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1|BCTYII

AHoOTAaIis

B 2017 poui Mixknapoana Ilporueninentuuna Jlira (MITEJ]) y knacudikarii emine-
TICIH Oomrcana «reHeTHIHI TeHepanizoBani eminencii» (I'TE), sxi BKIrouamm «imiomna-
THYHI TeHepanizoBaHi eninencii» (II'E). Metoro naHoi cTaTTi € OKpeCIeHHS YOTHPHOX
CUHJIPOMIB, siK1 BifiHOCAThCS 10 I['E, a came nutsuoi abcaHCHOI eniierncii, OBEeH1Ib-
HOI a0CaHCHOI emijercii, FOBEHIJIbHOI MIOKJIOHIYHOI €NUIENncli Ta emijerncii 3 JuIe
TeHepaTi30BaHUMU TOHIKO-KJIIOHIYHUMH HarmajgaMu. My Ha/laéMo OHOBIIEHI JliarHOC-
TUYHI KpuTepii s nux cuagpomis ITE, ski Oyno BU3HAYeHO Ha OCHOBI KOHCEHCYCY
ekcriepTiB cremianbaoil rpyru MITEJI 3 Hozomorii Ta BuzHadeHs (2017-2021) Ta Mix-
HApOJHUX 30BHIIIHIX €KCIEPTiB, SKi HE BXOASTH B JIaHy CIIeHiadbHy rpymy. Mu BH-
KOPHCTOBY€EMO CyYacHi 3HaHHsI OCTAHHIX AOCSTHEHb B 00JIACTI TEHETUKH, Bi3yai3a-
1ii Ta emekTpoeHIehamorpadiTHIX TOCTIHKEHD, a TAKOXK CydacHy TEPMIHOJIOTIIO Ta
KIacudikarliro HanmamiB i emiiencii. [lamieHTy, sKi He BiNMOBIIAIOTh KPUTEPISIM O
HOTO 3 I[UX CHHPOMIB, ajie¢ MalOTh OJIMH 200 KOMOIHAI[IF0 HACTYITHUX THUIIIB FeHepa-
JII30BaHUX HamajiB: aOCaHC, MIOKJIOHIYHUM, TOHIKO-KJIOHIYHUM Ta MIOKJIOHIKO-TOHI-
KO-KJIOHIYHUH HaIajy 3 reHepanizoBaHoro 2.5-5.5 [’ calik-XBuIIer0 MOBUHHI OyTH
BU3HAYCHI 5K TaKi, 1o MaroTh [ ['E. Buznanus nux gotupbox cunapomis ITE sik oco-
ommBoi rpym cepen I TE € kopucHUM, OCKUTPKY BOHH MalOTh TPOTHOCTHYHI Ta Tepa-
IIEBTUYHI HACITIIKH.

KJIIOYOBI CJIOBA

abcaHcu, auTsya abCaHCHA EIIeINCis, TeHepalli30BaHi TOHIKO-KJIOHIYHI Halaju, BUKIIOYHO T'eHepalli-
30BaHi TOHIKO-KJIOHIYHI Hamajy, FeHeTHYHA T'eHepali30BaHa eIMiIeNcis, I0BeHIbHA abcaHca emiencis,
FOBEHIIbHA MIOKJIOHIYHA EMiJIENCisl, MIOKJIIOHIYHI Hama

Mu nipornionyemo, 1100 Tepmin IT'E BiHOCHBCS 10 OKpeMOi mij-

Iniomatnuni renepanizoBani emisencii (IE) ictopuuno
BKJIFOYAJIM CHUHApOMHU 1uTsiuoi abcancuoi eminencii (JAE),
10BeHIIbHY abcaHcHy emiierncito (FOAE), 10BeHIIbHY MIOKIIO-
Hiuny eniencito (FOME) ta eninerncito 3 nuiie renepanizoBa-
HUMH TOHiKO-KJIoHIuHUMY Hananamu (GTCA).

VY knacudikamii 2017 poky MikHApOIHA MPOTHEMIICIITHY-
Ha stira (MIIEJT) 3anpornoHyBalia BHKOPHCTOBYBATH TEPMIH «re-
HeTnyHi renepanizoBani eninencii» (I'TE) mis mupokoi rpynu
eMiJICTICii 3 TeHepasi30BaHUMK HallaJlaMH 1 FeHepai3oBaHUMU
cnaiik- XBWJISIMM Ha OCHOBI Iepe/10auyBaHOl TeHETHYHOI eTio-
JIoTi{ 3TiIHO JaHUX JOCIIDKEHb OJM3HIOKIB 1 ciMel. byno Bu-
CJIOBJICHO TpHITyIIeHHs, o TepMid II'E Moxe BHKOpHCTOBYBa-
THCS JUIs BUIIE3a3HAYCHUX YOTHPBOX CHHApoMiB. Harua crierti-
aJbHa rpyma 3 HO30JI0Tii Ta BU3HaueHb Bu3Hae, o rpyna ['TE e
BEJIMKOIO 1 BKITIOUa€ B cebe 0e311id MOMMPEeHnX Ta PIAKICHUX Te-
HETHYHUX CHHIPOMIB T€HEPaIi30BaHOi emiierncii.

mmaiB.

rpynu I'TE 3 HacTynmHUX Npu4uH:

* Bownu € HaitOuIbII nommpeHnMu cuapomamu B rpymi [ TE.
* 3a3Buuail BOHM MalOTh FAPHUI MPOTHO3 IIOA0 KOHTPOJIIO Ha-

* BoHM HE €BOIIOIIOHYIOTH 10 CMJICITHYHOI eHIle(aIonarii.

* Icnye kniniune mepexpuBanas Mmix JIAE, IOAE i IOME.
3 BIKOM BOHHM MOXXYTb CBOJIOL[IOHYBAaTH B iHIIWI CHHIPOM
ITE (mampuximan, AE, mo po3suBaetbes B FOME).

* Bonu marots nonioHi enekrpoennedanorpadivyni (EED) nani,
BKJTIOYAI09X HOPMaJIbHY (POHOBY aKTHBHICTh Ta TE€HEPAJi30-
BaHi CIaiK-XBUJIbOBI Ta/ab0 MOJICIAWK-XBHIBOBI PO3PsAIaMU
3 4acToToro 2,5-6 I'li, sSiIKi MOXYTh aKTHBYBAaTHCS IIPH Tirep-
BEHTWIIAILIT Ta pOTOCTUMYJISILI.
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KirouoBi momMenTH

 IT'E BITIO9a€ YOTHUPH CHHIPOMH: JUT4Ia abcaHca

eIiJIercist, OBEHUIbHAa abcaHca  emijencis,
FOBEHIIbHA MIOKJIOHIYHA EMiJIerNcis Ta emiIencis
JIUIIE 3 TCHEPali30BAHUMHU TOHIKO-KJIOHIUHUMHU
HamagaMu

e I[TE MaroTh MOJIreHHY CHaJKOBICTh, 3 a0o 0e3
BIUTMBY (DaKTOPiB 30BHINTHHOTO CEPEAOBHUINA

* Po3BUTOK, sK TpaBWIO, HOPMAIBHUIA, OIHAK
po3nanu CAYI' 1 He3narHICTH
IO HABYAHHS € TONIMPCHUMH CYIYTHIMH
3aXBOPIOBAHHSIMU.

e Tunn HamamiB BKIOYAIOTH OOWH THII abo ix
KoMOiHaIiro: abcaHc, MIOKJIOHIYHI,
KJIOHIYHI Ta MiOKJIOHIKO-TOHIKO-KJIOHIYHI HamaIn

» EEI' xapakrepu3yeTbcsl TeHEpaIi30BaHOIO CIIAMK-
XBHJILOBOIO aKTHBHICTIO YacTOTOX0 2,5-5,5 'y, sika
MO)ke OyTH aKTHBOBaHa TINEPBEHTHIIALIEID abo

(hoToCcTUMYIIAIII €10

HACTpoIo,

TOHIKO-

Tepwmin ITE nocunaeTscst Ha iCTOPUYHHNA KOHTEKCT, 3 SIKOTO BH-
HUKJIH 1[I CHHAPOMH, i repeadadyBaHy TeHETHYHY OCHOBY, 3a-
CHOBaHY Ha JIECATIIITTAX KIIIHIYHAX TCHETHYHUX JIOCIIiKCHb.

Pucynox 1 imoctpye sik ITE norpamisitots y BeJIHKy Tpy-
my [TE. Mu Bu3Ha€eMo, 110 pi3HULS MK YOTHPMA CHHIPOMAMU
ITE He 3aBXI¥ € OHHO3HAYHOIO, OCKUTBKH iICHY€E KIIIHIYHE Tepe-
KpHBaHHA MDX IIMMH cHHApoMaMu. Kpim Toro, icHye nepexkpu-
BauHs IT'E 3 ve-II'E I'TE, npo mio cBimunTh OinbIn BUCOKA Yac-
tora cunapomiB II'E y ponudis oci0 3 enisienciero 3 MioKJIOHIE0
MOBIK, EIMJICICIEI0 3 MIOKIOHIYHMMH abcaHcaMH, MIOKJIOHIY-
HOIO eTiJIENICi€l0 paHHBOTO JUTHHCTBA, CIMIETICIEI0 3 MiOKIIO-
HIYHUMH aTOHIYHUMH HalaJaM{ Ta T€HETUYHOIO EIUIEIICIE0 3
(beOpHIbHUMY Hamaamu mioc. '

Mu HaaeMo OHOBJICHI miarHoctuyHi Kpurtepii st ITE, Bu-
3HAYCHI B PE3YJIbTaTI PETEILHOTO MPOLECY JUIsi OTPUMAaHHS KOH-
CEHCHYCHOTO BHCHOBKY ekcrnepTiB cremianbaoi rpymu MITEJ 3
Ho30J10Tii 1 Bu3HaueHsb (2017-2021). [Togpobuti moao MeTomo-
norii MoxkHa 3HaiTu B crarti Wirrell Ta in.” Kpurepii amst kox-
HOTO CHHJIpoMy Oy BU3HaUEHI 3a Joromororo nporecy Delphi
ITiCJISl ONMTYBAHHS BCIX WICHIB CIIEIiajbHOT IPYIH Ta 30BHILI-
HIX BM3HAHMX EKCHEPTiB 13 cuHApomoliorii eminerncii. Mu Bu-
KOPHCTOBYEMO CyYacHI 3HAaHHS, OTPHMaHI 3aBISKHA HETaBHIM
IOCSITHEHHAM B 00JIacTi TeHeTHKH, Bizyamizarmii Ta EEI-mocmi-
JOKEHb, a TAKOXK CyYacHY TEPMIHOJIOTIIO 1 Kiacudikallio Hara-
niB i eminenciit.>'" Ockinbku Tepmin I'TE Brittouae iHImi CuH-
npomu 3a Mexkamu IT'E, Taki sik emijiencis 3 MiOKJIOHIYHUMHE
abcaHCcaMH 1 CIIICTICist 3 MIOKJIOHISIMHU TIOBIK, IIsI CTATTs 30Cepe-
JUKY€ThCS JTMILIE Ha 4oTUPBhoX cuHapomax II'E.

Epilepsial>

1.1 | Kainiunuii onuc

VY tabmuix 1 Ta 2 nopiBHIOIOTHCS Ta NpoTUCTaBIIOTECS JJAE
i FOAE, a takox FOME i GTCA BianoBigHO. Y HaBEeICHOMY
HYDKYE PO3/IUIII OCHOBHA yBara MpHIUISEThCS KIIHIYHAM XapaK-
TEepPHUCTUKAM, 3araibHuM s Beix ITE.

1.2 | Enigemiosoris

ITE € mommpeHo0 TPyTIor0 eIiJenciid, Ha Ky MPUTANae MpH-
omu3no 15-20% manienTiB 3 eminernciero.!! JloctoBipHi naHi
PO TOYHY YaCTOTYy KOXKHOTO CHHJAPOMY OOMEKEHi, OCKIIbKH
CHHIIPOMH EMIeNcii MOXXyTh OyTH 4iTko He Bu3Ha4eHi, a EET
Moxe OyTr HegocTymHa.' Kpim Toro, OCKiIbKH CHHIPOMH 3aJ1e-
JKaTh BiJI BIKY, 3apeeCTpOBaHa 3aXBOPIOBAHICTh BaPIlO€ B 3aJICHK-
HOCTI Biff BiKy mociimKyBaHoi nomysmii. [Tomymsmiitai gocomi-
JDKEHHSI eIIUTeTICIT, sika BIIEpIIe BUHUKIA y JITEH Ta MiIUTITKIB,
nokazanu, mo 23%—43% ocid MaroTh reHepaii3oBaHy erijie-
mncio,? i 3 Hux 53%—58% o0ci6 MaroTh OMWH 3 YOTHPHOX CHH-
apomis ITE.'** Cunnpomu ITE Bifpi3HAIOTECS 32 BIKOM ITOYar-
Ky, KM/ 3a3BUYail KOJMUBAETHCA Bif 3 10 25 pOKiB (IUB. HAXK-
4e Uil KOOKHOTO CHHJPOMY). Pilko modaTok Moke HacTyNUTH
Bke B 40 pokiB'>!'®; moyarok Imicist HBOTo BiKy € BHHATKOBHM.
Xoua peakiis Ha nportuHanaaoBi npemaparu (ITHIT) i morpe-
0a y MOBrOTpUBANiN Teparii BiIpi3HIIOTHECSA B 3AJCKHOCTI Bif
okpemux cuHIpoMmiB, cuaapomu II'E 3a3Budail ayTimBi 10 Iti-
KapchKUX 3aco0iB, IpH 1iboMy Onmi3bko 80% pearyroTh Ha Bif-
moBinHi [THIT («BigmoBigHi» cToCcyroThcst Bukopuctanus [THIT
«IIAPOKOTO CTIEKTPY», SIKi HAIIICHI Ha TeHEepali30BaHi THITH Ha-
maniB, abo erocykcumin y pasi JAE, ane cnenndivna menuka-
MEHTO3Ha Tepallis BUXOAWUTH 3a paMKH Ii€i ctarti). [Ipn rene-
pasi3oBaHUX TOHIKO-KJIOHIYHHUX HaMaJax BaJbIIPOAT MOXe OyTH
0co0HBO e(heKTUBHHUMA, aje HOTOo CIia 3 00epeKHICTIO MTPHU3HA-
YaTH KiHKaM JITOPOAHOTO Biky.!™'® BakmMBO Biq3HAYMTH, IO
nesiki [THII, 30kpema OokaTtopy HATPi€BUX KaHAJIB, BKIFOYA-
09H KapOaMaserliH, okckapOaseriH, eciikapOaserid i GpeHiToiH
(ayme HE 00OBYA3KOBO JTAMOTPHUIKIH), a TAKOXK MOXiTHI Y-aMiHO-
MacistHoi kucnotu (AMKeprivni areHTH), Taki sk TiaraOiH i Bi-
rabaTpuH, 9acTo 30UIBIIYIOTh KUTBKICTE a0CaHCIB i MIOKIIOHIY-
Hux HamafiB mpu ITE (i MOXXyTh HaBiTH CIIPOBOKYBAaTH abCcaHC
a00 MIOKJIOHIYHHUI EMUICNITHYHUHA CTaTyc); el aHaMHEe3 MOXKe
JaTd KJIFOY /10 IOCTAHOBKH IiarHo3y.'* > Oxnak cuxgpomu ITE
PO3PI3HAIOTECS 32 WMOBIPHICTIO pemicii i BikoM pemicii. [lari-
€HTH 1HOZI MOXYTh IIepexonuTn Bix oxHoro cuaapomy II'E no
IHIIOTO.

1.3 | Tunu nanaais

V mnarientiB 3 II'E cnocrepiratorbest oquH abo KOMOiHAIisS Ha-
CTYITHHUX TCHEepasli30BaHMX THUIIB HamaiiB: abCaHCH, MIOKJIOHIYHI,
TOHIKO-KJIOHIYHI Ta MiOKJIOHIYHO-TOHIKO-KJIOHIUHI Hamaau. [eHe-
pati3oBaHi TOHIKO-KJIOHIUHI HAMaJd MOXYTh MaTH B SIKOCTI PaHHIX
posiBiB oKanbHi 800 aCUMETPUYHI O3HAKHU, TaKi K HAXHII TOJIOBU
a0o CHIBIPYXKHIH TOBOPOT OUHUX SIOJIYK,  MIOKJIOHIYHI CYZIOMH MO-
KyTb OyTH (hOKaTbHUMHU a00 aCHMETPUYHUMH. BOTHHUIIIEBI 03HAKH
4acTo 3MIHIOIOTh CTOPOHY BHHHKHEHHS BiJl Hamaxy 10 Hamasy.
®oTOUyTIHBICTh XapakTepHa ISt marieHTiB 3 [T'E.

IeneparnizoBaHi TOHIUHI, aTOHIYHI, MIOKJIOHIKO-aTOHIYHI i
(oxanmpHI HamaaW Ta CIMIJICNITUYHI CHa3MH BHKIIOYAIOTH Jlia-
rHo3 IT'E.
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+E pilepsia

Genetic Generalized Epilepsies

Idiopathic Generalized Epilepsies

Childhood
Absence
Epilepsy

CAE

Juvenile

Absence

Epilepsy
JAE

Juvenile
Myoclonic
Epilepsy
IME

Epilepsy with
Generalized
Tonic-Clonic
Seizures Alone
GTCA

Epileptic Encephalopathy

Epilepsy with
Myoclonic-Atonic Seizures

EMALS

Developmental and

Epilepsy with
Eyelid Myoclonia
EEM

1
Epilepsy with
Myoclonic Absences
EMA

Myoclonic Epilepsy
in Infancy
%13}

Developmental
Encephalopathy

PUCYHOK 1.

