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Kaacigikauisa ta BusHauennss ILAE cunapomiB emijiencii 3 moyar-
KOM Y HOBOHAPO/KEHHMX | HEMOBJIAT: 3asiBa NMPO MO3ULII0 HiJIbOBOI
rpynu ILAE mo Ho30J10Til Ta BUSHAYEHHAM

Sameer M. Zuberi' @ | Elaine Wirrell> @ | Elissa Yozawitz® © | Jo M. Wilmshurst* © |
Nicola Specchio® @ | Kate Riney*’ @ | Ronit Pressler®® @ | Stephane Auvin'® @ |

Pauline Samia" © | Edouard Hirsch'> @ | Santiago Galicchio @ | Chahnez Triki' @ |
O. Carter Snead' © | Samuel Wiebe'® @ | J. Helen Cross'”'® & | Paolo Tinuper'>* © |
Ingrid E. Scheffer?! @ | Emilio Perucca?>? @ | Solomon L. Moshé?*?52¢ & | Rima Nabbout?’

"Paediatric Neurosciences Research Group, Royal Hospital for Children, Institute of Health & Wellbeing, Collaborating Centre
of European ReferenceNetwork EpiCARE, University of Glasgow, Glasgow, UK

Divisions of Child and Adolescent Neurology and Epilepsy, Department of Neurology, Mayo Clinic, Rochester, Minnesota,
USA

3Isabelle Rapin Division of Child Neurology, Saul R. Korey Department of Neurology, Montefiore Medical Center, Bronx, New
York, USA

“Department of Paediatric Neurology, Red Cross War Memorial Children’s Hospital, Neuroscience Institute, University of Cape
Town, Cape Town,South Africa

SRare and Complex Epilepsy Unit, Department of Neuroscience, Bambino Gesu’ Children’s Hospital, IRCCS, Member of
European ReferenceNetwork EpiCARE, Rome, Italy

®Neurosciences Unit, Queensland Children’s Hospital, South Brisbane, Queensland, Australia

"Faculty of Medicine, University of Queensland, St Lucia, Queensland, Australia

8Clinical Neuroscience, UCL- Great Ormond Street Institute of Child Health, London, UK

“Department of Clinical Neurophysiology, Great Ormond Street Hospital for Children NHS Foundation Trust, Member of
European ReferenceNetwork EpiCARE, London, UK

YAP-HP, Hopital Robert-Debré, INSERM NeuroDiderot, DMU Innov-RDB, Neurologie Pédiatrique, Member of European
Reference NetworkEpiCARE, Université de Paris, Paris, France

""Department of Paediatrics and Child Health, Aga Khan University, Nairobi, Kenya

2Neurology Epilepsy Unit “Francis Rohmer”, INSERM 1258, FMTS, Strasbourg University, Strasbourg, France

13Child Neurology Department, Victor J Vilela Child Hospital of Rosario, Santa Fe, Argentina

1Child Neurology Department, LR19ES15 Neuropédiatrie, Sfax Medical School, University of Sfax, Sfax, Tunisia

SPediatric Neurology, Hospital for Sick Children, Faculty of Medicine, University of Toronto, Toronto, Ontario, Canada
"“Department of Clinical Neurosciences, University of Calgary, Calgary, Alberta, Canada

"Programme of Developmental Neurosciences, UCL NIHR BRC Great Ormond Street Institute of Child Health, Great Ormond
Street Hospital forChildren, Member of European Reference Network EpiCARE, London, UK

8Young Epilepsy, Lingfield, UK

YDepartment of Biomedical and Neuromotor Sciences, University of Bologna, Bologna, Italy

2TRCCS Istituto delle Scienze Neurologiche, Bologna, Italy

2l Austin Health and Royal Children’s Hospital, Florey Institute, Murdoch Children’s Research Institute, University of
Melbourne, Melbourne, Victoria, Australia

2Department of Neuroscience, Monash University, Melbourne, Victoria, Australia

This is an open access article under the terms of the Creative Commons Attribution License, which permits use, distribution and reproduction in any
medium, provided the original work is properly cited.
© 2022 The Authors. Epilepsia published by Wiley Periodicals LLC on behalf of International League Against Epilepsy

Epilepsia. 2022;63:1349-1397. wileyonlinelibrary.com/journal/epi 1



ZUBERI ETAL.

2 f pilepsia

ZDepartment of Medicine, Austin Health, University of Melbourne, Heidelberg, Victoria, Australia
2sabelle Rapin Division of Child Neurology, Saul R. Korey Department of Neurology, Bronx, New York, USA
ZDepartments of Neuroscience and Pediatrics, Albert Einstein College of Medicine, Bronx, New York, USA

2Montefiore Medical Center, Bronx, New York, USA

Y’Reference Centre for Rare Epilepsies, Department of Pediatric Neurology, Necker—Enfants Malades University Hospital,
APHP, Member of European Reference Network EpiCARE, Institut Imagine, INSERM, UMR 1163, Université Paris cité,

Paris, France

HomroBa
KOpeCHOH/IeHIIii:
Rima Nabbout, Centre de reference epilep-

ajpeca st

sies rares, Pediatric Neurology, Necker Enfants
Malades Hospital, 149rue de Sévres, 75015 Par-
is, France.

En. anpeca: Rima.nabbout@aphp.fr

1|BCTYI

PoGoua rpyna 3 Ho3o070r1i Ta BU3HaYeHb Mi>KHAPOIHOT Mpo-
tuenientuynoi jirn (MITEJ]) npononye ocHoBy st kiacudi-
Kallii Ta BU3HAYCHHS CHH/IPOMIB CIIIJICTICIT 3 TOYaTKOM Yy HeOHa-
TaJIBHOMY IEpioJll Ta paHHBOMY IUTS4YOMY Bimi. J{o wiei rpynu
BXOJISITh HEMOBJISITA BiJl HAPOJPKEHHSI, SIK HEJIOHOIIICH], TaK 1 J10-
HOIIICHI, BikoM J10 2 pokiB. [[i1b0Ba rpyma mponoHye BU3HAYCH-
HSl J10Ope BCTAHOBJICHHM EJIEKTPOKJIIHIYHUM CHHIPOMaM eri-
nericii. KpiM Toro, Mu BBOJMMO TOHSITTSI CHHAPOMIB €IiJIericii,
110 BU3HAYAIOTHCS HacamIiepes etiosnorieto. Ll rpyna Bkitouae
CUHJIPOMH, JUISl IKUX iCHY€ crienidivHa eTioNoris ermisercii, mno-

B)si3aHa 3 YiTKO BU3HAYECHUM BiJJHOCHO OJTHODPIHUM 1 BUPA3HUM
KIIHIYHAM (DEHOTHIIOM y OIIIBIIOCTI XBOPHUX, @ TAKOXK 3 MOCIi-
noBHUMH enekTpoennedanorpadivanmu (EED), Helipoizyaiti-
3aIifHIME Ta/a00 TeHETHYHHUMH KOpensTaMiu.'

3 ycimMa HOBHMH JTaHUMH (DEHOTHUIIYHHIA CIIEKTp 3r0JIOM CTa-
He vitkimmM. Sk 1y Beix xnacudikamisx ILAE, meroro Hamoi
poboyoi rpymu Oyia po3poOka JOKYMEHTa, 10 BioOpakae HO-
BITHI HAayKOBI 3HaHHS Ta IMITOTY€ CITIBTOBAPHCTBO EIIJIENITONO-
TiB 10 HOBUX PO3POOOK y Taiy3i JIarHOCTUKHU Ta JIIKYBaHHS CITi-
Jnericii.

Cyto OiojoriuHa KiIacUQikallisl Cmijerncii HeMOXJMBa Ha
Cy4acHOMY piBHI HAyKOBHX 3HaHb; OJHAK PO3ILIMPEHHS BHU3HA-
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KirouoBi MmoMeHTH

e VYV mpoMy JOKyMCHTI  MPEJCTaBIICHI
BHU3HAYCHHS MixHapoaHOT
nporueniientunynoi Jyirn  (ILAE) nmus
CTICKTPOKJTIHIYHHIX CIUICITUYHUX

CHUH/POMIB 3 [TOYaTKOM Y HOBOHAPOKCHHUX
Ta HEMOBJISIT.

e Mu po3aUIMIM CHHIPOMH Ha JIBI T'pyIH:
CHUHAPOMH caMOoOOMexeHoi emiiercii Ta
enijgenTHyHi eHuedanonarii po3BUTKY.

e Mwu BBOIMMO TOHATTS CMIJIENTHYHUX
CHUHPOMIB, 1110 BU3HAYAIOTHCS HAacaMIepe.l
eTionoriero.

*  Mu y3araJibHIOEMO JUIsl KOKHOTO CHHJIPOMY
000B>$SI3KOBI, MONePEHKYBaIIbHI Ta

KpUTEPil BUKJIIOUEHHS, 1100 MOJISTIINTH 1X
BUKOPHCTAHHS JIKapsIMH.

YCHHS CMIJICIITUYHUX CHHIPOMIB, 1[0 BKJIFOYA€E CTiOJNIOTIIO, Bi-
no0paxkae cydacHi peasii KIiHIYHOT JiarHOCTHKH Ta JIIKyBaHHS
erijerncii. Y paHuil 4ac po3poOisSOTECS BUCOKOTOUHI (TTperu-
31iiHI) METOM JIIKYBaHHS T€HETUYHO OOYMOBJICHUX EIIerICii,
SIKI MOXKYTh HE TUIbKH TOCJIa0nioBaTH abo 3yNMUHATH Hamaju,
asie i BIIMBaTu Ha KOMOpOinHi cranu. KoHuenuii, mpeacrasie-
HI B IbOMY JIOKyMEHTI, 3aCHOBaHiI Ha poOoTi Oararbox Komicii
Ta pobounx rpyn MIIEJI 3a kinbka HECATUIIITH i € MONATBIINM
pozsutkoM Konnermii MITEJI 2017 poky aunst knacudikanii eri-
nericiit Ta Mmoxudikanii 2021 poky [uist HaraAiB y HOBOHAPOJDKeE-
HUX, JIC CTIOJNIOTisl PO3MIAAAETHCS HA BCIX PIBHAX Kiacuikarii
BiJl THITY Hamajay J0 THITY CILJICICii Ta SHiICITHYHOTO CHHIPO-
my.>* Poboya rpymna mpornoHye HOBy Kiacubikalifo Ta BU3Ha-
YEHHsI eMUICNTUYHUX CHHAPOMIB Yy BUINISII TiOpuUay, IO I0-
€JIHy€ CJICKTPOKIIIHIYHI 03HAKH 3 CTiONOTi€r. ICHye CcriamHui
B32€EMO3B)SI30K MIXK €TIOJIOTIEI0 Ta KIIHIYHUMH OCOOIMBOCTSI-
MU y JIIOJIeH 3 emuIernciero, /e 0JHa eTioNoris Moxe OyTH I10-
B>S3aHOI0 3 KIJIBKOMa PI3HUMU CHUICITHYHUMH CHHIPOMAaMHU, 1
JIe OZINH CHUHJPOM MOKE OyTH IOB>SI3aHMH 3 PI3HUMH €TIiOJOTi-
siMd. Pinmne crienungivHa eTioNorist aCOMIFETHCS 3 YHIKAIBHIM
EJIEKTPOKIIIHIYHUM CHHAPOMOM Yy OinbiiocTi xBopux. Lle Buma-
rae po3poOKH IJIAHY BEICHHS OyIb-KOIO XBOPOTO 3 CILICCi-
€10 3 ypaxyBaHHSIM SK €JIEKTPOKIIHIYHOTO CHH/IPOMY, TaK 1 eTi-
osorii. Y perioHax 3 0OMEXEHHMH pecypcamu, Jie Takuil Mmif-
X1J1 yTpyOHECHUH yepe3 00MEKEHH TOCTYI JI0 CIeIiaTi30BaHIX
JIOCIIJDKEHb, PETENIbHE BU3HAYECHHS CIJIENITHYHOTO CHHIPOMY
YacTO JI03BOJISIE TIPUITYCTUTH €TIOJNOTiI0 Ta NMPU3HAYUTH OITH-
MaJlbHe JiKyBaHHS. MiKHapojHe CIiBpOOITHUITBO Yepe3 IIIo-
6anbHi Mepexi Ta MITEJ] Moxe miiBUIIMTH €(EKTUBHICTH Me-
JUAYHOI JJOIIOMOTH.

1.1 | Bu3Ha4yeHHS eNuUIeNTUYHOTO CHHAPOMY

VY Ilpomno3uuii kinacudikamii emijienciii Ta emniIenTHYHUuX
cuHapoMiB, oryoiikoBanomy ILAE y 1985 poui, eninentuunuii
CUH/IPOM BU3HAYAETHCS SIK “CIMUICNITHYHUN PO3JIaj, [0 XapaKTe-
PH3YETBCSI CYKYITHICTIO O3HAK 1 CHMIITOMIB, 110 3a3BHYail BUHU-
KaroTh paszom”.* OcranHst knacudikaris eminencii 30epera e
BU3HAYEHHSI, OMMCYIOUHN EMIENTUYHUI CUH/POM SIK CYKYITHICTh
O3HaK, 10 BKJIIOYAIOTh TUNOBI Buau HanaxiB, EEI" Ta ocobmu-
BOCTI Bi3yaui3ailii, siKi, K MPaBUJIO, BUHUKAIOTh Pa30M, 4acTO
3 BIKOBUMH OCOOJIMBOCTSIMH, TAKMMHU SIK BiK TIOYaTKy Ta pemicii

Epilepsia'-
pilep
(Te 3acTOCOBHO), TPUTEPH HATIAliB, J0OOBA BapiabeIbHICTh, iHO-
i POTHO3 Ta XapaKTEPHi CYIyTHI 3aXBOPIOBaHHS, TaKi K iHTe-
JIEKTyaJIbHI Ta McuxiuHi posnaam.’ Bymo 3a3HadeHo, mo BU3HA-
YeHHS CHHAPOMY MOJKE MaTH €TiONOTiYHi, MPOTHOCTHYHI Ta Ji-
KyBaJIbHI HACTIIKH.

Hamra Pobowa I'pyma mpomoHye HacTymHE BU3HAYCHHS CITi-
JIENTUYHOTO CHHAPOMY':

“xapaxmepruil Habip kniniunux ma EEI-03-
HaK, wo 4acmo NiOKPInao0Omscs cneyuiy-
HUMU emION02TYHUMYU OAHUMU (CIMPYKIYDHU-
MU, 2EHeMUYHUMU, MemabONIYHUMY, IMYHHU-
Mu ma iHgeryitinumu) .

JliarHo3 CUHIPOMY y JIFOAMHH 3 EMUIENCIEI0 YacTo Ma€ IMpo-
THOCTHUYHE Ta JIiKyBajibHE 3HaueHHs. CHHIPOMH 4acToO MaroTh
BIKO3aJIEXKHI IIPOSIBY Ta PsiJL CrIeHM(PIYHNX KOMOPOiJHOCTEH.

1.2 | Enminencist 3 mo4aTkoM y HeOHaTAJIbHOMY
nepioai i AMTUHCTBI

3axBOPIOBAHICTh Ha EIUIEICIIO 3aJISKUTh BiJl BiKY, IPHUOMY
HaliBuii nokasuuku (>60 Ha 100 000) ciocTepirarothes y ociod
MoJoAilIe 5 pokiB i y Billi 65 pokiB i cTapiie.’ Y KiUTbKOX MOITy-
JISIIHHUX OCHTI/PKEHHSX OyJia BiJI3HaueHa Ha0araTo BUINA YacTo-
Ta eIIeICii Ha NePIIOMY POLL JKUTTSI, HK Y JIITEH CTapIoro Biky
(82,1-118 mpotu 46 Ha 100 000 romuHO-BiK).** HemonasHe npo-
CIIEKTHBHE TOMYJISILIHHE TOCIHIPKEHHS 110Ka3aJo0, 110 3aXBOPIO-
BaHICTh cTaHOBUTH 75 Ha 100 000 HOBOHAPOMKEHUX 110 6 MiCs-
uiB i 62 wa 100 000 y nepiox Bix 6 10 12 MicsiB, 0 3HAYHO
BHIIC 32 TIONEPEHI OLIHKKA PETPOCIIEKTUBHUX Aocimkens.” Lli
TIOTYJISIIMHI JOCII/PKEHHS TPOBOJIMIIUCS B KpaiHax 3 BUCOKHM
PIBHEM pecypciB, 1 CIlijl 3a3HaYNTH, 10 HAOYTI eriiencii MaoTh
011 BUCOKY 3aXBOPIOBAHICTh B IpyIax HaceJIeHHs 3 0OMexe-
HUMHU pecypcamu.'®'?

Jitu, siKi CTpakIarTh Ha CMIJCICII0 B PaHHBOMY BIlli,
Bi/IYyBaIOTh BUCOKHH TSIrap KOTHITUBHUX 1 IOBEJIIHKOBUX CY-
MyTHIX 3aXBOPIOBaHb,'* 1 OLIBII BUCOKI MOKA3HUKH MEIHKAMCH-
TO3HOI pe3ucteHTHOCTI 1 cMepTHOCTI,'® TipH 1IBOMY 110 50% J1e-
MOHCTPYIOTh [JI00QJIbHY 3aTPHUMKY PO3BHUTKY 4epe3 2 pPOKH ITic-
151 moyatky 3axBoproBanHs.” CyImyTHI 3aXBOPIOBAHHSI YacTilie
3yCTpIYaIOThCS Yy JITEH, y SIKUX PO3BHUBAIOTHCS PE3UCTEHTHI
JI0 JTIKApCHKUX MperapariB Hamaiau'!, Ta y AiTeil 3 BUCOKOIO
4acTOTOIO Hamajis.! ¢!’

TpaauniitHo cMHIPOMHU BU3HAYAIKCS HACAMIIEPE/] 3a €JIeK-
TPOKJIIHIYHMMH O3HAKaMHM; OJHAK OCTaHHI JBa JCCATHIITTS
ineHTHdIKaLig PsiLy TeHIB IPH enIerncii J03BOJINIO BUBYH-
TH KOTOPTH BHITAJIKIB 13 3araJIbHOI0 TEHETUYHOIO ETiOJIOTIEL0.
3’SIBUIIHCSI TIOCITIZIOBHI €JIEKTPOKIIIHIYHI (PEHOTHUIIH, ITPHUKIIA-
namu sikux € CDKL5,'8 MeCP2,'%* PCDH19,>">STXBP1,*
ta inv dup 15.2° Kpim Toro, nesiki CTpyKTypHi, MeTabomid-
Hi, IMyHHI Ta 1H(QEKUi}HHI eTIoNOorii TaKOX MaloTh XapakTep-
Hi eJeKTpoKIIiHiuHi ¢peHoTunu.! OTke, eminencii, 3yMoBJeHi
crer(piYHOI0 NeHETHYHOIO, CTPYKTYPHOIO, METaOOII4HOIO,
IMyHHOIO 200 1H(EKIIITHOIO €TI0I0rI€r0, TAKOXK MOXYTh BiJI-
MOBIJJaTH KPUTEPIsIM CHUHAPOMY, KOJIM BOHU TIOB)sI3aHi 3 10-
CTIHHUMU EJIEKTPOKJIIHIYHUMH O3HaKaMu Ta MaloTh JIKY-
BallbHI Ta NPOrHOCTUYHI Haciiaku. Eminencii y aiteit Bi-
KOM /10 3 POKiB MOXXYTb OyTH Kiacu(iKoBaHi 3a CHHAPOMOM
y 54% mnanienTiB Ta 3a etiojorieo y 54%, KOJIu BUKOPUCTO-
BYIOTBCSI HOBITHI METOM HeHpoBi3yaiizalii, MeTadoIiYHOro
Ta TeHHOro TecTyBaHHs.”? Y rpymi Mosoamie 12 Micsuis eTi-
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+E pilepsia
Camoo0Mexeni emiencii

= CaM000MeXeHa CiMeiHa CIJICTICiST HOBO-
HapomkeHnX HeMoBIHAT (SeLNE)

= CaM000MeXeHa CiMeiHa CIJICTICiST HOBO-
HapomkeHuX Ta HeMoBJAT (SeLFNIE)

= CaMo000MeXeHa CiMeiHa emuiencis He-
MOBIIAT (SeLIE)

* [eHernyHa eminerncis 3 GeONITPHIMA Ha-
nmagamu 1wiroc (GEFS+)

= MiokioHiuHa emnirencis HemopusaT (MEI)

PUCYHOK 1 Oprani3amis CHHIPOMIB €MIENCil, 10 MOYMHAIOTHCS Y HOBOHAPOIPKEHHX Ta TPYIHUX AiTeid. CHHAPOMH B Ii-
JIOMY JUTATHCS Ha TINIeTCii, 0 caMOOOMEeXyIOThCs (KoM HMOBiIpHA CITOHTAHHA PEMicis) 1 emiIenTHdHi eHnedanonarii po3BUT-
kxy EEP (po3mamu, mpu sIKUX CIIOCTEPITraloThCs MOPYIICHHS PO3BUTKY, TTOB)SI3aHI SIK 3 OCHOBHOIO €TIONOTI€I0, IKa HE 3aJIeKUTh Bif
eninenTru(OpPMHOI aKTHUBHOCTI, TaK 1 3 EMIIENTUYHOIO eHIedaonatiero). ETionoriyno crnerudivHi enienTuyHi CHHIAPOMH 3Y-
MOBIICHI KOHKPETHOIO TEHETHIHOIO, CTPYKTYPHOIO, METabOIIIYHOI0, IMyHHOIO 200 iH(EKITIITHOIO eTiONOTIEI0 Ta MAIOTh OCTiI0B-
Hi €IeKTPOKIIIHIYHI 03HAKH, JIKYBaHHS Ta MPOrHOCTHYHI HACTIIKA. BITBIIICTh €TiOoNOTiuHO creru(igHIX CHHIPOMIB, SKi TTOYH-
HaIOThCSI B HEOHATAIBHOMY a00 paHHbOMY AWUTSIoMY Tepiomi, € EEP. ALDH7ALI, aldehyde dehydrogenase 7 family member Al; CDKLS,
cyclin-dependent kinase-like 5; KCNQ?2, potassium voltage-gated channel subfamily Q member 2; PCDH19, protocadherin19; PNPO, Pyridoxamine

5’-Phosphate Oxidase

OJIOTiI0 MOXKHA BH3HAYMTH y 64% Bunankis. [ nopiBHsIH-
HsI, HEMOBJISATA 3 TSHKKOIO EIIJIEICICO, 10 IOYMHACTLCS 10 18
MICSIIIIB, MOXKYTh OyTH KJ1acu(iKOBaHi 3a eniJenTHYHUM CHH-
JIPOMOM IIpH 3BepHEeHH] y 64% BUIaAKIB, IIPH [ILOMY €Ti0JI0-
rist BusHa4aeThes y 67%.° %

EnisenTu4Hi CHHAPOMH, 1[0 BHU3HAYAIOTHCS 3a eTi-
osioriero, oOMeXeHi B I[bOMY JOKYMEHTI CHHJIpOMamH 3
OJIHOPITHUMH €JICKTPOKJIIHIYHUMHU O3HAKaMH, sKi, Xo4a i
€ IHJAMBINyaJbHO PIJKICHUMH 3aXBOPIOBAaHHSMH, AOCHUTH
MOMIMPEeHi, 1100 X MOIJIM CIOCTepiraTu Ha MPaKTHUII Ie-
niarpuuHi ¢axisi 3 eninerncii. KiapkicTh CHHAPOMIB, 110
BH3HA4YaAIOThCSl €TioNOrier, Oyae 3pOCTaTh, 1 OYIKYEThCs
MOAAJBINUKA PO3BUTOK BIAMOBIJHUX MPEHHU3IHHUX METO-
JIiB JIIKyBaHHsI. MM He BKJIIOUMJIM BIANOBIAb HA Teparmio y

BH3HAUYCHHS CMIJCNTHYHOTO CHHAPOMY, X04a 38 HAsABHOCTI
JI0Ka3iB crenu(ivHOCTI BIAMOBIAI HA MEJIMKAMEHTO3HE JIi-
KyBaHHs - 3MEHIICHHsI a00 MOCHUJICHHS YaCTOTH HAmaiiB -
MU OOTOBOPHUIIN 11€ B TEKCTI.

2|METOJH

Metononorito kiacudikamii Ta BU3HAUYEHHS CHHIPOMIB
Haiow Po60Y0I0 TPYIOK OMHCAHO B OKPEMOMY TOKYyMEH-
Ti “Meronosoris knacudikamil Ta BH3HAYEHHS eMIJIeNTHY-
HUX CHHJIPOMIB 31 CHUCKOM CHHIPOMIB: 3BiT PoO0u0i rpynu
MITEJI 3 Ho3o0morii Ta Bu3HaueHb.””! Poboua rpymna mpoBoau-
na ocobucTi 3ycTpiui Ha 3acinanusx MIIEJI ta onnaitn-nuc-
kycii B nmepiox 3 2018 mo 2021 poku. byna ckinukana rpyna,
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o ckiaganacs 3 wieHiB Pobodoi rpynu 3 mocBizom pobotu
y memiaTpii.

OnHOMY 3 WICHIB TPymH OyIIO JOPYYEHO CKJIACTH Ia-
OJIOH I KOXXHOTO 3alpOIIOHOBAHOTO CHHIPOMY, BUKO-
PHUCTOBYIOUH HaHI omIsAy Jjaiteparypu no jumHs 2019
POKY, 3 YypaxyBaHHsIM OCTaHHbOro BuIaHHS «Emimen-
TUYHI CHHIPOMH HEMOBIISIT, AUTHHCTBA Ta FOHALTBa»>’
Ta Cy4aCHHMX KpHUTEpiiB, NepepaxoBaHUX Ha calTi WwWWw.
epilepsydiagnosis.org. [lomaHi TyT BU3HaA4eHHS OyIIH 3aCHO-
BaHI Ha ITerpaTHBHOMY Iporeci B pamkax Pobouoi rpy-
I Ha OCHOBI MOMAIBIIIOTO BHECKY Ta KIIIHITHOTO JOCBIIY
yneHiB Po6ouoii rpymnm, a TakoX TOJATKOBUX JAHUX JIiTe-
patypu.' Ilpouec endi, mo BkItOYae ABa payHId KOMECH-
TapiB Ta 3aJy4eHHs TONATKOBUX EKCIEPTiB-KJIiHIIHUCTIB,
SIKI HE BXOASTH 10 aBTOPCHKOI I'PYINH, AOTOMIT JOCATTH
KOHCEHCYCYy 00 Oynb-aKux chep po30ixHOCTEH. Y mii
MeperITHYTii Bepcii BpaxoBaHi 3ayBa)KCHHSI PEIICH3CHTIB
Ta KOMEHTapi, po3MmimeHi Ha caitti MITEJI 3a mepmmum mo-
MaHHAM, a TaKOX, 3a IMOTpeOu, KOMEeHTapi, Mo 0a3yrThCs
Ha TpethoMy payHai dendi.

2.1 | OcHoBH KIacu@ikamii

Mera 11i€i cTaTTi - pO3TISIHYTH crienu(ivHi KIiHIYHI Ta J1a-
OopaTopHi OCOOIMBOCTI CIMUIENITHYHIX CHHAPOMIB 3 IMOYAT-
KOM Y HEOHATaJbHOMY Ta PAHHBOMY JUTSYOMY BiLi (210 2 po-
KiB) Ta HamaT OOTPYHTYBAHHS JIJIs1 OyIb-SIKUX CyTTEBUX 3MiH
Yy HOMEHKJIATYpl YW BH3Ha4eHHsX. Il KOXKHOTO CHHIPOMY
MU BUJIUJTHIIA TPH TPYIIH KPUTEPIiB':

- 0606 s3x06i: Kputepii, siki MatoTh OyTH MPUCYTHIMH IS
BCTAHOBIICHHS JIarHO3y CHHAPOMY. SIKIO0 00OB’SI3KOBOrO KpH-
Tepiro HeMae, CHHAPOM He MOXKe OYTH J1arHOCTOBaHMIHA.

- Ilonepeooicysanvui: Kputepii, ki BiACyTHI B TIepeBaKHil
OUTBIIOCTI BUMAIKIB B paMKaX CHHAPOMY, aje B OKPEMHX BHU-
najgKax MoXyTh 3ycrpidarucs. [Ipucyrhicts [Tonepemxyais-
HHUX KPUTEpIiiB BJAacHE HE BHUKIIOYAE CHHIPOM, aje NMOBHHHA
3MYCHTH JIiKaps MEePEeTITHY TH JiarHo3 i MPOBECTH JOAATKOBI [10-
CJJDKEeHHS, 00 BUKIIOYHTH iHIII 3axBoproBaHHs. [{o Oinmbire
NONEPE/KYBAIBHUX KPUTEPIiB, TO MEHII BIEBHEHHM MOXKHA
OyTH y AiarHO31 KOHKPETHOTO CHHIPOMY.

- Bukarouni: Kputepii, siki MOBHHHI OyTH BiICYTHIMH, TIO0 ITi-
arHOCTYBAaTH CHHIPOM. SIKIIO € BUKIFOUHHI KPUTEPiil, CHHIPOM
He Moke OyTH [iarHOCTOBaHUH.

