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ocgimu i coyianvHoi pobomu Ilonmascbko2o HAYIOHAILHO2O NEOA202IYHO20
yHigepcumemy imeHi B. I'. Koponenka
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imeni B. I'. Koponenxa

TEHETHUKA ENUIEICII

Eninencia — wye eopyna xe0pobiusux cmawis,  CHAPUUUHEHUX
NOPYUWEHHAMU DYHKYIU 20106HO20 MO3KY, SIKI XAPAKMEPU3VIOMbC CMIUKOIO
CXUIbHICMIO 00 eniienmuyHux Hanaois, a makoxc HeupooionoiuHUMU,
KOZHIMUBHUMU, NCUXOA02TYHUMU [ coyianbhumu Hacaiokamu. Huni sacanvha
nowupenicme eninencii ceped HacenenHsa ceimy cmanosums 0,88% i eapiroe
6 medxcax 6i0 0,64% 6 pozsunenux xpainax oo 1,00% y pewmi Kpain.
Towupenicmo eninencii ceped uon08iKi6 dewyo Buwa, HIdHC ceped IHCIHOK, a
ycnaokogyeanicmu eapitoe 8 mexcax 25-70%. 3a cyuachoro knacughikayiero
eniiencisi 6KIYAE YOMUupu OCHOBHI ¢hopmu: ¢hokanrvha eninencis,
2eHepanizoeana eniiencis, KomOIHO8aHa QOKAIbHA ma 2eHepanizo8and
eninencisi ma HesusHavena eninencia. Haunowupeniwor ¢opmoro eninencii
€ goxanvHa eninencis, sika ckanaoae 60% ycix eninencii. Huni onucano 14
2€HIB, NOB’A3AHUX (3 PO3BUMKOM eniiencii, @QyYHKyii AKUX nopyuleHi
HasgHicmio  00HOHYKIeomuonux noaimopghizmie (OHIlig). 1]i OHIlu
MOJCYmMb  OYymMu po3mMauio8aHi He Juuie 8 KOOYIOYUX OLIAHKAX 2eHis
(ex30Hax) uu pe2ynrouux OLIAHKAX (HanpuKiao, npomomopi), a i 8 ixXHix
HeKoOYIouUx OLIAHKAxX (IHMpoHax), a makodxc y migxceenHux oiisnkax JJTHK
Heoaneko 8i0 KOHKpemHo20 e2eHa. Ilodanvuwii 0ocniodxicenHs 2eHemuxu
eninencii maromos Oymu CnpAMOBAHI HA PO3POOKY HOBUX AHALIMUYHUX
nioxo0ie, AKi 0ONOMONCYMb PO3KPUMU HEBIOOMI MOAEKVIAPHO-2eHeMUYHI
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mexawnizmu yiei epynu posznadie. Ilpoepec y eememuyi eninencii mamume
NO3UMUBHUL 6NIUB HA KIIHIYHY NPAKMUKY.

Knwuosi cnosa: eninencis, ycnaokosysamnicms, (OKaibHA eniiencis,
2eHepanizo8ana eniiencis, KomOIHO8aHa oKalbHa ma 2eHepanizoeand
eninencis, HeU3HAYeHa eniiencis, 2eHu, OOHOHYKIeOMUOHI NOIMOPQDI3MU.

IMocranoBka mpobuaemu. Enuierncis — e rpyna XBOpoOJUBHX
CTaH1B, CIPUYUHEHUX TOPYIIEHHAMH (GYHKII1 TOJTOBHOTO MO3KY, SIK1
XapaKTEPHU3YIOThCS CTIHKOIO CXWJIBHICTIO JIO SMIJISNTUYHUX HamadiBs,
a TaKoX Hero610nor1qHHMH KOTHITUBHUMH, TICUXOJOTITYHUMH 1
coIllaJbHUMH Haciigkamu. HuHI 3aranpHa HOMIMPEHICTh EMUIeTICii
cepen HacelleHHs cBiTy ctaHoBUTH (0,88% 1 Bapioe B Mekax Bif
0,64% B po3BuHeHux KkpaiHax g0 1,00% y pemri KpaiH.
[TomupeHIicTh emnuiencii cepesl 4YOJIOBIKIB JIEHIO0 BUINA, HIXK Cepel
KIHOK. Ile MokHA TIOSCHUTH PI3HOIO HAsSBHICTIO HaWOUIBII
MOIIMPEHUX 30BHINIHIX YUHHUKIB PU3UKY Ta MPUXOBYBAHHSAM IILOTO
CTaHy y JKIHOK 3 couiokyabTypHux npuuuH. (Fiest et al., 2017; Song
etal., 2021).

