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pobomu [lonmascoko2o HAYIOHAILHOLO NEOA202IYHO20 YHIGEPCUMEm)
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HIETPYIIIOB Anopii Bacunvosuu
Kanouoam MeouyHuUX HayK, 0oyenm Kageopu cneyianbHoi 0ceimu i COyianbHoi
pobomu [lonmascoko2o HAYIOHAILHO2O NEOA202IYHO20 YHIGEPCUMEm)
imeni B. I'. Koponenka

T'EHETUKA ENUIENCIT

Eninencin  — wye epyna xeopobausux cmawig,  CHPUYUHEHUX
nopyuwieHHAMYU PYHKYIL 20106HO20 MO3KY, AKI XAPAKMEPU3YIOMbCsl CMIUKOI0
CXUNbHICMIO 00 eniienmuyHux Hanaois, a maxodic HeupoOioLociyHuMU,
KOSHIMUBHUMU, NCUXOJIOTUHUMU [ coylanbHumu Hacriokamu. Huni 3aeanvna
nowupeHnicmu eninencii ceped Hacenents ceimy cmanosums 0,88% i eapiroe
6 medcax 6i0 0,64% e pozeunenux xpainax oo 1,00% y pewmi Kpain.
Howupenicmo eninencii ceped 4on08iKi6 dewjo 8uwya, HidC cepeo HCIHOK, d
yenaokosysanicms eapiioc 6 medcax 25-70%. 3a cyuacnor knacugixayicio
eninencis KIOYAc UYOMUpU OCHOBHI Gopmu: GokarbHa eninencis,
2eHepanizoeana eninencis, KoMOIHO8aHA (DOKATbHA Ma 2eHepanizoeand
eninencis ma HesusHauena eninencis. Haunowupeniuioio ghopmoio eninencii
€ ¢oxanvna eninencis, sika ckiadae 60% ycix eninencii. Huni onucano 14
2€HI8, NOB’A3AHUX 13 PO3GUMKOM eniiencii, QYHKYii sKUX nopyuieHi
Hasguicmio  00HOHYyKIeomuouux noaimopghismie  (OHIlig). Lfi OHIlu
MOHCYMb  Oymu  pO3MAWOBAHT He Juwie 8 KOOVIOUUX OWIAHKAX 2eHis
(ex3omax) uu pe2ynioouux OLAHKAX (HANPUKLAO, NPOMOMOPI), a U 8 iXHIX
HeKoOYIoUUX OinaAHKax (ihmpoHnax), a maxodc y mixceennux oinanxkax JHK
Hedaneko 6i0 KoHKpemH020 eeHa. I[lodanvuti 00CHIOdNHCEeHHs 2eHemuKu
eninencii maroms Oymu CnpsAMOBaHi HA PO3POOKY HOBUX AHANIMUYHUX
nioxo0is, sKi 0ONOMOIICYMb POKPUMU HEeBIOOMI MOJIeKYIAPHO-2eHemuyHi
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MexaHizmu yiei epynu posnadis. Ilpoepec y cenemuyi eninencii mamume
NO3UMUGHUL 6NIUE HA KIIHIUHY NPAKINUKY.

Knrouosi cnosa: eninencis, ycnaokogysauwicmo, (DOKANbHA eninencis,
2eHepanizoeana eninencis, KomOIHO8aHA (DOKANbHA MA 2eHepani3osand
eninencis, HeBU3HAYeHA enilencis, 2eHu, OOHOHYKIeOMUOHI NOAIMOPPIZMuL.

IMocTtanoBka mpo6Jemu. Eminerncis — ne rpymna XxBOpoOIUBUX
CTaHiB, CIPUYMHEHUX MOPYLICHHIMH (QYHKIIH TOJIOBHOTO MO3KY, SIKi
XapaKTePU3YIOThCS CTIMKOI CXUJIBHICTIO J0 CMiJICITUYHUX HaMaiB,
a TaKoX HEWpOOIOJIOTIYHUMH, KOTHITUBHUMH, TCUXOJIOTTYHUMH 1
COIIIAIbHUMK HacigkaMu. HuHi 3arajgbHa MOMIMPEHICTh emijIerncii
cepell HaceleHHs CBITY cTaHoBuThH 0,88% 1 Bapiroe B Mexkax Bij
0,64% B po3BuHeHUX KpaiHax mo 1,00% vy pemri KpaiH.
[MomupeHicTh emiyiencii cepell YOJIOBIKIB JEII0 BHINA, HIX Cepeln
kKiHOK. lle MoXHa TOSCHUTH pPI3HOI HASBHICTIO HAHOINbII
MOIIUPEHUX 30BHINTHIX YAHHUKIB PU3UKY Ta MPUXOBYBAHHSAM I[OTO
CTaHy y XIHOK 3 couiokynbTypaux npuuunt. (Fiest et al., 2017; Song
etal., 2021).