2.2 | Cunapomun

MH po3mIIMIN eNiNeNTHYHI CHHAPOMH 3 MOYaTKOM Y HOBO-
HApODKEHUX 1 TPYIHUX TiTel Ha NIBi OCHOBHI TPYIH: CHHAPO-
MH, [0 CAaMOOOMEXYIOTBCS, IIPH SKUX HMOBIpHA CIOHTaHHA pe-
Micist; Ta emigentudHi eHredanomnarii po3sutky (EEP) — 3axBo-
PIOBaHHS, NPU SIKUX CIIOCTEPIraroThCsi MOPYLICHHS PO3BHUTKY,
0B’ s13aHI1 SIK 3 OCHOBHOIO €TIOJIOTIEI0, sIKa HE 3aJIEKUTH BiJI €ITi-
nenTrOpMHOT aKTUBHOCTI, TaK 1 3 €MUIENITHYHOO eHIedanomna-
Tieto (puc. 1). BinbmricTs eTionoriyHo ciennupivHuX CHHIPOMIB,
110 OYMHAKOTHCS B HEOHATAILHOMY 200 TUTSIYOMY Hepioni, Ha-
nexxats 10 EEP.

VY rpymi caMOOOMEKEHHX SMIIeTICiH iICHYIOTh CHHIPOMH, TIPH
SIKMX K HOBI, TaK 1 yCIaJKOBaHi MMAaTOTCHHI BapiaHTH BHKIIHKA-
IOTh 3arajioM MOiOHI eTeKTPOKIIiHIYHI 03HAKH B CIMEHHHUX Ta
HeCIMEHHHX BHITAJIKaX.

Epilepsia'—
pilep

ToMy MU BH3HA4YMIJIM Ha3BY CHHIPOMY 1 CIIJIKOBICTb SIK BTO-
puHHHI AeckpunTop. [TpwyamHN 3aMiHU TepMiHa «I0OpOsKic-
HUI» y JEKCHKOHI eIiJiencii Ha «caMOOOMEKeHHID) OyIIH OIIH-
cani panire.>? [Ipu emiIeNTHIHIX CHHAPOMAX, 10 caMoobOMe-
JKYIOTBCS, SIKi TIOYNHAFOTHCS Y Billi 10 2 POKiB, HAIlaIX 3a3BUYaN
HIAI0TECS MEANKAMEHTO3HOMY JIIKYBaHHIO, 1 CHHIPOMH aco-
LIIOIOTHCS 3 HOPMAIIbHUM PO3YMOBHM PO3BHTKOM a00 HE3Hau-
HUMH KOTHITUBHUMH MTOPYIICHHSIMH.

Konnenmist «emimentuynoi eHmedanomnarii po3BUTKy» (abo
EEP) Bu3Hae, 1m0 y HEMOBIST 3 THKKOIO PAaHHBOIO CIIJICTICIEI0
CYIIyTHI 3aXBOPIOBAaHHS, MOB>S3aHi 3 PO3BUTKOM HEPBOBOI CHC-
TEMH, MOXKYTh OyTH TIOB)5I3aHi SIK 3 OCHOBHOO IIPHYHMHOIO, TAK 1
3 HECNIPUSTIIMBUMH HACIiJKaMH HEKOHTPOJILOBAHOI eMiJIeNTHY-
HOI aKTHBHOCTI.?

Mu posninmu EEP Ha pannto indantunsay EEP (PIEEP),
sIKa TIPOSBIISIETHCS] BUKJIFOYHO Y BiMli 10 3 MicCsIiB, Ta IHIII CHH-
IPOMH, SIKi TIPOSIBIISIFOTHCS 3a3BHUail micis 3 wmicsmiB abo ma-
FOTB OUTBII ITHPOKHIA CIIEKTP BiKy ITOYATKY, IO BKIIIOYAE PaHHIN
Ta Mi3HiH iHpaHTHIRLHUN Tepiogn. My 0OTOBOPIOEMO THITOBHIMA
BIK ITOSIBH KOYKHOTO CHHIIpoMy. Mu He minposainsemo PIEEP na
CHHJIPOMH 3 HEOHATaJIbHHM IOYaTKOM 1 3 MI3HILIAM IOYaTKOM,
OCKIBKH Je0I0T MOKE CTaTHCsA OyIb-KONIU Bi HAPOMKEHHS JI0
KUIBKOX MICSIIB KUTTS.

2.2.1 | Camoo0Me:KkeHi CHHAPOMH emijie-
ncii

CamooOMexeHa (cimeliHa) HeoHaranbHa emiencis (SeLNE)

CamooOMe)xeHa HEOHATaJbHA EIUICICIsI Ta CaMOOOMeKeHa
cimMeliHa HEOHATaJIbHA CIIJICTICIS MAalOTh CXOXKI KIIIHIYHI Ta eJleK-
TPUYHI OCOOJHMBOCTI, ajlé MOXYTh BiIPI3HATHCA Ha OCHOBI Ci-
Metinoro anamuesy (Tabmums 1).2°3! 11i 3aXBOprOBaHHS MarOTh
CXO)KYy TEHETHYHY €TiOJIOTiI0, IPUYOMY TIATOTCHHI BapiaHTH Te-
HiB de novo BiINOBiNaNbHi 32 HeciMeliHi Bumaaku. Citig peTeib-
HO 30upaTH ciMeHHUI aHaAMHE3, OCKIIBKA BiH MOXKE JIOTIOMOTTH
y MOCTAHOBIII iaTHO3y Ta MPUHHATTI PIICHb 00 00CTEKEH-
HS, JTIKyBaHHS Ta TporHo3y. Llel cimeitHuii cuaapoM OyB Bimo-
MUH paHime sk JoOpOsKiCHI ciMelfHI HeoHaTalbHI Hamaau abo
CYZOMH.

[pucTynu 3a3BUYail MOYNHAIOTHCS MK 2 Ta 7 OHAMU KHUTTS
1 9acTo MarOTh (OKaJIbHI TOHIYHI a00 (OKaIbHI KIOHIYHI CYI0-
MH 200 MOXYTb MPOTPECYBaTH 0 MOCIiT0BHUX TposiBiB. (ITo-
CITITOBHI HamaaW XapaKTepPH3YIOThCS IEKiTbKOMAa KIIIHIYHUMHU
MIPOsIBAMH, IO BiAOYBAIOTHCS MOCIIIOBHO i yac Hamaxy) Do-
KaJIbHI HalaJi1 MOXKYTb YepryBaTUCh CTOPOHAMH BiJ] Hamaxy o
Hanaxy. Hanagu MoXyTh MOBTOPIOBATUCS TPOTATOM JCKLIBKOX
roauH abo JHiB. ETanu po3BUTKY JUTHHU 3a3BHYail € HOpMaJlb-
HUMH.!

Enioemionocis:
[Tependauysana 3axBoproBanicTe Ha SeLNE cranosuts 5,3
Ha 100 000 HOBOHAPOKEHUX.”

Kniniuna kapmuna:

i cuHApOME MPOSBIAIOTHECS MK 2 Ta 7 THAMH JKUTTA.
SIKmIo miTH HApPOKYIOTHCS HETOHOIICHHUMH, HAIagd MOXYTh
BUHUKHYTH TIPOTSATOM KiNBKOX THIB ICISI JOCATHEHHS TecTa-
niftHoro Biky 40 TmxHIB. OOHIBI CTaTi CTPAXKAAIOTH OTHAKOBO.

29-31



ZUBERI ETAL.

*f pilepsia

TABJMIUS 1 [liarHocTHuHi KpuTepii camooOMexeHol (CiMeHHOT) HeoHaTallbHOT erierncii

Hamaan

EEI'

Bik nouarky Hanajis

Po3BuTOoK Ha TIOYaTKy 3aXBOPIOBaHHA

Herpostoriunuii orsi

Bizyaunizaris

THmn gocmiKkeHHs
— IeHeTHYHE

Tlepe6ir 3axBoproBaHHs*

O00B’s13K0Bi KpHTEpil

Hamagm  xapakrepusyrorscst  (o-
KaJlb-HUMH TOHIYHMMH O3HaKaMH Ha
[0-4aTKy Harajay, L0 BPaXKaroTh I0-
JIOBY, 00nn4Ysl Ta KiHIiBKU. DoKalib-
Hi KJI0-HiYHI a00 TOHIYHI Hammagu MO-
XKyThb 4YepryBaTuch 3 000X OOKIiB BiJ
Hamajay /0 Hamajuy, 10 MOXYTb pO3-
BUHYTHCH B JBOCTOPOHHI TOHIYHI ab0
KJIOHIYHI Haraam.

Yu nompibna onsa écmanosnenns oiacnozy MPT abo ikmanvua EET?
JU1s1 1larHOCTUKHM 1[OTO CHHJIPOMY MOTpiOHa HeinBasuBHa MPT
Ixrampaa EET" He moTpiOHa Ju1st BCTAaHOBJICHHS AiarHO3y

3acrepesxni KpuTepii

KiiHiyHMII aHaMHe3, 10 BKa3dye Ha
BHYTPIIIHBOYTPOOHI Hamau

Inrepikransia EEI: Ilomipae ¢o-
HO-BE YNOBIIbHEHHS

3HavHi BIIXWJICHHS IIPH HEBPOJIOTid-
HOMY OOCTEXEHHI, 3a BHHSITKOM BH-
MaJKOBHMX 3HAXiT0K

BixcyTHicTh maToreHHOro BapiaHTa B
reHi, acoI[iiOBaHOMY 13 LIUM CHH-JIPO-

moM, Haiuactime KCNQ2 ab6o
KCNQ3 ABO
BincyTHicTs ciMeliHOro aHaMHe3y,

Skl O cBiquuB mpo AD-ycmanky-
BAHHS 3 HEIIOBHOIO TICHETPAHTHICTIO

TlomipHa TpHBaia 3aTpHMKa HEBPOJIO-
TIYHOTO PO3BUTKY

BincyTHicTs pemicii eninerncii micis 6
— MICSTYHOTO BiKy
JlikapChKO-pe3UCTEHTHA eMiIerncis

Kpurepii BuK/II04eHHsT

Eninentuyni cnazmu

MioKIJIOHIYHI Hama Il

I'enepastizoBaHi TOHIYHI HaMaan
I'enepaiizoBaHi TOHIKO-KJIOHIUHI Ha-
naju

Inrepikranbna EEI:  Crilike  ¢do-
KaJlb-HE YIOBUIBHEHHsI, MOMipHE 200
OLIBII 3HAYHE YIIOBIIBHEHHS (DOHY, HE
00MEXeHE MOCTIKTAIBHUM IEpPiogoM
[TatepH crnanax - NPUrHIYCHHS
Incapurmist

Ixransna EEI: BincyTHicTh KOpemnsmii
EET i3 KIIHIYHUMH CHMITOMaMU

Ioyarok HamajiB MiCIs MEPIIOTO Mi-
CSALIS KUTTS

Ennecdanonarist Oynb-SKOro CTyNeHS
TSDKKOCTL

HeiipoBisyamizamisi, 0 TOKyMEHTY€
[PUYHHHE YPaXKCHHS ISl HAllaliB

IHII1a rOCTpa CUMIITOMATHYHA TIPU-YH-
Ha HamajaiB, BKIIOYAIOYM BHYTpIlI-
HBOUYEpENHY iH(EKLI, imeMiuHHN
a00 reMopariyHuii iHCYIBT, TIITOKCHY-
HO-IIIEMIYHE YIIKO/DKEHHS MO3KY,
3HaYHI MeTa0OiYHI TOPYIICHHS

Bix cepenHBOro 1O TSDKKOTO IOpY-
LICHHS PO3BUTKY HEPBOBOI CHCTEMH

Cunopom 6e3 nabopamopnozco niomeepooicennsi: B perionax 3 oomexxennmu pecypcamu SeLNE moxna niarnoctysarn 6e3 EEI' ta MPT y HOBOHapOkeHOTO 3 Ci-
MEHHUM aHaMHE30M, 10 CBi4UTh Npo cimeitauit SeLNE, sikuii BiAMOBIAa€ BCIM iHIIUM 000B’SI3KOBUM Ta BHHSATKOBUM KIIIHIYHUM KPHUTEPIsIM 1 HE Ma€ JIOAATKO-
BHX 3acTepexeHb. OHaK KITiHIYHA ICTOPIs ypaKeHHX YICHIB CiM’1 MOBHHHA BiAMOBigaTH ovikyBaHomy mepebiry SeLNE, i moTpiGHe peTenbHe crocTepeKeH s 3a
ManieHTOM, 100 MepeKOHATHCS, 10 Mepedir CyA0M TaKOXK BIANOBIIA€ [bOMY CHHAPOMY.

Aopesiarypa: EEI, enekrpoenuedanorpama; MPT, MarHiTHa pe3onancHa Tomorpadist; SeINE, camooOMexkeHa HeoHaTallbHa eIiIeCis.

IcTopist BaricTHOCTI Ta IOJIOTIB 3a3BHYail 6e3 0COOIMBOCTEHA.
B HEeMoOBIIITa PO3BHBAIOTHCS BIAMOBIAHO 10 BiKy. Po3mip romo-
BU Ta HEBPOJIOTIYHE OOCTECIKCHHS B HOPMI.

Ilepebie 3axeoprosannsi:

Hananmu 3a3Bu4aii MpUMTUHSIFOTECS JO O-MICSIYHOTO BIKY, a B
OUTBIIOCTI BUMAJKIB IO 6-TIDKHEBOTO BiKy. SIKIIO Oyio po3mo-

YaTo MPUHOM MPOTHENUICNITUYHHUX TIPEnaparis, IX 4acTo MOX-
Ha MPHUITMHATH MTPOTATOM KUTBKOX THPKHIB. B mopanpmiomy pos-
BUTOK JIUTHHH 3a3BUYail HOPMaJIbHHUH, X04a y JISSIKUX BHUITAIKaX
MOXKYTb CIIOCTEpIraThcsl TPYJHOII Y HaBUYaHHI YU JIETKI PyXO-
Bi mopy1ieHHs. [loCiiPKeHHS TOKa3yIoTh, IO 10 TPETHHU IIUX
XBOPUX MAIOTh HAMa (¥ y mi3HioMy Biii.*° J[o HUX BiiHOCATHCS
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(beOpupHi Hamaaw, KIacTepu (OKATBHUX HAIaiB, 130J60BaH1
TeHEepaJi30BaHi TOHIKO-KJIOHIYHI HAMaaH i, Y MEHIIIOCTi, CaMOO-
OMe)KeHa EIiJIeTCist 3 MEHTPOTEMITOPATEHIMH CriaiikaMu. %3032
VY nesKkux ManieHTiB 31 CeMU(pIYHUME BapiaHTaMH TaTOTeHHUX
TeHIB MOXKE CITOCTepiraTucs Miokimis (6e3mepepBHa M>s130Ba aK-
THUBHICTb, IO BUKIUKAE CKYTICTh 1 J€Jh MOMITHI TIOCMHUKYBaH-
Hs1), SIKA MOXKE BUSIBIIATHCS IIi3HIIIE B JUTUHCTBI. >

Hanaou:

Hamanu xapaktepusyloTbcs (OKaJIbHUMH TOHIYHHMHU 03-
HaKaMM Ha MOYaTKy, L0 BPa)KalOTh IOJIOBY, OONINYYs Ta KiH-
iBkn.?3%3* BoHN MOKYTh MPOTPECYBATH 3a TIOCITiIOBHUM ITa-
TEpHOM 3 TOHIYHUMU, KIIOHIYHUMH, MIOKIIOHIYHUMH Ta Bere-
TaTHBHUMH O3HAKaMH, IO HIyThb OJWH 3a OIHUM 0e3 €JUHOT
NpeAOMiHaHTHOI pucu. YacTo crocrepira€rbes 3MiHa jare-
pamizamii mpoTsaroM Hamangy abo Mix Hamagamu. Moxe cro-
crepiratucs BOKai3amis Ta/abo aBToMaTu3Mu. BeretatuBHi
03HAaKH, TaKi K alrHOE Ta IiaHO3, MPUCYTHI B OJHIN TPETUHI
HamajiB i MOXYTh OyTH MOMIHYIOUHM TPOSBOM. Y HEIaBHIN
poOOTI, 10 MTOPIBHIOE OCOOIMBOCTI MPOSBY TEHETHYHUX ETIi-
JIeTICii Ta TOCTPUX CIIPOBOKOBAHMX HAaIla/iB Y HOBOHAPOIKE-
HUX, TOBIIOMIISIETHCS, IO HANlay IPH TEHETHYHHX eMiJIenci-
sx (macammepen KCNQ2-mos’si3annx SeLNE) marots Ginbmr
Mi3HIA MMOYaTOK i MEHIIY TPUBAJICTh, Hi’)K TOCTPi CIIPOBOKO-
BaHI HalaJy, OB’ A3aHi 3 IHCYIBTOM a00 TIMOKCHYHO-1IIeMid-
Hoto eHredanomnariero.’* Kiacrepu wHamamis mpu camooOMme-
JKeHIH HeOHATaNbHIN emijerncii MOXyTh BiOyBaTHUCS MPOTS-
TOM KUJIBKOX TOAMH a00 JHIB, PH LEOMY HOBOHAPOJDKECHUIT
MOBOIUTHCS HOPMaJIBHO MiXk moismu.¢ Kitiniune o6cTexeH-
HS MK HalaJiaM¥i € HOpMaJbHUM, 32 BUHATKOM Oe3nocepen-
HBOTO MOCTIKTAIBHOTO Iepiony abo SKIIo HEMOBIS mepely-
Ba€ IIiJI i€f0 CeTaTUBHUX MpeTaparis.

EET:

®onosuii 3armc EEI" moxe Oyt HOpMalbHUM a00 BUSBIA-
TH He3Ha4yHi Hecrenudiuni BimxumeHHs.** MokanbHi iHTEpEK-
TaJdbHI eniIenTH(GOPMHI TOPYIICHHS CHOCTEPIraroThCs IPH-
ONHM3HO y BOX TPETHHAX BUMAJKIB, HAWYACTIIIE B IECHTPAIb-
HHX, LEHTPAIBHO-CKPOHEBUX a00 JIOOHO-CKPOHEBUX AIISTHKAX
3 HOPMaJbHUM (HOHOBUM 3ammcoM.>*>> V rmepioan aKkTHUBHIMIHX
HamajiB MOXKE CriocTepiratucs (oxambHe ad0 pO3MOBCIOMKCHE
ynoBinbHEHHS; omHak, Ha BimMiHy Binm KCNQ2-DEE, marepn
crayiax — TMPUTHIYeHHS a00 OLTBII BHpakeHe, CTiiKe yIIOBLIb-
HEHHsI HE CIIOCTEPIraeThCs.

OmnucaHo THUIOBHUI IKTaJbHUH IATepH 3 MOYATKOBHM OCIIa-
onennsm EED tpmBamictio 1o 20 c, 3a SKAM HOyTh CHAMKOBI
PO3psAH, IO HOBTOPIOIOTHCS (B OCHOBHOMY LICHTPAIBHO-CKPO-
HEBi, Xo4a MOXYTh OyTH 3amisHi # iHOnN minsHKW; Puc. 2), sxi
YacTo € JBOCTOPOHHIMH, aJi¢ aCHHXPOHHUMH Ta 31 3MilLICHHAM
narepanbHOCTi.*3 Tomorpadist Moke 3MIHIOBATHCS BiJl OJHOTO
Hamay 10 iHIIoTO.

Bizyanizayisn:

HeiipoBizyaiizauisi He IMOKa3ye NPUYUHHOTO ITOLIKOKEHHS
JUIA erierncii.

Tenemuune oocnioscenms:

AyYTOCOMHO-JIOMIHAaHTHHI THI yCIIaJJKyBaHHs criocTepira-
€Tbesl y civsax (IHOZI 3 HEMOBHOIO MTEHEeTpaHTHICTIO). SeLNE
MOoke OyTH BUKJIMKaHA MaTOTeHHUMH BapiaHTamu de novo y
TuX *Ke remax, KCNQ2 ta KCNQ3, mo i camooOMexeHa ci-
MeiiHa HeoHaranbHa ernrencis. ['enn KCNQ2 ta KCNQ3 ko-
IyIOTh CyOONIWHHUII KaJTieBUX KaHAIIB, sIKi 00’ €THYIOTBCS Y
reTepoTeTpaMepHUil 10HHMI KamieBuii kKaHasr (M-kaHair).3840

Cimeitnmii anamae3 SeLNE HeoOXimqHuiA 1 1iarHO3y camMo-
00MekeHOi ciMeifHOT HeoHaTalpHOI eminencii. Yacto crocrepi-

Epilepsia'~
pilep

raeThCs BapiabeNbHICTh TPUBAIOCTI EMUIETICIT Y YpaskeHHX dJIe-
HiB cimi. Bimbmr Hik y 90% ciMeil BUSBIIsI€ThCS TTATOTCHHUH Ba-
piant.*® Tlarorenni Bapiantn KCNQ2 € HalGiIBIIT TOMTHPEHOIO
MIPUYMHOIO CHHJIPOMY, IO TPHUCYTHI Oinbin HiX y 80% Bumaz-
KiB, 1 BKJIFOYAIOTh CTOM-KOIOHH, JEJeMii Ta MyTallii 31 3CyBOM
paMKH, 110 NPU3BOIATH O TAINIOHEAOCTATHOCTI, & TAKOX ACSKi
MiCCeHC-BapiaHTH, 1[0 BHKJIUKAIOTH JIETKY a00 IMMOMipHY BTpaTy
¢yukii kanay.**? [Tarorenni Bapiantu KCNQ3 ta SCN2A 3y-
CTpIYaroThCs HabaraTo pifme.

Hupepenyiiina diaenocmuxa:

e TocTpi cipoBOKOBaHI HaIMaIH, CIIPUIUHEHI TIITOKCHY-
HO-IIIIEMIYHOIO eHIIe(aIonaTiero, MeTabOIIHOO €Tio-
JIOTI€10, EJICKTPOIITHUMHU TOPYLICHHSIMH Ta THCYJIBTOM,
3yCTpivarOThCs YacTille, HiXK HEOHaTaJlbHa caMooOMe-
»keHa erirericiss. CripoBOKOBaHi Hamaau, sSIK MPaBHIIO,
IMOYMHAIOTHCS paHillle, Ha TIePITUi JCHB KUTTS, 1 OyBa-
FOTh TpUBATIIUMU. HassBHICTE eHIleamonarii BUKITFO-
ya€e caMOOOME)KeHY HEOHATaJIbHY CIiJICTICIIO.

e doKallbHI CTPYKTYPHI IPUYHHH MTPOSIBIISIIOTHCS CTEPEO-
TUOHUMU (HOKATPHUMU KIIOHIYHUMH HaraaaMHu.

e JloOposikicHUI HeOHATaTBHUH MiIOKIIOHYC CHY Ma€e
OyTH JIETKO PO3Mi3HAHUM Yepe3 HasiBHICTh MIOKJIOHycCa
YBi CHi y 3I0pPOBOTO B iHIITOMY HEMOBIIATH, IKUH MOXKE
3MIHIOBATHCS 33 9aCTOTOI0, aMILTITYIOI0 Ta Tomorpadi-
€10.

Camoobdmedcena cimerina HeOHamaibHO-IHHAHMUTbHA
eninencis (SeLFNIE)

SeLFNIE - ayTocoMHO-/IOMIHAHTHHUIT CHHIIPOM 3 TIOYATKOM Y
HCOHATAJILHOMY 200 paHHBOMY TUTSYOMY TIEPIOAl Y PI3HUX UJie-
HiB cim’1 (Tabmuis2).* Lle mopymieHHs Oya0 BUSIBICHO B CIM)>SIX
Ta BCTAHOBJICHO, III0 BOHO MOB)S3aHE 3 JIOMIHAHTHO YCIIaJIKO-
BaHUMH naroreHHuMH Bapiantamu SCN2A4.* Kpim Toro, piako
y ciMysIX 3ycTpidaroThesi marorenHi Bapiantu KCNQ2.% Tlaro-
TeHHI BapiaHTH reHiB de novo, MabyTh, € NPUYMHOI0 HECIMEii-
Hux Bunaakis. llei cuaapom moxkHa BiapizuuTH Big SeLNE a6o
SeLIE numie 3a HasiBHOCTI CIMEIHOTO aHaMHe3y, 110 J0KYMEH-
TYy€ MOYaTOK CaMOOOMEIKCHOT SMJICTICIT B OHUX WICHIB CIM>T B
HEOHATaJIbHOMY Iepiof, a B IHIIKX — B iH(paHTUIbHOMY. Hama-
JIA TIOYMHAIOTHCS MK 2-M 1 7-M MICALIIMH KUTTS 1 MAIOTh CUMII-
TOMATHKY, MOIOHY 0 CaMOOOMEKEHOT HEOHATAIBHOT CIILICTICIT,
3 (OKaNBHUMHU KIOHIYHUMHU 200 (POKaTBbHUMH TOHIYHUMH CYI-
MamH, i 9acto copMoBaHi B kiacrepu. Hamaan MoxyTh OBTO-
pIOBaTHCS MPOTATOM KiIBKOX I'OJMH a0o AHIB. ETanu po3BUTKY,
SIK TIPABHJIO, € HOPMaJIbHUMH.

Enioevionocia:
[epenbauyBaHuii piBCHb 3aXBOPIOBAHOCTI HEBITOMHUIA.

Kniniuna xapmuna:

SeLFNIE cnocrepiraerbest 3 1 aus 10 23 MicsiB xUTTS (ce-
penre 11 TxkuiB, Memiana 13 TmwxkHiB).* OOuaBI cTati cTpaxk-
JAr0Th 0HAKOBO. [lepuHaranpbHuil aHAMHE3 0€3 0COOTMBOCTEIA.
Hemogsita 3a pO3BUTKOM BiJIIIOBIAOTh BiKY, MalOTh HOPMaJlb-
HUI HEBPOJIOTIUHHI CTATyC Ta OKPYKHICTh royioBu. JKoqHux iH-
IMX KIIHIYHUX O3HAK HE CIIOCTEPIraeThes (HAMPHUKIALI, PyXO-
BUX PO3JAJIiB).
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PUCYHOK 2 Ixransaa EEI' y niBunnku (15 gniB) 3 SELNE, sika nos’si3aHa 3 MyTali€to KCNQ?2 de novo. IkTambHUR po3-
PSLI XapaKTepU3y€eThCsl HU3HKOBOJIBTHOIO MIBUKOIO aKTHBHICTIO y MpaBiii EHTpaIbHil (depBOHA cTpijiKa, A) Ta 3aaHiH 00-
JIACTIi; TTOTIM Y Tif *e oOnacTi (moMapaH4eBa CTpiJIKa) BUSBISIIOTHCS 6-CEKYH IHI pUTMIYHI T€Ta-XBHJIi, IO TAKOXX 3a4iM1al0Th
repeniii BepTeKc (3ejieHa CTpisika) i MpaBy HEeHTPabHO-CKpOoHeBY NinsHKy. Ha kanani EMI™ npucyTHi (okaibHI TOCMUKY-
BaHHSI, 1110 3a4iNaloTh JiBUii JeIBTOBUAHUI M 513 (TeMHO-cHHS cTpinka, A), B ToH ke dac Ha EEI" peecTpyroThcs 3MiHH, IO Xapak-
TEPU3YIOTHCSI KOMITJIEKCAMHU «CHaK-TIOBUIbHA XBHIIsDy. Yepe3 20 ¢ aHamorivyHi MOCMUKYBaHHS MTOMITHI TaKOXX Ha IIPaBOMY
JICITBTOBUAHOMY M>si31, SIKi OyiIM CHHXpPOHHUMH ab0 aCHHXPOHHHMH 3 MPOTHIIEKHOIO BEPXHBOIO KiHIIBKOIO. Ha 1iii cra-
Jlii KOMIUIEKCH «CIIaliK-TIOBUIbHA XBUJISD) PEECTPYIOTHCS Y IIEHTPAIBHUX Ta 3a/IHIX 00JacTsX OiaTepaibHO (YOpHA CTPij-
Ka, A). [Ipubnu3uo uepes 70 ¢ Hama/ 3aKiHYY€ETHCS CIIOHTAHHO, 1 alTHOE CTA€ OUCBUIHUM IIPH BIJCTEIKEHHI TUXaHHS (CBIT-
JIO-CHHI CTPLIKH, B).

Ilepebiz 3axeopiosanmsi: T'enemuune oocniodicenns.