UucneHHl CHOCTEPEKEHHS Ta JOCHIIKEHHS CBia4yarh, IO
ENUICTICISI XapaKTEPU3YEThCSl 3HAUYHOIO CMAJKOBOIO CXMJIBHICTIO. 3a
pe3yabTaTaMy JOCHIKEHHSI OJIM3HAT MOKAa3HUK YCIaJKOBYBAHOCTI
eruIencii 3Ha4HO Bapitoe B Mexax 25-70%, 110 3aieXuTh Bij
BUKOPUCTAHMX KPHUTEPIiB J1arHOCTUKHU, METOAIB JIOCIIIPKEHHS,
po3Mipy Ta nmoxo pKkeHHs BuOipok (Speed et al., 2014).

[{s myOmikaliis MPOJOBXKYE HAIIy CEPil0 OTJISIIB 13 T€HETHUKH
MEHTaJIbHHUX 1 TOBEIIHKOBHUX po3naaiB moauHu (Ilomoraitbo Ta iH.,
2018a, 2018, 2019a, 2019b, 2020a, 2020b, 2021a, 2021b, 2022).

MeTo10 CcTATTi € TeOpeTHYHHUI aHali3 Pe3yJbTaTiB CydacHHUX
JOCTIKEHb TEHETUYHUX MEXaH13MIB €MJIeTCI.

AHaJIi3 OCHOBHHMX JOCJHIIKEeHb Ta myOJaikaunii. 3a Cy4acHOIO
KJIacU(IKAIIEI0 EeMUIeNCis BKIOYAE YOTHUPU OCHOBHI (HOpMHU:
dokampHa eIJIeNCis, TeHepaji30BaHa emijlIencis, KoMOiIHOBaHa
dokanpHa Ta TeHepali30BaHa CMiJENCis Ta HeBU3HAUYCHA CMiJICTICIs
(Scheffer et al., 2017). Koxna i3 ¢dopm emencii Moxe
CYyIpPOBOKYBATUCS HEHPOMOBEIHKOBUMHU Ta HEHpomcuxiaTpuy-
HUMU CHUMIITOMAaMH, SIKI paHIIIe BBAKAJINUCS HACHIJIKOM EMUIETCIi.
KoxkHa 13 ¢opm emuiencii TakoX MOXKE MaTH PI3HI €TIOJOT14HI
NPUYUHUA: TEHETUYHI, CTPYKTYpHI1, 1H(eKIiHI, MeTa0oJi4H1, IMyHHI
YU HEBIIOMI.
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Haitnommpenimoro ¢opMoro emiiencii € (oxkaabHa emniyiencis,
aka ckianae 60% ycix eminenciii. Bona moxe OyTu yH1()OKaIbHOIO
a00 MyJIbTH(OKATBLHOI, OCEPEIOK SKOi OOMEKYETHCS OKPEMOIO
30HOI0 OJIHI€T TMIBKYJl TOJOBHOro MO3Ky. Hamamu QokanbHO1
enuierncii MoXyTb OyTH 0€3 MOPYLIEHHS CBIIOMOCTI, 3 MOPYLIEHHIM
CBIJIOMOCTI, MOTOpPHiI, HEMOTOpPHI Ta 3 MEPEXOJIOM y JBOOIYHUI
TOHIKO-KJIOHIYHMM Hanan. [loka3HuK ycnmanakoBYyBaHOCTI (DOKaIbHOI
CITIJICTICII CTAaHOBHUTHL OJM3BKO 45%, 110 3HAYHO MEHIIE, HI’)K BHECOK
YUHHUKIB HaBKOJMIIHBOTO cepenoBuiiia — 55%. BusBieHo 2 reHu,
3Hauyllle MOoB’s3aHi 3 (pokabHOWO emnuienciero (auB. Tadmuio 1).
(ILAE, 2018; Perucca et al., 2020).