Konnenuist reHeTnYHOi reHepaTi3oBaHOI emiNencii B MOPIBHAHHI 3 1Ji0NaTHYHOI0 IeHepaTi30BaHOIO emilenciero. Iniomarnyni

redepanizosani eminencii (I'E) e minrpymnoro renetnynux reHepanizoBanux eminenciit (ITE), sixa ckIagaeTbes 3 HACTYIHUX YOTHPHOX CHHIPOMIB:

JUTsYa abcaHCHA eIiIencis, I0BeHIbHA a0CaHCHA eMiJIeNcis, I0BEHIIbHA MiOKJIOHIYHA eMIJICICis Ta eMUISIICIs JIUIIE 3 TeHepali30BaHUMHU TOHIKO—

KJIOHIYHUMH Hamagamu. Lli 9oTupu CHHAPOMHU MOXYTh MaTH MEBHMI CTYIiHb nepekpuBanHs o3Hak. Ha nonarox no II'E, I'TE Bkmouarots (1) ocid

3 TeHepaIi30BaHUMH TUIAMU HANaJiB, SKi HE BIANOBIIAIOTh KPUTEPIisIM KOHKPETHOTO CHHAPOMY, 1 (2) MEHII MOLIMPEH] CUHAPOMHU TeHepalli30BaHOl

eminerncii. Li octaHHI CHHIPOMH TaKOX MalOTh T€HETHYHY OCHOBY 1 MOXKYTh BUHHKATH SIK y OCI0 i3 HOPMaJIbHUM IHTEJIEKTOM, TaK 1 3 pO3yMOBOIO.

BifcranicTio. Jlesiki 3 HUX MaroTh €MUICNTUYHY eHIe(aaonarito, Taky K emiiencis 3 MiOKIOHIKO-aTOHIYHIUMH HanajaMH, TOAI SIK 1HIII CHHIPOMH,

Taki SK eMiJerncis 3 MiOKJIIOHIYHUMH abcaHCaMHU Ta EMUIerNcCis 3 MiOKJIOHISIMH TOBIK, MOXXYTh OyTH IOB’S3aHi 3 PO3BHUTKOBOIO i CIIJICHTUYHOIO

eHieanonariero, eniIenTHYHOK eHIledanonariero ado eHiedatonarielo po3BUTKY. [HII CHHIPOMH, Taki SK MIOKJIOHIYHA EIIJIEICis PaHHBOTO

JIUTHHCTBA, MOXYTb IPOSIBISTUCS SK I'€Hepalli30BaHa eMiJIeNncis y AUTHHH 3 eHLe(aIonaTielo po3BUTKY (TOOTO 3 HOPYIIEHHSIM PO3yMOBOIO PO3BUT-

Ky) a60 HOPMaJIBHUM IHTEJIEKTOM.

14 | Enexrpoenuedasiorpadis

EET xapakTepu3yeTbcs KIACHYHUMH O3HAKaMH TeHepallizoBa-
HUX PO3PAIIB «CHAWK-XBIIISD), 3a3BU9ai 2,5-5,5 ', sKi 9acTo
3’SIBIISIIOTHCS T 9ac JIPIMOTH, CHY Ta Ipu IpoOymxeHHi. Tin
9ac CHY PO3PSAN YacTo 3’ SBILSIFOTHCS (PAarMEHTapHO 1 MOXYTh
MarH (GokanbHi o3Haku. OJHAK MMOCTIHHOT BOTHMIIEBOI eIiIe-
TU(POPMHOT aKTUBHOCTI a00 ()OKAILHOTO CIIOBUILHEHHS HE TIO-
BUHHO BUHHKATH.

doronapokcu3manbHa peakiliss BUHUKAE MPU MEPIOAUYHIN
dorocTumyIsLii y OLIbIIOCTI HeslikoBaHUX naiieHTiB i3 FOME
iy mermocti namientis i3 JIAE i FOAE; onnak ne moxe 3a-
JISKATH BiJl 3aCTOCOBYBaHOI METOIOJIOTIi mepioguuHoi (HoTo-

CTMMynﬂui‘l‘.24’25 DOTOUYTIHBICTh TAKOXK CIIOCTEPIraeThCs MPH
cnenu(iuHUX TeHETHYHUX CHIe(anonarisix po3BUTKY Ta/abo
SNUISNITUYHHUX eHIe(alonarisixX Ta IpH MOTWINYHIHN emniiencii.
linepBeHTUIISALS YaCTO BHKIMKAE TE€HEPATi30BaHi pPO3PsIH
«cnaik-xBuish». Binnosigui [THIT B TepaneBTH4HUX 103aX MO-
JKYTb YCYBaTH FeHEpali30BaHI PO3PsAN «CIalK- XBUIIS.

3Buyaiina pyrunaa EED ne Bukitouae aiarnosy II'E npu Ha-
SIBHOCTI TNMEPEKOHJIMBUX KIIHIYHUX J0Ka3iB (TOOTO XOpPOIIOro
OIUCY MIOKJIOHIYHUX HamajiB 3 BiJIOBIIHUM BIKOM IIOYATKY).
VY Takux BUNaAKax JenpuBalis cHy abo tpuBanuii 3amuc EEI
MOYKE BUKJIMKATH TCHEPaTi30BaHi pO3PsAAM «CraiK-XBuishy. Po-
noswii 3anuc EET" HopMaJibHU#T BIIIIOBITHO BIKY.

1.5 | Komop&inuicts

YacTo crocTepiraroThCsi po3naan HaCTPOIO, TPUBOTA, CHHAPOM
nedinuty yBaru/rinepakrusaocti (CAVYT) i mpobiremu B HaBs-

'—IaHHi,26 X04Ja HEOOXIiJHI MONaNBII JOCTI/HKCHHS B Wil raimy-
31. [Iprraunan, iMOBipHO, 6aratodakTOpHi, BKIFOYAI0YA OCHOBHI
HelipoOioIoTivHI MEXaHi3MH, 10 TPU3BOAATE JI0 HANaliB, TeHE-
TU4YHI (AaKTOPH, CTPYKTYPHI 3MIHM MO3KY, JOBFOTPHBAJII Hara-
1 abo YacTi MDKIIPUCTYIHI po3psiiu, mobiuni eexru [THIT ta
CTUIMAaTH3YyIO4Mil BIUIHUB €Milencii.
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TABJULA 1 Ocobmusocti JAE Ta IOAE

OsHaku
Bik mouarky 3aXBOPIOBaHHS
3BUYANHO

Jlianazox

PozBuTok

Abcancu

Yacrora

TpuBanicts

[Mopy1eHHs yCBiAOMICHHS
THIi By Hamauis
DebdpuitbHi
TenepanizoBaHi

TOHIKO-KJIOHIYHI Hara u

MiokiIoHI4HI

Donosuit 3anuc EET
IaTepikTanbHi
eniIenTHdOPMHI po3psIIH
3anmc B cTaHi 6aap0poCTi

VBi cHi

HeperymsipHi renepanizoBani
KOMIIICKCH «CTIAHK-XBHIIS»
DOTONAPOKCH3MAIbHA

BiammoBign

THy KISt
TiNepBEHTHISILIIEI0

Ixkransna EEI"

JIAE

4-10 pokiB

2-13; 06epexHICTh MPHU AIarHOCTHLI y Billi <4 pPOKiB

3a3BU4aii HOPMaAJILHUH, aJle MOXKYTh BUHUKATH

TpyzaHoLIi B HaBuaHHi abo CAYT

IpunaiimMHi moaHs abo Kijibka pa3iB Ha JCHb,
aje MOXKYTb OyTH HEZOCTATHBO MOMIYEHUMH POJIMHOIO
Tunosa tpusaiicts = 3-20 cex

IToBHe mopyIIeHHs YCBiIOMIICHHS

3pixka

Pinko mepemyioTs ab0 BHHUKAIOTH Yy IIEPioj] YaCTHX
a0caHCiB, aje MOXKYTh BUHUKHYTH ITi3HIIIE 3 EBOJIIOLIEI0
10 inmoro cunapomy II'E

BupaxeHuii MiOKJIOHYC PiJIKO

OIRDA B 21%

2.5-4-I'y

Kommieken «rornicaifk-XBUiIs» MOXYTh OyTH TIOMideHi TiTbKH

T'enepainizoBaHi KOMIUIEKCH «CTIAHK-XBUIISD)

Mij yac apiMoTH abo yBi cHI

Heuacto

Pixxo
IPS BuK/INKae reHepastizoBaHi KOMIUIEKCH «CHANK-XBUII» y 15%—

21%, ane He BUKJIMKAE HAMA/liB

87%

PerynsipHi reHepanizoBaHi KOMIUIEKCH «cCHalk- XBHIs» 3 T'1x
(nianason = 2.5-4 T'n);

21% MOXyTh MaTH aOCaHCH, IMOYMHAIOUU 3 KOMIUICKCY «CIalK-
xBus» 2.5 T'm,

43% MOXyTh MaTu abcaHcH, nounHawuu 3 4 '

Slkmio mpoTsArom 3 XB MM 4ac TiNepBEHTHALIT BiACYTHI
TEeHepaTi30BaHi KOMIUICKCH «CHAfK-XBUJSD) y HENTIKOBAHOTO

naiienta, 70 JJAE MOKkHa BUKIIOUUTH. Pijie crioctepiraroTbest

JIe30praHi3oBaHi po3psan®

Epilepsial->

I0OAE

9-13 pokiB

8-20 poKiB; BUHATKOBI BUITQJKH MOXKYTh
BUHHMKHYTH B JIOPOCIIOMY Billi

3a3Bruail HOpMAJILHUM, ajle MOXKYTh BUHHKATH

TpyaHouIi B HaBdauHi abo CAYT
Pipme HiXK moaHs

Tunosa TpuBaiicts = 5-30 cex

HemnoBHe nopyIeHHs yCBiIOMIICHHS

3piaka
MoxxyTh IepeyBaTH i 3a3BH4Yail BigOyBaTHCs

y nepioxn yacTux abcaHciB

BupakeHnit MiOKJIOHYC PiJKO

Hopwma

T'enepanizoBaHi KOMIUIEKCH «CHaWK-XBUIsY — 3—5.5-I'1g
Komrmieken «rosicnaik-XBHiIs MOXYTh Oy TH IIOMideHi
TLTBKH T 9ac ApiMOTH abo yBi CHI

Yacrime, Hixk npu JAE

Pospsinu peectpyroTbes dactinre, Hix npu JJAE

Pigxo

IPS BuKIMKae TreHepani3oBaHi KOMIUICKCH «CIIAiK-

XBUIsS» y 25%, aie He BUKIIMKAE Hara liB

87%

PerynspHi renepani3oBaHi KOMIUIEKCH «CHAHK- XBUILD»
3-55Tn

SIKIIO He CHOCTEpIraloThesi TeHEpasi30BaHi KOMIICKCH
«CTIAMK—XBWJISD» TIPU  TIMEPBEHTWIALIT TPOTAroM 3
XBWIMH y TIallieHTa, sKuii He JikyBaBcs, 10 HOAE
MOKHA BUKJIIOUUTU

Jle3zopranizoBaHi po3psan® CIOCTEPIralThes y 8 pasiB

vacriwe, HiK npu JAE

Aopesiarypa: CAVYT, cunapom aediunty ysarw/rinepaktunocti; JAE, nutsya abcanca eminencis; EEIL, enekrpoenuedanorpama; ITE, igionarnuna reHepasizoBaHa

eminencist; IPS, nepepuyacta porocrumyssitist; FOAE, roBeninbha abcanca eminerncis; OIRDA, moTuinyHa nepeprByacTa pUTMHUYHA [Ie/IbTa aKTHBHICTb.

Jle3opraHizoBaHi po3psii BU3HAYAIOTHCS SIK KOPOTKodacHi (<1 ¢) i TMM4acoBi nepeprBaHHs iKTaIbHOTO PpUTMY a00 (OPMHU XBHIIb Pi3HOI yacToTH abo MopdoIorii mix yac

iKTaJIbHOTO PUTMY.

Opnak IT'E He moB)si3aHi 3 pO3yMOBOIO HEJOCTATHICTIO abo 3
po3BUTKOBUMH 1/a00 emientTuaauMu eHnedanonarisvmu (PEE)
BaxnuBo Bij3Haunty, mo II'E Takox kopesroe 3 moripiieHHsIM
JIOBrOCTPOKOBUX COILIAbHUX HACHIAKIB, BKIFOYAKOYH 3HUKCH-
HSl YCHIIIHOCTI; TiBUIICHUI PU3UK He3arIaHOBaHOI BariTHO-

CTi; TICUXIaTPUYHI, CMOIII¥HI Ta MOBEIIHKOBI MPOOICMHU; 1 3HH-
’KEHHS COLIaIbHOI B3aeMOii 3 npy3samu. >’

1.6 | Tenernxa

I'E xapakTepu3yroTbCs CKIAJAHUM YCIAAKYBAHHSAM, IIPU SIKOMY
BOHU BUHMKAIOTh Ha MOJIT€HHIH OCHOBI 3 BIUIMBOM HaBKOJIHIII-
HBOT'O cepejioBuIia abo 6e3 Hporo™.
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*f pilepsia

TABJULSA 2  Ocobmusocti FOME i JIIT'TK

O3Haku IOME JI'TK
Bik noyaTky 3aXBOpIOBaHHS
3BUYANHO 10-24 pokiB 10-25 pokiB
Jianazon 840 pokis 5-40 pokiB
PozBuTok 3a3Buyail HopManabHUN, HO Moke MaTi CLYT 3a3Buyaii HOpMaJIbHUNA, HO MOXKE MaTH

OCHOBHI THUIIH HamaiB

[HIi TMIM HanagiB

DeOprITbHI HaTTa Il

I'enepanizoBaHi TOHIKO-KJIOHIUHI HAalaan CHOCTEPIraloThes y

MiokJIOHIYHI Hamaau, TePeBaXHO Iifl Yac NPOOyIKEHHS

Mosxe 3yctpiuarucs npudnusHo y 4%—5%

CAvr

T'enepaiizoBaHi TOHIKO-KJIOHIYHI HaMa Iy,
MIEPEBaYKHO MPOTSATOM 2 TOIUH MICIIs
MIPOOY/KEHHS

Moske 3yctpivarucs npubmusHo y 15%
Abcancu ab0 MIOKJIOHIYHI Harmau He
CIIOCTEePIraloThest

>90%, SIKHM 4acTo NepeayIoTh MIOKIOHIUHI Hanmaau (MiOKJIOHI-

KO-TOHIKO-KJIOHIYHI) 1 4aCTO BUHUKAIOTh IIPU IPOOYHKEHHI

Abcancu crioctepirarorbes y 33%, K mpaBuiIo, KOporki (3—8

ceK), HevacTi (<IIOMHS), 1 3 PI3HUM MOPYLICHHSIM YCBITOMICHHS

Tpurepu JlenpuBariist cHa
DorocTHMyIIALiL
®Donoswii 3anuc EET Hopma

JlenpuBariist cHa

Hopma

I'enepanizoBani 3—5.5 't KoMIIIeKCH

«CTAK-XBAIISD) a00 «ITOJTiCITaK-XBUIIS»,

SIKI MOYKHA CIIOCTEpiraTH JIIIe YBi CHI
MokyTh (pparMeHTyBaTHCS YBI CHI

MoskHa To0aYuTH

MoskHa ToGaYnTH

Emninenrudopmai HeperymsipHi renepainizoBani 3—5.5 'l KOMILUIEKCH «cHaik-
pospsian XBUIISDY Ta IIONICTIANK-XBHJISD» CIIOCTEPIralOThCS Y BCIX
BiJBEICHHSIX
MokyTh (hparMeHTyBaTHCS yBi CHI
®doronapokcuzMaibHa 3ycrpivaerbes y 30%—90% BUMaIKIB Ta MOXKE CIIPOBOKYBATH
peaxiis MIOKJIOHIYHI Hamaau a00 MiOKIOHIKO-TOHIKO-KJIIOHIYHI HaIaIu
IHaykmis y 33% BUIAIKiB CIOCTEPIraroThCs TeHEPali30BaHi KOMILUIEKCH
FiMEePBEHTHISIIIEI0 «CHafK-XBUIIS, CIIPUYMHEH] TiHEPBEHTHIISLIEI0, e PIIKO

BHKIIUKAIOTh a0CaHCH

Ixkransna EEI’

T'erepamnizoBaHi KOMIUIEKCH «TOICIAHK-XBHIISDY 3

MIOKJIOHIYHUMH HallajgaMu

Jle3opraHi3oBaHi po3psiIy 3HAYHO YACTINIe 3yCTPIYarOThHCS MiJT
gac abcanciB npu JOME, mix npu JJAE

I'enepaiizoBaHi caiiky 3 TOHIYHOIO (ha3010
3 HACTYITHHM KOMIIIEKCOM «CIAK-XBHIISD)
MPOTSATOM KJIOHIYHO1 (a3, ajie 4acTo
MACKYETBCS ITiJ] M’ s3eB1

apredaxTu

['enepani3oBaHi KOMITIEKCH «CIIAHK-XBUIISD) a00 «IIOJTiCTIaliK-
xBuis» 3.5—6 'ty 3 abcancamu

I'eHepasti3oBaHi CrIallKy 3 TOHIYHOIO (pa3010 reHepali30BaHuX
TOHIKO-KJIOHIYHHX HamaJiB, 32 SKHMH CIIOCTEPIraloThCsl KOMII-
JIEKCH «CHAaNK-XBHJISD) TiJT 4ac KJIOHIYHOT a3y, aje 4acTo IpH-
XOBaHi apTe(akToM M’sI3iB

Abpesiarypa: CIVT, cunapom aedinuta yBaru/rinepakrusrocti; JJAE, nutsua abcanca eninencis; EET, enexrpoennedanorpama; JII'TK, emi-

JISTICIsI JIMILIE 3 TeHepali30BaHUMHU TOHIKO-KIOHIYHUMY Hamagamu; FOME, 10BeHinbHa MiOKIIOHIUHA eMierncis.