Yacrora HanajiB pi3Ha: y JSSIKUX HEMOBJIST OyBa€ JINIIE KiJlb- AyTOCOMHO-ZIOMIHAHTHE YCIaJIKyBaHHSI 3 BHCOKOIO TI€HE-
Ka HarajiB i BOHM HE BUMAraroTh JIKYBaHHS, TOMl SK y IHIIMX TPAHTHICTIO CIIOCTEPITAETHCS Y PI3HUX YJICHIB CIM)T, SIKI IEMOH-
CIIOCTEPIraeThesl CYKYIHICTh 0araThboX BH/IB HAalajiB Ha JIEHb. CTPYIOTh CYyMilll HEOHATaJbHOTO Ta 1H(AHTHUIILHOTO TOYaTKY.
[Mpucrynu npunuHsitoThest y Biti 12-24 micsinis, 06e3 peuunusis el cuHIpOM MOB)sI3aHUIl Hacamrepes i3 MaTOreHHUMH Bapi-
y mi3Hiomy Biri. Hama i jierko mizaoThesi KOHTPOJIIO 32 JIONO-  aHTaMH B TeHi cyOonuHuMIl HarpieBux kaHauiB: SCN24. Y ne-

MOTO0 MTPOTUETTIICITHYHUX MPEIapaTiB. SKHX CIM’SX 3 CaMOOOMEXKYBaHHMH HalaJaMH, MOB)S3aHUMU
Hanaou: 3 KCNQ2, MmoxyTh OyTH 0COOHM, Y SIKUX HamaJu BHSBISIOTHCS
CriouatKy CroCTepirarThest (hOKaIbHI TOHIUHI HAMAIH 3 Bil-  M03a HCOHATAIBHHUM Iepiomom. >+

XHJICHHSIM TOJIOBU Ta oucil yOiK, 3a SKUMHU WAYTh IHII TOHIYHI Jughepenyiiina diacnocmuxa:

Ta KJIOHIUHI Hamagu. Y JEsIKHX CIIOCTEPIraeThCsl BUPaXKEHE all- « SeLNE.

Hoe Ta (ikcoBaHuii morsi. Hamanu BapitoroThesi 3a TPUBAIIICTIO

Bix 20 ¢ 10 4 xB. Hamaau 3 THXOMAaHKOIO TPAIUISIOTECS PiIKO. * SecLIE.

EET:

e HeonaranpHi a60 iH(paHTIIBHI TOCTPI CHMIITOMATHY-
Hi Hamaau, CIIPUYNHEH] TIMOKCHYHO-IIIEMIYHUM YIII-
KOIKEHHSIM, 1H(EKITi€10, IHCYIBTOM 91 METaOOIITHOIO

®onosuii 3anuc EEI" 3a3Buuaii HOpMaabHU. Y mepiogu
AKTUBHUX HAIaiB MOXKYTbh CIIOCTEpIiraTucs (hOKaIbHI po3psi-
I, TIEPEBAKHO B 3aJIHIX BiIisiax, ad0 MOIIUPEHE YITOBiIb-

4 eTioJOoTIEN0.
HEHHS.
Bisyanizayis: * YV HEMOBIIAT i3 MOCTIHHUMHU (POKAITEHUMH CTEPECOTHITHH-
HelipoBizyamnizawis He MOKa3ye NPUUMHHOIO YPAKEHHS Xa- MH HaIlagaMy CIIJ PO3LISHYTH iHmi GoKanbHi CTpyK-

PaKTEpHOTO MPHU EMiIencii. TYpPHi IPHYKHH.



e Epilepsia-
TABJIMISA 2 diarHocTn4Hi KpuTepii caMooOMexeHol ciMeltHO HeoHaTaIbHO- 1H(GAHTIIBHOI eriencii
O00B’513K0BI KpUTEPil 3acTepesxHi KpuTepii KpuTepii BuK/1104eHHs
Hanaan @oxanpHi TOHIYHI Hamaau 3 Aesiauwi- IlociinoBHI HanaaM Eninentuyni ciasMu
€10 TOJIOBM Ta OYEH, 1110 CYNPOBOLKY- MiokJIoHIYHI Hanaan
FOThCS IHIIMMH TOHIYHUMHM Ta KIIOHIY-
HUMH O3HAKaMH 1 MOXYTb PO3BHHYTH-
Cs1'y IBOCTOPOHHI TOHIKO-KJIOHIYHI
Hara/u
EER Inrepikranshna EEL: Inrepikranshna EEL:

Bik movarky Hamais

Po3BUTOK Ha TIOYAaTOK 3aXBOPHOBaHHSA

Hesposoriunuii ormsig

Bisyaunizauis

THni 1oCIiKEHHs — TeHEeTHYHI Ta iH.

Tlepebir 3aXBOprOBaHHS

Yu nompibna ona écmanosnents diaenosy MPT abo ikmanvna EEI?

ITomipHe GoHOBE YHOBITEHEHHS Crilike BOTHUILEBE yIOBUIBHEHHS 200

TIOMIpHE Y 3Ha4He (POHOBE YHOBIIb-

HEHHsI, He 0OMEXKEeHe IOCTIKTaIbHIM

nepiogoM

ITarepH craiax — IPUTHIYCHHSI.

Iincapurmis

Ixkrasnsaa EEI: Bincytnicts EEI'- o-

PeJIAT i3 KITIHIYHAMHA CHMIITOMaMU

Bin 1 aus no 23 Micauis

HasiBHicTs B aHamHe3i monepenHix Exnedanomnaris

TOCTPHX CHMITOMATUYHMX Hamlamuis,

BKJIIOYAIOYH BHYTPIIIHBOYCPENHY iH-

(dexuiro, imemiuHnid abo remoparid-

HUI 1HCYIBT, TiIOKCHYHO-iMIeMidHe

YpaXKeHHSI MO3KY, 3Ha4HI MeTaboiid-

Hi HOpPYIICHHS

3HavHi BIIXMJICHHS NPH HEBPOJIOTiv-

HOMY OOCTEKEHHi, KpPiM BHIIaJKOBUX

3HAX1T0K
Heiipogisyamizaisi, 110 MiATBEPIKYE
HAsBHICTH IPUYMHHOTO IS HalaiB
YpaXKeHHs

BincyTHICTh MaTOreHHOro BapiaHTy B

TeHax, OB S3aHMX 13 IIUM CHHIPOMOM

(3a3Buuait SCN2A)

IomipHa 3arpumKa Helpopo3BUTKY y IlomipHi ab0 TSOKKI MOPYIICHHS He-

JTOBFOCTPOKOBI#f IIEPCIICKTHBI BPOJIOTIYHOTO PO3BUTKY
BincyrtHicts pemicii eninencii y Bimi
0 2 pokiB MeauKaMeHTO3HO-PEe3HC-

TEHTHA CIICTICist

J171st AiarHOCTHKY [IbOTO CHHIPOMY NOTPiOHI AaHi npo BincyTHicts MPT mopymieHs

Ixrampra EET" ai1s miarHOoCTHKY He MOTpiOHA

Curnopom 6e3 1abopamopHo2o niomeepoxcents: Y perioHax 3 00OMeKEHUMHU pecypcaMu caMooOMeKeHa HeoHaTaabHO-1H(aHTuibHa eninerncis (SeLFNIE) moxe

Oytu niarHoctoBaHa 6e3 EEI" Ta MPT y HOBOHAapOPKEHOTO 3 CIMEIHUM aHaMHE30M, IO BKa3ye Ha CiMElHY caMOOOMEXeHY HeOHaTaIbHO-1H()AHTUIIBHY eriyie-

TICi10, SIKMI BiJINOBIa€ BCIM iHIIMM 000B’I3KOBUM Ta BUKIIFOYAIOUMM KIIIHIYHUM KPUTEPISM 1 HE Ma€ 3aCTEPEIKHNUX KPUTEPiiB. TUM He MEHIIL, KIIIHIYHUI aHaAMHE3

MOCTPAKAAINX WICHIB CiM’T HOBHHEH BiANoBiaTn oyikyBanomy nepebiry SeLFNIE, Takox noTpiOHe peTenbHe CIoCTepeKeHHs 3a NallieHTOM, 1100 MepeKOHaTH-

cs1, 110 mepedir TaKoXK BiJIOBia€e IbOMY CHHIPOMY

Camoobmedicena (cimetina) eninencis paHHb020 OUMAYUO20
8iky (SeLIE)

SeLIE, panimre 3BaHa eminencist 3 JOOPOSIKiICHUMH CiIMEHHH-
MU (i HeceMeHHNMN) iHGAHTHIPHUMHU HaTaJlaMH, € CHHIPOM,
IO XapaKTePU3YEThCS MOYATKOM HamaliB y paHHbOMY THTHH-
ctBi (Tabmmms 3). Hamamu 9acTo MOBTOPIOIOTHCS 1 MOXKYTH OyTH
Ba)KKO KOHTPOJIbOBAaHHMH Ha TI0YaTKy 3aXBOPIOBAHHS, aJic BOHH
MPOXOIATH CIIOHTaHHO. {iTH HOpMalbHO PO3BHBAKOThCs. Briep-
e CHHIPOM OyB ONMCAHWH Y CIM>SIX 3 JTOMiHAaHTHUM HACIIiITy-
BaHHAM iH(paHTHIEHKUX Hamanis.*® [lisHime BiH OyB posmmpe-

HUH 1 CTaB BKITIOUATH CiMeHHIA cuHAPOM [Hhanmunsrux Cyoom
3 Xopeoamemosom 3 PyXOBUM PO3JIAJIOM Y BHIVISI TTAPOKCH3-
MaJIBHOI KiHEe3ITeHHOI AMCKiHe3ii / JUCTOHIi, IPH IOMY Y IIO-
CTpaXXIAIHUX WICHIB ciM>I Oynn Hamamu, ado PyXOBHIA pO3Tas,
a6o i e, i inme.*

De novo ta cimerinnii SeLIE kaiHiYHO 1IeHTHYHI, 32 BUHSIT-
KOM HasiBHOCTI CiMeifHOTO aHaMHe3y y ocTaHHboro. IlaToreHHi
BapiaHTH PRRT?2 € HaWTIOIIMPEHINIIOI0 TEHETUIHOIO €TIOJNOTIET0.
CiMeiiHi BUIIAZIKH NTOKA3YIOTh ayTOCOMHO-IOMIHAHTHE YCIIaIKy-
BaHHS 3 HEMIOBHOKO TICHETPAHTHICTIO.



vl Epilepsia

ZUBERI ETAL.

TABJIMI A 3 [diarHOCTHYHI KpUTEpii caMooOoMexeHoi (ciMeitHo1) iH(haHTIIBHOI emierncii

Hamaan

EEI"

Bik nebrory Hanazis

Po3BUTOK Ha IOYaTOK

3aXBOPHOBAHHSA

Hesposoriunuii orisiz

Bisyauizamis

THmi gocmimkeHnas
-TCHETUYHE Ta iH.

Tlepe6ir

O00B’s13K0Bi KpUTEPii
DoKaTbHI HAMAIH BUHUKAIOTH 13 3yTHHKOIO
MOBEIIHKH, MOPYIICHHSM YCBiJOMIICHHS,
aBTOMATi3MaMH, MOBOPOTOM T'OJIOBH/0YEi
Ta KJIOHIYHHMH pyXaMH (4acTo 4epryioThb-
sl 3 OZIHOTO OOKY Ha IHIIHIA i IPOrpecyroTh
JI0 TeMIKJIOHIYHOTo 200 (okanbHOro J10 0i-
JIaTepaIbHOTO TOHIKO-KJIOHIYHOTO HAIasmy).

Hananu 3a3Bud4ail kopoTkouacHi (<3 XB)

3acrepesHi KpuTepii
TpuBani a0 (oxanbHi KIOHIYHI (TeMiKIO-
HiuHi) Hanaau (>10 xB)

IurepikransHa EEI:
ITomipHe GoHOBE YHOBIIbHEHHS

ITouarox y Bini 18-36 micsuis

HOMipHa YH JICTKA 3aTPUMKa PO3BUTKY.

3Ha4Hi BIIXWICHHS IIPH HEBPOJIOTIYHOMY
OIS, KPIM BHITAJIKOBHX 3HAX1JTO0K

BigcyTHICTh TATOTEHHHMX BAapiaHTIB, SKi
usineni y PRRT2, SCN2A, KCNQ2 a6o
KCNQ3 ABO

BincyTHicTh ciMeifHOro aHamHesy, L0 Iie-
penbadae ayTOCOMHO-IOMiHAHTHE HACIIiTy-
BAHHS 3 HEITOBHOIO ICHETPAHTHICTIO

BiacyTHicTs pemicii y mi3HbOMY AUTHHCTBI

Kpurepii BUK/II04eHHS

Eninentuyni cnazmu
Mioxknoniuni Hanagu
TTocnigoBHi Hanagu
Toniyni Hamagu

Iurepixransua EET:

Criiike (okaibHEe YIOBUIGHEHHS ab0 IO-
MipHe ab0 3HayHe ()OHOBE YNOBITHEHEHHS,
HEe 00MEXEHE MOCTIKTAIEHUM MEPioIoM
Tincapurmist

Bik mouarky 3axBoproBaHHA <l Micsrs
a60>36 micsiB

ITomipHa 9¥ 3HaYHA 3aTPUMKA PO3BHTKY
HelipokorHiTHBHHII perpec

IIpuunnne ypaxenHs no MPT ronoBHoro
MO3KY

HelipokorHiTHBHHIT perpec 3 MiOKIOHIYHHU-

3aXBOPIOBaHHA

Yu notpibHa 1715 BetaHoBaeHHs aiarHo3y MPT abo ixransna EET™?

MU HaragaMu, aTaKCiC}O, CIIACTHYHICTIO

JI1s iarHOCTUKHM LIOTO CHHPOMY MOTPiOHi faHi npo BiacyTHicth MPT nopymens

Ixkraneha EED is 1iarHOCTHKY He OTpiOHA

Cunopom 6e3 nabopamoprozo niomeepdoicennsi: Y perioHax 3 oomesxxenumu pecypcamu SeLIE moxke Oyt miarHoctoBanuit 6e3 EEI' Ta MPT y auTusu 3 cimeii-

HHM aHaMHEe30M, 1110 BKa3ye Ha cimeitny SeLIE, sika BinmoBigae BiM iHIIHNM 000B’I3KOBUM Ta BUKJIIOYAIOUHM KITIHIYHUM KPHTEPIsSM Ta HE MA€ 3aCTePEIKHUX KPH-

TepiiB . THM He MeHI, KJIIHIYHIN aHaMHe3 IOCTPaKAAINX WICHIB CiM’1 IIOBUHEH BiNOBiAaTH odikyBaHoMy nepediry SeLIE, i moTpiOHe peTelibHe CrocTepeKeH-

Hsl 32 MALIEHTOM, 00 MEePEKOHATHCS, MIONEePe0ir TAKOXK BIIMOBIIAE [[bOMY CHHAPOMY.

Enioemionozia:

SeLIE 3ycTpiuaeTbes BITHOCHO YacTo, 10 CTAHOBUTH 7%-9%
BCiX emiernciii 3 moyarkoM y Birii 10 2 pokis.> 3axBoproBaHicTh
ominoersest y 14,2 punaaku va 100 000 HOBOHAPOKEHUX.®

Kniniuna xapmuna:

Bik nouarky 3aXBOpIOBaHHsI KOJIMBAETHCS Bij 3 110 20 MicsiiiB
3 KoM y 6 micsuiB. JlomonoroBuid, MoJoOroBuil Ta HEOHATAIb-
HUIi aHAMHE3, K [PaBUJI0, B HOpMi. Po3Mip ros0Bu Ta HEBpOIIO-
riuHe 00CTEKEHHS B HOPMI.

[lepebie 3axsoproganns:

Hamaan MoXyTh OyTH YacTUMHM Ha TOYaTKy 3aXBOPIOBAHHS,
aJie MPOXOJSATh NPOTITOM 1 POKY ITicIisi TOYaTKy. Y HEeNIKOBaHUX
BHUIIaJIKax y Mepiof Bijl MOYaTKy 710 peMicii MOXyTh CIIOCTepira-
TUCSI TOOMHOKI Haraan abo KOPOTKOYACH] KJIACTEPH CyIoM.>!

Y MEHIIOCTI JIFomel emisienciss Moke 30epiratiucst 10 KiHIs
HKHTTSL.

VY mami€eHTiB 3 MaTOrCHHUMHU BapiaHTaAMU TPaHCMEMOpPaHHO-
ro Ounka 2, 6aratoro Ha npoiin (PRRT2), MOXe pO3BUHYTHCS
MapoKCU3MaibHa KiHE3IreHHa UCKIHE3is/AUCTOHIs, MOYHHA0-
YM 3 JUTHHCTBA 1 3aKIHIYFOUH JTOPOCITHM KUTTIM. > CuMIMTO-

MH PyXOBOTO PO3JIajy CJiJ] IIyKaTd CIHelialbHO, OCKUIBKHU I10-
JiT JIy’Ke KOPOTKi, TPUBAIOTh CEKYH/IH, 1 IilarHO3 4acTo He BCTa-
HOBJIFOETHCSI.

Hanaou:

doxkalnpHi Harmaau € 00OB)SI3KOBOIO YMOBOIO ISl IOCTAHOB-
KM JIIarHO3y Ta CYNPOBOKYIOTHCS TOPYIIEHHSIM MTOBE/IIHKH, I1i-
aHO30M, aBTOMAaTHU3MaMH, JI€BIalli€r0 rOJOBH/0YEH Ta KJIOHIYHM-
MU pyxamu. DokaibHI KIIOHIYHI Halla {1 MOXKYTh 4€pryBaTHCh 3
0IHOTO OOKY Ha IHIIMH 1 MPOrpecyBaT 10 ABOCTOPOHHBOTO TO-
HIKO-KJIOHIYHOTO HaIay, ajie He MIrpyIoTh 3 OHOrO OOKY Ha iH-
HIMHA TPOTSTOM OJHOTO 1 TOro  Hamaay. Hamaau KopoTkodacHi
(<3 xB), asie MOXyTh OyTH YacTUMU (Hanpukian, 5-10 Ha neHb
npotsirom 1-3 1HIB 3 o4arky). Y TPETHHH MAlli€HTIB CIOCTEPi-
raeThCsl MOOJMHOKMHN 1301b0BaHMit Hana 3a 10-15 qHiB 110 mo-
YaTKy 4acTUX HaraaiB. MoXyTh BUHHKATH OLIBII TPUBAJIL HaIa-
1, aJie BOHH pijikicHI. Hamaau npoxoasTe, aje moBTOPIOOTHCS
gepe3 1-3 micsri y TpeTnHHU mami€eHTis. >

EninenTuyni cna3mu ta/abo MIOKJIOHIUHI Haaayu € BUKIIIO-
YCHHSIM JIJISI IIbOTO J1arHO3Yy.



ZUBERI ETAL.

EET:

®onosuii 3amuc EET y HOpMI, X09a MOXKE CHOCTEpiraTucs
(okanbHe YHOBUIBHEHHS y MOCTIKTAILHOMY mepioai.> THTepik-
tanpHa EEI 3a3Budail HopManbHa, ane OyB ONMUCAaHWUN BapiaHT
i3 CepeIMHHNMU CIAfiKaMu IIijl Yac MOBLIBHOTO CHY.**8 SIKio
B OJIHI{ 00TaCTi CIIOCTEPIiracThes CTilike (hoKaTbHE YITOBITEHEH-
HSI, CIIJI PO3INISIHYTH CTPYKTYpHY aHoMaiiro Mo3ky. Hucdysne,
CTiliKe YITOBUTPHEHHS MOXKE CBiTYUTH PO 1HIIUI CHHAPOM.

IkTanpHMI 3anmuc XapakTepu3yeThesl (POKATBHUMHU PO3Psi-
JlaMU, SIKi 9acTO BUHUKAIOTh Y CKPOHEBil abo 3amHill dacTh-
Hi TOJIOBH 1 MOXKYTh MOIITHUPIOBATUCS Ha 0O0MABI miBKymi (Pu-
cyHOK 3).% TToyarok Haray MOXKe BapitOBATH BiJT YACTKH JIO YacT-
K1 200 BiJT TIBKYJTI JT0 TIBKYITI ITi/T 9ac Pi3HUX HaIa/IiB Y TOTO CAMOTO
rartierTa. OHaK IKTATBHUH ITaTepH B MEXKax TOTO CaMOTO TTPHITA]T-
Ky HE JIEMOHCTPY€ MIrpylOdoro IarepHy.

Bizyanizayisn:

Hefipogisyaizaiist He BUSABISE YPaXKCHHS, sIKE MOTIIO O OyTH
MIPUYHHOIO eTijericii. SIKIo exeKTPOKITiHIYHI iarHo3 SICHUH 1
€ ciMmeitHnii anamHe3 Ta/abo nmarorennuit BapianT PRRT2, Heii-
poBi3yautizarlis He € 000B’ I3KOBOIO.

T'enemuune oocniodcenns:

PRRT? € naituacrinte 3amy4eHumM renoM.” 53 [Hiri reru, 1o
PpIIKO TIOB)sI3aHi 3 IIUM CHHAPOMOM, BKIIOUatOTh SCNSA, ipu
SIKOMY TaKOX CIIOCTEPIraroThCs pyXxoBi rmopymierst.>” [Touarok
B PaHHBOMY JTUTHHCTBI TAKOK CTIOCTEPITa€ThCs Y MAIIEHTIB 3 TIa-
ToreHHUMH BapianTamMu SCN2A (DuB. BUIIE PO3ILT, IPUCBSIC-
Huit SeLFNIE). Y ciMeiiHHX BHITaIKaX yCMaJKyBaHHS € ayTo-
COMHO-JJOMIHAaHTHHUM 13 BHCOKOIO IIEHETPaHTHICTIO. [ eHeTHYHA
eTioorist Moxke OyTH BusiBiieHa pubau3ao y 80% Bunankis.’

Jugpepenyiiina diaenocmuxa.

e SeLFNIE: BiZMiHHICTb IPOBOIUTHCS B OCHOBHOMY 3a
BIKOM Ha MOMEHT MPESIBICHHS CKapT y YieHIB Civi,
SIKI CTPaXKIAOTh Ha 11€ 3aXBOPIOBAHHS (JUB. PO3ILI
BUIIIE).

e Hamanwm y miTeit paHHBOTO BiKY, BUKJIHKaHI TOCTPAMH
MIPUYUHAMH, HAIIPUKIIA]I, KPOBOTEUCHO, iH(EKITi€F0, Tilo-
TJIKEMIETO.

e CTpyKTypHI €TioJIoT1i, TaKi sIK BaJy PO3BUTKY KOPH I'o-
JIOBHOTO MO3KY 200 MO3KOBI TPaBMH.

» Emisericist paHHBOTO IUTSYOIO BiKy 3 MIrpyroduMu (o-
KaJIbHUMU Hara/JaMH: CIIOCTEPIraeThCsi 3aTpUMKa po3-
BHUTKY HEPBOBOI CUCTEMH Ta Mirpyrouuii marepu na EET
Yy MEKax OJTHOT'O 1 TOTO K HaIasy.

e Cungpom Jlpase (C/1): TpuBaii (okanbHi KJIOHIUHI (Te-
MIKJIOHIYHI) CYIOMH, Ha BiIMiHY BiJl KODOTKUX HamadiB,
roBuHHI BkasyBatu Ha C/I.

e MeraOoutiuHi 3aXBOPIOBaHHSI: IIPOrpecyroua eHiiedano-
naTist Ta/abo 1HOI MOPYIIeHHs (PYHKIIT OpraHiB MOBHH-
HI CITIOHYKATH JI0 PO3IVISIAY MUTAHHS PO OPYILISHHS
00MiHY PEYOBHH.

[enemuuna eninencisi 3 heOpurbHUMU HANAOAMU NIHOC
(GEFS+) cnexmp

GEFS+ Oyna cmowyarky ommcaHa SK ayTOCOMHO-IOMi-
HAHTHA CiMeWHa EIiJIerncis 3 MIHJIMBOIO MEHETPAHTHICTFO.
GEFS+ Bxurouae ciekTp (peHOTHIIIB emisencii, 10 AKX BiJl-
HOCSITH €IUIEICIIO 3 MIOKJIOHIYHMMH aTOHIYHUMHM HallagaMu,

. .
Epilepsia
CJ1,°! imionaTnaHi Ta iHII TEHETHYHI TeHepali30BaHi ermiern-
THYHI CHHIPOMH *? Ta (OKaIBHI emierncii®® 3 rereporeHHUMHU
(berOTHITaMHU, SIKi 3a3BUYail 3yCTPIYaOTHCSA B OAHIN POIMHI.
Xoua GedOprIIbHI CyIoMH € TTpoBigHOI0 03HaKot0 GEFS+ i 3y-
CTpigaroTbcs y 6araTboX 4ICHIB CiM’1, sIKi CTPaXKAArOTh Ha IIe
3aXBOPIOBAHHS, HE BC1 ypa)keH] WICHHU ciM>1 MaroTh (peOpmITh-
Hi cynomu. GEFS+ Mae reTeporeHHy TeHEeTHYHY €TiONOTIIO 3
BHSBJICHMH NIATOTCHHUMH BapiaHTaMH y KiJIbKOX T'€HaX.

Xoua HaiimommpeHrimmM Gerotunom npu GEFS+ e ximacua-
Hi (peOpmITbHI HanaIu, HACTYITHUM 32 MOMITUPEHICTIO (PEHOTUITOM
€ ¢edpmrpHi Hamagu wioc (FS+). ¥V miterr 3 FS+ moxe Oyt
KiJTbKa Pi3HUX MPOSIBIB: HaifyacTilne TUOBI (peOpHIbHI Hamaau
TPUBAIOTH MICHIs 6 POKIB - THIIOBOTO BiKY, y SIKOMY IIPUIIHHSETh-
cs1 OLTBIIICTh PeOPUITHPHAUX HAMaAiB. Y paHHBOMY AUTHHCTBI Ci-
Meitanid anamHe3 ¢perotumnie GEFS+ nmepenbauae 1ieif miarHos,
aje OCTaHHIM 4YacoMm OyJH BHSBJICHI BUIAIKHA 3 (EHOTHIIAMHU
FS+ 6e3 cimeitHOTO aHAMHE3Y Ta MATOTEHHOTO BapiaHTa de novo
y reni GEFS+.%

Enioemionocia:

GEFS+ € mommpeHnM ciMeHIM CHHIPOMOM; MPOTE eIijie-
MIOJIOTIYHI TaHi PO 3aXBOPIOBAHICTH BiJICYTHI.

Kniniuna kapmuna:

Hwmxue naBemeno crenmdiunamii penorun FS+. KonkperHi
CHHJIPOMH OTIHCAaHi B 1HIIIOMY MICIIi.

®ebprmipHi Hanamw B civpsax GEFS+ MoxyTs po3nodarncs 1o
6-MiCSIIHOTO BiKy, Ha BiIMIHY Bill TUIIOBHUX (PeOPIIIHHUX HAarajiB
(SIKi TIOYMHAOTHCS TICIs 6 MICAIB Ta B OCHOBHOMY ITicyist 12 mi-
CAIIIB) Ta 30epiratoThes Mmicist 6-pigroro Biky.*%> FS+ - e TepMiH,
SIKHI BUKOPHUCTOBYETRCS JUTS OMUCY (eOPIITBHIX HaMaIiB, 0 30e-
pirarotbes micist 6 pokiB Ta/abo mepexonsTh y apeOpribHi HarmaIu.
Tami Trmr GeOpTbHUX HaImaliB MOXKYTh PO3BHHYTHUCH Y PI3HOMY
Biri. TpuBaii (okanpHiI KITOHIUHI (TEMIKIOHIYHI) CYIOMH 3 JIHXO-
MaHKOIO Y Billi 10 15 MicsIiB, 0COOIMBO SKIIIO BOHU TOBTOPIOIOTH-
cs1, moBHHHI BKa3yBatu Ha CJ]. HeBpomoriuawmii orisy Ta KOTHITHB-
Hi 30i0HOCTI 3a3BHYail B HOPMI.

Ilepebiz 3axeoprosanmsi:

Hanamu npu FS+ 3a3Buuaii pearyioTs Ha MPOTHEMUICITHYHI
MperapaTy, X04a He BCIM MaIfieHTaM MmoTpiOHe mpodiTakTHIHe
nikyBanHs. [lamienTn 3 Tinekn FS+ 3a3Buuail MaroTh eminenciro,
IO CaMOOOMEKYETBCSI, 3 IPUITMHEHHAM Hanazis g0 mybeprar-
Horo mepiony.’ Tlepebir 3axBoproBaHHS y 0Ci0 3 iHIIUMH TH-
mamu ermijencii abo emuIeNTHYHUX CHHAPOMAaMiB Yy CHEKTpi
GEFS+ 3anexuts Biji THITY €MiIeTCii 9 CHHIPOMY.

Hanaou:

®eOprITbHI HallaId, IKi MOXKYTh OyTH TeHepalli3oBaHUMH a00
(boxaabHIMH, € 000B)SI3KOBOI0 YMOBOIO JIUISI BCTAHOBJICHHS [lia-
rHO3y. KpiM TOro, MOXKYTh CIIOCTEpiraTucs pi3Hi iHII TeHepai-
30BaHi 200 (hokambHi aheOpHITbHI Harma I, 0062636566

EET:

Bazosa EEI" aktuBHIiCTh Y HOpMI. [HOII MOXKYTH criocTepira-
Trcs (pokanbHI a00 TeHepaTi30BaHi CIaliKu Ta XBHIi. IKkTampHa
EET Bapitoe B 3aJIe:KHOCTI BiJ] TUITY Haramy.

Bizyanizayia:

MarsiTHO-pe3oHaHCHa ToMorpadis ronroBHOro Mo3Ky (MPT),
SIKIIO BOHA ITPOBOAMTHCS, HE TIOKa3y€e NPHYMHHOI eTionorii y ma-
uienTiB i3 cuaapomamu GEFS+.

