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Pe3tome

MixxHapogHa npoTtueninentuyHa nira (MMEJT) oHoBuna knacudikadito eninencin 3
MeToH Bifo6paxeHHs1 NornubneHoro po3yMiHHA eninencii Ta mexaHiamiB ix
PO3BUTKY BiANOBIAHO 0O OCHOBHUX HayKOBUX AOCArHEHb, AKi Bigbynuca 3
MOMEHTY 3aTBepaXeHHs nonepeaHboi knacudikauii B 1989 p. Knacudikauis
eninencin € BU3Ha4yanbHO BaXMBUM iHCTPYMEHTOM ANSA NPaKTUKYHUOro nikaps,
TOMY BOHa NOBUHHA OYTU aKTyanbHOI, AMHAMI4YHO BigoGpaxaTu 3MiHU B
nigxoaax, a TakoX 3anuLIaTUCA HaAiINHOIO Ta NPUUHATHOK ANA BCiX perioHiB
nnaHeTu. OcHoBHa MeTa Knacudikaudii — giarHocTuka eninencii, NpoTe BOHa TaKoX

En;ﬂe':;ggp € HeoOXxigHO ANA NpoBeAeHHA AOCNiAXKeHb, PO3PO6KM MeToAIB NiKyBaHHSA
[onoBa onepaTueHoi eninencii Ta mixkHapoaHoi komyHikauii. HoBa knacudikauisi po3po6neHa Ha ocHOBI
poBoyoi rpynna NpPOEeKTY AOKYMEHTa, AKkun 6yno onybnikoBaHO Ansi rpOMaACcbKOro o6roBopeHHs y
"”ac""*’;\';l?_l”E“ne”'“e”C" 2013 p. MpoekT 6yno nepernsHyTUI BiaNOBIAHO A0 YACNEHHUX Bigrykis

Mi>XkHapOAHOI CNiNbLHOTM Ta KiNbKOX LMKNIB KOHCyNbTauin. Knacudikauia Bknrovae
Tpwm piBHi, NoYMHaloum 3 muny Hanadie; nepepbdavyacTbCs, WO Hanaau y nauieHTa
BiAnNoBiAalTL BU3HaYe€HHIO, HagaHOMy B HOBIl knacudikadii Hanagis (MMEN,
2017 p.). Micna pgiarHOcTUKKM muny Hanadie HaCTYNMHUM KPOKOM € BCTaHOBJIEHHSA
muny eninencii ((pokanbHa eninencis, reHepanizoBaHa eninencis, koM6iHoBaHa
reHeparnizoBaHa Ta d)okanbHa eninencifa abo HeyTo4HeHa eninencis). TpeTin
piBeHb — BU3Ha4eHHs cneyudivyHoro eniienmu4yHo2o cuHopomy. HoBa
knacudikauis nepepnbayae po3rnsag emiosiozii Ha KOXXHOMY eTani, WO NigKpecnioe
BaXNUBICTb ypaxyBaHHS LbOro pakTopy nia Yac AiarHoCTUKK, OCKINbKY Lie
3Ha4YHUM YMHOM BNIIMBAE Ha NPU3HAYeHHA NikyBaHHA. ETionoriyHi YyuHHUKM Gynu
po3nogineHi Ha WicTb NiArpyn BiANOBIAHO A0 iX NOTEHLIMHOro 3Ha4YeHHA Ans
Tepanii. BBeaeHo HOBI TepmiHW, TaKi AK «eHUedanonaTtia po3BUTKY» Ta
«eninenTu4yHa eHuedanonaTisa». TepMiH «A06posiKicHa» 3aMiHEHO TepMiHaMu
«camMoobMexeHa» i «papmakovyTnmBay, AKi MOXYTb 3aCTOCOBYBaTUChL Y
BiAnNoBiAHUX BUNagkax. ABTOpM BUCIOBMIOOTb cnofiBaHHSA, WO Li
HOBOBBEAEHHSA CMpUATMMYTb NPOBeAEeHHI0 AochiAXeHb eninencii Ta 4O3BONATb
noninwuTy HagaHHA MeanyHoi gonomMoru xBopum y XXI croniTTi.

KnrouogBi cnoBa: knacudikaudisi, eninenTu4yHi cCMHOPOMM, TepMiHOMOris, eTionoris.
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Kiaw4oBi mosioxeHHs

e  MIIEJI npexacraBiisie OHOBJIICHY CTPYKTYpy Kiacudikarii
eMiNENCii, 5Ka Mae BUKOPHCTOBYBATHCS pa3oM 3
KJIacu(iKali€ro TUITIB HaIa/iB

e  PiBHI JiarHOCTHKH: TUI HamaJiB, TUN eninencii (poxanbHa,
reHepalli3oBaHa,  KOMOIHOBaHa  TreHepajli3oBaHa  Ta
(oxanbHa, HEYTOYHEHA) Ta SNUICIITHYHHN CHHAPOM.

e  Erionoris moBMHHA PO3MNIAJATHCS 3 MOMEHTY IIEpIIOrO
OISy Halli€HTa i Ha/alll Ha KOXKHOMY eTarli [iarHOCTHKH.
Eninencist y onHoro nauienta Mmosxe 0yTH kinacudikoBaHa y
O1IbII HIXK OIHY €TIOJIOTIYHY KaTeropito.

e  Tepwmin «10OpOsIKICHA 3aMiHEHO TepMiHaMK1
«caMoOOMekeHa» 1  «(papMakodyTiIHBa», SKIi MOXYTh
3aCTOCOBYBATHCH Y BiITIOBITHUX BHITaJKax.

e TepMmiHn «eHIedanonaTis PO3BHTKY» Ta «eNICNTHYHA
eHiedaaonaTisn MOXKYTh BHKOPHCTOBYBATHUCH ITOBHICTIO
a00 4aCTKOBO 3a HEOOXIAHOCTI.

TlocriiiHa poboTa 3 MeTOWw yTOYHEHHs Kiacudikamii eminzencii
MPOBOANTECS MikHapoJHOI NpoTueninentuaHooo iiroro (MIIEJ)
MPAaKTHYHO 3 MOMEHTY 11 cTBopeHHs B 1909 p. Oco0nMBO BaXIIMBHiA
KpOK OyI10 3pobiieHo Ha moyatky 1960-x pp., konu I'enpi I'acto (Henri
Gastaut) 3anponoHyBaB HOBHI miaxix a0 kiacudikauii.'® AxTusHe
rpoMajchke OOTOBOPEHHsS Ta OTPUMAaHHA HOBHMX 3HaHb IIPO
3aXBOPIOBAHHSI [IPOTSTOM HACTYITHUX JABOX ACCSTHIIITH CIPHSUIN ITOSIBI
3HAKOBOro J0KyMeHTy «Kiacuikamisi emiiernciii ta eniienTHyHux
cunapomi» (MIIEJL, 1985 p.)*, sxuit 6yso neperasnyto B 1989 p. Ta
3aTBepkeHo Ha I'emepanbHili Acambnei MITEJL® Knacudikaris
1989 p. Mana cyTTeBHMI BIUIMB Ha HaJaHHS MEIUYHOI JIOTIOMOTH
XBOPHM Ta MPOBEJCHHS MOCII[DKEHb eMiJiencii y BCbOMY CBITI.
CTBOpPEHHS TPEJICTABICHOrO JOKYMEHTY CTaj0 MOKIMBHUM 3aBJISKH
3yCHIULIM 0araThOX JIIOJEH INPOTArOM TpUBAIOro dacy (Oiibiue
CTOJITTSA), 1 MM BHCJOBIIOEMO IOIKY 32 iX BHECOK Yy PO3BHTOK
knacudikauii eninerncii.

HesBaxkarouu Ha Te, 1110 3HAYHA KiJIbKICTh KOHIICMIIN, BUKIACHUX Y
knacudixaunii MITEJT 1989 p., 3amumaerbest npuitHATHOIO i 3apas,
OHOBJICHHS LbOTO JTOKYMEHTY € HEOOXiJHHM 3 OISy Ha HayKOBi
BIJIKPUTTS, SIKi 32 OCTaHHI KiIbKa JECATHIITh TMPHHIMIIOBO 3MiHHIH
Halle PO3yMIHHs emijencii, a TakoX MiAXiZ 1O AIarHOCTHKH Ta
JIIKyBaHHS TAI[i€HTIB.

Krnacudikamiss eminenciii € KIIOYOBUM KIIHIYHHM IHCTPYMEHTOM
OLIIHKU CTaHy OCOOW, y sIKOI BHHHMKAIOTh HamaJId, BOHA BIUIMBAE Ha
KOXKHY KIIIHIYHY KOHCYJIBTAIi0, & TAKOXK Ha MPOBEICHHS KIIHIYHUX
Ta (yHIAMEHTAIBHHUX MOCHIIKEHb emiyencii Ta po3poOKy HOBHX
MeToliB JikyBaHHA. Kiacugikauis ciyxuTh 6araTboM —NiIsIM:
MPOIOHYE TiJXiA 10 PO3YMiHHA THITy HamaaiB y MAalli€eHTa, HIIAX
TUIIIB HAmajiB, SIKIi MOXKYThb BHHUKHYTH Yy HBOTO, IIOTCHIIHHHX
TpHrepiB, i 4acTo — MPoOrHo3y nepediry 3axsoproBaHns. Kitacudikais
TakoXK Jae iH(GOPMAIi0 LIOJ0 PH3HMKIB PO3BUTKY KOMOPOIIHHX
CTaHiB, BKIIOYAIOYH TPYAHOINI B HaBYaHHI, PO3yMOBY BiJCTaliCTb,
NICHUXIYHI OCOOIMBOCTI (HalpUKIad, Po3jagd ayTUYHOrO CIEKTpY) i
pU3MK cMepTi (HampuKial, pantoBoi HEOYiKyBaHOI CMEpTI HpH
eminerncii (sudden unexpected death in epilepsy — SUDEP)). Crix
3a3HAYNTH, IO KiacHQikallis B 0araTbOX BHIIAKAaX MOXKE IaBaTH
OCHOBY JJIsl BUOOPY aHTHEMIJICNTUYHOTO JIIKYBaHHSI.