Ile 3acHOBaHE Ha BENUKOMY MACHBI KIIHIYHHX IOCIIIKCHBb
OMU3HIOKIB Ta iX poauH.’** MOHO3UTOTHI OJIIM3HIOKH MAarOTh BHU-
COKY Y3TOJKCHICTh 3a xapakTepuctukoro EEI" — renepanizobani
KOMILJIEKCH «CHalK-XBUIISDY 1 IEMOHCTPYI0Th 70% criiBna {iHHs
3 HanagaMu.’'* Hespakaroun Ha KIIiHIYHI FeHeTHYHi naHi, mmo-
mryk reHiB s IT'E GyB moBinbHMH, 100 OTpUMAaTH MAaTOTCHHI
BapianTH. Lle 3HaYHOIO MipOIO MOB’S3aHO 3 TOJIreHHOK OCHO-
Boto II'E, xonu iHAMBIAyyMy MOXe 3HaI0OMTHCS Oararto ajedis,
KOYKEH 3 SIKUX Jla€ HU3bKHUI 200 TIOMIPHUI PU3HK, JUIS TTPOSIBY 3a-
xBoproBaHHsi. 11100 oTpumary ysiBICHHS PO MOJICKYJIIPHY Ma-
TOJIOT1I0, JOCSTHEHHS BHMaraian o0)eIHAaHHS BEIMKUX KOIOpT

JUISL BUSIBIICHHS aJIeJIiB BIJHOCHO HU3BbKOTO pH3HKY. KoHCcOpLiyM
MIIEJI 31 ckiiaiHKUX €MiJIeTICii MPOBIB Mera-aHalli3 BChOro reHo-
My, B SIKOMY B3sUTH y4acTh 15 212 ocib 3 eminenciero ta 29 677
KOHTPOJNBHUX 0cib Ta ineHTnudikyBas 11 J0KycCiB, OB’ sI3aHUX 3
ITE.* s pobora npuIlycKae NaToreHHUH BapiaHT y KOXKHOMY
JIOKyCi B IPHYMHHO-HACHIAKOBHX 3B’ s13Kax I['E, ane He nmosicHIoe
OCHOBHUI MEXaHI3M.

BaxiBo BiJ3HAYUTH, NIO KOXKEH ITATOTCHHUI BapiaHT HE € Hi
JOCTaTHIM, Hi HEOOXiIHUM IS TOSICHEHHS MPUYMHHO-HACIIA-
KOBOTO 3B)SI3KY [UIsSl OKPEMOIT JIFOIUHH.

VY meBenukoi yactuau namieHTiB 3 ITE Oymu BUsBICHI MOHOTCH-
Hi npuynHA. [IpUKIany BKITIOYAIOTHh KibKA TCHIB CYOOTMHHMILI
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pertenitopa TAMK (e.g., GABRG2, GABRAI)*%" i rew, 1o komye
TpaHcnoptep miroko3u 1 (SLC2A41). *¥ 3yctpivarothes K criaj-
KOBI, TaK 1 BapiaHTu de novo; B OCTaHHBOMY BHIIQIKy CIMEHHHI
aHaMHe3 HEeraTHBHUIA, a B NIEpIIOMY — CIMEHHHI aHaMHEe3 MOXke
CBIJIYMTH MPO HEMOBHY NIEHETPAHTHICTD, IIPU IIbOMY HEYpaKeHi
0CO0M € HOCISIMU ITaTOT€HHOTO BapiaHTYy.

Xoda ciMeHHHI aHAMHE3 eIUIeTICii, OB’ sI3aHui 3 TeHepaizo-
BaHMMH HallaJlaMH, € CIPHUSTINBUM, HalyacTilIe y MaIieHTiB 3
ITE Hemae cimeliHoro anamHe3y eriierncii. L{e MokHa osicHUTH
abo Myrariieto de novo, abo CKJIaJIHUM yCIaJIKyBaHHSIM.

TakuM YHHOM, TEPMIH “2enemuynuii”’ BITHOCUTBCS 10 IPUUUHA
1 He 03HAYa€ «yCIagKOBaHU», BAYKIIMBA BiIMIHHICTB, SIKY 9aCTO
HEIPaBUIbHO TIyMavars. '’

[ToBToproBani BapianT KinbkocTi koriii (CNVs), Taki sk Mi-
KpOJIeNIeKIiT Ta MIKpOAYILIiKalLii, 3ycTpidatoTbest y 3% mnamieH-
1iB 3 ITE.*** BoHu, iIMOBIpHO, € OMHUM 3 MONIr€HHUX (HaKTOPIB,
110 CIIPUSIOTH ETIONOTIT IIMX PO3JIa/iB, & HE € MOBHICTIO MPHYHH-
HuMH. BoHN MOXyTh OyTH ciMeiiHIMH a00 BHHHKaTH de novo
i 3HaunO migBumryBaté pusuk I['E. Hampuxman, mikpomenerris
15q13.3 cnouarky Oyna BusiBieHa B 1% oci6 3 II'E nopiBusiHO
3 0,02% xoHTposnbHOI Tpyny; nauienty 3 II'E He mamm Ouibin
BaXXKOTO (DEHOTHILY, SIKUH paHillle acolliloBaBCs 3 LI€I0 MiKpo/ie-
JICLI€I0 TSHKKOI IHTEIEeKTYaJIbHOT HEJIOCTATHOCTI Ta TUcMopdiy-
HUX OCOONMBOCTEH, MI0 MiAKpecioe pisHy ekcrpecito CNV.¥
L MikpoeneKItisi BHHUKIIA y marieaTa de novo abo mMormna 6yTu
ycraakoBaHa. Xo4ya B POJMHAX HE CHOCTEPIirajiocs BUCOKOI Ite-
nerpantHocti II'E, ycnankoBani mikpomeneuii 15q13.3 Hec-
nu momiTHO migBunieHui pusuk IT'E y unenis civi.*!' Tlogass-
111 TOCITIHKEHHS TTOKa3aJIH, 10 MTOBTOPHI MIKpOIEeIil 3ycTpi-
yanucs: maiixe y 2% mnanientiB 3 ITE 1 Oynu wactimmmu npu
eTIIeTICii, HIXK TPH 1HIIUX PO3JTIaJax, TaKUX SK PO3Jal ayTHC-
TUYHOTO CHEKTpY, MM30(peHis Ta IHTEIeKTyalbHa HEJO0CTarT-
HicTh.* LI 1oCHiKEHHS MiAKPECITIOITh KOHTHHYYM 1 30ir Mix
EMIJICTICIEI0, HEBPOJIOTIYHUMH Ta IICUXIYHUMHU PO3JIaJaMH 3 TOU-
KM 30py MaTOreHETHYHUX BapiaHTIB, MPHUUOMY Oararo peryu-
Byrounx CNV CHpusioTh po3BUTKY BCiX IHX po3mafiB. Sk mpa-
BHJIO, y TAIIIEHTIB 3 EMiJIENICI€I0 Ta PO3YMOBOIO HEJJOCTATHICTIO
He ouikyeTbcsi HasBHOCTI IT'E; ofHak y piAKiCHHX BHIIaIKax y
HUX Moke Oytn kinacuuHa ¢opma II'E, mo nocumoe 30ir mix
LUMHU TPyIaMH 3aXBOproBaHb. Lle mie Ouible miITBepIHKY€ETh-
Cs1 BUCHOBKOM TIPO T€, 1110 MAI[IEHTH 3 JIETKOI0 PO3YMOBOIO HEJI0-
CTaTHICTIO, 5IKi CTpaX1atoTh KiacnayanMu cuaapomamu IIT'E, ma-
10Th mIe Oipin Bucoke HaBaHTakeHHA Ha CNV, mpuaomy CNV
BUsIBIIAIOTECS Yy 10% mnanienTis.*? Tyt CNV, iiMmoBipHO, cripusi-
0T TOJIITeHHII OCHOBI, IO BiAPI3HsE iX Bif MOHOTeHHUX CNV,
SIKI TOBHICTIO € MPUYMHOIO 3aXBOPIOBAHHS 1H/IUBIlyyMa.

1.7 | IcnyBanns inmmx I'TE, ki Mo:KyTH Haraay-
Batu IT'E, ane He € iXHB0OI0O YACTHHOIO

3anunraeTbes 0araTo MarieHTiB, sIKi HE BIIUCYIOTHCS B JKOJICH 3
ITE cunapomis, ane npu npomy maroTh Ha EEI renepasizosa-
Hi KOMIUIEKCH «CHalK-XBWJISD) 1 TeHepasi30BaHi THITU HAIaJiB.
Jlo HUX HaneXaTh MAIi€HTH 3 TAKUMHU BIJOMUMH CHHIPOMAaMH,
SIK MIOKJIOHIYHA ETIJICTICisl paHhOTO TUTHHCTBA, IIJIeTICIA 3 Mio-
KJIOHIEIO TIOBIK, SMiIEICis 3 MIOKJIOHIYHUMH a0CaHCaMU Ta eri-
JIETICiS 3 MIOKJIOHIYHUMH aTOHIYHUMHU HamajgaMu. € Takox Oa-

Epilepsia'~
pilep

raro MaIi€HTIiB, SKi TOYHO HE BIHUCYIOTHCS Y BIIOMEA CHHIPOM
eminencii, ane matots [ TE, Hanpuknax, 4-pidHa IUTHHA 3 1HTE-
JIEKTyaJIbHOI0 HOPMOIO, Jiniie 3 ad)eOpHIbHUMH TeHepasti3oBa-
HUMH TOHIKO-KJIOHIYHMMH HamaJaMu Ta TeHEpPali30BaHOK aK-
TUBHICTIO y BUIVIsI/II KOMIUIEKCiB «cnak-xBuiis» Ha EET. Li ma-
Li€HTH TOBHHHI OyTH Kiacu(ikoBaHi SK Taki, mo maooTs [ TE
6e3 crerdigHOr0 CHHAPOMY eITiIeTICil.

2 | JAUTAYA ABCAHCHA ENJVIEIICIA

JAE BuHHKa€ y HOpMAJIbHOT TUTUHU 3 MOJICHHUMH a0CaHCaMH,
MTOB)SI3aHUMH 3 TEHEPATi30BaHOIO AaKTUBHICTIO y BUIISALI KOMII-
JIEKCIB «CTalk-XxBuis» 2,5—4 ' Ha moyarky Hamany (TaGmums
3). AbBcaHcu TPOBOKYIOThCS TinepBeTIsnieo. HeBponoriunmii
orsig B HOpMi. PO3BHTOK i KOTHIIIis, SIK MPaBUJIO, HOPMaJIbHI.
MoxxyTb Butuknytd CJIVT i Tpynsont y HaBuanui. Hamaau xo-
POTKOYACHI, e MOXKYTh BUHHKATH Ki1acTepaMu. Pemicis erine-
nicii Hactae y 60% niTeil, 4acTo MPOTITOM 2 POKIB MiCIIs MOYaT-
Ky 3aXBOPIOBaHHS a00 B paHHBOMY ITiUTITKOBOMY BiIli.

2.1 | Eninemiosoris

3axBoproBaHicts Ha JJAE cranoButh npudnmusao 6,3-8,0 mitei
Ha 100 000 Ha pix.*** Ha nei npunamae npubausHo 18% emine-
Tcii y iTel MKiTbHOTO BiKYy.*

2.2 | Kuiniuna kapTuna

Bik nouarky 3aXBOpIOBaHHS, K IPABUIIO, CTAHOBUTH 4-10 pokiB
(miamazon = 2-13 pokis). ' V niTe#t 3 movyaTkoM 3aXBOPIOBaH-
Ha y Bimi 10 pokiB i crapmie BigmiaHicTh Mk JJAE i FOAE 3ane-
JKATH BiJl YaCTOTH a0CaHCHUX HamajiB. SIKIo THIIOBI abcaHCHI
Hamaa BUHUKAIOTh YacTo, MPHHANMHI 10/Hs a00 YacTile mpu
BificyTHOCTI NTikyBauHsI, niarao3 JIAE 6inbur iimoBipauii.> Oco-
ommBocti EEI" MmoxyTh nonomortu Binpizautu JIAE Bin IOAE.
HAE uacritue 3yctpivaersest y aiBdar (60-75% sunauakis).*’
®ebpuibHi cynomu B anamuesi € y 10-15% miteit.>>*
TOK, SIK TIPABUIIO, € HOPMaIIbHUM, Xoua J1iTh 3 JIAE MOXyTh MaTl
cnerdivni TpyaHom B HaBdaHHI Ta CAYI; obnasa MOXyTh
OyTH HEMOMITHAMHM Ta 1X JIETKO MPOMycTHTH.?”*>>° Takox Bin-

Po3Bu-

3HAYAIOTHCSI LTI BHCOKI MOKA3HUKHU Jenpecii i TpuBorm. ¢!
Hespornorigae o0CTeXeHHS 1 po3Mip TOJIOBU B HOPMI.

Xoua JIAE pinko Mo)ke BHHUKATH Y OCi0 3 IHTENEKTYaIbHOO He-
JIOCTATHICTIO, Y TaKUX BUIMAAKaX CJiJ PO3MISIHYTH JOCIiKCH-
HSl, sIKE BKJTIOUA€E TeHETHYHE TECTYBAHHSI, 00 BUKITFOUMTH 1HIIY
eTioNorito. Y BHIAJKaxX 3 MOSBOK a0CAHCHUX HAIaJiB Y Billl 10
4 pokiB niarHo3 aedinuTy TpaHcnoprepa roko3u 1 (mos’siza-
HUM 3 matorenHuMH Bapiantamu SLC2A1) BusiBisietses y 10%
narenris. 46263

2.3 | Tepe6ir xeopoou

JAE, six npaBuito, uyminBa Jio JikyBaHus. Pewmicis JJAE Hacrae
ZI0 PAHBOTO MiUTITKOBOIO BiKy y 60% martieHTiB.*#*%46° ¥V perm-
Ti TTALi€HTIB MOXYTH po3BuBaTHcs iHmi cuaapomu IT'E. Bincyr-
HICTh MOTOPHHUX aBTOMATHU3MiB MOXKE KOPEIFOBATH 3 TipIIHMMH
HacJiIKaMu Hamaais. %
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TABJIMLS 3 Hdiarsoctuiuni kputepii JJAE

Merton BubGOpYy
Hamnanu Tunoswuii abcanc
EEI' TTapokcusmu 3 '

(nmiama3on = 2.5-4 I'n)

Y BUIVISAZI TeHEPATi30BaHUX
KOMIUICKCIB CIAK-XBHIIS HA  I1O-
yarKy abcaHcy

(MOXITHBO OyITH OTpHMaHi

i3 aHAMHE3Y)

Bik nouarky

3aXBOPIOBAHHS

Po3zBuTok TI04aTKy 3aXBOPHOBAHHA

Hesposoriunuii

OIS

Komop6inHicTs

Bizyamnizaris

THImi qocHimKeHHs:

TEeHEeTHYHI Ta iH.

MPT p71st HOCTAaHOBKH JiarHO3Y HE MOTPiOHA.

Ionepemxenns (ysara!)*

T'TKH niepeBaxHo 10 ado i1 yac nepioay

JacTux abcaHciB

3aTpHMKa NOILSIAY 3 THIIOBOIO TpHBamicTio > 30c
a00 3 MOCTIKTATBEHOIO CILTYTAaHICTIO CBIZOMOCTI ab0
BTOMOIO

AOcaHcH, 110 BUHUKAIOTh <IOAHS Y

HEJTIKOBAHOTO TAaIli€HTa

ITociinoBHO OXHOCTOPOHHI emnienTudopMHi

po3psiIH

BincyTHicTb TeHEpaTi30BaHUX PO3PSIIIB
«crank-xBums» 2.5-4 I'n nig gac I'B y Heli-

KOBAHOTO Malli€HTa, SKuit 100pe Bukonye I'B npots-

roM 3 XB abo JoBIIE

3ammc THIOBOTO Mepioay (HOTOCTUMYIISLIIT

6e3 xopemsinii EEI' y muTHHE 3 reHepali3oBaHOO

AKTHBHICTIO Y BUIVISII KOMIUICKCIB «CIIAHK-XBHIID)

2.5-4-I'n

Criiike ynoBinbHEeHHS (poHOBOTO 3anmcy EEI"

TIPH BiZICYyTHOCTI CEJATHBHMX IpEapariB

2-3 abo 11-13 pokiB

IHTCJ’I@KTyaJ'ILHa HEJIOCTATHICTh
JIETKOI'O CTYIICHA

TloTeHIiHO 3HAYYyIII BiIXUIICHHS
MIPU HEBPOJIOTIYHOMY OOCTEXEHHI, 32 BUHSATKOM BH-

MaJIKOBUX PE3YJIbTaTIiB (JIUB. TEKCT)

INoTeHuiiino 3Havy11a aHOMaIbHA
HeHpOoBi3yaizallisi, BAKIIOYal0uH BUIIAAKOBI
pe3ynbratH (AUB. TEKCT)

Kputepii BUKIIOUCHHS

Bynb-sikuit 3 HACTYITHUX THIIIB HaNaiB:

* BupaxeHi MiOKJIOHIUHI Harmaau

* BupaxxeHa MiOKJIOHIsI ITOBIK

» MiokJIoHIYHHIT abcaHC

¢ ATOHIYHI Hamagu

» ATHnoBi abcancu

» GokabHI HaNa ¥ 3 OPYIICHHSM yCBiZTOMJICH-

Hi

YroBinsHeHHS nH(y3HOTO GOoHY

<2 abo >13 pokiB

IHTeneKTyabHa HeIOCTaTHICTh Bij
MOMiPHOTO 10 IIHOOKOTO CTYEHS

KorniTuBHa crarnaiisi abo 3HWKEHHS

Hwusbkuii piBeHb NIIOKO3H B JTIKBOPI Ta/abo maro-
reHHui BapianT SLC2A4 1

(TecTyBaHHS B OLITBIIOCTI BUMAIKIB HE MOTPiOHO,
ajie HACTIITHO PEKOMEHIYEThCS y [iTeil 3 movar-
KOM 3aXBOPIOBaHHs <3 POKiB, Mikpouedaiero i/
a00 IHTEJIEKTyaIbHOIO HEZIOCTATHICTIO)

IkraneHa EEI He moTpiOHa Julst TOCTaHOBKH J[iarHO3Y, 32 YMOBH, IIO iHTEPIKTAJIbHE JIOCIIDKSHHS MT0Ka3ye reHepasli30BaHi MapoOKCU3MHU CIIAUK—XBHJIBOBOTO PO3-

psny dacrororo 2,5-4 I’y iy yac HecnanHs. [Ipote, y OibIIoCTi HellikoBaHKX MaiieHTiB Ha pyTuHHid EEI Oyne 3agikcoBanuii abcaHc.