T'enemuune oocniodcenns:

CragkyBaHHS ayTOCOMHO-IOMIHAHTHE, 31 3MIHHOIO TICHE-
TpaHTHiCTI0.%¢%% UteHn OfHI€T i Ti€l 5K ciM>T MOKYTh CTpaXIa-
TH Ha Pi3Hi TUIX HaNa (iB a00 eMIeNTHYHUX CHHAPOMIB, SKi MO-
KYTh OyTH TIOB)>s13aHi a00 HE TOB)sI3aHi 3 TMXOMaHKOI abo de-
OpHILHUMHE Hamagamu, %6366
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2L Epilepsia
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PUCYHOK 3 Ha pucynkax A i B nokazani nocuinoBuuii 3anuc EEI" 6-mics4HOT AIBUMHKH 3 HOPMalbHUM PO3BHT-
KOM, 1[0 CTPaXK/Ia€ Ha CAaMOOOMEKEHY CIUISIICII0 PAHHBOTO JUTIYOr0 BiKY (SeLIE). V Biui 4 micsiis y Hei BiIMIYaBCs KJIacTep
3 TPhOX KOPOTKOYACHHUX aeOpHIIbHUX HaraliB, OMUCAHUX SIK ITOBEAIHKOBA 3yITMHKA 3 JICBIaIli€l0 JIIBOTO OKa, 1 B 6 MICSIIIB

y Hel 3HOBY 3)SIBHJIMCSI IOBTOPHI Harnaau. [HTepikTanbHui 3amu

¢ OyB HOpMaJlIbHUM; OIHAK YBi CHi OyB 3a(hikCOBaHHT KOPOT-

KOYaCHUH Haraj, sIK|il movaBcs 3 BIIKPUTTS O4eH Ta BIAXUIICHHS MPABOTO OKa 1 MEePEHIoB y ABOCTOPOHHI TOHIYHI, & TOTIM
KJIOHI4HI pyx# Bcix KiHIiBoK. Ha EET" Hanan mounHaeTsest B 000X 3a/IHIX JUISTHKAX TOJIOBU (CTPLIKH), TOIIUPIOETHCS Ha Oi-
TEeMITOpaJibHI 001acTi, a MOTIM OLbII AU(Y3HO. 3a3HAYAETHCSI IKTAIbHA TaxiKapis.

Xoua SCN1B 6yB nepimm ineHtudikoBanuii reHom®’, BiH He
€ HalOUTBII TONIMPSHUM TeHOM, acollifioBanum 3 GEFS+, npu
upoMy natorenHi Bapiantu SCN1A BusiieHi B ~10% cimeiicTs
GEFS+.9% Tumii BapianTu reHiB, 10 KOAYIOTh HATPIEBI, Kalb-
1i€Bl 1 Kai€Bl KaHAIIM, KEPOBaHI HANPYTolo, 1 10HHI KaHaJIH, Ke-

POBaHi JliraHJAaMu, BKJIIOYAIOUM CyOOIMHHUII HIKOTHHOBOTO XO-
JIMHEPrUYecKoro peLentopa, CyOOIUHHII PELenTopa y-aMiHO-
MmacistHol kuciotd (TAMK) A i cunrakcun 1b (STX1B), Takox
Oy OB’ s13aHi 3 CHHAPOMOM. 70
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Jugpepenyiiina diacnocmuxa.

= CimeitHi GpeOpuapHI Hanaau 6e3 ciMEeHHOTO aHaMHE3Y, 10
Bka3ye Ha GEFS+.

= [H¢aHTHIBHI HamaaW, CIPUYMHEHI TOCTPUMH NPUYUHA-
MU, HATIPUKJIAT, iIeMi€t0, iIHPEKIT€0 Ta TIMOTTIKeMi€TO.

* CTpyKTypHI €TioNorii, TaKi SK BaIu PO3BUTKY KOPH T'OJIOB-
HOTO MO3KY a00 IOTIepe/iHi TPaBMHU FOJIOBHOTO MO3KY.

Mioxnoniuna eninencis panuboeo oumsayoeo 6iky (MEI)

Le# cuumpoM NpOSIBISETHCS MIOKJIOHIYHUMHM HarajaMyu Ha
TIOYaTKy 3aXBOPIOBAHHS, SIKI MOXKYTh OyTH CIIPOBOKOBaHI par-
TOBHM IIIyMOM, JI3BOHOM 200 JJOTHKOM, pijmie — (OoTOCTUMYIIS-
uiero (Tabmurst 4). Jlesiki aBTOpH MPOMOHYIOTH BUKOPHCTOBYBA-
TH TepMiH «PedriaexropHa MiOKIIOHIUHA €TiIeTCis paHHBOTO JTH-
TSYOTO BIKY», SIKIIO MIOKJIOHIYHI HAIIal aKTHBYIOTHCS TAaKUMH
MIPOBOKYIOUMMH (paKTOpaMH, SIK PAanTOBUH IIyM abo Mepersk, i
BOHU INPHIYCKAIOTh, IO JITH 3 I[UM CHHAPOMOM MalOTh TPOXH
OUTBII paHHIN BIK IMOYATKY, Kpally pEakIlifo Ha MPOTHEIiIeI-
TUYHI TIpeTmapaTi, BUCOKY YaCTOTY peMiciid Ta OLTBII CIpHUAT-
JIMBUN KOTHITHBHHUI pe3ynbrar.”! OJHak 1eil CHHAPOM MOXKHA
BBakatu miarpymoro MEIL. Haifgacrinme Hamamum caMmooOMexy-
totecs. EET, B imeam 3 Bimeo- Ta emekrpomiorpadicro (EMI'),
000B’sI3K0Ba IS MIATBEPDKEHHS CIMUICITUYHOT IPUPOIH Mio-
KJIOHYCY Ta BUKJIIOYCHHS CHHIPOMY 1H(DAHTWIBHHUX CMiICNTHY-
uux cmasmiB (IESS), sxuif 3ycTpivaeTbes Habararo JacTime Ta
Make Bakunii mepe0ir, Hixk MEL

Enioemionocis:

MEI - pimkicHe 3aXBOpIOBaHHS, Ha YaCTKy SKOTO IIPHIIA-
nmae meHie 0,8% miTell 3 eminernciero, siKi MPOXOIATh JTiKyBaH-
HsI B CIICMiani30BaHOMUX IIeHTpax.’> Ha oro 4acTky npumamano
1,1% ycix BUMaAKIB €MiJIETICiT 3 TOYATKOM 3aXBOPIOBAHHS Y Billl
110 36 MicsIIIiB y KOTOPTi MOMyJIstIii.’

Kniniuna kapmuna:

CHHAPOM TIOYHMHAETHCS Y Billl Bif 4 MicsIiB 10 3 POKIB, 3 Mi-
KoM y Bimi 6-18 wmicsmiB. HafiuacTime cTpakqaroTh YOJOBIKH,
i3 crmiBBigHOmeHHAM Y: 0K ~2:1.72 Po3BHTOK 10 MTOYATOKYy Ha-
MajiB 3a3BUYail MpoTikae HOpManbHO. OIHAK JIETKi KOTHITHB-
Hi, TIOBEIIHKOBI YH PYyXOBi TPYAHOIII MOXKYTh CITIBICHYBaTH B)KE
Ha T0YaTKy 3aXBOPIOBAHHS Ta HE TIOBHHHI BUKJIIOYATH A1arHO3,
OCKUTBKH BOHH MOXYTh OyTH BUTIaJKOBUMH. HeBposoriunmii or-
TSy HOPMI.

Ilepebie 3axeopiosannsi:

Maiixe 3aBKAM MIOKJIOHIYHI Hamagu MPOXOAATH MPOTATOM
BiJl 6 MiCAIIB IO 5 POKIB BiJ MOYATKy 3aXBOPIOBAHHS, i OLIb-
IICTh JMITEH MOXYTh HPUIMHUTH TPUHOM IPOTHENIICHTHI-
HUX TIperiapariB. Y MOOJMHOKHMX BHIQJIKaX T€HEpaTi30BaHi TO-
HIKO-KJIOHIYHI HamaJd MOXYTh CIIOCTEPITaTHCA B Mi3HIIIOMY
Binii. [Ipu6nusao y 10% y mi3HbOMY JUTHHCTBI 4N Mi/TITKOBOMY
Billi PO3BHUBAIOTHCS 1HIIII CITiJIeTICii, IepeBakHO FOBEHIIbHA MiO-
KJIOHIYHA emierncis.”” Y marienTis i3 GOTOTyTIHBICTIO MOKYThH
BUHMKATH HAllajaM, sIKi HaiBakye koHTpomroBatd. IIpm TpuBa-
JIOMY CIIOCTEPEXKEHHI PEe3yJbTaT PO3BUTKY OyB HOPMAIBHUM Yy
63-85% Bumnakis.”>”’’ [HOMi pO3BUBAETLCS JIETKA PO3YMOBA BiJl-
CTaNiCTh, TOPYIICHHS Y HaBYaHHI M MPOOIeMH 3 yBaroro. Piza-
KO MOYKHA CITIOCTEPIraTH PO3yMOBY BIICTaJICTh BiJl IOMipHOTO
JIO TSDKKOTO CTYIEHS, 1 11e He 00OB>SI3KOBO KOPEJIOE 13 4acTo-
TOIO HAITA/IiB.

Hanaou:

OO00B)SI3KOBOI0 YMOBOIO [IIarHOCTHKH € MiOKJIOHIYHI Hara-
I, SIKI OXOIUTIOIOTH TOJIOBY Ta BEPXHI YaCTHHHU pPyK. 3a3BUUal
BOHH BiJOyBalOThCS KiJIbKa pa3iB Ha JICHb, SK y CTaHi HECIHaH-
HS, TaK 1 yBi cHi. BOHM MOXYTb BUHMKATH IpyIIaMHu Ta MIPHU3BO-
IUTH 10 TaJliHb. PeduexTopHo BUKINKaHI MiIOKIIOHIYHI HaraIm

. .
Epilepsia 1=
CIIOCTEPIraroThCs MPHUOIN3HO B OHIN TPETHHI BUIIAAKIB Ta IPO-
BOKYIOTBCSI PAlITOBHUM IIIyMOM, JIOTUKOM a00 PamnToBUM BiAdyT-
TIM cTpaxy.”> PeOpuilbHI Hamaau CIOCTEPIraloThCs Y TPETHHI
BHUITAJIKIB’? i MOKYTh TIepeyBaT abo CIiayBaTH 3a MiOKJIOHIY-
HUMH CyJOMaMH. BUKIIIOUEHHSM € emiJIenTHYHI crla3MHy, TOHIY-
Hi Hama/iy, abcaHcu Ta pokanbHi Hanaau. Kpim Toro, kpurepiem
BHKITIOUCHHSI € TeHepalli30BaHI TOHIKO-KIOHIYHI ab0 TeHepati-
30BaHi KJIOHIYHI Hama1, MPUCYTHI Ha MOYATKy eMiIencii.

EET:

®onosuii 3amuc EET" y crani Hecmanas B Hopwmi. [lepio-
JUYHO MOXYTbH CIIOCTEpiraThcs TeHepasi3oBaHi PO3psAAN Y BH-
IS KOMITICKCIB «CIIAafK-TIOBUTbHA XBWIL» a0o0, piamie, «Imo-
JCIalK-TIOBITbHA XBHJISD», SKI HafgacTiIe 3ycTpidaloThCs Ha
panHix cramisx cHy (Pucynok 4). @otocTUMYIIAIisS HE TTPOBO-
KY€ CNaiiK-XBHIIbOBHH pO3psi 0€3 CYIyTHROTO MiOKJIOHYCY, aje
(oTomapokcu3ManbHa BiAMOBIAb MOXKE CIIOCTEpITaTHCS ITiCISA
3HUKHEHHS MIOKJIOHIYHHAX HaIaaiB y MEHIIOCTI MaIieHTiB. [k-
tanpHa EED" mokasye KOpOTKi CIUIECKH T'€Hepalli30BaHUX KOMII-
JIEKCIB «CIIAMK - ITOBUIbHA XBHIIS», MOJICIANWKIB, «IIOJICHANK -
MOBiJIbHA XBHJISD 3 4acTOTOIO ~3 I'11 i wac miokioHycy. Mio-
KIJIOHIYHI Hamagy HalJacTilIe peecTPyIOThCS yBI CHI 1 MOXYTh
OyTH BUKJIMKaHI PalTOBUM IIyMOM, JOTHKOM, MEPENSKOM abo
iHOIi TepepuBYACTOIO (oTOCTHMYIIsAIIEr0.”>”8 OnHOYACHHI 3a-
muc EMI monermrye 1iarHOCTHKY.

Bizyanizayia:

MPT roioBHOro MO3Ky HE MOKa3y€ ypa)X€HHs, L0 € Mpuu-
HOIO eIiyIerncii.

T'enemuune oocniodcenns:

CimeliHnii anamHe3 eminerncii abo (peOpHIBHUX HaraiB
peectpyerbest npubnusHo y 10% Bumnazkis.”” Xogaux npu-
YMHHUX I'€HIB BUABJIECHO HE OyII0.

Jugpepenyiiina oiacnomuxa:

Eninenmuuni cmanu:

= CungpoM iHpaHTWIRHHX emizentudHux crasmiB (IESS)

XapaKTEPU3YETHCS KJIACTEPaMH CIIJICITHYHNX CIa3MiB, a

HEe MIOKJIOHIYHHUMM Harnagamu. EnilenTtrddi casMy Hai-

YacTille CIOCTEPIirafoThesl HEBOB31 Micis POOYIKESHHS,

MOpiBHSAHO 3 MioksoHycoM ripu MEI, sxwii Mmoxe criocre-

piraTucs sK IIiJ 9ac HeCIaHHs, TaK i miJ yac cHy. Eminern-

THYHI CTIa3MM TPUBAIOTh AoBIIE | cexyHau. [HTepuKTaIH-

Ha EET mpu IESS y GinbmocTi BUMAAKIB TyKe aHOMAIb-

Ha, 3 TINCApUTMIEI0 UM MYIbTH()OKAIBLHIMH PO3PSIAMH.

[kTampHUI 3amUC TaKoK MOXKE BIIPI3HATH CMiICHTHYHI

cna3mu Bif MiokiIoHil (PucyHoK 8).

= C/l nposBIISETHCS TPUBAIMMH HallalaMH, CIIPHIYMHEHUMHI

JIMXOMAHKOIO Ta EMUICHTUYHNUM cTaTycoM. MiOKJIOHYC 3a-

3BHYAH MPOSBISETHCA Mi3HIIIE.

= CungpoMm JlenHokca-I'acTo Bifpi3HAETHCS BUPAKCHUMH

ATOHIYHUMM, TOHIYHUMH HaIaJaMHu Ta aTUIOBUMH a0CaH-

camH , skl He crioctepirarorbes pu MEI.

= Eminencist 3 MiOKIIOHIYHO-aTOHIYHIMHU HallaJaMH Bilpi3-

HSETHCSI MIOKJIIOHIYHO-aTOHIYHUMHY HalalaM1, aTUIIOBUMHA

abcaHcaM¥, T€HEepasli30BaHNMH TOHIKO-KJIOHIYHUMH Ha-

MaJlaMy Ta eMi30aMi HEKOHBYJIBCHBHOTO EIJICITHYHOTO

cTarycy, ski He cnoctepirarorscs npu MEI a Takox ne6ro-

TYIOTh Ti3HIIIE Y JOMKUTFHOMY BIiIli.

= Panns iHpaHTHIRHA EIETITHYHA SHIIe(aonaTist PO3BUT-

ky (EIDEE) Binpi3Hs€ThCS MHOXXHHHUMH THIIAMHY HAIla/IiB

Ha JI0JIATOK 710 MIOKJIOHYCY, BUPQKEHOIO 3aTPUMKOIO PO3-

BUTKY Ta cepifosHnmu anoMamismu EET.
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1L Epilepsia

TABJIWIL S 4 HdiarHocTU4HI KpUTEpii MIOKJIOHIYHOT €MiJIeNcii paHHBOIO AUTSIYOTO BIKY

Hanmaan

EETN

Bik nebroty Hanazis

Po3BuTOK Ha TIOYaTKy 3aXBOPIOBaHHSA

Hesposoriunuii orisizg

Bisyaunizauis

THni 1oCImiKEHHs - TEHETUYHI Ta iH.

Tlepebir 3aXBOprOBaHHS

O00B’s13K0Bi KpHTEPIi
MioknoHiuHI Hanmaau

(IUB. TEKCT)

Hopmanernii GpoxOBHIA 3ammic

Yu nompibna ona ecmanosenenns diaznosy MPT abo ikmanvna EEI?

3acrepexni kpuTepii
AdeOpuibHuil TeHepai30BaHuil To-
HIKO-KJIOHIYHMI Hamaja abo reHepati-
30BaHUI KJIOHIYHMN HA MOYATKy elli-

siencii

InTepikranera EEI': BincyTHiTh rene-
pani3oBaHNX KOMILIEKCIB «CITAiK-1T0-
BUIbHA XBIJIS» ITiJT Yac 3alUCy CHY

doTonapokcu3ManbHa BiOBIIb TIPH
HH3BKOYACTOTHIH  (oTocTHMyIIsmil

(pagure CLN2 3axBOproBaHHS)

3aTpHMKa MOBJICHHEBOTO PO3BUTKY Ha
MOMEHT BCTaHOBJICHHSI [[larHO3Y
TlomipHe 4n TIHOOKE MOPYIICHHS iH-
TEIIEKTY

3HavHi BIIXMJICHHS NPH HEBPOJIOTid-
HOMY ODVISTI, KpIM BHIIQJKOBHX 3Ha-

XiJ10K

Kputepii BUK/1104eHHs
Bynb-sikuii 3 HACTYIHUX THUITIB Ha-
najiB:

* AGcaHcu

e ATOHIYHI Hamagu

e Eninentuyni cnazmu

» dokasbHI HAAAX 3 IOPYILIEHHSIM
YCBIIOMJICHHS

» dokasbHi KJIOHIYHI (TeMiKJIOHIY-
HI) Hamam

* MiokJoHIuHi abcaHcu

e Towniuni Hanagu

Ixransaa EET': 3apeectpoBana mio-
kiIoHIuHa moxis 6e3 EEI" xopemsit
InTepikransna EEL™:

Iincapurmist

I'enepanizoBaHMii KOMIIIEKC

«cHafK-moBibHA XBHIID (<2.5 ')

Bik mouatky MiOKIOHIYHUX HaMaiB

<4 micsuis abo >3 pokis

Jluemopdizm un iHII BPO/DKEHI aHO-
Maiii (mependavaroTh XPOMOCOMHE
MOPYLLIEHHS)

3Ha4Hi MOPGOIOTIUHI 3MiHH IPH HEH-
poBisyamizamnii

Husbknii piBeHb IIIOKO3M Y JIIKBO-
pi abo marorenni Bapiantn SLC2AI
(Glut1DS)

HeiipokorHiTuBHuii perpec

JliarHOCTHYHUM JUIst IOTO CHHJPOMY € BincyTHicTh MPT - nopymiens

Ixrasbaa EET He € 000B’13K0BOIO JUIst BCTAHOBJICHHSI IIarHO3Y, aJie TOBHHHA OyTH HAIIOJICIINBO PEKOMEH/IOBAHOIO, SIKIIO 3aIIMC CHY B MDKIIPUCTYITHUMN HIepioz He
I0Ka3ye€ IeHepasIi3oBaHi KOMIUIEKCH «CHaiiK - OBITbHA XBHIIS, 100 MIATBEPUTH, [0 MIOKIIOHYC € SNUICITHIHIM.

Curnopom 6e3 1abopamopHo2o niomeepodicents. Y perioHax 3 0OMeKECHUMHU pecypcaMu, SIK MiHIMYM, JUISi BCTAHOBJICHHS 1bOTO aiarHo3y notpiouo EEI chy, mo

MOKa3y€e reHepali3oBaHy CIAHK - XBHIIIO

= Pi3ni HelpomeraOomiuHi IMOPYIICHHS, BKIIOYAIOUH SIK POKCH3MaJIBHOIO BIIMIOBIII0 HA HU3bKI YaCTOTH (THUIIOBO

HU3BKOMOJIEKYIISIPHI, MITOXOHpiaJIbHI, TaK 1 XBOPOOH Ha-
KOMHMYEHHS, MOXKYTh CYHNPOBOKYBATHCS] MiOKJIOHIYHUMH
HaraaMy B paHHbOMY Billi. BoHM "acTo mos»si3aHi 3 mpo-
TPECYIOUMM HEBPOJIOTIYHUM TOTIPIICHHIM Ta AUCHYHKITI-
SIMH IHIIINX OPTaHiB.

Cunnpom nediunty nepeHocHnka nmokosu-1 (Glut1DS)
XapaKTEPU3YETHCS MiKponealliero JISTKOTO Ta CEpeIHbO-
IO CTYNEHS TSDKKOCTI, 1HIIMMHU THIaMH CyJOM Ha Joja-
TOK JI0 MIOKJIOHYCY, HU3bKUM BMiCTOM TJTFOKO3H y CITUHHO-
MO3KOBIH piuHi (JTIKBOP1) Ta HU3BKUAM CITiBBITHOIICHHSIM
TIIOKO3W B JIIKBOPI/IIa3Mi Y JOITOBHEHHI JI0 MATOTCHOTO
Bapianty SLC2A I, Koy TOCTYITHE TeHETUYHE TECTYBAHHSI.
[Iporpecytodi MiOKIOHYC emiyiencii BiApi3HIIOTHCS HasiB-
HICTIO 3HaYHOI MOBJIGHHEBOI YW MOTOpHOI perpecii, ya-
CTOIO aCOLIaI€r0 3 IHIIUMH THIIAMU HaIla/iB, Ha JOJAaTOK
JI0 MIOKJIOHYCY, YacToto arpocdiero Ha MPT Tta doromna-

quist CLN2 3aXBOpIOBaHHS).
Heeninenmuuni cmanu:

JloOposikicHHI MIOKJIOHYC TUTHHCTBA BiPi3HSETHCS BiJl-
cyrrictio EEI'-kopersiiit 3 MioKIOHIsIME.
linepexriexcist MposIBISIETHCS MATOIOTTYHUMH CTApTII-pe-
akmisMu, ki He MatoTh EEI-kopemsmii.

lNHIYHE TOCMUKYBaHHS - II¢ HOPMAJIBHI €ITi3011 MiOKJIO-
Hyca yBI CHI, SIKi Half4acTile CIOCTEPIraloThesl MPH T10-
BEPXHEBOMY CHI.

Hananu tpemrinasa (Shuddering attacks) cynpoBomxy-
I0THCS TIOBTOPIOBAHMMH, IIBUJIKMMHM 3APUTaHHIMH, da-
CTO CIIPOBOKOBAHMMH 30y/KeHHsIM; Kopemsiiist Ha EET
BiJICYTHSI.
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Pucynok 4 Xjgomuwk, 14 wmic., 3 MIOKJIOHIYHOIO CMUICTICIEID PAHHBOIO TUTSYOTO BiKy. EEI nokasye reHepaizoBaHuil
KOMILIEKC “criaiik- XBUJISD 3 KIIIHIYHUM MIOKJIOHIYHUM [TOCMHKYBAHHSIM, 1o inentudikyerses Ha EMI BigBeeHHI.

2.2.2 | Enuedanonarii po3BuTKy Ta emijen-

Tn4Hi ennedanonarii (DEEs)
Panns inghanmunvna enyegpanonamis po3sumxy ma eninen-
muuna enyeanonamis (EIDEE)
EIDEE — 11e cunipom, sIKnii XapakTepizyeThesl HACTYITHUMH O3Ha-
kamu (Tabmuis 5):
= [louarok emizercii y nepuri 3 MicsIli )KUTTS 3 YaCTUMH Ha-
naJlaMH, siKi, SIK IPaBUII0, € MEJMKAaMEHTO3HO - PE3UCTEHT-
HUMH .AHOMaJIbHI pe3yJIbTaTH HEBPOJIOTIYHOTO 00CTEXKEH-
Hsl, HAITPUKJIAJ, IOPYLICHHS [T0OCTAaBH, TOHYCY YH PYyXIB.

= [lomipHi M TIMOOKI MOPYIIEHHS PO3BUTKY, IO BHSIBIIS-
I0THCSI 3TO/IOM.

= AxomasibHa iHTepikTanbHa EET, ska Moxe Bkitoyary ma-
TEpH Crajax - NpUTHiueHHs, Au(y3He yIOBIIbHEHHS a00
MYJIBTU(QOKAIBHI PO3PSIIH.

= Heiiposisyaizaiis, MeTaOONIYHE Ta TCHETHYHE TECTYBaH-
Hsl ZI03BOJISIIOTH IPOBECTH TOYHY €TIONOTIUHY Kiacudika-
uito y ~80% Bumakis.>*

[epeBakHi THIM HaNa/iB BKJIIOYAIOTH (POKAIBHI TOHIYHI, re-
Hepasi30BaHI TOHIYHI, MIOKJIOHIYHI, ()OKaJIbHI KIIOHIYHI Ta eIi-
nenTuYHi crnasMi. MoXyTh BHHHKATH TOCTIIOBHI Hamamu.>””
EIDEE Bxito4ae craHd y HOBOHApPO/DKCHHUX Ta HEMOBJIAT, paHi-
e kiacuikoBasi sk cuHapoM OTaxapy Ta paHHS MIOKJIOHIY-
Ha entedanonaris.”” ¥ Cuaapom Moke MaTu 6e3J1i4 pisHOMAaHIT-
HHUX OCHOBHHX €TIOJOTIH, BKIIIOYAIOUM TEHETHYHI, MeTaboid-
Hi Ta CTpYKTypHi. Enexkrpokminiuni onucu cunapomy Otaxapu
(nepeBakHo EEI" marepH criaiax - NpUrHiYeHHs Ta TOHIYHI Cy-
JIOMH) Ta PaHHBOI MIOKJIOHIYHOT eHIedaonarii (repeBaxHo Mi-

OKJIOHIYHI Haraau Ta abo craiax - NpUrHiueHHs abo 1HII 3HaY-
Hi nopymiensas EED") Oynu Han3BuuaifHo MIHHUMH JUTsT Kiacudi-
Karii eminerncii.’"® [{s1 HOMEHKIATypa JA03BONMIA KITIHIIMCTaM
Ta JJOCHITHUKAM BUBUUTHU MPUYMHU, HACITIIKU Ta JIIKYBaHHS HO-
BOHAPO/PKEHUX Ta HEMOBJIAT 3 BAXKOIO CIUICICIEI0 3 PaHHIM
[MOYAaTKOM Ta HaJlaBaJId CIM)>SIM BKJIMBY iH(OpMAIIiO PO po-
rao3. O/iHaK eJeKTPOKIIIHIYHI 0COOIMBOCTI IIMX ABOX CHHIPO-
MIB B 3Ha4HiH Mipi 30iratoThes i, KpiM TOT0, MarOTh MOAIOHY eTi-
05101110.58335 PoGoua rpyna 3anpononysaia, mo nogin EIDEE
Ha 1HAMBIAYYMIB 3 cuHApoMoM OTaxapu Ta paHHbOI MiOKIIO-
HIYHOIO eHIle(aionaTiero OLIbINe He Ja€ MiHHOT iIHPOpMAITiT is
MPUAHATTS KIIHIYHUX pillleHb a00 BU3HAYCHHS TPOTHO3Y.

Enioemionocis:

Yactora EIDEE ouinroerses B 10/100 000 HOBOHApOMKE-
Hux.’

Kniniuna xapmuna:

Lleii cMHAPOM MOYMHAETHCS Y PAHHBOMY AUTSHYOMY Billi (J1ia-
na3oH 0-3 Mics1iB) 1 OIHAKOBO BPAXKa€ XJIOMYMKIB Ta JIiBYATOK.
HeBposoriune o0CTeXEHHsI 4acTO JIEMOHCTPYE CepHO3HE Bil-
XHJICHHSI BiJl HOPMH 3 MOPYIICHHSIMH TOHYCY (Hai4acTilie 1eH-
TpasbHa TiIIOTOHIs ), TOCTaBU Ta PYXOBOT ITOBEIIHKH 3 KIDKOBHM
MOPYIICHHSAM 30py. AHOMAaJIbHUI HEBPOJIOTIYHUNA PO3BUTOK Ta
TIOBE/IIHKOBI PO3JIa/IM 4acTO BHSBIISIOTHCS JI0 IOYATKy HamaiB,
asie ix Moke OyTH CKJIQ/IHO pO3ITi3HATH Yepe3 Ha[3BUYAHO paH-
Hill MoYaToK (Meperisi] paHHiX BiZe03aIruciB Moxke OyTH KOpUC-
HUM). BinbicTs aiteit MaroTh momipHi YM TIMOOKI MOpYyIIEH-
Hs1 po3BUTKy. CiMeHHHMI aHaMHe3, iCTOpisl BariTHOCTI Ta MOJIOTIB
3a3BUUail HOpMasbHi. PO3Mip TOJI0BU BapirOEThCS B 3aJICIKHOCTI
BiJ| eTioJorii, ane MoXke OyTH HOPMaJIbHUM IIPH HAPOKSHHI.
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el Epilepsia

TABITHLA

Hamaau
EET

Bik nebtoty HanaiB

Po3BuTok Ha TI0YaTKy 3aXBOPIHOBaHHA

Hesposoriunuii ormsig

Komop6inHa maromnoris

[Tepedir 3aXxBOPIOBaHHS

5 Mliaenocmuuni kpumepii pannvol inganmuivHol enyearonamii po3sumxy

ma eninenmuunoi enyegpanronamii (EIDEE)
O00B’513K0BI KpHTEPii 3acTepesxHi kpuTepii
Toniuni Ta/ab0 MiOKIOHIYHI HamaM
InTepixransaa EEL:
Cranax - HpHTHIYeHHs, a00 Myllb-
TH(HOKAIBHI PO3PsIH
JlndysHe ynoBinbHEHHS
Bin HapomkenHs 10 3 mic (ckoperosa-
HUM [T HETOHOIIICHUX )

Hopmanbhuii po3BUTOK Ha Ioyar-
Ky, XO4a BU3HA€ETHCS LI0 OLIHKA MOXE

OyTH yCKIIaJHEHOO

TlopymeHHsT PO3BUTKY IPHUCYTHE 0O
a00 po3BUBAEThCS HE3a0apoM MiCIIs
MOYAaTKy HaraJiB

I[Topy1ieHHs1 HEBPOJIOTIYHOTO PO3BHUT-
Ky, BKIIOYaI04H PO3YMOBY BiICTalliCTh

Yu nompibni 0ns ecmarnosnenns diacnozy MPT abo ikmanena EET?

