OIHIHsT)

Bisyanizauiiiai gocni- inokammanbHuii ckiiepo3 (0xHOOI4HMI a60 1BOGIY-

JUKSHHS Huit) Ha MPT

Jns piarsoctuky norpioHo MPT, 1m0 10KyMeHTYe rinokamnanbHui CKIepos.

Ixranpaa EEI" He moTpiOHa 1st 1iarHOCTUKH.

Cunzapom 6e3 J1abopaTtopHOro MiATBEpIKEHHs: Y perioHax 3 00Me)KEHHMH pecypcaMi Ha MiATBEPIKEHHs AiarHo3y motpioHo MPT.

Cxopouennsi: EEI" — enekrpoennedanorpama; MPT — marniTHO-pe3oHaHCHA TOMOrpadist.
« KpuTepii nonepekeHHs BiICYTHI B TIepeBakHiii GiIbIIOCTI BUNAIKIB, ajle PilKO 3yCTPiuaroThes. [X HASBHICTL Ma€ BUKITMKATH 0OEPEIKHICTb MMijl Yac AiarHOCTHKH CHHAPOMY Ta PO3IIIs-

Jly HIIUX HOTEHI[IHUX CTaHIB.
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OeOpuITbHI Halla Il B aHAMHE31 PiIKO 3yCTPIYaroTHCS B TAIlIEH-
TiB 3 TUIIOBUMH IIPOSIBAMH, aJié MOXKYTh OyTH IPUCYTHIMH B Ia-
IIEHTIB 3 TSOKYUM Ta 9acTo (papMaKope3UCTEHTHIM (PEHOTHUIIOM.

Ilepebie 3axeoprosants

VY Koroprax, JiarHOCTOBaHHX y KIIIHIKaX, KyAH CIIPSIMOBYIOTh
TIAII€HTIB 3 TIEPIITUMH HAITaIaMH TiIeTICii («KIITHIKH TepIX Ha-
Ma/1iB») Ta B pa3i MPOaKTHBHOTO (3art001>KHOT0) 0OCTEKSHHS die-
HiB cim’i FMTLE 3a3Buuaii Mae cripusitnBuii mporuos.*® bararo
YPayKeHUX JIFOIeH BBa)KAIOTh CBOT MEPEXMUBaHHSI JIEXkaBIo (i3ioo-
T'YHUMH SIBHIIEM, 1 TOMY HE 3BEPTalOThCs 110 MEANYHY JIOTIOMOT'Y.
VY Takux BHIaJKaxX Harlaay PAKTUYHO HE BILIMBAIOTH HA TOBCSIK-
JIeHHE JKUTTSL. /liarHo3 4acTo CTaBUTHCS B pa3i NosiBU (POKaIbHUX
200 IBOOIYHMX TOHIKO-KJIOHIYHUX HAIaiB, ITiJ 9ac JOCIIIKEH-
HS TIOTIEPEHIX HePO3ITi3HAHNX HaMAaliB 1 BUSBICHHS IIOTEHITIHO
ypaxeHux ponudis.* OcoOu 3 JIETKUMH MPOSBAMH MOXKYTh HE I10-
TpeOyBaTH MEIUKaMEHTO3HOTO JIiKyBaHHs. Koy mokasaHo Jiky-
BaHHS i BOHO 3aCTOCOBY€EThHCS, B OLIBIIOCTI Mali€HTIB 3HUKAIOThH
Hara/u micis Teparii moyarkoBo npusHaueHnm [1CIT; HeBenukin
YaCTHHI TAII€HTIB MOTPiOHA MOMiTeparis, i TUTBKA y BHHSATKO-
BHUX BHUIAJKaX IOTPiOHE Xipypriune JiKyBaHHs emiierncii.’’ ¥ ko-
ropTax, BUSIBJICHHX IIiJ] 4ac CIEIiaTi30BaHOTO OOCTEXEHHS Yepe3
(hapMaKope3nCTEHTHICTh a00 J0ONEpaIlifHOrO0 00CTEeXEHHSI, Tie-
peOir emniiencii MeHII COPUSATIUBU, 3 YaCTIIIMMHU HAMaaaMHu Ta
moTpeboI0 B XipypriuHoMy JiKyBaHHi emijerncii.*" 4 PesyasraTn
HarmamiB y oci0, sKi moTpeOyIoTh XipyprigHOTO JIKYBaHHS eIijie-
Ticii, IMOBIPHO, HE BiAPI3HAIOTHCA Bifl pe3y/IbTaTiB HaMaliB y ma-
1ieHTiB 3i criopaguuaum MTLE.#

Hanaou

V narmi€eHTiB 3a3BUYall CIIOCTEPIraroThes (OKaIbHI HaaIu 31
30epeXeHOI0 CBIOMICTIO, IO 3/€0IIBIIOTO CKIATAIOThCA 3 1H-
TEHCHUBHOTO JIS)KaBIO, PO SIK€ MOBINOMIIAIOTH moHax 70% xBo-
pux. IIposiBu, 1m0 3a3BH4ail OB’ s3aHi 3 JEXKaBIO, OXOIUTIOIOTh
CHOBUJIIHHS, CTpax a0 MaHiKy, YIOBIIbHEHHS PyXiB, Bi3yalb-
Hi a00 cITyXoBi UI03ii Ta BereTaTuBHIi MposiBY (ITiABUIIECHHS Bic-
LepaJibHOT 200 eniracTpaibHOI Yy TIIMBOCTI, HY/I0Ta, TaXiKapIis,
MTIMBiCTh, MpUIUTHBA abo Omimicts).** “ 11i Hamamgu MOKYTH
MPOTPECyBaTH 10 MOPYIICHHS CBIJOMOCTI UM PiKO A0 TBOOIU-
HHMX TOHIKO-KJIOHIYHUX HamaaiB. Y OUIBIIOCTI NALIEHTIB 3 THUIIO-
Boto popmoro FMTLE Hamaju jerki Ta BAHUKAKOTh HedacTo.

Enexmpoenyepanocpama

ITpubmmzno B 60% mnanientis EEI" y HOpMmi abo nemoHCcTpye
JIETKe TUMYAcoBe yrnoBinbHeHHs.*" ¥, B iHIINX BUIagKax BUsIB-
JISIOTH 1HTEPIKTaJIbHI CKPOHEBI emiyienThdopMHi aHOMatii, Ja-
crime oaHOOIuHI. PoKanbHI enienTuGOpMHI aHOMaIT MOXKYTh
AKTHUBYBATHUCS YBI CHI B ISSIKUX JIFOfeid.

Bizyanizayitini 0ocaiodcenms

VY mamieHTiB 3 THUIMOBMMH IIPOSIBAMH HE BHSBISIOTH SIBHUX
anomaniii Ha MPT.*. HasBHicTh rinmokaMmnanbHOi arpodii ado
iABUIIEHOTO curHaimy T2 37e01IbIIoro 1moB’si3aHa 3 MEHIIO

BIJIMOBIIIIO HA METUKAMEHTO3HE JIIKYBaHHs.*!- 42,

[enemuuni 0ocnioiceHHs
Jloka3oM TeHeTHYHOI eTioNorii CIyTrye Te, Mo Oylo crocTe-
PEKEHO BHCOKY KOHKOPJAHTHICTH y MOHO3WUTOTHHX OJM3HIO-

. *
Epilepsia
KiB y TIOPiBHAHHI 3 TU3UTOTHUMH OnusHiokaMu.* Lleit curapom
3yCTpidaeThesl B POAMYIB MPOOAHIIB 3 HU)KYOIO 4aCTOTOIO, HIK
nepe0avacTbCsl MEHJSNIBCBKUMHU  MOJESIMU  JIOMiHAHTHOTO
yCIaIKyBaHHs, 1 JIMIIE B MEHIIOCTI CiMEl 4acTOTa BUHUKHEHHSI
IIHOTO CHHAPOMY CyMiCHA 3 pEeIeCHBHUM ycraakyBaHHaM.*" Ha
mifctasi nux gaanx FMTLE koHnenrtyamni3yeTses 31e01IbII0ro
SIK TCHeTUYHUH CHHIIPOM 31 CKJIaTHIM (TIONIITeHHUM abo OaraTo-
(axTopHHM) ycnagKyBaHHAM. Pinko moBimomisuiocs mpo ciM’i
3 MEHJICNIIBCHKUM YCIaKyBaHHSM 1 MaTOTeHHUMHU BapiaHTaMu
rena DEPDC5.%

Jughepenyianvna diacnocmuxa

* FFEVF: V 10i1 yac six Hanaau, cymicHi 3 MTLE, MoxyTh
BuHHKaTU B mronunau 3 ciM’i 3 FFEVF, mns miarHoctuku
FMTLE Bci ypakeHi uieHH ciM’1 MatOTh MaTH Harau, cy-
micHi 3 MTLE.

* MTLE 3i cTpyKTypHOIO aHOMAJIi€l0 FOJIOBHOTO MO3Ky: [1a-
uieatu 3 FMTLE matoTs y cimeliHoMy aHaMHE31 0ci0 3 Ha-
nagamu, cymicaumu 3 MTLE, ki He MalOTh CTPYKTYPHUX
aHOMaJIii ToJI0BHOTO MO3Ky Ha MPT, 3a BUHATKOM pijKic-
HUX BUMAJIKIB 3 TIIOKaMIAIBHOK aTpodiero/CKIepo3oM.

o @iszionoriune aexapro: Di3ionorivyHe IeKaBoO BiIpi3Hs-
€ThCS BiJT €MIJIENTHYHOTO JAEKABIO THM, 1[0 BOHO 3a3BHYail
JIeTKe, IIBUIKOIUIMHHE, pifKicHe (pa3 Ha pik abo pixamre),
HE BUHHKAE KJIACTEPAaMH, HE OB S3aHE 3 IHIIMMHU O3HaKa-
MU (30Kpema 3 MepexoJIoM B iHII TUIH HANaJiB) W 4acTo
MIPOBOKYETHCS IEBHUMHU 00CTaBUHAMU (HAIPHKJIIA, BiJBi-
JIyBaHHSI HOBOT'O MICIIsl, BAKOHAHHSM MEBHUX Jii).*

2.3.3 | Cimeiina pokajibHa emnijencis 3i
3MiHHUMU BOTHUIIIAMU

FFFEVF (tabmuus 5) — 1e ayToCOMHO-OMIHAaHTHUI CHH-
JpOM CIMEITHOT (POKaIBHOT CIiIeTCii 3 HEMTOBHOK MEHETPAHTHI-
CTIO, IO XapakTepH3yeThCs POKATBHUMH HallaJaMH, sSIKi BUHH-
KalOTh B PI3HUX AUITHKaX KOpH (Haifyacrimie JJ0OOBHX abo CKpo-
HEBUX) B PI3HUX WICHIB CiM’1 3 pI3HUM CTYIIEHEM TSHKKOCTI, aje
B KOXXHOI JIFOMHU THIT HamaiiB € oxHopokansHuM. Llei cun-
IpoM paHinre OyB BiIOMHH SIK «CiMEWHA MapiiaibHa CMiIercis
31 3MIHHMMH BOTHUILAMI» Ta «ayTOCOMHO-JIOMIHAHTHA Mapiii-
aNpHa CIJIeTCist 31 3MiHHUMH BOTHHUIIaMi».'> 14 Etiomoris oxo-
IUTIOE TEHETHYHI Ta CTPYKTYpHI MPUYUHH. BibIIicTs BUMaKiB
BinnoBigaroTk Ha JyikyBauHsA [ICII. ¥ mpaBmipHO BimiOpaHUX
TIAIi€HTIB 13 papMakope3ncTeHTHUMH Harmagamu Ta K1 xipyp-
TiYHe JIKYBaHHS eIiJIeTcii MOo)Ke MPU3BECTH JI0 MOBHOI PeMicii.
Xipypriune oOCTeXeHHS Ta KOHCYJIbTYBaHHS MOXKYTh I'DyHTYBa-
THUCS Ha BUSIBJICHHI KOHKPETHUX T€HETUUHHX €TIOJOTiH, HAIpH-
KJIaJ MaTOreHHOTO I'eHa, 10 nependadae pu3HK MHOXKHHHOT JHc-
TuTasii.

Enioemionocis
EniemMionoriyHux AOCHTIIKEHb OIIMPEHOCTI IIOTO eIijIer-
THUYHOT'O CHHJPOMY HE MPOBOAMIOCH. BBaXKaeThCst PiIKICTIO.

Kniniunuu koumexcm
Bix nmeGrory HamaniB 3a3BHYail MpPUIAJAaE HA TEpIIe-Apy-
re aecsarupivus (mik = 12-13,5 poky), ajge Mae NIMPOKUIA Jiamna-
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1] 1 i

Epilepsia
30H HaBITh B OJHIH i Tiif cami cim’1, Bix 1 Micsims 1o 52 pokis.'>
Y He HaJX0IMJIM TOBIIOMJICHHS PO MEPEBAKAHHS MOLIMPEHO-
CTI cepelt PEACTaBHUKIB OHIET cTaTi. AHAMHE3H 3aXBOPIOBaH-
Hsl, HAPOJDKEHHS Ta HEOHATAIbHUI aHAMHE3 3a3BHYail HOpMaJib-
Hi. HeBposioriune 00CTeKEHHS MMOKa3y€e HOPMalbHI Pe3yJIbTaTH.
ETanu paHHBOTO PO3BUTKY, IHTENEKT 1 KOTHITUBHI (DyHKIIIT Tepe-
B)KHO B HOPMI, X04a TOBIJIOMJISIIIOCS PO JIETKEe MTOPYUICHHS 1H-
TEJEKTY Ta MCHXOHEBPOJIOTIYHI CHMIITOMH, 30KpEMa PO3JIa ay-
THUCTHYHOTO CIEKTpa i MOBeIiHKOBI po3naau.*’ >

[Iepebie 3axsoprosanns

BinpmmicTs BUMaAKiB BiAmoBinatoTh Ha JikyBanHs [IITH, ox-
HaK piBeHb (papMakope3ucTeHTHOCTI Moke nocsratu 30%.°! Xi-
pypriuHe JiKyBaHHS emiencii B OKpeMUX BHUIAAKaX MOXe OyTH
e(eKTHBHKM i TIPU3BECTH JI0 MTOBHOI peMicii Hama/iB.>

Hanaou

Bunnkaiots (hokanpHi Hamaad 3 CHMITOMATHKOIO, IO 3aJie-
JKUTB BT POKATBHOI MepesKi, 3aITydeHOi B OKpeMoi roauan. Ko-
KEH ypaKeHUH wieH ciM’1 3a3Buyail Mae oauH THIT (HOKATBHUX
HaraaiB. byno onmcano ¢oxanbHI KOTHITHBHI, CEHCOpHI, Bere-
TaTWBHI Y1 MOTOPHI Hanau. Hamaau MoXKyTh BUHUKATH i1 4yac
CHY, HecIiaHHs1 abo Toro i iHmoro. MoxxyTh BUHHKATH (poKabHi
200 1BOOIYHI TOHIKO-KJIOHIYHI Haaau.

Enexmpoenyegpanoecpama

@®on EEI' B HopMmi. InTepikransna EEI 3a3Bnuail mokasye
¢doxanpHi enirentudopmMHui aHomatii (JJ000Bi, CKPOHEBI, O1Jb-
IIIe EHTPO-TEMITOPAJIbHI, HiXX MOTHINYHI).'* YV KOKHOTO XBOPO-
ro B MeXax ciM’1 111 oKanbHa AUISHKA 3QIHAMIAE€THCS TOCTIH-
HO¥O 31 30irom gacy. EminentiudgopMHa aHOMaTis ITOCHITIOETHCS B
pasi nenpuBaii cHy Ta mix yac cHy. [kransna EEI" nemoncTpye
(okanbHI iIKTaJIbHI HaTepHH, TTOB’s13aH1 3 POKAIBEHOIO MEPEKEI0
MO3KY, 3aJIy4€HOI0 B OKPEMOT JIFOANHH.

Bizyanizayitini 0ocaiodcenms
Heiipogisyamizamis Mmoxxe OyTH HOpMalbHOIO ab0 TMOKa3aTH
DK (1110 Moske OyTH MaJOMOMITHOKO). 6 32

TI'enemuuni oocniodscenms

Etionoris FFEVF moxe Oyt reHeTM4HOIO abO TeHETH-
KO-CTpyKTypHOIO 3 cymyTHho0o DKJI (3a3Bmuait OKJI tumy
I1).2 VemankyBaHHSI ayTOCOMHO-JIOMIHAHTHE 3 HETIOBHOIO TIe-
HerpaHTHicTIO0.'* ¥ Bynu ineHTH(iKoBaHI MaTtoreHHi BapiaHTH
reHiB DEPDC5, NPRL2 ta NPRL3. Jleski ciM’1 13 MaTOreHHU-
mu Bapiantamu rediB TSC1 ado TSC2 BignoBinatoTh Kputepi-
SIM IIbOTO CHHJIPOMY.

Jughepenyianvna diacnocmuka

* Cimeiina SHE: V Toit yac sik HivuHI Hanaau, cymicHi 3 SHE,
normpeni B oci6 y cim’six 3 FFEVE™ s niarHoctuku
OI'0 CHHJPOMY Yy BCIX XBOpHX y ciM’1 MaroTh OyTH Ha-
nany, cymici 3 SHE. [lepeBakanHst HanaiB 1mij| yac He-
CHaHHA TaKOX € KopucHOoIo BiaminHicTIO Mk FFEVF Ta
SHE. !4

* FMTLE: [lns uporo cuHIpoMy Bci XBOpi y Mexkax ciM’i
MOBHHHI MaTH Hanau, cyMicHi 3 MTLE.

* Cimeitna EAF: [l mporo CHHIPOMY BCi XBOpi Y MeXax
ciM’1 MOBWHHI MaTH Hanau, cyMicHi 3 EAF.