Cunnpom 6e3 1abopaTopHOTO MiATBEPIKEHHS: Y perioHax 3 oomexxenumu pecypcamu JIAE Moxke Oy HiarHOCTOBaHa y JiTei 6e3 monepeaKeHb, SKi BiINOBIIAI0Th

BCIM IHIIMM 00OB>S3KOBHM 1 BUKJIIOUHHM KPUTEPIsM, SIKIIO Y HUX criocTepiraetbes abcanc mpu I'B.

Aopesiarypa: JJAE, nursiua abcancHa eninencis; CMP, cinaromoskoBa piguna; EEIL, enekrpoennedanorpama; I'TKH, renepanizoBani ToHiKo-KajgoHi4HI Hanaau; I'B,

rinepsenTusnis; MPT, MaruitHo-pe3onancHa Tomorpadis.

*Kpurepii, 1m0 BificyTHI y MepeBakHOi GiMBIIOCTI NANIEHTIB, SKi CTPAXKIAIOTH CUHIPOMOM, alle iHOM MOXKYTh OyTH npucyTHi. [lonepe/pkenHs cami 1o co6i He BUKIIOUATH

CHHZPOM, aJi¢ MOBUHHI 3MyCHTH JIiKaps MEePEerVIIHYTH iarHo3 i MPOBECTH MOJABILI AOCIIIKSHHS, 1100 BUKIIIOUUTH iHIII cTaHu. YnM Oinblue NOnepe/ukeHb IPUCYTHI, THM

MCHIII BICBHCHUM MOXXHa 6yT]/I B HiaFHO3i KOHKPETHOI'O CHHIPOMY.

2.4 | Tunu Hanagis

Tunosi abcaHcu MalOTh PaNTOBUI MTOYATOK IMOBHOI BTPATH CBi-
JIOMOCTI y OUTBIIOCTI AiTeH, i3 3yIHHKOIO MOTIISAY, BTPATOIO Mi-
MiKH OONTNYYS 1 MPUMUHEHHSIM aKTHBHOCTI. OpanbHi Ta/abo Ma-
HyaJIbHI aBTOMaTH3MU 3yCTpidaroThes y 86% Nali€eHTiB, KIinaH-
Hs OYCH, PO3ILIIOILYBAaHHS 04ei a00 CITa0KUil MIOKIIOHYC MTOBIK
a00 nepiopanbHUI MIOKIIOHYC - ¥ 76,5% nariienTiB. BinOyBaeTsb-

Cs1 HeTailHe TTOBEPHEHHS 10 HOPMAJIbHOI MisTIBHOCTI, X04a JTITH
MOXYTh Ha MHTH OyTH pO3TyOJieHi ITi yac CBOEI mepeopieHTa-
1i1.%¢7 TpuBasicTh 3a3Buyaii cranoBUTE 3—20 ceK, ceperHst TpHU-
Bauticth 10 cek, ane pinko BOHU MOXYTh TpUBATh >30 cek.5608 72
Mooxe OyTH HETPHUMAaHHS cedi i BTpara mocTypabHOrO KOHTPO-
mo. Hanay 3a3Buuaii BAHMKAIOTh KiJIbKa pa3iB Ha JI€Hb, aJie Ya-
CTO HE PO3Mi3HAIOThCs. | eHepai3oBaHi TOHIKO-KJIOHIYHI Hara-
IIM P1KO TIepeayIOTh a00 BUHUKAIOTH B TIEPiof YacTUX abCaHCIiB
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y mutsiaomy Bitti.>*’ SIK mpaBuIi0, BOHH MOYUHAIOTHCS B I LTIT-
KOBOMY BIIli, YaCTO ITicTIsl 3HUKHEHHSI a0CaHCIB, 1 MOXYTh CBiJI-
YHUTH IIPO PO3BUTOK iHIIOro cunapomy II'E (wanpukmazn, FOME,
IOAE, T'TKJI).

MIOKIIOHIYHI Hamajau, KPiM JIe[b MOMITHOTO MIOKJIOHYCY, IO
BHUHUKAE i1 yac abcaHcy, He criocTepiratotses npu JJAE. Bupa-
YKCHUH MIOKJIOHYC IIiJl 9ac aOCaHCHUX HamamiB (iTHATTS 000X
BEPXHIX KIHIIBOK 3 TOHIYHOIO T03010) NOBHHEH BKa3yBaTH Ha
PIAKICHUY THIT HAaMaIiB - MIOKJIOHIYHI a0CaHCH, sIKi CIIocTepira-
I0ThCS TIPH CUHJPOMI erTiiencii 3 MiOKJIIOHIYHUMH a0CaHCaMH.

2.5 | Eaekrpoenuedanorpama

2.5.1 | Turepixranbua

®oHoBmii 3anuc B HOpMi. [loTunuuHa nepepuByacTa puTMid-
Ha nenbra-aktuBHICTE (OIRDA) 3ycrpivaerses y 21-30% mi-
teit 3 JIAE®” 3 gactororo 2.5-4 T’ i Moke Maru 3yGuacTuit
BT, CIIOCTEPIraloThCsl TAPOKCU3MHU y BUIIIAII KOMIUICKCIB
«cmaik-xBuwis» 3 ' (miamazon = 2.5—4 I'm), siki MOXKYTB CTaBa-
TH (pparMeHTOBaHUMH YyBi CHI." DparMeHTOBaHa reHepai3oBa-
Ha aKTMBHICTh Y BUIVISII «CHAWK-XBUIISD) MOXKe BUIIsiatu ¢o-
KaJIbHOI0 200 MYJIBTH(OKATBHOIO, ajic B OHI 00JacTi HE CIT0-
cTepiraeTscst MOCTiifHO. Mopdosoris (oKambHOI CHalK-XBHIII
moiOHa 10 TeHepaTi30BaHoi craiik-xBuii. Komriexen «mosic-
MaNK-XBUJISH» MOXKE CITOCTEPIraTHCs TUTBKH ITiJ 9ac JAPIMOTH i
CHy, ane He mij yac Oaxpopocti.®’ [lepepupuacta GpoToCcTHMY-
JSILiS BUKJIMKA€E TeHEpali3oBaHy aKTUBHICTh y BUIVISII KOMII-
JIEKCIB «craik-xBuiis» y 21% 0¢i6.

Fp2-F4
F4-C4
c4-P4
P4-02
Fp2-F8
F8-T4
T4-T6
T6-02
F8-FT10
FT10-TP10
T4-TP10
Fz-Cz
Cz-Pz
Pz-Oz
Fp1-F3
F3-C3
C3-pP3
P3-01
Fp1-F7
F7-13
T3-T5
T5-01
F7-FT9
FT9-TP9
T3-TP9

Epilepsia’->

252 | Ikraabna

Ixransaa EEI" xapakrepusyetbes peryispHoro 3-I'm (niamazon
= 2.5-4 ') reHepaiizoBaHOIO aKTUBHICTIO Y BUIJISI KOMILJIEK-
CIB «CIalK-XBHWJISI» B MEPINy CEKyHJy mouyarky adbcancy (Pucy-
HOK 2). [Tpubnusno y 21% naiienTiB npuHaiMHI KiJibka abcaH-
ciB mounHaoThes 3 2,5 I', a 'y 43% npunaiivMHI Kibka abcaHCIB
nourHaThCs 3 4 T'.%® JlesopranizoBani po3psiiu, 0 BU3HAYA-
I0TbCSI KOPOTKUMH (<1 ¢) a0 THMYacCOBMMH NEpeOOsIMH B iK-
TaJbHOMY pUTMI, a00 (hopMamu XBHIII Pi3HOT yacToTH abO MOp-
(botorii, BUSABIAIOTHCS 3HAYHO pifmie, Hix npu FOAE.® Abcancu
Ta TeHepasi30BaHi KOMILICKCH «CHAiK-XBHJISD» MPOBOKYIOTHCS
FIMEePBEHTWIALIEI0 Y OUIBIIOCTI HETIKOBaHHX TMalieHTiB.>! 7
Komrureke moBineHa ciadik-xBmis (<2,5 1) He criocTepiraeTh-
csl. SIKIIO HEeNIKOBaHA JWTHHA JI0OpE BHKOHYE TiNEPBEHTHIIS-
L0 IPOTATrOM 3 XBHJIMH 1 HE CIIOCTEPIraroThCsi TeHepali3oBaHi
Crak-xBHIIl, MOJKHA BUKITIOUNTH [JAE.

2.6 | Bisyanizanis

Heiipoizyamizariisi € HOpPMaJIbHOIO 1 HE ITIOKa3aHa ITPH THIIO-
Bill JIAE. Lle cnij BpaxoByBaTH NpH HasiBHOCTI aTHUIIOBHX O3HAK
JAE, sikio Hanaay pe3ucTeHTHI JI0 JTIKapChKUX MpernapariB abo
skiio Ha EET cnocTepiraerses criiike GpokanbHe yIOBUIbHEHHS.
2.7 | Teneruka

l'eneTnyHe TecTyBaHHS HE € YaCTWHOIO IOTOYHOI PYTHHHOI

JIarHOCTHKH, ajie B Mipy BHUSIBICHHSI OUIBIIOI KUJIBKOCTI I'eHe-
TUYHHX JACTCPMIHAHT BOHO MOXKE YBIHTH y iarHOCTUYHY chepy.
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PUCYHOK 2 Tunosuii abcaHc y 7-pidHOI JiBUMHKHU 3 IBOCTOPOHHIM CHHXPOHHUM KOMILICKCOM «CHANK-XBHII» (MaKCHMalbHA (POHTAIbHA aMIITi-

Tyzna). PerynspHicts i wactora Ha nodarky (3,5 I'y) i TpuBanicTs (7 cek) BiIIOBiNAIOTE QUTAYil abcaHCHIN eminencii.
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10] 1 i

Epilepsia
Kuniniyai reHeTHYHI JOCHIIKEHHS, TaKl SIK JOCIIKEHHS OJIM3-
HIOKIB, moka3anu, mo JIAE Mae CHIIBHY TEHETHYHY CKJIalo-
By.>30:31:34 BijoMo nuie KijibKa reHiB, 10 HaJaf0Th MOHOT€HHHA
pusuk po3putky J{AE, B ocHOBHOMY i1eHTH(])IKOBaHUX B XO/Ii Ci-
MEHHHX JOCIIDKEHb, ¢ € Oararo Jroaei, ski crpaxkaawts IT'E,
a00 BENHMKHUX KOTOPTHUX MOCHimKeHb (Hampukian, GABRG2,
GABRAI, SLC2A41).35%62 TectyBaHHs CIiZ PO3TISIATH, SKIIO
abcaHcH MOYMHAIOTHCS Y Billl 710 4 POKIB (HANPHKIIA/, TECTYBaH-
Hs Ha SLC2A41), ockinbku y 10% niteit ciocrepiraerbes nedi-
LUT TPAHCIIOPTTEPa IIIOKO3H 1, 1 0COOJIMBO NPH HAsIBHOCTI aTH-
MOBUX O3HAK, TAKHMX SIK 1HTEJEKTyalbHa HEIOCTATHICTh, PyXO-
Bi po3naam abo Pe3UCTEHTHICTH M0 Teparrii, abo 3a HasSBHOCTI
MEPEKOHIMBOTO CIMEHHOTO aHaMHe3y HamamiB.*>%>"78 [cHyroTh
Takox rnosroproani CNVs (Hanpukian, mikponenenis 15q11.2,
15q13.3, Ta 16p13.11), gKi CIpUSIOTH CKIIAJHOMY yCHaJIKyBaH-
H10.**! SKIo mUTHHA Mae 3Ha4YHI MPOOIEMH y HABYaHHI, CIif
PO3IVISIHYTH XPOMOCOMHHH MIKPOYHII, OCKIIBKH BHUSIBISETHCS
OinbI Bicoka gactora maroreHHux CNV.#

2.8 | Tnii gocaimxkenus

VY THIIOBMX BUNAJKaX HISKUX 1HIIUX JOCITIKEHb MPOBOIIUTH
He moTpiOHO. SIKIIO MoYaToK 3aXBOPIOBAHHS TPHIIAIAE HA BiK
MeHIIe 4 pokiB a00 € HETHUIOBI 03HAKH, TaKl SK IHTEJIEKTyalb-
Ha HEIOCTATHICTH a00 PyXOBi PO3TaaH, TO CIiJl POSTISHYTH Mi-
arao3 aedinuTy TpaHcmopTepa miroko3n 1. HalOinem mBuako
IIe MOYKHA BH3HAYHUTH 3a JIOTIOMOTOIO Tirmorikopaxii (abcomroT-
HO HHU3BKOTO PIiBHS TNIFOKO3HM B CIIMHHOMO3KOBIH PiIMHI HATIIE)
a0o 3a jormoMororo MyTariiHoro ananizy SLC241.

2.9 | JAundepenniiina giarnocTuka
THmi emimerncii:

1. Eminericis 3 MIOKJIOHIEIO MOBIK XapaKTEPHU3Y€EThCs abcaHca-
MU 3 [TOBTOPIOBAHHUMH, PUTMIYHUMH, MIBUAKHMHU ITOIITOB-
XaMU TOBIK, BIAXWJICHHSIM OYHHUX SIONYyK Bropy i craOKum
PO3TMHAHHSAM TOJIOBH; Hamagd YacTO BUKIHKAIOTHCS 3a-
KPHUTTSM OYeH, COHSIIHIM CBITIIOM 1 ()OTOCTUMYIIAIIIETO.

2. Eminericis 3 MIOKJIOHIYHHMH a0CaHCAMU XapaKTePH3YEThCS
abcancamu 3 311 MIOKJIOHIYHMMH TOCMUKYBaHHSIMH BEPX-
HIX KIHIIIBOK 3 MPOrPECYOYHNM MiAHOMOM (T IHATTIM) PYK.

3. THmi redepaiizoBaHi emiierncii 3 aTMMOBUMH abCaHCaMH Ya-
CTO TIOB)A3aHI 3 OUTBII TPUBAIOIO BTPATOIO YCBiTOMIICH-
Hsl, OLIBII HEIOMITHHM ITOYATKOM 1 3MIIICHHSAM, a TaKOXK
MOBIJIBHOI TeHepali3oBaHol craik-xBuielo. Bonn 3a3Bu-
Yaif BUHUKArOTh B KoHTekeTi PEE, Takoro stk cuaapom JIeH-
HOKca-I"acTo.

4. IOAE 3a3Buyaii mounHaeThes micias 10 pokiB, 3 MeHII 4ac-
THMH abcaHcamMH (MEHII HiXK MIOAHS), OUTBIT HETIOMITHOIO
BTPATOIO YCBiTOMJICHHS 1 Oi7IbIII BUCOKHM PH3UKOM TeHEepa-
JII30BaHUX TOHIKO—KJIOHIYHMX HAIaIIB 1 eJIENTHYHOrO CTa-
Tycy. PerynspHicts 1 yacrora reHepasi30BaHUX CHalK-XBHU-
JILOBUX PO3PSIIiB MOXKYTh TOMOMOITH BinpisHutH JAE Big
IOAE.

5. ®okanpHI HamaaW 3 MOPYIICHHAM YCBIIOMIICHHS 9acTO BiJl-
PI3HSIOTHCS IOYaTKOBUMHU (POKATHHIUMU HEMOTOPHUMHE 03-

HaKaMH¥, OUTBIIIOI0 TPUBAIICTIO 3aCTHIVIOTO MOTISAAY (Y4acTo
>30 ceK) i MOCTIKTAIEHUME O3HaKaMU, BKITFOUAOUH CILTyTa-
HICTh CBI1JIOMOCTI, COHJIMBICTE 1 rojoBHui 0116, EET moka-
3y€e (oKasbHI eniienTuGOpMHI PO3PSIH.

Heeninentuuni po3naaun:
1. 3amymimBicTh

2. HeyBaxHicTb

3. OuHi Tikn

3 | IOBEHIVIBHA ABCAHCA EIIVIEIICIA

FOAE xapaxrepusyeTbesi abcaHcaMy, sIKi 3a3BUYail BUHUKAIOTh
pijle HiXK MIONHS B CTaHi 0e3 JIKYBaHHS Ta ITOB’s3aHi 3 TCHE-
pasti3oBaHMMU criaiik-xBuwisiMu >3 [y (miamazon = 3-5,5 ') y
3BHUyaitHOrO TiATiTKa.®” [eHepanizoBaHi TOHIKO-KIIOHIUHI Hara-
U croctepirarotbes y >90% BumanakiB, HaldacTiIIe MOYHHA-
IOTBCSI HeBIOB31 micis moyatky abcanciB. (Tabmums 4). HeBpo-
JIOTIYHUH OTIIsAA B HOpMi. PO3BHUTOK 1 KOTHITHBHI 3MI0HOCTI, SIK
MIPaBUIIO, HOPMaJIbHI, X04a MOXyThb BuHUKaTH CIAYT 1 TpyaHo-
11l B HaBYaHHI. X04a HamaJu MOXKHA KOHTPOJIFOBATH 32 JIOTIOMO-
roro [THII, Moxe 3Ha100UTHCS JOBrOTPUBAJIC JTIKyBaHHS.

3.1 | Eninemiosoris

FOAE 3ycrtpivaetscst pimure, Hixk JTAE, mo cranoButs 2,4-3,1%
HOBHUX BHMIAJKIB emijencii y mitei Ta mimmiTkis.'*!* OnHak 1e
MoOKe OyTH HEIiarHOCTOBAaHO, OCKITBKH aOCaHCH MOXYTh OyTH
HEMOMITHHMH 1 HE OMiueHUMH. !