MPT ne moTpiOHO A1 BCTAHOBIICHHS JIarHO3Y, aJIe HAOIECNINBO PEKOMEHIYEThCSI BUKIIOUUTH CTPYKTYPHI IIPUIHHI

KpuTepii BUK/I1104eHHS

HopmanpHi  1aHi  HEBPOIOTIYHOTO
00-CTE)XCHHS, XO04a BU3HAETBCSH, IO
OLIIH-Ka MOXKe OyTH YCKIIaJHEHOI0 B
TOMY YHCIIi y JUTHHH 3 TyXKE YaCTUMH
HamajzaMu abo SIKIIO BOHA OTPHMYE
[1EII, 1m0 MOxe BIUIMHYTH Ha pe3yJib-

TaTH 00CTECIKCHHS

Ixramsra EET He moTpiOHA y HEMOBIIATH 3 XapaKTepHUMH KIIHIYHUMU O3HAaKaMu, Koy inTepikranbHa EET mokasye crnanax - DpUrHIYeHHS, MyISTH(OKYCHI PO3-

psiou 3 TuGy3HIM YIIOBITFHEHHIM

Cunopom be3 1abopamopnoco niomeepodicens: y perioHax 3 00OMeKEHUMHU PECYpCaMH Liei CHHIPOM He Mojke OyTH AiarHocToBaHMit 6e3 inTepikransHoi EEI

Ilepebie 3axsoprosanms:

Hamanm 3a3Bud4aii pe3sucTeHTHI JO JIKapChKUX 3ac00iB,
SIKIIO HE BUSABIIECHI MeTa00IIYH1 200 reHETHYHI MIIIEH] I
TO4HOI Teparii abo CTPYKTYpHI aHOMAJIii, 10 MiATar0ThCA
xipypriuaomy BTpyuanuio.’**’ Harmpukiras, y mamieHTiB i3
maroreHHIME Bapiantamu SCN24 abo SCNSA cnoctepira-
€ThCSI pPeakIlisl HalmaaiB Ha Tpemnapard, MO0 BIUTMBAIOTH Ha
HaTpi€eBi KaHamH, yacto y BUCOkux mo3ax.* " EIDEE, ne-

CynyTHI 3aXBOPIOBaHHSI, TOB)s3aHI 3 TNI00AIBHOI HEBPOJIO-

Hanaou:

3 HACTYIHHUX THUIIIB HANAIIB:

3aJIeKHO BiJT TOTO, UM MIPUCYTHI €MUICITHYHI CTTa3MH1, MOYKE

possunyTuCch y IESS 3 marepHOM cmanmax - NpUTHIYEHHS
abo mynpTHGOKaTEHIME TopymieHHsMu EET, sxi B mes-
KHX BHITaJKaX PO3BHBAIOTHCS Y TIICAPUTMIYHHMU MaTEpH.
Y HOBOHAPOIDKCHUX Ta HEMOBIIST CTYIIHb OYJb-sIKOTO TO-
pYIICHHS PO3BUTKY Ba)KKO OIIIHUTH;, MPOTE Maibke y BCIX
HemoBiiT 3 EIDEE Oyne momipHa um mmOoOKa po3yMoBa

. Toniuni Hamaam.
. MioKJIOHIYHI HaAaIu.
. Eminentruni cna3mu.

AW N =

BiAcTamicTh. BUHATKH BKITIOYAIOTH JCSKHX OCIO 3 paHHIM

e(peKTUBHUM JTIKyBaHHSIM OCHOBHOI €TIOJIOTi1, K IIe MOXe
MaTH MiCIle TIPY MipUIOKCHH3AJICKHIN eminencii abo mipu-
mokc(am)in-5y-pocdaruiii HemocrarHocti.”! Hemosmsata 3
EIDEE wacTo MaroTh CyIyTHI pyXOBi PO3JTaaH, BKIIOYAIO-
Y1 MIOKJIOHYC, XOPET0, TUCTOHIO Ta TpeMop. BoHN MOXyTH
3)SIBISATUCA 10 TIOYATOKY HamadiB, Ha PaHHIX CTaIisAX pO3-
BUTKY CHHIPOMY YH po3BHBaTHcA 3 yacoM. [Indepenriro-
BaTH TAPOKCU3MAJIbHI PYXOBi pO3JIagy Bill HaMaJiB MOXKE
OyTH HETIPOCTO, 0COOJIMBO B KOHTEKCTI BUPAYKEHO aHOMAJTh-
Hoi iHTepektanpHOi EEI. ¥V Takmx BUMagKax Ciia po3Iiis-
HYTH MOXXIJIMBICTH TIPOBEACHHS TpuBasioro Bimeo-EEI-mo-
HITOPHUHTY i3 3amucoM BinBeaeHs EMI miisa minTBepmKeHHS
THITY TTAPOKCU3MAIBHOI TOi1.8

7

MCTPUYHUMMU.

TIYHOK0 1HBAJIIHICTIO, BKJIFOYAIOYM KOPTHUKAJIbHI MOPYIICHHS
30pY, PYXOBi IOpPYIICHHS, OPTOIEAUYHI POOJIEMH, MOBEIIHKO-
Bl 1poOJieMH, TPYAHOLII 3 TOAYBAHHSIM, a TAaKOK PAaHHS BHCO-
Ka CMEPTHICTh € BU3HAHUMH aCOINAIISIMH i3 IIUM CHHAPOMOM.*?

Hiarnoctuka EIDEE BuMarae HasBHOCTI OIHOTO YH KiJTBKOX

. [TocmimoBHI Hanmagu MOXYTh BKJIFOYATH TOHIYHI, KIOHIY-
Hi Ta/ab0 BereTaruBHI KOMIIOHCHTH, a TAKOK aBTOMATH3MU
0e3 €JMHOTO MEPEBAYKHOTO THITY HATA]TY.

ToHiYHI HamaaM YacTi Ta MOXXYTh BUHHKATH 130JIbOBAaHO a00
rpynamu 1o 10-20 ximacTepiB Ha AeHb. SIKIIO BOHM BUHHUKAIOTH
rpymnaMu, BiIMiHHI O3HaKH BiJ CHa3MiB BKIIOYAIOTh (1) TOHIU-
HI Hanaju 3a3BUYail BUHUKAIOTh HE3aJIeKHO BiJ LMKy CHY, Ha
BiIMiHY €MIJIENITHYHUX CIIa3MiB, SIKi 94aCTO BUHUKAIOTH ITPH TIPO-
OymKeHHi; Ta (2) TOHIYHI Hamaau TPHUBAIOTH JOBIINE, HIK eIli-
JIENTHAYHI CTIa3MH, IO TPUBAIOTh MeHIIe 3 ceKyHa. ToHI4Hi Cy-
JIOMH Y HEOHaTaJIbHOMY Tiepiofi OyBaloTh (POKATHHUMH YH aCH-

®okanbHU 200 MyIBTH(OKATBPHAN MIOKIOHYC MOXe OyTH
NIepeBayKHUM THIIOM HaraiB. YacToTa BHHUKHEHHS MiOKIIOHYCY
BapilOETHCS Bij €MI30AMYHUX 70 Maibke Oe3mepepBHUX HaaliB.
MioknoHyC MOke OyTH HECTIMKMM a00 MacHBHHM Ta JBOCTO-
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porHiM. HecTiliknii MiOKIIOHYC € CHHXPOHHHUM, aCHMETPHIHIM
Ta BUTNQJIKOBUM (32 JIOKai3aIiero ta yacom). L{e Moxke craTucs
Ha oONMMYYi 9M KiHIIiBKax a0o Moke OyTH oOMexeHe JnIie Opo-
BOIO, Ty0OF0 un manbieM. Lle BimOyBaeThCs SK IMiJ] 9ac HeCHaH-
HS, TaK 1 miJ yac cHy. HecTilikuiit MiOKJIIOHYC Hal9acTiIe acori-
IOETHCS 3 METAO0ONIITHOIO ETiOJOTIENO.

V nedaxux mari€HTiB BUHUKAIOTh EMUIEIITHYHI crasMu. BoHun
HalYacTille CIIOCTEePIratoThCS TICISA MEPIIOTO MICAIS JKUTTSL.
3a3Buyail BOHM BUHUKAIOTH TPYIIAMHU YaCTO MPH MPOOYIKESHHI.

[MocnminoBHI HamaaM XapaKkTePU3yIOTHCS ICKiTbKOMa TPOsiBa-
MH, 10 BiZOyBarOThCSA TOCTIIOBHO Mmix wac Hamaxy.’ Hampu-
KJIQJI, TIOJTist MOYKE TIOYMHATHCS 3 (DOKATFHIX TOHIYHHUX O3HAK, 32
SIKUMH WIYTh (HOKaNbHI KJIOHIYHI 03HAKH, a TIOTIM eTiJIeITHYHI
cra3mu 0e3 OyIb-IKOTO TIepeBaKarodoro mposiBy. Ha momarok mo
BHIIICBKA3aHUX THIIIB HAITA(iB MOXXYTh BHHUKATH (POKAITBHI MO-
TOpHI HaMaIu.

EET:

IaTtepikransaa EED: ¢oHOBa aKTHBHICTH IMOpYyIICHA 1
MOXKE JJIEMOHCTPYBATH CIlaliaX - MPUTHIYCHHS, MYIbTH(O-
KaJbHI CHAaWKW/TOCTPI XBHII 3 YIOBUIBHEHHAM abo 0e3
HBOTO, TIEPEPUBYACTICTh Ta/ab0 AuPy3HE YHOBIILHECH-
Hi (PucyHok 5). ®OHOBI BiIXWIIEHHS MOXYTh OyTH HE3-
HauYHUMH Ha TyXKe paHHIX CTafisX Mmepediry y piaKicHUX
MaIli€HTiB, ajeé IIBHAKO IOTipITyBaTUMYThCA 31 3011b-
LICHHSM 4acTOTH HamnaxaiB. [laTTepH cnajax-ImpUrHidYeHHS
CKJIQJIAETHCS 3 BUCOKOBOJIBLTHUX cruieckiB (150-300 MkxB)
3MIIIAaHUX CIAaWKiB, TOCTPUX Ta MOBIIBHUX XBUJIb TPHU-
BaJicTIO 1-5 C, MO YepryrThCs 3 MepiogaMu BHUPaKEHO-
ro npurHideHHs (<5 mkxB) TpuBamictio 3-10 c; mpoTe Ha
TPUBAIICTh MOXYTh BIUTMBAaTH OTpUMYyBaHi Jiku. lle 3a-
3BUYAl CIIOCTEPITaeThCs SIK y CTaHI HECIaHHs, TakK i yBi

. .
Epilepsia 1
CHI, peakmii Ha CTUMYJAMLiO BiacyTHi. [laTepH cmamax —
MPUTHIYEHHs] 3a3BHYail ABOCTOPOHHIH, ajme Moxke OyTH
aCUMETPUYHHUM, aCHHXPOHHHUM UM HaBIiTh OJTHOCTOPOHHIM.
IHOMI MOXXHA criocTepiraTu BUIMAAKOBE (OKaJIbHE 3racaH-
Hi. Y neskux pAiteil anomanbHUi poHoBHI marepH EET
MOJKE€ CTIOCTEPIraTuCs 0 HamaiiB, IPU IHOMY MaTEPH CTa-
JIaX — IPUTHIYEHHS CTa€ OYEBHUIHUM JINIIE TMOCTIKTAIBHO.
[MaTTepH cmamax -TPUTHIYEHHS MOXKE 3HUKHYTH 13 BiKOM,
anme EEI" 3anmummTbcss aHOMaIbHORO. Y HEMOBIIAT, SIKi pO3-
BuBatoThcs 10 [ESS, 3 BikoM MOke BUHUKHYTH TilICaApUT-
Mis. SIKIIo eTioyoris mignaeThes JTiKyBaHHIO (MeTabomid-
He abo CTPYKTYpHE ypaKeHHs, IO MiJAJa€ThCs Xipyprid-
HOMyY BTpyd4aHHIO), EE[" Moke momimmmuTHcs abo HaBiTh
HOpMaJi3yBaTHCH.

Ixramera EET: Kaprtura 3aneXuTh Bim THITy Hamamgy. Y
HEOHATaJIbHOMY IIepiofi IKTanbHI MaTepHUu € (HOKATHPHUMHU
abo acuMmerpnuHHMH. [Ipy TOHIYHMX Hamamax MaTepH CIa-
JIaX-TIPUTHIYEHHS c1a0IIae 3 MOsSBOI0 HU3bKOBOJIBTHOI BUCO-
KOYaCTOTHOI IIBUIKOI aKTUBHOCTI. MiOKIIOHYC MOXKE MaTH
KOPEISITH MK CIUIECKOM i TOCTpOr0 XBmiero. HecTilkuii/
(hparMeHTOBaHUN MIOKJIOHYC MOXKE MaTH IKTaJbHUU KOpe-
mat. DokanbHI Hamaayu MOB’s3aHi 3 (GOKATBHUM iKTaJIbHUM
PUTMOM PEKPYTHHTY. IKTaabHUI MaTepH NpH MOCIiAOBHOMY
HaIta1i 3MiHIOBaTUMETHCS ITiJT Yac HamaAy 3i 3MiHOO KITiHid-
HUX MPOsBiB. EMinenTuyHi crma3Mu CympoBOKYIOTHCS TeHe-
patizoBaHOO 200 (POKAITBHOIO TOCTPOIO a00 IMTOBUTHHOIO XBH-
JICFO BUCOKOI aMILTITY/IH, 3a KOO CIiAY€ IMIBUIKA AKTHBHICTH
3 HU3BKOO aMIUTITYIO0 Ta OCIa0ICHHS.

Kpim Toro, ikranphi marepan EEI" MoxyTh crocrepiratucs
SIK 3 KIIHIYHAMU HamagaMu, Tak 1 0e3 HuX.

FP1-C3

IC3 - 01 g

FP1-T3

13 - 01" aer

FP2-C4 e

C4 - O

I e P s L

T4 - 02.

IC3 - CZrmstreret et

CZ-cC4

C4-T4

EKGN - EKGP:

P P o A

CHIN - :-'ORHEA

PUCYHOK 5 Xnonuuk, 4 THXHI, 3 paHHBOIO 1HQaHTHIIbHOIO DEE. Ha 2-i1 IeHb )KHUTTS y HbOTO TIOYaJINCS MTOCIIII0BHI
HaIlaJy 3 BUPAKCHUM TOHIYHUM KOMIIOHCHTOM Ta TsDKKOrO eHiledanonariero. EET (20 mikpoBoabT/MM, 30 MM/C) mTOKa3ye
[aTepH crajax - MPUTHIYCHHs. [eHeTUIHe TeCTyBaHHs M0Ka3alo narorennuii Bapiant KCNQ2. Y maiienrta crnocrepiranocs IOMiTHE 3MeH-

ILIEHHs HAMAIiB IpK Npuiiomi kapGamaseniny, aje B HbOTO 3JIHIIIMIACH ININO0KA 3aTPUMKA PO3BUTKY.
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. ¢
=L Epilepsia
Bizyanizayia:
CrpyKTypHi aHOMaJIii TOJIOBHOTO MO3KY € Ba)KJIHMBOIO 1 4a-
croto npuunHoro EIDEE, ix ciix mrykaru y Bcix aited. Y Tux
BHIAJIKaX, KOJM HaMaaud PE3UCTCHTHI 10 JTIKapChKHUX 3ac00iB
i (oKasTbHI O3HAKU TOMIHYIOTH, CIIiJ PO3TISIHYTH ITOMATKOBI
MEeTOIH Bi3yali3alii, mo0 BUKIIOYATH XipypTridHO BUIIpaBHE
ypaxkeHHsl. [Ipy IEBHUX TEHETUYHHX €TIONOTIsIX CIIOYATKY Bi-
3yaltizalisi 4acTo € HOpMajJbHOIO a00 MOXKE MOKa3aTH 3MEH-
mieHU 00>eM MO3Ky a00 O3HAKH Timmo-/aeMieninizaiii 01101
pEUOBUHH. 3rOIOM MOXKE PO3BHUHYTHCS LiepeOpalibHa aTpo-

¢ist.

Tenemuune 0ocniodncenms:
Crix po3DISIHYTH HACTYIIHI J1OCIHIJDKCHHS:

= XPpOMOCOMHHI MiKpoapeu, KapioTuI (Harmpukiai, Kijlb-
1eBa xpomocoma 14).

* ['eHHa maHesb, MOBHOEK30MHE ab00 T'€HOMHE CEKBEHY-
BaHHS - JUISl SIKOCTI MiJICYMKOBOTO 3BITY PO TECTyBaH-
HSl MOXKe OyTH KOPUCHHUM [Tl BUUICHHS (DEHOTHUITIYHUX
03HaK, M0 BiMOBIIal0Th KOHKPETHUM I'eHaM, SIKIIO TaKi
€ (IuB. pO3I1JT HIDKYE).

[IpuarHHO-TTaTOTEHHI BapiaHTH Te€HiB MOXYTh OyTH BHSB-

JieHi y GibII HikK mooBUHH TanieHTis 3 EIDEE.*8

Tun(u) nanaoy(ie) ma EEI pazom 3 inuwumu peHomunosu-
MU O3HAKAMU MOANCYTNb Nepeddauumu ceHomun.
= [larorenni Bapiantu KCNQ2-DEE mnoBys3ani 3 mocii-
JIOBHMMH HarmajaMu (B OCHOBHOMY 3 TOHIYHHM KOMIIO-
HEHTOM, aJie TaKOX 3 KIIOHIYHUMHU, TOHIYHAMH, MiOKIIO-
HIYHUMHU, CIMUICIITHYHUMH Clla3MaMu a00 BereTaTUBHHU-
MU Hanaaamu) (AuB. po3aii Hykue). [leid BapiaHT Takox
CIOCTEPIraeThcs NPY BUKJIIOYHO TOHIYHUX HaaAax, Mmo-
B)>A3aHUX 3 MMaTEPHOM CIajlaX — MPUTHIYCHHSA a00 MYIb-
tudoxkanpaoo EET. CimeitHuit aHaMHe3 MOXKe BKITFOYa-
TH 0c¢10 13 caMOOOMEKEHOIO CIMENHOIO TUTAYOIO €Irije-
l'ICiEIO.SS’ 93-98
= [larorenni Bapiantu SCN24-DEE MOXyTh BKIIIOYaTH
MOCJIITOBHI Hama Iy 3 MepeBa)XKHO TOHIYHUMH Ta Berera-
THBHUMH O3HaKaMu.”*
= [latorenni Bapiantu SCNSA-DEE noB>si3aHi 3 QoKaib-
HUMU Hamagamu. %
= [larorenni Bapiantu STXBPI-DEE mnoB)s3aHi 3 acuMe-
TPUYHUMHU TOHIYHUMHU a0O TOCIIJIOBHHMH HamajgamMu
(TOHIYHI, BEreTaTHBHI, KJIOHIYHI Ta CHIJCHTHYHI CIa3-
M), 101102
» CDKL5-DEE mnos>s3a"i 3 TOHIYHMMH Hamamamu. [lo-
CIIIOBHI HamagW 3a3BHYail MOBTOPIOIOTHCA 3 (EHOTH-
MIOM «TiMepKiHeTUYHI-TOHIYHI- cra3Mmy. 8103
= [larorenernuni Bapiantu KCNTI-DEE moxyTh nmposiB-
asTucst (OKaNIbHUMHU TOHIYHMMH HamajaMu 3 Berera-
THBHUMH CUMITOMamu. '
= [latorenernyni Bapiantu UBAS5-DEE MOXyTh mposBIIs-

THCS TTePEeBaXKAIOYUMH MIOKJIOHIYHUMHY Hamagamu. %

Memaboniuni 0ocniodxicenHs:

Crijl HanoOJIENIMBO PO3IJISIHYTH MOXJIMBICTH NPOBEJEH-
HsI META0OIIYHUX TOCIIKEHb, 0COOIUBO SIKIIO MPH Bizya-
Ji3amii He BUSBJIEHO SIBHUX CTPYKTYPHHX aHoMmaii.’ Kpim
TOro, ocodmuBocTi Bi3yamnizamii a6o EEI" MoxyTs Bkasy-
BaTH Ha crenudiuyHy MeTaboniuHy eriosorito. JleTampHe
HelipomeTaloiyHe TEeCTyBaHHS Ma€ MPOBOJHUTHCH 3T1IHO
peKOMeHIaiil IHImMX JPKepest; TpoTe JOCiKEHHS TOBHH-
Hi BKJIIOYATH aHali3 cedyi Ha OpraHidyHi Ta aMiHOKHCIOTH
(BKJIIOUAROUH S-CYJIb(OIUCTEiH), ailbha-aMiHOATUITIKOBHI
ceMiaJbAeri] cedl; MOCIIIKEHHS B Ija3Mi aMiHOKHCIIOT,
JIAKTaTy, CEY0BOI KHCIOTH, Mii/IepyloIIa3MiHy, aMiaky,
AIUIIKAPHITHHOBOTO MpOoQiII0, i30eNeKTpuIHe HOKYyCyBaH-
Hs TpaHc]epuHy, Ay’Ke JTOBrOJIAHIIOTOBI KUPHI KHCIIOTH;
BU3HAUYCHHsS TJIIOKO3M, JAKTATy, MipyBaTy, aMiHOKHCJIOT Ta
He#fpoTpaHCMITEpiB B JIKBODI.

Jlugepenyiiina diaenocmuxa

* CropoBOKOBaHI Hamaju, MOB)sI3aHi 3 TIMOKCHYHO-IIIIE-
Mi4HOIO eHIledanmonarieo, iHYEKIi€0, TOCTPUM 3BO-
POTHIM MeTaOONIYHUM MOPYIICHHSAM, IHCYIBTOM a00
BHYTPIMIHHOYCPETTHUM KPOBOBHIHBOM, MOXYTh OyTH
MIOKJIOHIYHI, ()OKaJIbHO-KJIOHIYHI Ta (OKaIbHO-TO-
HiuHI. MoXe crmocTepiraTucs Bakka eHuedasonaris
ta EEI" 3 marepHom cnanax-npurdidyens. CopoBo-
KOBaHi1 HaNajJu TPaIUIsIIOThCS HabaraTo 4acTille, HiX
Ti, o moB’s13aHi 3 EIDEE, i HeoOxigHoO mpoBecTH Bin-
MOBiTHI TOCIiKEHHS JJIsl BUKIFOUCHHS TOCTPHUX MPH-
yuH. OgHak aeski reaetnuni npuunau EIDEE, Briro-
garouu nedinmuT kohakTopy MonaidomeHy Ta gediuuT
cynb(hITOKCHIA3H, MAalOTh OCOOJHMBOCTI Bi3yasisarii,
K1 MOXYTh IMITYBaTH TiIOKCHYHE YUIKOIKEHHS TO-
JIOBHOTO MO3KY.

Eninencis pannvozco oumsuoco 6iky 3 miepyrouumu ¢ho-
xanvuumu nanadamu (EIMFS)

EIMFS - me pinkicHa emimenTuyHa cHIedanomaris ta
eHnedanonaTiss po3BUTKY, IO MOUYHHAETHCSA 3 PE3UCTECHT-
HUX JI0 JIIKapchbKHUX 3aco0iB (OKaJbHUX HamaliB Ha Iep-
IOMY POIIi KUTTS Ta CYNPOBOKYETHCS BAXKOI cHIleda-
nomnarieto (Tabmuis 6). dokanbHI Hamagd MOXYTh BHHH-
KaTH B 000X MiBKYJISAX 1 MIrpyBaTH 3 OJHi€] KOPTHKAIBHOT
obmacTi mo iHmoi mpotsroMm Hamany. [Ipumaakm gacto Oy-
BaIOTh TPUBAJIUMHU 3 €I130/1aMHU EMiJICNTUYHOTO cTaTycy. '’
[IpuurHa B OCHOBHOMY TCHETHYHA: OCHOBHHUM TCHOM €
KCNTI1106 1 6inbuie 25 IHIIUX TeHIB [IOB>sI3aHl 3 IIUM CUH-
apomoM.!%7 TIporHO3 HECTIPUITIUBUMN, 3 TAKKOI HEBPOJO-
T1YHOI0 1HBAJIAU3AII€I0 Ta CKOPOUSHHSAM TPUBATIOCTI KHUT-
TSI, MO MOXeE OYTH YacTKOBO MOB)>A3aHe 31 crenudigHoro
TEeHETHYHOI0 MyTaliero,">1% xoua mosimoMisiocs mpo
OiapLr JIeTKUH 1epedir y KiTbKOX JiTel.
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Enioemionozcisa:
Hommpenicts EIMFS omintoetses B ~0,11/100 000 mi-
Teir. '

Kniniyna xapmuna:

Lei#t cuaapom 3a3BUYail MOUYMHAETHCSA y Mepii 6 mics-
iB (y cepeaHbOMY 3 MicsIli), y TOONMHOKHX BAMAIKAX — Y
JIpYTidl MONOBHHI mepmoro poky xutts'’>!%:1% Oounei cra-
Ti CTpaXAarTh OJHAKOBO. PO3Mip rosioBH Ta HEBPOJIOTiu-
He 00CTeXCHHS 3a3BUYall HOPMalbHI HA TOYATKY 3aXBOPIO-
BaHHs. Y OUIBIIOCTI MaIli€eHTIB Mikporedaris pO3BUBAETh-
cs Ha 1 porti xutTsa. ' Po3BUTOK MOXKe Oy TH HOPMATbHIM
B 1cOIOTi; OJIHAK TUIIOBUM € perpec Ta HaCcTyITHa 3HaYHa 3a-

TPUMKaA PO3BHUTKY.'"

Ilepebie 3axeoprosanns:

IIporo3 HecnpuUATIUBUN: MEIUKAMEHTO3HO PE3UCTEHT-
Hi HamaJy, TSOKKI HEBPOJIOTiYHI MOPYIICHHS PO3BUTKY 1 pyXO-
Bi MTOPYIIIEHHS, CKOPOYEHHS TPHUBAIOCTI KUTTs, 05110
BIIOMJISUTOCS TIPO JIETIIHH PO3BUTOK 3aXBOPIOBAHHS Y Kilb-

KOX miTeil. Jleski Malli€eHTH TaKOX CTPaKIAKTh BiJ BaXKKOi
109

Xo4a I110-

JIMCMOTOPUKHY KHMIEYHUKA 1 MOXKYTh MaTH PyXOBi po3Jajy,
110 € 3araJIbHUM JIJI 0ararboX reHeTHIHO 00YMOBIICHUX €ITi-
JMENTUIHUX eHIIepaTomaTii.

Hanaou:

dokanbHI MOTOPHI KJIOHIYHI UM TOHIYHI HaNau € 000B)>sI3-
KOBOIO YMOBOIO JIJIs BCTAHOBJICHHS JliarHo3y. Cro4yarky BOHU
MaloTh CHOPAJWYHHUN XapakTep, ajie iX 4YacToTa HIBHAKO
301TBITY€THCS IPOTATOM THIKHIB 1 MICSIIIB ITiCJISI TOYATKY Ha-
mafniB. Hamamm MoXyTh OyTH MEHIII TOMITHUMH, i3 3yITHHKOIO
MOBEIHKH 3 aJIBEPCi€I0 TOJOBHU Ta o4del abo 0e3 Hel, a TaKoK
i3 BUPQKCHUMH BEreTaTHBHUMU posiBami. 0112

dokanpHi Hanaau AEMOHCTPYIOTh MITPYIOUHMH MaTepH
Ha EEI, akuit Mmoxe OyTH MpOMYyIIEHUH, SKIIO HE MPO-
BOAWUTH TpuBanuii Bimeo-EET-moniTopuar. 08112113 Kirj-
HIYHO MIrpaiisi XapakTepU3yeThCsl OAHOCTOPOHHBOIO
(OKaTpHOK TOHIYHOI a00 KJIOHIYHOK aKTHUBHICTIO Ha
MOYaTKy Hamajay, sika MOTiM MEepexXoJUTh y KOHTpajaTe-
panbHy (GOKadbHy TOHIUYHY ab0 KJIOHIYHY aKTHBHICTH
MPOTIATOM OJHOIro Hamanay. YacTo 3ycTpidaeThes emijier-
THYHHE cratyc.!'? TloBimomismocss Mpo MOOMWHOKI BH-
MajKHd eMiJIENTUYHUX CIMa3MiB B aHamMHe3i.'?%!4116 Mijo-
KJIOHIYHI HaMaJl BUKIIOYAOTHC.