2.3.4 | Eninienicis 3i c1yXoBUMH 0O3HAKAMM

EAF (tabmuus 6) siByisie co00t0 (GOKaNbHUM €MiTenTHYHUN
CHHAPOM, SIKHH MPOSBISIETHCS B ITiJTITKOBOMY/OPOCIOMY Billi
0e3 OyIb-SKOro MOIEePEeIHHOr0 aHAMHE3Y Ta XapaKTepU3Y€Th-
cq (GokaJbHUMHU HamajaMH 31 OepekKHOI0 CBIIOMICTIO 3i ciy-
XOBMMH O3HaKaMu Ta/abo peuentusBHowo adasziero. Y mooau-
HOKMX BHIAJKaX y Mali€HTiB MOXYTbh BUHUKATH (OKaIbHI a00
OBOOIYHI TOHIKO-KJIOHIYHI Hamagu. Y OESKUX MAali€HTiB Ha-
majau MpOBOKYIOThCS cnenudivHuMu 3Bykamu. Llell cuHIpom
paHime OyB BiIOMHH SK ayTOCOMHO-JOMIHaHTHA JaTepasibHa
CKpOHEBa EMiJIeNncis Ta ayTOCOMHO-JOMIHaHTHA MapiiiajbHa
eminerncis 3i cniyxoBuMu o3Hakamu. EAF Mo)ke BUHUKATH SIK
ciMeiiHul (GOKaNbHUN EMINIENTHYHUH CHUHIPOM — CiMEHHUH
EAF (FEAF), sikuii Moxe ycrnaJgkoByBaTHCh 32 ayTOCOMHO-10-
MiHAaHTHUM TuUnoM (aytocomHo-nominantHa EAF [ADEAF])
31 3HM)KEHOIO TIEHETPAHTHICTIO.

Enioemionozis

ITommpeHicTh 11bOro CHHIPOMY HE BifiOMA.

Kniniunuii konmexcm

Bik ne6roTy HanaiB 3a3Buyail craHoBUTH 10-30 pokiB (Aiana3ox
0,5-54 pokiB).>* I1Ipo 1nepeBaxkaHHs cepell IPEACTABHUKIB OHIET 31
cTareil He MOBIMOMIISIEThCSI. AHAMHE3H 3aXBOPIOBAHHS, HAPOKEH-
Hs Ta HEOHATaJbHUH aHaMHe3 3a3BU4Yail HopMabHi. HeBpomnoriune
00CTEIKCHHS 0Ka3y€e HOPMaJlbHi pe3ynbTaTti. ETanu paHHbOTrO po3-
BUTKY Ta IHTEJICKT/KOTHITHBHI (DYHKIIIT 3a3BUYall HOpMAJIbHI.

Ilepebie 3axeoprosanns

Bapiantu nepe0iry 3aXBOproBaHHS MOXYTb KOJIUBATUCS Bif JIeT-
KHMX HamnaJliB 31 CHOHTAHHOK PEMICIEr0 10 HaMa/(iB 3 BUCOKOIO (ap-
MaKOpE3UCTeHTHICTIO. [aIlieHTiB 31 CTPYKTYPHUMH YpaKCHHIMHU
MOKHA JKyBaTH Xipypriqaum mursxom.>* CyKyITHa gacToTa peMicii
HAama/iB y TUX, XTO CIIOCTEPIraBcsi MPOTITOM IIOHAMEHIIIe 5 POKiB
OCIIiJIb, cTaHOBMIIA Mpubau3Ho 50% micns 30 pokiB micist mocra-
HOBKH Jiarno3y ermiierncii.** [Ipequkropamu HECIIPUSTIMBOTO OB~
TOCTPOKOBOT'O Pe3yibTaTy € paHHii Bik aebroty (<10 poki), ¢o-
KaJbHi entenTudopmHi 3MiHK Ha iHTepikTanbHiil EET Ta gokanb-
HI KOTHITHBHI Hama i 31 30epe)KeHOI0 CBIIOMICTIO 3 KOMIUIECKCHUMHU
CITyXOBMMH TaJIFOIMHAITISIMHA. >

Hanaou

@DoxanbHI CEHCOpHI (CIyXOBi) Ta/ab0 KOTHITUBHI (peLenTHBHA
adaszis) Hama M € 000B’I3KOBUMHU ISl TIAarHOCTUKH 1IbOTO CHHIIPO-
My. CIyXOBi CEHCOpHI CHMIITOMH 3a3BHYail CKIaIarOThCs 3 MPO-
CTHX HEO(pOPMIICHUX 3BYKIB (HANIPUKIAM, TYIIHHS, J3VOKYAHHS YK
I3BiH) abo, pialle, CIyXOBUX CIIOTBOPEHb (TAKUX SIK 3MiHA Iy4HOC-
Ti) a00 CKJIaJAHUX 3BYKIB (HAIPUKJIAJ, IEBHUX IiCEHb YU TOJIOCIB).
IkranpHa perientiBHA adaszis CKIAJAEThCS 3 HE3MATHOCTI PO3yMi-
TH PO3MOBHY MOBY 3a BIJICYTHOCTI TOPYIIEHHS CBifioMOcTi. Mo-
JKYTh BUHAKAaTH JOIATKOBI CHMIITOMH (D)OKATEHHUX HAIadiB, BKIIOY-
HO 3 IOPYIICHHSIM 30py (CIIOTBOPEHH:I 0¢i0/00’ €KTIB) Ta 3aaMopo-
4yeHHAM.>> > MOy Th BUHUKATH (DOKAIbHI HANIAM 3 MOPYIICHHSIM
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YCBIZIOMJICHHS 3 IEPEXOAOM Yy IBOOIUHI TOHIKO-KJIOHIYHI (4acTo
yBi cHi). DokasbHI Hamaau 31 30€peKEHOI0 CBIJOMICTIO MOXKYTh HE
PO3IIHIOBATHCS SIK CMUICNTHYHI 10 BAHUKHEHHS caMe TaKMX Ha-
MaIiB; TOMY BaXXJIHBO PETEIHHO 310aTH aHaMHe3, MO0 BUSIBUTH
B aHaMHe31 IIi TOTIePe/IHI TUITH HAaNa 1iB. Y JCSKUX MAI[IEHTIB BH-
HUKAIOTh pe(ICKTOPHI HAIa/IH, SKi MPOBOKYIOThHCS 3BYKOM (Ha-
NpHUKIa, TeaehOHHUM A3BiHKOM).

Enexmpoenyegharocpama

Iarepikranmsna EEI’ B HOpMi B OibIocTi mamieHTiB. SIKII0
BUSIBIISIETHCSI aHOMaJIisl, BOHA XapaKTepHU3yeThes (hOKaIbHUMHU
(3a3BMYall CKPOHEBHMH) TI'OCTpPa-XBHJIBOBHMHU DPO3PSIaMHU YU
cnailkaMM; BOHHM TaKOXX MOXYTb OyTH IOLIMPIOBATHCS Ha BCI
Bigsenenns.’* EEI" akTuBHICTH MOke OyTH aKTHBOBAHA Tilep-
BEHTIJIALIEI0, IETIPUBAIIi€i0 CHY i cHOM. [kTanpHi 3amucu EET
PEECTPYIOTBCS HEYACTO.

Bizyanizayiiini oocnioscenns
HeiipoBizyanizariiiHi JoCii/keHHs 3a3BUYail y HOpMI, aie
PiIKO MOKYTB IMOKa3aTH CTPYKTYPHY €Ti0J0rif0.%

Tenemuuni 0ocnioscenus

EAF 371e6i1p110r0 BUHHUKAE CIIOpaIyHO, X04a TAKOX 3yCTpi-
yaetbesi FEAF it EAF 3 ayTocOMHO-IOMIHAHTHUM yCHaIKyBaH-
usiMm (ADEAF) 3 HemoBHOIO meHeTpaHTHIiCTI0.> [larorenHi Ba-
piantu (a6o mikpoaenenii) B reni LG/ (emitemnin) abo RELN
CTaHOBIATH TIPHOIM3HO TONMOBHHY Bumankis ADEAF.S” € Pix-
KICHOIO TIPUYMHOIO € TaToreHHi BapiaHtu reHa MICALI. Ta-
KOXX TIOBIIOMJISIIIOCS] IIPO NartoreHHi Bapiantu rena DEPDCS,
CNTNAP2 ta SCN1A4.°

Jughepenyianvna diacnocmuka

* FFEVF: V To#i wac sx Hananu, cymicHi 3 EAF, MoxyTh
BuHHKATH B moauau B cim’1 3 FFEVF, nng miarHoctuku
FEAF Bci ypaxeHi wieHn ciM’i MalOTh MaTH Hanaj, cy-
micHi 3 EAF.

e [cuxiyni po3namu: CayxoBi raJrolUHALI JISTKO BipPi3HU-
1 Bix EAF 3a XpOHIUHIIINM XapakTepoM i KOMIUIEKCHi-
CTIO TICHXI9HUX CITyXOBUX TaJIFOIITHALIIH.

 JI3BiH y Byxax: Lleit po3mazn € mOMMPEHUM i, OTKE, MOKE
BHNAJIKOBO OyTH MpHCYTHIM y ciM’i mamieHta. Bix ¢o-
KaJIbHUX CEHCOPHUX CIIyXOBHX Harla/liB BiH BiAPI3HSIETH-
csl 3a3BMYall TPUBAIIIIMM IIYMOM y ByXaX B pasi 3aXBO-
pIOBaHb MepUPEPUIHOI CIIyXOBOi CUCTEMHU Ta HASBHICTIO
IHIIMX O3HAK HAMaJIiB, IO CYIPOBOMKYIOTh IKTaIbHI CITy-
XOBI BIIUYyTTS.

2.4 | Etiosoriuno cnenudivni emiientuaHi
CHH/POMH

Etionoriuno cmenudiyHi emiaenTH4Hi CHHIPOMH MO-
KyTh OyTH ineHTH(iIKOBaHI, KOIH ETIiONOTis emiiencii
OB’ s3aHa 3 YITKO BU3HAYCHHUM, BITHOCHO OJHOPITHHUM I
BUPAa3HUM KIJIIHIYHUM (EHOTHUIIOM Yy OUIBIIOCTI Mali€HTiB
(knmiHIYHA KapTUHA, TUIIM HalajiB, CYyIyTHI 3aXBOPIOBAHHS,
nepebir 3axBOpIOBaHHs Ta/abo0 BiAMOBIAb Ha crHeHU(IUHY
Tepamiro), a TakoX BiamoBigHUMHE pesynsTaTamu EET, Heil-

. *
Epilepsia 1=
poBi3yamizanmiiiHux Ta/ab0 TEHETHYHUX IOCIiIKEHb, MIO0
KOPEJIoI0Th MiXk c00010.1 Y 1boMy po3isii 00TOBOPIOIOTE-
Cs JIBa €TIOJNOTIYHO crHenu(ivHi SmiIenTHYHI CHHIPOMH 3
ne0TOM y pi3HOMY Bili. MaiiOyTHs po6oTa MOXe pO3IIHu-
pUTH BHU3HAYECHHS €TIONOTIYHO crenu(ivyHUX eniJIenTHd-
HUX cuHApoMU. Lle Moxke CIpUATH paHiIIOMY KIIHIYHOMY
pO3Mi3HaBaHHIO AEAKHX ayTOIMyHHHX a00 MeTabomidHUX
(nanpuknan gaedinut TpaHcmoprepa OKo3W 1) eriosorii,
SIK1 BUI'PAlOTh BiJ IIBUAKOI TapreTHOI Tepamii.

2.4.1 Me3iasibHa CKpOHeBa enijiencisi 3
rinoKaMnaJbHUM CKJIEPO30M

MTLE — ue nommmpena (okajibHa emijierncis B JOPOCIUX, Xoua
BOHA TaKOX MPOSBISETHCS B AUTHHCTBI. X04a 0araro YHHHUKIB MO-
XKyTh HpHU3BecTH 10 HS, BKIIOYaIOUM TeHETUYHI, [EHETHKO-CTPYK-
TypHI Ta IMyHHI natosorii, anst giarHoctuku cuaagpomy MTLE-HS
(Tabmuus 7) moTpiOHE BisyalibHE MiITBEPIKCHHS TIIOKAMITaILHOTO
ckiaeposy (HS) sik npuunnum emniserncii. Lei eninenTHYHUA CHHAPOM
4acTo (papMakope3MCTEHTHHIL, MPOTE XipypriuyHe JiKyBaHHS erijie-
Icii MOXKe IIPU3BECTU JI0 IIOBHOI peMicii eminencii.

Enioemionocis

TMonynsuilinux emigemionoriyaux gocmimpkesb MTLE HebOara-
TO. BUTBIIICTh TOCIIKEHb IPOBOAATHCS B IIGHTPAX TPETHHHOT Me-
JIUYHOT JIOTIOMOTHY (HAPHKIIA, Y BIATUICHHSIX Xipyprii emiierncii) 3
yHEepeKEHICTIO 11040 HAIpaBJIeHHs Mali€eHTiB i3 (apmakope3uc-
TeHTHicTIo. Po3paxyHkosa nomupeHicts TLE cranosuia 1,7/1000
0ci6 B OMHOMY MOMYJISIIIHHOMY JTOCIiKeHHI.* Po3paxyHkoBa mo-
mpeHicts (papmakopeszucrenTHoro MTLE-HS nabGararo Hiokua,
0,51-0,66 Ha 1000 oci0, 3 nepeadauyBaHO 3aXBOPIOBaHICTIO 3,1-
3,4 ma 100 000 oci6 Ha pik.*

Kniniunuii konmexcm

Bik ne6roTy HamaaiB — 3a3BUYai MiUTITKOBUH 1 MOJIOIMI 10-
pociuii Bik, X04a MOBIIOMJISETHCS MPO Mi3HIMUI a00 paHimun
neOroT. {7 Hboro CHHAPOMY HE XapaKTepHe IepeBakaHHS I10-
HIUPEHOCTI cepejl MPeACTaBHUKIB OJHIEl 31 cTareil. AHaMHE3U
3aXBOPIOBaHHS, HAPOIKEHHs Ta HEOHATAILHUI aHaMHe3 3a3BU-
yail HopManbHi. HeBposoriune o0CTeXeHHS IOKa3y€e HOpPMalb-
Hi pe3yabTaTH, Xo4a HAa KOHTPAJIATEPAIbHOMY 00l MoXxe OyTH
BiI3HAYEHO 3MEHIIEHHS PYXiB M’s3iB 00amu4s.* B anamuesi Mo-
KyTh OyTH (heOpHIIbHI HATa U B PAHHEOMY AUTHHCTBI,® ¢ a TpH-
Bauti (heOpUIIbHI HANlAU B IUTHHCTBI MOXKYTh cripuauauTH HS.®
8 Etanu paHHbOTO PO3BHUTKY IepeOyBaroTh y Mekax HopMu. Po3-
i3HA€THCS KOMOPO1IHICTh KOTHITUBHUX (QYHKIIN: nedinut Bep-
OanpHOi mam’sTi, noB’s3anuit i3 MTLE-HS, mo Bpaxae nomi-
HaHTHY (3a3BHYaii JiBy) Me3iaJlbHy CKPOHEBY YacTKy, i AepiuuT
30poBoi mam’sti, moB’s3anuit 3 MTLE-HS, o Bpaxkae Hemomi-
HAaHTHY CKPOHEBY YacTKY.

Ilepebie 3axeopiosanns

Cungpom MTLE-HS uacto dapmakopesncteHTHUA. XipypriuHe
JIIKYBaHHS €IiJICTICIT TIEBHUX ETIONOTiH MOXKe TpaHC(POPMYBATH pe-
3yJbTaTH BiJi HEKOHTPOJILOBAHUX (apMaKOPE3UCTCHTHUX HAarasiB
JI0 TIOBHOT peMicii emijerncii.
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1L Epilepsia
Haiikpamuii XipypriuyHuil pesyiasrar CHOCTEpiraeTbes, KOJIU

CTPYKTypHa aHOMaJisi 100pe BH3HAYAEThCS IMij Yac Bizyaizamii-
HUX JIOCJII/DKEHb.