3.2 | Kuainiuna kapTuna

TurmoBmii Bik moyaTKy 3aXBOPIOBAHHSA CTAaHOBHTS Bin 9 10 13 po-
KiB, 3 giama3oHoM Bix 8 1o 20 pokiB. BUHSTKOBI BHITQJKH MO-

1664 Y pumagkax 3 IOYaTKOM 3a-

KYTb OyTH Y JOPOCIIOMY JKHUTTI.
xBoproBaHHA y Bimi <10 poki BiaminHicTs MiX HOAE i TAE
Moxe OyTtu ckianHoro (Tabmumst 1). BigMminHI pucH BKIFOYa-
I0Th OLJIBII CTapIInii BIK IIOYaTKy 3aXBOPIOBAHHS i MEHIILY Yac-
toty abcanciB mpu FOAE. Xapakrepuctuku EEI" cxoxi; ogHak
OIRDA He cniocTepiraerscsi, a reHepaIi3oBaHi po3psiii MOXYTh

OyTH Jenio yactimmmu i Ounbir Heperynsipaumu ipu FOAE.

Po3BuTOK 1 KOTHITHBHI (PyHKIIT 3a3BH4ail HOpManbHi. OedpHiTh-
HI Cy/IOMH B aHaMHe31 criocrepiratorbest Bijg 6% 1o 33% Buna-
kiB.>"#" 3Ha4yHi KOTHITHBHI MOPYIICHHS MOBUHHI BKa3yBaTH Ha
aJIbTCPHATUBHUI JiarHO3.
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TABJIULA 4 Hiarnoctuuni kputepii FOAE

O00B’s13KOB1 03HAKH
Hananu Tumnosi abcancu
EEI' ITapokcu3mu 3 4aCTOTOO

3-5,5 'y y Bummsiai
KOMIUICKCIB «CTIaiK-XBHIISD (MOXIIH-
BO OyJI0 OTPUMAHO 3 aHAMHE3Y)

Bik mouarky 3aXBOPIOBaHHS

Po3BUTOK Ha MOYATKy 3aXBOPIOBAHHS

Herpostoriunuii orsig

Komop6inHicTs

Bisyaunizarist

THIIi TOCITiKEHHS:

TEeHETHYHI Ta iH.

Ilepebir xBopobu

MPT st HOCTAaHOBKH AiarHO3y He MOTPIOHO.

INonepemxenns (yBara!)*

3ynuHKa MOy 3 THIOBOK TpUBa-
sticTio > 30 cek abo 3 MOCTIKTaIbHOIO
CIUTYTaHICTIO CBIZIOMOCTI 200 BTOMOIO

Yacrora abcancis >10 Ha qeHb

BincyTHICTh reHepani3oBaHuX CHailK-
XBWIb 3-5,5 'y, 1m0 akTuByI0THCS ['B,
y HEJIIKOBAHOTO TALi€HTa, KU J00pe
BukoHye I'B mpotrsirom 3 xB a6o 10B-
e

Crifike ynoBiTbHEeHHS (DOHOBOTO 3a-
mucy EET 3a BincyTHOCTI ceaTuBHO-

TO Ipenapary

IHTeneKTyanbHa HEJOCTATHICTH JIET-

KOTO CTYIIeHS

IToTeHmiiiHO 3HAYYL BIIXHICHHS IPU
HEBPOJIOTiYHOMY OIS, 32 BHHITKOM

BUIIAIKOBUX PE3YINIbTATIB (JHUB. TEKCT)

[MoTeHiiiHO 3HaUyIIIa aHOPMaJIbHA
HepoBi3yai3alisi, BUKIOYAI04n

BHUITAJIKOBI PE3YJIbTATH (JMB. TEKCT)

Bincyricte IT'TKH B mepebiry emisne-
ricii 3a BigcytHoCTi JtikyBaHHs [THIT

ski epexrusHi npu ['TKH

Epilepsia

Kpurepii BUKIIOUCHHS

Bynp-sikuit 3 HaCTYIHHMX THIIB Hama-
ay:

*BupaxxeH1 MIOKJIOHIYHI HaNa 1
*BupaxkeHa MIOKJIOHIS TOBIK
*MiokJIOHIuHI abcaHch

*ATOHIYHI Hamau

*ToHi4HI Hara K

*ATHuroBi abcaHcu

*DoKaNbHI Hamaau 3 MHOPYIICHHIM

YCBIIOMJICHHSI

[MocninoBHi yHizaTepanbHi (oKambHI
enitenTiopMHi po3psan

Jludysue ynoBiabHeHHsT HOHOBOTO 3a-
IHCY

3anucaHuil THIOBHI Nepio 3yIUHKA
nonwsiny 6e3 EEI kopersimii

<8 ab6o >20 pokiB

IHTenexTyanbHa HEIOCTAaTHICTH BiX

MOMiPHOTO 10 Ba3KKOTO CTYIEHS

KorHiTrBHa cTarHaiis abo 3HUKEHHS

Huspknii piBeHb TIIOKO3M B JIKBOPI
Ta / abo marorennuit BapianT SLC2A1
(TecTyBaHHs B OUIBIIOCTI BUIIA/IKIB HE
MOTPiOHO, aje HANOJIETINBO PEKOMEH-
Iy€ThCsl MalieHTaM 3 Mikporedaiti-
€10 Ta / ab0 JIETKOI PO3yMOBOIO Bijl-

CTAJIICTIO)

Ixranera EEI’ He moTpiOHa Juist IIOCTaHOBKH [iarHO3Y, 32 yMOBH, IO iHTEPIKTAlIbHE JOCII/KCHHS TI0Ka3ye MapoKCH3MH FeHepasi30BaHOIO CIAiK-XBHIbOBOTO

po3psimy 3-5,5 'y i wac 6aapopocti. OnHaK y OIIBIIOCTI MALIEHTIB, SKi He OTPHMYBAJIH JiKyBaHHs, Ha 3Bu4aiiHiil EET" OyayTs 3adikcoBaHi abcaHcH.

CunzpomM 6e3 1abopaTopHOro MiATBEpUKeHH: Y perionax 3 oomexenumu pecypcamu FOAE MoxHa iarHoCTyBatH B 0¢i0 €3 3acTepekeHb, SIKIIO0 BOHA BiIIOBI-

JIa€ yCiM IHIIMM 000B’SI3KOBUM Ta BUKIIFOYAF0OUMM KPHTEPIsIM, SIKIIO y TAIIEHTIB CIOCTEPIraeThCsl TUIIOBHI abcaHcHUH Hamay i3 HV

Ab6pesiarypa: [THII, nporunananosi npenaparu; L{CP, nepebpocninansua pinuna; EEL, enexrpoennedanorpama; I'TKH, renepanizoBani TOHIKOKJIOHIYHI Hama-

1w, I'B, rinepeentmisiis; FOAE, roBeninbHa abcancha emninerncis; MPT, MarHiTHO-pe3oHacHa ToMorpadis.

a Kpurepii, siki BiICyTHI y nepeBaXHOT OLIBIIOCTI MAIi€HTIB 13 CHHAPOMOM, ajle PiIko MOXKYTb OyTH noMideHi. [TomnepemkeHHs cami 1o codi He BUKIIIOYAIOTh Ha-

SIBHICTh CHH/IPOMY, aJIe TIOBUHHI 3MYCHTH JIIKapsi MEPErIsIHYTH JIarHO3 1 MPOBECTH MOAANBIII JOCII/UKEHHS, 00 BUKIIIOUUTH iHIII cTaHu. YuM Oiiblie nonepe-

JDKEHb IPUCYTHI, TUM MEHII BIIEBHEHO MOXKHA Oyzie iarHOCTYBAaTH KOHKPETHUH CHHIPOM.
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2L Epilepsia
33 | Ilepebir xBopoou

IOAE wacto WyTnmBa 10 JTIKapChKUX IIPETapariB, aje MOXe
3HAMOOUTHCST TOBroTpuBaia teparis.®*$82 Etocykenmin B sko-
CTi MMOYaTKOBOI MOHOTEparii He PEeKOMEHAYETHCS Yepe3 BHCO-
Ky WMOBIPHICTh TeHEePaTi30BaHUX TOHIKO-KIOHIYHUX HAraiB.s
[Ipu rerepanizoBaHUX eMiJIeTcigx ciif BukopuctoByBatu [THIT
IIMPOKOTO CIIEKTPY Jii.

Oco6u 3 FOAE wmarote 6inbin Bucokuit piseas CIVYT i mpobie-
MH 3 HAaBYaHHSM, HaBiTh SKIIO HANAaU J00pEe KOHTPOIIOKOTh-
cs1.598485 Takok BII3HAYAIOTHCS OLIBII BHUCOKI MOKA3HHUKHU IE-
npecii i TpuBorn.®!

34 | Tunu Hanaxgis

OO6o0B’s13k0B1 abcaHcHI Hamagu. Ilpu mpoMy criocTepiraeTbes
Ppi3Ke TOTIpIIeHHS YCBIIOMIICHHS, 3aCTHIIINH MO 3 BiACYT-
HICTIO MIMIKH OO, TIEPEpUBAHHS aKTUBHOCTI, 3 / 0€3 opab-
HUX aBTOMATH3MIB i HeTaifHe MTOBEPHEHHS 10 HOPMAJbHOI [TisTb-
Hocti. (Pucynok 3). Brpara ycBimomieHHs acTo OyBae MEHII
moBHO0, HiK mpu JTAE.¢7% ITix yac aGcaHCiB 3 HEMTOBHOO BTpa-
TOIO YCBIJIOMIICHHS JIIOMHA MOXKE pearyBaTH Ha KOMaH[H, aje
{if BAYKKO BUKOHYBATH CKJIaJIHI 3aBJaHHA. THIIOBa TPUBAIICTh —
5-30 ¢, 3pizKa TparUIsAroThCs TPUBAJIII Haraan. YacToTa 3a3BU-
vail MeHIIa 3a mozeHny. 4% I1ix uac abcaHcy MOXKHA MOOAUNTH
HE3HAYHUI MiOKIIOHYC.

EninenTrynmii cTaTyc npu HasBHOCTI aOCaHCIB 3yCTPIYAETh-
cst mpubnu3no y 20% namieHTis.

[eneparnizoBaHi TOHIKO-KJIOHIYHI HAITagy BUHUKAIOTH OiJIBII
Hik B 90% Bumaakis.* 3a3suuail BOHUM 3’ SIBIAIOTHCS TTCIS O~
qaTKy abcaHcy, ane B 14-27% BUMaaKiB MOXYTb IepeyBaTu ad-
cancy.**® YacroTa renepasizoBaHNX TOHIKO-KJIOHITHUX HAIA B
Bapiroe.

MioKITOHIYHI Hamaau € BUHATKOBUMH, OKPiM HE3HAYHOTO Mio-
KJIOHYCY, IO 3’ SIBISAETHCA i1 9ac abCcaHCHY.
Iimi Tamm vanaxais npu FOAE He cmocTepirarorsces.
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3.5 | Eaekrpoenuedanorpadis

3.5.1 | Iurepikranbna

®onoBuii 3anmc B HOpMi. CrocTepiraloTbcs MapOKCH3MHU Te-
HEepasi30BaHOI aKTUBHOCTI «CIAWK-XBHJISD 31 3BUYAHOIO Yac-
tororo 3-4 I'm (miamazon = 3-5,5 I'm), sKi MOXYTHb CTaBaTH
(parMeHTOBaHUMH yBi CHI.® dparMeHTOBaHa reHepati3oBaHa
aKTHBHICTh «CHAaWK-XBWJISH MOXE BUINIAAATH (DOKAIBHOIO abo
MYJIBTH(QOKATBHOIO, alle 3a3BHYail HE CIIOCTEPIraeThCs MOCTii-
HO B OZIHIN 00JacTi, a MOpQOIIOTis moAiOHa 10 TeHepaTi30BaHOi
craiik-xBumi. [eHepalnizoBaHi pO3pSAON ITOCHIIOIOTECS dYepe3
JETIPUBAIIIIO CHY SIK TIPH 3aIMCy B CTaHi 0aJbOpOCTi, TaK i yBi
cHi. Pospsimu gacrinre sycrpivatorscst pu FOAE, mik JIAE.™
KoMIuteken «rosicnaik-XBHIsSD) CIOCTEPIraroThCsl NEPEBaXKHO
TIpH ApiMoTi 1 yBi cHi.®7™

VY HenmikoBaHUX MAIli€HTIB TIIEPBEHTWIIALIS MPOBOKYE aOcaH-
cu mpubIM3HO B 87% BUMaAKiB.% SKIIO TiMEPBEHTHISIS 10~
Ope BUKOHYETHCS MPOTATOM 3 XB 1 HE CIIOCTEPIraeThCs TeHepa-
J30BaHOI aKTHBHOCTI Y BUIIIAMI KOMIUIEKCIB «CHANK-XBUILD»,
abcancm ManoitmoBipHi. IlepepuBuacta GoTOCTHMYIIAIIS BU-
KITUKa€ TeHepalli3oBaHy aKTUBHICTH Y BUITIAII «CTIAHK-XBHIISD)
y 25% 0ci6.%7° Komreken «crmadk-xBuiash» (<2,5 ') He cro-
CTepITaroThCs.

352 | Ikraabna

I'enepanizoBaHa aKTUBHICTD y BUIIAMI «CTAMK-XBUI» 3-5.5 I
BHHMKAE Ha Touarky abcancy (Pucynok 3).%% Jlesopramizosani
PO3pSIM 3yCTPiYaroThCs Y BiciM pasis yacTimre mpu FOAE, Hix npu
JIAE.® fkio Hamas 3aCTHIIIONO TIONISITY BiOyBaeThest 6e3 Kope-
joamii 3 EET, monst miel mozii MoskHa BuKIrounTy abcancu. EEI mig
Yac TeHepalli30BaHUX TOHIKO-KJIOHIYHUX HamafiB aHaJIOTiuHa Tii,
1o crioctepiraerbes ipu JITTK (muB. Hinkae).
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PUCYHOK 3 Tumnosuii abcanc y 12-piuHoro xyomunka. HeperynspHicTs i yacTotra Ha mouatky Hamany (4 ') i tpusamicts (10-11 ¢) po3psiai

HaMOIBII BiAIIOBIIAIOTH IOBEHIIBHIN aOcaHCHIN eminencii.
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3.6 | HeiipoBizyaJizanist

Hefipogisyanizamist HopmanpHa. SIKII0 KIIiHIYHA KapTHHA i
EET tumogi s FOAE 1 Hemae HiSIKAX aTHTIOBHUX O3HAK, Bi3yai-
3amis He moTpibHa. [IpoTe, cia po3MISHYTH MOXKIIHBICTB Bi3ya-
Ji3arii mpu HassBHOCTI aTumoBuX o3HaK npu FOAE abo Hamanxis,
PE3UCTEHTHHX 0 JIIKAPCHKUX 3ac00iB, UM MPH HASBHOCTI CTili-
Koro ¢okagbHOTO ynoBitbHEeHHS Ha EEI.

3.7 | T'enernuni gocaiaKeHHs

leneTnuHi KOCHIHKEHHS HE € YaCTUHOIO ITOTOYHOI PyTUHHOI
IarHOCTHYHOI OINHKH. [HOII TpHCYTHIN ciMelHuil aHamHE3,
MPH IbOMY ypaXkeHi wieHn civ»i 3a3Buuail marors IT'E. Kiri-
HIYHI T€HETHYHI JOCIIUKEHHS, TaKl SIK JTOCIIIKEHHS OJU3HIO-
KiB, moka3zany, mo FOAE Mae cuiipbHY TeHEeTHUYHY CKJIa0BY, SKa
3HAYHO TepekpuBaeTses 3 JJAE.Y

Xapakrep yclaJKyBaHHS € «CKJIQJIHHM», IO O3HaYae, IO BiH
3a3BHUail 0OyMOBIICHUH «IIONIT€HHAM CIIaJKyBaHHSIM 31 BITIH-
BOM (DaKTOpiB HABKOJIHMIIHROTO CepenoBHia abo 0e3 HbBOTO,
X04a iICHYIOTh PiIKiCHI MOHOTEHHI NMPUYUHA. [ €HH, 10 TiABH-
LIYIOTh PU3UK PO3BHUTKY LIbOI'O CHHIPOMY, BKIIOYAIOTh HACTYII-
Hi: GABRG2, GABRAI, CACNAIA, SLC2A1, Ta iuxmi. 36404262

3.8 | MeTta6oiuni a00 iHui 1adopaTopHi
JOCTIIKeHH S

Hisgkux 1HIMX 1a00paTOPHHUX MOCHIIKEHh HE MOTPiOHO i HE
IIPOIIOHYETHCH.

3.9 | JAndepenuiiina giarnHocTuka

[H1m1 enijencii:

1. JIAE 3a3Buuaif OYMHAETHCSA B OUTBII MOJIOIOMY Bimi 3 IIO-
JIeHHUX a0CaHCHUX HamasiB 1 Ma€e OUTBII HU3BKUN PH3UK Te-
HEepaJIi30BaHUX TOHIKO-KIOHIYHUX HAamIiB.

2. JOME Binpi3HA€ThCSI HASBHICTIO MIOKJIOHIYHHAX HamasiB,
0Cco0IMBO BpaHIi abo Mpu AenpuBamii CHY, SKi € iICTOTHUMH
mpu FOME 1 ue 3yctpigarorscs npu FOAE.

3. Eminenciro 3 MiOKJIOHI€I0 MOBIK CIiJ PO3MIIAIATH, SKIIO CIO-
CTepIiraeThCsl TIOBTOPIOBAHE, pEryIsipHE ab0 HEeperyisipHe,
mBHuake >4 [ mocMuKyBaHHS (TPIMOTIHHS) MOBIK 3 BiIXHJICH-
HSM OYHHX SIOJYK Bropy 1 3aKMJaHHSM TOJIOBH Ha3al; HalaJIu
OyBarOTh Iy)Ke 9acTO 1 BUKIMKaHI 3aKPUTTSAM OUeH i CBITIOBHU-
MH IOJpa3HUKaMH 3 HABKOJMIIHBOIO CEpeIOBHIIA (CBITIOUYT-
JUBICTP € YHIBEPCAIBHOIO).

