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AKTyanbHi NUTaHHA eninenTonorir:
nepcneKTUBHI HaNPAMKU PO3BUTKY

CborofHi MixkHapofHa npoTueninenTuyHa nira (International League Against Epilepsy) npoBogutb akTBHY po60Ty 3 pO3BUTKY
6araTbox HanpAMKIB eninenTtonorii, BigdysaloTbcA 3MiHM B 6a30BUX, TeEOPETUYHNX acnekTax. Mpo Halbinblw AnHaMiuHi Ta nep-
CNEeKTUBHI HaMPAMKM B eninenTonoril, 3MiHW B pO3yMiHHI Ta NiKyBaHHi NCUXOreHHVX HeenifnenTUYHMX CyI0M, a TaKOX CyYacHi Ha-
NPAMKK PO3BUTKY Henpoxipyprii eninencii po3nosigae Bonogumnp IropboBuy XapntoHoB, KaHANAAT MeANYHUX HaYK, ANTA-
yni NcuxiaTp, AUTAYMIA HEBPOJSION, eNiNIENTONOr, 3aBigyBay BigAiNeHHA auTavoi ncmxiatpii KniHiyHoi nikapHi «Mcuxiatpisy», Knis.

Bonodumupe lzopbosudy,
po3Kaxime, 6yob 1acka,
AKi 3MiHU 8i06y8armeca
Hapasi 8 6azosux,
meopemuyHUX HaNPAMKaAx
eninenmonoaii?

B octaHHi pekinbka pokis
BeNMKa yBara npuainaeTbca
6a3nCHUM HanpsMKam, Takum
AK YAOCKOHANIEHHA HOBOI Kna-
cndikauii - eninencii 2017 p.
3anpornoHoBaHa HOBa Knacu-
dikauis eninenTnyHMX cHapomis. Tak, MixkHapoaHa npoTtueni-
nenTmyHa nira (International League Against Epilepsy — ILAE)
peKkomMeHyeE 3amiHy BCiX MPIi3BYLLY y Ha3BaX CUHAPOMIB 3 eTUY-
HVX MipKyBaHb, afiXke, HaneBHO, HE KOXXEH BUYEHUI MpIE, W06
1oro im'A NOB'A3yBasN 3 TAXKKOI XBOPO6OH0. TakoX NPOBEAEHO
bopMyBaHHsA rpyn cMHAPOMIB. 30KpeMma, Y nigrpyni reHepani-
30BaHMX iBiONaTUYHMX eninencii rpynu reHepanisoBaHnX re-
HETUYHMX CMHAPOMIB 3aIULLNIOCA TiINbKN 4 CUHAPOMM: ANTAYA
abcaHcHa eninencis, BeHiNbHa abcaHcHa eninencis, IOBEHIb-
Ha MIOKJIOHIYHa eninencisa Ta reHepanizoBaHa igionaTtnyHa eni-
nencia 3 i301bOBaHUMM TOHIKO-KNOHIYHMMK cygoMamMu. Taki
CUHOPOMMU, K MIOKNOHIYHO-acTaTMyHa eninencia (cuHapom
[y3e), eninencia 3 mMioKnoHi€lo NoBik (cMHApPOM [KMBOHCA),
eninencia 3 MioKNoHiYHUMK abcaHcamu (cnHapom TaccumHapi)
Ta MIOKJIOHIYHa eninencia AUTAYOro BiKy, BifoKpemseHi 3 rpy-
Ny reHepanisoBaHuX ifgionaTMyHMX eninencin y 3aranbHy rpyny
reHepanizoBaHVX reHeTUYHKX eninencin Ak popmu, Lo MatoTb
HabaraTo CKNafHiLni NPOrHO3 i 6iNbLu TAXKKNIA Nepebir. Takox
ILAE He pekomeHay€e BUKOPUCTAHHA TEPMiHY «[00POAKICHNA»
(ocKinbKw BifoOMO, L0 y NaLjieHTIB i3 eninencito BiporigHicTb no-
ABW HanafiB 306epira€TbCA NPOTArOM yCbOro XUTTA HE3aNEXHO
Big popmun eninencii), 3amiCTb HbOro PEKOMeHAO0BAHO BUKO-
PUCTaHHA TepMiHY «CamMoobOMexeHun», abo «bapmakouyTu-
Bui». CTBOpeHa rpyna eninencii AUTAYOro BiKy M4 Ha3BOO
«CamoobmexxeHi eninencii», Kyan BK/OUYeHi camoobmexeHa
HeoHaTasibHa eninencia (TepMiH «CiMelHi Ta HeCimeHi HeoHa-
TasbHi CyAoMU» 3anNuUWWAN TiIbKK B AKOCTi ONMCOBOr0), CamMo-
obmexxeHa eninencia gutadyoro BiKy, ebpunbHi cynomu (Yac-
THa cuHapomy GEFS+), mioknoHiuHa eninencisa AuTa4oro Biky.
CrHppom BecTa 3miHEHO Ha cHAPOM iHGAHTUBbHYKX CNa3MiB.