Krnacudikamis eminenciii 3a3Hama iICTOTHHX 3MIiH 3 MOMEHTY
ctBopennst B 1960-x pp.”® Ertamu i po3BUTKY BinoOpakaioTh
noryiuOICHH PO3YMiHHS (DEHOTHMIIYHMX O3HAaK Ta MEXaHi3MiB
PO3BHTKY 3aXBOPIOBAHHS, YOMY Y CBOIO 4Yepry CIpPHSIINA YCHIXH Y
chepi KIiHIYHEX Ta HYHIAMEHTAIBHUX IOCTIIKEHb Y BCbOMY CBITI.
Ili mocsArHeHHS BHKOPUCTOBYIOTBCS B KIIHIYHIM NpakTHLi Ta
CIPHSIOTH PO3BHTKY HOBHUX MIiJXOMIB 10 JiKyBaHHS, BKJIIOYAIOUU
Metoau (apMakoJoriuHoi, XipypridHoi Kopekuii, gierorepamii Ta
BHUKOPHCTaHHS MEANYHUX NpHCTpoiB. Kinacudikariis 3aBx 1y NOBUHHA
3IUIIATHCS AWHAMIYHOIO, BifoOpakaTH HOBI HAyKoBi JaHi Ta
MOrJIMONCHHS PO3YMiHHS 1li€i TeTepOreHHOI IPyNMH 3aXBOPIOBAHb.
IIposoBXKEHHS TAakOro pO3BUTKY 3abe3ledyBaTUME —IOAAJIbIIC
YIOCKOHAJICHHSI METOMIB JIIKyBaHHS MAI[i€HTIB.

Krnacuixauis BUKINKAae akTHBHI OMcKycii. 3 omgHoro OOKy, Ie
MOSICHIOETHCS CKIAMHICTIO KIIHIYHMX MIIXOIIB IO JIarHOCTHKH, SIKi
CTaJIM TOJIOBHUM MIATPYHTSIM MOOYIOBH KOHIEMIIiT, 3 iHIIOro 00Ky —
CBiTUUTH NpO ii BU3HAYAIBHY BOKIUBICTH [UIS IIOACHHOI MPAKTHKH.
Knacudikarist 3acHOBaHa Ha €KCIEPTHUX BHCHOBKAxX EIMiJICHTOJOTIB
Ta (axiBIiB CYMDKHUX CIeI[iaJbHOCTe! 3 ychoro cBiTy. Xo4ya HeMae
JKOIHUX CYMHIBIB y TOMY, IO Oa)XaHMM Pe3yJbTaTOM € HayKOBO
oOrpyHTOBaHa  Kiacu(ikalis, Cy4acHHHl  piB€Hb  PO3YyMiHHA
3aXBOPIOBAHHS II¢ HE € JOCTAaTHIM, 0O BHKOPHUCTOBYBATH 3 IIi€I0
METOI0  JIMIIE TOBHICTIO J0KazaHi HaykoBi nani’ Tomy
MpeACTaBICHUN miaxig ©Oa3yeTbcss Ha KOMOiHaWii HaWHOBIMIKMX
HayKOBHX IOCSTHEHb Ta GKCIIEPTHUX BHCHOBKIB, a TAKOX BKIIFOYAE
pe3yabTaTH KOMIIPOMICHOTO Aiaiory 3 daxiBLsIMU B MEIHUHIH ramy3i
Ta iHIKUX (axiBLiB 3 yCOTO CBITY.

Ilpouec AiarHOCTHKM MpW OLIHII CTaHy IAl[iEHTa 3 HamajamMu
BKJIIOYA€ KUTbKA KPUTHYHO BAXIIMBUX KpokiB. Ilepm Hix
kinacudikyBaTH Hamaj, JiKap I[OBUHEH BU3HAYUTH, YH JIiICHO
MIapOKCU3MaJIbHA IIOJiS € eNUICNTHYHMM HaIaJoM Ta BpaxyBaTH
0e3mid  MOXIIMBOCTEH ANM(EPeHIIHHOT [iarHOCTHKH, BKIIIOYAIOYH
KOHBYJIbCUBHI CHHKONHM, MNAapacoOMHii, pyXoBi po3naad Ta iHMI
neerientuudi cranu  (https://www.epilepsydiagnosis.org/epilepsy-
imitators.html). Ile#f miarHocTH4HHMI eTanm Mae OyTH NMPOWACHUM Ha
MOMEHT NMoYaTKy Kinacudikauii eninencii y narieHra.

Knacudikarist eminernicii mounHaeTbess 3 Kiacuikamii Hamamy.
Knacuikaryis Hana/is po3risiAacTbes y BiANOBiAHOMY 10KymeHTi. '
Ha nactynmHOMy erami BH3HA4alOTh THI emilencii, a y 0aratbox
BUIIAJKAX MOXe OyTH  JiarHOCTOBaHO  CreUu(iYHUi  THI
eMUICNTHYHOTO CHHApPoMy. He MeHI BakJIMBO Ha KOXKHOMY eTami
JIarHOCTUKH JIOKJIACTH BCIX 3YCHJb JUIA BCTAHOBJIEHHS €TioJyorii
emniencii y nanienra. Ilpu knmacudikauii Tuimy HamaigiB Ta THIY
eIMIJIEICIT CJTi] BpaXxOBYBAaTH Pe3yIbTaTH eeKTpoeHLedanorpagiaHux
(EET), HelipoBisyaiizauilHUX Ta IHIIMX JOCII/DKEHb, SKI MOXYTb
BKa3dyBaTH Ha eTiojorifo emijencii. B 1mpoMy mOKyMeHTI
NPEJICTABICHO TEPIly BCEOXOILTIOOYY Kiacudikalito eminencii 3
MOMEHTY OCTaHHbOI npuiiHsATOl Kitacudikauii MITEJI 1989 p.

Metoau

Panime Bu3nauni matepiamn MIIEJI 3 ¢yHnaMeHTanbHHMX ITHTaHb
(TepMiHoOJIOTisI, BU3HA4YEHHs, Kiacu@ikalis HanaaiB Ta emiIernciii)
3aTBEpKYBAINCS  3arajlbHAUMH  300paMu  [pH  TOJOCYBaHHI
npejcTaBHUKIB migposainis MIIEJT 3 ycworo cpity.’ Ieit mimxin
OlnbIlle HE € ONTUMAaJIbHUM, OCKUIBKH BiH He 3a0e3redye 3any4eHHs
IIIPOKOi  CBITOBOI  CNUIBHOTH  €KCIEPTIB Ta HE [O3BOJSE
BUKOPHCTOBYBATH yCi MOXKJIMBOCTI Cy4acHHX 3ac001B KOMYHIKaIlii.
Binnosiguo, y 2013 p. Jlira 3atBepiia HOBHIl OPSIIOK CKJIafaHHs Ta
3aTBEP/UKCHHSI BU3HAYHUX JOKYMEHTIB, SIKi BiZIOOPaXKArOTh IO3MILIO
MIIEJI 3 muraHs, O IepefdavaroTh IPUHHATTS CIUIBHUX TEPMiHIB 200
BU3HAYEHDb (HANPUKIAJ, BU3HAYeHHs eminencii, knacudikamis).! [eit
Tporec € 6araToeTaHuM i Iependadac MiroToBKy JOKyMEHTa IPYIIO0
eKcreptiB, BiniOpanux Jliroro, myOmikamiro JOKyMeHTa Ha BeO-caiiti
MIIEJIL, 36ip koMeHTapiB i 3ayBakeHb BCiX 3aLliKaBJICHHUX CTOPIH Ta
[PU3HAYCHHST OKPEMOI TPYIMH EeKCIePTiB Ul PO3IISLY Ta BKJIFOYCHHS
onyOnikoBaHux komeHrapis. Lleit mporec BigOyBaeThCs MapajieibHo 3
PELICH3yBaHHAM B PENAKLil JKypHaily, 0 SKOTO MOJAHO CTATTIO IS
myOumiKarii (http://www.ilae.org/Visitors/Documents/Guideline-
PublPolicy-2013 Aug.pdf).

V BumajKy OHOBIEHOT K1acudikaril nepia nponosmuilis, sKa nepeaysaia
iMIUIeMeHTaLii onucaHoi npouexypH, Oyia myonikamis Komicii MITEJT 3
knacuikanii i Tepminonorii y 2010 p.° Axuenr Gyno 3poGieHo Ha
BHKOPHCTAHHI 3p03yMiJIO] TEPMIHOJOTTi, Y SIKiii CJI0BA OIUCYIOTh TIOHSTTS
onHO3HayHO. [Iponosutis, omyoOnikoBana y 2010 p., BUK/IMKana jKBaBe
00TrOBOpeHHsl, OyJia OTPHMAaHa 3HauHa KiIbKICTh KoMeHTapis.'>? Tonosa
MIIEJI npusnaunB HoBy Kowmicio 3 wiacugikamii Ta TepMiHOJIOr,
3aBJaHHSIM SIKOI OYJIO CTBOPEHHS OHOBJICHOI KiacH(iKallii BiqIOBIIHO 0
MOpSIIKY — CKJIajaHHA Bu3HauHMX JokymeHtiB  MITEJL.  Kowmicist
NpejACTaBWiIa Iepury Bepcito jgokymenty B 2013 p., BiH OyB
oIyOIiKoBaHWH OHJAHH Ta BIOKpUTHH Mt o6roBopeHHs (Supporting
Information for Scheffer et al.*%)

Eninencis, **(*):1-9, 2017
doi: 10.1111/epi.13670
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Knacudpixayia eninenciii

Puc. 1.

Cxema Knacudikauii eninencii

* — MOMEHT BUHUKHEHHA Hanagis
Epilepsia © MMNEN

KOMOPBIOAHOCTI

IlyOnikauiss BUKJIMKalla aKTUBHI JUCKYCii, BCbOro OyJlO OTPUMaHO
128 xomenTapiB 3 43 xpain. OTpuMaHa peakIlis TPOMaICHKOCTI Ta
HOsiBa MPOTHUIIGKHHUX TOYOK 30pYy 3 IPHUBOLY BaXJIUBUX IIOHSTH
CBiIYMJIA NPO HEOOXiJHICTh MOJAJBIIOr0 OOTOBOPEHHS 3 METOIO
MaKCHMaJIbHO MO>KJIMBOTO IIOTO/PKEHHS YCIX MUTaHb. PilleHHs mpo ne
OyJI0 MPUHHATO KOMICI€I0, BIAMOBIIAIBHOIO 32 PO3IIISLA KOMEHTAPIB,
micns 4oro Oysio po3poOJICHO IOPOXKHIO KapTy, 3TiJHO 3 SKOIO
BigOyBanocs TOJAaNbIIe 3aly4CHHS 3alliKaBJICHHX CTOPIH Ta
BianoBinuuit gianor. ITicns my6Gmikauii ©ux MartepianiB y KypHaui
Epilepsia Open y 2016 p. 3HOBY Oyno OTPMMaHO BIAT'YK CBITOBOT
crimbHotun.”®  HacTynHi koMeHTapi Ta TOYKM 30py TOTiM
00OTrOBOPIOBAINCS Ta PO3IILLAATINCS IpH 0opMIIeHHI (iHaTBHOI Bepeil
[PEACTABICHOr0  BHU3HAYHOIO  JOKYMCHTA, SIKHH  BH3HA4Yae
Knacudikauiro Eninenciii (2017 p.)