4. TIpu JII'TK nemae abcaHciB.

5. ®@okanpHI Hamagw 3 TOPYIICHHSIM YCBIIOMJICHHS 3a3BU-
Yaii BIPI3HSIOTHCS TOYATKOBUMH HEMOTOPHUMHU O3HAKAMH,
OUTBIIOI0 TPUBANICTIO 3MIACTHUIVIONO TOMIALY 3 BiACYTHIC-
TIO KOHTaKTy (4acTo> 30 ceK) i MOCTIKTaJIbHIMHU O3HAKAMU,
BKJTIOUAIOYN CIUTYTaHICTh CBIZOMOCTI, COHJIMBICTB i TOJNOB-
uuit 6ie. Ha EEI" moxHa ciocTepirat (hokanbHUi eminern-
TU(HOPMHHN PO3PSLI.

Epilepsia 1=
Heeninentuyni po3naau:

1. 3amymimBicTh
2. HeyBaxHicTh
3. OuHi Tikn

4 | IOBEHIVIBHA MIOKJIOHIYHA
EINNVIEIICIA

IOME e naiinomupenimum cunapomom II'E y migmiTkis i 1o-
pociux, SIKUi XapaKTepu3yeThCsi MIOKJIOHIYHIMH Ta TeHepati-
30BaHMMH TOHIKO-KJIOHIYHUMH HaragaMy y 3BUYAHOTO ITiTiT-
ka abo gopocoro. (Tabmuis 5). MiokiIOHIYHI Hamaau 3a3BHU-
Yyaii BUHUKAIOTh He3a0apoM ITiciisi NpOOYy/KEHHSI Ta ITPU BTOMI.
Baxnueum npoBokyrounM (akropom € Hegocunanus. Ha EET
MO)KHA 1MO0AYMTH TreHepaiti3oBaHi crak-xsuwii 3-5,5 ' i mo-
Jicraiik-xBuiar0. GOTOYYTIMBICTD € TOIUPEHUM SIBHIIEM, 0
3ycrpidaerbest 10 90% Joaeid, KoM BUKOPUCTOBYETBCS BIAIIO-
BiJlHA METOJMKA TECTYBaHHS Ha (oTocTumyssiiito. Yacro mo-
TpiOHO JIOBrOTpHBAJIE JIIKYyBaHHSI.

4.1 | Enigemiosoris

IOME € nompeHnM 3aXBOPIOBAHHSM, ITOIIHPEHICTD SIKOT B 110-
MyJSIIAHUX JTOCITIHKEHHSIX KOJMBAETHCS BiJl OMHOTO IO TPHOX
sunajkis Ha 10 000 nacenenns.’>! Ha i1 yacTKy npumnamae npu-
0mn3H0 9,3% Beix BUNAAKIB emnijierncii.”?

4.2 | Kainiuna kapTuna

Tunosuit Bik novarky 3axoproBanHs — 10-24 poku (niana3zox
= 8—40 pokiB). CriocTepiraeThCsi HEBEJIMKE IIEPEBAKAHHS CePE
xiHOK. Big m’satu no 15% Bunankis nepexonste Bin JAE mo
FOME .43 $Jkiio MiOKJIOHIYHI Hamaju MOYMHAIOTECS Y Billi 10
8 pOKiB, CIIi/I PO3MISTHYTH MOXKJIMBICTD TOCTAHOBKH 1HIIIOTO [Ti-
arHo3y. ®eOpwIbHI Hanaau B aHAMHE31 CIIOCTePIraroThCsl MPH-
6mm3HO y 4-5% marienTis.**%

JlomosoroBuii 1 MoJIOroBUil aHAMHE3, a TAKOXK KOTHITHBHI (DYHK-
1ii 3a3BUYail B HOPMi, X09a MOXKYTh CIIOCTEPIraTHCs MOPYIICH-
HSl B NEBHMX KOTHITMBHHMX 00JacTsIX (HAaNpHUKIIAJI, BUKOHABYI
GbyHKIi1, yBara, NpUAHSITTS pimens).>*** 1% TIporpecyroue 3HuU-
JKEHHsI KOTHITMBHUX 3110HOCTEH IIC/ISl TOTO, K ITOYaliCh Ha-
aJid, Mae CBIAYMTH MPO MPOTPECYIOYY MIOKJIOHYC-EIIJIETICITO.
Pinxo FOME Moyke BUHHKATH Yy JIFOACH 3 IHTCICKTYaIbHOKO HE-
JIOCTATHICTIO JIETKOTO CTYIEHS, 1 B TAKUX BHUIAJIKaX XPOMOCOM-
HUH MIKPOYINl BUSBJISIE MOBTOPIOBAHY MIKPOJICIICIIF0 MPUOIH3-
HO B 10% Bumankis.*” [CHyOTh TakoX OLTBII BUCOKI MOKA3HMU-
KM TPUBOXKHOCTI 1 nenpecii y manientiB 3 FOME B nopiBHsiHHI
13 3araibHOIO omyssiiero.**%1% Kpim Toro, B I€KiIBKOX 10CTi-
JOKCHHSIX OYyJIM 3aI0KYMEHTOBaHI OUIBIII BUCOKI TTOKA3HUKHU 1M-
MyJIBCUBHOCTI, 1[0 MOXKE MIPU3BECTH JIO COLIATBHUX a00 MCUXIY-
HUX mpoOiem. 02104
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TABJIHLIA 5

HIRSCH ETAL.

Jiarnoctiuni kputepii FOME

Hanann

EEI’

Bik mouarky 3axBopio-
BaHHS

Po3BUTOK Ha MOYaTKy
3aXBOPIOBAHHS
Hegposoriunmii

OIS

Bizyaunizaris

Tlepedir
XBOpOOH

MPT pgns mocTaHOBKH
JliarHo3y HE MOTPiOHO.

Ixkranena EEI' He mo-
TpiOHA TSI TOCTAHOBKH

JiarHosy.

O060B’SI3KOB1 O3HAKH

MioKJIoHIYHI Hara K (JIMB. TEKCT)

3-5.5T'u reHepaiizoBana

AKTHBHICTh y BHIJISII  «CIIAMK-

XBHJIb»

200 «momicmaik- xBuib» Ha EED

(1uB. TEKCT)

TMonepemxenns (ysara!)®

Eninentuynuii cratyc 3 reHepanizoBaHUMH

TOHIKO-KJIOHIYHUMH Hala[aMu
TlocninoBHa ofHO(OKATBEHA CEMIOOTIs
(ToOTO 3aBXKIM Bpaxkae OHy 1 Ty kK
YaCTUHY Tija 3 OfHi€T 1 Tiel %k cTOpOHN)
MIPY BUHUKHCHHI TeHEPaTi30BaHHIX
TOHIKO-KJIOHIYHUX HamaiiB

TocriitHuii ogHO(MOKANTEHUN MIOKIIOHYC

8-9 pokiB a6o 2540 pokis

IHTENneKTya pHA HEOCTATHICTD
JIETKOTO CTYICHS

TloTeHwiiiHo 3HaTyMIi BiAXMICHHS IPH
HEBPOJIOTYHOMY OIVISIAl, BUKIJIFOYAIOUH
BUIAJIKOBI 3HAXIJIKK (JIMB. TEKCT)
IoTeHuiiHo 3HavyIa aHOMaIbHA
HeWpOBi3yai3allis, BUKIIOYa0uN

BUITA/IKOBI Pe3yJIBTATH (JJUB. TEKCT)

Kpurepii BUKITIOUYEHHS

*MiokioHi4Hi abcaHcn

*ATOHIYHI Hanaan

*ToHiuHi Hamau

*Aturosi abcancu

» DoKabHI HAAM 3 BTPATOIO YCBIIOMIICHHS
*MioKkJIOHyC TIepeBa)kHO ab0 BHKIIIOYHO IiJ 4ac
CHY

¢ MiOKJIOHIYHI Hamaau, SKi BUHUKAIOTh BHKJIOU-
HO NP YUTaHHI

* KopTukanbHUii TpeMOp 3 MIOKIOHYCOM (IMB.
TEKCT)

3BUYaliHUK MIOKJIOHIYHUI Hamajx, 3adikcoBa-
uuit Ha EET 3a BincyTHOCTHI mOITiCTIalkoBOTO 200
CIIaliKOBOTO PO3PSILY

®DokanbHE YIOBUILHEHHS

IocriitHa ogHOCTOPOHHS (hoKaNbHA eninentrdop-
MHa aKTHBHICTb

T'enepanizoBaHi criaifk-XBHIIi 3

yactoToro < 2.5 Hz (Ko BoHH He

3HAXOAUTHCS B KIiHIII Cranaxy OiJIbII BHCOKOI Yac-
TOTH)

Jlndysue hoHOBE YNOBIIEHEHHS, SKE HE
00MEKYETHCSI TOCTIKTAIBHAM TIEPi0IOM

<8 pokiB a6o >40 poxis (JIAE moxe iHomi
eBosorionyBaru 10 FOME; y Takux

BHIAJIKaX Yy JIFOJICH MOXYTb BUHUKHYTH

abcancw, ajie He ' TKH a6o miokyioHiuHi

Haraau y Billi 10 8 pokiB)

IuTenexTyanpHa BIACTANICTD Bijl IIOMiIPHOTO /10

IHOOKOTO CTYICHS

TIporpecyroue KOrHITUBHE 3HHKESHHS
[Iporpecyrounii MiOKIOHYC 3 MOPYIICHHIM

(yHKLIT 1piGHOT MOTOPHKU

Cunzapom 6e3 1abopaTopHOro MiATBEPIKEHHS: Y perioHax 3 oomexennmu pecypcamu KOME moxe OyTu miarHoctoBaHa y ocib 6e3 3acTepeKeHb, SKIIO BOHH Bij-

OBiJAI0Th BCIM iHIIUM OOOB)S3KOBHM 1 BUKITIOYHHM KIIHIYHUM KPUTEPisiM.

Abpesiatypa: JAE, nutsaua abcancna eninencis; EET, enexrpoennedanorpama; I'TKH, renepanizoBani ToHiko-KiIoHIYHI Hamaau; FOME, 100BeHiTbHa MiOKIIOHIY-

Ha eninencist; MPT, MaraitHO-pe3oHaHCHa TOMOrpadist.

Kpurepii, sKi BiAcyTHI y nepeBaHOT GiIBIIOCT] MAIiEHTIB, AKi CTPAXIAIOTH HA CHHAPOM, ajle PiKo MOXKYTh OyTH rmoMideHi. [TonepemkenHs cami o cobi He BUKITIOUATH

CHH/POM, ajie MOBHHHI 3MYCHTH JiKapsi IEPErNITHYTH iarHo3 i MPOBECTH MOAANBIII JOCITIDKCHHS, 11100 BUKIIOYUTH iHII cTaHd. YuM OL1bII HOMEPEKEHD € MIPUCYTHIMHU,

THUM MEHII BIICBHCHUM MOYKHA OyTH B JliarHO31 KOHKPETHOTO CHH/POMY.

43 | Tlepe6ir 3axBoproBanns

Hamanu y 65% -92% mnarientie 3 FOME € uyTiuBUME J0 JKiB

105-111

npu BuKopucTaHHi BigmoBimuux ITHIT. Ilommpenum Tpu-

repoM HamajiB € HemocumnaHHs. MiOKJIOHIYHI Hanmagun Moxe OyTH
CKJIaJHIIIE KOHTPONIOBATH, HIX TEHEpai30BaHi TOHIKO-KIOHIY-
HI Hamaau. Brokatopu HaTpieBUX KaHaJiB, Taki K KapOamase-
IiH, OKCKapOasemiH 1 (eHITOTH, YacTO MOCHIIOIOTh MIiOKIOHIY-

Hi Hamagu Ta abcamcu npu IOME. 2213 Jlamorpumkua Moxke



HIRSCH et AL

HOCHIIFOBATH MIOKJIOHIYHI Hamagyd y [IeAKMX mamieHTip. '+ 11

IOME 3a3Buyail BBaka€ThCS PO3JTAJAOM, SKUI TpUBaE MpO-
TATOM YCBOTO JKHMTTS 1 YacTO BHMarae JOBIOTPHBAJIOl Tepa-
mil.!31951% Xoya B okpemux Bumajakax npuitom [THIT moxe
OyTH yCHINIHO MPUMHUHEHUH B OiMbII Mi3HbOMY Bil,'0¢108.117.118
HEJaBHI MeTaaHasi3 TOKa3aB, IO HamaJaW IOBTOPIOBAIHCS
B 78% (95% noBipunii inTepBan = 58% -94%) Bunankis Iic-
75t ckacyBaHHs mpemnapariB.'” ®akTopu pU3NKYy BHHHUKHCHHS
(hapMaKOpe3NCTCHTHNX HAMaaiB BKIIOYAIOTH a0CaHCH, CYITyT-
Hi TICHXiaTpW4HI 3axBoproBaHH:, aHamHe3 JIAE, mpaxcuc-iH-
JyKOBaHi Hamaju Ta OLTbII MOJOMH BiK MOYATKy emiiencii.'®”

4.4 | Tunu Hanmaxgis

HasiBHICTh MIOKJIOHIYHUX HaMaJiB € 000B’SI3KOBOIO IJIsl OCTa-
HOBKH jiarHo3y.”” Haituacrinie BOHM BUHUKAIOTb IPOTSTOM Iep-
101 TOJIMHY MICTsT MPOOYIKEHHS 1 MOCHITIOIOTHCS HEOCHIIaH-
HsiM.97 TarienTH MOXYTh HE PO3TIi3HATH MIOKJIOHIYHI TOCMHUKY-
BaHHSI SIK CyTIoMH ©’; BOHU 4aCcTO PO3Ii3HAKOTHCS PETPOCHEKTHBHO,
TTiCIIS TTOSIBU TeHEPaTi30BaHOTO TOHIKO-KIIOHIYHOTO Haraay. Mi-
OKJIOHIYHHUH CTUTCIITHYHUI CTaTyC MOKe BHHHKATH pifKo.'!*12

MioKJIOHIYHI Hamagd MOXYTh OyTH OJHOCTOPOHHIMH abo
JIBOCTOPOHHIMH. MIOKJIOHIUHI Hamagd MOXYTh MepeBakaTH
Ha OJHIM CTOPOHI Tijia, YaCTO BPAKAIOUM BEPXHI KiHINBKH.'?!
MIiOKJIOHIYHI CYJJOMH MOXKYTh TaKOXX BpaKaTH HIDKHI KiHI[IB-
KM 1 BUKJIMKATH TMagiHHS. MIiOKJIOHIYHI Hamaad MOXYTb OyTh

pedQIeKTOPHUMH, BUKIUKAHUME (POTOCTUMYJISIIIIEI0 ab0 ier0.®

I'enepanizoBaHi TOHIKO-KJIOHIYHI HallaJX 3yCTPI9alOTHCS OiIbII
HiX y 90% nauienTiB®; iM yacto mepenye cepis MiOKJIOHIY-
HUX HamajiB, sKi 30UIBIIYIOTHCS TIO YacCTOTI 1 TSHKKOCTI, TPH-
BOISYM JI0 MiOKJIOHIYHO-TOHIKO-KJIOHIYHOTO Hamany.’ Bowuu
YacTO BHHHUKAIOTH NpU MpoOyMKEeHHI a0o NpH HEIOCHIaH-
Hi. YacToTa reHepanizoBaHUX TOHIKO-KJIOHIYHMX HamaJiB Ba-
pitoe. ['eHepanizoBaHuii TOHIKO-KIOHIYHUHN EMMUJISNTHYHUNA CTa-
Tyc 3ycTpidaerbest pifko.'%!"’ BUHUKHEHHS BiJIXUICHHS TOJI0-
BU TIepe]] TOPYIICHHSIM CBIJIOMOCTI TiJl 4ac TeHepasi30BaHOTO
TOHIKO—KJIOHIYHOTO Hamaay I[MOBHHHO IiJBUIIYBaTH HMOBIp-
HICTh (POKAJBHOI eINiNIencii; ONHAK BiIXHWJICHHS TOJOBH IIiC-
JISl BTPATH CBIZIOMOCTI € 3BMYaiHUM siBuieM rnpu KOME, 1227124

AOCaHCH CIIOCTEPIraloThCsl B OJHIN TPETUHI BHUMAKiB. %12
Bonn xopotkouacHi (3-8 cekyHn), BinOyBaroThCs pijiie, Hix
LIOAHS, 1 CyNPOBOIKYIOTECS 3MIHHUM, aJie YacTO HE3HAYHUM
MOTIPIICHHSM YCBIJOMIJICHHS (3a3BHYail MEHIII CEPHO3HUM, HiXK
npu JJAE).?*712¢ EninenTudHuii ctatyc npu abcaHcax BUHUKAE
pinko.'?

dokanpHI HallaJx 1 TeHepasi30BaHi TOHIYHI a00 aTOHIYHI Ha-
TaJIi € BUKIIOYCHHSIMH.