I'enepamizoBana eminencigs ckiagae 15-20%  ycix  dopm
enuerncii. BoHa, sk mpaBuio, XapakTepU3YEThCS HEMPUTOMHICTIO,
MIOKJIOHIYHUMH, AaTOHIYHUMHU, TOHIYHUMH, TOHIKO-KJIOHIYHUMU
HaNMaJgaMyd Ta HOPMAJLHHM iHTeNeKToM. li ocepeakoM € HeHpoHHi
Mepexi 000X  TIBKYyJb  TOJOBHOIO  MO3KYy.  Iloka3Huk
YCIaJKOBYBaHOCTI I€HEpaIi30BaHOl ENuIeIcli CTaHOBUTh 62%, SIKHiA
CyTTEBO TE€pEBaXa€ IMOKA3HUK YCIAJKOBYBAHOCTI (POKaJIbHOI
enuiencii. Ha yMOBHM HaBKOJIMIIHHOTO CEPEOBHUINA, SIKI MOXYTh
CIIPOBOKYBAaTH PO3BUTOK T'€HEPaIi30BaHOI EMIJEINCii, 3aJIMIIAEThCS
mume  38%. BuseneHo 10 TrTeHiB, 3HaYylle OB SI3aHUX 13
reHepali30BaHO0 enijenciero (auB. Tabuuiro 1). 3a A0MOMOroro
MeTa-aHaji3y  pe3yJbTaTiB  JOCHIDKEHb  3arajbHO-TEHOMHHX
acomiamiii (JI3I'A; genome-wide association study, GWAS) Oymo
TaKOX 1JeHTU(]IKOBAHO S TEHIB, 3HAYYIIE IOB’S3aHUX 13 yciMa
dopmamu eminerncii pazom (ILAE, 2018; Perucca et al., 2020) (aus.
Tabmumiro 1).

Kom06iHOBaHa eImIerncis Ta enijaernncis HeBlJoMO1 €TIoJIoTii pa3om
ckiaaarTh 20-25% ycix BUIMAAKIB €MiJIECIi.

Po3BuTok emijencii CHPUYMHIOETHCS TeHaMH, (DYHKIT SKUX
MOPYIIEH! HAABHICTIO OJHOHYKJIeOoTHAHUX moiaiMopdizmiB (OHIIiB),
K1 MOXKYTh OyTH pO3TaIllOBaHi HE JIMIIE B KOAYIOYHNX (€K30HaX) abo
pEryIoYuX AUIMHKAX (HampuKiag, TPOMOTOpPi) TeHIB, a il B IXHIX
HEKOJYIOUMX JUISHKaX (IHTPOHAX), a TAKOXX y MIKTCHHHMX JUISHKaX
JIHK nenanexo Bixg konkperHoro reHa (The 1000 Genomes Project
Consortium, 2015).
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Tabnuys 1
3Hauyli BapiaHTH reHiB enuiencii
.. OnHOHYKJICOTHIHI
I'enun Jloxamizanis noxiMopdizmn xepena
Yci munu eninencii pazom
FANKL 2pl6.1 s 4671319 ILAE, 2018
SCNI1A 2q24.3 rs11890028 S ¢ al
GRM3 7q21.11 rs11978015 Og%gla .
TNKS 8p23.1 1528634186
HEATR3 16q12.1 154638568 ILAE, 2018
I'enepanizoeana eninencis
FANKL 2pl6.1 rs1402398 ILAE, 2018
SCNIA 24243 rs11890028 Soggogtl al,
STAT4 2q32.3 15887696
GABRA2 4p12 rs11943905
PCDH7 4p15.1 rs1044352
KCNN2 5q22.3 154596374
ATXNI 6p22.3 168082256 ILAE, 2018
STXI1B 16pl1.2 151046276
PNPO 17921.32 s 4794333
GRIK 1 21q22.11 rs 2833098
Dokanvha eninencin
SCNIA 2q24.3 152212656
NPRL2 3p21.31 15757929420 ILAE, 2018