Hanaou

@DokalbHI Hamaay 31 30epexKEHOI0 CBIIOMICTIO 200 MOPYILEHHIM
CBIIOMOCTI BiIOyBalOTbCSl 3 CEMIOJMOTIUHUMH O3HAKaMM, IO CTOCY-
FOTBCSL ME/IIalIbHUX MEPEX CKpPOHEBHUX 4acToK. DokanbHi Hamamu 3i
30€pEKEHOIO CBIIOMICTIO MOXYTh OyTH BET€TaTUBHUMH (HAIIPUKIIA,
MOCHJICHHS BIUYTTS B €IracTpii, TMCKOM(pOPT y )KUBOTI, Hy/I0Ta, 110-
KJIMKH JI0 OJTFOBAHHS, OJTi/1iCTh, MPUTUIMBH, TaXiKap/lisi), KOTHITHBHIMH
(HarpuKIIa, 1eKaBlo, XKaMEBIO), EMOIIHHUMH (HAPHUKIIa, CTpax) UM
CEHCOPHHMMH (HAIPUKIIA]], HIOXOBI, cMakoBi). DoKaibHI Haraau 3i 30e-
PEKEHUM YCBITOMIICHHSAM MOKYTh OyTH €JMHHUM ITOYaTKOBHM TUIIOM
Hara/iB, MOXKYTh HE PO3MI3HABATHCH SK CIIJICTITUYHI Halaad Ta MO-
)KyTh BUHUKATH TPOTSTOM JIESKOTO Yacy 10 TOTo, sIK OyJe BCTaHOBJIe-
HO JIiarHo3 eniierncii. ¥ pa3i (JoKaIbHUX HaIaiB 3 MOPYIICHHSM YCBi-
JIOMJICHHSI 3a3BUYail CIIOCTEPIraeThCsl 3aTPUMKA MOBEIIHKU Ta 9acTo
ABTOMATU3MH, SKi MOXKYTb OyTH OpalbHUMH (JKyBaHHs, HPUIIMOKY-
BaHH T'y0aMH, KOBTaHHS), FOJIOCOBUMHU (MOB2, B pa3i HEJIOMIHAHTHOTO
MTLE-HS) a60 sxecTUKY/IAIIIHHIMHA. ABTOMATH3MHU BEPXHIX KIHI[IBOK
MOXYTh OyTH OTHOOIYHUMHU H MOXKYTH JIaTepatizyBaTH HamaJ y irncu-
JaTepajbHy MBKYITI0. Moke PO3BUHYTHCS KOHTpajlaTepaibHa JTUCTO-
Hisl BEPXHIX KiHI[IBOK. MOXyTh BUHUKATH KOHTpalaTepalibHi 10BOPO-

TH TOJIOBU Ta 04eif,”

XOoua B JIESKHX MaLi€HTiB MOJKe OyTH IOYATKOBI
ifcHIaTepaibHi MOBOPOTH TOJNIOBH /10 BUHHKHCHHSI KOHTpAaJarepaib-
HEX TOBOPOTiB.”! MoBa Moxke OyTr 30eperkeHa B pasi Hala/IiB HeIoMi-
nantHoi MTLE-HS. Haromicth adaszis 4acto TpariseThest B pasi J10-
minanTHOT MTLE-HS. Hanaau po3BHBAIOTBCS TIOCTYIIOBO 1 3a3BHYAi
TpUBAIOTh 1-5 XBWINH, X04ua (poKaJIbHI Hamaau 31 306pekeHOI0 yCBi-
JIOMJICHICTIO MOXKYTb OyTr KopoTimmu. Ilicis (okanbHuX Hamaxuis 3
MOPYLICHHSM YCBIIOMJICHHS B MAIIIEHTIB MOXE CIIOCTEPIraTucs CIuIy-
TaHICTh CBIJIOMOCTI, SIKa TPUBAE KiJIbKa XBHJIMH. Haraiim Moy Th mpo-
rpecyBarH Bifl (JOKaJIbHHX JI0 JBOOIYHUX TOHIKO-KJIOHIYHUX HAIaiB,
1 MOXKYTh OyTH KOHTpaJiaTepasbHi (OLTble Ha OOMUYYi, HDK pyka Ta
HOTra) KJIOHIYHI TOCMHUKYBaHHS Ta TIOBOPOTH T'OJI0BH 1iepe]] (a3oro me-
pexozy Bia (JOKaIBHUX JI0 IBOOIYHMX TOHIKO-KIIOHIYHUX HAra/IiB.

®dokallbHI BEreTaTWBHI, KOTHITHBHI, €MOIlIHI Ta CEHCOPHI
HaTa i TaKOXX MOXKYTh BUHUKATH B IHIINX MEpexax MO3KY; Of-
HAaK TIOYATKOBI CHMITTOMH ¥ O3HAKH ITiJ 9ac IMPOrpecyBaHHs Ha-
najly Ta B MOCTIKTaJbHOMY IEpiofl Pi3HATHCS. 3a3HavyeHi Jaui
IMOYATKOBI CHMITTOMH Ta O3HAKU BKAa3yIOTh HA IOYATOK HATay B
Mepexax MO3KY, BIIMIHHHX BiJ Me3ialbHOT CKPOHEBOT UISTHKHU:
nuckoM(OpT y TOpITi, KIIOHIYHI YU AUCTOHIYHI PYXH, COMAaTUIHI
CEHCOPHI CHMITTOMH, TiTepKiHETUYHA aKTUBHICTH, 30POB1 CUMII-
TOMH, CITYXOBI CHMIITOMH Ta CMiX.

Enexmpoenyegpanocpama

®on EEI" HopMabHuit a00 MOXe BUSIBISTUCS (DOKATIBHE YIIO-
BUTbHEHHSI B CKPOHEBIM MIIsHIN (IiisiHKaX). PoKaabHE YIOBIIb-
HEHHS MOXKe OyTH OCHIICHE TIePBEHTIIIAIIEI0. XapaKTepHa Te-
pemHst a00 cepeIHBOCKPOHEBa emilenTr(opMHa aHOMATIS, SKa
YacTO HOCHJIIOETHCS MiJ yac cHy (pucyHok 3A). Takox moxe
OyTH THMYacoBa MEpepHBYACTA PUTMIUHA [EIbTA-aKTHBHICTB.
Eninentudopmua aHomais MOXe 1HKOJIHM aKTHBYBATHCS Tirep-
BeHTH/IsALIEr0.” BoHa Moxke OyTH IBOGIUHOIO i HE3AIEKHOI0 a00
nBoOiuHOI0 crHXpoHHOW. IkTanmsHa EEIT (pucynok 3B) 3a3Bu-

Yyail MOYMHAETHCS 3 (POKATBHOTO 3HIDKCHHS aMIUTITYIM Ta HU3BKO-
BOJIETHOT IIBHJIKOT aKTUBHOCTI, 1110 3MiHIO€ HOpManbHuiA (oH EET.
Ile po3BUBaETbCS B PUTMIUHY JIOOHO-CKPOHEBY aib(da abo TeTa ak-
TUBHICTb, 3 HAKJIAJICHUMHU cliaiikamu abo 0e3 HUX a0 rocTpo-XBH-
JILOBUMH po3psiaaMu. Ilepiui KITiHIYHI CHMIITOMH 41 O3HaKH MOXYTh
niepelyBaTH TOsIBi MOBEpXHEBOro ikTanbHoro putMy Ha EET. TTocTik-
TaJIbHE INCHUIIaTepaIbHe YIOBUIGHEHHS € 3arajJbHIM SBHUIIEM.

Bizyanizayitini oocniosxcenns

HS xapakrepr3yeTbest 3MEHIICHIM 00’€MOM  Tinokamma (Haikpaiie
BUIHO B KOPOHAJIBHHX MOCIIJOBHOCTSX INBHIKOTO TPAII€EHTHOTO €XO 3
nifrorosnenuM HamarnidenHaMm (MP-RAGE ) a6o Tl-3BaxeHnx mocti-
JIOBHOCTSIX TIiJ[ TIPSIMHM KYTOM JIO JIOBTO1 OCIi TilTOKamIia) 3 IijIBUIIe-
HOIO IHTEHCHBHICTIO CHTHATY Tirlokamma (Haikparie BUIHO B MOCIi-
JIOBHOCTSIX 1HBEPCIHHOI'O BiIHOBJICHHS 3 OC/IA0JIEHHIM CUTHALY Bil pi-
qunn [FLAIR] ta T2; pucynok 4). o 15% nauieHTiB MOXyTb MaTH
HS, 110 criBiCHYyE 3 iHILIOK CTPYKTYPHOI aHOMAJTI€r0, Takoro sik DK/
abo HabyTi marosorii («moBiiiHa maromoris»)’ 76, ToMy moTpibHO pe-
TENIBHO HIyKaTH Taki ypaxeHHs. Bunukuaenns OKJI 3 HS 3a knacudi-
kamiero OKJI ILAE suminserses sx tan K/ 111a7; Bin Moke GyTH
0B sI3aHMUI 13 paHiIlM BIKOM JeOI0Ty HanaiB y JUTUHCTBI i MOTpe-
Oye 0coOnMMBOi 0OEPEKHOCTI MiJ Yac OOMNEePAIiiHOIO OOCTEKEHHS

JUIA BUBHAQYCHHS TICPBUHHOTO BOTHUIIA, AKE CIIPUYUHUIIO CITIETICIFO.

[Tenemuyni docniodcenns

MTLE-HS — 1ie nepeBaxxHo Ha0yTa aroynoris®’; ToMmy reHeTH-
HI JOCHIJDKEHHS TT0Ka3aHi HeyacTo. TpuBaili Hamaay, B TOMy YMCIi
(heOpunbHi, MOXKYTH cipuunHUTH HS; TOMy reHetuyHi emijiercii,
SKi CYNPOBOXKYIOTECS (heOpPUNBHIMH HamaJaMH, 0COOIHUBO SIKILO
BOHHM TpHBaJi (Harmpukiaa, cuHapom JpaBe abo reHeTHYHA erie-
ricist 3 (peOpuIbHUMHU Hamnagamu 1ioc; renu SCN1A4 abo SCNIB),
MOXYTb OyTH YAHHUKAMH CXUIBHOCTI 10 po3BuTKy MTLE-HS. Bu-
SIBIICHHS OJJHOTO 3 LIUX T'€HIB MO)KE PU3BECTH JI0 3MiH Y JIIKyBaHHI
(HanpuKJIa1, 3BayKalOud Ha MOXIIMBICTh ITOCHJICHHS HANaiB y pasi
3actocyBanus [1TTH, sixi 6710KyI0Th HaTpi€eBi KaHAIN), IO MOXKE TIO-
KpaLIUTH KOHTPOJIb HaJl HarlalaMy. BUsBICHHS TeHeTHYHOT eTio0-
Tii He 000B’SI3KOBO € MPOTHITOKA3aHHSAM JI0 XIPYPTi4HOTO JIiKyBaHHS
erisiencii B namieHTiB i3 (papMakope3UCTEHTHICTIO, ajle MOXKE JaTH
iH(OpMaIiIo 1T KOHCYIBTYBaHHS.”!

Jugpepenyianvra diacnocmuxa

* BipycHuil (Hanpukian, TeprecBipyCHUI) Ta ayTOIMYHHUM
MMOIYHHAN eHiealiT MOXKYTh IMPOSIBISTHCS HamagaMu 3i
CKPOHEBOIO CEMIOJIOTIERO, ajie 3rO/IOM Yy MAIiEHTIB pO3BUBA-
€TbCs1 rocTpa abo miarocrpa eHuedanonaris.

* MTLE 3 npuuuH, BigminHuX Big HS: IIpukiaay oXommowTh
OK/I ta renernuni npuunau (qus. FMTLE).

» EcrpareMmopalibHi Hamau, sSKi TMOMIMPIOKOTLCS HA Meialib-
Hi MEpEeXi CKPOHEBUX YaCTOK, 0COOINBO Ha OpOITOPPOHTATB-
HY KOpY Ta OCTPiBLIEBO-OTNIEPKY/ISIPHY AUISTHKY, & TAKOXK ITOTH-
JUYHY 200 TiM SHY YaCTKHU.

* HeeninentuuHi Hamaau MOXXyTh OyTH Ba’kKKO BiZIPI3HUTH BiX
MTLE, sik10o Hamaau He NpOrpecyroTh 10 OPYIICHHS CBiJ0-
MOCTi 2800 MOTOPHHX O3HAK, OCKiJIbKH noBepxHeBa EET" moxe
OyTH HOPMAJILHOKO i/ Yac GoKaIbHUX HamajiB 3i 30eperxe-
HOIO CBIJIOMICTIO, i BHIAIKOBI TioKaMIianbHi aHomatii (Ha-
IPUKIIAJ, aCUMETPis B pO3Mipax) He € PiAKICTIO.
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Epilepsia 1

(A) (B)

i e il it Dt Rl et S e L e e It Ay I N Y W '\V»/\ W/ IA M
8 B~ e e e N S i, T Gt A NS NN PANN A J\f\m A /\'\y‘\/”\‘,\,, A
[ PR SN PSP DU SNSRI P VESPUISSVRIIE < B SVt SRR R S AT e R e e e VW VW WAPUNVV VR W VPR
P3 - Avg ref Ao e SNUSUGNPIS A URSIRR S N o AN FIPANIS A PN P3 - 01 ey e et At NN St S p A oA AR PANNAN N AN
01 - AV 1o~V A FP2 - Flootrmaismi oot es e AL A e A A

FP2 - AV 18 ormcrer st sk F DETRY. Tae W Fa - cal | OSSN

Fil - AV 1Bt e e e o4 - Pan

Pope— - PA - 02N A A A et st = /W“ PR TS

PA - Avg ref-. S - yel= "“N"“’A’”"**"""“’“M*"f‘”‘”"”’-\/ ’J[Arf\\; \N\/'ﬁf\{’\,/\"'w\'/\/ \/ \IJ&«\ r}f/\ x(f\‘}{\‘
PRIV (Y N Y SR S ST I o el e ot e “ AANIVAAANAAN, ‘(ﬂ» o

F7 - A 1O s s N ot "\f‘wf\/'\w

T3 - AV 10 A A Aot e e P A A b0 /\ Vg T

R it o e SR

T5 - AVD I AV o e A A A A A A AR g A AR

FB - Avg refrr""

T4 - Avg rot~

T6 - Avg rof s e e 1. CZ~

FZ - Avg rot cz- PziL
CZ - Avg ret

PZ - Avg ref i

LUE - RUEA/
v (

FB - Tyt A A Ay ity g N e o s\l A, i il vy

T6 - 02N Myt

T3 - TonMiAnnamn sttt A ! NS\ beis g o P P\ A A A S\ pn N SN ] \,\_.Vf\\,J\
75 - Ol A MARAAA AN AR ARt At et /\/w\/ f\/\ AN A ,Aﬂ\/\/\/\/\fw

A L/“/\/“‘”

r\\‘ ..\(Wr\'v‘qu'\ . ’_A

B L
s N \v/\/

(R,

e S A

T4 - TEAAN e VA b p S SR e Ay n'zw-,s,‘w-h [t by fﬂ"‘:w Vfw.*v y\,.\ AW

A A s N e oA NS NN AN NS AN P ANNA S o

PUCYHOK 3. EnexrpoeHuedanorpama namieHTa BikoM 53 poKiB 3 Me31aJIbHOK CKPOHEBOIO SIIJIETICIEI0 3 TIMOKaMITAJIbHUM CKJIEPO30M (J1iBOOIYHIM riloKam-

nanbHUH ckiiepos). (A) Inrepikransaa: CrnoctepiraeTses 6e3nepepBHe HoaiMopGhHe YIOBUIBHEHHS Ta CIAHK, 3a SIKUM Iie HOBIIbHA XBHIA Ha enekrponi F7 (3a-

CHHaHHS, cepenHii MoHTax nopiBHsaHHA). (B) Ikransha: [ToyaTok HamaaiB MOKa3aHO CTPIIKOO (MO3MOBKHIN OIMONSPHUNA MOHTAXK).

PUCYHOK 4. T2-3Baxene 300pakeHHsI B KOPOHAPHIH ITOLIMHI i 11psi-
MHM KyTOM JIO JOBIOi OCi riloKamIia, 10 MOKa3ye MOCHICHHS CHIHAIY Ta
BTpaTy 00’eMy B JIiBOMY rimokami (CTpijika)

Ha momeHT ne0roTy 3aXBOpIOBaHHsS HEBPOJOTIYHE 00CTe-
JKeHHSI 3a3BHYail MOKa3ye HOpPMalbHI pesyinbTar. [Ipobnema
YCKJIQTHIOETHCSI THM, 1110 TPHBOTA Ta PO3JIa/Id HACTPOIO € YACTH-
MU CYITyTHIMHU 3aXBOPIOBaHHAMHU y namieHTiB 3 MTLE.

2.4.2 | Cunapom Pacmycena

RS (panimre Bimommii sk eHuedanit Pacmycena; Tabmums
8) — 11e 3aXBOPIOBAHHS, SIKE MPOSBISIETHCS B AITCH, MiUTITKIB 1
MOJIOJIUX JIOPOCITHUX.

HeiipoBizyamizariifine JOCHIPKEHHSI TOKa3ye MpPOTPECHB-

Hy arpodito miBKyib. [IpuunHa nporo He Bigoma W aHTHTINA,
IO CIIPUYMHSIOTH 3aXBOPIOBAHHS, HE BHSBJICHI. AHAJI3 CIUH-
HO-MO3KOBOi PITUHM MOXKE MaTd HOPMaJIbHI pe3yJbTaTH, aje
MOXKE JIEMOHCTPYBAaTH HNOMIPHHMH IIJICOLIUTO3, JIENIO ITiJIBHUIIE-
HUH piBeHb OiJIKa Ta ONITOKJIOHAJIBHI CMYTU. Y MaIli€HTIB Bil-
3HAYarThCs (POKabHI Hamaau (3a3BHYail MOTOPHI, BKITIOYAIOUH
epilepsia partialis continua), 4acToTa Ta TSHKKICTh SIKUX TOCTY-
IIOBO TPOTrpecyioTh. PO3BUBAETHCSI NPOrPECUBHUI KOHTpajiaTe-
panbHui Teminapes. JliarHOCTHKA IPYHTYEThCSI Ha XapaKTepHIH
KITiHIYHIA KapTHHI Ta JaHWUX Bi3yami3alifHHX TOCIHiIKeHb.”s
7 Biormcisi TOTOBHOTO MO3KYy MOXKE HE 3HAJOOHTHCS, aye SKIIO
BOHA TIPOBOJMTHCS, TO BHSBISIETHCS MYJIbTH(QOKAIbHE KOPTH-
KaJIbHE 3amalieHHs, BTpara HEHpOHIB 1 ITi03, 0OMEXeHUI of-
Hi€o miBKyjaeo. RS BBakaeTbes eTiONOTIUHO cnenugiuHuM
CIUICHTHYHUM CHUHIPOMOM, OCKUIBKHM XOdYa MPHYHHA aTpodil
IBKYJIb HE BiJIoMa, cama I MaTOJIOTIs € €TIOJNOTIEI0 eIeKTPO-
KIIHIYHOTO CHHIpoMy RS.