Epilepsia 1

4.5 | Enekrpoenuedanorpadis

doHoBHi 3anuc HOpManbHU.®” [eHepaTi30BaHOTO YMOBINb-
HEHHSl HE CIOCTEPIraeThCsl, 3a BUHATKOM IOCTIKTaJIbHOTO IIe-
piogy Tmicis TeHepalli30BaHOTO TOHIKO-KJIOHIYHOTO Hamay.
451 | Iurepikrambna
Peectpaliist reHepasizoBaHOl CIIaK-XBHJIBOBOT aKTUBHOCTI, 3a-
3BHUAil 3 TeHEePali30BaHOIO MMOJICIAWK-XBIILOBOIO AKTUBHICTIO,
€ 000B)S13K0BOIO /ISt ocTaTtouHoro jpiarHozy FOME, xo4a niarnos
MOXe OyTH CWJIBHO 3alliJI03peHUil 3a KIIHIYHUMH O3HAKaMHU.
HeperynspHi, reHepami3oBaHi MONICHANK-XBHII 1 CHaWK-XBH-
mi 3 gactororo 3-5, 5 I'l crocTepiraroTecst sIK B cTaHi 0aapo-
pocTi, Tak i yBi cHi.® IHTepikTajbHa eninenTuhOpMHA aKTHB-
HICTh BHKJIMKAE€THCS NEMPUBAIIIEIO CHY. YBI CHI PO3PSAHM 9acTO
(parMeHTyIOThCS 1 MOXKYTh 37aBaTUCS (OKAITBHUMH 200 MyJIb-
TUQOKAILHUMY, aje 3a3BHYail He CIIOCTepIraloThCsl IMOCTIi-
HO B onHill o6macti. PoxanbHi a60 MyIFTH(OKAIBHI CITaJaxy i
CIalK-XBUIILOBI PO3PSIIN MOXYTh crioctepirarucs 10 20% ma-
LI€HTIB, B OCHOBHOMY B JIOOOBHX 00JacTsX, 1 MOXKYTh 3MIHIO-
BaTH Miclle po3TamnryBaHHA Bix oxHoro 3amucy EET mo inmoro.
Mopdoorist hokanpHOI craK-XBUIII BUINISAA€ aHAJIOTIYHO Te-
HepaJlizoBaHiil craik-xBuii. SIKmo (okajbHEe YNOBIIBHEHHS 1
(oxampHI PO3pSAAN MOCTIHHO CIOCTEPIralOThCSA B OMHIM obmac-
Ti, CJIIA PO3IISTHYTH MOXJIMBICTB (DPOKAIBHOI emiyencii 1 cTpyk-
TypHOI aHoMmaJiii ToJOBHOro MO3Ky. Xoua HopManbHa EEI B
CTaHI HECIIaHHS MO)KE CIIOCTEPIraTucs y NeSKHX HETIKOBaHHX
narieatiB 3 FOME, momampmmii 3amuc mpu 1mo30aBICHHI CHY
3a3BUYail BHUKIIMKA€ TEHEPai30BaHy CIAHK-XBUIbOBY aKTHB-
HicTh. DoTOMapOKCH3MaIbHA peaKIlisi Ha IEepepUBUACTy CBIT-
JIOBY CTHUMYJISALIIO CHOCTEPIraeThCst OLIBII HIK y TPETHHI BHU-
naakis®’®1?7 i, npu creriaJbHOMY TeCTyBaHHI MOXe OyTH BHU-
siBiieHo y Maike 90% uenikoBanux namienrtis.'?® [lepepusuacra
(OTOCTUMYIIALISI MOXKE CHPUYMHHUTH MIOKJIOHIYHI Harau, Mio-
KJIOHIIO TIOBIK 1, PiJIKO, TeHEpaIi30BaHi TOHIKO-KJIOHIUHI Haa IH.
BUIVIII  KOMILJIEKCIB

lenepamizoBana  aKkTHBHICTH Yy

«CTIAfK-XBUJIsSD» 200 «IOJICMAWK-XBHJISI» 1 PIAKO KIIiHIY-

Hi abcaHCH MOXYTh OYyTH CIIPOBOKOBAHI TiMEPBEHTIUIALIEIO.
4.5.2 | IxTanbna

[kTanpHM 3anKc HEe € 000B)SI3KOBUM /ISl TOCTAHOBKH J1arHO-
3y. MiOKIJIOHIYHI Hamajau MOB)sI3aHl 3 TeHepaIi30BaHUM pO3psi-
JIOM TIOJICTIalfKOBO{ XBHWIIi, TIPH IbOMY CTIalK 30iraeTscs 3 (ak-
THYHOIO MiokJoHieo (Pucynok 4). BigcyTHicTh reHepaizoBa-

HOTO CITAfK-XBHJIBOBOT'O PO3PSLY, ITOB’S3aHOTO 3 MiOKIIOHYCOM,
Y3TOUKYETBCS 3 HECTUICTITHYHIMH MiOKJIOHIYHIMH TIPOSBAMH.
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PUCYHOK 4 InTepikTanbHi po3psan y 18-piuHoi AiBYMHH 3 TOOAUHOKUM TeHEPaTi30BaHUM TOHIKO-KJIOHIYHUM HAIa0M Ta MiOKJIOHIYHIMH HaraaaMu
y BUDIAAl nonmidcnaik-xBuii (A). IkranbHa enekrpoennedanorpama (EEIY) neMoHCTpye reHepatizoBaHHid MONiCHAWK-XBUIBOBUH PO3PSA 3 JBOCTO-
POHHIMH CUMETPUYHHMH MIOKJIOHIsIMU KiHIIBOK (B). I{s kiiniyna cumnromarrka ta EEDT HaiiOlnble Bka3ye Ha FOBEHUIbHY MIOKJIOHIUHY €MIETICIIO.

AbcaHcH TTOB)sI3aHi 3 TCHEPATi30BaHUM I10JTiCIIAK-XBUIIHOBIM
a00 reHepali3oBaHUM CIAHK-XBHIbOBUM PO3PSIOM YaCTOTOIO
3-5,5 ' Ha moYaTKy Hamamy.

IIpu reHepani3oBaHUX TOHIKO-KIIOHIYHUX Halagax Ha iK-
tanpHy EEI' wacto Hakmamaetbcs apredakT pyxy. leHe-
pamizoBaHi  IMIBHAKI ~ PUTMIYHI  CIIalKK  CIOCTEPIraroTh-
cs B TOHIYHIA cTamii, 3a SIKOI CIiIYIOTh CHallaXd CHAHKIB 1
HACTYITHUX 332 HUMH TNOBUIBHUX XBHIIb, CHHXPOHHHX 3 KIIO-
HIYHUMHU TOCMHKYBaHHSIMU TIiJ 4ac kioHiuHOl (asu.' ' Tlo-
MOBLIBHOT

CTIKTaJBHUI TIepion  HeperyssipHol AKTHBHOC-

Ti CIiAy€ 3a TEHEpali30BaHHM TOHIKO-KIIOHIYHHM HAIaJIoM.
4.6 | Heiiposisyanizamis

Hetipogisyanizamis HopmanbHa. Skmmo kiiHiuHa Kaptiaa i EET
tunosi ot FOME, Bisyanizaiiis He notpiOHa. IIpote, ciig pos-
ISTHYTH MOKJTHBICTB Bi3yallizallii, sSIKIIO IPUCYTHI O3HAKH aTH-
noBux st FOME a6o ¢apmakope3ncreHTHUX HamajiB, abo

sixmro Ha EEIT criocTepiraeThbes crilike okabHE yITOBUTEHEHHS.
4.7 | I'eneTnuHi 3HAXiAKH

[eHeTHYHE TECTYBaHHS HE € YACTHHOIO MMOTOYHOT PYTHHHOL
niarHoctryHOI omiHkW. KimiHiyHi reHeTHyHi JOCTiHKEHHs, TaKi
SIK JTOCJIIIPKeHHS OJIM3HIOKIB, IIOKA3aJIu,

o FOME Mmae cuibHU# TeHeTHYHUN KOMITOHEHT. [HO1 mpu-

CYTHIH cIMEWHMI aHaMHe3; K IPAaBMUIIO, Y MOCTPAXKIAINX HIe-

HiB cimi € curgpom IT'E, ane ue 0608’ s13xk0B0 FOME.?

[ToBigomiIsLIIOCS TIPO PiIKICHI TATOTEHHI BAPIaHTH y OKPEMHUX ITa-
LI€HTIB y HA3MI TeHiB, BKitodatount CACNB4, GABRA1, GABRD,
ta EFHC1,%"3'; omHak B X011 611611 MacIITaOHUX KOTOPTHUX 10~
CJTiJKeHb 0araro 3 mux reHiB Oyiu quckpeauToBai.' > Moseky-
JISIpHI 1aHi, OTPUMaHI Ha ChOTO/IHIIIHI IeHb, B OCHOBHOMY CTO-
CYBAJINCSI AJIETIB CIIPHUUHSATIMBOCTI, JIE BAPiaHT CIIPHSIE PO3BUTKY
eMiJIercii, aje He € MOHOTEHHOIO IIPUYUHOI0. AHAJIOTTYHUM YH-
HOM, TTOBTOPIOBaHI MIiKpOJIEIIeIIil, Taki sk Mikpomenenii 15q13.3,

15q11.2tal6pl13.11, € anensiMu CIpURHSTIIMBOCTI 10 IOME.”*“
4.8 | MeTa6osiuHi a00 iHIIi BUAH JT0CTiTKEHHSA
Hisikux iHmmMx JabopaTtopHUX JOCHI/DKEHb HE IOKa3aHo.
4.9 | JAudepenniiina giarnocTuka

Trmn eminmencii:

1. MIOKJIOHIYHA eIMJIENCIst HEMOBJIST: [TOYAaTOK MIOKJIOHIYHUX
Hama/iB HACTa€ y Billi 10 3 POKIB.

2. IOAE: BincyTHiCTh MIOKIIOHIYHHX HamaiB.

3. JII'TK: Hemae HisIKMX IHIIUX THIIIB HaMajiB, KpiM reHepati-
30BaHUX TOHIKO-KJIOHIYHHX.

4. Enisnercis 3 MIOKJIOHIEIO MOBIK: MOMIPKY#TE, Y € abCaHCH 3
BHPAKCHOIO MiOKJIOHIETO MOBIK.

5. Eminerncis 3 MiOKJIOHIYHUMH abcaHcaMu: MIOKJIOHIYHI a0-

caHcH He crioctepiratorsest mpu FOME.
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6. Ilporpecyrodya MiOKIOHIUHA EIIJICTICIA: PO3IISHBTE, YU €
3HIDKEHHST KOTHITUBHUX 3A10HOCTEH, MOsABa MOCTIHHOTO, He-
CTIHKOTO, PE3UCTEHTHOTO 10 JTiKiB MiOKJIOHYCY, YIOBIJTbHEH-
Hs oy EEI" abo ¢oronapokcusmaiibHa peakiisi Ipu HU3b-
KHX gacTtoTax oroctumynsmii (<3 ['m).

7. Emninencist 3 Hanagamu, CIPUYMHEHUMH YUTaHHSIM: MOJY-
MailTe, Y HE BUHHMKAIOTh MIOKJIOHIYHI MOCMHKYBAaHHS BH-
KJIFOYHO IT11]1 4ac YUTAHHSI.

8. Cungpom Jlerrokca-I"acTo 3 mi3HiM mowatkom: Ilomipkyiite,
YM € TOHIYHI Hara U 1/abo reHepasi3oBaHa MapoKCH3MaibHa
mBHKA akTHBHICTH Ha EET.

9. @oxanpna eninencis: [Tomipkyiite, uu MIOKIOHIYHI abo re-
Hepaji30BaHI TOHIKO-KJIOHIYHI HamaIyd MarOTh MOCTIiHI (o-
KaJIbHI O3HAKH Bij HaIay 70 Harajy, abo Haraau MOCTIHHO
BHHUKAIOTH ITiJ] Yac CHY, a He MPH MPOOYyIKEeHHI.

10. Cimeiina MioksioHiuHa eninercist y gopocinux (CMEJ), Ta-
KOX BiJIOMa SIK MIOKJIOHIYHA ETJICTICis Y TOPOCIUX 3 KOPTHU-
kaneHuM TpemopoM: CMEJ] nyxe narangye FOME, ane aco-
LIIOETHCST 3 BUPAKEHUM KOPTHKAJILHAM TPEMOPOM, SKHH 3a-
3BUYall MPUCYTHIHN, ajie BapilOETHCS 33 CTYNEHEM TSIKKOCTI,
4acTo MOTIPIIYETHCS 3 BIKOM 1 BIUTMBAE Ha KiHIIIBKH, OOIHY-
ust 1 rosioc. Lleit TpeMop 4acTo MOMHUIIKOBO J1iarHOCTYETHCS
SIK ITPOTEHHHUH, BTOPUHHNUI MO BITHOIIEHHIO /10 BAJIBIIPOATY
abo mamoTpupKkuHy. Ha momatok 10 MiOKJIOHIYHUX HamajiB,

I'TKH cnocrepiratorscs y 15% -100% moneii. 133

Heeninentuyni po3raau (ikTanpHi 3amicu He KopemoroTs 3 EEDN):
1. IcuxoreHHi HeemiIeNTHYHI HaNagd € TOIIUPEHUMH IMi-
TaTOpaMH TeHEPalli30BaHUX TOHIKO-KJIOHIYHAX HamalIiB.

2. TinHiYHI MOCMUKYBaHHsI 3a3BHYail BUHUKAIOTh YBI CHI Y 3110-
POBUX JIOIEH.

[NepiopnyuHi pyXu KiHIIIBOK I1iJ] 4ac CHY - I1¢ HOBTOPIOBaHI, CHJIb-

HO CTEPEOTHUITHI pyXH KiHI[IBOK, IO BigOyBaIOTHCS il 9ac PO3-

ciabiieHoro HecnianHs abo mij yac cuy. Ha Bigminy Bin FOME, mi

PYXH HE BUIHO TIiJ1 YaC aKTHBHOCTI 1 HAHO1IBII TOMITHI B HOTaX.

3. IlpompiocmiHanbHUK MIOKIOHYC - piIKICHE 3aXBOPIOBaHHS,
IO CIIOCTEPITAETHCS B 3PLIOMY Billi, IPH SIKOMY MiOKJIOHIY-
Ha aKTUBHICTh BUHHMKAE B MIEPIOJ] PO3CIa0JICHHSI, 1110 MIEPEIyE
HACTAHHIO CHY, BUKITMKAIOUH BaKKe Oe3coHHs. ** MioKiIoHiu-
Ha aKTUBHICTh MOYMHAETHCSI B CIIMHHOMO3KOBHX M 53X, SIKi
3 HEBEIIMKOI0 MIBHUAKICTIO IMOLIMPIOIOTECS HAa POCTPalibHI Ta
KayJasibHi M’s130B1 cerMeHTH. [I0CMUKYBaHHS 3HUKAIOTh i
4ac CHy.

6. HeeninentuyHi Hamaju: y Nali€HTIB 3 ICHXOT€HHUMH ~ Hee-
MUTENITAYHIMA HaragaMu, (YHKIIOHAJFHAMHA HEBPOJIOTid-
HUMH PO3JI1aJlaMHi a00 PyXOBHMH PO3JIaIaMH TaKOK MOXKYTh
criocTepiratucs Hamaau ado MOCMHUKYBaHHSA, SKi BaXKKO Bifl-
PI3HUTH BiJ MIOKJIOHIYHHX HamafiB.'**

HelporereHepaTuBHi  (XBopoba

Metabomiyni, TOKCHYHI,

AunbureiiMepa) abo renetnuHi (Tpucomis 21) eHuedanona-

. . 5
Epilepsia 1
Til: i 3aXBOPIOBAHHS 3a3BUYail IPOSBISIIOTHCS CIUTYTAHICTIO
CBIJIOMOCTI, JIEMEHLI€EI0 1 TeHepasi30BaHUM a00 (OKaILHUM
HETaTHBHUM 200 MO3UTUBHUM MiOKIIOHYCOM a00 iX KoMOiHa-

Li€I0.

5 | EINVIEICIA JIMIIE 3 'EHEPAJII3OBAHU-
MH TOHIKO-KJIOHIYHUMMU HAITAJIAMH

Leit cuampoM (CrioyaTky MaB Ha3By €IIJICTICIi 3 BEIMKIMH Hara-
namu (grand mal) micist TpoOYIDKEHHST) € ITOIMPEHUM CHHIPOMOM
ITE. (Tabmuts 6). Y XBOpHX CHOCTEPITAIOTHCS TeHEPaIi30BaHi To-
HIKO-KJIOHIUHI Hara/{1 Pi3HOI YaCTOTH, SIKi 3a3BUYal OYMHAIOTHCS
Ha JIpyroMy a0o Ha I0YaTKy TPETHOTO ACCATUIIITTS KUTTS 1 3a3BU-
Yaif MPOBOKYIOTHCSI HEJIOCUIIAHHAM. [HIIII TN HaNajiB HE BUHU-
katoTe. EEI" moka3ye reHepanizoBaHUi crIaliK-XBHJIBOBHI 200 T10-
JIiCTIalK-XBHJIBOBUE po3psi yactoToro 3-5,5 I'u. Yactora pemiciii

HEBCJIMKA, 1 MOXE 3Ha,[[O6I/ITI/IC$I JAOBIroTpruBajc HiKyBaHHﬂ.
5.1 | Eninemiosoris

Eninemionoriuni naHi oOMexeHi, Xoda B OXHOMY JOCTIKCHHI
Ha JII'TK npunanano tpetuHy Beix BHUnaakiB BUHUKHEHHS [T'E

y miriTKiB. 8!
5.2 | Kainiuna kapruna

TurmoBwii Bik OYaTKy 3aXBOPIOBaHHS cTaHOBUTH 10-25 pokiB (y
80% mepuuii TOHIKO—KJIOHIYHHI Hala]| CIIOCTEPIracThCs B Apy-
TOMY NIECSATIIITTI), 3 iHTepBasioM 5-40 pokiB. Hamaan mounHa-
I0ThCSI B CEPEJHBOMY MPHOIM3HO Ha 2 POKH IMi3HIilIe, HIK MpU

FOAE a6o FOME.#!#¢ Yitkoi pi3HHIl MiK CTaTIMH HEMAE.