Knacudikanis eminencii

HoBa OGaratopiBHeBa Kkiacudikallis eminencii npusHadeHa U
BUKOPHCTaHHA B pI3HMX KJIiHIYHMX YyMoBax (puc.l). ILle €
BioOpaXKeHHSAM BiIMIHHOCTEH B JOCTYIIHOCTI MEIWYHHX PECYpCiB y
PI3HUX perioHax IUIAHeTH Ta BiIIOBIZHO TO3BOJHTH BHKOPUCTAHHS
pi3HEX piBHIB Kinacudikauii mix yac BCTAHOBJIEHHA AiarHosy. SIKiio
MOXKJIUBO, CIiJl IPOBOAWTH AIarHOCTHKY Ta BH3HAYaTH €TiOJOTiIO
erijIencii Ha YCiX TPhOX PiBHAX Kiacudikarii.

Tun nanagis

BinnpaBHoro Toukoro TpH Kiacuikamii eminerncii € BCTaHOBICHHS
TUIy HamaiB. Ha 1iboMy eTami BBaXKA€THCS, 10 KITIHIIUCT BXKE MPOBIB
IupepeHiiiHy IiarHOCTHKY  eHIIeNTHYHOTO Hamangy, 1 He
PO3TJIANAEThCSl  ANrOPHTM  BHU3HAYCHHS  CNUICNTHYHHX — Ta
HECNUICNTHYHNX MapoKcH3ManbHuX momid. Kmacubikamiss Tumy
HamajiiB IMPOBOJAUTHCS BINNOBIIHO 10 HOBOI Kiacuikaiii, 10
HaBeJleHa y BifmoBiHoMy gokymenTi.'” Hananm knacudikyroTbes sk
Hamaau 3 (OKAIBHUM [OYAaTKOM, TEHEPali30BaHHM I0YaTKOM Ta
HEBIZTOMHM I10YATKOM.

B pesikux curyauisx 3a BigcytHocti moctymy mo EEIL, Bimeo Tta
Bi3yasli3auiiiHuX MOCHiIKEeHb Kiaacu]ikallis 3a TUIIOM HamaliB MOXe
OyTH MaKCUMaJbHO MOXIIMBMM pIBHEM MIiarHOCTHKH. B iHIIMX
BHUIIAJIKaX JUTs YTOYHEHHS iarHO3y Ha OiIbLI BUCOKOMY PiBHI MOXeE
OyTH HEIOCTATHBO JAHMX, HANPUKJIAJ, SKIIO y MaiieHTa OyB JMIIe
OJIVH Hama.
®opma eninencii

Ha npyromy piBHI BcTaHOBIIOETBCS (hOopMa emiyiencii 1 BBaXKa€ThCs,
[I0 Mali€eHT Ma€ AiarHo3 «eMiJencisy BIANOBIHO 1O BH3HAYCHHS
2014 p.3' lleit piBeHb BKIIOYA€ HOBY KaTeropilo «koMOGiHOBaHA
reHepaiizoBaHa Ta (OKaJbHa CIUIeNCis» Ha JOJATOK 10 no0pe
BiZIOMHX (OPM - «IeHepalIi30BaHa enijiencisy i «(poKaibHi emiaenciiy,
a TaKoX KaTeropilo «HEyTOYHeHa emijencis». bararo eminencii
BKJIIOYAIOTh B ce0e [IeKibKa THUIIIB HaIaiB.

[pu BcTaHOBNIEHHI [iarHO3y reHepati3oBaHOi ermiiencii y nauieHTa,
SIK IPABHIIO, BUSIBIISIIOTH TCHEPAIIi30BaHy ClIalK-XBUIbOBY aKTHBHICTh
Ha EEI". Oco6u 3 reHepanizoBaHUMU IILIETICIIMH MOXYTh MaTH Pi3Hi
THITH HAMaiB, Y TOMY YHCIIi aDCaHCH, MiOKJIOHIYHI, ATOHIYHI, TOHIYH]
Ta TOHIKO-KJIOHIUHI Hamagu. JliarHo3 reHepanizoBaHOi eminencii

BOTHWULLEBI reHepasnizoBaHi

\
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Tunwn eninencii

IHberujiiHa

KombiHosaHa
reHepani3oBaHa
iporHMwesa | MeraGoniura

leHepanisoBaH

1 Hesigoma

ImyHHa

Hesigoma

BCTAHOBJIIOIOTh Ha OCHOBI KIIIHIYHUX JJAHUX Ta MiATBEPKYIOTH IPH
BHUSIBIICHHI TUTIOBHX MiKHananoBux po3psniB Ha EEI. Takwuii niarHos
3 00EpPeXKHICTIO BCTAHOBIIOKOTH IS TALI€HTIB 3 TeHePaNi30BaHUMH
TOHIKO-KJIOHIYHUMU CcyAoMamMu Ta HopMmanbHOlo EEL. ¥V upomy
BUNAJKy NOTpiOHa 1omaTKoBa iHGOpMalis A MiATBEPIKCHHS
TeHEepalli30BaHOl  eIiyiencii, Hampukiaj, MAaHi 00 HasSBHOCTI
MIOKJIOHIYHUX Cy/IOM a00 BiJIIOBIHOTO CIMEHHOTO aHAMHE3Y.
®doxkanpHi eminencii BKIOYATh YHI(QOKaIbHI Ta MyJIbTU(OKAIbHI
po3nagy, a TaKoXK HamaiM, sIKi OOMEKYIOThCS OIHIEI0 MiBKYJEIO.
Jliana3oH TMNiB Hana B BKJIOYae (GokaabHi Hanaau 0e3 NopymeHHs
ycBiToMIIeHHS, (OKalbHI Hamaaud 3 MOPYLICHHSIM YCBiIOMIJICHHS,
(dokanbHi MOTOpHI Hamaay, (OKandbHI HEMOTOpPHI HamajaH, Ta
dokanbHI HamagW 3 MEPexX0oA0M Yy OBOOIYHMII TOHIKO-KIOHIYHHI
Hanaj. Ha inrepikranbhiit EEL, sk mpaBuiio, BUSBISAIOTHCS GOKaIbHI
eninentrdopMHi po3psiay, MPOTE NiarHO3 BCTAHOBIKOETHCS HA OCHOBI
KITIHIYHUX JaHHUX Ta MiATBepKyeThes nanumu EET .

HoBy rpymy KOMOIHOBaHMX TeHEpali30BaHHX Ta (OKAIbHUX
emienciii  Oylo BBEICHO, OCKUIBKM y JESKHX MAIli€HTiB
CriocTepirarothesi 1 reHepanisoBaHi, i ¢okanpHi Hamaau. JliarxHos
BCTAHOBJIIOIOTh HA OCHOBI KJIIHIYHUX JaHMX Ta MiATBEPIKYIOTh
nannmu EET. HasBHICTB 3amucy mijf yac Hamaay € KOPHCHOKO ISt
IarHOCTUKH, MpoTe He € HeoOximHoro. Ha Mikxamamosiit EEI
MOXYTb OyTH BHSBJICHI I T€HEpali3oBaHi cHalK-XBWI, i (oKambHi
eninentOPMHI pO3psAH, ale AiarHo3 Moke OyTH BCTAaHOBIICHO i 3a
BIZICYTHOCTI eninenTu(opMHOI akTHBHOCTI. HailOinpi mommpeHuMu
BHIIaJIKAMH, KOJIM HasiBHI 00M/1Ba TUMM HaNaJiB, € CHHAPOM [IpaBe Ta
cunzpom Jlenokca-I"acto.

Busnauenus ¢opmu eminencii Moxe OyTd (iHaNIbHUM piBHEM
JIarHOCTUKH, SKIO JiarHOCTUKA EMUICNTHYHOTO CHUHIPOMY €
HEMOXJINBOK. SIK NpPUKIagy MOXHA HABECTH HACTYIHI BHIAIKHU:
TUIOBA CHUTYyalisl y Mali€HTa IUTAYOro abo IOpOoCiIoro BiKy 3i
CKPOHEBOIO eMijencielo 0e3 MOLIKOKEHHsS T'OJIOBHOTO MO3KY, UL
SIKOTO BCTaHOBJIGHO JiarHO3 (OKalbHY CMUICNCII0 HEBiIOMOI
eTioJIoril; S-piuHa JUTHHA 3 TeHEPaTi30BAHUMH TOHIKO-KIOHIYHUMH
HalaJaMH Ta I'eHEepali30BAaHOI0 CIANK-XBUILOBOIO AKTUBHICTIO Ha
EEI, nns sikoi He Moxe OyTM BH3HAYEHO THIl CHIICNITHYHOTO
CHH/IPOMY, HPOTE BCTAHOBJICHO YITKMH [diarHO3 TIeHepasi30BaHOI
eninerncii; abo MEHII MOIIMPEHUH cleHapiil - xiHka 20-Tu poKiB, y
SIKOI BWSIBIICHO (DOKANIbHI HAmagy 3 IOPYIICHHSAM YCBIOMIJICHHS,
abcaHcy, reHepaii3oBaHi craiik-xsuini Ha EEI" Ta He BusBieno MPT-
MaTrojyiorii, y TakoMy BHIAAKy OyJe BCTAHOBJICHO JIiarHo3
KOMOIHOBaHOI reHepaizoBaHoi Ta GoKaabHOI eniiencii.