Enioemionocis
RS — 1e piagkicHe 3aXBOpIOBaHHS, 10 3yCTPIYA€ThCS 3 Yac-
tororo 1,7-2,4 ma 10 minsiionis 0ci6.5% 8

Kniniunuii konmexcm

Bik ne0roty 3axBoproBaHHs CTaHOBUTH 1-10 pokiB (Meniana
= 6 pokiB). @opMHU 3 Ii3HIM 1€0I0TOM, II0 TOYHHAIOTHCS B ITiJ-
JITKOBOMY a00 JTOpOCIIOMY Billi, CTAHOBIATH mpuOau3Ho 10%
BunakiB.*?? OOu/BI CTaTi ypa)aroThCs PIBHOIO Miporo. AHaM-
HE3U 3aXBOPIOBAHHS Ta HAPOKEHHS 3a3BUYail HOPMaJIbHI; IIPo-
Te B OfiHIH cepii onepaniit B 19% mamieHToK, MpoonepoBaHUX
Mix 1945 ta 1987 pokamu, Oynu 3apeecTpOBaHI YCKIaTHCHHS
BariTHOCTI ab0 mepuHaranpHi ycknanHeHns.® [1ix yac movarko-
BOTO 3BEpHEHHSI JITH 3a3BHYail HOPMaJILHO PO3BUBAIOTHCS. 3r0-
JIOM 3’SIBIISIIOTBCSI KOTHITUBHI nopymenHs. Ha mowarky HeBpo-
JIOT1YHE OOCTEXKEHHS 3a3BHYall y HOPMI.
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el Epilepsia

TABJIMLISA 8. OcHOBHI KpHTepii 1IarHOCTUKU CUHApOMY PacmyceHa

O00B’SI3K0BI Ionepemxkenus* BunsiTKOBI

Hanmau @DokallbHI/HAMIBKYIbHI ~ Hamaay, uacToTa MOKaNbHUI 1e0I0T, He3aIeKHUI B 00MIBOX MiBKy- Harmau 3 reHepali3oBaHuM 1e6r0TOM
SIKMX YacTO 301IbIIYETHCS MPOTSATOM THXHIB JIsIX (TibKH 2% BunaikiB RS € aBoGiunmmMm)
a00 MmicsiB.

EEI' ITiBKynbBe yNOBiNnbHEHHs Ta eninenTudopm- I'eHepanizoBaHi caiK-XBUIBOBI PO3PSIN

Ha aKTHBHICTh

Bik mix gac gebrory ITijiTkoBHiA 200 TOPOCIHiA BiK

Po3BuTOK 1iJ1 9ac nebroTy AHOMaJIbHUI PO3BUTOK Iepe]] JeOTOM Ha-

nanuis

HeBposoriune 00cTeKeHHs. Teminape3 mpUCYTHIN Ha MOMEHT 1eGIOTY (SIKIIO
MOCTIHHMI TemMinapes MpUCYTHiN opa3sy Mmicis erti-

JIENITUYHOTO cTaTycy, posmisHsTe HHE)

Bisyanizauiiini focmimkeHHs Iporpecusra remiarpodis (panns arpodis BincyTHicts rimepiHTeHcHBHOTO curHamy Ta/abo Ha 3HiMKkax mokasaHo curapom Crepmka-Bebepa.

OCTPIBIIS Ta TOJNIBKM XBOCTATOTO S/IPa; AUB. aTpodist iNMCHIaTepanbHOI TONIBKH XBOCTaTOTO

TEKCT) Aapa Ta/abo BiACYTHICT TiNMEPiHTEHCHBHOTO CHT-
Hany T2/FLAIR cipoi abo 6inoi pedoBuHn

IHWi  JIOCTi/DKEHHS: TreHeThy- Meraboniyna npuymHa epilepsia partialis

Hi TOWWO. continua
CraH 3yMOBJICHHWH crenu(iyHUM aHTHUTI-

JIO-OTIOCEPEAKOBAHUM eHHeq}aJ’liTOM

JIOBroCTpOKOBHIA pe3yibrar DapMaKopPe3UCTEHTHA CIIeNCist

TIporpecuBHuii HeBposIOTrivuHMit JedinuT

Jns niarHoctnku notpiona MPT.

Ixransaa EEI” He moTpiOHa U 1iarHOCTHKH.

Cunzapowm B eBomrowil: HasaicTs RS moTpiOHO migo3proBath B [iTei i3 GpapMakope3nCTeHTHUMHE (HOKaTLHUMH IiBKYIbHIMH HaIlaJaMu, SIKi MPOrPECHBHO 3017Tb-
LIYIOTHCS 3@ YACTOTOIO, 3 MPOrPECHBHIM HEBPOJIOTIYHIM JIediruToMm, ane B sikux MPT 3auiaeTscst HOpMaabHEM, 1 B IKUX OyJTH BHKJIIOYCHI 1HII MEeTa0oiuHi i
ayTOIMYyHHI €TiONOTi1.

Cunzapom 6e3 1abopaTtopHOTo MiATBEpLKEHH: Y perionax 3 ooMexxeHuMH pecypcamu RS moxHa miarnoctyBaru 6e3 EED B narieHTiB 3 GpokanbHUM/BKYIbHUM
NIeOI0TOM HAmaIiB, y SKUX IPUCYTHS TUIIOBA KITiHIYHA €BOJIOLSI T4 KOTPi BIAMNOBIAAI0TH BCIM iHIIMM 000OB’I3KOBUM KIIIHIYHHM KPUTEPISIM 1 )KOTHOMY BUHSTKOBO-

My i He MalOTh rorepenkeHb. OfHAK T BUKIFOUYCHHS IHIINX MPUYMH NOTPiOHO MpoBecTH Bisyamtizauiitae gocimimkenns (KT uu MPT).

CKOPOYCHHS: KT — komm’totepna tomorpadis; EEI" — enekrpoennedanorpama; FLAIR — inBepciitHe BiHOBICHHS 3 IPHyICHHAM curHany i pismnn; HHE — cunjapom remi-
KoHBYJbcii-remiruierii-enisierncii; MPT — MarnitHo-pe3oHancHa Tomorpadis; RS — cunapom Pacmycena.
* Kputepii monepe/ikeHHs BiiCyTHI B llepeBaskHiii GibIIOCTi BUNAKIB, alle Pi/IKo 3yCTPiualoThes. X HASBHICTH Mae BUKIMKATH 06EPEXKHICTh i/l 4ac AiarHOCTHKM CHHPOMY Ta PO3IIIs-

Jy iHIIUX MOTCHI[IHHUX CTaHIB.

VY MOONWHOKHX BUMAAKAX y JiTEH MOXKE CIIOCTepiraTucs oj-
HOOIYHA AMCTOHIS KIHI[IBOK a00 Xopeoarero3 0 AcOITy Ha-

Ilepebic 3axeoprosanns
RS acomniroerbes 3 4acTUMU apMaKope3UCTEHTHUMH Hara-

naniB. 3i 30iroM yacy B NAalli€HTIB PO3BHBAETHCS MPOTPECHB-
HUH reMinapes, MOKe pO3BHHYTHCH remiaHorncis. HaGyta moB-
Ha AUCQYHKLIS CIIOCTePIiracThes y BUMAAKAX, KOJIU yPaXKaeThCs
nominanTHa niBKyisl. [IporpecyBanns RS BinOyBaeTbes moBiib-
Hillle i OCTaTOYHI MOPYIIEHHS MOXYTh OyTH MEHII TSHKKHMH B
MAITEHTIB 3 AeOI0TOM Y MiUTITKOBOMY a00 TOPOCIOMY Billi, HijK

y MAIiEHTIB 3 1eGI0TOM y AUTHHCTBI. S8

JlaMH Ta MPOTrPECUBHUM HEBPOJIOTIYHUM HOTIPIIEHHSM (TeMimna-
pe3, TOMOHIMHA TeMiaHOICisl, KOTHITHBHI NOpPYyIICHHs). 3a3Bu-
4ail BUAUISIOTE TpH cTaaii RS: mouarkoBa mpoapomanbsHa (aza
(TpHuBae Bij MiCSIIiB A0 POKIB, X04a B JITSH MOJIOIIIOTO BiKy KO-
poTIIa), 3 HEYACTUMH HAIAJaMH Ta JICTKAM TeMillape3oM; ro-
cTpa (aza (TPUBATICTIO BiJl KIIBKOX MICSIIB J0 KUTBKOX POKIB,
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X04a B JIITeH MOJIOIIIOTO BiKy KOPOTIIA) 3 YACTIIINMH Haraza-
MH, 1HKOJIH 3 EIJIETICIEI0 MapIiaJbHOI0 HEeTIePepBHOIO Ta TIPO-
TPECHUBHUM TeMiNape3oM, TeMiaHOIICI€r0, TIOTIPIICHHSIM KOTHi-
TUBHUX (QYHKIIiIf Ta MOBH (OCTaHHE, SIKIIO ypakeHa JOMIHAHTHA
MIBKYJIA); 1, HAPEIITi, XpOHiYHA (a3a 3 IepMaHEHTHUM CTa01Ib-
HHUM reMilape3oM Ta iHIIMMH HEBPOJIOTYHUMH IOPYIICHHIMH
1 TpUBaIMMU HamagaMu (X04 i MEHII YacTUMU, HXK y TOCTpil
crazii).” Omepartisi 3 po3’€HAHHS TIBKYyTi (Tak 3BaHa remic-
(deporomist) abo remMicepeKToMist € ETMHUMH BITOMUMHU pajId-
KaJbHIMH METOJAMH, SIKi MOKYTh 3MIHUTH TIEpe0ir CTaHy.

Hanaou

Bunwukarots pokanpHi Hamaay, 3a3BU4ail MOTOPHI, SKi MO-
KYTb OyTH KIIHIYHO HETIOMITHUMH Ha MOMEHT Je0roTy. Y pasi
RS 3 nebroToM y IUTHHCTBI Hamaau 3a3BU4ail € GOKAITbHUMU
Hama aMu 31 30epeKeHOI0 CB1IOMICTIO, TOAI K Y TAIli€HTIB TO-
XHIIOTO BiKy YacCTillIe CIIOCTepiraroThes POoKalbHI HAalla I 3 To-
pymeHHaM cBimomocti.’* KiiniuHi MOTOPHI IPOSBH € KOHTpa-
JarepallbHUMH JI0 YpaXXeHOi miBKyi. Yactora HamaxaiB 3a3BH-
4ail 301TBIIYIOTHCS MPOTATOM TIDKHIB a00 MICSIIB 1 MOXYTh
OXOIUTIOBAaTH MaTH HETIEPEPBHUN Mepedir - mapiiiaabHa emine-
TICis 3 MOCTIHHUME TOCMHUKYBaHHSIMHU OIHOTO OOKY Tiia, Haii-
gacTime oOMMYYs Ta BEpXHBOI KiHIiBKH. DokaiapHI Hamamn
MOXYTh TpaHc(opMyBaTHCS y NBOOIYHI TOHIKO-KJIOHIYHI Ha-
magu. Takok MOXYTh BUHHUKATH (hOKaIbHI aTOHIYHI HamaIm.
Hanagn MoXyTh MIBHIKO Bpa)kaTH IBOOIYHI MO3KOBI MEpExKi,
a TaKOX MOXKYTh CIIOCTEpIraTHcs HalaaH, sSKi 30al0ThCs TeHe-
paNi30BaHUMU.

Enexmpoenyeganoepama

[Mix gac mouarkoBoro 3BepHeHHS EEI oy Moxke OyTu
HOPMAaJIBHOIO, aJI¢ 3a3BUYail II0Ka3ye YIOBIIbHEHHS 3 BTPATOO
HOPMAJIBHUX PUTMIB Ta apXiTEKTYpH CHY 3 ypaKE€HOro OOKY.
3romoM (hoHOBa acuMeTpist ctae moMitHimow. Eminentudop-
MHa aKTHBHICTh 3a3BHYail CIIOCTEPIra€ThCs MaKCUMAalbHO Ha
YpasKeHOO MiBKYIE0 (PUCYHOK 5). 3rofoM ii MOJKHA TTO0aYUTH
B KOHTpalaTepalbHIN MiBKYIi; IIe HE € IMiICTABOIO I HETPO-
BEJICHHS XipyprigHOro oOCTe)eHHs mamieHTa. [losBi maromo-
rigHoi eninentuopMHOI aKTUBHOCTI MOXKe cpusTH coH. Ha
ikranpHiN EEI" BUABNAIOTECS (DOKaNBHI iKTalbHI po3psaau. Ha-
nagyd MOXKYTh BUHUKAaTH 3 KiJIbKOX BOTHHUIL B ypaKeHid MiB-
kymni. Epilepsia partialis continua 9acTo He CyNPOBOIKY€ETHCS
YiTKAM iKTaThbHUM pUTMOM Ha ckanbroBiid EEI. V pasi arpo-
¢ii ypakenoi miBkymi ikranpHa EET Moxe mokaszatu acume-
TPUYHHUII aKLEHT Haraay 3 KOHTpanarepanbHoro 0oky. [Ipore
TaKOX PIIKO PEECTPYIOTHCS CIpPaBIi He3aleKHi (OoKalbHI Ha-
maau 3 1e0I0TOM B 00MABOX MiBKYJIX («aBoOiwamit» RS) (2%
BUIIAJKIB).”

Bizyanizayiiini 0ocnioscenns

MPT 3a3Buuaii HopManbHa B paHHIN (a3l 3aXBOPIOBAaHHSA,
xo4a noBimomisiocs mpo RS, mo BunuKkae y narmienTis 3 ®KJ]
a60 CyTMHHUMH aHOMaTissMU.%® B ocTpiBIeBill MIISHINI MOKe
OyTH BiA3HAueHa TimepiHTEHCUBHICTH Ha 3HiIMKax T2/FLAIR.
IncunarepanpHa arpodis TOJNIBKH XBOCTATOrO SiApa TAKOXK €
PaHHBOIO O3HAKOIO (PUCYHOK 6). 3r0/I0OM PO3BHBAETHCS IPO-
rpecuBHa arpodis ypaxkeHol MiBKylNi (PHUCYHOK 7), IO 9acTo
MTOYNHAETHCS B OCTPIBIEBIN MINSAHIN, 31 301MBIICHHSM CKPO-
HEBOTO pory 60koBOro nuryHouka ta CHIbBi€BOT miimuHmU.”- 8
Atpodist 3a3BHUall CHIOCTEPIraeThCs MPOTATOM MEPIIOTO POKY
BiJ I€OIOTY 3aXBOPIOBAHHS 1 KOPEIIOE 3 MPOrPECUBHUM T'eMi-
Iape3oM.

. .
Epilepsia 1
Tenemuuni 0ocnioscents
e 3axBOpIOBaHHS HE BBAXKAETHCS TCHETUYHHUM 32 €TIONOTIETO.
Jughepenyianvna diacnocmura
*  AytoimyHHHUI eHmedamiT: OUiKyeThcs, MO IeH CTaH HE

00OMEKYETHCSI OIHICIO TBKYIICIO, a KOTHITHBHI, ITOBEIIiH-
KOBi Ta TICHXIYHI CHMITOMH H PyXOBi PO3Naad 3a3BHYAM
MepeyloTh Halaaam.

* MirtoxonapianbHi nopymenHs: [IpukiaagamMu € posnaay,
moB’si3aHi 3 TamMa-tionimepasoro (POLG), mitoxoHzapi-
aNbHa eHIe(aroMionaris, JaKTOANUI03 Ta IHCYIBTOIO-
nioHi emizonu (MELAS).

* CTpyKTypHi aHOMAaJIi1 MiBKYITb (HampuKiIam, cyauaai, KJ{
I Trrry): BoHu MOXXyTh OyTH TTOB’sI3aHi 3 HallagaMu, TeMi-
mape3oM Ta remiarpocdiero Ha MPT; mporte mporpecuBHO-
TO 3HIKEHHSI MOTOPHOI Ta KOTHITHBHOI (DYHKIIT 3 yacoM
HE OUIKy€ETHCS.

» CuHOpOM reMikoHBYJbCii-reMiruterii-eninerncii: Leit cTan
XapaKTEPU3YETHCSl TTOYaTKOBHUM TPHUBAJIMM HAIaJoM, 32
SKAM OJIpa3y HacTa€ HEIPOTPECUBHUI reMimnapes.

2.5 | Kom0inoBaHi resepaJiizoBano-QoxkajabHi
eniJienTHYHI CHHAPOMH IOJIIreHHOI eTiooril

2.5.1 Eninencist 3 HamagaMu, CIpUYMHEHUMH
YUTAHHAM

EwRIS (Tabmuus 9) — e pigkicHuil koMOiHOBaHUI TeHepai-
30BaHO-(QOKaIbHUI eMiIeNTUYHUI CUHAPOM, IO XapaKTepU3YETh-
cs1 peICKTOPHUMH MIOKJIOHIYHMMU HamaJaMy 3 YpaKeHHSM Opo-
¢auianbHUX M 513iB. BiH IPOBOKYETHCS UUTAHHAM. SIKIO YMTaHHS
MPOJIOBKYETHCS, O3HAKH MOXKYTb IOTIPIIMTHCS H MOXYTh BUHHUK-
HYTH TeHEpali3oBaHi TOHIKO-KJIOHIUHI Hamagu. TakuM 4YHHOM,
MpaBUJIbHUI 30ip aHAMHE3y Ma€ BUPINIATIbHE 3HAUCHHSI JIJIS Mi-
arHOCTHKH, SIK 1 0013HAHICTh PO e CHHIPOM, OCKUIBKU BH-
SIBJICHHSI CUMIITOMIB, ITOB’SI3aHMX 13 3aBJaHHSIM, MOXKE NPU3BE-
CTH JI0 HENPaBHJIBHOTO JiarHoctyBanHs Hananis sik [IHEC, tu-
KiB 200 3aikaHHs. Hamaau npoBOKYIOTHCS MEPEBAXKHO YUTAHHSM,
aje i IHNIMMU 3aBJaHHSMH, OB’ 3aHUMHU 3 MOBOMO. [IporHo3 mna-
Li€HTIB CHPUSTINBUIA, TOMY 110 CIIOHTAHHI Halaau He OYiKyIOThCS
1 Hamaau BiJNOBIAAIOTh HA JIIKYBaHHS; 1X MOYXHA YHUKHYTH 3aBJIsi-
KU 3MEHIIEHHIO BIUIUBY IIPOBOKYIOUOTO CTUMYITy. Y OiIbIIOCTI Ma-
Li€HTIB HaNaau NOTPeOyIOTh TPUBAJIOIO JIIKyBaHHS, XOua B JESIKHUX
MALi€HTIB 3TOI0OM MOX€ HACTYyIUTH PEMICisl.