HapomxenHs i monepenHidi aHaMHE3, K MPABIIIO, HOPMAJIbHI.
B anamue3si MoxXyTh Oyt npucyTHiMu (eOpuiibHi Haaau. Kor-
HITHBHI 3MI0HOCTI 3a3BHYail HOPMAaJbHI; OMHAK MOXXYTh CIIOCTE-
pirarucst opyuieHHs B IEBHUX KOTHITUBHUX 00ONacTsx (Harpu-
KJIaJ, BUKOHAaBYa (DYHKIIis, yBara, MpUUHATTS pinress).” IcHy-
I0Th TAKOXK OLIBII BUCOKI ITOKa3HUKU TPUBOXKHOCTI 1 jJenpecii.
Xoua JII'TK Moxe BUHHKATH Yy JONEH 3 IHTEIEKTYaIbTHOIO He-
JIOCTATHICTIO, B TAKUX BUIAJKaX CJiJ{ PO3NIISTHYTH MOXKJIUBICT
TIPOBEICHHS TOCHIDKEHb, BKIIIOYAIOUN I'C€HETHYHE TECTYBaHHS,

JUISl BUKJIFOYESHHS] KOHKPETHOT eTioJorii.
5.3 | Tlepedir 3axsoproBanns

Hamnayu, sik mpaBmIio, TPaIuIsIFOTBCST HEYACTO, 1HOMI pa3 Ha pik
abo piame. JlikyBaHHS MOKe 3HAMOOUTHCS Ha BCe KUTTA. He-
JIOCUTIaHHSI, BTOMA 1 aJIKOT0JIb 3HHKYIOTh CYZIOMHUI MOPIT Marti-

136

enra.** Hamaan 3a3Bu4ail miagaroThCss MEANKaAMEHTO3HOMY JTi-

KyBaHHFo .'*
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TABJIMIS 6 Jiarnoctiyni kpurepii I'TKJL

OO00B’SI3KOBI 03HAKH

Hanaau I'enepanizoBanuii
TOHIKO-KJIOHIYHUH Hanajl (JIB. TEKCT)
EET 3-5.5-T'u renepanizoBaHa

AKTHBHICTD «CIIANK-XBUIISD
a00 IOINCIIANK-XBUIISD)
Ha EEI" (MoxHa oTpumaru 3

aHAMHE3y)

Bik mouarky 3aXBOprOBaHHS

Po3BuTok Ha TIO4aTKy

3aXBOPIOBAHHS

Hesposoriunmii

OIS

Komop6inHicTs

Bizyaunizaris

Ilepeobir xBopodu

[Monepemxenns (yBara!)a

IocninoBHa ogHOdOKATBHA CEMiONO-
ris (ToOTO 3aBXKAM ypaxkae OJHY 1 Ty
K YaCTHHY TiJa 3 OfiHi€d i Tiel 5 cTopo-

HU) Ha I10YaTKy Harajy

Kpurepil BUKitoueHHs

I'enepanizoBani  MiOKJIOHIYHO—TOHi-
KO—KJIOHIYHI Hamaau (CiiJ po3mIsHYy-
™1 FOME)

Bynp-sikuit iHIINI THIT HAaTy

doxanbHe yIOBIIbHEHHS

IocninoBHO OXHOCTOPOHHI (hoKaIbHI
eninentrudopMHi po3psan
I'enepainizoBaHa CrialiK-XBHJISL 3 YACTO-
Tor0 <2.5T1

(SIKIIO 1€ HE KiHEellb BUCOKOYACTOTHO-
ro cmecky) Jdudysse donoBe yrmo-
BUIBHEHHSI, SIKE HE OOMEXYETHCS I10-
CTIKTaJbHUM [EPi0ZIoM

5-9 abo 2640 pokis <5 abo >40 popkiB

IHTENneKTyanbHa HEJOCTATHICTH JIer- I[HTENeKTyalbHa HEIOCTATHICTh BiX

KOTO CTYIICHS MOMIPHOTO 1O Ba3KKOTO CTYICHS

IToTeHmiHO 3HAYYII BIAXHICHHS IPU
HEBPOJIOTIYHOMY OIVISIAl, BHKIIOYArO-

YM BUIA/IKOBI 3HAXIZKH (JIMB. TEKCT)

[ToreHuiiiHo 3Hadyma aHOMajbHa AHOMaJbHA HEHpOBI3yaisalis 3 npH-

HEHpoBi3yai3allis, BUKIFOYalOYM BH- YHHHUM YPaKCHHIM

I1aJIKOBI 3HAX1KH (IUB. TEKCT)

ITporpecyroue KOTHITHBHE 3HUKCHHS

MPT He noTpiOHO B KOKHOMY BUIAJKY, ajle HOTo CIIiji pO3IIsSAATH 3 00EPEKHICTIO a00 MPH HAsIBHOCTI KIITHIYHUX MOOOIOBaHb 3 MPUBOIY MOXKIMBOTO CTPYKTYP-

HOT'O IMOIIKOIKCHHSA.

Ixranpaa EEI" He moTpiOHa /U1st MOCTaHOBKH [iarHO3Y.

CunzpoM 0e3 1abopaTopHOTO MiATBEPIKCHHS: y perionax 3 ooMmesxennmu pecypcamu JIF'TK He Moke OyTn miarHocToBaHmii O3 iHTepikTanpHoi EET, 1o moka-

3y€ reHepali3oBaHi CafK-XBHIIi, OCKUIPKH HEe MOJKHA BUKIIIOUUTH (hoKanbHHM mouatok 6e3 EEIL.

Aopesiarypa: EET, enekrpoenuedanorpama; JII'TK, eminercis yuiie 3 reHepaiizoBaHUMH TOHIKO-KIOHIYHUMHK Harnagamu; FOME, 1oBeHIbHA MIOKJIOHIYHA eITi-

nericisi; MPT, Mar#iTHO-pe30HaHCHa TOMOTpadist.

aKpurepii, siki BigCyTHI y IIepeBakHOI OLIBIIOCTI HAII€HTIB, SIKi CTPaXKAAIOTH CHHIPOMOM, aJle PLIKO MOXKYTh OyTH roMideHi. [TonepemkeHHs cami o cobi He BH-

KJIFOYaTh CHHAPOM, aJie MOBUHHI 3MYCHTH JIKaps NEPEerIIHYTH JiarHo3 i MPOBECTH MONAIBIII JTOCIIHKEHHS, 100 BUKIIIOYHUTH iHIII cTaHu. YuM Olnblie monepe-

JDKEHb TIPUCYTHI, THM MEHIII BIIEBHEHUM MOKHA OyTH B 1iarHO31 KOHKPETHOTO CHHPOMY.

5.4 | Tunu nHanaais

I'eHepanizoBaHi TOHIKO-KJIOHIYHI CYJIOMH € OOOB)S3KOBUMH JIJIsS
[IbOTO CMiJENTUYHOIO CUHIPOMY. BOHM 4acTo BUHHMKAIOTh MPOTS-
roM 2 TOAUH Micis NpoOyIKeHHs, ajle TAKOK MOXYTh CHOCTepira-
THUCS B IHIINIT 9ac K B cTaHi 6aabopocTi, Tak 1 yBi CHi.

THmn TvnM HammaaiB, Taki sk adcaHcu abo MIOKJIOHIYHI Hamazu,
BUKJIIOUEHI 1 TIOBHHHI CIIOHYKATH JI0 PO3IIISIAY 1HIIOTO CHHIPO-
My II'E (manpuxnan, FOAE, FOME).

5.5 | Enexrpoenuedanorpadis

®onorwuii 3anuc EEI" B HOpMi. 3arajibHe yHOBUILHEHHS CIIOCTE-
piraeThest TUILKM B MOCTIKTAJILHOMY Tiepioai. Boruumiese yrmo-

BUIBHEHHSI, IO CIIOCTEPIracThCs MOCIiOBHO B ONHIA 007acTi,
MMOBUHHO BKa3yBaTH Ha CTPYKTYPHY aHOMAIIIFO MO3KY.

551 | Iurepikranbna

I'enepaizoBaHa Crialik-XBWJIS 200 TMOMICMIAWK-XBWIS 3 9aCTOTOKO
3-5,5 I't 000BYsI3K0Ba IS JIaTHOCTHKH (ae Moke OyTH oTpuma-
Ha 3 aHamHe3y). OJHaK [T BUSBIICHHS IOTO 000B’S3KOBOTO PO3-
PsIy MOXKe 3Ham0OUTHCS 3anHc cHy. Moyke crioctepiratucst poto-
MapoKCHU3MabHa PeaKtis. YBi CHI pO3PSIN 9acTo (hparMeHTyIOTh-
cs1 1 MOXKYTB 311aBatucs (poxambHIME a00 MYITETH()OKATEHIMH, aJIe
3a3BHYAl HE CIIOCTEPITarOThCs TIOCHIZOBHO B OfIHIHM oOnacTi. [HTe-
piKTanbHA enienTugOpMHa aKTUBHICTD TOCKITIOETHCS TTPU JIETTPH-
Barii cHy. @parmeHTH (PoKaTBbHOI CITAK-XBHIII PiJIKO MOXKYTb CIIO-
cTepiraTucs MOCIiTOBHO B OJTHII 001acTi; OTHAK y TAKMX BHITAIKAX
¢ po3msinata (GoxanbHy emiiencito. Kommiekcn «crmaik-xBu-
ns» (<2,5 T'1r) He CIoCTepiraloThesl.
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552 | Ixranbua

[lpn reHepanizoBaHUX TOHIKO-KJIOHIYHMX HAamaaax iKTailb-
na EEI' wacto npuxoByerbcst apredaktom. Y TOHIUHIN cTa-
Il CriocTepiraloThes TeHepali3oBaHi LIBHIKI PUTMIYHI CIIaid-
k. Cnanaxu craikiB 1 HAcTyNHI TMOBUIbHI XBHJII MOXYTh
BUHUKATH CHHXPOHHO 3 KJIOHIYHHUMH pHBKamMu. Moxe crocre-
piraTucs MOCTIKTaIbHAN TIEPiox HEPETYIAPHOTO YIIOBITEHEHHS.

5.6 | Heiiposisyanizanis

Heiipogisyanizariist HopmasibHa. SIKio kiiHiuHa Kaptuaa i EET
THUTIOBI, Bi3yasizallis He moTpioHa. OHaK BizyasIi3aliito clif pos-
IJISIATH TIPH aTUIIOBHX O3HAKaX, IPU PE3UCTEHTHUX JO JIKIB Ha-
nasiax abo mpu mnoctitHoMy okansHOMY yroBinsHeHH] Ha EET.

5.7 | TeneTnuHi JocCaiTKeHHSA

I'eHeTnuHe TECTyBaHHA HE € YaCTMHOIO II0TOYHOI PYTHH-
nmiarHOCTHYHOI omiHku. [Ipubmusao B 12%
KiB B OZHOMY JIOCIi/DKCHHI OyB HasBHHN CIMCHHUI aHaM-
He3 eminencii nepiroro cryness.®! Sk i npu Beix ITE, wre-
HU ciM’1 3 eminenciero 3a3Buuail MaroTh cuHapom IT'E

HO1 BUIIA-

a6o ITE.] Skmo wnHamagu criiki 0 miKiB, Coix BHKOHa-
TH XPOMOCOMHHUH MIKpOYHIT IS momrykKy penuauBiB CNVs.

5.8 | Meta0ouivyHi a60 iHmi JadopaTopHi xocJi-
JAKeHHS

Hisikux iHIMX 1a00paTopHUX JOCIIKEHb HE MOTPIOHO 1 He
MIPOTIOHY€ThCH.

5.9 | JAudepenniiina giarHOCTHKA

[Hom eninerncii:

1. FOME Binpi3HA€THCS HASBHICTIO B aHAMHE31 MiOKIOHIYHUX
+Hamasuis.

2. IOAE Binpi3HseTbcs HassBHICTIO B aHAMHE31 aOCaHCIB.

3. ®eOpuiibHI CYIOMH ILTHOC CITIJT PO3IIISAAATH, SIKIIIO B aHAMHE-
31 € (heOpHIIbHI CYIOMH, SIKI TPUBAIOTH ITiCIIst 6 POKIB, 3 200
0e3 apeOPUITbHUX TOHIKO-KIOHIYHUX CYIOM.°

Heeninentnyni posnanu (y 3ammcax ikrambHOi EED BimcyTHs

emizenTr(opMHa AKTUBHICTB):

1. TlcuxoreHHi HeemiIeNTUYHI HAaNa1: O3HAKH, 110 BKa3ylOTh
Ha LeH AiarHo3, BKIIOYAIOTh 30€PEeKEHICTh YCBIIOMIICHHS,
pyXH KIHIIIBOK 1032 (pa3oro, BiICYTHICTh PUTITHOCTI BChO-
TO TiJla MPOTATOM yCHOTO €Mi30/y, TIOMITOBXH Ta3y, IIOBOPO-
TH TOJIOBH i Tisla 3 60Ky B GiK, a TakoX 3MiHa MposBiB. 37138

2. CuHKOIE 3 MOTOPHUMH SIBUIAMH: KOPOTKY TOHIYHY Ta KJIOHIY-
Hy aKTHBHICTh MOXKHA TTOMHIJIKOBO NMPHHHATH 33 TOHIKO-KJIO-
HIYHUH Hamaj, ane ii MoKHa JAu(EepeHIIoBaTH B 3aJIC)KHOCTI
BiJl KOHTEKCTY Ta CTUCIOCTI 31 BUAKAM Bupinienusm.'* Tlpu
CUHKOIIC NMPHUKYCYBaHHS SI3UKA TPAIUIIETBCS PIIKO, ajie 1HOI
BUHHUKA€ HETPUMAHHS cedi. Y 0ci0, 4ui MPUCTYNH HAWOUIBII
MOMITHI i1 9ac (pi3UUHUX BIIPAB, CJIiJ] BUKJIIOUUTH CEPICBI [i-

r .l L) 19
LplHEPSIa L
arHo3u, Taki SK CHHIPOM MOAOBXKeHOro iHtepsany Q-T, 1o
MIPU3BOIUTD JIO CYJJOMHHUX CHHKOIIE.

6 | OBGTOBOPEHHS

Ci0BO  «iZIONAaTHYHUI» TOXOIUTH BiJi TPEIBKOrO TEPMiHY
“idios» 1 BIZHOCUTELCS 10 CaMoOro cede, BIIaCHOIro 1 0COOMCTOrO,
1 mpU3HAY€eHe /IS BU3HAYEHHS TeHETHYHOT eTiojiorii. ¥V mporo-
3umii 1989 p. mpo neperaaanas Kiacugikarii eniiencii TepMin
«iionaTHYHUY BUKOPUCTOBYBABCS IJISl OITUCY PO3JIA/IIB, ““SIKHM
HE TepenyBaiii ad0 He BHHHKAJIH iHIII», 1 Ie He OyJI0 KOTHOI
OCHOBHOI MPUYMHH, KPIM MOXKJIUBOI CHAIKOBOI CXHJIBHOCTI.>
[Ipote mponosuitisi 1989 poky BKIrOUYasia Iie KibKa CHHIPO-
MiB, sIKi OibIre He BBaKaroThes yacTuHoto IT'E. Kmacudikarmiii-
Ha Komicis 2017 poky mpuITycThia, MO TePMiH “TeHeTHIHHHA™
€ OLIBII TOYHUM, HIXK «igiomarnuHuiiy. OJHaK BOHH BH3HAJH,
o tepmin IT'E Bee mie mae kiiniyny innicTs. ! Hara minpo-
Ba rpyIa 3 HO30JIOTIi Ta BU3HAUCHb BUPIIIWIIA TIPOJOBKHUTH YTO-
ay mipo Te, mo II'E noBunHI OyTn 00MeXeHi BUKIIOYHO YOTHPMA
saranpHuME cuaapoMamu JIAE, FOAE, IOME i JIT'TK, i mo me
ocob6mmBa miarpymna ['TE (Pucynox 1).

Li yoTHpH CHHAPOMH BiJIPI3HSIOTHCS OJMH BiJI OJHOTO BIKOM
MOYaTKy 1 TepeBakarounM THIOM Haraay. OnHak icHye 30ir 3
HEYITKMMHU MexaMu Mk curapomamu IIE momo Biky mowar-
Ky 1 TumiB HamanaiB. [lamieHTH MOXYTh TIEPEXOIUTH Bill OIHO-
ro 3 cuaapomiB II'E no inmoro, Hanpuknax, JAE nepexoauts
B IOME.¥

Mu BusHaemo, 1o iHoxi iHmi cuaapomu [TE 1 reneTnyna emi-
nericist 3 (eOpPUIIBHUMHU HalaJaMy TUTIOC MOXYTh HaraayBaTH
ITE. Cunnpomu eminencii, Taki sIK emijencis 3 MiOKIOHI YHUMH
a0bcaHcaMH 1 emijIencis 3 MIOKJIOHIEIO ITOBIK, TAKOK MalOTh IeHe-
paii3oBaHy aKTHBHICTh Y BUIVISAI KOMIUICKCIB «CHANK-XBUIISD»,
asie MaroTh crienn(ivyHi TUIH eTi30/iB, SIKi HE BXOJATh B YOTHPH
ITE, i Xoua BOHM MOXKYTh BUHUKATH B yMOBaX HOPMaJILHOTO iH-
TEJIEKTY, BOHH MalOTh OLTBII BUCOKHH 3B)S30K 3 IHTEJICKTYallb-
HOIO HEeIOCTaTHICTIO. BpaxoByioun nepekpruBaHHs Pi3HUX CHH-
npomiB IT'E, a takox IT'E ta inmmx cuaapomiB I'TE, nosrorpu-
BaJIi JJOCITIUKEHHS JI03BOJISITH 3 YaCOM JIOAATKOBO YTOYHHTH IIi
3aIpOIIOHOBAHI KpUTEPIi.

7 | BACHOBKH

Busnanns IT'E € BaxnuBuM U1t KIIHIYHOT JOTIOMOTH, OCKIJIb-
KU BOHO iH(OpPMYE PO JiaTHO3, 3armodirae HemoTpiOHUM 00cTe-
xenusiM, [THIT Ta 3abe3nedye pekomeHaarii moa0 MPOrHO3Y.
Le Takox J103BOJISIE 1IEHTU(IKYBATH BIZIHOCHO OJHOPIAHY TPY-
My MAIIEHTIB [T KIIHIYHUX TOCIIKCHD Ta BUIIPOOYBaHb IPO-
THETJIENTHYHOT Tepartii. [CHyroTh mebaru moao Toro, SK CIif
BukopuctoByBatu Tepmiad II'E ta ITE. Tyt Mu giTko BU3Ha4a-
emo, mo IT'E e BimminHOIO miarpymoro B I'TE, i repmin IT'E mae
Oytu uiTko oOmexkeHuit yotupma cunapomamu: JAE, IOAE,
IOME Tta JII'TK. BusHayeHHs1 CHHAPOMIB CIiIEICii, Ha/laHl B
1iit crarTi, NOTPeOyIOTh MiATBEPPKEHHSI B JOBIOTPUBAINX JI0-
CITIDKEHHSIX 1 MOXKYTh OyTH JIOJATKOBO YTOYHEHI B Mipy myOTi-
KaIii HOBUX JTaHUX.
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