TepMiH «HEeBH3HAUCHA» BHKOPHUCTOBYETHCS IS BUIIAJKIB, KOIH Yy
MalieHTa BUSBICHA EMUIEINCis, NPOTe JIiKap HE MOXE BM3HAYUTH il
hopmy (poxanbHa abo reHepanizoBaHa) yepes BiICyTHICTh JOCTATHIX
nanux. IIpuannan MoxyTs OyTH pisHUME — HeMmae poctymy no EEL,
pesyabrati EEI" HeiHpopMaTHBHI, HAIPUKIIA, HOPMaNbHI. SIKIIO THIT
HaIaiB € HCBU3HAYCHUM, TO 1I€ MOKE OYTH IPUYMHOIO TOTO, IO THII
emninerncii Moxxe OyTH «HEBH3HAuUCHHMIl», XO4a MIarHOCTUKA HA IIUX
piBHAX kmacudikamii Moke OyTH He 3aBKAM KOHKOPIAHTHOIO.
Hanpukiaz, y naniesra 0yJio Kilbka CAMETPUYHUX TOHIKO-KJIOHIYHUX
HamafiB 6e3 poxanbHUX 03HAK, a pe3ynbTaT EEI" € HopMansHuME. Y
TaKOMy BHIAAKy 1 THUm HamagiB, 1 ¢opma eminencii €
«HEBH3HAYCHHMMY.
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Knacudpixayia eninenciii

Eninentuunnii cunapom

Ha TperboMy piBHI BCTaHOBIIIOETHCS MiarHO3 —CHUICITHIHOTO
curapomy. Eninentuunuii cHHAPOM sIBIIsie COOO0 CYKYIHICTh O3HAK,
sIKa 3yCTpiYa€eThCs B KOMOIHALIT Ta BKIIFOYAE TUIHM HanaiB, nai EET,
pe3yibTaTH Bisyali3aliHUX JOCHiKeHb. YacTo MOXYyTh OyTH
3aJIeXKHI BiJl BIKY 03HAKH, HAIIPUKIIAJ BiK MMOYATKYy Ta peMmicii (SKIIo
MOJKIIUBO), TPUTEPH, 9aC MPOSBY MPOTATOM 100H, a inozi i mporuos.*?
V nesKkux BUIIAZKax CHHAPOM XapaKTEPH3YEThCs MPOSBOM CYITYTHiX
MaToJIOTi,  HANPUKIAA, IHTEJCKTYyalbHOK ab0  MNCHUXIYHOIO
qucdyHKIiEro, a Takox crenudiyauMu pesympratamu EEIT Ta
Bi3yanmi3alifiHUX JOCHi[KeHb. BCTaHOBIEHHS AiarHo3y Ha piBHI
CHHIPOMY MOXE MaTH €TiOJOri4He, NPOrHOCTHYHE 3HAYCHHS Ta
BIUIMBAaTH Ha NpH3HA4YeHHs JiKyBaHHA. Clix 3a3Ha4uTH, IIO0
BCTAHOBJICHHA THUILYy CMIJICNTUYHOrO CHHAPOMY HE IIOBHICTIO
CHIBIA/AE 3 ETIONOTIYHUM JIIarHO30M Ta Ma€ 1HIIY METY, HaIllPUKIIaa
JUISL BU3HAYEHHS JIIKyBaHHs. [CHye 3HauHa KiNbKiCTh 10OOpe BITOMHUX
CHHJPOMIB, HAalIPUKJIaJ, JUTA4a abcaHCHA eriencis, cuaapom Becra,
cunapoM Jlpase, xoua GopmanbHa Knacugikaiis CHHAPOMIB He Oyia
satBepkeHa MITEJL.’ HemonaBHo Gyiio po3pobiIeHo OCBiTHiH Be6-
caiit MIIEJI — epilepsydiagnosis.org, sKuil € LIHHAM PECYpCOM VIS
PO3YMiHHS mHapaMeTpiB JIarHOCTHKM, MNEPEerjsiay Bineomarepiaiis
moxo TuniB Hamaxie Tta mnpukiaagie EEI mus Garathox no0pe
BUBYCHHX cuHApoMiB. lleit BeO-caiit OyB po3pobieHHil sk
HaBYAJIbHUI IHCTPYMEHT.

loionamuuni zenepanizosani eninencii

VY rpyni reHepanizoBaHUX EMuIENCii 3a3BUYail BUAUISIOTH MiATPYITy
imionarmunux reHepamizoBanux emninenciii (IIE). IT'E oxommooTs
YOTHPH 100pEe BiZOMi EMICHNTHYHI CHHAPOMHM: JMTAYY abCaHCHY
€MIJIENCio, IOBEHIJIbHY a0CAHCHY eMiJIeIICit0, IOBEHIIbHY MIOKJIOHIYHY
€IJICIICIIO Ta EMiJIeNCiIo 3 130JIbOBAHIMH T'¢Hepali30BaHHMH TOHIKO-
KJIOHIYHMMH HamaJaMH (paHille 3aCTOCOBYBABCS TEPMIH «eTIiIeNCis 3
130JIbOBAaHUMH I'€HEPali30BaHUMH TOHIKO-KJIOHIYHHUMH Haa jaMu pu
poOyPKEHHI», IPOTe Ha3By OYIIO 3MIHEHO 3 OIVIILY Ha MOMKIHBICTH
MOSIBM CynoM y Oyap-skuii yac noo6uw). Hamxomwna mpormo3umist
YCYHYTH TEpMIH «iJiONaTHYHA» 3 HOMEHKJIATYpH, OCKIUJIBKU HOTro
BU3HAUCHHS OyJI0 «HEBioMa a00 CyMHIBHa €Ti0JIOTis, KPiM MOXKIINBOT
craaKoBoi cXwibHOCTI».* [pelbkuii TepMin «idios» 03Hauae «cBii,
BJIACHUH, OCOOMCTHI» 1 TaKUM YHHOM MOXE IIEBHOIO MIpOI0
BKa3yBaTH Ha TEHETHYHY eTiONOTiio. Y TakoMy BHIAIKy TEpMiH
«iionaTH4YHa» MOXE PO3MJIANATHCh SK HEJOCTaTHbO TOYHHH,
BPaxoBYIOUM HAKOIMYCHHS [IAaHMX IIO/O0 TEHiB, 5IKi BIUIMBAIOTH Ha
PO3BUTOK 0araTh0OX CIiNIENCiii, y TOMY YHCIIi 3 MOHOTCHHUM (CIIaAKOB1
Ta de novo BapianTH) a00 KOMIUIEKCHUM (IOJIIFCHHI 3 BIUIMBOM
(axkTopiB  HABKOJNMIIHBOTO  cepepoBuia abo  06e3  HbOro)
ycnankyBaHHAM. KpiM TOro, TepMiH «reHETHYHA» iHOMAI MOXe OyTH
HENpaBMIIbHO IHTEPIPETOBAHUII IK CHHOHIM TEPMiHY «CITaZIKOBa».

3 HaBeIeHUX NPUYUH OUIBII JOUUIBHUM € BiIHECEHHs Li€i rpynu
CHUHIPOMIB JI0 TUITy TEHETHUHHX TeHepaiizoBanux eminenciit (ITE),
SKIIO KITIHINMCT Mae IOCTaTHI JJOKa3H I BUKOPHUCTAHHS TAaKOrO
TepMiny. IlincTaBoo AJst BOrO MOXYTh OyTH PETENFHO MPOBEACHI
KJIHIYHI JOCTI/DKEHHS YCMaAKyBaHHS LUX CHHAPOMIB 33 YYacTIO
OJM3HIOKIB Ta OJIM3BKUX POJAMYIB, Y TOMY YMCIi 0€3 BCTAHOBICHHS
cnenu(iyHUX FeHeTHYHUX MYyTallii. Y TenepilHiil yac pifko HasBHI
JlaHi 1010 NEBHOI TeHeTHYHOI MyTauil (a00 KITBKOX), 10 HpHU3BEIa
J10 PO3BUTKY eriencii y mariienra. IMOBIpHO, BUKITIOUCHHSM € TS
exuedanonatii po3BUTKY Ta emilenTH4Hi eHuedanonarii, AT IKUX
0yJ10 MOKa3aHO PO3BUTOK MATOTEHHOTO BapiaHTy de novo y 6aratbox
namieHTis.>

PazoMm 3 TuM, BesMKa rpymna eKCIepTiB BBaxana OaxaHuM 30epertu
TepMiH «I['E». Poboua rpyna npuiiHsiia pillieHHs 3aJIHLIIATH L0 Ha3BY
JUIS 4OTHPbOX EMUICHTHYHMX CHHIPOMIB — JMTA40i abcaHCHOT
emijencii, OBEHUTbHOI  abcaHcHOI  emijemncii,  IOBEHUILHOI
MioK/IOHIYHOI  emimemcii Ta  emimenmcii 3 i30JbOBaHUMH
reHEepali30BaHNMHM  TOHIKO-KIOHIYHMMH  Hamagamu.  TepmiH
«TEHETHYHA FeHEepali30BaHa EIUICTICis» MOXKe OYyTH BUKOPUCTAHUN B
NeSIKHX KITIHIYHUX BUIAJIKAaX, SKIIO y KITIHIIKUCTA € MiJICTaBU BBAXKATH
IaTOJIOT1I0 FEHETHIHO 00YMOBIICHOIO.

Camoobmedxnceri poxanvHi eninencii

Po3pi3HsAIOTH AEKiNbKa BUJIIB CAMOOOMEKECHUX EIIJIeTICi, 3a3Buyaii
3aXBOPIOBAHHS MOYMHAETHCS B IUTUHCTBI. HalOinbl nmommpeHoo €
caMoOOMeXKeHa eMiernciss 3 I[EeHTPOTEMIOPAIBHIMA ClaiKamy,
noTnepeHs Ha3Ba - «1obposiKicHa eTIiIerncis 3
LEHTPOTEMIIOPAIbHUMH CTaiKaMuy. Y IO TPYITy TaKOXK BKIIOYAIOTh
CcaMOOOMEIKeHI TOTWINYHI eMiIencii TUTS40ro BiKy, popMy 3 paHHIM
rovaTkoM, omucany Ilanaiforomymnocom (Panayiotopoulos) Ta dpopmy
3 mi3HiM moyatkoM, ommcady I'acto (Gastaut).® Inmi popmu miei

IpyNH BKIIOYAIOTH CaMOOOMexeHy J00HY ™, ckponeBy™ i Tim smy*®
eniiencii, sIKi MOXYTb BIEpILe MPOSBUTUCS B MiUIITKOBOMY abo
HaBiTh JOPOCIIOMY Billi.