UucneHHl CIOCTEPE)KEHHS Ta JIOCHIDKCHHS CBiI4aTh, 110
eMiJIenCisl XapaKTepPU3YEThCsl 3HAYHOIO CMAJAKOBOIO CXMJIBHICTIO. 3a
pe3yJbTaTaMH JIOCII/DKCHHST OJIM3HST MOKAa3HHMK YCIaIKOBYBaHOCTI
emijiencii 3Ha4YHO Bapiroe B Mexax 25-70%, 1m0 3alie)kKHTh Bij
BUKOPHCTAHUX KPHUTEPIiB IarHOCTUKU, METOIB JOCIIIKEHHS,
po3mipy Ta noxopkeHHs BuOipok (Speed et al., 2014).

s myGuikaiiisi MPOJOBKY€E HAIIy CEpil0 OTJISIAIB i3 T€HETUKH
MEHTAJIbHUX 1 MOBEAIHKOBHUX po3iaaiB joauau ([Tomoraiibo Tta iH.,
2018a, 2018, 2019a, 2019b, 2020a, 2020b, 2021a, 2021b, 2022).

MeTo10 cTaTTi € TEOpPETHYHMI aHami3 Pe3yNbTaTiB CydacHHX
JIOCHIJDKEHb TEHETUYHUX MEXAHI3MIB eMiJIerncii.

AHaJi3 0CHOBHMX JOCJTiI:KeHb Ta myOJjikamiil. 3a cy4acHOIO
knacu(ikaliero emijerncis BKIOYaE YOTHPH OCHOBHI  (OPMH:
(dokallbHA EMIJIENCisl, TeHepaai3oBaHa eIilencis, KoMOiHOBaHa
(dokaJlbHA Ta I'eHEpali30BaHa CIJIEICIs Ta HEBU3HAYCHA CIIICIICIs
(Scheffer et al., 2017). Koxna i3 ¢opm eminencii Moxe
CYNPOBOPKYBAaTHCS HEHPOITOBEAIHKOBUMH Ta HEHpOIcHXiaTpry-
HUMH CHMIITOMaMH, SIKi paHillle BBaKaJUCS HACIIIKOM EeIMUIEeHCii.
Koxna 13 ¢opM emijiencii Takok MO)KE€ MaTH Pi3HI €TIOJOTIvHI
NPUYMHU: TEHETUYHI, CTPYKTYPHI, iH(EeKIiiHi, MeTaboi4Hi, iIMyHHI
YY1 HEBIOMI.
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Haiinmommpenimoro ¢gopmoro emiserncii € ¢okaabHa emisencis,
ska cknanae 60% ycix eminenciii. Bona moxe OyTu yHipOKaIbHOO
a0o MyJIbTU(OKATBHOIO, OCEPEIOK SKOi OOMEXKYETHCS OKPEMOIO
30HOI0 ONHi€T MiBKYNi TOJIOBHOTO MO3Ky. Hamamm QokanbHol
eminencii MOXyTb OyTH 0e3 MOpPYILIeHHS CBiJOMOCTI, 3 TOPYILICHHAM
CBIZIOMOCTi, MOTOpHi, HEMOTOpHI Ta 3 MEPEeXOJOM Y JABOOIYHMI
TOHIKO-KJIOHIYHHMI Hamaj. [loka3HUK ycmaakoBYBaHOCTI (OKaIbHOI
emijencii CTaHOBUTh OIM3bK0 45%, 110 3HAYHO MEHIIE, Hi’K BHECOK
YMHHUKIB HaBKOJIMIIHBOTO cepenoBuia — 55%. Busasieno 2 renw,
3Hauylle TOB’s3aHi 3 (oKambHOW eminenciero (nuB. Tabmuiro 1).
(ILAE, 2018; Perucca et al., 2020).