EET:

®onosa EEI" Mmoxxe OyTH HOpMaJIbHOIO Ha TIOYATKY; TIPOTE
3T0/I0oM BinOyBaeThcs nudy3HE yMOBINHPHEHHS OCHOBHOI aK-
TUBHOCTI. 9319112 MympTH(OKATBHI PO3PSIIN 3aBKIN 3)SBIIS-
1oteest 3rogoM. Anomainii EEIT mocwitiororses mpu nenpusa-
uii cHy Ta yBi CHi. Y NMOOJMHOKHMX BUIAJKaX BiJ[3HAYAETHCS
rimcapurmis. '3

Ikranpaa EEIT kopenioe 3 KIIIHIYHOK CHMIITOMATHKOIO, 1
B TOMY CaMOMYy €mi30fi Hamagy IMOCTiJOBHO 3aIifHO Kilb-

Ka He3aJIeKHHUX obiacTel KOpu rosoBHOTO MO3Ky (Pucynok

. *
Epilepsia 12
6).11213 Txranpra EEIT xapakTepu3yeTbcss MOHOTOHHOKO aK-
THBHICTIO B giama3oHi 4-10 I'm, mo moYmHAETHCSA y CKPOHE-
BO-TIOTHJIMYHUX 00JACTSX 31 CIeIM(pIYHUM Ta MaTOTHOMOHIY-
HUM MaTepHOM moimupeHHs Mirparnii.''>'® HemonaBuo Gymnu
po3po0ieni asa EEI-mapkepu mis nudepenmiaiii Hamasmis
EIMFS, Buknukaanx KCNTI, Bix iHmux (oKaJbHHUX Hara-
JIiB, IO CIOCTEPIraloThCs Y HOBOHAPOIKCHUX Ta HEMOBIIAT,
3 BIAMIHHOCTSIMHU B 4aci Ta KOT€PEHTHOCTI IKTAJILHUX PUTMIB
Hananis.'"?

Bizyanizayis:

HeiipoBisyamizamisi cmo4aTky HOpMajbHa, TOBiIOMIISETH-
cs Tpo Jerke abo moMipHe 30iNbIIeHHsT cy0apaxHOinaTbHUX
Ta MITYHOYKOBUX IPOCTOpiB. [Ipy criocTepexeHHi 3a AesKu-
MU BHITJIKAMHU TTOBIIOMIISUIOCS TIPO aTpo(ito TOJIOBHOTO MO3-
Ky, IepeBaXHO B 00sacTi M0o304ka. YacTo MOBIAOMIISETHCS
PO YHOBIJIBHEHHS Mi€jiHI3allii 3 FepiHTCHCUBHICTIO 01107
peyoBuHM npu MPT ta 3HmxkeHHs N-auetunanaprary IOpu
MP-crieKTpOoCKoTii., 06:10%:110

Tenemuune docniodicenns.:

CimeliHe ycraakyBaHHs 3yCTPIi4aeThCs PiAKO, IEMOHCTPY-
FOYH MDKCIMEHHY MIHJIUBICTH (0aThbKH 3 TOMIPHUM YpajkeH-
HaM y HemoBiAT 3 EIMFS).!'!'8 Hajigacrime 3amydeHuMu
JI0 TIPOIIeCy BHUSBIAIOTHCS aHOMAIIi TeHiB de novo. KCNTI €
OCHOBHUM T'€HOM 1 3yCTpidaeThCsl Maiike y MOJOBHHI BUMA/I-
kiB.!910%11% Ty renu, moBysi3aHi 3 UM CHHAPOMOM, BKIIIO-
qyatoThb B OCHOBHOMY SCNIA, SCN2A4, SLCI12A5, BRATI Ta
TBC1D24.'7

Memaboniune docniodiceHns:
VY nesxux piteit 3 EIMFS Oyno BUsSBIEHO BpOIKCHI MTOPY-

LIEHHS TIiKO3MIIoBanHs. >’

Jugepenyiiina diaenocmuxa:

= SeLNE, SeLFNIE ta SeLIE Binpi3HsIOTbCS HOpMalib-
HUM PO3BUTKOM JMTHHHU Ta BIJICYTHICTIO MITPYHOYOTO
MaTepHY B MEKax OJHOTO 1 TOTO K HAMaay Ha IKTalbHINA
EET.

* [Hmi ¢okanpHI emiierncii 3 paHHIM TOYaTKOM, 3yMOBJIE-
Hi CTPYKTYPHOIO €TI10JIOTi€0, BIIPI3HAIOTHCS HAsIBHICTIO
CTEPEOTHITHUX HaraJiB, 4aCcTO 3 OJHUM ITOCTIHHUM (o-
Kycom 0e3 mirpyroudoro narepHy Ha EEI.

= Iumi EIDEE. V nux giteit MOXXyTb OyTH MyIbTH(OKATH-
Hi Ta/abo TeHepai3oBaHi HAMaaH 3 TSHKKOIO 3aTPUMKOIO
PO3BUTKY HepBOBOi cuctemu, ane Ha EEI He cmocre-
piraerbcs XapakTepHOTIO MIrpyIOUOro IaTepHy B MexKax
OJTHOTO 1 TOTO X Hamaay. Y 0aratbox i3 MUX JITCH TaKoxK
MOXYTb PO3BUHYTHUCS PYXOBI PO3IIaIH.

= [Hmi BpomkeHi mopymeHHs 0OMiHy PEYOBHH.

= CH (Cunnppom [IpaBe) BiApi3HAETHCS TPUBATHMHU (HOKAIH-
HO-KJIOHIYHAMH (TEMIKIOHIYHUMI) HanaaMH, sKi 9epry-
I0ThCS 3 OOKy Ha Oik 3 pizHUME cymoMamu. OmHAK y IHUX
MAIIEHTIB HE CIIOCTEePIraeThCsl MITPAIifHOTO TAaTepHy
B MEXax OJHOTO 1 TOTO X Harmamy.
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TABJUIS 6 MiarHocTHU4HI KpUTEpii enierncii paHHBOTO TUTIYOro BiKy 3 MirpyrounMu (hOKaJIbHUMU HaralaMu

O00B’s13K0Bi KpHTEPIi

Hamann DokanbHi/MynTbTH()OKAIBHI  TOHIYHI
a00 KIOHIYHI Hamajad, 3 HE3HAYHOIO
3YIHH- KOIO TTOBEAIHKU abo 0e3 Hei Ta
BHpaXKe- HHUMH BEreTAaTHBHHMH IIPO-
ssBamu KUTIHIYHO CyZIOMH MITPYIOTH 3
oJHi€T miBKyJi abo 7o 10 1HIIo1
Yactora HamafiB IIBUIKO 3POCTAE y
eI THKHI Ta MICSIL, YaCTO Mpo-
TPeCyIOUH JI0 eMiIeNTUYHOTO CTaTyCy

EEl IKTanpHMIA 3anMC OKA3y€e MIirpyrouHit

narepH (Moxe OyTH HE BUSBICHUM,

SIKIIIO HE BUKOHYETHCS TPHBAJIHIA Bisie-

o-EET-MoHiTOpHHT)

Inrepikransna EEI': Mynsridokais-

Hi po3psian

Bik n610Ty Hamais <12 micauis

Po3BUTOK Ha MOYATKy 3aXBOPIOBAHHS

Hesposoriune o6cTexeHHs

Komop6inua maronorist VYroBinbHeHHS 200 perpec po3BUTKY 3
YaCTUMU HaNaJIaMy

Bizyanizaris

Ilepebir 3axBOprOBaHHS 3aTpuMKa PO3BUTKY HEPBOBOI CHCTE-
MH

Yu nompibna ona oiaenocmuxu MPT vyu ixmanvna EET?

3acTepesxHi kpuTepii Kputepii BUK/1104eHHs

MioKJIOHIYHI Hara i

InTepixransaa EEI:

IlarTepH «cmanax - IPUTHIYCHHSD) 10
MOYaTKy NPHHOMY JIiKiB

OuHuYHe CTifiKe emiJIEnTHYHE BOT-
Hume Ha EET

T'incaputmis

[Mouarok 6-12 micsuis

Baskka 3arprmKa 110 09aTKy Hamamis
3HavHi BIIXHJICHHS [IPH HEBPOJIOTid-

HOMY OOCTEKEHHI JI0 TOYaTKy HarasiB

AHomarnbHa ~ HeWpoBizyamizamis  3i

CTPYKTYPHHM NPHYHHHIM YPAKESHHIM
BincyTHicTs HamaziB

BincytHicts arpodii MO3Ky

MPT HeoOXiHa A7 BCTAHOBIICHHS [iarHO3Y, 1100 BUKIIOYUTH IPUYHHHY CTPYKTYPHY €TIONOTIIO.

Ixranena EEI" Moxe He 3Ha100MTHCS, AKIIO CHIOCTEpiraeThes KiiHiuHa mirpauis. IIpore ikransHa EEI” HamonermBo pexoMeHLyeThCs Ul JOKYMEHTYBAHHS Mi-

IPyIOYOro TATEPHY.

Curnopom 6e3 n1abopamopHo2o niomeepodicenHs. Y perioHax 3 ooMexeHumu pecypcamu aiarao3 EIMFS moxe OyTy mocraBieHuil Ha miJcTaBl KITHIYHOTO CIIO-

crepexeHHs Mirpamii HanagiB 6e3 nposeaenus EEI a6o MPT 3a ymoBM JOTpUMAaHHS BCiX IHIIUX 000B’I3KOBUX KIIIHIYHMX KPUTEPIIB Ta KPUTEPIIB BUKIIOUCHHS
y

Cunopom ingpanmunvrux eninenmuynux cnasmis (IESS)

IESS - ue tepmiH, 3aporoHOBaHUI ISl BKIIFOUSHHS! K He-
MOBJIAT 13 CHHIpOMOM Becra, Tak i 3 enijenTHYHUMH Clia3Ma-
MU, SIKI HE BiJIIIOBIAIOTh yCiM KpuTepisim cunapomy Becra (Ta-
omuns 7). Cunapom Becra KiacHYHO BiIHOCHTBCS 10 Tpiaau
eMUICNITHYHNUX CIa3MiB, rincapuT™ii Ta crarsamii abo perpecii
po3BuTKy."?! Onnax y HemoByaT i3 IESS wacTo BijcyTHil oxun
i3 IMX TPbOX KpuTepiiB. Harpukias, BIUIMB Ha PO3BUTOK MOXKeE
OyTH HEOUEeBHIHUM 200 THITIOBA riIICapUTMisi MOXe OyTH BiJICYT-
HbOI0. LIst mpobGiema Oyia paHile BUsiBIeHA 1e1b(idChKO0 Ipy-
noto West, sika 3aIporoHyBaja TepMiH CHHIPOM 1H(QAHTHIBHUX
crasMiB I BCIX BHUMAIKIB 1H()AHTHIBHUX CIAa3MiB, HE3aJICK-
Ho Bix pesynbrariB EEI, Ta 30eperna Tepmin cunapom Becra
JUIsl BUIIAJIKIB, 3 TIIICAPUTMIEI0, HE3aJIEKHO BiJ| perpecii po3BHT-
Ky.'?Ls1 3MiHa HArOJIOMIY€E HAa BasKJIIMBOCTI PAHHBOI JIarHOCTHKH
Ta Teparii, OCKUIbKM CKOPOUEHHS Yacy JIO MMOYaTKy JIiKyBaHHs
MOB)SI3aHE 3 KPAIUM pe3yibTaTtoM.'? JlogaBaHHs TEPMIHY «elTi-
JISITUYHUIY 10 Ha3BH CHHJIPOMY OyJi0 3p0o0JIEHO Ha MPOXaHHS
Oararbox (haxiBIiB 3 TUTA4OT HEBpOJIOTii/emniiencii, Mmoo yHHUK-

HYTH TUTyTaHWHHU 3 HECMUICNITUYHUMH CITa3MaMH Ta ITiAKPECITH-
TH €NUICNITUYHY TIPUPOJLY [ILOTO CHHIPOMY.

IESS xapakrepu3yeThCsl [IOUATKOM CIIJICIITUYHUX CIa3MiB y
Birli Bix 1 10 24 (mik Big 3 10 12) MicsiiiB, X04a MOXE CIIOCTEpi-
raTvcs 1 M3HIMMNA T0YaToK. Y HEMOBJISIT MOKEe HE OyTH IOTIe-
PEIHBOTO aHAMHE3y, a00 TOIEPEHI aHaMHE3 MOXKE BijoOpa-
JKaTl OCHOBHY INPUYHHY, HAIPHKJIIaJ, HaOyTe CTPYKTypHE ypa-
JKEHHSI MO3KYy 200 TeHEeTHYHY aHOMATiO. Y JISSIKMX BUIAKaX Y
HemoBIT 3 EIDEE a6o iHImMMy enisiencisiMu 3 paHHIM 1ovar-
KoM (3a3BHMy4aii 3 (POKaAITBHUMH HaTaIaMH ) Micis 3-4 MICSIIIiB MO-
KyTb po3BUHYTHCH KiiHiuHi Ta EET" o3naku [ESS.!*

Enioemionocis:

3a orinkamu, 3axBoproBaHictk IESS cranosuts 30/100 000
YKMBOHAPO/DKCHUX HEMOBIIAT, MPU IIbOMY JIESIKI JIOCIIJDKEHHS
BKa3yIOTh Ha OULIbII BUCOKHI PIBEHb 3aXBOPIOBAHOCTI Y BHCO-
kux reorpadivaux muporax (Lsermis, innsaumis, Janis).” 125
127 Tlonynsniiina koropra mokasana, mo Ha [ESS npunanae
10% eminerciii, 3 mouaTkom 710 36 micsiiis.”*! XBopitoTs 06H-
IIBi cTari, aje yacrinre Xaom4uku®?

PUCYHOK 6 Ha pucynkax A-C nokasati mocminoBHi ¢pparmenTH 3anucy EEI y 3-Mics9HOT TiBYMHKHY 3 €TILICTICIET0
PaHHBOTO UTSIYOTO BIKY 3 MIrpylounMHy (hOKATFHUMH HaIlaJiaMH, CIPUIMHEHUMH TTaTOTeHHUM BapiaHToM SCN2A. EET
TTOKa3ye TPUBAIMA HamaJ, KUK MOYaBcsA B JIBIH CKPOHEBil AUISHIN (CTpika Bropy, A) i MirpyBaB y IIpaBy CKPOHEBY
TUITHKY (CTpiiKa BHU3, A), a TIOTIM B IIEHTpaIbHy 00macTh (cTpinka, B) 1 3akiHauBcs B npasiit ckporesit mistaii (C). [Tin
yac Hamajy y JUTHHH CIIOYaTKy OyB ITOBOPOT TOJIOBH BIIIBO, ITOTIM IBOCTOPOHHE TOHIYHE TTOJIOKEHHS, BiIXMIICHHS TOJIOBH
BIIPaBO, a TIOTIM BiIXIJICHHS TOJIOBH BIIiBO, 3 IKTAJIBHOIO TaXIKAPII€TO (nus. Binsenenns EKT).
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TABJUI A 7 JiarHoCTHYHI KpUTepii CHHAPOMY iH(GAHTUIFHHAX SMUJISITUIHNX CIIa3MiB

O00B’s13k0BI KpHTEPii

Hamagu 3ruHaNbHI, PO3TUHANBHI 200 3MilllaHi eMiJIeNTUYHI Crla3Mu,
SIKI 4aCTO BUHUKAIOTH CEPIsIMU
EEl IurepixransHopikransaa EEI:
Tincapurmis, MynsTH(hOKaIbHI 200 (okanbHi eminentudop-
MHI pO3psiAn
(SIKi MOXKYTb CLIOCTEpIraTHCst Ofjpasy IiCJisl II0YaTKy CHa3MiB)
Bik nebroty 1-24 micsni (x0o4a enienTHYHI Ca3Mu MOXKYTh TIOYaTHCS ITi-
Harmasis 3HillIe, TOI 11e He Oye CHHIPOMOM iH(GAHTHIBHUX CHAa3MiB)
Komop6inua VIOBiTEHEHHs PO3BUTKY IICIIs ITOYATKY CIa3MiB, ajie MOXKe

MaToJIOTis OyTH BiJICYTHIM Ha PaHHIX CTajisX (BaXXKO BU3HAYUTH Y JIH-
THHH 3 HassBHUMY 3HAYHUMH TIOPYIICHHAMH PO3BUTKY )

Yu nompibna onn écmanosnenns oiacnozy MPT abo ikmanvna EET?

3acTepesxHi kpuTepii Kpurepii BUK/I104eHHs

Inrepikransna EEL: Ixransha EEI:

Hopmansna EET” Hopwmansna EEI mix yac
TlaTTepH «cranax-npurHiveHHs 3apEeECTPOBAHMX KIIHIYHHUX
BUIIAJIKIB CIa3MiB

Bik nouarky

3aXBOPIOBaHHS 1-2 micsIi

MPT ne notpiOHa /11 BCTAHOBJIEHHS IiarHO3Y, aJIe HAMONETINBO PEKOMEHAYEThCA U1l BU3HAYCHHS OCHOBHOI IIPUYHHH.

Ixkranbha EEI" He moTpiOHa Juis BCTAaHOBJICHHS J1iarHO3Y, SKIIO IHTEPUKTAIbHE JOCTIIPKEHHS OKa3ye TincapuTMito abo eniientudopmui anomadii, abo 3aTpuMKy

PO3BUTKY. 32 BiICYyTHOCTI rirncaputmii ado eniaenTuopMHUX aHOMAIII MOTPIOEH IKTaIbHUIT 3annc

Mooicnusuii po3sumok cundpomy: HEMOBIISTA 3 TIONEPEAHBO ICHYIOUHM YPaXKeHHSIM TOJIOBHOTO MO3KY , BalaMH PO3BHTKY MO3KY a00 crelu(h)iYHIMI TeHETHIHN-

MU 3aXBOPIOBAaHHAMH, BKITFoUaroun paHHio iHparTuaeHy DEE, y skux crocrepirarotsest 3HauHi MiKnpucTynHi aomanii EEI” (Bucoka ammrityna, hoHOBe ymo-

BIIbHEHHS Ta/ab0 MyIbTH(OKAIBHI PO3PAIH), TIOBHHHI PETEIBHO CIIOCTEPIiraTHCs Ha MPeAMET PO3BUTKY KIIHIYHUX eNiIeNTHYHAX crasMiB. OpHak cuaapom ISS

HE MOJKe OyTH HIarHOCTOBAHHI 10 106U 0008 A3K06020 MUny Hanaody

Cunopom bes nabopamoprozo niomeepodxcenns: Y perioHax 3 00MeKEHUMH pecypcaMy HaIloJNENIMBO PEKOMEHIY€eThCsl npoBecTu inTepekTanbHy EET. Onnak,

skio EED HepocTymHa, SKIIO JOCBIIYEHHUH JIiKap 3aCBiTYUTh YiTKi KIACTEPU THIOBUX CMIJICHTUYHUX Cra3MiB (0co0HCTO ab0 MO BifCO3aNUCY), 3 ypaxyBaHHAM

IHIIMX 00O0B’SI3KOBUX KIIHIYHUX KPUTEPIIB Ta KPUTEPIiB BUKIIIOUCHHS, MOKe OyTH MOCTaBiIeHHH aiarHo3 ISS.

Kniniuna kapmuna:

IMouarox IESS Bimmiuaerbest B mepioai Big 3 g0 12 mics-
iB, 3 Alana3oHoM 1-24 micsii. SIKIo moYaTok 3aXBOPIOBaH-
Hsl BiOyBaeThCsl 10 3 MICALIB, CJIiJ PO3MISHYTH IHIII paH-
Hi eHIedanonarii po3BUTKY Ta EMiJENTHYHI eHuedanonarii.
Jo nouarky IESS po3BuTox Moxxe OyTu HOpMalIbHUM, alle da-
CTO MPUCYTHS ICTOPIs MOMEPEIHHOTO IBHOTO a00 mepeadavy-
BaHOTO aHOMAJILHOTO PO3BUTKY. YIOBUIbHEHHS PO3BHUTKY, 3y-
MIMHKA YU perpec CrocTepiraloThes 3 IOYaTKOM CIIa3MiB, Xo4a
Ha paHHIX cTajisx Moxe OyTH HEOueBHUIHHMM. baTbku Mo-
XKYTb MOBIIOMJISITH TIPO 130JIbOBaHE 3HMKEHHS 30pOBOi yBaru
200 3MiHYy COIIaJIbHOI peakilii 3a JeKiJibka JHIB a00 THXKHIB
JI0 TIOYaTKy Cra3MiB. YIOBUIBHEHHS Ta perpec po3BHUTKY 3a-
3BUYall MOCHIIOIOTHCS 0€3 TEPMiHOBOrO Ta €(EKTHUBHOTO JIi-
KyBaHHsS. X04a pO3Mip TOJIOBH Ta OIVISLA MOXYTh OyTH HOD-
MaJIbHUMH, PETEIbHE HEBPOJIOTIUHE OOCTEKEHHSI MOXKE JJaTh
MiJJKa3KH PO ETIOJOri0, BKIIIOYAIOYM aHOMaJbHHUU PO3MIp
royioBu abo pesynabTaTtd HeBpoJioTiuHOTro orsiay. Kpim toro,
BaXUJIMBO MPOBECTH JIEPMATOJIOTIYHE OOCTE)KEHHS (Ha HasiB-
HICTh CTHUTM, 11O BKa3ylOTh Ha HEHPOIIKIpHE 3aXBOPIOBAHHSI,
HaNpUKIaa TyOepo3HUil CKIIEpo3), OPTaIbMOIOTIUHY OLIHKY
Ta 00CTEXEHHS Ha HAasBHICTh AMCMOP(IUHUX PUC, OCKUIBKH
BOHHM MOXXYTh BKa3yBaTH HAa OCHOBHY IPUYHHY.

Ilepebie 3axeoprosansi:

IESS uvacTo nepexoauTs B iHII BUIM emijiencii abo cuHIpo-
MU, 0coOnrBo cuHApoM JleHHOKca-['acTo abo MenuKaMeHTOo3-
HO-PE3UCTCHTHI (hOKaNbHI emiiencii. Xoya TOYHUX JaHUX He-
Mae, epenoavaeTbes, mo npudnu3Ho y 30% mamientis 3 IESS
MOKe PO3BUHYTHCH cuHapoM Jlennokca-I'acto.'® 3¢ V neskux
HEMOBJISIT MOXKE TTOYMHATHUCS (POKAJIbHA CITLIENCis, 110 Nepexo-
itk B IESS, a notiM, y Mipy JOpocCIiliaHHs AUTHHYU 200 y Bij-
TIOBiJIb Ha Teparilo, MoBEepHYTHCs 10 (okanbHOI eminencii. Y
takux Bunajakax Ha EEI" wacto BumHO (okanbHi 03HAKH, a TH-
T0Ba rincapuTMis Moxke OyTH BijcyTHboro. CynyTHi (okasbHi
Harajay, aCHMETPUYHI eMICHTHYHI CIa3Mu Ta CTilKi (oKajbHI

o3Haku Ha EEI" Takox MOBMHHI HaBECTH HA J{yMKY IPO CTPYK-
TYPHY aHOMAJIIO MO3KY.

VY nesikux BUTIaJKax eNiISNTHYHI Clla3MU MOXYTh 30epiraTu-
Cs1, 0COOJIMBO IPH JIEIKUX FEHETHYHNUX 200 CTPYKTYpHHX CHIIE-
¢asonarisix. Y AeSKUX Mali€HTIB BOHU MPOXOISTh NPU e(eK-
TUBHIN Teparii, 1 B HOAAIBIIOMY EIUIEICisl HE CIIOCTEePITaeThCsL.

VY maHi po3BUTKY Oararo HEMOBJIST BIJCTAalOTh Yy PO3BUT-
Ky HE3aJIS)KHO BiJI Pe3yNbTaTy JIKyBaHHS CylIOM. TSsDKKICTh 3a-
TPUMKH PO3BHUTKY IOB)S13aHa, TOJIOBHHUM YHHOM, 3 €TIOJIOTI€I0
Ta CBOEYACHICTIO JIIKyBaHHs. [IporHO3 OUIBII CIIPUSATIAMBUN JUIs
HEMOBJISIT 13 ONEpeTHIM HOPMaJIbHUM PO3BUTKOM, HEBIJIOMOIO
MIPUYMHOIO Ta IIBHUJIKO PO3IIOYATHM JIIKYBaHHSIM, CelUpiuHIM
JUTSL TAHOTO CHHApOMY. 123

Hanaou:

Eninentiuni cnasmMu € 000B>SI3KOBOIO YMOBOIO JIJIsl BCTAHOB-
neHHs aiaraosy 1ESS 1 ckiiagaroThes 3 KOPOTKHX TOHIYHUX CKO-
pOYEHb OCHOBHX M)SI31B, KOKHE 3 SIKMX 3a3BUuail TpuBae <3 c,
SIKI MOXKYTb OyTH 3THMHQJIBHUMH, PO3TMHAJBHUMH a00 3Mila-
HUMU. BoHM 3a3BMYall BUHMKAIOTH cepisiMM abo rpymnam, 3i
3pOCTAIOY0I0 BUPAKEHICTIO PYXOBHX O3HAK IO XOIy KJlacre-
pa, 4acTo MPOTSTOM JISKUIBKOX XBHJIMH (X0ua KJIaCTEPH MOXKYTh
TpuBaty 30 XB 1 OUIBIIE) 1 YACTO CIIOCTEPITatOTHCS MPHU MPOOY-
JoKeHHI1. BOHM MOXyTh OyTH CHMETPUYHUMH 200 aCUMETPUYHU-
MH i MOXKYTb OyTH Jie]Ib TOMITHUMH, 3 HE3HAYHUMH KUBKaMH r0-
JIOBH, pyXaMH OYCH 4H TiI00pias.

@doxanpHi Hamajn TakOK MOXKYTh CHOCTEpIraTucst y IMTH-
HU 31 cria3MamH, OCOOJIMBO MPH CTPYKTYPHIl €TioJoril, HanpH-
KJaJ, Ipu TyOepo3HOMY ckiieposi abo (hokajJbHIH KOPTHUKAIIb-
Hill quciasii. @okaabHI HAMa M MOXKYTh BUHUKATHA OKPEMO BiJl
cra3MiB, abo mepeayBaTH, BUHUKATH ITiJ] yac abo Miciisi Tpynu
eMUJISNITHYHNUX Cla3MiB, a00 HaBiTh BUHUKATH MPOTITOM cepil
SHUICNTHYHKX cria3MiB. TOHIYHI CYIOMH Ha TOYATKy 3aXBOPIO-
BaHHS € HETUIIOBUMHU 1 TIOBMHHI BUKJIMKATH 1TOOOIOBAHHS 1010
IHIIIOT PaHHBOI eNiIenTHYHOI eHuedaonarii Ta eHuedanonarii
PO3BHUTKY.
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EET:

VY mepiom MiXK HammaJamMH YacTO CIOCTEpPIraeThCs TillCapHT-
Misl (XaOTHYHI, BUCOKOAMILTITY/IHI, HAAMIPHO YIIOBLIbHEHI, Oa-
rarookycHi emientuopMHI PO3psan), i HMOBIPHICTS 11 BUSB-
neHHs Buiie npu peectpaiiii B NREM ¢a3y cuy (Pucynok 7A).
VY neskux HEMOBIIST MOXKe OyTH JIy)Ke aKTHBHA MYJIBTH()OKAb-
Ha eninentudopmua EET 6e3 xaotudHoro (oHy, XapakTepHOTO
Ut TincaputMii. OpHovacHU# GokanpHUH eminenTtrdopMHIA
po3psn abo mBHAKa (GoKaNbHA AKTUBHICTH MMOBHHHI BKa3yBaTH
Ha OCHOBHY CTPYKTYpHY aHoMaiito. Ha paHHIX cramisx 3axBo-
pIOBaHHS a00 y MITEH CTapIIOro BiKy TIMCAPUTMis MOXE OyTH
BincyTHs. KiTiHINUCTH HE MOBWHHI BIAKIAAATH CTAaHIAPTHY Te-
pamiro s miteit 3 IESS, gxi He MaroTh TincapuTMii.

[xTanpHUIT 3aIUC SNIENTHYHOTO CIIa3My XapaKTePH3Y€ETh-
¢s1 BUCOKOAMILTITYJHOIO, FeHEePalli30BaHO0, TOCTPOO abo 1o-
BIJIbHOIO XBHUJICIO, 32 SIKOIO CIIiy€ HU3bKOAMIUTITY(HA, IIBH]I-
Ka aKTHUBHICTb, sIKa& MOXE HPOSBISATHCSA y BUIIAII KOPOTKO-
gacHOTO enekTpomaekpeMenty (Pucynokx 7B). Iimcapurwmis
3a3BWYail ciiabImae 9u MPHUITHHAETHCS I Jac cepii emiyern-
TnaHuX cnasMiB. EMIT nmomomarae BiIpi3HUTH eHMiNIENTHYHI
crla3M¥ BiJ MIOKIOHIYHUX i TOHIYHWUX HamafniB (IuB. Pucy-

(A)

. .
Epilepsia 1=
Hok 8).1%7 IMarrepn «cmanax-npurHidenus » Ha EEIT Bkasye
Ha EIDEE.