ETioJoris

3 MOMEHTY IepIIOTo eMiIeNTUYHOr0 Hamaxy y MamieHTa, KIiHIuCT
NOBMHEH HaMaraTHCsl BHW3HA4MTH eriosorito eminencii. Hrkue
HaBeJIeH] eTiONIOrivHI IPYMH 3 aKLEHTOM Ha Ti 3 HUX, SIKi € HAHOLIBII
Ba)XJIMBUMHU IIpU BHOOpI MeTony Tepanii. Ha mowaTky oOcTexeHHs
CJIiJI MPOBOAMTH HEeWpoBi3yaiizauito, Haiikpamie — MPT, skiio € Taka
MOXJHUBICTE. Lle M03BONMMTH KIIHIMCTY BH3HAYMTH HAsBHICTb
CTPYKTYPHHUX €TIOJOTiYHUX (hakTOpiB po3BUTKY eminerncii. II'aTe
IHIMMX eTIONOTiYHMX TpyHm BKIIOYAIOTh TeHETHYHi, iH(eKmiiHi,
MeTabouiyHi, IMyHHi, a TakoXX HeBH3HaueHi emimencii (puc. ).
Eninencis y nmauieHra Moxke OyTH BifHeceHa 10 Oinblie HiX opaHiel
KaTeropii; eTioyoriyna Kiacudikaiis He € i€papXidHOI0, Y KOXKHOMY
BUIAJKY B)XIUBICTh MEBHOTO (haKTOPY BU3HAYAETHCS Y 3aJEKHOCTI
B oOcraBuH. Hampukinan, eninencis mnamieHta 3 TyOepoO3HUM
CKJICPO30M BiJHOCUTBCS JIO JBOX €TIOJNOTIYHHX TPYI — CTPYKTYpHOI
Ta TEHETHYHOI; BiJHECEHHS XBOPOOW O KaTeropii CTPyKTYypHHX €
KPUTUYHUM JUIsl TIPOBE/ICHHS XipyPriuHOro JIKYBaHHS, a TeHETUYHUH
(haxTOp PO3BUTKY € MiJCTABOIO JUIS TEHETHYHOTO KOHCYJIbTYBAaHHS Ta
PO3IIIsAAy AOLIIBHOCTI 3aCTOCYBaHHS HOBHX METOIIB JIIKYBaHHS,
HANpHUKIAA y CCaBLiB [Aif HA MilICHb IHTIOITOPOM pamamilHHOM
(mTOR).

CmpykmypHa emionozis

OCHOBHOIO 03HAKOIO CTPYKTYPHOI €TiOJIOTii € HasIBHICTD CTPYKTYPHHUX
3MiH TKaHWHM TOJIOBHOTO MO3KY, IIO CYTTEBO IIi/IBHIIYE PH3UK
PO3BUTKY eIiJencii 3a NaHHNMM HAICKHUM YHMHOM IIPOBEICHUX
nocmimkens.”  Js  BUSBIEHHS TAaKMX ~ aHOMANid  3a3BWyail
BHUKOPHCTOBYIOTh METOJH HEHpOBidyami3awii, OTpUMaHi pe3ysbTaTi
MOPIBHIOIOTh 3 JAQHUMH  €JIEKTPO(i3i0IOTIYHUX JOCHTI/DKEHb i
KITIHIYHAMH TIOKa3HHKaM¥ Ta POOJATH BHCHOBOK IOAO HAsBHOCTI
3B’A3KYy MDK CTPYKTYPHHMH OCOOJMBOCTAMU Ta BHHHKHEHHSIM
HanaaiB y nauieHta. CTpyKTypHa erionorisi Moxke OyTu HaOyToro
(HampuKIaz, micns iHCYNIBTY, TpaBMHU a0o iHdekuii) abo reHeTHIHO
00yMOBJIEHOIO (HalpHKJIaJ, BaJl PO3BUTKY KOPU T'OJOBHOTO MO3KY).
HesBakatoun Ha TeHETHYHY OOYMOBIICHICTb, TaKi CIisencii BiTHOCATD
710 CTPYKTYPHHX, OCKUIBKH Came HasBHICTh CTPYKTYpPHHX aHOMAiit
NPU3BOAUTH OO BHHHUKHEGHHS  3aXBODIOBaHHA.  Bisyaumizamis
HaiMEHIIMX CTPYKTYpPHMX 3MiH BHMarae npoBeneHHs MPT 3
BUKOPDUCTAHHAM  CHEUM(IYHMX  NPOTOKOMIB A1  BHSBICHHS
eninencii.’’

Oco0auBocTi 0araTboX CTPYKTYpPHUX emiyenciii go0pe BHBYEHI.
Hanpukiag, JOCHTh 4acTO y TAmi€HTa 3i CKJIEPO30M TillOKaMITy
CIIOCTEpIraloThesl HamaM, acoLiiioBaHi 3 MeAIaJbHOIO CKPOHEBOIO
yacTKo10. Cepest IHIMX KIIOYOBUX 3aKOHOMIPHOCTEHW CIIiJI 3a3HAYUTH
BUIIAAKK TENACTUYHUX HANAAiB INPH BHUSBJICHHI TaMapTOMH
rinoranamyca, CHHIPOM PacmycceHa, Ta CHHIPOM
reMiKOHBYJIbCHBHOI-TeMimuIeriynoi  eminencii. Po3ymiHHA —Takux
B3a€MO3B’SI3KIB € BOXIMBUM U 3a0€3MCUCHHS PETEIBHOTO aHATIZY
aHUX Bi3yali3allilHUX JOCTIIKEHb Ta BHSBJICHHS IIEBHUX
CTPYKTYPHHUX aHoMauiid. Lle, B CBOIO uepry, miakpeciaroe HeoOXiJHICTh
PO3TIIsAY TOUUIBHOCTI XipypriYHOTO BTPYYaHHS P HEe(PEKTHBHOCTL
MeMKaMeHTO3HOI Teparil.

CTpyKTypHa aHOMajis MOKe OyTH TEHETHYHO OOYMOBIICHOIO,
HaOyTo0 ab0 CHOPUYMHEHOK KOMOiHamielo 1ux  (akTopis.
Hanpuknaz, mHomiMiKporipis Moxe TNpOSBIATUCA 3a HasBHOCTI
TeHeTUYHUX MyTauid (Hanpuknax, y reHi GPR56) abo Oyrtu
HACIIKOM BHYTPINIHBOYTPOOHOI IMTOMETanoBipycHOi iHdexii.>®
[NprurHamMu HaGYTHX CTPYKTYPHHX 3MiH MOXYTb OYTH TilIOKCHYHO-
imemiyHa eHuedanonaris, TpaBma, iHpekiis abo iHcyapT. Y
BUIIAJIKaX, KOJIM I€HETHYHA MYTallisl, sSiKa CIPHYMHHMIA BUHUKHCHHS
CTPYKTYpHOI aHOMauii, € 1o0pe BiJOMOIO, ISl ONHCY eTioJoril
MOXYTb OyTH BUKOPDHUCTaHI OOMIBa TEPMIHM — «IE€HETHYHA» Ta
«ctpykrypHay. Ilpukiagom Moxe OyTn TyGepo3HHil CKiIepos,
BUKJIMKaHUH MyTaismu B reHax 7SC/I i TSC2, sixi KOXyI0Th raMapTHH
i TyOSpHUH BiANOBIAHO.

I'enemuuna eninencis

Jlo reHeTMUHMX HalEKaTh eMiJencii, crnpuYuHeHi Oe3nocepenHbo
TEHETUYHOI MYTAali€l0 (BCTAHOBJIECHOI a00 HMOBIPHOI), OCHOBHHM
CHMIITOMOM SIKMX € HasBHICTh HamafiB. Eminericii, ski BBaXarTh
TEHETUYHHMH, € JIOCUTh PI3HOMAHITHUMH, i B OUIBIIOCTI BHIAJKIB
TeHU Hapasi He ineHTHdikoBaHi.

ITo-nepire, IPHUITYCTUTH HAsBHICTh TEHETUIHOTO (PaKTOPY PO3BHTKY
MOJKHa BHKIIOYHO 3 OISy Ha AyTOCOMHO-JIOMIHaHTHHH THII
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CIIaJKyBaHHS], BUSBJICHWH Ipu poOOTI 3 cIMEHMM aHaMHE30M.
Hamnpukian, mpu cuuapomi mo0posikicHOT ciMelHOI HeoHaTaabHOT
erinerncii y wieHiB OUIBIIOCTI CiMeli BUSBICHO MyTaLlil OJJHOTO 3 TEHIB
kanieBnx kananis, KCNQ2 a6o KCNQ3.*° I naBnaku, npu cusapomi
ayTOCOMHO-/IOMIHAHTHOI JIOOHOI HIYHOI emiierncii OCHOBHA MyTawis
Hapasi BiJJoMa JIUILE JJIsl HEBEeIUKOT YaCTKU narieHTis.*

ITo-npyre, reHeTHYHUH (GakTOp MOXKEe OyTH BHSBJICHUH y KIIHIYHUX
HOMYJALIAHAX JIOCITI/UKCHHAX, K y BHIAAKy AUTA40i abcaHCHOT
eIiJIencii Y1 FOBEHUIBHOT MIOKJIOHIYHOI eminencii. JIokas3u Toro, mio i
CIiJIeNCil € TEHETHYHO 00YMOBJICHUMH, OyJIM oTpuMaHi JIEHOKCOM y
1950-x pokax mpu BUKOPHCTAHHI AOCITIIKEHH] OJIM3HIOKIB METOY Ta
B arperaTHUX J0CIiKEHHsX cimeit. !+

ITo-tpere, Moxxe OyTH ineHTH(IKOBaHA MOJICKYJISIpHA OCHOBA, SKa
BKa3ye Ha OJIHH reH abo BapiaTUBHICTH YMCIa KOMiil reHiB. 3pocTae
KUIBKICTh HALEHTIB 3 EHUICNICISIMU JIETKOro ab0 TSHKKOTO CTYIEHS,
CIPUYMHCHNMH BiJIOMAMH T'€HETHYHHMH aHOMaIissMH. Po3BHTOK
MOJICKYJSIDHOI TEHETHUKHM JO03BOJUB iAeHTH(IKYBaTH MyTauii y
3HAYHIM KUIBKOCTI TEHIB, NOB’A3aHMX 3 PO3BUTKOM  EIHiJencil.
Haitgacrinre Taki MyTanii BAHHKAIOTh de novo Ta BUSIBIAIOTECS y 30-
50 % HEeMOBIAT 3 THKKAMHU eHuedalonaTisMH PO3BHTKY abo
eniienTuYHUMH ennedanonaTismu.