I'enepanizoBana eminencis ckiagae  15-20%  ycix  dopm
eminencii. BoHa, sik mpaBuio, xapakTepuU3yeTbcs HEMPHUTOMHICTIO,
MIOKJIOHIYHMMH, AaTOHIYHHMHM, TOHIYHHMH, TOHIKO-KIOHIYHHMH
HamajaMy Ta HOPMAJIbHMM iHTENEKTOM. Ii ocepeakoM € HeHpoHHi
Mepexxi 000X  MiBKyJb  TOJOBHOrO  MO3Ky.  [loka3Huk
YCIIaIKOBYBaHOCTI I'€HEPaIi30BaHOI eMijierncii cTaHOBUTh 62%, KU
CYTTEBO TMEpeBaka€ IMMOKAa3HMK YCIaJKOBYBAHOCTI  (hokanbHOI
eminencii. Ha yMOBHM HaBKONMIIHBOTO CEpeNOBHINA, SIKi MOXYTh
CIPOBOKYBAaTH PO3BUTOK TI'€HEPATi30BAHOI EMIIENCIl, 3aJIUIIAEThCs
mume  38%. BusBneno 10 reHiB, 3Hadylle IOB’S3aHUX 13
reHEepai30BaHOI0 ermiyienciero (nuB. Taduuiro 1). 3a 10moMoror
MeTa-aHali3y  pe3yJbTaTiB  JOCHIDKCHb  3arajbHO-T€HOMHHUX
acoriamiin (JI3T'A; genome-wide association study, GWAS) 6ymno
TAaKOX 1JEHTHU(IKOBAaHO 5 TeHiB, 3HaYylle IMOB’S3aHUX 13 YyciMma
dopmamu eminerncii pazom (ILAE, 2018; Perucca et al., 2020) (aus.
Tabsuio 1).

KombiHoBaHa erisierncis Ta emijierncis HeBiJoMoi eTioJorii pa3oM
ckinanarTh 20-25% ycix BUMAKIB eIiJierncii.

Po3BuToK emiyencii CHpUYMHIOETHCS TeHAMH, (QYHKIT SKHX
MOpYIIeHI HAasBHICTIO OJHOHYKJIeOTHIHUX noiimMopdizmi (OHITiB),
SIKIi MOXKYTh OyTH PO3TaIllOBaHi HE JIMIIE B KOJYIOUUX (€K30HaX) abo
PETYIIOIYHX NUTSIHKAX (HAIPUKIAJ, IPOMOTOpI) IeHiB, a W B iXHIX
HEKOJIyIOUMX JATSIHKAaX (IHTPOHAX), a TAKOXK y MIXKTEHHUX JIIISTHKaX
JTHK nemamexo Bix koukpernoro rera (The 1000 Genomes Project
Consortium, 2015).
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Tabnuys 1
3Hauyuli BapiaHTH rexiB emiiencii
Lo OxHoHyK1€0THHI
I'enn JlokaJuizanis nosiMopdismu Hxepesa
Yci munu eninencii pazom
FANKL 2pl6.1 rs 4671319 ILAE, 2018
SCN1A 2024.3 rs11890028 Sona et al
GRM3 7921.11 rs11978015 2%21 N
TNKS 8p23.1 rs28634186
HEATR3 16912.1 rs4638568 ILAE, 2018
I'enepanizosana eninencin
FANKL 2pl6.1 rs1402398 ILAE, 2018
SCN1A 2024.3 (511890028 Song tal.
STAT4 2032.3 rs887696
GABRA2 4p12 rs11943905
PCDH7 4p15.1 rs1044352
KCNN2 5022.3 rs4596374
ATXN1 6p22.3 rs68082256 ILAE, 2018
STX1B 16p11.2 rs1046276
PNPO 17921.32 rs 4794333
GRIK1 21922.11 rs 2833098
@Dokanvua eninencisn
SCN1A 2024.3 rs2212656
NPRL2 3p21.31 rs757929420 ILAE, 2018

Hwxye mnojaeTscst pgeTalbHa XapaKTEPHCTHKA — KIHOYOBHX
BapiaHTIB TeHIB, 3HAYylle NPHUYETHUX JO PO3BUTKY emiiencii
(GWAS Catalog, 2022; GeneCards, 2022; MalaCards, 2022).
CrocoBHo eminerncii 3araiom ne Bapianth reHiB SCN1A, GRM3 i
TNKS.