1[0 TAKE PE®JEKTOPHUI HAITA?

Pecdnexropamii Hanax — 11e Hara, sIKHA MOCTIHHO
ab0 Maiike MOCTIHHO CIPUYHUHSAETHCS TIEBHUM CTUMY-
JIOM, SIKHM MOXe OyTH CEHCOPHHM, CEHCOPHO-MOTOP-
HUM a00 KOTHITUBHUM. CTHMYJT MOXe OyTH «elleMeH-
TapHAMY (HaIpUKJIa, CBITIO, YCYHEHHS 30pOBO1 (ik-
caiii, MOTHK), «CKIaZHUM» (HAPHUKIAI, YUIICHHSI
3y0iB, mpwifoM 1Ki) a00 KOTHITHBHUM (HAIIPHUKIAJ,
YUTAHHS, OOYMCIICHHS, MMHCIICHHS, IPOCIYyXOBYBaH-
HS My3uKH). Takuii CTHMyn MaTUMe BHCOKY HMOBIp-
HICTh COPUYMHUTH HAaIal, Ha BiAMiHY BiJl CTUMYJIY, IO
MOJKE CIIPHSITH PO3BHUTKY €IMiIeNTH(OPMHOT aHOMAIIIT
(mampukinan, doromapokcusmMansHOi peaktii Ha EEID)
a00 3yMOBIIOBATH HaIaJI, ajie He OCTIHHO.
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=L Epilepsia
(A) (B)
Fp2-Ref '
F4-Ref
C4-Ref
P4-Ref
02-Ref
Fa-Ref
T4-Ref
TE-Ref
FT10-Ref
TP10-Ref
Fz-Ref
Cz-Ref
Pz-Ref
Oz-Ref
Fp1-Ref
F3-Ref
C3-Ref
P3-Ref
O1-Ref
F7-Ref
T3-Ref
T5-Ref
FT9-Ref
TPY-Ref
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PUCYHOK 5. 12-piyHa giBuuHKa i3 cuHApOMOM PacMyceHa, 110 Bpakae JIiBy HiBKYIIO, 3a 18 MicAmiB micis Ae0I0Ty HamamiB.
(A) InTepikranpHa enekTpoeHiedanorpaMa (MOHTaX MOPIBHIAHHSA) ITOKa3y€ HU3FKOBOIBTHUH CHAMK-XBIIIbOBHHA po3pan y C3 (y
pamIii ToKasaHi craiiku, mo3HaveHi crpinkamu). (B) AkciaapHa MarHiTHO-pe30HaHCHA TOMOrpadis B peXUMi iHBEpCiifHOTO Bif-
HOBIICHHS 3 MPUTHIYeHHAM curHaiy Bin pianau (FLAIR), BukoHana B TOMy caMoOMYy Billi, ITOKa3ye (OKaIbHY TilepPiHTEHCUBHICTh
Ta arpoifo B JiBil JOMATKOBIH MOTOPHIH OiAHII (00BEAEHO y KBAaIPAT).

Kniniynuii konmexcm

Bik neOroty — 3a3Buuail mi3Hid NIUTITKOBUHA BIK (MeniaHa
= 17,5 poky, mianazon = 10-46 pokis).’” Ileii cran € momupe-
HimmM cepen 4onoBikiB (~2:1).8% Axmamuesn 3axBoproBaHHS,
HAPOIDKCHHS Ta HEOHATAJIBHUN aHAMHE3 3a3BUYail HOPMAJIbHI.
Po3BuTOK 1 KOrHITHBHI (yHKIIT 3a3BK4ail y Hopmi. HeBposorig-
He 00CTeXeHHsI IOKa3y€e HOPMaJIbHI pe3yJIbTaTH.

Enioemionozis
e piakicHu# eniIenTHYHUNA CUHIPOM; OTXE, CIPaBXKHS 3a-
XBOPIOBaHICTh HE BiJJOMa.

YU € ENLJIEICIT 3 PE@JIEKTOPHUMHA HA-
NAJAMU

ENUVIENITUYHUMHA CUHAPOMAMM?

[inboBa rpyna po3misHylla MHTaHHS, Yd MOXKYTh
cranu, BiaMinHi B EWRIS, B pasi sikux BHHUKaIOTh

Ilepebiz 3axeoprosanis

Yepes piKicTh 1IOTO CUHAPOMY (TUIBKU KITIHIYHI BUIIAIKH)
MaJlo BijioMo Tpo iforo mepeOir. IIporuo3 narmieHTiB 31e011b-
LIOT0 BBAXKAETHCS CIPUSATIMBUM 13 HAJEGKHOIO BIIMOBILAIIO HA
[1ITH, 1o ommcaHo B HAyKOBIii JliTeparypi, H MOXIJIHUBICTIO pe-
Micil y MEHIIIOCTI MaIieHTiB i3 Bikom.* 3MeHIIeHHS BIUUBY IPO-

peduaexTopHi Hanmaau, OyTH CHUICHTUIHUMHU CHHAPO-
Mamu. Xoua Mali€HTy 3 MM CTAHAMU MalOTh 3arajib-

HUH crienui9HAN CTHMYJ, SIKH MPOBOKYE IXHI Hara-
I, X CICKTPOKITIHIYHI O3HAKH, €TIONOTIS Ta MPOrHO3
Binpi3usitoThes. Tomy, LlimpoBa rpyma Bupimmia Ha-
pasi He BKIIIOYATH iX JI0 MEepelliKy erniIeNTUYHUX CHUH-
npomiB. DoToceHcHOLTIZallis € 3araJbHOI0 O3HAKOIO
0araTboX eMiIeNTHYHUX cuHApoMiB; LlimpoBa Tpyma
JIHIIITa BUCHOBKY, IIIO PO3JIAIH, OB s13aHi 3 OTOTYT-
JIMBICTIO, JTy>Ke PI3HOMAaHITHI 3a TPYIlyBaHHSM, 1100 3a-
JIOBOJIBHSITH KPUTEPIT EMUICIITUYIHOTO CHHPOMY.

BOKYIOUOTO CTHMYITy MOYXE JaBaTH YCHIlIHHHA pe3ysibTar i3 mo-
DIISTy 3MCHINICHHSI HAMAiB; OJJHAK OOMEKCHHS YMTAHHS MOXE
MPU3BECTH JI0 3HAYHUX OOMEKEHb 3aTHOCTI 10 HABYAHHSI, TIpa-
11, croco0y KUTTS i HABITH PEiriiHOT mpakTHKH. "

Hanaou

BuHMKaIOTh HU3bKOAMILTITY/IHI MIOKJIOHIYHI IOCMHKYBaHHS,
0 3/1e01IBIIOr0 BPaXkaloTh JKyBaJlbHI, POTOBI Ta INepiopajbHi
M’si31 (1ienena, ryoa, si3uk). BoHn MOy Th COPUUUHATH BiI9YT-
TS KJIAIaHHs, 3aiKaHHs 400 MOPYIIEHHs MOBH.
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PUCYHOK 6. T2-3Ba)kxeHUIl aKkciaJlbHANM 3HIMOK IalieHTa
i3 cuHapoMoM PacmyceHa, 110 mokasye arpod)ir0 XBOCTATOIO
sapa (Olna cTpijika) 3 HE3HAYHOI0 BTPATO 00’€My JIBOi OC-
TPIBLIEBOI IUISIHKY (CHHS CTPIJIKa, TOMITHA y BUIVISI 301JIb1IIe-
HUX CYJIBKYJISIPHUX IIPOCTOPIB)

PUCYHOK 7. T2-3BakeHHU#l akciaJbHUN 3HIMOK TOTO ca-
MOTO TIaIli€HTa 3 CHHIApPOMOM PacMmyceHa, o ¥ Ha PHUCYHKY
6, MO TEMOHCTPY€ TOCHICHHS aTpodii JiBoi MiBKYJi 3 YacoM
(TIpOoMiKOK Yacy Mixk 300paKeHHAMHU = 8 POKiB)

. .
Epilepsia 12

Yac TpuBaJIOCTI YMTAHHS /IO TOYATKy HAasiB KOJHUBAETHCS
Bijl marfiedTa 10 TarieHTa i B okpeMux martienTis.!’ SIkmro ma-
LI€HT MPOAOBKYE YUTATH IICIA TTOSBH MiOKIOHYCY, MiOKJIOHYC
MOYKE TTOCHITIOBATHCS, MTOITMPIOBATHCS HA M’ SI3H TyAy0a Ta KiH-
LIBOK i CYIPOBOKYBATHCS IMIOPYIICHASIM CB1IOMOCTI, 200 MOXe
BUHUKHYTH TOHIKO-KJIIOHIYHHUHA Hara.

OpodarianbHi MIOKJIOHIYHI TTOCMUKYBaHHS MOXYTh IPOBOKYBa-
THUCS HE TIJIBKU YUTAHHAM, ajie i IHIIMMHM MOBJICHHEBUMM 3aBJIaHHS-
MU (MOBIICHHEBI Hamaau) B OMHOTO i TOTO CaMOro MAaIli€HTa, HalpHu-
KJIaJ PO3MOBOIO (HampykeHa abo OUCKyCiliHa pO3MOBa), MHCAHHSIM
a00 yXBaJeHHsM CKIagHuX pinieHb.” *' MiOKJIOHIYHI TOCMHUKYBaH-
HS YK CIIOCTEPIraroThes B MAIIIEHTIB 13 HallaJaMu, IO TPOBOKYIOTHCS
IHCAHHAM. B OKpeMOoro mamieHTa IpOBOKYIOYHI CTUMYJ MOXe OyTh
crienu(iYHUM; HAIPUKIAT HallaJAd MOXYTh BUHUKATH ITiJ1 YaC YATAH-
Hst TIpo cebe, aje He B pasi YMTaHHS Broyioc,’” Imijl 4ac 4uTaHHs MeB-
HOIO MOBOIO, aJI¢ HE B pa3i 3aHATTS MAaTeMaTHKOIO,* Mij yac yuraH-
HsI My3WYHHX HOT ab0 B pa3i YMTaHHs MEBHOIO MOBO.% VY mMeHImo-
cti manienTtis 3 EWRIS Oynu onucani cymyTHI 04HI Ta 30pOBi iKTaIbHI
MpOsiBU (HANPUKIIAZ, MOPTaHHs, CKJIATHOMII 3 (hiKcaliero MOTIsY,
HicTarMm, KOMIUIEKCHI 30poBi ramonuHarii)®’ *! a6o pigkicHi cionTan-
Hi MiokoHii."

Enexmpoenyegpanocpaghin

®onoBa EEI' B HOpwmi. [HTepikTampHa emimenTuopMHA AKTHB-
HICTh MOXKE HE BHSBIATHCH, XO4d MOXKE BHHHMKATH Ta MOCHUIIFOBATHCS
mig 4ac cHy abo mpoOymxkeHHs. MiOKIOHIYHI Hamagy CyMpOBOMKY-
I0TBCSI KOPOTKOYACHOO T'OCTPOIO, CIAHKOBOIO, TOCTPO-XBHIBOBOIO 200
CIHalK-XBHIbOBOIO AKTHBHICTIO (SIKa MO>Ke OyTH HU3BKOBOJIBTHOIO; JWB.
pucyHok 8). Ilpubnmus3no B 75% BUMAAKiB CIIOCTEPIralOThCs TeHEpati-
30BaHi iKTalIbHI PO3pPsAAH, a MPUOIH3HO y 25% — ABOOIUHI, ane acume-
Tpu4Hi 200 01HOO1YHI po3psaH (y BCIX BUIAKaX JaTepatizamis B JOMi-
HAaHTHY TIiBKYT0; y 10% — dokambHi ckpoHeBo-TiM’ aHi pospsamm).t” Ix
MOXe OyTH Ba)KKO BiIPI3HUTH BiJI CyIyTHIX MiOTeHHUX apTedakTiB. O3-
HAaKH{ HamajaiB MOXe OyTH Ba)KKO OIIIHUTH Ha BiJICO3aIKCi 4epe3 TOHKY
npupoxy opo(aliaabHOTO MIOKIOHYCY Ta OOMEXEHE PO3IIICHHS PUC
oOmryas mix gac Bizeo-EET.

Bizyanizayitini 0ocnioscenns

OuiKyeThCsl, IO HEHpOBi3yami3amiiHi MOCHIIPKCHHS IOKa3yIOTh
HOpPMaJbHI pe3ynpTaTh. SIKIIO KIiHIYHA KapTHHA Ma€ HETUIIOBI OCO-
OIMBOCTI, TOTPIOHO PO3IISIHYTH MOMKIIMBICTH TPOBEICHHS Bi3yautizalli-
WHOTO JOCHTIKEHHS JJIs1 BUKIIFOYCHHS CTPYKTYPHOI €Ti0JOTii.

Tenemuuni oocniocenns

Tlo3uTuBHUI CIMEHHMI aHAMHE3 SIICICII, 3a3BUYaii OHOIO 13 CHH-
npowmiB IGE a6o GGE, BusiBnsieTsest y 20-40% marientis 3 EwRIS.*!
BBakaeTbest, o 1e BiTOOPaKAE CuibHUN FeHETUYHHI BHECOK Y PO3-
BuToK EWRIS.*

Jugpepenyianvrna diacnocmuxa

* Heeninenruyne 3aikaHHA: Heeminentinyna 3aikyBaricTh Xapak-
TEPU3Y€EThCS MUMOBUIBHUMH TTOBTOPEHHSM, HOJOBKCHHSIM 3BY-
KiB, CKJIQJIiB, CJIiB 4H (pa3, a TAKO’K MUMOBLIEHUMH MOBYa3HUMHU
nay3aMH, Mij Jac SKHX JIOANHA, 0 3a1Ka€ThCsl, He MOXKE BUMOB-
JISITH 3BYKU.

e JME: V pa3i EwRIS miokioHyc minkom abo Maike HiinkoM (Too-

10 80%-90%) 1OB’s3aHMit i3 YMTAHHSIM 200 MOBICHHAM, % i
JIOKaJII3yEThCs Ha IIEJICIl Ta He BHHUKAE EPEBaKHO BpaHIli.t’
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2L Epilepsia

TABJIMLISA 9. OcHoBHI KpuTepil JIarHOCTUKY EMiJIeNCii 3 HarajaMu, 1110 TPOBOKYIOThCS YUTAHHAM

O060B’sA3K0BI

Hamaau

HSM opodaniasbHUX M’s3iB, CIIPHYMHEHI 3a- HKAIOTh BEPXHI KiHIIBKH

BJIAQHHSMH, TIOB’SI3aHUMH 3 YUTAHHIM/MOBOKO.

EEN

Bik miz yac ne6rory

Po3Butok mig yac aedrory VY Hopmi
Hesposoriune o6cTe:KeHHs VY HopMmi
Bisyanizariiizi gociimpKeHHsS V Hopmi

MPT norpiOHa [Uist [iarHOCTUKH, {00 YHEMOXKIIUBUTH CTPYKTYPHY HPHYHHY.

Ilonepem:kenus® BuHsATKOBI

PenexropHi MiOKIOHIYHI Hamaay 3 ypakeH- Bupasni MiokIoHiuHi Hamaau, wo Bpa- YCi IHINI TUIHN HANaziB, KPiM reHepaizoBaHUX TOHI-

KO-KJIOHIYHUX HarlajiB.

®onoBe yrnosinbHeHHs Ha EET, 32 BUHATKOM MOCTIK-
TalbHOI (ha3u TeHEepasli30BaHOTO TOHIKO-KJIIOHIYHO-

O Hamamgy

>20 pokiB

IxransHa EEI He noTpibHa; poTe HACTIHHO PEKOMEHIYEThCS CIIOCTEPEXKEHHs I1iJ] 4ac yntaHHs (OGe3rmocepeIHbo abo 3a J0IIOMOTOI0 BiJIeO), OCKIIBKM BOHO HOKa3ye XapaKTepHHUI Mio-

KIIOHYC, 1110 BPa)Kae M’s3H POTa.

Cunzpom 6e3 1abopaTopHOTO MiATBEP/UKEHHS: Y perioHax 3 00Me)XeHUMH pecypcaMy 1iei CHHIPOM MOJKHA AiarHOCTYBAaTH y HiTeil Ta JOPOCIHX, SKi BiAMOBIAAIOTH yCiM 000B’I3KOBUM
p parop; P p pecyp p Yl y P s y

KPHUTEpisiM Ta HEe MAIOTh BUHATKOBUX THIIiB HAIA/IiB.

Ckopouennsi: EEI" — enekrpoennedanorpama; MPT — marnitHO-pe3oHaHcHa ToMorpadist.

* Kpurepii monepemkeHHs BiICYyTHI B MepeBaXkHili OIIbIIOCTI BUMA/KIB, ale Piko 3yCTPivaroThes. IX HasBHICTh Ma€ BUKIMKATH 00EPEKHICTD i 4ac JiarHOCTUKH CHHIPOMY Ta PO3IIs-

Ny IHIIUX MOTEHI[IHUX CTaHIB.

VY pazi JME miokiioHyC BUHUKA€E CHOHTaHHO (Xoua Oyio BH-
3HAHO KOTHITHBHE MPOBOKYBAHHS MiSUTBHICTIO — MHCICHHIM
ab0 yXBaJeHHAM pilllcHb),” Bpakae BepXHi KiHIIBKH, YacTi-
e crocTepiraeThest Bpauil, a Ha EEI" mMoxna modauntu ¢o-
TOMAPOKCU3MaJIbHY peakilito. © DokanbHI Hamaau B MOTHINY-
HO-CKPOHEBHX MEPEkKaxX MOXKYTh PiJKO TPOBOKYBATHCS YUTAH-
HSIM, ajie opodariarbHui MIOKIIOHYC BifCYTHI.”