Huxue mnonaeThcs JeTalbHa XapaKTEPUCTHKA  KITHOYOBUX
BapIaHTIB TE€HIB, 3HAYyIIEe MPUYETHUX JO PO3BUTKY EMIJIENCIi
(GWAS Catalog, 2022; GeneCards, 2022; MalaCards, 2022).
CrocoBHO enuiencii 3arainoMm 1ie Bapiantu reHiB SCNIA, GRM3 1
TNKS.

I'en SCNIA po3ramoBaHuil y JOBromy Ijiedi 2-01 XpOMOCOMH
(2gq24.3) 1 xoaye anbda-1-cyOOAMHUINIO TMOTEHIIATIKEPOBAHOTO
HATPIEBOTO KaHaJy, KUK Oepe y4acTh y TEHEPYBaHHI Ta MOIIUPEHH1
curHamiB nii y HeiipoHax 1 m’s3ax. [lomoB’s3aHuil 3 €miJIENCiero
BapiaHT reHa B ojHomy 3 iHTpoHiB mae OHII rs11890028. T'en
SCNIA npuyetHuit no mnonan 440 pi3HOMaHITHHX 3aXBOPIOBaHb,
cepen skux Maibke 120 pi3HUX BUJIIB 1 CHHAPOMIB €MUIETICIT, 8 TAKOXK
po3iaj] ayTUCTUYHOTO CHEKTpYy, MU30(peHis, AehIIUT yBaru 3
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TiIepakTUBHICTIO, TPUBOXKHICTD, MMAHIYHUHN PO3JIal, JSTpecis, po3iia
OCOOHMCTOCTI Ta 1HIII.

I'en GRM3 po3ramoBaHuid y JOBromy IJiedi 7-0i XpOMOCOMH
(7921.11) 1 Koaye TIyTaMaTHUW METaOOTPOIHUMN perentop 3, KU
BIJIITPa€ KJIOUOBY pOJb Yy HEWpOTpaHcMmicli Ta Oepe yyacTtb y
OUIBIIOCTI ACMEKTIB HOpPMajdbHUX (YHKIIH TOJOBHOTO MO3KY. Y
MikreHHomy perioni JIHK mno0mmu3y mnpomortopa reHa GRM3
BusineHo OHII rs11978015, sikuit nopymrye QyHKIIi reHa 1 cripusie
pO3BUTKY emijencii. Jlanuii reH mpu4yeTHUd TakoX a0 moHan 110
XBOpOO, MOJIOBMHA 3 SIKUX € OHKOXBOPOOM 1 YETBEpTa 4YacTUHA —
MEHTJIbHI PO3JIaJIK, Y TOMY YHCII 3aJI€KHICTh Bl HAPKOTUYHUX
PEYOBHH.

I'en TNKS po3staiioBaHuil y KOPOTKOMY ILIe€Ul 8-0i XpOMOCOMU
(8p23.1), mOTYXKHO E€KCHPECYEThCS B TKAHMHAX T'OJOBHOT'O MO3KY 1
Koaye (epmeHTH, sKI OepyTh y4acTb Yy peryssiuii mnepenadi
BIITIOBIIHUX CHUTHAJIIB MIX HeWpoHamu. BiH Takox MOIyro€e
npotein reHa TDP-43, sxuil BiAirpa€e MpoOBIIHY POJib Y PO3BUTKY
O01yHOTO aMioTpo(HOro CKIEepo3y 1 JIOOHO-CKPOHEBOI JereHeparrii.
[IpuuetHicte rena TNKS no eninencii crnpuunHioeTbes OHIlom
1528634186 y MiKreHHOMY perioHi moOu3y KiHis reHa. Jlanuii rex
NpUYEeTHUM TakoX 10 ToHaa 150 XxBopoO, cepen AKUX 13 MEHTaIbHUX
po3iaidiB JiMile AePIUUT yBaru 3 TiNEepaKTUBHICTIO 1 Mal’Ke TPETUHY
CKJIaJIal0Th OHKO3aXBOPIOBaHHSI.