I'en SCN1A po3sramoBanuii y J0OBromy Iuiedi 2-0i XpoMOCOMHU
(2024.3) i xomye amb(a-1-cyOOMUHMINO MOTEHINAIKEPOBAHOTO
HATPIEBOTO KaHAIy, SIKUH Oepe y4acTh y TeHepyBaHHI Ta MOIHPEHHI
curHaniB il y Hedponax i M’s3ax. [lomoB’si3aHuii 3 emiyenciero
BapiaHT reHa B omHomy 3 iHTpoHiB Mae OHII rs11890028. I'en
SCN1A npuuerHuid mo moHan 440 pi3HOMaHITHHX 3aXBOPIOBaHb,
cepen sikux Maibke 120 pi3HUX BUJIIB 1 CHHIPOMIB EIIIETCIT, a TaK0oX
po3Nax ayTHCTHUYHOTO CIEKTpY, Iu3o(dpeHis, nedinur ysBarud 3
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riIepaKTUBHICTIO, TPUBOKHICTh, TAHIYHUH pO3Iaj, ACTpecis, po3nan
0cOoOMCTOCTI Ta iHIII.

I'en GRM3 posramoBanuii y n1oBromy miedi 7-oi XpoMocoMu
(7921.11) i xoaye riyraMaTHUN METaOOTPOITHHUN perentop 3, sSKHid
BiJlirpae KIIOYOBY poJib y HeHpoTpaHcwmicii Ta Oepe ydwacTb y
OUTBIIOCTI acHeKTiB HOpMalbHUX (YHKIIH TOJOBHOTO MO3KY. Y
Mmixkrennomy perioni JHK mobnusy mpomortopa rena GRM3
BusiBiieHo OHII rs11978015, sixkuii nopymye ¢yHKLIT TeHa i crupuse
po3BUTKY emisencii. JlaHuii TeH mpuYeTHU Takox a0 moHax 110
XBOpOO, TOJIOBHHA 3 SIKHUX € OHKOXBOPOOW 1 YeTBepTa YacTHHA —
MEHTaJbHI PO3JTa, Y TOMY YHCIi 3aJEeKHICTh BiJi HAPKOTHUYHUX
PEUYOBHH.

I'en TNKS posramoBanuii y KOpoTKOMY Ijiedi 8-0i XpoMOCOMH
(8p23.1), MOTY»HO €KCIIPECYEThCS B TKAHHHAX T'OJIOBHOTO MO3KY i
Koaye QepMeHTH, SKi OepyTh ydacTb Yy peryismii mnepemadi
BIAMOBIAHUX CUTHAIIB MIX HeﬁpOHaMI/I Bin Takox Momyioe
npotein rena TDP-43, skwuii Blzurpae NPOBIIHY pOJb Y PO3BHTKY
0i4HOTO aMloTpoq)Horo CKJIepO3y 1 JIOOHO-CKPOHEBOI JereHeparlii.
[puyernicte rena TNKS no eminencii cnpuunatoetbes OHIlom
rs28634186 y MiKreHHOMY perioHi TOOJIM3Yy KiHIld reHa. Jlanuit ren
MPUYETHUH TakoxkK 10 noHa] 150 XBopoO, cepell IKUX i3 MEHTaIbHUX
po3naniB nuine Ae(inuT yBard 3 rinepakTHBHICTIO 1 Maiike TPETHHY
CKJIaJIaf0Th OHKO3aXBOPIOBAHHS.

KnrouoBuMu  BapiaHTamMH,  3Hauymie  NPUYETHUMH 10
re’epanizoBanoi emniyerncii, € Bapiantu reHiB FANK, SCN1A, STAT4,
GABRA2, STX1B i PNPO.

I'en FANKL posramoBanuiéi y KOpOTKOMY Iiedi 2-oi
xpomocomu (2pl16.1) i komye ¢epmeHT TpaHcdepasy, skuii Oepe
yuacTh y BigHoBieHHI mnomikomkenoi JHK. Ilopymenns foro
¢ynkuii  Buknmukae OHIT rs1402398, skuii po3ramoBaHuil y
MiXXTeHHOMY perioni nooym3y rena. ['en FANKL Takox npuuerHuit
JI0 PI3HOMaHITHUX 3aXBOPIOBAHb M SI3iB, SKMX HAPaXOBYETHCS MOHA
1800.

I'er SCN1A (2024.3) Ta iforo maToreHHHii BapiaHT, OB'SI3aHA 3
EITIJIETICIEI0 3arajloM, OIIMCaHi BHIIIE.