2.6 | EnuienTMYHi CHHAPOMH 3
eHuedaIonaTiclo po3BUTKY Ta/ad0 enijienTHYHOIO
eHuedanonariero i emiJienTHYHI CHHAPOMU 3
NPOrpecUBHUM HEBPOJIOTiYHUM NOTIPIICHHAM

Tepmin «enuedanomnaris po3sutky (DE)» 3actocoByeThcs,
KOJIM TOYMHAETHCS CTaH, 1[0 MPOSIBISETHCS. KOTHITUBHUMH, He-
BPOJIOTIYHMMHU a00 NCHUXIYHUMH TMOPYIIEHHSMH, 3aCTOEM abo
perpecom, 0e3MocepeHbO 3YMOBICHUMH BHXIIHOK €TOJIOTI-
eto. Haromicts TepMmin «eninentuyna eniedanonaris (EE)» 3a-
CTOCOBYETBHCS, KOJHU eHIe(asonarisi CIpHYNHECHA CMIICITHY-
HOI0 aKTUBHICTIO. TepMiH «eH1edaonaris po3BUTKY Ta eIijien-
tnuHa eHnedanomnaris» (DEE) BUKOpHCTOBYETHCS, KO 00K 1B
YUHHUKKA QOpMYIOTh cTaH nauieHta. Tepmin «DE» moxe OyTtn
CKJIAJIHUM JJIsl 3aCTOCYBaHHS JIO OCI0 TOXHIIOrO BiKY, B SIKUX
YBECh PO3BHTOK IpoimmoB HopMmanbHO. [I[00 po3B’s3artu 1o
npobnemy, L{iniboBa rpyrna nponoHye TepMiH «IIPOrPecUBHE He-
BPOJIOTiYHE MOTipuieHHs» 3amicTh DE i Takux MaIfi€enTis, y
SIKUX PO3BUBAIOTHCSI KOTHITUBHI, HEBPOJIOTiYHI 200 NCUXI4HI 110-
pylIeHHs, Oe3MmocepeJHbO 3yMOBIICHI BUXIZHOIO €TioJorier. Y
LBOMY PO31iIi cTarTi MU obroBoproemMo PME, sikuii, 3anexHo
BiJl eTionorii Ta BiKy Je0r0Ty, MOXKe OyTH eMiJIeNTHUYHUM CHH-

apomoM 3 DEE a0o eniienTHYHUM CHHAPOMOM i3 MPOTPECHB-
HUM HEBPOJIOTIYHHUM IOTipLICHHSIM. 3aJIeKHO BiJ| BiKy AeOHOTY
€TIONOriyHO crenniuHui enienTHYHuil cuHapoM RS (sikuii
0OrOBOPIOBABCS PaHIIIE) TAKOX SBJISIE COOOK CMIICTITUYHUI
cunapoMm 3 DEE abo 3 mporpecuBHUM HEBPOJOTIYHUM TOTip-
mienHsiM. FIRES moxxe nounnarucst B pizHOMY Billi, aJjie pijiko B
JIOPOCITUX; 1€ 0OTOBOPIOETHCS B OKPEMIid CTATTI PO enijenTHY-
Hi CHHJIPOMH, 10 MOYMHAKOTHCS B IMTHHCTBI.?

2.6.1 | Ilporpecyroui MiokJ1oHIuHI eminencii

Cunnpom PME (tabmnuis 10) 3ycTpidaeThest pijko Ta CrpH-
YHHSIOTHCS TETEPOrCHHOIO TPYIIOI0 BUXIJIHUX FTeHETHYHUX €Ti0-
sioriii. BiH po3mi3HAEThCs 32 HASIBHOCTI: 1) MIOKIIOHYCY, 2) IpO-
IPECHBHUX MOTOPHHUX 1 KOTHITUBHHUX TOPYIIEHb, 3) CEHCOPHUX
1 MO30YKOBHX CHMIITOMIB; 4) aHOMaJIbHOTO ()OHOBOTO YIOBLIb-
uennst Ha EEL 110 (5) 3°SIBASIOTHCS B JTFOMMHH 3 MOMICPEAHIM
HOPMaJIbHUM PO3BUTKOM 1 KOTHITUBHUMH (yHKLisMH. DoTO-
ceHcHO1Ti3aLis € 3aranpHO0 03Hakor0 PME GaraTbox eTiomnoriii.
VY OunbIIOCTI BUMAAKIB MOXe OyTH CIMEWHHI aHaMHe3 3 ayTo-
COMHO-PEIECUBHUM YyCHaAKyBaHHAM, aie PME moxe OyTtH cro-
panuuHuM. [1OmMHUPEHICTh KOJIMBAETHCS BiJl OIHOTO PETIOHY JI0
IHILIOTO, 3 BUIIOK MOLIMPEHICTIO B 130JIbOBAaHUX pErioHax abo
KyJIBTypax, sIKi CXBaJIOIOTh OJIM3bKI pouHHI nuttoou. OTxe, re-
orpadiuHe il eTHIYHE MMOXOPKEHHS MAIli€HTa € BAKIUBUMH Ja-
HUMH JUIS IaPHOCTUKY BUXIJJHOT FTeHETUYHOT IPUUUHH.

binpuricts PME npunanae Ha Taki BU3HaueHHs: XBopoOa YH-
Beppixra-Jlynaoopra (ULD), xBopoba Jladopa, HeliponansHuii
uepoiguuii ninogpycunnos (NCL), miToxoHpialibHI MOpYyIIeH-
Hs (MIOKJIOHIYHA €IJIeNCis 3 pO3ipBAHUMH YEPBOHUMHU BOJIOK-
HaMH, po3iany, mos’s3ani 3 POLG, MELAS) Ta cianinos.
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PUCYHOK 8. 42-piuHa xiHKa 3 €NiJIeNnciero Ta HalaiaMH, 1110 IPOBOKYIOThCS YHTAHHSM, oYnHatouu 3 18-piuHoro Biky. Ha
eneKkTpoeHIedanorpami BUIHO (A) Craliku 3 epiopaibHOI ABOOIYHOIO MIOKIIOHIETO, 33 SKMMU W/ IBOOIUHUIA CTIaliK-XBUIbOBUH
po3psif; 0) reHepati3oBaHi CaK-XBUIILOBI PO3PsiIn 3 4acToToro 3-6 ' Oe3 HamaiB (CTIHKOT acCUMETpii CIaliK-XBUIBOBUX PO3Psi-

JiB npotsiroM ycworo 3anucy EEI™ He criocrepiranocs).

Tpu 3 HUX 0OTOBOPIOIOTHCS AaJIl B Iiil CTATTI Ta y3arajibHeHi
B Tabmuni 11. Pimme MoxyTh OyTH 11eHTH(IKOBaH] Taki CTaHH:
JIEHTAaTOPyOpaibHO-TIAITiA0TyicoBa aTpodisi, FOBCHIIbHA XBOPO-
0a ['aHTIHTTOHA, CHHJPOM MIOKJIOHYCY Ta HHPKOBOI HEIOCTAT-
HOCTI, FOBCHIJIbHA HEWpOoaKCOHaIbHA TUCTPO(is, HeHpoaereHe-
paiiisi, TOB’si3aHa 3 MaHTOTEHAT-KiHA3010, XBOpo0a 3 Hewpocep-
MUHHUMHU BKJIFOYCHHSIMH, JICHKOCHIIC(ATOnaTist 31 3HUKHCHHSIM
01101 pe4oBHHH, XBOpoOa AsblireliMepa 3 paHHIM Je0I0TOM, Ma-
ToreHHi BapianTu reHa GOSR2, MIOKJIOHIYHA eMijIercist B pasi
curapomy Jlayna, GM2 rannio3uo3u, 1eQiuuT TeTpariapooi-
onTepuHy, HeiH(paHTUIbHA HeliporaTuuHa XBopooba lome, XBo-
po6a Himana-ITika tuny C Ta memiakis. [eHeTUYHE TeCTyBaHHS
MoTpiOHE 7151 OLIBIIOCTI IUX CTaHIB, 100 MiATBEPIUTH KITIHIU-
HUI niargo3 i BU3HA4YMTHU eTiosoriro. ictonoriyne abo 6ioxi-
MIYHE JIOCIIIKEHHS MOXKe OyTH BUKOPHCTAHE JUIs T ITBEPKEH-
Hs IIarHO3y B NICBHUX 00CTaBUHAX (HanpuKia, Tiabist Jladopa
B KJIITHUHAX MOTOBHX MTPOTOK, PO3ipBaHi YePBOHI BOJIOKHA B M’sI-
3ax, siki Oysu B3sTI Mmij yac Giomncii).

Xeopoba Yneeppixma-Jlynooopea (ULD)

Taxooic 8idoma K eninencis 3 npoepecusHUM MiOKI0Hycom 1
abo oanmiticexka miokioniuna eninencis. 1le HaWgacTima mpu-
yuHa PME y BCbOMY CBITI, 1[0 ITOB’sI3aHa 3 MCHII TSDKKHM (e-
HOTHITOM, HDX y pasi iHmmx PME.®” BinbliicTe BUIaaKiB Tpa-
IUBSIETBCS. B CKAHAMHABCHKUX 4YM OANTIMCHKHUX perioHax €Bpo-
i uu [TiBHiuHil Adpuri. [Tommpenicts moxke csratu 1:20 000,
sk y Oirnsaii.”® TsokkicTs cTany, a, OTXKe, i OUiKyBaHa TpUBa-
JICTB JKUTTS KOJMBAIOTHCSA B MIMPOKUX Mexax.” ULD moun-
HaeThes y Bili 10 18 pokis, 3a3Buvaii y Bimi 7-13 pokis,” 3 To-
HIKO-KJIOHIYHUX 200 MIOKJIOHIYHMX HamaJliB; MOXXYTh BUHHKATH
abcaHcHI Hamagu. MIOKIIOHYC MOXKE MPOBOKYBATUCS TaKTHIIb-
HO0 200 CBITJIOBOIO CTHUMYIISILIEIO Ta 3/1€0LIBIIOT0 BUPA3HIIIHIA
i1 9ac npoOymkeHHs. OeHITOTH MOXKe 3HAYHO MTOCHUIIUTH HOTO.
10 TIporpecyBanHs CIIOCTEPITAETHCS B i UTITKOBOMY Billi, 33BH-
Yaii MOYMHAIOYH 3 IEPUINX 6 POKIB Micyst Ae0r0TY HamaiB, 3 1Mo-
CHJICHHSIM MIOKJIOHYCY, PO3BHTKOM aTakcii Ta JIErKUM 3HHIKEH-
HSIM KOTHITHBHUX (yHKIUiH. CTaH Mae TeHAEHII(0 cTabimi3yBa-
THCSI B PAHHBOMY JIOPOCJIOMY BILli 3 MiHIMaJIbHUM TOTiPIIEHHSM
KOTHITUBHUX (QYHKIIH abo 06e3 HbOro, a MIOKJIOHYC Ta arakcis
MOXYTb HaBITh MOKPAIUTHUCS.
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2L Epilepsia

TABJIMLISA 10. OcHOBHI KpUTEpii AIarHOCTUKHU MPOTPECYIOYNX MIOKIOHIYHUX eTiIenciit

s . Ilonepensen- .
O00B’s13K0Bi BunsaTkoBi
HA*
Hamau MioKJIOHIYHI Harau
EET I'eHepastizoBaHi CaiK/MOMiCIaK-XBHIbOBI PO3PSIIH Criiixa (pokaiibHa erniienTudopMHa aHOMaJis, KPiM 110-
THIUYHOT
Bik mix yac ne6rory 2-50 pokiB >20 pokiB

Po3BuTok

HeBposnoriune 00cTeKeHHs

CyIyTHi 3aXBOPIOBaHHS

YV HopMi nij yac Ae6r0Ty 3aXBOPIOBAHHS

YV HopMi Tij yac Ae6roTy 3aXBOPIOBAHHS

TIporpecuBHe HEHPOKOrHITUBHE HOTIpIICHHS (Y AESIKMX BHIIAJKaX He-

00Xi/IHO criocTepexkeHHs 3 yacoM, 106 Biapisuutu PME Bix JME)

Bisyaunizariitai nocniukeHHs

Tlepe6ir 3aXBOpIOBaHHs

YV HopMi Tij yac Ae6roTy 3aXBOPIOBaHHS

TIporpecuBHe MOTipIICHHS MiOKJIOHYCY, MiOKJIOHIYHHX i TeHepasi3oBa-

HUX TOHIKO-KJIOHIYHUX HAIlajliB, 3HHKCHHS KOTHITHBHUX (yHKILiH, IO~

Tpecyrodi MO309KOBi CHMIITOMHU

Tloripmenns EET 3 mporpecHBHAM yNOBIIbHEHHAM (GOHY Ta/ab0 mocH-

JICHHSIM emniienTH(hOPMHOI aHOMATiT

MPT He noTpiOHa JUIst 1iarHOCTHKH, aJie YaCTO BUKOHYETHCS JUIS OLIHKM BHXIJHOI eTionorii.

Ixranena EEI" He moTpi6bHa ju1st AiarHOCTHKH.

CunzpoM 6e3 1a00paTopHOTO MiATBEPIUKEHHS: Y perioHax 3 ooMexxennmu pecypcamu [IME MokHa 3ammijo3puTh B 0Ci0, sIKi BiIIOBIIAIOTE 000B’SI3KOBUM KpPHTE-

PisM 1 He BiOBINAIOTH KOAHOMY BHHATKOBOMY KPUTEPIIO UM IIONEPEIKEHHSM, Y SIKAX CIIOCTEPIracThesl IPOrPEeCHBHE IOTIPIICHHS MIOKJIOHIYHIX HallaliB Ta He-

BPOJIOTIYHUX 1 KOTHITHBHUX (DYHKITIH.

Cxopouennsi: EEI" — enekrpoennedanorpama; JME — roBeHinbHa miokinonivna eninerncist; MPT — marnitHo-pe3onancHa Tomorpadis; PME — nporpecyrodi MiokIoHi4HI eniiencii.

« KpuTepii nonepekeHHs BiICYTHI B TIepeBakHiii GiIbIIOCTI BUMAIKIB, ajle PilKO 3yCTPidaroThes. [X HASBHICTH Ma€ BUKITMKATH 0OEPEIKHICT IMijl Yac AiarHOCTHKH CHHAPOMY Ta PO3IIIs-

Jly IHIIUX HOTEHI[IHUX CTaHIB.

TABJIALIS 11. Kito4oBi XapaKTepHCTHKH €TiONOTii IPOrpecylournxX MiOKIOHIYHUX eMiIeNnciii, o 00roBOPIOIOTECS B Il CTATTI

Bik mix gac ge-

Tun PME
o1ty
ULD 7-13 pokis
LD 6-19 pokis
CLN2 2-4 pokun
CLN3 4-10 pokis
NCL i3 pgebrotom y go- 11-50 pokis

pociomy Biwi (THr A)

IIporpecyBanust

IToBinbHE TOTIPIICHHS KOTHITHBHUX i MOTOPHUX (yHKLIH 3i

cTaburi3aLielo y 10pociaoMy Billi

PanHe mIBHJIKE MOTIPUICHHS KOIHITHBHUX (DYHKIH, 30py Ta
MOTOPHKH; JICTAJIbHHI Pe3yJIbTaT PUOITH3HO 3a AECATh POKIB
IICIIst 0YATKy 3aXBOPIOBaHHsI; PAHHBOKO 03HAKOIO € (hoKabHi

HariaJiy 3 BiSYaHLHMMH CUMIITOMaMH1

Criouarky 3aTpUMKa MOBH Ta Halla |, MOTIiM MOTiPIICHHS KOT-
HITHBHMX | MOTOPHHX HaBHYOK, a MOTIM BTpara 30py 3’sBIIs-

€Thes Y Billi 4-6 pOKiB

[IBuaKO MPOTrpECHBHA BTPaTa 30py 3 JETEHEPAI€r0 KOB-
Toi TUIAMHM, aTpodiero 30pOBOrO HEpBA * NIrMEHTHUM PETH-
HITOM; BI)KMBAHICTB: y pa3i 1e0OTy B Mi3HBOMY MiJTiTKOBO-
My Bii — 30 pokis

TMoBinbHUIA PO3BUTOK JEMEHIIIT Ta aTakcii; MOTIPIICHHS 30py

HE O4iKy€ThCs

JliarHocThka

Ha BapianTn excnancii mucratuny B (EMP1) npunanae ~90% Bu-

MajIKiB y BCHOMY CBITi.