Heiiposizyanizayis:

HanonernmmBo pekoMeHTyeThCsl HeHpOBizyami3alis 11l yTou-
HEHHS €TiOJIOT11, 0 MOYKE BIUIMHYTH Ha PIIICHHS PO JTiKyBaH-
Ha. MPT rosioBHOro MO3Ky aHOMaJIbHa y ITOJIOBUHHU - JIBOX Tpe-
TuH maiteit 3 [ESS,” 38142{ moske mokasysaru HaOyTi a60 BpoKe-
Hi ypakKeHHS, OCEpenKoBi, OararoocepenkoBi ado mudysHi.
Pannt0 Bisyauizarito ciri TOBTOPUTH IICIIS 2 POKIB, KOJIX Mi€Ti-
Hi3allis, AMOBipHO, Oy/ie 3aBepIlieHa, SIKIIO € Ti103pa Ha 0cepe-
KOBE CTPYKTYpHE Ypa)KeHHS a00 y HEeMOBIAT i3 pedpaxTepHH-
MU iHOaHTWIBFHAME ClTa3MaMH HeBigoMoi eTtiojorii. Moe 3Ha-
JOOWTHCS OTITUMIi30BaHa Bi3yai3allist Ta aHAIII3 [T BUSBICHHS
MaJIOTIOMITHOT (pOKATBHOI KOPTHKAIBHOI TUCTIIA3ii, 1 TaKi MEeTO-
I, SIK TIO3UTPOHHO-EMICiifHa ToMoTpadist 3 (IFOOPOKCUTITIOKO-
3010 200 apTepiajbHE CIIIHOBE MapKyBaHHSI, MOXYTh OyTH KO-
PUCHUMH JUTS BUSIBICHHS (DOKaNBbHUX CTPYKTYPHHX aHOMAIIiH
3a HassBHOCTI HAOYHO HOopMasnsHOT MPT.!*314 Takux miteit ciin
SIKOMOTA paHillie CIPsSIMOBYBAaTH Ha MPEXipypridHe eMiIenTono-
rigne obcresxkeHHs. Kpim toro, anomainii MPT MoxyTh BKazyBa-
TN Ha crenudivHi MeTaboiYHI TOPYIICHHS.
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PUCYHOK 7Ha A i B: 7-micaunuii xnomuux i3 cunapomom iHPAHTHIBHUX CMIJICIITHYHUX CIIa3MiB. Intepuxransua EET (A) moka-
3y€ KapTuHy TincapuTMii. [kransuuii 3anuc (B) nokasye TOCTPY XBHIIIO BUCOKOI aMIUTITY/IH, 32 SIKOIO CITIIY€ BIIHOCHUH JEKPEMEHT 31 CKO-

poueHHsIM M>s13iB Ha EMI.
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24| 'I ix
Epilepsia

Tenemuune oocniooxcenns:

[eHeTHYHI TOCTIDKEHHS CIIiI PO3IISHYTH Y TOMY BHIAJIKY,
SIKIIIO TTiCTIS KIIiHIgHOTO 0O0cTekeHHs Ta Ha MPT He Oyne BusB-
JIEHO 5KO0/IHOT eTiomorii.'*> 147 Kpim Toro, reHeTHYHE TeCTyBaHHS
CJIIT PO3MISIHYTH [UIS TTALIE€HTIB i3 CTPYKTYPHUMH YPasKeHHIMH
MO3KY, SKHM NpHTaMaHHA TeHETHYHA OCHOBA.

[MatorenHi BapiaHTH y Oararbox reHax noeysizadi 3 [ESS i ga-
CTO BHHHKAIOTh Y JUTHHU de novo. [eHeTH4Ha eTionoris Moxe

-

T4 ~C4
Ca ~Cz i .,
€z -C3  ww
33 =13

R DELT >

1. DELT

A

OyTu BcranosieHa y 41% Bumnakis.”*! ETionoris BKIIO4a€e TpH-
comito 21, ARX, CDKLS5, STXBP1, IQSEC2, TSC1, TSC2 Ta 0a-
raro iHmwmx. [eHeTHYHa MyTalliss MOXe OyTH yCITagKoBaHa Bil
0aTbKIB 3 JISTKUMH CHUMITOMaMu a0o0 Bix OaTHKIB, sIKI HE HE Ma-
0T KITIHIYHHUX TIPOSBIB 3aXBOpIoBaHHA. KpiM TOTO, psif XpoMo-
COMHHX aHOMAIliif Ta BapiaHTiB 4ucia Komiii moBys3ani 3 [ESS,
TOMY CJIiJl pO3IJISTHY TH MOYKITBICTB ITPOBEICHHS XPOMOCOMHOIO
MiKpoapest Ta 3BU4aiiHOTO KapiOTHITyBaHHSL.

b
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PUCYHOK 8 [ludepenmiaris crra3My Bil MIOKJIOHIYHOTO Ta TOHIgHOTO mpumanky.'”’ [Tokazano oounsa xanamm: EMI ta
EET". MioknoHiunuii momToBX (A), ToHiuHHA Hanaa (B), emnentuannii casm (C).

Memaboniuni ma inwi 1a60pamopHi 00CAIONCeH s
MeTtabosmiuHa eTioJoris € PiIKICHOIO, ajie BaXKIJIMBOIO MTPHYIHN-
Hoto IESS. Merabomiune TecTyBaHHS CIiji PO3TISHYTH, SKIIO
€TIOJIOTis He BCTAHOBJIEHA MPHU KIIIHIYHOMY OOCTEXEeHHi, a Ha
MPT He BHSIBIIEHO CTPYKTYPHHX MOpyiieHb. [Ipu BigcyTHOCTI
B1IOMOi €Ti0JIOTI{ CITiJT PO3MISTHYTH MATAHHS PO MiPUIOKCUHO-
BY 3aJIeKHICTh. SIKIIO 1a00paTOpHi JAOCITIKEHHS HE JO3BOJISI-
F0Th IIBUJIKO BUKJIFOYUTH L[EW J{IarHo3, CIijl PO3IISTHY TH MOXKITH-
BICTh NMPHU3HAYEHHS HEMOBIATAM Iipuaokcuny.'*® OmxHak, Bpa-
XOBYIOYH PiIKICTH IOTO PO3JaAY, TaKe JOCITIHKEHHS TOBUHHO
MIPOBOIUTHCS OJJHOYACHO 3 TEPAITi€r0 TepIoi JiHii.
Jughepenyiiina diaenocmuxa:
Eninenmuuni cmanu:
= FEIDEE moumnnaethcs 10 3 MicsmiB. Xoda MOXYTh OyTH
MIPUCYTHI CHa3MH, BOHHU CHIBICHYIOTh 3 IHIIMMH THIIAMH
HamaiB, BKJIIOYAOUYX TOHIYHI, MIOKJIOHIYHI Ta ITOCIIIIOBHI
HAarna/u.
= [Ipu MEI cnocrepiraroTbcss MIOKJIOHIYHI Hamaad, a HE
enirentryHi crmasmu. EEI' ta EMIT 103BONSIOTE Bimpis-
HUTH MIOKJIOHYC Bin eminentuyHux cnasmiB. EEI' moxka-
3y€ HOpMaJIbHYy (JOHOBY aKTHUBHICTh 3 F€HEPATi30BAHUMU
CHalK-XBUIILOBUMH PO3PSIaMH.

Heeninenmuuni cmanu:
JloOposikicHMIT MIOKIIOHYC CHY: HOCMHKYBAaHHS YBI CHI -
HOpMaJIbHE SIBUILE.
JloOposikicHUIT MIOKJIOHYC PaHHBOI'O AMUTSYOTO BIKYy IMpO-

SABJIAETBCA MiOKJ’IOHyCOM i HOPMaJIbHOIO Mi)Kl'[pI/ICTyHHOIO
EET.

= JluTs4a KOJbKa MPOSIBISETHCS MEPIOJUYHUMH TPUBATUMHU

Hamagamu iady i 3acturansst. EEI" B Me)kax HOpMH.

= Tactpoe3odareansamii pedmrokc ado cuanpom Canmide-
pa.

= Jlo6posikicHi Hamaau tpemTiHHs (shuddering attacks )
B JIUTUHCTBI.

* JloOposikicHi iH(aHTHIIBHI TAAIHHS TOJOBH: YacTi ITa i HHS
TOJIOBH 13 ITOYATKOM Y Billi 3-6 MicsimiB. Lle 3axBoproBaHHs
MIPOXOANTH camocTiiiHo, Ta EEI" y Mexxax HOpMmH.

= [inepexmekcis

Cundpom [pase (C/)
CJ1 (paHile BiIOMHIA K TSDKKa MIOKJIOHIYHA CIIICTICIS JIU-

THHCTBA), MIPOSBISAETHCS HA MEPIIOMY POL KUTTS Y HOPMaJlb-
HOI AWTHHU TpUBAIUMHU, (peOpmbHUMH Ta adeOprbHIMH, (o-
KaJbHUMH KJIOHIYHUMH (3a3BHYail IeMiKJIOHIYHMMH) abo re-
HepasizoBaHUME KinoHiYHUMHU Hanagamu (TaOmuns 8).'* Tami
TUIK HAaMaJiB, BKIIOYAOYM MIOKJIOHIYHI Ta aTHUIOBI abcaHCH,
3)SIBJSIFOTHCS y Billl Bix 1 10 4 poki. Hananu 3a3Buyaii He mij-
JIAl0ThCS JIKYBaHHIO, 1 TOYMHAIOYHN 3 JIPYTOT0 POKY JKUTTS Y Ji-
Te CHOCTEPIraroThCsl KOTHITMBHI Ta MOBEIIHKOBI MOPYIIEH-
Hs1.'* TlopyleHHs X0, BKITFOYAIUH XapaKTepHy MPHCIAr0Ty
XOJ1y, 3a3BUYAii CIIOCTEPIralThCsl B Mi3HbOMY AUTHHCTBI. !> Kiti-
HIYHUH J1larHO3 MiITBEP/DKYETHCS BUSBICHHSIM I1aTOTeHHUX Ba-
piaHTiB y reti HarpieBux kaHayiB SCN1A (BUSBISETHCS OLIBLI
HiX y 80% Bunakis).'!

Enioemionocia:

CJI Bpaxkae ~6,5/100 000 »HBOHAPOKEHUX AiTei. #1152

Kniniuna xapmuna:

[Touarok Hama/iB 3a3BUYall PUTIAJIAE HA BIK BiX 3 10 9 Micsi-
1B, MIPH [[OMY CEPEHil BIK CTAHOBUTH 6 MicsIiB.'*-13%15% Pjn-
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KiCHI BHITAJKU MOXYTh BISIBIISTHCS BKe Y Bimi 1 micsamp abo B
JIeSTKUX 3apEeeCTPOBAHUX BUMAIKAX Y Bimi 20 MiCAIIiB; TIPOTE T10-
YaTOK 3aXBOPIOBAaHHSA 0 2 MicAIiB abo micns 15 micsmiB mae
HACTOPOKUTH JIiKaps, 00 BiH MEPENNISIHYB iarHO3 1 PO3IVISTHYB
MONAJIBINI JOCHIHKEHHS Ul BHKIIOUYEHHS IHIIUX CTaHIB. Po3-
BHUTOK 3/1a€THCS HOPMAJIFHAM Ha MOYaTKy Harmajis.! > 15 Hespo-
JIOTTYHUI OTJISI/T HA TI0YaTKy Hama/iB HopMaibHuii. [Toyatok xo-

. .
Epilepsia 1=
IiHHS MOXKe OyTH TPOXHU 3aTpUMaHHi (B cepeqabomy 16-18 mi-
CSIIIIB), MOYKE CIIOCTEpIraTucs HECTIHKICTh Xoau. Po3mip romoBu
B IIEpLIi POKH KUTTS HOPMAJbHHUNA. 3HAYHA 3aTPUMKa PO3BHUTKY,
aHOMaJIii HeBPOJIOTIYHOTO OOCTEKEHHS, PYXOBIi IMOPYIICHHS 200
Mikporneaist Ha MOMEHT IT0YaTKy HaIaiB JO3BOJISIOTH MIPHUITY-
CTUTH aJbTEPHATHBHHI JIarHO3.

TABJINI A 8 [iarHoctuuni Kputepil cunapomy Jpase

O00B’s13K0Bi KpHTEpil
Hanann I[ToBroproBati (okasbHI KIOHIUHI (Te-
MikJIoHI4Hi) peOpuiibHi Ta adheOpHIb-
Hi Hara ¥ (SIKi 4acTO YepryroThes CTO-
poHaMH BiJ Hamaxy A0 Hamany), ¢o-
KaJbHi 3 NEPEeXOJOM Yy JBOCTOPOHHI
TOHIKO-KJIOHIYHI Ta / ab0 reHepaitizo-
BaHi KJIOHIYHI Hamaan
EER
Bik nebroty Hanazis 1-20 micsuis

Po3BuTOK Ha MOYATKy 3aXBOPIOBAHHS

Herpostoriunuii orsi

Bizyauizartist

THImi JOCIiKEHHS: TeHETHYHE Ta 1H.

Ilepebir 3aXBOpIOBAHHS JlikapchKO-pe3UCTEeHTHA eMiIencis

3HIDKEHHS 1HTEIEKTY

Yu nompibna ona diacnocmuxu MPT uu ixmanona EEI?

3acrepesxni KpuTepii Kpurepii BUK/TI04eHHSsI

EninenTuysi crasmMu
Pans nutsiua SCN1A DEE

BixcyTHicTh B aHaMHE31 TPUBAINX Ha-
naais (>10 xB)
BiacyTHICTD 9y TIIMBOCTI [0 JIMXOMAH-

KU sIK TPUTepy HamajiB

Hopmaneanit ¢pon EEI Ge3 iHTepik-

TaJILHUX PO3PSAMIB Yy BiIli MiCIIs 2 POKiB

1-2 micsui a6o 15-20 Micamis

3arpHUMKa PO3BHTKY Ha MOMEHT IIO-

YaTKy HamaziiB

@doxabHI HEBPOJIOTIUHI IPOSIBU

(kpim mapesa Tomaa)
MPT, mio nokasye npu4nHHO-HACTI-
KoBe (hoKanbHE ypaKeHHS

BincyrHicts narorennoro SCN1A a6o

IHIIIOTO IIPHYMHHOTO BapiaHTa

Xopomra epekTuBHICTh 3 mpodinak-

THYHUMH IIperaparamy, IO BIUIMBa-

I0Th HAa HATPI€BI KaHAJHU, BKIFOYAIOUN

kapbamaseriH, okckapOasermiH Ta ¢e-

HITOTH

MPT ne noTpiOHO ISt BCTAaHOBJICHHS 1IarHO3Y, aJle HACTIHHO PeKOMEHIYEThCS ISl BUKITIOUSHHS 1HITHX IPHYUH.

Ixransna EET" He moTpiOHa U1st BCTAHOBJIGHHS iarHO3y

Mooicnusuii pozeumox cundpomy: Y TUTHHH BIKOM 10 12 MICSIIB, y SIKOI CIIOCTEPIraloThesl TPHBAIII TeMIKIOHIYHI 200 TBOCTOPOHHI TOHIKO-KJIOHIUHI CYTOMH 3 JIH-

XOMAHKOIO 1 HeMa€ IHIIMX OCHOBHUX NPHYUH, CIIIJ{ PO3IITHYTH MOXIHBICTh cunapomy Jpase. [Toxanbii cynoMHi Hamaau (4acTo 3 JIMXOMAHKOIO, i SKIIO BOHU

TPHUBAJi 4¥ IeMHUKJIOHIYHI) JO3BOJIATH TOYHINIE JiarHOCTyBaTH cuHIpoM Jlpase. JliarHo3 J0AaTKOBO Oyzie MiATBEP/UKCHO BHSBICHHSM IIATOTCHHOTO BapiaHTy

SCNI1A.

Cunopom be3 nabopamopnozo niomeepodicenns: Y perioHax 3 0OMeKeHHMH pecypcaMu cuHApoM J[paBe Moxke OyTU AiarHOCTOBAaHHMII y JiTel 6e3 3aCTepe:mITNBIX

KpUTepiiB, sIKi BiAIIOBIAAIOTH BCIM IHITMM KIIHIYHUM 000B’I3KOBHM 1 KpuTepisM BukmodeHHs, 6e3 EEI, MPT i reHeTHYHOrO TeCTyBaHH

Ilepebie 3axeoproannsi:

Hamaau criiixi 10 ngikapcbkux 3aco0iB 1 30epiraroThCst IpoOTSI-
TOM yCBOTO XUTTs. Emizonn enisenTudHoOro crarycy HalvacTi-
1II€ CIIOCTEPIraroThCs y Billi 10 5 pokiB. OHaK BOHH MOXKYTh BH-
HUKHYTH 1 Ti3HIIIE, HABITh y JIOPOCIOMY *KHUTTi, OCOOIMBO il
yac XBOpOOW 4M JIMXOMaHKH.'> Jo MiUTITKOBOTO BiKy/IOYaTKy
JIOPOCIIOTO KUTTS CMUICHTUYHUH CTaTyc Ta aTUIOBI aOCaHCH 3y-
CTPIYAIOTHCS PIJIKO — Hama/ i IepeBaKHO KOPOTKOYACH], PI3HUX
TuniB ((hoKajbHI 3 HENPUTOMHICTIO, KJIOHIYHI, TeHepasi30BaHi
TOHIKO-KJIOHIYHI, MIOKJIOHIYHI Ta aTurosi abcancu). Hiuni To-
HIYHI Ta TOHIKO-KJIOHIYHI Hamaad MOXYTb 3)SIBUTUCS y LOMY
Billl Ta CTATU MEPEBAXKHUM THIOM HamajiB."**'>” 3romom mpo-
Ipec y PO3BUTKY CIIOBUIBHIOETHCS, 1 3aTPUMKa MOJKE CTaTH O4e-
BUIHOO Bijl 12 10 60 MicsIiB micis moyarky Hamajis.' %1% [Te-
peBaxkae 3aTpUMKa MOBJICHHEBOTO PO3BHUTKY. ¥ OLIBIIOCTI Tarli-
€HTIB CTYIiHb PO3YMOBO{ BiJICTAJIOCTI BapitOETHCS BiJl TOMIpHO]
110 Ts1KKOT (50%).15%15% Y Gararbox maiieHTiB pO3BUBAIOTELCS TI0-

PYIICHHS TIOBEIHKH, & y AKX — HEYBAKHICTh Ta TilepaKTHB-
HicTp.'?!16016! Perpec po3BUTKY MOJKHA CIIOCTEPIraTH Mics erti-
301iB emnurenTuyHoro crarycy. OmHak y OUIBLIOCTI Mali€eHTiB
CIIOCTEpIraeThesl MIBUJIKE YIIOBUIBHEHHS PO3BUTKY Ta, SIK HAaCi-
JI0K, 1HTeJIeKTyasbHi nopyieHHs.*® 3roqom y GinbmiocTi mai-
€HTIB PO3BHBAIOTHCS JI€Jb MOMITHI MipaMijHi O3HaKH Ta MOpY-
LIEHHSI XOJH, 10 IEPEXOJUTH Y MPUCIIAIOYY XOAY, SIK IIPaBUIIO,
JIO Mi3HBOTO TUTAYOT0 ab0 i UTITKOBOTO BiKy. '™

Hanaou:

PerunuByroui okanpHi KIOHIYHI Harmaau (TeMIKJIOHIYHI Ha-
rajiv, 110 BPaKaroTh OJHY CTOPOHY Tijiia) abo reHepaiizoBaHi
KJIOHIYHI HamaJ y Ha I0YaTKy, SIKi 4acTO € TPUBAJIMMH 1 4acTo
BUKJIMKAIOTHCS JIMXOMAHKOIO, ITi/IBHIICHOIO TEMIIEPaTyporo Ha-
BKOJIMIIHBOTO CEpeZoBHIIa a00 iMyHi3alli€elo, € 000B>SI3KOBUMHU
JUIsl BCTAHOBJICHHs aiarHo3y.'*”'** TpuBamuii (oxaapHUN KIIO-
HIYHUH (TeMIKIOHIYHMI) Hama] i3 JIMXOMaHKOIO (0COOIMBO Cy-
6¢eOprIIbHOIO TMXOMAHKOI0) Y Billi 710 12 MicsiiB 3a BiICYTHO-
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Epilepsia
cti iHpekmii ab0 CTPYKTYpHOTO ypa)KeHHS TOJIOBHOTO MO3KY Y
pasiiie 310poBOi JUTHHHU 3HAYHOKO Miporo Bkasye Ha CI1.'%3 Jlo
BiKy Bix 1,5 10 5 poKiB MOXKYTh BUHHKATH (aJie HE 3aBXKIN HasB-
Hi) HOIATKOBI TUIM HamamiB'>!%4:

= MIOKJIOHIYHI HamaIu.

= dokabHI HaNa¥ 3 MOPYIICHHSIM yCBIJOMIICHHSI.

= doxanbHi 200 ABOCTOPOHHI TOHIKO-KJIOHIUHI HaIaIu.

= Artunosi abcaHCH.

* ATOHIYHI Hamau.

* HekoHBYNBCHBHHI eMUICNTHYHUI cTaryc (paHime 3Ba-
HUH CTaTycoOM IOMYTHIHHS CBiIOMOCTi), TOHIYHI Ta TOHi-
KO-KJIOHIYHI Halaay, TOJOBHUM YHHOM, YBi CHI Ta KJac-
TEpHI.

Jo 1mporo BiKy, OKpiM JTUXOMaHKHU, HAIMAIA MOXYTHh OyTH
CIIPOBOKOBaHI (Pi3MYHOIO aKTHUBHICTIO, 3MIHOIO TEMIIepaTy-
pPY HAaBKOJMIIHBOTO CEPEAOBHUINA, Bi3yalbHHUMHU IMATepHAMHU
(pimko), porocTumymsmiero (15% mamieHTiB) Ta XBHIIOBaH-
HaAM. 3153159 TonigHi Ta TOHIKO-KJIOHIUHI Hamam, TepeBak-
HO YBi CHI Ta KJIacTepHI HAaJl, MOXKYTb 3’ SIBIISITHCS ITi3HIIIEe
MPOTATOM XBOpOOH, TPHOIH3HO 3 4-5 POKiB, i CTAIOTH OiNBII
BHPAXEHUMH y TOPOCIOMY KUTTi. 5157162 Emrimenrrnani cras-
MH HE XapakTepHi. Hamaau mocuioThes Npu 3aCTOCYBaH-
Hi TIpeTapariB, IKi OJOKYIOTh HaTpieBi KaHANH (1[e MOXe OyTH
KJIIOYEM J0 TIOCTAaHOBKHM A1arHO3Y), TAKUX SK KapOamaseliH,
JTaMOTPHJKHH, OKcKapOasernin Ta ¢enitoin.'* OqHak y moo-
JUHOKUX BUNAJIKaX JaAMOTPHJIKHH MOXXE BUKOPUCTOBYBATHCh
ISt O1TBIN CTapUINX MAIi€HTIB, AK OYyJIO TTOKa3aHO B OMHOMY
HEBEIUKOMY JIOCITIKEHH]. 163

EET:

Jo mBopiuHOTO BiKY (POHOBHII 3amic MOke OyTH HOpMAallb-
HUM a00 CMOBUTPHCHHWM. YTOBITBHEHHS THUIIOBE IICIA 2 po-
KiB.!513%164 TyTepikTambHi po3psiau 4acTo OyBarOTh (HOKATBHHU-
MH, MYJIBTH()OKAIPHUMH Ta T'€HEPaTi30BaHUMH 1 3>SBISIOTH-
cst micist 2 pokiB.'* YV mamieHTiB 3 KIACTEPHUMHU HArajgaMu yBi
CHI 9acTO CIIOCTEPIratoThes iHTEPIKTANIBHI TI0O0BI po3psiam. 62164
dotonapokcu3MaIbHa peakilisi BUHUKAE y 15% mnamnieHTiB i ya-
CTillIe 3yCTPIiYaeThCs Y AiTeH MOTOAMIOTO BiKy.'®* IkTansHuit 3a-
IIHC 3aJIOKUTH BiJl TUITY Hamaxy.

Heupoeizyanizayis:

MPT y Mexax HOPMH Ha MO4YaTKy Harmaais.'®® 3romom Moxe
PO3BHHYTHCH JIeTKa mepeOpaibHa Ta MO3049koBa arpodis. Y
MEHIIIOCT] TAIEHTIB BHUABIAETBCSA CKJIEPO3 TimoKamiry' s>
MIPOTE XipyprivHe JTiKyBaHHA EIiIENCii He TTOKa3aHo.

T'enemuune oocniodcenns:

I'eHeTHYHE TECTyBaHHS PEKOMEHIYETHCS MPOBOTUTH Y
OyAb-sIKOMY Billi, y TOMY YHCIi Yy JOPOCIHUX, ¥ IKUX Mi/103-
pIOEThCA AiarHO3, aje AeTaji iCTopil XBOpoOW B IHUTHH-
CTBI MOXYTh OyTH HeZOCTYymHHMHU. [laTOreHHUN BapiaHT
SCNIA € 6inpm Hik y 80%-85% Bumnanakis.'’! Binburicts
i3 HUX € de novo; ogHak o 10% marmieHTiB, y SKUX, 5K
BBaXKAETHCS, € MyTallisd de novo, MaTUMYTh OJJHOTO 3 0aTh-
KiB, SIKHH € MO3ai4YHUM sl boro BapianTa.'®’ [{e mae 3Ha-
YeHHs JJIs PeIPOAYKTUBHOTO KOHCYIbTyBaHHs. CJ] Moxe
BUHUKHYTH B omgHoro wieHa cimyi i3 GEFS+. Ilatoren-
Hi BapiaHTH SCNIA MOXyTh OyTH BUSBJICHI IPHU IHIIUX
cuHapoMmax eminerncii, Takux sk GEFS+ ta panns nutsua
ennedarnomnaris SCNIA 3 rmubokumu mopymeHHIMu. Jli-
argo3 CJl BuMarae TUMOBUX KJIIHIYHUX O3HAK 1 HE MOXe
OyTH TTOCTABJICHUH TIJIFKU HA OCHOBI TEHETHYHOTO BapiaH-
Ty, a BIICYTHICTh BapiaHTa TeHa HE MOBHHHA ITEPEIIKOKa-

TH KJIIHIYHOMY JiarHo3y cuHapomy.'® He ciin Bigkiana-
TH JIKyBaHHS IPHU HaAIBHOCTI KJIIHIYHOTO AiaTHO3Y.

[Hmi rerm pigko Oymm mowyszaHi 3 CJI, BKITIOUArouu TOMi-
HaHTHI, narorerHi Bapianti GABRG2, GABRAI, STXBPI, i
pimkicHi pertecuBHi Bumaaku 3 Bapianramu SCN1B. !¢

Cimeitnmii anaMHe3 QeOpHIBPHAX HammaiB a0 IHIHX eriie-
Ticii Moxe cnoctepiraruch y 30-50% Bumanakis, a ceMiomoris
Moxke cBigauTi mpo GEFS+.

Memaboniuni ma inwi 1a60pamopHi 00CHIOHCEHHSL:

YKomHUX OCTIWHUX BiIXWJIEHb HE BUABICHO. Jlipepermini-
Ha JIarHOCTHKA:

Eninenmuuni cmanu:

= FS+ (¢peOpnnbHi cynomu+): Xoda el CTaH TaKOX MOXE
nposBIATHCS (eOPMITBHIMHI HalaJaMy y paHHbOMY Billi,
HasIBHICTh TIOBTOPIOBAHUX, TPUBAIINX, (DOKATBHNX KIIOHIY-
HUX HamaaiB (TeMIKJIOHIYHUX) Y IUTHHCTBI Ma€ BKa3yBaTH
na CJI.

= CungpoM Jlenokca-T'acto: Cunngpom JlenHokca-I'acto
nerko BinpizHuTy Big CJl, OCKUIBKM TOHIYHI HamaJd BU-
SBJISIIOTHCS HAa PaHHIN cTajil, a TpuBaii (hOKaIbHI KIOHIY-
Hi (TeMIKJIOHIYH1) Haraau He BUHUKaoTh. Kpim toro, EEI’
npu cusapomi JleHHokca-I"'acTo nokasye noButbHy (oHO-
BY aKTHBHICTb 3 BUPA3HOIO, )POHTAIILHO JOMIHYIOUYIO I10-
BUTBHOIO CHaWK—XBHJIBOBOIO akTHBHICTIO (<2,5 ') 1 ma-
POKCH3MaJIFHOIO IIBUJIKOIO aKTUBHICTIO YBI CHI.