[ly>ke BaXnu1BO Te, WO BBEAEHO MOHATTA «eHUedanona-
Tia eninencii Ta po3BuTKy» (EEP) — cTaH, npn akomy cumn-
TOMU eHuedanonaTii (KOFHITUBHI, MOTOPHI, KOOPAMHATOPHI
NOPYLUEHHA) He € HAaCIAKOM eninenTUYHOI akTUBHOCTI (Yac-
TOTW Hanagis, eninenTMdoOpMHUX 3MiH Ha eneKTpoeHLe-
¢danorpami — EEI). Bneplue Le BCTAaHOBMIEHO Ha MpuKnagi
cuHapomy [lpaBe, KOAWM BAANOCA KOHTPONOBATM CYAOMMU,

=

ane iHTeneKkTyanbHWU Ta MOTOPHUIA PO3BUTOK AUTUHN NPO-
A0BXyBaB noriplwysaTnca. CborogHi Ao L€l rpynu BXoaATb
paHHa guTtAava EEP, eninencia gutuHcTBa 3 mirpytounmmn ¢po-
KanbHUMM CYyAOMaMy, CUHAPOM iHOaHTUIbHUX Cha3Mmis,
cnHapom [lpase. 3a3suuan y nauieHTis i3 EEP Bigmivatotb
JeKinbKa TUMiB HanafiB: TOHIKO-KNOHIYHI, ¢OKanbHi, Mi-
OKJMOHIYHi, aToHiYHi. [oyaToKk 3axBOpIOBaHHA MOXe OyTu
BMOYX0BUM (MiOKNOHiUHO-aTOHIUHa eninencia) abo nocTy-
nosum (cuHgpom [pase). IHoZi Ma€ micue TinbKM oguH TUN
Hanagis, AK Npu cuHApoMi [KMBoHCa (abcaHCK 3 MioKno-
Hi€lo MoBiK). Ale HaABHICTb CylOM He € 06JliraTHO O3Ha-
Koto, Npu cuHapomi JlaHaay — KneddHepa Ta enekTpmnyHo-
My enifienTUYHOMY CTaTyCi NOBISIbHOrO CHY CyAOM MOXKe 1
He 6yTun. 3 MpuBody eninenTndOPMHOI aKTUBHOCTI, NpuTa-
MaHHoi EEP, daxiBui BinoKpemntoloTb MOBiNbHI KOMMeKCH
«Crark — XBUNA», FiNCapUTMIil0 Ta MynbTUdOKaNbHY aKTUB-
HiCTb, NPV LbOMY CTBEPAXKYIOTb, O AKLIO Y NalieHTa HEMa€E
i He 6yno nogibHux natepHiB Ha EEI, To B Hboro Hemae EEP.
Po3BMTOK ANTUHM AO MoyYaTKy XBOpPObW Moxke OyTn HOp-
ManbHUM abo 3aTpumaHuM. Ticns novyaTKy 3aXBOPIOBaHHS
pO3BUTOK MOXKe ByTW y BUrnAAi nnaTto abo perpecy.

Lopo camoobmexxeHrx GoKanbHKX eninencii, To Ha3By
ANUTAYOI eninencii 3 LeHTpoTeMnopanbHUMK Cnankamu (po-
naHgnyHy ¢opmy) 3aMiHEHO Ha camoobmexeHy eninenciio
3 LUeHTPOTEMMNOpPaNbHUMU Clankamu, cuHgpomy lNaHanoTo-
nynoca — Ha CaMOOOMEXeHY eninencito 3 BereTaTMBHUMU
CyAoOMaMu, CUHAPOMY [acTo — Ha AWUTAYY NOTUANYHY 30PO-
By eninencito. [1o ui€i rpynu TakoX foAany HOBi CUHAPOMW.
Mepwwnid, AKNIN BU3HAHWIA, ane paHile 6yB BIACYTHIN y Kna-
cndikauii, — oToceHCUTUBHA MOTUAMYHA eninencia. Jpy-
rMin — rinepMoTOpPHa eninencis, nos’A3aHa 3i cHom. Lle cuH-
APOM, AO AKOro YBIMWAWM Taki CMHAPOMW, AK FiMHOreHHa
HiYHa napokcM3manbHa AMCTOHIA-eninencia, HiyHa nobosa
eninencis Ta ayToCOMHO-IOMiHaHTHa HiuyHa noboBa eninen-
cia. HactynHuin cuHppom — cimeliHa ¢dokanbHa eninencis
3i 3MiHHMMM BOTHMLLAMN, B AKY BKJIIOYEHI CiMeliHa ¢poKanbHa
eninencia 3i 3MiHHMMM BOTHULLAMW Ta aQyTOCOMHO-AOMIHaHT-
Ha ¢oKanbHa eninencis 3i 3aMiHHMMKU BorHuwamu. Eninencis
3i C/lyXOBUMYM O3HaKaMu — TaKoX HOBUI CUHAPOM $oKasb-
HWX eninencin y HoBin knacudikauii. Llei cuHapom mictntb
ayTOCOMHO-AOMIHAHTHY naTepasnbHy CKPOHEBY enifnencito Ta
ayTOCOMHO-AOMIHaHTHY doKanbHy eninencito 3i cyxoBrMmM
O3HaKamu.