KitoyoBumMu  BapiaHTam#,  3HA4ylle  OPUYETHUMH [0
reHepasi30BaHoi emnijerncii, € Bapiantu reHiB FANK, SCNI1A, STATH4,
GABRA2, STXIB i PNPO.

I'en FANKL po3sraiioBaHuidi y KOPOTKOMY IUiedl 2-0i
xpomocomu (2pl16.1) 1 koxye depmeHT TpaHcdepazy, sSKuil Oepe
y4yacTh y BigHoBIeHHI mnomkomkeHoi JIHK. Ilopymenns i#oro
¢ynkmin  Bukimukae OHIT r1s1402398, saxuit posramoBaHuil y
MDKT€HHOMY perioHi nmoonu3zy rena. ['en FANKL Takox mpUYeTHUMA
710 PI3HOMAaHITHUX 3aXBOPIOBaHb M’5I31B, SIKUX HAPAaXOBYETHCS MOHA
1800.

I'en SCNIA4 (2q24.3) Ta #ioro naToreHHUI BapiaHT, MOB'I3aHUM 3
EHUIEICIEIO 3arajaoM, OIKUCAaH1 BUIIIE.

I'en STAT4 po3ramoBanuii y JOBroMy Iiedi 2-0i XpOMOCOMHU
(2932.3) 1 komye MpOTEIH, SKUM € OJHUM 13 TPAHCKPUIMIIIHUX
aKTUBATOpIB IHMKMX TeHiB. I[loB'sI3aHuil 13 TeHEpasi30BaHOIO
EMUICTICIEI0 BapiaHT T'€HA Yy CaWTl KOHTPOJIO IIBUIKOCTI BIJIACHOI
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tpanckpumniii mae OHII 1s887696. I'en STAT4 wmoxe OyTtu
NpuYeTHU TakoXX 10 mnoHag 420 xBopoO, cepen sikux a0 S0
OHKO3aXBOPIOBaHb Ta YUCIICHHI MOPYIICHHS IMyHHOT CUCTEMH.

I'en GABRA2 po3rtamoBanuii y KOPOTKOMY 1uiedi 4-0i
xpomocomu (4pl2) 1 konye anbda-2-cyOOAMHULIIO pelenTopa
ramMmma-amiHomacisiHoi  kucinotu tuny A (FAMK-A), saxuii €
TOJIOBHUM TaJlbMIBHUM HEHUPOTPAHCMITEPOM Yy TOJIOBHOMY MO3KOBI.
Hassaicte OHII 1s11943905 B iHTpoHI TeHa TNOB’s3ye HOro 3
re”HepanizoBanoro emninenciero. 'en GABRAZ2 Takox Moxe OyTH
noB’si3aHuil 13 monan 100 3axBoproBaHb, cepell SKUX 15 BUMIB i
CUHAPOMIB eIMiJIEeNCii, MOHaJ 25 MEHTAJIbHUX PO3NadIB, 13 SIKUX
noHaa 10 BUIIB 3JIOBXKHMBaHHS HAPKOTUYHHUMU PEYOBHUHAMH, Ta
YHUCIIEHHI OHKO3aXBOPIOBAHHSI.

I'en STXIB po3ramoBaHuii y KOpOTKOMYy Ttuiedi 16-0i
xpomocomu (16pll1.2) 1 komye mpoOTEiH, KU HAIECKUTHh 10 TPYyIHU
MPOTEIHIB, 1110 O€pyTh y4acCTh Y CHHANTUYHIN Mepeaadi CUTHAIIB MK
HelipoHamu. [loB'si3aHuil 13 TeHEpai30BaHOIO EIMUJICTICIEI0 BaplaHT
nepeOyBae mia BrumuBoM OHIT rs1046276, sxuii po3TamioBaHuil y
MIDKT€HHOMY perioHi nmoOnu3sy rena. I'en STXIB Takox moxe OyTu
puYeTHUM 110 moHa 70 3axBOpIOBaHb, 30KpeMa 10 Maike 20 BUIIB
Ta CUHJIPOMIB €TIeTICIi, Y TOMY YhCii (hOKATbHOI.