TTatorenuuii BapiauT reHa, 1o koxye nadopus (EMP24) — B 70%,
NIATOrCHHUI BapiaHT TeHa, mo Koxye Manin (EMP2B) —y 27%, na-
TOTCHHHI BapiaHT He BHsBIeHNH — B 3%); Tinbis Jladopa BuaHO B

KJIITHHAX IIOTOBUX IPOTOK YH iHIIMX TKAHHHAX.
Bapiautn narorensoro resa CLN2/TPPI; akTHBHICTb (hepMEHTY

TPP1 3umxkena; EEI" Moxke mokaszar (GOTOIapOKCH3MaIbHY BiJIIo-
Binb Ha HU3bKIH (1-3 ') yacToTi; KpUBOMiHIHHKMI PO TiNeIh
HAKOIIMYEHHs JINO(yCIMHY B TKaHWHAX (HANpPHKIAM, IKipi) abo
niMdormTax

Bapiantn narorensoro resa CLN3; JaKTHIIOCKOMIYHUIT POdiib Ha-
KOITHYEHHS JTinodycuiHy B TKaHUHAX (HAIPUKIAJ, IIKipi) abo mim-

(onurax; TiMOIMTH BaKyoIi30BaHi

Bapiantu naroresnoro resa CLN6 (Takox MOBiJOMIISLIIOCS
npo naroreHHi Bapiantu redis CTSD, PPTI, CLN3, CLNS,
CTSF 1 GRN); BKIIFOYCHHS 3MIIIaHOTO THITy (BiAIEYaTKOBI,
KPHBOJIHIIHI, IPAMOIiHIIHI) y TKaHUHAX (HAIPHUKIAM, IIKi-

pi) abo smimormTax

Ckopouennsi: TPP1 — tpunentuaunnentunasa 1; PME — nporpecytoui mioknoniuni eninencii; MPT — marnitHo-pe3onancHa Tomorpadis; ULD — xBopoba

VYuBeppixra-Jlynaoopra; LD — xBopobda Jladopa; CLN — nepoinuuii ninodpycunnos; NCL — neiliponanbuuii nepoinnuii ninodycrunos; EEI— enexrpoeHue-

(anorpama.
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@on EET" moxe OyTn HOpMaJbHUM Ha MOMEHT JeOI0TY 3aXBO-
PIOBaHHS; IPOrPECUBHE YHOBIIbHEHHS (DOHY 3a3BHYAM 3’ SIBISETh-
cs1 3 yacoM. CBiTJIOBa CTUMYIIALS B OUIBIIOCTI BHUIAJKIB CIPH-
si€ BHHUKHEHHIO CIaiK-XBUIBOBUX po3psaiB Ha EEI; e MokHa
no0auNTN Ha IOYATKy CTaHy. BHIHO iHTepiKTalbHI TeHEpaizo-
BaHI CHaMK-XBWJIBOBI M IMONiCIIalK-XBUIJIBOBI PO3psIU (PUCYHOK
9). EET min 4ac MiOKJIOHIYHUX HamajiB IOKa3zye TeHepasizoBaHi
noJricnaik-xBuiaboBi po3psan. MPT 3a3Buvaii mokasye HOpMalib-
HI pe3y/lbTaTH Ha PAaHHIX CTAlisgX 3aXBOPIOBAHHS; MMI3HIIIE MOX-
Ha nobayuTh Jerky arpodiro. Ha moBTOpHYy eKChaHCito reHa mu-
craruny B (CSTB, EMPI) npunanae npudnmuzno 90% Bumnankis
Yy BCbOMY CBiTi; yClIaJKyBaHHsI ayTOCOMHO-pellecuBHe. TuIl naro-

FEHHOTO BapiaHTa Moke OyTH MOB’s3aHuUi i3 TSOKKiCTHO.”

Xsopoba Jlagopa

Taxooc 6iooma sk xeopoda mineys Jlagopa, npocpecyioua mi-
oxnoniuna eninencis 24 ma 2B. XBopoba Jladhopa momupenima B
IMiBnenniit €spomni, ITiBuiuniit Adpuui, Llenrpanbuiii 1 [liBgennii
A3ii.""" 3axBoproBaHHs 3a3BHYAil IPU3BOANUTH 10 CMEPTI PUOIHU3-
HO 3a 10 pokiB miciis 1e0I0Ty 3aXBOPIOBAHHS; MPOTE TAKOXK Oyla
oTmHcana MoBiIbHO mporpecyioda ¢popma.'?? Ieit mixtun PME 3a-
3BHYall TOYMHAETHCS Y Billi Bix 6 10 19 pokiB, 31e6inbmioro B 14-
15 pokiB, 31 3HWKEHHSM KOTHITMBHUX (DYHKIiH, MO30YKOBUMH
CUMITOMaMH (arakcis, MOPYIICHHsI KOOpAMHALT), BTPaToro 30Dy,
MIOKJIOHIYHMMHU Ta F€HEePaTi30BaHUMHU CUMITOMaMH, TOHIKO-KJIO-
HIYHUMHM Harajgamu. PaHHIMU posiBaMu 3a3BHU4Yaii € pokaabHi Ha-
najy i3 30pOBUMH CHMIITOMaMH (MUHYIIA CIINOTA, eIeMEHTapHI
30poBi sBHIIA abo 30poBi ramonuHarii).!®’ MioKJIOHIYHI Hama-
JIUU TIOCTYTIOBO ITOCHIIFOIOTHCS Ta CTAIOTh BAKKOBHIIIKOBHIMH,
a Iporpecyrove KOrHiTuBHe 3HMKeHHs TpuBae. Yepes 10 pokis
IICJIST IOYATKy 3aXBOPIOBAHHS Y XBOPUX CHOCTEPIraeThesi Mai-
e OesnepepBHUI MIOKIIOHYC 3 abcaHCcaMH, YaCTUMHU T'eHepallizo-
BaHMMH TOHIKO-KJIOHIYHUMH HamaJaMH Ta TIHOOKOI0 JEMEHIIIE0
abo BereratuBHUil cTaH. Ha MoMeHT ne6roTy 3axBoproBanHs EET
Mae HOpPMaJNbHUHA (OH, 3 IHTEPIKTATPHUMUME CHAaWK-XBHIbOBH-
MU Ta IOJiCHalK po3psiiaMu, SIKi aKTUBYIOThCS (POTOCTUMYIIALI-
€10 3a HU3bKUX 4yacToT. Ha Binminy Big JME, renepanisoBana emi-
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nenTuOpMHa aKTUBHICTh HE aKTUBYEThCS yBi CHI,'’! xoua mMoxe

6yTu (hokampHa eminenTr(hOpMHA aKTHBHITEH B 3aHIX Bimmimax.'®
3 yacom (on EET" ynoBuIbHIOETHCS, a enientu(hopMHa aKTHUB-
HICTH 301IBIIYETHCS 32 YaCTOTOIO i MOYKE MaTH aKUEHT Yy 3aJIHIX
Biminax (pucynok 10). Y namienTi i3 xBopo6oto Jladopa moxe
PO3BUHYTHUCS HECTiMikuil MioknoHyc 0e3 kopemsiuii Ha EET, mo €
uie oxHiero BiaMiHHicTO Big JME. MPT 3a3Buvaii y HOpMi, ane
MarHiTHO-PE30HAHCHA CIIEKTPOCKOIIIS MOYKE BUSIBUTH 3HAYHE 3HU-
JKCHHSI CIIBBIHOIICHHs N-aleThiaciapTar/KpeaTuH y J1000Bii

104 TTozurponHo-€-

KOpi, 6a3aBbHUX TAHIIIAX 1 MIBKYISIX MO30YKA.
MiciiiHa Tomorpadist 3 GTOpAE30KCUITIOKO3010 MOXKE BUSIBUTHU Be-
JIMKI AIISIHKY 3HUOKEHOTO MeTaloJIi3My INIOKO3H, TSKKICTh SKHX
MOXe KOpEIIoBaTH 3i cTajicro 3axBoproBanHs.'” [Tatorenni Bapi-
aHTH reHiB EPM2A4 (nadopun) tTa EPM2B (MaiiH) BUSBISIOTHCS
BixnoBigHo y 70% Ta 27% BUNaaKiB, BOAHOUAC MATOTCHHHUN Ba-
piaHT He BUSIBISIIOTH ¥ 3% Bunazakis.'® Tinsus Jladopa (Hakonu-
YeHHS [IIKOTeHy; pUCYHOK 11) crocrepiratoTbesi B KIiTHHAX I10-
TOBHUX TPOTOK Ta B IHIIMX TKAaHUHAX

et cran BiapizaseTbes Big ULD paHHIM 3HW)KEHHSIM KOTHi-
TUBHUX (YHKIIH 1 mBUAKAM nporpecyBanHsM PME.

Epilepsia 1=

NCL

Takooic gidoma sk xeopoba bammena, yepoionuii ninogyc-
yunosz. NCL — 1e rpyna HeWpoJerecHepaTUBHUX J1i30COMHUX
pO37TaiB HAKONMYEHHS, 110 IPU3BOIATH 0 HAIMIPHOTO HAKO-
MUYEeHHS JinomrMeHTiB (finodycrnuny). Criogyarky BOHH Oyin
kiacu(ikoBaHi 3a BikoM ae00Ty posnany: ¢hopma 3 gebroToM
y HeMoBIAT («¢iHchka popmar; He PME), dopma 3 nebGroTom
y Mi3HBOMY Billl HEMOBJIAT, )OpMa 3 €OI0TOM Y I0BEHIILHOMY
Bl Ta popma 3 geOr0TOM y Hopociaomy Bitti. OfHAK 3 IICHTH-
¢ikariero IpUYHHHEX BapiaHTiB reHiB choroani NCL kimacudi-
KYIOTh BIAMOBIZHO 10 BUXiTHOTO MaTOT€HHOTO TeHa 1 BiKy Je-
00Ty 3axBOproBaHH:. Ha cb0TOMHI BiTOMO O1ITBIN HIXK TIOKHHY
TeHETUYHO BiIMiHHUX posnafniB.'* ' /liarHocTHKa IPYHTYETh-
Csl HAa TeHETUYHOMY TECTyBaHHI Ta (y JEsKUX BHIIaJKax) aHa-
ni3i aktuBHOCTI hepmenTiB. Enexrponna mikpockorist Jgimdo-
IUTiB 200 TKAHUHU MOXe OyTH KOPUCHOIO B pa3i HEKIaCHYHHX
npossis. Hartmommupenimumu NCL e:

» epoinauii ninodycunuos 2 tumy (CLN2; panime Bimo-
muit sk NCL 2 tumy, xmacuana ¢popma NCL 3 nedrotom y
Mi3HFOMY Billl HEMOBJIST Ta XBopoOa SHchKoro-bimbmros-
cekoro). e maltmommpenima ¢gopma NCL, siky Oyto 3ape-
€CTPOBAHO B Pi3HMX eTHiUHKUX rpymax.'!* ! Hoswuii ne6ror
eMiyencii B TUTHHA BiKOM 2-4 POKiB i3 paHHBOIO 3aTPUM-
KOIO MOBH B aHaMHE31 Ma€ CTaTH MPUBOJIOM UL PO3IIISLY
mutadHsA 1po CLN2. MoXyTh BUHHKATH YHCICHHI THITH
HammajiB, BKIOYarodn (peOpnibHI, TOHIKO-KIOHIYHI, a0-
CaHCHI, MIOKJIOHIYHI, aTOHIYHI Ta (okanbHi (3 GokarbHu-
MU a00 IBOOIYHHMMH TOHIKO-KJIOHIYHHUMH HamagamMu ado
0e3 HuX). MiOKJIOHIYHI HaMaIu MOXYTh OyTH BiJICYTHIMH
Ha MOMEHT JIeOI0TY 3aXBOPIOBAHHS. 3aTpUMKa MOBJICHHE-
BOTO PO3BUTKY YaCTO PO3MI3HAETHCS JI0 JI€OI0TY Harasmis.
3axBOPIOBaHHS YacTO MPOTPECYE MIBUIKO, 3 BTPATOIO PyX-
JUBOCTI Ta MOBH JI0 BiKy 4-5 pokiB. [IpoTsrom HacTymHUX
KUTBKOX POKiB BiOyBa€ThCs MOMANbINA perpecis i3 BTpa-
TOFO 30py. XBOpi MOMHUPAIOTH ¥ BiIli Bix 8 mo 12 pokis. Ha
EEI' Moxe BHABIATHCH (pOTOMAPOKCH3MAIbHA BiIIOBIb
32 HU3BKUX YaCTOT IMITyIbCHOI ctumyirstii (1-3 T'mi; pucy-
HOK 12)!'%; craifk-XBHJIBOBI PO3PSIIM TPHB’sI3aHi 0 Yacy
JI0 CBITIOBUX nozapa3HukiB. MPT mokasye 3MiHy cuUTHaTy
3aTHBOTO BiALTY 01101 pedoBUHH 200 aTpodhito MO30YKa.
Panus miarHocTHKa BakinBa B pasi 3axBoproBanHs CLN2,
OCKITBKH iCHYE (hepMEHTO3aMiHHE JIIKyBaHHS, SKE MOXE
3aTpUMaTH MOTOPHE Ta MOBJIEHHEBE moripiieHHs.! > CLN2
CIPUYHHSAEThCS TATOTCHHUMHU BapianTamMu reHa CLN2
Tpunentuamentuaasu 1 (TPP1), mo npu3BOANUTS JI0 Jie-
¢dinuty Gpepmenty TPPI Ta momanpmioro HaKOMMIeHHS JTi-
TIOTIIrMEHTIB (JTIMOQyYCIMHY) Y HeHpoHaxX Ta iHITNX TKaHHU-
Hax. Bapiaatu NCL 3 1e010TOM y Ti3HEOMY Billi HEMOBJIST
TAKOK MOXKYTh OyTH CIIpUYMHEHI NTaTOTeHHUMH BapiaHTa-
mu reriB CLNI, CLN5, CLN6, CLN7, CLN8 ma CTSD."**
109

* CLN3 (panime Bigomuii ssk NCL 3 Tuiry, KiiacuyHa r0BeH1Ib-
Ha ¢opma NCL, xBopoOa barrena a6o xBopoOa Llninbmee-
pa-@orta-Illerpena). Ile 3aXxBOpIOBaHHS 4acTO 3yCTPIYAETh-
cst B CxannuHagii (1% mBeaiB € HOCIIMH L[OTO TeHa)’®, are
PIJIKO B HIIIUX PErioHax CBITY.
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PUCYHOK 9. TTonirpadiuna peectpatiist cHy B 16-piuHOro Xjaomumka i3 XxBopodorw Yupeppixra-Jlynabopra. (A) ¥V craHi HeCaHHS BiI3HAYaIOTHCS CTPIMKI
LIBUAKI PUTMH (BHACIIZOK OCH30/11a3€MiHIB) Ta ABOOIUHI CaliK-XBHIbOBI Ta TOCTPO-XBHIIbOBI PO3psiiu; Ha enekTpomiorpami (EMI') Bin3Ha4aroThes cnamaxu mi-
OKJIOHIYHOT aKTHMBHOCTI 0€3 0JJHOYaCHOTO enekTpoeHnedanorpadignoro pospsuny. (B) Ilix uac 2-1 crazii cHy BUIHO MONICIARKOBI PO3PSIH 3 IEPEBAKAHHAM epe-

JIHIX BiJuniB Ta O0e3 MioknoHiuHOT akTuBHOCTI HA EMI. L.Ext./R.Ext. — posrunadi niBoi/mpaBoi pyku; L.Flex./R.Flex — posrunadi niBoi/mpaBoi pyku; L.Quadr.

Fem. — yotupuronoBuii M’s13 niBoro crerHa; R.Delt. — npaBuii nensrononionuii m’s3

* s ¢popma NCL xminigaO monioHa 10 Gopmu 3 1e0r0TOM
y T3HBOMY BIIli HEMOBIIAT, aie BiK AeOIOTYy B Hel Mi3Hi-
it (4-10 pokiB), a BikuBaHicTh Oinbma (13-30 pokis).
Brpara 30py mBHIKO TIporpecye 3 JeTeHEPaIieio 5KOBTOL
IUISIMA, aTpo(iefo 30pOBOTO HEpBa Ta MIrMEHTHUM PETH-
mitom.!"* IIst hopma 3yMOBIIeHa TTATOTEHHUMH BapiaHTaMH
rera CLN3. Myrantauii 6itok CLN3 30epirae 3aiauimrko-
By (yHKIiO, 10 MOsicHIOE, woMy 111 (hopma NCL xapaxk-
TEPU3YETHCS IMI3HIMNM ASOI0TOM Ta MEHII TSDKKAMH KITi-
HIYHIMH TIPOSBAMH B TIOPiBHAHHI 3 IHIIAMH (QOpMaMu
CLN.'"" BapianTu 1oBeniabHoro NCL Takox MOXKyTh OyTr
CIpUYHMHEH] BapiaHTamu matoreHHux reriB CLNI, CLN2,
CLN9 i ATP13A2.1%8.1

e NCL i3 nedrorom y nopociomy Biti. [{s popma NCL (panime
BizoMa sik XxBopobOa Kydca) 3ycrpiuaershest piiko Ta IposiBIIs-
€THCS SIK CTIOpAANYHUN cTaH. Bin nmpucyTHil y 1BoxX (opmax;
tun A mae PME-nioniOHy KapTHHY 3 MOAATBIITUM PO3BUTKOM
JeMeHIIi1 Ta arakcii, a Tun B (He oxun 3 PME) xapakrepu-
3YETHCS JIEMCHIIIEI0 3 MO30YKOBHUMH YM THIIUMH EKCTpari-
paMiIHUMH MOTOPHUMH cuMnToMaMu. [lopyiieHHs 30py He
OYIKYIOThCS.

» Bik ne6roty cranosuts 11-50 pokis, 3a3Buuait 30 pokis.!

[Iporuo3 namieHTIB He CHPUATINBHI, CMEPTh HACTAE TIPU-
6m3HO uepes 10 pokiB micis 1e0roTy 3aXBOproBaHHSA. Ma-
Tepiajl HAKOTMYCHHS JIMOMITMEHTIB Ma€ pi3Hi yIbTpa-
CTPYKTYpHI TIATEPHH 31 3MIMTAHUMH KOMOIHAIIsIMA TIpOdi-
B «3EPHUCTHIY, KKPUBOIUHIHHIID) 1 «BIIOUTOK MMATBIID»
(pucynok 13). Isg ¢popma NCL cripudauHS€THCS MaTOTEH-
auMu Bapiantamu reHa CLNG.' Bapiantu rena NCL y
JIOPOCTNX MOXYTh OyTH CIIPHYMHEHI NMATOTCHHUMH Bapi-
anaramu reuiB CTSD, CLNI1, CLN3, CLN5, CLN6, CTSF i
GRN 108, 109

3 | OBI'OBOPEHH:A

Xoua He KOKHA JIFOJIHA 3 EMIJIETICIEI0 MOXKe OyTH CXapaKTepu30-
BaHa sIK TaKa, 0 Ma€ CMiICNTUYHUI CHHAPOM, BUSBICHHS CHHAPO-
My MOXKE IaT! B)KJIMBI BKa31BKHU VISl TOCIIPKEHHS €T10JI0T1i, JIiKy-
BaHHS Ta BU3HA4YEHHs MPOTHO3Y. JliarHOCTHKa CHHIPOMY IPYHTY-
€THCS IEPEBAXKHO HA CJICKTPOKITIHIUHIHM KapTHHI 3 IEBHUMHU TUIIAMH
HamasiB y NEeBHUX KJIIHIYHUX KOHTEKCTaX i crnenudiyHuMHu iHTepik-
TanbHUMU narepHaMu Ha EEI
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PUCYHOK 10. Enexrpoen-
nedanorpamMa IOpocioi KiH- —
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PUCYHOK 11. bioricis naxBoBoi mKipH naimieHTa 3 XBopooboro Jla-
(dopa. 3HIMOK 3pOONICHHH 13 KIITHH alOKPHHHOI 3aJI03U IIiJ| CBiT-
JIOBOKO MiKpockomiero. [HTeHcHBHO mo3uTHBHUE peaktuB ludda
(timbus Jladopa) criocrepiraeTbes SIK PO3CISTHUN y IUATOIUIA3MI Killb-
KOX KJIITHH (KoJia).