Akud, Ha sawy 0ymMKy, Haubinbw ouHamiyHUt ma

nepcnekmugHuUU HanpAMOK 8 enifienmosoeii?

Ha cborofHi ue reHeTnKa eninencii. Micna Toro Ak 6yno
OMMCaHO, WO MyTaLii AeKiNIbKOX Pi3HMX FeHiB MOXe JaBa-
TV oAvH deHoTUN (Hanpuknag eninencia 3 MiokNoHiYHo-ac-
TaTMYHMMKN cyaoMamu (cuHapom [lyse) moxke OyTn Hacnig-

10 YKP. MEL. YACOMMWC, 1 (153) T. 2 CNELBUMYCK - 1/11 2023 | WWW.UMJ.COM.UA



Kom myTauii reHiB SLC6A1, CHD2, GABRA3, GABRAS5, SCN2A),
3'ABUNMCA Ny6nikauii npo Te, Wo MyTaLisi OIHOTrO reHa MoXe
BUKNUKaTV NOABY pisHUX peHoTuniB (MyTauia SCN8A moxe
BMK/MKATX PO3yMOBY BIiACTanicTb, CiMelHy MiOK/OHIYHY
eninencito, fO6pPoAKICHY cimeliHy auTAuy eninencito, EEP).
HactynHi po6oTn 6ynu we 6inblu LikaBUMK TOMY, WO NOKa-
3anu, Wo GEeHOTMN TaKoX 3aNeXuTb Bif TNy MyTauii reHa,
TOOTO AKMM YMHOM MyTauif 3MiHIOE GYHKLilO reHa — 3Hu-
KY€, MiABMLLYE 4n Ji€ HenmTpanbHO. Hanpuknap, myTtauis
reHa SCN2A, wo 3HmXKye GyHKL 0, BUKNMKAE NOSBY po3nagy
ayTUCTMYHOIO CMeKTpa, po3ymoBy BiAcTanictb, wmsodpe-
Hilo, a y BUNaAKy myTauii, Wwo 36inbluye GyHKLito reHa, — Ao-
6poAKiCHI CiMelHi HeoHaTanbHO-iIHGaHTUNBHI cyaoMHU, iH-
daHTUNbHY EEP. BpaxoBytoun KniHiYHi 0CO6MMBOCTI reHHWX
MyTaLUill, po3pobnieHi cxemn NiKyBaHHA 3 ypaxyBaHHAM 3Mi-
HW GYHKUIT reHiB:

+ SCNT1A: BTpata ¢yHKUii — cTMpuneHTon, KaHabigi-
on, kno6asam, deHdnypamiH, BanbrnpoeBa KWUCNOTa,
He npusHayatu 6nokaTopu HaTPIEBMX KaHanis; Hajg-
6aHHA GYHKLiT — npu3HayeHHA 6110KaToOPiB HaTPIEBMX
KaHanis;

+ SCN2A: Hap6aHHA GyHKUIT — 6nokaTopu HaTPieBMX KaHa-
NiB y BUCOKKMX A03aX, BTpaTa GYHKLii — He npu3HavaTty;

+ SCN8A: HapbaHHA GyHKLiT — He Npr3HayaTu neBeTmpa-
ueTam, npu3HavyaT 6nokatopu Na-KaHaniB y BUCOKMX
fosax;

+ KCNQ2: BTpaTta GpyHKLil — 6noKaTopy HaTPi€EBMX KaHa-
niB, peturabiH/e3orabin;

+ KCNA2: Hapb6aHHA yHKUiT — 4-amiHoNipnanH;

+ GRIN1/GRIN2A/GRIN2B/GRIN2D: HapbaHHA yHKUIT —

MEMaHTUH, BTpaTa GpyHKLii — L-cepuH;
+ GABRB3: BTpaTa ¢pyHKuUii — FTAMK-epriuHi npenapatu,
Haf6aHHA GYHKLIT — He Mpr3HavaTy.