HaiiGinbu BitoMuM mpukiiagoM e cunapom Jpase, ipu skomy > 80 %
MaLi€HTIB MAIOTh MaTOreHHU# BapianT reHa SCNIA. Crnix 3a3Ha4uTH,
0 O MOHOTEHHHMX IATOJIOTi HAJICKUTh PSJ CNUICHCid Pi3HOTo
CTYNEHIO TSDKKOCTI, TakuX sIK cHHApoMoM JIpaBe abo reHeTH4YHa
eniencist 3 ¢pebpuabHuME cynomamu mioc (Genetic Epilepsy with
Febrile Seizures Plus — GEFS +), y 11boMy BUnaiKy €Tioyorist BILIMBa€e
Ha Ipu3HAYeHHs JiKyBanHs. *** PosyminHs (eHoTHIIUHOTO CrIEKTDY,
OB 53aHOT'O 3 MyTAI[iIMH TIEBHOTO T€HA, € BU3HAYAJIbHUM, OCKIIbKH
BUSIBJICHHSI MyTalii MOke He OyTH JOCTAaTHIM JUI NPOTHO3YBAaHHS
nepebiry 3axBOpIOBaHHsS. IHTepmpeTalis TakMX JaHUX [OBHHHA
BiIOyBaTHCS 3 ypaxyBaHHIM pe3yJIbTaTiB eNeKTPOodi3ionoriaHux
JOCITIKEHb Ta KJIIHIYHUX CIIOCTEpexeHb. TaKUM YHHOM, Ha ChOTO/IHI
JULsL OLTBINOCTI TeHIB ITOKa3aHO (PEHOTHIIIYHY I'€TePOreHHICT, a JUIL
OIIBIIOCTI CHHAPOMIB — FEHETHYHY [€TEPOreHHICTb.

ETionoriyHuMM YMHHUKAMM PO3BHUTKY CMUIETICIH 31 CKIaJHUM THUIIOM
yCIaJKyBaHHS BBaXKAIOTh HAsBHICTh MyTalliil y KUIBKOX reHax 3 abo
6e3 BmIMBY (HaKTOPIB HABKOJMIIHBOTO CEPEAOBHIIA. Y TaKHX
BUIAJKaX MOXXHA BHMSABUTH Bapiauii wyucna KOmid TeHiB, AKi
CHOPUYMHSIOTh CXWIIBHICTH O emilencii, mpore iX edekT €
HEJOCTAaTHIM JUIS TIPOSBY 3aXBOprOBaHHA.** V mpomy Bumaaky
BIJICYTHICTh HamaiB y ciMeHHOMY aHaMHe3i HMOBIPHO HOSICHIOEThCS
THM, 10 Y IHIIMX YICHIB ¢iM’1 KUIBKICTh KOl € HEOCTATHBOIO.
BaxiBO Big3HAYHTH, IO TEPMiH KTCHETUYHA» He € CKBIBAJICHTHUM
TEPMiHY «CIIaJIKOBay». 3pOCTAE KUIBKICTh BUSIBIICHUX MyTalliii de novo,
SKi NPU3BOIATH 10 emilenciii pisHOro crymens TskkocTi.*’? Ile
O3Hauae, 10 y MAallieHTa BHHHUKJIA HOBa MyTallis, BOHa HE €
YCIIaJIKOBAaHOIO, i TOMY HasBHICTh HamaiiB y CIMEHIHOMY aHaMHe3i €
ManolimMoBipHOto. IIpore it 1poro namieHTa MatuMyth 50 %
BIpOrigHiCTh ycmagkyBaHHs Iwiel wmyrtauii. Lle He 000B’s13K0BO
O3Ha4ae, M0 HWOro HAIAJKH MAaTUMYTh EHUIENCil0, OCKUIBKH Iie
3aJIe)KaTHME BiJl ICHETPAHTHOCTI MyTauil.

KpiM Toro, € MOXIHBAM MO3aIlM3M 32 MyTOBaHHM reHoM. Lle o3Hauae
HAsBHICTb JIBOX MOMYJIALIHM KJIITHH, Yy TEHOMI OJHi€T 3 SIKUX € IEeBHA
MyTallisi, a y TEHOMI 1HIIOT — aJieJb MPUPOAHOTO THITYy (HOPMallbHA).
Mo3aiiu3M MoXke BIUIMBATH Ha TSDKKICTh HamaigiB, y MAli€eHTIB 3
MOPIBHAHO MEHIIOK YAacTKOKW KIITHH 3  MyTaliero Oyzae
CHOCTEPIraTHCh CMiNeNCist OUIbII JIETKOrO CTYINEHS, SIK MOKa3aHo B
nociimkeHHsx rena SCN1A4.%

T'enernuHa OOYyMOBIEHICTH emiyiencii He BUKIIOYAE Ail0 (akTopis
HABKOJIMIIHBOTO cepefoBuina. JloOpe BifoMO, 110 Ha BUHUKHEHHS
HamaJiB MOXYTb BIUIMBAaTH 30BHIIIHI YHHHHUKH, HANOPHKIAL, Y
0araTbOX TAI[l€HTIB HamagM CIOCTEPIraloThCAd 4YacTille MpH
JenpuBanii CHy, CTpeci Ta I 4Yac IHIIMX 3aXBOPIOBaHb. TepMiH
«TEHEeTHYHa eIIIeNcis» BKa3ye Ha HAasABHICTh 3HAYHOIO BIUIUBY
MaTOTeHHOT0 BapiaHTy (MyTallii) HEBHOTO I'eHy Ha PO3BUTOK eMilencii
y maii€exTa.

Inghexyiiina eninencis

Haii0inpir momMpeHnM y BChOMY CBITI €TIOJOTIYHUM (haKTOpOM
eminencii €  indekmin’*  Iudekuilina  eminencis  BuHHMKae
Ge3nocepeIHbO BHACIIIOK TOBEACHOT 0 1H(PEKIIHHOTO 3aXBOPIOBaHHS,
MPU [[bOMY HallaJy € OCHOBHUM CHUMITOMOM. TepMiH «iH(eKuiliHa
eIiJIeNcis» IpU3HaYeHNIT OUIBIIO0 MIpOIO IS OIIUCY CTaHy MalieHTa
3 CNUJIENCi€l0, a HEe BHUIAJKIB HamaliB, SKi MOXYTb BUHHMKATHU IPH
rocTpux iH(QEKIisX, HaNpuKial, MeHiHriTi abo eHuedaiti.
Tlommpenumu  marojorismMu  (3aJIOKHO  BiJl  perioHy) €

L E. llegpghep ma in.

HEWPOIMCTUIICPKO3, TyOepkynbo3, BIJI, uepebpanbHa Mamspis,
migrocTpuit  ckieposyroumit  maHeHuedamit, — uepeOpatbHHi
TOKCOIIa3MO3 Ta BpOKeHi iHpexmii, Hampukiax, Bipyc 3ika Ta
nuToMerayoBipyc. IHoxi mpm Takux IHQEKHiSX MOXHA BUSIBUTH
CTPYKTYypHi aHoMmauii. BusiBieHHs iHQEKUifHOr0 YNHHUKA PO3BHTKY
3aXBOPIOBAHHSI € BKJIMBHM TSl IPU3HAYCHHS HAJICGKHOTO JTIKYBaHHS
MOXIHBAM € TakoX HOCTIHQEKIIHHUI pPO3BUTOK eminerncii,
HANpHKIaA, y BHIAAKYy BHHHUKHEHHS HANaiB IicCIs 3aBEPLICHHSI
TOCTPOTO MEPioy BipyCHOTO eHUEedAaiTy.

Memaboniuna emionozis

3 emienciero MoB’si3aHa 3HaYHA KiUTBbKICTh META0ONIYHHUX PO3JIalIiB.
s o6nacte pO3MIUPIOETBCS 1, BIANOBIJAHO, MOTIHOIIOETHCS
PO3YMiHHS MOKIMBOTO (DEHOTHIIYHOTO CcriekTpy. MeTaboiuHo
BB@XKAIOTh CMIJIENCifo, 0e3[M0cepeHbO CIPUIHHEHY MeTaboIiuHIM
po3iazoM (BCTAaHOBIEHHM ab0 HMOBIPHHM), IPH IEOMY OCHOBHHM
CHMIITOMOM € HasBHICTh HamafiB. MerabomiyHuM (HakTopoMm
PO3BHUTKY BB@XKAIOTh YiTKO OKPECICHE MOPYLICHHS OOMiHY PEYOBHUH,
sIKE Ma€ BJIACHI IIPOSBH Ta/a00 BHKINKAae OIOXiMiUHI 3MIiHH B
opraHi3mi, Taki sK, HOpQipis, ypeMmis, NOPYIIEHHS OOMIiHY
aMiHOKHCIIOT YU MiPHIOKCHH-3aJIC)KHI Harmaau. Y 6aratboX BUMAIKax

(MoxIMBO — y OimbmrocTi) MerTaOonmiuHi posnagu  0OyMOBIEHI
TeHeTHYHO, ajJe JesAKi MOXyTh OyTH HaOyTHMH, HAIpHKIAJ,
uepebpanpuuii  gepiuur  ¢domieBoi  kuciaoTH.  BusBneHHs

crenudiqHOro MeraboNivHOro (akTopy PpO3BUTKY emilencii €
HaJ3BHYAiHO BaXKIIMBUM, 3 OISy HA 3HAYEHHS TAKUX IaHHUX UL
MpHU3HAYCHHS] Tepamii Ta MOTEHL{HHOI NpOdIIAaKTHKH HOPYIIEHb
IHTEIeKTY.

Imynna eninencis

IMyHHa eminencis BHHUKAae O€3MOCEpEHBO Yepe3  iIMyHHE
NOPYIICHHsS, NPH [bOMY HANag¥ € OCHOBHHM CHMIITOMOM.
HemonaBuo Oyin0 ONHMCAaHO XapakTepHy KIIHIYHY KapTHHY Py
iMyHHUX eminenciii y mopocimx Ta aiteil.”* TlomATTS iMyHHOT
emiiencii  3aCTOCOBYETBCSI y  BHIAAKy HAsBHOCTI  JOKa3iB
ayTOIMYHHOTO 3allaJIeHHs B LIGHTPaJIbHiil HepBOBiil cucremi. Yactora
BUSIBIICHHSI ayTOIMyHHHX CHIe(aTiTiB MIBUIKO 3pOCTAE, O0COOIUBO
npu 30iIbLICHH] JOCTYHHOCTI TecTy Ha aHrturina. [Ipukiamzamu
iMyHHHUX emninenciii € anTu-NMDA-penentopuuii enuedanit (NMDA
— N-metun-D-acnaprar) i antu-LGI1 enuedanit.’> BussieHHs Takux
[aToNIOTi CBIMYUTH MPO HEOOXIAHICTh iX BHIUICHHS B OKpEMY
KaTeropito, e € OCOOJMBO BaXXJIMBUM 3 OISy Ha BaXKIMBICTD
MIPU3HAYCHHS €TIOTPOIHOTO JiKyBaHHS (TapreTHOl iMyHOTeparii).