VY cyuacHy enoxy KiiHiuHe (eHOTHITyBaHHS OyJIO MOKpalie-
HO 3aB/ISKH BUKOPHCTAHHIO JOMAIHIX BiJIC03aIUCIB HAMIAdiB, sKi
JIO3BOJISIIOTH KIIHILMCTaM OTPUMATH JOCTYII 710 MOAPOOHIL CeMi-
OJIOTIT HAamajiB; YacTo JOMAIIHI BiJIe03alKCH JOMOBHIOIOTH 200
MEePEeBEpIIYIOTh Bifeo3anucH, OTpuMaHi mia 4ac Bimeo-EET.'®
Kuininuern MoxyTb oOparu uinbosi nocmijukenns EEDT (pee-
CTpalis ] 9ac HecaHHs 3 (POTOCTUMYIISILIIEI0, YBI CHI, TpHBAII,
HiYHA peecTparist a00 3 0ZHOYACHOIO TOJirpadiqHOI0 peecTparti-
€10), SIKI JIOTIOMAraroTh IiATBEPIUTH CHEHU(IYHINA CHHIPOM eri-
nericii. OCKUIBKH 1ICHTU(IKAIS CIMICITHYHOTO CHHIPOMY JIa€
iH(OpMaIlilo Mpo WMOBIpHY €TIOJOTiI0, JIarHOCTHKA CHHIIPOMY
JIO3BOJISIE KITIHINMCTAM iHINiIOBaTH HalleheKTUBHIMII Ta Halieko-
HOMHIII JOCJIDKEHHS Ul [OCTAHOBKH €TIOJMOTIYHOIO [IiarHo-
3y, 10 00OMeXKy€e TUCKOMMOPT 1 pU3MK JUIs marfieHTa. JocmipkeH-
Hs ciMelfHOTO aHaMHe3y (Bkirovatour kiaiHiuHi, EED Ta Bizyauiza-
LiHHI (EHOTUIIN KOXKHOTO YPA)KEHOTO WIeHa CiM’T) Mae BayKJIMBE
3HA4YEHHs JUIS JIarHOCTHKHU JIEKIIBKOX (DOKAIBHHX eMUICITHYHNX
CHHZPOMIB, 10 TIPOSIBIISIIOTECS Y PI3HOMY Billi, i MOKpaliye ori-
HIOBaHHS [TATOIeHHOCTI BapiaHTIB I'eHIB, BUSBICHUX y XOMi Te-
HOMHHX JIOCIIIJDKEHB, SIKI BCE YacTillle BUKOPUCTOBYIOTHCS B CY-
YacHy €IIoXYy.

BusBIEHHS CHHAPOMY TAaKOX MOXKE JOIOMOITH B YXBaJICH-
Hi pillieHHS Mpo Tepamito. Pemicito eminencii MokHa O4iKyBa-
1 B Oubmrocti manientiB i3 COVE ta POLE. V namienra 3
JME moxxe crioctepiratucs 3arocTpeHHs enijiercii, 1o imMitye
PME, B pa3si jikyBaHHs OJOKaTOpaMu HaTpi€BUX KaHaTIB (Ta-
KuMu K Kapbamaserin).! Hamagu B pasi PME mMoxyTh 3Hau-
HO TIOCHJTIOBATHUCS OJIOKaTOpaMU HATPi€BUX KaHAJIB (TaKUMU
sk Qenitoin).'” Xoua e QokanbpHa emisiencis, aie B NalieH-
1iB 3 MTLE-HS B mooanHOKMX BUMAJKaX MOXKE CIIOCTepira-
THUCSI 3arOCTPEHHS elijierncii B pasi 3acTocyBaHHsI OJIOKaTOpiB
HATpIEBMX KaHaJIB, SIKIIO € CYMYTHS HaTpieBa KaHaJOMaTis.
Kpim Toro, B pa3i pokanpHux eninentuaanx cuaapomis (SHE,
FMTLE, FFEVF, EAF, MTLE-HS Tta RS) moxe Oyt edek-
THBHHM XipypTidHe JIIKyBaHHS CIIIJICTCil, K0 HAaIu He Bij-
nosigaoTh Ha IICII. Ile oxomaioe BHUMAIKH, KOJU € CIaaKo-
BO-CTPYKTYpHa €TioNoris (30KpeMa, I'eHH MillleH] parnaMinuHy
B kiituHax ccasuiB [mTOR] TSCI, TSC2, DEPDC5, NPRL2 i
NPRL3), ane xipypriuHe JiKyBaHHS emijencii He Oyino moB’s-
3aHe 3 MPUNMHEHHAM HamaniB B pa3i MTLE-HS, acomiiioBa-
HOi 3 curapomoM Jpaee.” OTxe, sIK CHHIPOM, TaK i €TioJo-
Tisl BOXJINBI IS Mi00pY JiKYBaHHS 1 KOHCYJIBTYBaHHS 100
MOJKJIMBOI omepailii Ta #MOBIpHOTO Pe3yabTaTy XipypriyHOro
JiKyBaHHS. Xo04a pO3Mi3HABaHHS ayTOIMYyHHO-aCOLIHOBaHUX

19 ginminauX Big RS, BaXKIMBO, OCKINBKY 1X IIBHI-

eminencin
K€ BHSBIICHHS JIO3BOJISIE MPU3HAYATH PaHiIIe JIIKyBaHHS i I10-
KpalllyBaTH KOTHITHBHI pe3yJIbTaTH, HAyKOBa JIiTepaTypa o0
UX emnijernciid (Ha BiAMIHY BiJ| ayTOIMyHHHX pO3JIajliB, aco-
HIHOBAaHUX 13 TOCTPUMH CHUMIITOMATHYHHUMH/TOCTPUMHU CIIPO-
BOKOBaHHMH HamajamH) BCe Ile Ha HUISXY CBOIO CTaHOBICH-
HS. ABTOpPY BH3HAIOTH, IO JIeSAKi ayTOIMYHHO-aCOIIHOBaHi eIri-
mencii, 3i crenupiYHIME aHTHTIIaMHU, MOXYTbH BiAIIOBiIaTH
KPUTEPisIM €TiONIOTIYHO CIenu(iYHOTO CHUICNTHYHOTO CHH-
JpoMy U 110 MaiOyTHsI poOOTa J03BOJIUTH PO3POOUTH BH3HA-
YCHHS TAKMX CHHIPOMIB.

Ha miacrs, eninentuuni cunapomu 3 DEE Ta eninentuyni
CHHJIPOMH 3 IIPOTPECUBHUM HEBPOJIOTIYHUM MOTIPIICHHSM, 10
MIPOSIBIITIOTECS B PI3HOMY Billi, € pigkicHuMH, 30kpema FIRES,
RS ta PME.
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PUCYHOK 12. EnexrpoeHuedanorpama, o mokasye moBiibHy (HOTONapoKCH3MAalIbHy peakiio Ha GpoTocTuMyIisinito 3a yactotu 1 ' (3acTocoBana B MOMEHT,
BKa3aHHH CTPLIKAMU Ha 300paKeHHI) B JUTHHH BIKOM 3 POKH 9 MiCSI[iB 3 HEPOITHIM TinodyCIMHO30M 2 THITY

VY pa3i X CHHAPOMIB Maiike 3aBXKIU MPUCYTHI KOTHITHB-
Hi Ta HEBPOJOTIUHI TOpyIIeHHS. TeparmeBTHYHI MOKIHUBOCTI
X CHHIPOMIB 0OMEXEHi; HalpUKIaa po3’€THAHHS TIBKYIb B
pas3i RS, xou i ycyBae eminenciro, IpUBOAUTEH O TOCTIHHOTO
utvscathfkmyjuj HeBposoriunoro nmedimury. MoxnuBi BapiaH-
TH JiKyBaHHA A1 O6aratbox PME oOMmexeHi, Xoda HEII0IaBHO
3aMicHa (pepMeHTHa Teparis cTana JOCTYITHOO IS JIIKyBaHHS
CLN2.'"3 Icuye Benmka motpeba B TOMIMIICHHI METOMIB JIKY-
BaHHS X PO3NAiB, a IX iMeHTH(DIKAIlisS Ma€e BaKIIMBE 3HAYCH-
HS JUTS TIOJICTIICHHS BKJIFOUCHHS IMAIliEHTIB Y KIIHIYHI BHUIIPO-
OyBaHHS.

BusHaueHHS emienTHYHUX CHHIPOMIB, TIPEICTABIICH] B IIiit
CTaTTi, BUMaraTUMyTh TEPEBIPKH B JTOBTOCTPOKOBHX JOCIHIi-
JUKEHHSX 1, MOYKJIMBO, JIOAaTKOBOTO YTOYHEHHS MICHS MyOiika-
1Iii HOBUX aHMX i3 9acoM. [CTOpHYHO CKITajocs TaK, IO eTIijIeT-
TUYHI CHHAPOMHU PO3BUBAIINCS, KOJIU TAIMi€HTIB (Ta iXHi ciM’1)
TPYIyBald 3a EMITIPHYHO OKPECICHUMH eNeKTPOKTiHIYTHIMA
MPOsIBAMH, a TIOTIM JOCHTIKYBalW JaHi 3BITIB 3 IUX KOTOPT,
onmcyroun ixHii penorun (xkrinigHe oocrexenns, EET, Bizyari-
3amiifHi JOCHTipKEeHH) Ta OB’ s13aHi eriomnorii. Lleit monepenHiit
MiAXi7 Ay’Ke BIUIMHYB Ha PaHHIO XapaKTEPHCTUKY CIiJIeTTHY-
HUX CHHAPOMIB. 3rOIOM 3aBISIKM BHECKY T€HETHYHHX JOCIHIi-
JUKEeHBb (DEHOTHITIYHIH CIIEKTp MESKUX CHHAPOMIB PO3ITHPHUBCS,
1 TOCHIAHWKHA [TeNaii 9acTille CTald XapaKTepu3yBaTH €Tiolo-
rigHo crenivHi enmiIenTHIHI CHHIPOMHU.

PUCYHOK 13. Tunosi TinbLs-BKIIOYEHHS 3 MpOdigeM «BIAOMTKH MabIiB»
(CTpiNKM) y mamieHTa 3 HEHPOHAIBHUM LEPOiTHUM TINodyCcHHHO30M 3 1e0r0-
TOM Y JIOPOCIIOMY Billi, III0 CIIOCTEPIraloThCs MijJl 4ac eJIEKTPOHHOI MiKPOCKO-

mii GionTaTy mIKipH.

Le, #iMOBipHO, TPOAOBKYBATUMETHCS B MaOyTHHOMY, H €Ti-
ONOTiYHO crerudigHi emiIenTHdHi CHHAPOMH HaOyBaTUMYTh
yce Oinpiroro 3HadeHHA. CyBope po3MeKyBaHHS CMIJICTITHIHNX
CHH/IPOMIB MOYKe OyTH IIKiUTMBUM, SKIIO BOHO HE JI03BOJISE TIa-
Li€HTaM, SIKi TOYHO HE BiMOBIIAIOTH KPUTEPISIM CHHAPOMY TIPO-
WTH Haje)xHe OOCTEXKCHHS Ta OJEPXKATH JIIKYBaHHS CHHIPOMY
(¥ copimHEeHO1 eTioJorii), 10 AKOTo iXHIi CTaH ONM3BKUMA, ane
He IIJTKOBUTO BiAmoBixae. ToMmy, B MaifOyTHROMY CHHIPOMH Ma-
I0Th OyTH TIepeTIsTHYyTi, 00 BimoOpaXkaTn po3mIrpeHi GeHOTH-
1 200, ATBTePHATUBHO, O1TBIT 0OMeXeHi (PeHOTHTIH, KOJTH BOHU
OyAyTh BH3HAHI 3HAYYIINMH, i BKIIOYUTH HOBI BHSBIICHI €TiO-
yorii, Konu BOHH OymyTh BHsBIeHI. [le Moke mMaTu 3HaUeHHS,
KOJIM JOCTYITHI KOHKPETHI 3aXO0H 00 TUTAaHYBaHHS CiM 1, TIpo-
¢imakTnaae a60 OM’SIKITyBaJIbHE BTPYYaHHS AJIS eTionorii Ta/
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a0o0 T HepBOBO-PO3BUTKOBUX i KOTHITUBHUX HACHTINIKiB, HAIIPH-
KJIaJI, HOBI CTpaTeril MPOTHEIIJICNITOTeHEe3y 10 MTOYaTKy HaraIiB
npu mesanx mTORomariit.'° 3armsmatoun B MailOyTHE, BapTO
3a3HAYNTH, 110 3 TOTOUHUMH JOCIHIIPKEHHIMH, 10 MOKPALIYIOTh
BU3HAYEHHSI CTPYKTYPHHX aHOMAJii T'OJIOBHOTO MO3KY, IMyH-
HO-OTIOCEPEAKOBAHMX IATOJIOTiH 1 MATOTeHHWX BapiaHTIB Te-
HiB, [UJIKOM HMOBIPHO, IO 3’SIBUTHCS OLNBIIE €TiONOTIYHO CIIe-
IUQGIYHAX eMUICNTUYHAX CHHApOMiB. OMHAK eNiUIeNTHYHI CHH-
JIPOMH 3aJMIIATUMYThCSI aKTyaJbHUMHM, OCKUIBKH (DeHOTHIIH,
OB s13aHi 3 JIGIKUMH €TIONOTiAIMH, MOXKYTh OyTH Hecrmeuugid-
Humu (Hanpukian, DEPDCS), a inenTudikamis cHHAPOMY 3a-
JUIIATIMEThCSl BayKJIMBOIO JJIsI HAIIUTIOBAHHS JIOCIIJDKEHHS Ha
TpyITy MTOTEHIIIHHUX €TI0NOTIH, MPU3HAYEeHHS JTIKYBaHHS Ta KOH-
CYNIBTYBaHHS IIOAO NPOTHO3Y. MaiiOyTHs1 poboTa mono BcTa-
HOBJICHHS JiarHOCTHYHUX KPHUTEPiiB €TiONOTidHO crenudid-
HUX CMUICHTUYHUX CHHAPOMIB Oy/le MaTé BaKJIMBE 3HAUYCHHS
IUTSL TOCITIIKEHD TIPEIM31HHAX METOMIIB JTiIKyBaHHS (HAIIPHUKIIA],
iaTi6biTopiB MTOR mms mTORomarii: 7SCI, TSC2, DEPDCS,
NPRL2, NPRL3) nnst po3UIMpeHHs 3HAHB MPO TMAaTOTeHe3 1 It
BHSBJICHHS IMIATPYI y MeKaX TEBHOI eTIONOTii, sKi Kpare pea-
T'YIOTh Ha JTiKyBaHHs. OUiKyeTbCs, 0 e podoTa MaOyTHIX IIi-
npoBux rpyn ILAE.

CJIOBA ITIOASAKHA

M#u BHCJIOBIIIOEMO BJISTYHICTH 32 BHECOK Y I[I0 3aBEpIIAIbHY
CTaTTIO mHpIIoMy Koy wieHiB LlimpoBoi rpynu ILAE 3 HO3010-
rii Ta Bu3Ha4dens (2017-2021 pp.), Hinpsosoi rpymu ILAE 3 me-
pernsamy (2021-2022 pp.), ekciepram 3 yChOTo CBITY, SIKi 3p00H-
JIU CBil BHECOK y Hamry metomoiorio Jensgi, i mupmrii emi-
JMENTAYHIA CHITBHOTI, SKa Hajana KOMEHTapi A0 MPOEKTY Iiiel
crarTi, po3minenomy Ha BeOcaiiTi ILAE (kBiteHb-numens 2021
p.). OkpeMo IKyeEMO:

e IlinboBiit rpyni ILAE 3 Hozosorii Ta Bu3HauyeH» (2017—
2021 pp.): Elissa Yozawitz, Helen Cross, Jo Wilmshurst,
O. Carter Snead, Ronit Pressler, Sunao Kaneko, Paula
Samia.

e Ilimbosiéi rpymi ILAE 3 mepermsimy (2021-2022 pp.):
Chahnez Triki, Fatema Abdulla, Marilissa Guerreiro,
Michael Sperling, Sam Gwer, Santiago Galicchio.

* Excnepram [lenbdi (momo nited 1 mijuniTkiB): Ana
Carolina Coan (bpasuiisi), Angelina Kakooza (Yranna),
Charles Newton (Kenist), Eliane Roulet-Perez (IlIBeiina-
pist), Floor Jansen (Hinepnanmu), Helen Yue-Hua Zhang
(Kurait), Kelly Knupp (CILA), Loreto Rios (Yini), Lieven
Lagae (benbrisn), Lynette Sadlier (Hosa 3enanis), Mary
Connolly (Kanana), Mitsuhiro Kato (SImowist), Raidah Al
Baradi (Cayniscbka Apasis), Renee Shellhaas (CILLA),
Roberto Carraballo (Aprenruna), Thomas Bast (Himeuun-
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