I'en PNPO po3stamoBanuii y n1oBromy muiedi 17-oi xpomocomu
(17921.32) 1 xoxye depmeHT, kUil Oepe y4acTb Yy CUHTE31 BITaMiHy
Bs, 1m0 HeoOXimHUM a1 CUHTE3y HelpoTpaHcmiTepiB. HasBHICTH
OHIT 1rs4794333 mnepen ex3oHoM 1 reHa moB’s3ye HOro 3
reHepanizoBanoro eminenciero. I'en PNPO Takox Moxe OyTu
noB’si3aHuil 13 80 3axBOprOBaHHIMU, Maibke 30 13 SIKUX — pi3HI BUIU
Ta CUHJIPOMU €MIJIETCIi, Y TOMY YHCIT (hOKATBHOI.

3 goxanbHOWO emnijencielo now’s;3ani Bapiantu reHiB SCNIA4 ta
NPRL2.

I'en SCNIA (2924.3) onucanuil BUIllE Y BUMNAAKY, KOJIU HOro
NaTOTE€HHUM BapilaHT MOB'SI3aHUMN 13 T€HEPAII30BAHOIO CIIJICTICIE0. Y
JaHOMY BUMAJAKy WOro MPUYETHICTb J0 (OKaIbHOI emiiencii
cripuurHena HasiBHICTIO OHIT rs2212656 B iHTpoHI1 r'eHa.

I'en NPRL2 po3ramoBaHuil y KOPOTKOMY ILJiedi 3-01 XpOMOCOMH
(3p21.31) 1 komye cyOomauHuI0 2 OIOXIMIYHOTO pEryJsTOpa
AKTUBHOCTI PEPMEHTY, SIKUI Oepe KJIF0YOBY Y4acTh Y MPOILIEC pOCTY
1 MONUTy KIITHH 3aJIEKHO BIJI 1X EHEPreTUYHOro CTaTycy Ha
HasBHOCTI aMiHOKUCIOT. Bapiant rena NPRL2 13 CUHOHIMIYHUM
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OHIT 15757929420 B oHOMY 3 €K30HIB BBAXKAETHCS IPOBITHUM
YUHHUKOM (pokanbHOi enuiencii. I'en NPRL2 Takox Moxe OyTH
npuyeTHU a0 Onm3bko 50 1HIIMX 3aXBOPIOBaHb, cepen skux 20
OHKOXBOpPOO.

BucHoBKM Ta 1epCHeKTHBM MNOJAJBIINX  PO3BiIOK.
YoponoBxk octaHHiX 15 pokiB y rainy3i TEHETUKH emiiencii
JNOCSTHYTO 3HA4HUM MPOrpec, 3yMOBJIEHUN PO3POOKOI0 HOBITHIX
TEXHOJIOT1A CEKBEHYBaHHS Ta OOYMCICHHS, a TaKOX PO3BUTKOM
TicHoro MixHapoaHoro criBpooOiTHunrBa (Epi4K Consort., 2012;
Epi25 Collab., 2019; ILAE, 2018). Oco6iuBO 3HAYMMHUM Y IIHX
JOCSITHEHHSIX CTAJI0 BUSIBIICHHS POJII HOBUX PIAKICHUX MYTaIlid y
MaTOreHe31 enuUIeNTUYHOI eHlledanonaTii po3BUTKY, sika JJOBTUU Yac
BBaKaylacsi HaOyTOIO BHACTIJOK TIpe-, Mepu- ad0 MOCTHATAIbHHUX
1HCYJIbTIB. 3HAYHOTO MOTIMOJICHHS 3a3HAJ0 PO3YMIHHSI T€HETUUYHHUX
OCHOB JBOX MOIIMPEHHX (opM enuierncii — (poKaIbHOI eniiencii Ta
reHepanizoBanoi  emnuiencii. CnaakoBa (okaibHa — emiJencis,
HMOBIPHO, CHPUYMHIOETHCSI MEPEBAXKHO PIIKICHUMHU BapiaHTamu 3
MIHIMaJIbHUM BHECKOM TMOIIMPEHUX BaplaHTIB, a TeHEpai30BaHy
ITJICTICIF0 BU3HAYAIOTh MOIIMPEH] BapiaHTH.