Eninencisa nesusnauenoi emionozii

HeBu3HAaYeHOI0 BBAXKAIOTH E€TIONOTII0  €MIENcii A0 BHABICHHS
OpUYMHKA 11 PO3BUTKY, y KIIHIYHIN HPAaKTHI[ KITBKICTh TaKUX
MALi€HTIB € JOCHTh 3HAYHOK. XBOPHUM Ili€l KaTteropii HEMOKIHUBO
BCTAHOBUTH CHEUU(IYHUI AiarHO3, TOMY BHKOPHCTOBYIOTH 0a30Bi
BU3HAUCHHS HA OCHOBI JaHUX eNEKTPO(I3i0NIOriYHUX JOCTIKEeHb 1
KIIIHIYHUX TOKa3HMKIB (HAaNpHKIAL, «JI00HA emiiencis»). Bussnenus
€TIONOTIYHOTO  (haKTOPY B3alEKUTh Bil METOMIB OOCTEKEHHS,
JOCTYNHHUX JUIs TALi€HTa, Ta, BIANOBIAHO, BiJ SKOCTI HaJIaHHS
MEIMYHOI JJONOMOTH B OKPEMHX JTiKyBalbHHX 3aKJafaX Ta KpaiHax
CBITY. ABTOpH BHCJIOBIIIOIOTH Ha/lil0 Ha Maii0yTHE MiJBUIIEHHS PIBHS
MIarHOCTUKM y KpaiHaX, 3 OOMEXEHHMH pecypcamH, 110
PO3BUBAIOTHCSL.

Komop0inHi cranu

Hapasi noOpe BigoMo, [0 emilencii 4acto CyHnpOBOIKYIOTHCS
KOMOPOIJHUMM CTaHaMH, HANpHKIal, NpoOlieMaMHu 3 HABYAHHSAM,
NCUXOJNOTIYHUMH IIpoOJieMaMH Ta IIOBEAIHKOBUMHU pO3JTaJaMU
(puc. 1, BEpTUKAIBHO PO3TALIOBaHHWi OBan 3 JjiBoro Ooky). Taxi
PO37ag1 MOXKYTb BIIPI3HATUCS 32 TUIIOM Ta TSDKKICTIO, BiJl HE3HAUHUX
TPYAHOILIB y HaBYaHHI JO pO3yMOBOi BiacTtanocti. I[lcuxiuni
0COOIMBOCTI MOXYTh BKIIOYAaTH PO3TaAN AyTHYHOTO CIIEKTPY Ta
JIeTpecito Ta MPU3BOAUTH [0 ICUXOCOLianbHUX pobiem. [Ipu Oinbiu
TSOKKHX (opMax emiiencii Mo)ke NPOSBIATHUCSH 3HAa4yHA KiJIbKiCTh
KOMOpPOIJHIX  3aXBOPIOBAaHb, BKIIOYAIOYM MOTOPHI  pO3JTaau
(Hampuknan, uepeOpanpHUi mapaniuy) abo HOPYIICHHS XOIH YU
KOOpAMHAlLIi pPyXiB, CKOJIO3, PO3Jamy CHY Ta 3aXBOPIOBAaHHSAMH
TpaBHOi cucreMu. Ha koxxHOMy erami kimacuikamil Uit KO>KHOTO
maiieHTa CiiJ OLIHIOBATH HAsBHICTH KOMOpPOIAHMX CTaHiB (K i
eriojorito  emijerncii) 3 MeTor 3a0e3MmevyeHHs I1X CBOEYaCHOTO
BUSIBIICHHSI, TIATHOCTHKH T4 HAJIGKHOTO JIKyBaHHS.
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Knacudpixayia eninenciii
HoBa TepminoJorist i giginimii

Enuedanonarisi po3BUTKY Ta enijienTH4HA eHUedaionaTis

Hoge Bu3HaueHHsI TepMiHYy «eMiIenTHIHA eHuedanonatis» (3BiT Berg
et al.”) 6yno 3ampoNOHOBAHO BUKOPMCTOBYBATH y BHIAAKaX, KOJH
HasBHA CHUICNTHYHA AKTUBHICTh HPH3BOJUTH [0  TSDKKHX
KOTHITHBHUX 1 NMOBEIIHKOBUX MOPYLICHb, SKI MPU LBOMY € OLIbII
BHUP)XEHUMH, HDXK O4iKyBaHI IPU NEPBHHHIN maTouorii (Hanpukiaz,
MpU Ypa)kE€HHI KOPH TOJIOBHOTO MO3KY). BupaxeHicTh 3araibHux abo
JIOKJIBHUX TOPYIIEHb MOXE 3 4acoM 3poctartd. Taki posmaam €
WMOBIPHHMH TIPH €TieNcii Oyab-sKOTO TUITY Ta TSHKKOCTI y Malli€HTiB
PI3HHX BIKOBHX T'DYIL

IMousaTrs eminentu4HOi eHuedasonarii Moxe 3acTOCOBYBATHUCS 0
eninerncii y namieHTiB Oyab-sKOro BiKy, HOro BUKOPUCTAHHS Ma€ OyTH
OUITBII MIMPOKMM Ta HE OOMEXYBAaTHCS JIMIIE TSDKKUMHU (hOopMamMu
€IiJIeIcil 3 MOYaTKOM y TUTSYOMY Billi. 3HaYHA YacTKA €MITCITHIHUX
CHUHIPOMIB, TMOB’S3aHMX 3  eHuedalonarielo, € TIeHETUYHO
0o0OyMOBIICHOI0, — HANpWKIam, CHHAPOM Becra, mpum skomy
BI3HAYAEThCS  TEHETHYHA  TICTCPOTeHHICTh, 1  eIUIeNTHYHA
eHuedanonaris 3 Oe3NepepBHUMHU CHAWK-XBHISIMU i 4Yac CHY
(CSWS), mns sikoi € mepmn JaHi W00 TEeHETHYHUX (HAKTOPIB
po3BuTKy.*> Taki CHHIPOMH TaKOX MOJKYTh BMHHKATH SIK HACIiIOK
30BHILIHIX (aKTOpiB, HANpHKIAL, HPH TiMOKCHYHO-IIEMIuHIH
eHuedanonarii abo iHCynbTi, ab0 IMpU BaJaX pPO3BUTKY KOpPH
TOJIOBHOT'O MO3KY, HAOYTHX YX F€HETHYHO 00YMOBIICHHX.

TonsTTs eninenTu4HOi eHuedanonarii TAKOX MOXKe 3aCTOCOBYBAaTUCS
IUIS MOHOTGHHHMX TICHETHYHHX po3iaiiB, Hampuknang, CDKLS-
enuedanonarii abo CHD2-enuedanonarii. [Ipore oauH i Toit camwuii
reH MOXE B JCAKMX BHIAAKax OOyMOBIIOBATH CIIICNTHYHY
eHuedanonariro, a B IHIIHX — CaMOOOMEXKEHY eIMiJeICiio;
npuknagamu € rean SCNI1A4, SCN2A, SLC241, KCNQ2, KCNA2 Tta
CHD2. Tlpu eninentuyHiii eHuedanonarii 3HauyHa Ta TpHUBaIa
eninenTiH(OpMHa aKTHBHICTh BIUTMBAE HA IPOLIECH PO3BUTKY Ta MOXKE
MPU3BOJUTH JO 3aTPHUMKH KOTHITUBHOTO PO3BUTKY 1 BHKIHKATH
MOTIPIICHHS! KOTHUTUBHUX (QYHKIH, a TaKOXK IHIIMX IMCUXIYHUX Ta
MOBEAIHKOBUX TOpyLIeHb. EminenTugopMHa aKTUBHICTH MOXeE
BUKJIMKATH perpec KOTHITUBHUX (yHKHIH y 0ci0 3 HOpMalbHHM
PO3BUTKOM 200 3 MONEPEAHBOI0 3aTPUMKOIO PO3BUTKY, MPH 1[OMY
MOXe€ CIOCTEepiraTucsi 3ynMHKa PO3BUTKY (IuiaTo) abo Horo perpec.
KirouoBe 3Ha4eHHS IbOTO HOHATTS IOJATAE B TOMY, IO KOPEKIis
enizentuGOpMHOI  aKTHBHOCTI MOXe OyTH BaXIUBOIO  JUIS
MONEPE/UKCHHS MATOJOTIH PO3BUTKY, IO MOXYTh BHHHUKATH IPH
IbOMY 3aXBOpIOBaHHI. lle € KpUTHYHHUM 3 KIHIYHOI TOYKH 30py Ta
4acTo MiATBEPKYEThCS CHOCTEPEIKESHHAMH KIIHILMCTIB 1 poanyiB
MAaLi€HTIB.

3HayHA  KUIBKICTH TIGHETHYHUX  aQHOMANid  MOXe  makooic
Ge3nocepeIHb0 BUKIMKATH MATOJIOTII0 PO3BUTKY, NMPU L[bOMY BILUIUB
€MiIenTHYHOT aKTHUBHOCTI T€X MOXXKe OyTH HasBHHM. Binomo Kinbka
BapiaHTIB NPOSBY TAaKHX NOpylIeHb. Hampuknan, mosBa Hamaxis abo
TPHUBaJIi HAIQJX MOXYTh CIPOBOKYBATH 3yIHHKY PO3BHUTKY (ILIATO)
abo perpec Ha (oHI HasBHOI 3aTPUMKU PO3BUTKY. [Ipm iHIIMX
[ATONIOTIIX MOJXKE CIIOCTEPIraTUCh YHOBUIBHEHHS pO3BUTKY (Ha
[OYaTKy HOPMAQJBHOTO) HABiTh 1O BHSBIEHHS BHpaXXEHOI
eninentiuyHoi akTuBHOCTI Ha EEI. JloOpe BMBYEHHM IPUKIAJOM €
JOCUTH TIOIMpPEeHa eHIedanonaris npu cuaapomi Jpase, Ipu KoMy
YIOBUIBHEHHSI PO3BHTKY a00 perpec BinOyBaroThes y Bimi Bix 1 1o
2 pokiB, konu eninentudopmua aktuBHicTh Ha EET, sk npaBuio, mie
He € BUpakeHO. Lle cBiquuTh Mpo HasBHICTH (hakTOpY BILUIMBY Ha
PO3BHTOK, BIIMIHHOTO BiJ €NUICNITHYHOTO KOMIIOHEHTA, IIPH YOMY
o0uzBa € HAcHiIKOM MyTalii reHa CyOOIMHUIII HATPIEBUX KaHANIB
(SCN14), BusBnenoi y > 80 BUmajgkiB 3aXBOPIOBAaHHS. TpeThOIO
IPYIOI0 IATOJIOTIH € eminencii, MaHiecTalis SKUX NPUIHHUIACST
BIZIHOCHO paHO B aHAMHE3l AWTHHH, aje MOPYIICHHS PO3BUTKY
SAIIMIIMINCS TOCHTh 3HAYHHMHM, TakKi 3MiHM CIOCTEpIrarThes y
neskux manientiB 3 KCNQ2-ennedanomariero  abo STXBPI-
ennedanonariero. HaBeseHi 3aKOHOMIPHOCTI € XapaKTEPHUMH JUIS
0araThbOX T€HETHYHHUX eHIe(aaonarii, Mo CBIAYUTH NPO MOKIUBY
JOLNBHICT PO3LIMPEHHS TEPMIHOJIOTii B JESKUX BHIAJKaX Ta
BKJIIOUCHHS CJIOBA «PO3BUTOK», 10 Oy/e BKa3yBaTH Ha BIUIUB 000X
ACTeKTIB Y BAHMKHEHHI KIIIHIYHUX NPOsBIB. BBeICHHS TaKUX MOHAThH
Mae CyTTeBe 3HaYEHHS JUIS PO3yMiHHs epediry 3aXBOPIOBAHHS SIK IS
ciMeill maIieHTiB, TaK i JAJst KJIiHIKCTIB.