LocnigXeHHs, AKe BCTAHOBWUIIO HasBHICTb ABOX ¢o-
KaNlbHUX KOPTUKANbHUX AUCMNNA3i Pi3HOrO NMOXOMXKEHHA,
reHepaTMBHOI Ta cOMaTUyHOI MyTauii reHa DEPDC5 B ogHO-
ro nawui€eHTa, la€ MOXNMBICTb 0O6roBOpPIOBaTU HOBi reHETUY-
Hi MeXaHi3MM i WyKaTy y NauieHTIB 3 Li€o MyTali€lo apyry
doKanbHy KOpTUKanbHy Ancnnasito.

LlikaBum € Hawe cnifbHe 3 aBCTPanincbKumu, Higep-
NaHACbKUMU Ta AaHCbKMK daxiBuaMmM gocigkeHHA dopmun
eninentuyHoi eHuedanonatii NEXMIF, myTauii reHa KIA2022.
Lla eHuedanonaTia uikaBa TUM, WO B AiBYAT i XJIOMNUUKIB
BOHA Ma€ pi3Hy npeseHTaUilo: y AiBYaT BUKINKAE NOABY ay-
TU3MY Ta MiOKJIOHIYHO-aTOHIYHY eninencito, abo eninenciio
3 abcaHcamuy 3 MiOKJTOHI€I0 NOBIK, Y XJIONYKKIB — PO3yMOBY
BifCTanicTb 3 eninencieto 3 iHGaHTUAbHMMK cna3mamu. Lia
dopma nprBepTaE yBary Tomy, L0 A€ MOXKIUBICTb BUBYATH
MeXaHi3Mu iHaKTMBaLii X-XpoMoCcomMy B Maiby THbOMY.

Hapasi akTBHO NpoxoAATb AOCNIAXEHHA WOA0 pefa-
rysaHHa [JHK 3 BUKOPUCTaHHAM BipyCHUX BEKTOPIB, MeTO-
ankn CRISPR/Cas9, a TakoX TexHosnoril akTuBaLii abo HoKa-
yTy (iHakTMBaUii) reHiB, AKi MOXyTb OYTU BUKOPWCTaHi Ans
6araTbox reHeTUYHNX XBOpOoO.

Yu € AKicb 3MIHU 8 pO3YMIiHHI Ma JiKy8AHHI

NCUX02eHHUX HeeninenmuyHux cyoom?

CyyacHe pO3yMiHHA ULbOro CTaHy 3MiHuMnocA. AKwo
paHille 10oro po3BUTOK NOB'A3YBasM i3 CEKCyaslbHUM Ha-
CUNbCTBOM, TO 3apa3 BBakaloTb, WO Lel CTaH 3'ABNATbCA

IHTEPB’IO 3 EKCINEPTOM

Ha QOHi reHeTMYHO 3yMOBNEHOI BPa3NIMBOCTI, PaHHbOIO
HeraTMBHOro A0CBifgy (HacuMnbCTBO, HeabanicTb), 3HaYHOI
NCUXiYHOT TPaBMU, AKa BUKINKAE MOABY MCUXOTEHHNX Hee-
ninentnyHmx cygom (MHEC), Aki noegHy0TbCA 3 TPUBOTOIO,
3aHepfb6aHicTo, i3onsAui€lo, rHiIBOM, Aenpeci€to, yHUKaHHAM.
[aHi pocnigXeHb AEeMOHCTPYIOTb CTPYKTYPHi 3MiHW ro-
NOBHOrO MO3KY MauieHTiB y BUrnAfi 36inblieHHA obcaris
[0OaTKOBOI MOTOPHOI KOpW, a TakoX fopcomefianbHol
npedbpoHTanbHOI Kopu, a HelpodisionoriyHi gocniaKeH-
HA, KinbKicHWi aHanis EE[ geMoHCTpyloTb 36inblueHHA
YacTKM (-aKTVMBHOCTI, WO BKa3ye Ha MiABULLEHY eMoLiil-
Hy 30yanMBICTb 3 MOraHMMK MOXJIMBOCTAMU 3HU3UTK ii.
Ui paHi gopatkoso ceiguatb, wo MHEC He € maHinynAui-
€10, AK BBaXXaNu paHille, iHKONM Lie MOXNNBO, ane nepe-
Ba)XHO Lie OKpeMUIN NCMXiaTPUYHWIA CTaH. Y AUTAYOMY Billi
MHEC pyxe nobpe Bignosifae Ha Npu3HayeHe NiKyBaHHA.
MNcuxoTepania y Burnagi perynauiiHuX iHTepBeHUiN, AKi
CnpAMOBaHi Ha eMOLiNHNIA Ta KOTHITUBHUN PiBHi, JO3BO-
nsae pocartn 60-geHHux nepioais 6e3 MHEC y 82% piten.
LUlogo nikyBaHHA JOpOCANX NALiEHTIB, BiAMiYaloTb TEHAEH-
Lito, OKpiM NCMXOTepPaneBTUYHUX METOLIB, BUKOPUCTAHHSA
HelipomoaynAaLii HelpoHanbHUX MepeX (TpaHCKpaHianbHa
MarHiTHa ctumynauis, Hepodinbek, rMMbmnHHa cTuMynayisa
rONOBHOMO MO3KY).