I'en STAT4 posramoBaHuii y AOBromy Iuiedi 2-0i XpOMOCOMH
(2032.3) i komye mpoTeiH, SKHA € OJHUM 13 TPAHCKPHII[IHHUX
aKTUBATOpiB IHIMMX TeHiB. [loB'si3aHMiA 13 TeHEepanti30BaHOIO
CIIJIEIICIEI0 BapiaHT I'€Ha y CaWTi KOHTPOJIIO IIBHUAKOCTI BJIACHOI
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tparckpuniii mae OHII rs887696. TI'en STAT4 wmoxe Oyrtu
MpUYSTHUIH Takox 10 moHan 420 xBopoO, cepen skux mo 50
OHKO3aXBOPIOBaHb Ta YUCIICHHI MOPYLICHHS iIMyHHOI CHCTEMH.

I'en GABRA2 posramoBanuii y KOpOTKOMY miedi 4-oi
xpomocomu (4pl12) i xomye anbda-2-cyOOAMHUINIO perenTopa
ramMa-aMmiHomacisiHoi kucimotu tuny A (FTAMK-A), sxwit €
TOJIOBHUM TalbMiBHUM HEHPOTPAHCMITEPOM Y TOJOBHOMY MO3KOBI.
HasBricte OHIT rs11943905 B iHTpOHI reHa MOB’sI3ye WOTO 3
rerepaiizoBanoro eminencielo. ['en GABRAZ2 Ttakox moxe OyTH
noB’sizaHuii i3 moHax 100 3axBoproBaHb, cepel SIKHX 15 BuAiB i
CUHJIPOMIB CIUICNCii, MOHay 25 MEHTaIbHHX pO3JaliB, i3 SKHUX
noHax 10 BUAIB 3JOBXMBAaHHA HAPKOTUYHUMH pPEUYOBHHAMH, Ta
YHCIICHHI OHKO3aXBOPIOBAHHSI.

I'en STX1B posramoBanuii y KopoTkoMy medi 16-oi
xpomocomu (16p11.2) i Koaye mpoTeiH, SIKMH HANEKUTHh A0 TPYIH
NpPOTEiHiB, 0 OepyTh yUacTh y CHHANITHYHIN Mepeaadi CUTHAIB MiX
HelipoHamu. [loB's3aHMii i3 TeHEPai30BaHOKO CIIJICICIEI0 BapiaHT
nepebyBae mig BrumBoM OHII rs1046276, sxuii po3ramoBaHuil y
MDKTEHHOMY perioHi moonu3y rena. I'en STX1B Takox moxe OyTu
MpUYETHHN 10 TIoHa 70 3aXBOpIOBaHb, 30KpeMa 110 Maiike 20 BHIIIB
Ta CHUHAPOMIB €MiJIETCii, Y TOMY YHCHi (POKaIBHOI.

I'en PNPO po3sramoBanuii y qoBromy rmiedi 17-oi xpomocomu
(17921.32) i xoaye dhepment, sikuit 6epe ydacTb y CHHTE31 BiTaMiHy
Bs, mo HeoOximHuil Juis cuHTE3y HeHpoTpaHcMiTepiB. HasBHiCTBH
OHII 1s4794333 mepen ex3oHoM | reHa TOB’sA3ye MHoro 3
reHepanizoBaHoto eminernciero. I'en PNPO Ttakox wmoxke Oytu
noB’sizaHuii 13 80 3axBoproBaHHsAMHE, Maike 30 13 SKUX — pi3HI BUAH
Ta CHHAPOMH EIiIeNCil, y TOMy YHcii (POKaIBHOI.

3 ¢oxkanbHOMWO eminerncieto mop’si3aHi BapianTu reHiB SCN1A ta
NPRL2.

I'en SCN1A (2024.3) onucanuii Bullle y BHUIAAKY, KOJH HOro
MaTOTeHHU BapiaHT MOB'I3aHU 13 TeHEePai30BaHOIO CIJIeTCier0. Y
JJAHOMY BHUIIQJAKy MOro MNPHYETHICTh g0 (OKAIBHOI emijaencii
cnpuunHena HasBHicTi0O OHIT 12212656 B iHTpOHI reHa.