[Toganpmii  JOCHIKEHHST TEHETUKU eMUICNCii MaroTh 6yTH
CHpsSIMOBaHI Ha pPO3pOoOKYy HOBHX aHATIITHYHUX MIAXOMIIB, SKI
JOTIOMOXYTh ~ PO3KPUTHU  HEBIAOMI  MOJIEKYJISIPHO-T€HETUYHI
MeXaHI3MU wi€i rpynu pos3iaaiB. OgHMM 13 TakuX MiAXOMIB €
texHosoria cekBeHnyBaHHs PHK okpeMoi KiiTWHM, sika 103BOJISIE
JOCIIJKYBATH PI3HI TUNU KIITHUH, BUSIBJISITU PETYJIATOPHI 3B’ SI3KU
MDK T€HaMHU Ta BIJICTeKYBATU TPAEKTOPIi PI3HUX KIITHHHHUX JIHIN y
po3Butky (Hwang et al., 2018). 3actocyBanHs 11i€l TEXHOJOTII 10
TKQHUH MO3KY JIIOJICH 3 ENJICNCIEI0 MOXKE IMPOJIUTH CBITJIO Ha
nepeOir maToreHe3y Iiei XBopoou

[Iporpec y reHeruin emijerncii MaTUMe MO3UTUBHHUUN BIUIUB Ha
kmHIYHY npakTuky (Perucca, P, and Perucca, E., 2019). Bussnenus
NaTOTE€HHOI'0 BapiaHTy B KaHJAUJATHOMY T'€H1 €MUICTICIi CIPUSITUME
BU3HAYEHHIO TMPOTHO3Y 3aXBOPIOBAHHS KOHKPETHOrO TMalliEHTa Ta
KOPUTYBaHHIO Horo jikyBaHHs. lle Takox 3a0e3neuntsh po3poOKy Ta
BIPOBA/P)KCHHSI HOBUX TMEPCOHAN30BAHO CIPSIMOBAHUX METOIB
JKyBaHHSI.
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V. Pomohaibo, O. Berezan, A. Petrushov
THE GENETICS OF EPILEPSY

Epilepsy is a group of painful conditions caused by brain disorders, which are
characterized by a persistent predisposition to epileptic seizures, as well as
neurobiological, cognitive, psychological and social consequences. Currently, the
overall prevalence of epilepsy in the world's population is 0.88% and ranges from
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0.64% in developed countries to 1.00% in other countries. The prevalence of
epilepsy in men is slightly higher than in women, and heredity varies between 25%-
70%. According to the current classification, epilepsy includes four main forms:
focal epilepsy, generalized epilepsy, combined focal and generalized epilepsy, and
indeterminate epilepsy. The most common form of epilepsy is focal epilepsy, which
accounts for 60% of all epilepsies. Currently, 14 genes associated with the
development of epilepsy have been described, the functions of which are impaired by
the presence of single nucleotide polymorphisms (SNPs). These SNPs can be located
not only in the coding regions of genes (exons) or regulatory regions (eg.,
promoters), but also in their non-coding regions (introns), as well as in intergenic
regions of DNA near a particular gene. Further research into the genetics of
epilepsy should focus on developing new analytical approaches that will help
uncover the unknown molecular genetic mechanisms of this group of disorders.
Advances in the genetics of epilepsy will have a positive impact on clinical practice.

Key words: epilepsy, heritability, focal epilepsy, generalized epilepsy,
combined focal and generalized epilepsy, indeterminate epilepsy, genes, single
nucleotide polymorphisms.
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