AKi HanpAMKU po38UMKY y cgpepi

Heupoxipypeii eninencii?

Hewnpoxipypria eninencii gy»e akTBHO PO3BMNBAETbCA.
[onoBHa igeAa Uboro po3BUTKY — B NMOKPaLLaHHI AiarHoc-
TUKW i gye peTenbHomy Bigbopi nauieHTiB. lNo-nepue,
nauieHTV MNOBMHHI BignoBigaTn KpuTepiam dapmakope-
3UCTEHTHOCTI, Mo-Apyre, XipypriyHe nikKyBaHHA MOBUHHO
3abe3nevyBaTii BMCOKY BipOriAHICTb MO3UTUBHOTO BUPI-
WeHHA npobnemu, TO6TO 3HUKHEHHSA eninencii BHacnigoK
onepadii 6e3 3HaUHUX HeraTMBHUX HacnigKiB (reminapes,
BTpaTa moBu). Bigbip nauieHTiB npoBoasATb 3rigHoO 3i BCTa-
HOBJIEHVM anropnTMOM.

Mepwwnit eTan — peTenbHUA 36ip aHamMHe3y, HeBpO-
NOTIYHUIM | NcuxiaTpuuHUn ornag, ctaHpgapTtHa EEl, mar-
HITHO-pe30HaHCHa Tomorpadis 3a npotokonom HARNESS.
Opyrnun etan — posrotpuanuii Bigeo-EEM-moHiTOpumHr
3 peecTpaui€lo eninenTMYHMX Hanagis, ix cemionorii,
30HM noyaTky. TpeTin eTan CNpPAMOBAaHUN Ha NpoOBefeH-
HA HeNpPOMNCUXOJIONiYHOro OO6CTeXeHHA: QYHKUiIOHaNb-
Ha MarHiTHo-pe3oHaHcHa Tomorpadia, TecT Bapa, nosu-
TPOHHO-eMicillHa Tomorpadia/komn’ioTepHa Tomorpadis,
MarHitoeHuedanorpama. YetBepTuin etan — iHBa3MBHUN
Bifieo-EEM-MOHITOPUHT 3 BMKOPUCTaHHAM iHTpaKpaHianb-
HUX «strip»-enekTponiB Ta cTepeo-EEM-metognkun. OctaH-
HiM yacom came cTepeo-EEl HabyBae Benvkux nepesar
AK METOA 3i 3HAYHO MEHWMUMUN HeraTUBHUMK HachigKamum,
npu AKOMY BiiMi4aloTb MeHLle KpOoBOTeY Ta iHpeKLUil no-
PiBHAHO 3i BCTAHOBNEHHAM «strip»-eneKTpofis, y TOl ca-
MW Yac BiH Ma€ HabaraTo 6ifbLi MOXNMBOCTI WOA0 BUAB-
NEeHHA eninenTUYHOro BOTHULLA B MUOMHHUX 30HaX, TakKnX
AK iHcyna abo rinokamn. M'aTnin eTan — xipypriuHe Bupa-
NeHHA eniNnenTUYHOro BOrHMLWa — TYT TaKOX BiAMiYaeTbCA
TeHAeHUiA [0 BUKOPUCTAHHA NasdepHoi abnauii Ak metoay,
AKNA MiHIMi3ye onepauiiHy MOBEpPXHI0 [0 ManeHbKoro
TpenaHauiiHoro oTBopy, a cami nasepHi abnauii gatoTb
MOXMBICTb Ay»Ke TOYHO BUAANUTY eninenTuyHe BOrHuLLe,
36epiraouy 350pOBi TKAHUHU HABKOJO.
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