ToMy HpOMOHYETHCS, SKIIO HEOOXiTHO, BUKOPHCTOBYBATH TEPMiH
«eHIe(anomariss po3BUTKYy ma eHIJIeNTHYHA eHIedaIonarisy,
MPUHHATHUH Uit 0cib Oynb-skoro Biky. Lle 103BOJMTH BKIIOYATH B
onuc JMme oaHy abo o0MIBI  XapaKTEPUCTUKH: TEPMiH
«eHIe(anomnaris pO3BUTKY» BXKUBATH IPH HASIBHOCTI JIHIIE
MOPYLICHHs] PO3BUTKY 03 BHpa3HOl eHiJIENTHYHOI AKTUBHOCTI,

MoB’sI3aHOI 3 perpecoM abo YMOBUIBHEHHSM PO3BUTKY; TEPMiH
«emiJenTuyHa eHnedanonaris» — MpH HOPMAIbHOMY PO3BUTKY IO
Mmanidecramii 3axBOPIOBAaHHS Ta BIACYTHOCTI JaHHUX  IIOZO
CaMOCTI{HOTO BIUIMBY TCHETHYHOI MyTallii Ha PO3BUTOK; TEPMiHY
«eHnedanonaTis po3BHTKY Ta CIiICNTHYHA eHIedalomaTiny — y
BHUIIAZKAX, KONH 00uaBa (aKTOpPH BIUIMBAIOTH HAa HPOSBH
3axBoproBaHHA. ClliJ 3a3HAQYUTH, MO JOCUTh YacTO HEMOXKIUBO
BUSIBUTH, KOTPHII 3 KOMIIOHEHTIB Bilirpac OLIBII BaXIIHBY POJIb.
baraTboM mauieHTaM 3 TaKUMH PO3/IaJiaMu paHiiie 6ys10 HoCTaBICHO
JiarHo3 «CHMITOMATHYHA TeHEpali3oBaHa CMiIencis», MpoTe Ie
MOHATTS HE CIiJ BHKOPHCTOBYBaTH HAJali, OCKIIbKH BOHO
MpHU3HAYanIocs Uil Ay)Ke TeTepOreHHOi rpynH marientiB. TepMiH
3aCTOCOBYBaBCs IpH  eHledanonarii  po3BUTKY Ta  emiiencii
(HampuKnang, NpU CTaTHYHIA IHTENeKTyalubHi HEJOCTaTHOCTI Ta
Jierkiii opMi emisierncii), pu eniIenTHYHUX eHieanonarisix, npu
eHuedanonartisix pPo3BUTKY Ta EHNUICNITHYHMX eHuedanonarisx, a
TaKOXX y JesSKMX BHUIaJKax TeHEpalli30BaHUX emijenciii ado
KOMOIHOBAaHHMX TIeHEepali30BaHMX Ta (oKalbHHX eminenciii. Hosa
KkJacudikaiis 103BOJUTH OLIbLI TOYHO XapaKTEPU3yBaTH CTaH TAKUX
MaLi€HTIB.

VY Bumajkax, KOIM BiJOMO, sKa I'€HETHYHAa MyTallisl € OCHOBHHM
(akTopoM PpO3BUTKY 3aXBOPIOBaHHS, TEPMIiH «eHuedanonaris
PO3BUTKY Ta emijieNTH4Ha eHuehanonaris» Moxe OyTH BKIIOYEHO 10
niarHo3y. Hampuxmanm, mns mo3HadeHHs 0araTbox Jo0pe BiTOMHX
eHedanonariii po3BUTKY Ta CMIJIENTHYHUX eHuedanonatiii MoxHa
BHUKOPHCTOBYBATH TEPMiH «eHIedanonaris», Hanpukian, «STXBPI-
eHuedanonarisy abo «KCNQ2-enuedpanonaris». Lle € ocodmuso
BOXIMBAM TPU TCHETUYHHX  3aXBOPIOBAHHAX, M0 MOXYTb
HOPOSIBIAITHCS.  SIK  TSDKKHMH, TaK 1 CaMOOOMEXCHHMH  Ta
(hapMakodyTIMBIME (OpMaMHU eIiNeIcii, HalpukiIajg, o0yMOBIEHI
reHamu KCNQ2 abo SCN2A. Y Takux BHUIAJKax TEPMiH
«eHIedanonaris» Moxe BAKOPUCTOBYBATHCS TS IIO3HAYCHHS TSKKOT
(hopMH 3aXBOPIOBAHHS, MOB’3aHOI 3 HOPYIICHHSM PO3BUTKY.

CaMoo0MesxeHa Ta papMaKodyT/IuBa enijencis

IMornmubneHHs po3yMiHHS BIUIMBY KOMOPOIJHHX CTaHIB Ha SIKiCTh
KUTTS TAlli€eHTa TPU3BEIO [0 BHHUKHEHHA CYMHIBIB IIOZO
KOPEKTHOCTI TEPMiHy «100pOSIKiCHHI», OCKLIBKY HOr0 BUKOPUCTAHHS
MO>Ke IPU3BOJHUTH A0 HENOOLIHKH HACTIAKIB IIATOJOTii, 0COOINUBO
NpY  CMISNTHYHAX CHHAPOMAax 3 IOPIBHSHO JIETKHM IepebiroM,
HaNpHKIa TpH A0OPOSIKICHIN emiyencii 3 IIEHTPOTEMIIOpaTbHUMHU
craiikamu (benign epilepsy with centrotemporal spikes -BECTS) a6o
nutsgiid abcancHii eminerncii (childhood absence epilepsy — CAE).
Tak, cmin BpaxoByBatu, mo BECTS wmoxe Oyt mnos’s3ana 3
TPaH3UTOPHUMU a6o JIOBIOTPHBAJINMH KOTHITHBHUMH
nopywenusmu®®’, a  CAE — [npusBomuTH 10 CYTTEBHX
NICUXOCOMIANBHUX HACHIAKIB, HANPUKIAJ, MiJABHIICHOTO PH3UKY
panHbOi BaritHOCTL.™®

V 3giti Berg et al.’ 3anponoHOBaHO HOBI TEPMiHU «CAMOOGMEKEHA
Ta «hapMaKouyTIHBa» Ui YTOYHEHHs MOHATTS «ZOOpOsIKiCHa» Ta
BUKOPHCTAaHHA Y BIANOBIAHUX BUIaAKaX. TepMiH «caMOOOMEKEHa
BKa3ye  Ha  {MOBIPHICTh  CIIOHTAHHOTO  BHJY)XaHHS, @
«hapmMakodyTIMBa» — Ha MOXJIMBICTh KOHTPOJIO  HamaiiB
BIJNOBITHUMM 3aC00aMM  AHTHENUIENTUYHOI Tepanil. Baxnuso
3a3HAYMTH, LI0 Yy JEAKMX MAli€HTIB 3 TAKUMH CHHIPOMaMH
(hapMaKouyTIHBICTH MOXKE HE MPOSBILITHCH. SIK 3a3HaYaIocs paHiure,
dhopmanbHoi kinacudikamii MITEJT aist uux cMHAPOMIB HEMae, poTe
MH CIIOJIBAaEMOCS, ILIO 3 YacoM BiOyZEThCS 3aMiHA TEPMiHY
«Io0OposikicHa» Ha OUTbII TOYHI (OPMYJIIOBAHHS I OKPEMHX
curapomiB.  TepMmiHM  «3JOsIKiCHa»  Ta  «KaracTpodiyHay
3aCTOCOBYBAaTH HE DPEKOMCHIYEThCS, BOHM OyIyTh BHIydYCHI 3
JICKCHKOHY 4epe3 IX pi3Ko HeraTHBHE CHPHHHATTS Ta BiAMOBiIHI
MOKJIMB1 HACIIiIKH.

ABTOpPY BHUCIIOBIIOIOTH HaJIi10, 1110 HOBa Ki1acuikalis eminencii Oyne
3pYYHOIO Y BUKOPHCTaHHI, CHPHATHME YIOCKOHAJICHHIO JIarHOCTHKH,
MOrTMOJICHHIO PO3YMIHHS €TioNorii Ta 3acTOCYBAaHHIO TapreTHOL
Tepamii Juisl JiKyBaHHS NMali€eHTiB. BaXkIMBO 3a3HA4UTH, 110 HABITH y
BHIIAJIKaX, KOJH ETIOJIOTis YiTKO BHM3HAYCHA, OCHOBHHU MeEXaHi3M
BHHHMKHEHHs IOBTOPIOBAHMX HaIa/iB BCE Ile BUMArae BUB4YCHHs. Tak,
pe3yNbTaTH JOCHi/KeHb OCTaHHIX POKIB CIPHUSUIM HAKOIMHMYECHHIO
HOBHUX JJAaHUX IIOJ0 HEHpOOioorii HamaliB Ta eMmijencii, o y CBO
4Yepry MpHU3BENO 10 3MIHM MapagurMd i 0OYMOBHIIO HEOOXiIHICTh
OHOBJICHHSI CHCTEMH MOHITH Ta Bu3Ha4yeHb. Llg knacudikaris
BifoOpaxxae cyd4acHEe PO3YMIHHS eIiNercii, ToMy ii 3aCTOCyBaHHS €
BHHSTKOBO BAXJIMBHM [UIsl KOMYHIKauil y KIIHIYHIH Ta HayKOBii
CIITBHOTI.
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