I'en NPRL2 po3ramioBanuii y KOpoTKOMY Ijiedi 3-0i XpoMOCOMHU
(3p21.31) 1 xkoaye cyOomuHHIIO 2 OIOXIMIYHOTO pEryssiTopa
AKTUBHOCTI epMEHTY, SIKUH Oepe KIII0YOBY Y4acTh Y MPOIECi pOCTY
1 TONMUTy KIITHH 3aJIOKHO BiJ iX EHEePreTHYHOro craTycy Ha
HasBHOCTI aMiHOKHcIOT. Bapiant rena NPRL2 i3 cuHOHIMIYHUM

260



ISSN 2226-4078 (print). ISSN 2410-3527 (online). Mcuxonoris i ocobuctictb. 2022 Ne 2 (22)

OHIT 15757929420 B OogHOMY 3 €K30HIB BBaXKA€THCS IMPOBITHUM
yuHHUKOM (okansHOi eminencii. ['en NPRL2 Takox moxe OyTu
npudeTHU 0 Onam3pko 50 iHIIMX 3axBOpIOBaHb, cepel sikux 20
OHKOXBOPOO.

BucHoBkH Ta mnepcHeKTHBM  MOAAJIBIIMX  PO3BiIOK.
VYnoponosxk ocraHHix 15 pokiB y ramy3i TEHETHKH emiyiencii
JOCSTHYTO 3HAYHUK MPOTpEC, 3yMOBIIEHHH PO3POOKOI0 HOBITHIX
TEXHOJIOTil CEeKBeHYBaHHs Ta OOYMCICHHS, a TaKOX PO3BHTKOM
TicHoro MixkHapoaHoro croiBpoOiTHunrBa (Epi4K Consort., 2012;
Epi25 Collab., 2019; ILAE, 2018). Oco0muBO 3HAYUMHM Y IHX
JOCSTHEHHSIX CTajlo BHSIBICHHS POJIi HOBHX PIIKICHHX MyTamliil y
MaToreHe3i emiJenTHYHOI eHledanonaTii pO3BUTKY, SKa JTOBTUH 4ac
BBakajlacs Ha0YyTOIO BHACHIJOK Ipe-, Mepu- ado MOCTHATAbHHUX
1HCYNBTiB. 3HAUHOTO MOTJIMOJICHHST 3a3HANO PO3YMiHHSI TEHETUIHUX
OCHOB JIBOX MOIIUPEHUX (opM erminerncii — (GokanbHOI emiiencii ta
rerepaiizoBanoi  eminerncii. CnankoBa (¢oKaJdbHa — eMiJerncis,
HMOBIPHO, CIPUYHMHIOETHCS TEPEBAYXKHO PIAKICHUMHU BapiaHTaMH 3
MiHIMaJlbHIM BHECKOM IIOIIMPEHHUX BapiaHTIB, a TeHepali3oBaHy
eMIJIETICiI0 BU3HAYAIOTH MTOIINPEHI BapiaHTH.

[Mopganemii  JOCHIIKEHHS] TEHETHKW eIiJiencii MaroTh Oyt
CIpsSMOBaHI Ha poO3pOOKYy HOBUX AaHANITHYHHX MiAXOJIB, SKi
JOTIOMOXKYTh ~ PO3KPUTH  HEBIIOMiI  MOJEKYJISPHO-TEHETHYHI
MexaHi3MU wi€l Tpymu posnaniB. OJHUM 13 TakuX MiJIXOMIB €
TexHouorisi cexkBeHyBaHHs PHK okpemoi kimiTwHUM, sika J03BOJISIE
JOCHI/DKYBaTH Pi3HI THIW KIITHH, BUSBISATH PETYJSITOPHI 3B’S3KH
MiXX T€HaMH Ta BiJICTEXKYBATH TPAEKTOPIi Pi3HUX KIITUHHUX JHIN y
poseutky (Hwang et al., 2018). 3acTocyBaHHs i€l TEXHOIOTIi 10
TKaHUH MO3KYy IOl 3 eNiJIeNCi€l0 MoXe MPOJIHUTH CBITIO Ha
nepeOir nmaroreHesy i€l XBopoou

[Iporpec y reHeTuil emijencii MaTUME MO3UTHUBHHIA BILIMB Ha
kiaiHiuay mpaktuky (Perucca, P., and Perucca, E., 2019). Bussnenus
MaTOreHHOTO BapiaHTy B KaHJMJIATHOMY T'€Hi emuierncii crpustume
BHU3HAYEHHIO MPOTHO3Y 3aXBOPIOBAHHS KOHKPETHOTO IMAIlieHTa Ta
KOPUTYBAaHHIO Horo JikyBaHHs. Lle Takok 3a0e3meunTts po3poOKy Ta
BIIPOB/DKEHHSI HOBHX IE€PCOHATI30BAHO CHPSMOBAaHMX METOJIIB
JIKYBaHHS.
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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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