= Eminencis 3 MIOKJIOHIYHO-aTOHIYHUMH Haraaamu: Emiie-
TCist 3 MIOKJIOHIYHO-aTOHIYHUMH HarajaMy MOYNHAETHCS
mizHimre Hixk CII. Xoua B AesIKKX BUIAJKaX B aHAMHE31 MO-
KyTh OyTH (eOpWIIbHI HamaIu, TPUBAINX KIOHIYHUX (o-
KaJIbHUX (TeMIKJIOHIYHMX) HalaJiB Ta IHIKX (POKAJIBHUX
HarajiB He OyBae. TUIIOBUMU € MIOKJIOHIYHI aTOHIYHI Ha-
nanu. Y AiTeil Moke PO3BUHYTHUCH MIOKJIOHIYHHN HEKOH-
BYJIbCHBHUI EIUICNTUYHUI CTaryc, ajie peLluInBYIOUYHIA
SNUISNITUYHUNA CYJIOMHHUH CTaTyC TaKoX 3yCTpidaeTbes
piako.

» Kracrepna eminenciss 3 mnpoTokaarepuHoM 19 3a3Buuaii
MPOSIBIISIETHCS TPYIIOI0 HAMAIIB, HA BIIMIHY Bl TPHBAJINX
(hoKaNbHUX KIOHMYHUX (TEeMIKJIOHIYHMX) HanaiB. OnHaK,
stk 1 mpu CJI, Harain BUHUKAIOTh B OCHOBHOMY B PaHHBO-
MY JIUTSYOMY BIlli 1 IPOBOKYIOThCS JIMXOMaHKoto. Knacrep-
Ha eminericist PCDH 19 Bpaxae nepeBakHO J1iBYaTOK, 1 IpH-
CyTHI# X-3ueIUieHUI CIOCIO yCaaKyBaHHS, SIKUI MaIUTh
YOJIOBIKIB.

= SCNIA-DEE sigpizuserses Big C/I myxke paHHIM moYart-
KoM (<3 MICSIIiB), TOTIEPETHBOIO 3aTPUMKOIO PO3BHUTKY Ta
BUPA)XEHUM PYyXOBUM pO3J7a1oM. JlesKi BUllagku paHHbO-
ro mouatky SCN1A-EIDEE, taki sixk Thr226Met'®, mo’s-
3aHi 3 BapiaHTaMH MTOCHJICHHS (QYHKIIT i TAKIM YHHOM pe-
aryioTh Ha areHTH, 110 OIOKYIOTh HaTpieBi kaHasm.!”

= CrpykrypHa (oKaIbHA CIIeTICis MOYKE TOYHMHATHCS 3 TPH-
BaINX (DOKAIBHMUX HAmajiB, CIIPUYMHEHHUX JIMXOMAaHKOIO;
OIHAK HaIlaJ¥, 10 MOBTOPIOIOTHCS, BPAXKAIOTh Ty camy
CTOpOHY a00 KiHIIBKY, Ha BiaMiHy Big CJI, sIKwif mposBis-
€ThCs (POKATFHUMH KJIOHIYHUMH (TEMIKIOHIYHIMH) Harla-
JTaMH, SIKi 9aCTO YepryoThcs. MiOKIOHIYHI Ta aTUTIOBI ab-
caHcHI Hamaau € HetunmoBuMu. MPT gacto mokasye mpu-
YMHHE CTPYKTYpPHE YPAKCHHSI.

= MiToxoH/piadabHi TOpYyIIeHHs: Y TiTel 13 MITOXOH/piab-
HUMH ITOPYIICHHSMH TaK0X MOXKYTh CIIOCTEPIraTucst MHO-
JKUHHI THITA HaTaiB y paHHbOMY Billi. OmHak € W iHII
O3HaKN MITOXOH/APIaJIbHOTO 3aXBOPIOBAHHS, TakKi SIK JUC-



ZUBERI ETAL.

(hyHKIIS 1HITUX OpraHiB, MiABUIECHUN PiBEHB JAKTATy Ta
xapakTepHi BinxmieHHs Ha MPT.

Heeninenmuuni cmanu:

= [lpu TpuBaIOMy JMXOMaHKOBOMY Harajii HEOOXiHO BH-
KJIFOYUTH BHYTPIIIHbOUYEPENHY iH(EKIII0, TaKy SIK MEHIH-
riT a0 eHmedamir.

2.2.3 | ETiosoriuni cnenungivni cuaapomu

Bce wacriie BUSBIISIIOTHCS BIJIIOBIIHI €IEKTPOKIIIHIYHI (e-
HOTHITH, TICHO ITOB)$5I3aHi 3 KOHKPETHUMH eTionorismu. Jleski Bi-
JIOM1 CHHJIPOMH MaloTh CIIEHU(IUHy eTioNorito (HanpuKIIaI, rna-
torenHi SCNIA Bapiantu npu CJ]); ogHak 3a iHIIMX €TIOJIOTIH
BUHMKAIOTh HOBI XapakTepHi ()EHOTUNHU. Y JESKUX BHIIAJKaX
€TIOJIOTISI Ma€ JIUIIEe OJUH (hPCHOTHII, TOAL 5K B IHIINUX, 0COONH-
BO IIPH TIEBHUX T'€HETUYHHUX MOPYIICHHSX, (PEHOTUII MOXKE 3Mi-
HIOBATHCh B 3aJISKHOCTI BiJ BIKY Ta Xapakrepy BapiaHTy. ETi-
OJIOTIYHO crienu}ivHi CHHIPOMH MOXYTh OyTH ineHTH(iKOBa-
Hi, KOITK icHYy€ crienn(ivyHa eTiooris eniiencii, ska nopys3aHa
3 YITKO BU3HAYEHUM BiTHOCHO OIHOPITHUM i BUPA3HUM KJIiHIY-
HUM (DEHOTHUIIOM y OLTBIIOCTI XBOPHUX (KJIIHIYHA KapTHHA, THUITN
HarasiB, CyImyTHI 3aXBOPIOBaHHS, epelir XBopoOu Ta/abo Bif-
TIOBI/Ib Ha CienUQiuHy Tepariio), a Takox 3 BianosigHoro EET,
HelpoBisyaizaiiieto Ta/abo reHeTHUHUME Kopesstamu.! Harra
PobGoua rpymna He cTaBuia mepes coOOI0 3aBJaHHS BUSBUTH Ta
OTHCATH BCi €TIONOTIUHO crenu()iYHi CHHIPOMH, ajic Jajia BH-
3HAYeHHS psiny cuHApoMmiB, Bimtouatoun DEE, mnos’s3ani 3
KCNQ2, CDKLS, PCDH19, SCL2A1, mipuIoKCHH- Ta MipH-

. .
Epilepsia &
nokc(am)iH-5’-hocdar-3anexny eminerncito, cuaapom LITyp-
re-Bebepa Ta remacTu4Hi Harmaau Py raMapToOMi TilmoTajgaMmyca.

KCNQ2-DEE

KCNQ2-DEE Bukimukae eHIedalonaTiro 3 HeoHaTaJbHUM
ITOYaTKOM Ta 00yMOBIIEHAa MiCEHC BapiaHTamu de novo , sKi BH-
KITUKAIOTh PO37aJl, BIIMIHHHN BiJl caMOOOMEKEHOI HEOHATab-
Hoi eminericii. Hamanm MOXXyTh JaBaTH BiIIOBiIs Ha OJIOKaTOpH
HarpieBux KaHamiB (Tabmuis 9).

Enioemionocia:

UYacrora 3yctpivaemocti KCNQ2-DEE HeBimoma.

Kniniuna kapmuna:

[IpucTynu MOYMHAIOTHCS y TEpI KidbKa JHIB JKATTA Ha Tl
TSDKKOT HEOHATaIbHOI eHIe(aIomnarii 3 MopyIeHHIMH HEBPOJIO-
rigroro crarycy ta moeminku.’> °” 171176 Hamau, stk mpaBuiIo,
HE pearyloTh Ha TpenapaTH MepIioi JiHii, Taki Sk (heHodapoi-
tan. [Ipenapatw, siki OJIOKYIOTh HaTpi€Bi KaHAIM, TakKi sSK KapOa-
Mas3eriH Ta QeHiTOiH, CIi/T PO3MIAIaTH SIK MperapaTH BHOOPY Ha
paHHiii cTaail y TaKUX KIHIYHAX BHMaIKax.

Ilepebiz 3axeoprosanmsi:

Hamnanu MoxyTh 4acTKoBO a00 MOBHICTIO pearyBaTu Ha 0yo-
KaToOpH HaTpieBUX KaHaIiB. Eminerncis yacTo mepexoauTs B pe-
MICII0; OTHaK PO3BUTOK AWTHHH, SIK PABUIIO, JIUIIAETHCS TIOPY-
[ICHUM BiJl TOMIPHOTO IO TSDKKOTO piBHS.!7* BinbIne momoBuHu
TMAIIEHTIB TT030aBIAIOTHCS HAMAMIB Y BIlll BiJ KUTBKOX MiCAIIB
JI0 KiTbKOX pOKiB.' V wmipy TOro, sk r€éHeTHYHE TEeCTYBaHHS
cTae OLIBII JOCTYITHUM, HMOBIpPHO, O Oyae BUSABICHO OiibIe
BHIIA/IKIB 3 IPOMDKHHUM PE3YIBTaTOM Mi’K CAMOOOMEKECHOIO He-
oHatanpHOO emninernciero Ta KCNQ2-DEE. M’sximni ¢perotumu
MOXXYTb CIIOCTEpIraTicsi y BUIaAKaX MO3ailH3My.

TABJINISA 9 diarsoctuuni kputepii KCNQ2-DEE

O00B’513K0BI KpUTEPil

Hanaau ToHiuHi, MIOKJIOHIUHI Ta/ab0 (okab-
Hi Hamaau
EEl AG0 crianax - MpUrHiYeHHs, a00 MYITb-

TU(OKAIBHI PO3psaan; Hudy3HE YIIO-
BUIbHCHHS
Bik ne6roty Hanazis < 3 micsanis
Hesposoriunuii orsig
Komop6inHa naromnoris YHOBUIBHEHHSI PO3BUTKY HEPBOBOL
cucremu/ eHnedanonaris MPUCYTHS
Ha [0YaTKy HamajiiB

IHmmi gocimipkenss: reneTnyni Ta in.  Ilarorennii Bapiant KCNQ2

IlepeOir 3axBOprOBaHHS AHOMaJIbHUI PO3BUTOK HEPBOBOI CHC-
TEMHM 3 NIMOOKUMHU Y1 MOMIPHUMH TIO-
PYLICHHAMHI

Yu nompibna ona écmanoenenns diacnosy MPT abo ikmanvna EEI?

3acTepesxHi KpuTepii Kpurepii BuK/0ueHHs

ITouaTox miCIIs MEPIIOTO TIDKHS XKUT-
T (CKOPHIOBaHUI TecTaliiHUII BiK)

HopmanbHuit HeBPOIOTTYHMUIA OIS

MPT ne noTpiGHO [T BCTAaHOBIIEHHSI JIIarHO3Y, aJie HAIOJIENIMBO PEKOMEH/YEThCS JUIsl BUKIIFOUESHHS IHIINX TPUYAHI

Ixranpaa EET" 1011 BcTaHOBIIGHHS iarHO3y He NOTpiOHa

Cunopom 6e3 nabopamoproeo niomeepoxcenns: Y perionax 3 oomexennmu pecypcamu KCNQ2-DEE e MoxHa iarHOCTyBaTh 0€3 reHETHYHOTO TeCTyBaHHS

Hanaou:

Haiiyacrime crnocrtepiraioTbesi (QokanbHi TOHIUHI Hamajy,
X04a MOXYTh CIIOCTEpIiraTHCs iHIII THUIHM HANaJiB, BKIIOYAO-
yr (oKanbHi KIOHIYHI Ta Miokimoniyni.’”!7>7* Ilig yac Hama-
JIiB MOXYTb MPOSIBISATUCS BETETAaTUBHI CUMIITOMH, alHOE 1 1K-
TaIbHUH MJ1a4. Y JesSKUX MallieHTiB OyJIn 3apeecTpoBaHi ermiien-
THYHI cma3mu; oaHak po3BuUTOK IESS crmocrtepiraerses pinmie
mpu KCNQ2-DEE, nix npu inmmx Baxkkux EIDEE. Cemiomno-
Tisl IPUTAJIKIB Y HOBOHAPOIKEHUX CXOXa Ha Ty, IO CIIOCTEPi-

raetesest ipu SeLNE; ofgHak yactoTa npumajikis, GoHOBI aHOMA-
mii EEI" i anomanbHe HeBposorigae odcrexenus npu KCNQ2-
DEE 103BONSFOTH PO3PI3HSTH I1i CHHAPOMH. ™

EET:

VY 6uemr Hik 60% Bunankis EEI” mokasye marepH cnanax -
MIPUTHIYEHHS, IKUH 1HOMI Moxe OyTH acuMeTpuaHuM (PrcyHOK
5).°5173 B iHmmx BUMaaKax MOKYTh CIOCTEpiraTucs MyabTH(O-
KaJIbHI TIOPYIICHHS, BKIIOYAIOYH CIIalfK{, TOCTPI XBWIL Ta Cy-
MIPEeciro aKTUBHOCTI.



ZUBERI ETAL.

. .
=L Epilepsia
Heupoegizyanizayis:

Y HeoHaTaIEHOMY TIEPiO/i MOXKYTH CIIOCTEPIraTHCs aHOMAJII1
MPT-curnany y 0a3ampHUX TaHTIIAX a00 TamaMyci. Y JesKuX
BHITA/IKAX TIMEPIHTEHCUBHICTD, IO cHocTepiraeThes Ha T1-mo-
CITiTOBHOCTI B OMifii Kyiti, MOXe 3 yacoM 3HUKHYTH.”>? TloBi-
JIOMJISIITOCSE TIPO TIOMipHY aTpodito JI0O0BOi YacTKU 1 BUTOHYCH-
HSI MO3OJIUCTOTO Tija. %

Tenemuune oocnioocenns:

Bapiantu missense de novo y meBHAX 001acTsX (TapIIuX TOU-
kax) rera KCNQ2 BUKINKAIOTh TOMIHAHTHO-HETATHBHY, O1JIBIII
B&KKY BTpary QyHKIIIT iOHHUX KaHawiB, Hix mpu SeLNE 173173176

ITipuookcun-3anexcna(ALDH7Al)-enyedanonamis  pos-
sumky ma eninenmuyna ewyeganonamis (PD-DEE) ma ni-
puookc(AM)INE  5’-¢hocpam-oepiyumna  enyegpanonamis
poszsumky ma enitenmuuna enyepanonamis (PNPO)-DEE
(P5PD-DEE)

PDE-DEE Ta P5P-DEE BukimkaHi reéHETHKO-METa00IIiu-
HUMH Jie()eKTaMH B paMKax OJHOTO i TOrO K IUISIXY JAerpa-
nauii misuny (Tabnums 10).'7” KoHTposb HaJl HaragaMu MOXKe
OyTH JOCATHYTHH Maike y BCIX BHITaJKax 3a JOMOMOTOIO
(hapMaKoIOTIYHUX 03 MiPUIOKCHHY Ta IMPHIOKCATh-5>-hoc-
(aty, BIAMOBITHO, IIO IMiJKPECITIOE Ba)KIUBICTh PAHHBOTO
posmizHaBaHHsA. Jleski Hemomisata 3 PSPD-DEE wacTkoBO
a00 MOBHICTIO BiIMOBIAAIOTH HA TEPAIIIO MPUIOKCHHOM. "

Enioemionocis:

OrmiHka 3aXBOPIOBaHOCTI gocTynHa Tineku s PD-DEE de-
pe3 marorenHi Bapianti B ALDH7A1 i Bapitototecs Bin 1 Ha 65
000 nHoBoHapomkenux, 1 Ha 273 000 HoBOHapoakeHuX 10 1 Ha
783 000 moBoHapomkenux. 1% 3axpoprosanicts Ha P5SP-DEE
HEBigOMA.

Kniniuna kapmuna:

V mamienriB 3 PD-DEEP ta PSP-DEE ne3zabapom micins Ha-
POIDKEHHSI PO3BHBAIOThCs eHIe(alonaTis Ta Harmaau abo Mma-
I0Th MicIle BHYTPIITHBOYTPOOHI cymomu. OaHak mo 25% marri-
€HTIB 3 MPUIOKCHH3AJICIKHOIO CIIICTICIEI0 MOKYTh BHSBIISTHCS
LTS TIEP10Ty HOBOHAPOKCHOCTI, B OCHOBHOMY B TIepIIIi 3 pOKH
KHUTTS, X049a TIOBITOMIISIIOCS TIPO AOIOT HamadiB y Biri 17 po-
kiB.!*"182 TTarientn 3 PSPD-DEE 9acTo Hapo/KyIOThCS TIepe-
4acHo, a y marieHTiB sk 3 PD-DEE, tak i 3 PSPD-DEE MoxyTh
BUSIBJIATHCS O3HAKHM HEOHATAJIbHOIO JUCTPECy, APaTiBIMBOCTI
Ta ONIOBAaHHS, 1HOI 3 AlKI030M Ta HU3bKMMH ITOKa3HHKAMH 32
HIKAJIOK AIrap, 10 MPU3BOIUTH J0 MOMHJIKOBOTO JliarHo3y Ti-
MOKCHYHO-IIIeMigHOT eHIiedaronarii HOBOHAPOKEHHX, 82183 Y
cimeitnomy anamuesi moxe Oytu EIDEE, Ge3muminas ta cMepTh
OpartiB Ta cecrep.'® [pucTynu cTilKi 10 CTaHAAPTHUX aHTHETTi-
JCNTHYHHUX Mperaparis.

Ilepebiz 3axeoprosanmsi:

JaHi 3 HEBETMKUX Cepiif BUMAAKIB Ta 00CEpBAIIfHAX TOCITi-
JUKEHB CBiYaTh TPO Te, IO Tepamis, M0 3HIKYE BMICT Ji3H-
HY, BKJIFOYAIOYH JII€TY 3 0OMEKCHIM BMiCTOM Ji3HHY Ta TEPaIIiio
L-apriniHom, MOXe 3a0€3MEUYNUTH JONATKOBY KOPHCTH 3 TOUKH
30py KOHTPOIIO HAmaiB Ta KOTHITHBHHX pe3ynbraris.'® He-
3BaYKAIOYM Ha aJICKBaTHUH KOHTPOJb HAMaJiB, OLTBIIICTE XBO-
PUX MalOTh Pi3Hi CTYTIEHI PO3YMOBOI BiJICTAIOCTI BiJT JIETKOI 110
TsoKKOT. 182136 TTisHimmit moyaTok HamajiB acoIlifoeThCs i3 Kpa-
UM KOTHITHBHHM Pe3yJbTaTOM; OJHAK KOTHITHBHHH PO3BUTOK
MoOKe OyTH HOPMAaJbHHUM 1 Y TAIIEHTIB 3 TIOYaTKOM Y OY/Ib-SKO-
My Bimi sk 3 PD-DEE, tak i 3 PSPD-DEE, mo naromnomrye Ha
B&XKJIMBOCTI PAaHHBOTO Ta aJCKBATHOTO JiKyBaHHs.'S” Penmmus
HamaiB MOXe CTaTHCs IiJ] 4ac JIMXOMaHKOBHX 3aXBOPIOBaHb, i
B Il Yac JIKyBaJbHi J03U MiPHIOKCUHY MOXKYTh OyTH ITOIBO-
eni.'*® CkacyBaHHS MIPHIOKCHHY IPU3BOIUTH IO MOBTOPCH-

HS HalaJdiB, TOMY JIKyBaHHS Ma€ OyTH HOBIYHHM 3 KOPEKIIi€I0
JI03H B Mipy HEOOXiTHOCTi. XpOHIYHE 3aCTOCYBAHHS ITiPHIOKCH-
Hy MOXX€ IPU3BECTHU 10 TeprueprudHOi HeBpOMaTii, aje 1e Tpa-
IUTSIETBCS PIZIKO, SKIO 103U He mepeBuiryoTs 200 Mr Ha 100y,
1 MOXXe KOHTPOJIIOBATUChH IIUISIXOM TECTYBAaHHS IIIMOOKHX CyXO-
KUIBHUX pedIiekciB Ta JOCHTIKEHs HEPBOBOI MPOBigHOCTI. !
Oco6u 3 PPD-DEE MoxyTh OyTH HaI3BHYAHO YYTIUBUMH JI0
JO3YBAaHHS Ta 4acy MpuioMy MipHaIoKcanb-5-pocdary, mpu mpo-
MYy AESKUM KOPHCHO NMPUHMATH KiJbKa /103 Ha JICHb.

[MoBimomisiocss Mpo UPO3 MEUiHKH y mamieHTiB 3 PSPD-
DEE, ToMy mOIiIbHO OOCTEKEHHS 1 CIIOCTEPEKEHHS TaKoi KO-
MopOigHOCTI. !

Hanaou:

Hamamm MOXXyTh TIPOSIBISTUCS BHYTPIIIHROYTPOOHO Y BUTIISIL
HaJIMIpHUX PYXiB TUIONA, aJie 3a3BUYail BUHUKAIOTH Y TIEPIIIi TOTH-
HU 4¥ JHI )KUTTS. HeMoBsITa MOXYTh OyTH alUIOTHYHUMH Ta Ti-
TIOTOHIYHIMH, IPOTE HaIIA/I{ YacTO BUSIBISIOTBCS Y BUIVIA/IL 4ACTO-
ro, iHOMI Oe3mepepBHOTO, MYABTH(OKATFHOTO MIOKIIOHYCY, IIT0 3a-
Yirae KiHI[iBKH, TyITyO, 0i Ta (hamiaabHi M>sa31. MoKy Th BHHUKATA
Pi3HI THIIM HaNafiB, BKIFOYAIOUH (hOKAIIBHI, CIIA3MH Ta TeHEpaTi-
30BaHi TOHIKO-KITOHIUHI cymomu.'* Cemionorist rinepKiHeTHYHOTO,
30BHI JUCTPECOBOTO Ta 30y/KEHOTO HEMOBIISITH 3 MYJIBTU(OKAIIb-
HUM MIOKJIOHYCOM Ta CIa3MaMH Ma€ HAaCTOPOXKUTH KIHIIMCTA
mono MoxxmBocti PD-DEE a6o PSPD-DEE. V HemoBmAT cTap-
II0TO BIKY MOKE crioctepiratics (heOpHiIbHII TeHepaTi30BaHIN
TOHIKO-KJIOHIYHHH HamaJl, eIUICITHIHIN cTaTyc abo Kiactepu ¢o-
KaIbHHUX HamafiB. SKmo 1o3u mipumokcaib-S-(pocdary mpormye-
Hi a00 He IEPEHOCATHC TiJ] 9ac 3aXBOPIOBAHE 3 OIIFOBAHHAM, Y ITa-
uienTiB 3 PSPD-DEE moxe cioctepiraTicst CeMiomorist, sika CX0xka
Ha 3aJTydeHHs TTOTHINYHOI MEPEeXi, BKIIOYalOuH KOJILOPOBI BOTHI,
IKTaJbHY CIIIOTY Ta CTPIMKH pyxu odeid. [IposB iH(haHTHIEHIX
CITa3MiB y paHHROMY ITUTSUOMY Billi 3yCTPIYAEThCS PiIKO, ale TIpo
mux nosiomisutocs pu PD-DEE. ' [TTupoke po3MaiTTs THITIB Ha-
TaJIiB MPH X MMOSBi 3yMOBIMOE HeoOximHicTh po3misay PDE-DEE i
P5PD-DEE y niteif 3 MearKkaMeHTO3HO-PE3UCTCHTHUMHA HAITAIaMU
B Iepiofi paHHBOTO AUTSI0rO BiKy. Jleski nitu 3 PDE-DEE moxyTh
YaCTKOBO pearyBaTH Ha IPOTHEIUICIITHYHI TIPEHaparH.

EET:

EEI" npu PD-DEE Ta PSPD-DEE y HOBOHapOmIKeHUX 3 TSAK-
KOO eHIIe(asonarieto 10 JTKyBaHHI MO)KE IEMOHCTPYBATH Tia-
TEpPH «crajax-cynpecisy. B iHmMX BuIazkax MOXyTb CIIOCTEpi-
ratuch (okambHi a00 MyIbTH(OKANEHI PO3PSAAN HA TIi TOBLIH-
HUX PUTMIB. SIKIIO MiPHIOKCHH BBOJUTHCS BHYTPIIIHHOBEHHO
MAI[iEHTOBI 3 eHIedarnomnaTiero (B imeami me ciig poOWTH Tix
xoHTponeM EED'), e mae GyTu 3p0o0iieHO B yMOBAaX, KOIH TUTH-
Ha MOyke OyTH iHTYOOBaHa ISl PECIipaTopHOI MiATPUMKH, SKIIO
nikyBaHHS BUKIHKae amHoe. EEI 3 marepHOM cranax - MpurHi-
yerHsa a60 EEI' 3 MynsTH(OKaTFHIMH TOCTPUMHE 200 CHAiKO-
BUMH KOMIUIEKCAMH MOXKE CTaTH IU(y3HO MPUTHIYEHOIO IiCIIs
MIpUHOMY TPUIOKCHHY, i MOYKEe 3HAOOUTHCA OaraTo TOIMH abo
IHIB, 00 TTOBEPHYTHCS A0 HOPMAJIbHUX OCHOBHUX PUTMiB. [i-
rcaputMis Oyma 3apeectpoBana y 1 i3 30 marieHTiB B onHiil ce-
pi'l'.lgl

Heiiposizyanizayis:

Hefipogizyamizamiss Moxe OyTH HOPMAJNBHOIO, ane SK IPH
PDD EE, Tax i mpu P5PD-DEE 06inpie moJoBHHHU TAIi€HTIB
MaroTh BigxwieHHs Ha MPT. Bonu BkmodaroTh HaOpsK Oinoi
PEUOBHHH Y BaXKHUX eHIle(anonarnyHux Bumaakax. 8153 Buy-
TPIMIHBOIILTYHOYKOBI KPOBOBIJIMBH, MIIATAIIS IIUTYHOUKIB 1 Ti-
TI0TLIA31s1 MO3OJIMCTOTO Tijla MOXKYTh TIPU3BECTH JI0 TIOMUIIKOBO-
T0 JiarHo3y CTPYKTYpPHOI eTioforii eminercii. !



ZUBERI ETAL.

Tenemuune oocniooxcenns:

Binemricts Bunankis PD-DEE 1ioB>s3aHo0 3 OlajieIbHUMU Ba-
piaatamu B ALDH7A 1, TakoX BiTOMOMY SIK aHTHKBITiH, 8 MCH-
IricTh - 3 OlayutensHUMHU BapianTamMu B PLBP (paHimie BimoMo-
My sik PROSC).!3+186191 Jledinur mipumokc(am)ina-5>-pocdary
MOB>sI3aHKi 3 OiajiebHUMH Bapiantamu B redi PNPO."! Pos-
Jaja, SKAW paHille Ha3WBaBCs CIUICTICIEI0, YYTIUBOIO 10 (o-
TieoBoi KUCITOTH, € hopmoro PD-DEE, oB’13aHOIO 3 BapiaHTa-
Mu ALDH7A1I, 1 xpamie pearye Ha TipUIOKCHH, HIXK Ha (oIrieo-
By KHCIOTY.”' SIKIIO BHSIBICHO OIMH MATOTCHHHUN BapiaHT HpH
BiJIOBITHOMY KIIIHIYHOMY KOHTEKCTi, CIiJI TIPOBECTH MYIBTH-
wiekcHy amrntidikamiro MLPA i xpoMocoMHMI Mikpoapei s
BUSBJIICHHS BHYTPINTHHOTEHHUX 3MiH a00 JEINeIiil IiIoro TeHy,
a0o0 MyTUTiKamii 3a y4acTiO BiAMOBIIHOTO 'eHA HA IHIIOMY aje-
ni. SIKmo BuUsBIICH] BapiaHTH 3 HEBU3HAUYCHUM 3HAYCHHSIM, Me-
Ta0OTIYHI TOCTIHKEHHS TOTIOMOKYTh OLIHUTH IX TIATOTCHHICTb.
AHTeHaTaNbHE TEHETHYHE TCCTYBAaHHS 1 JIIKyBaHHS Marepi Ii-
PUIOKCHHOM TTOBHHHI OYTH PO3TISHYTI MPHU HACTYITHHUX BariT-
HOCTSIX.

Memaboniune docnioxicenus

Biomapkepn a-aminoamumiHOBui HamiBaspaeria (a-AASA)

Ta TIineKoeBa KUCI0Ta TiIBHINEHI B cedi, TTa3Mi Ta JIiKBopi.'*

. .
Epilepsia 12
B imeani 3pa3ku cedi Ta miIa3Mu MarOTh OyTH B3SITi 10 TIOYATKY
JIKyBaHHS MIPUIOKCHHOM; OJJHAK e HE IIOBHHHO 3aTPUMYBaTH
Tepartiro y migo3pinux Bunamkax. ' ITicis mikyBaHHS 11l 6iomap-
KepH MOXYTb 3HW)KYBATHCh, aJie 3a3BUYail 3aJIMIIAI0THCS ITiBU-
mennmu. HaltHagiiHimmM TectoM BBaKaeTbest a-AASA. 3 Bu-
KOPHUCTaHHSIM OioMapKepiB i TeHHUX TECTiB CKaCyBaHHS Tepartii
Y SKOCTi JIarHOCTHYHOTO TECTY Tellep BBAKAETHCS 3aCTAPLIMM.

CDKLS-DEE

CDKL5-DEE, TakoX BIiIOMHH K CHHIPOM JeQiluTy
CDKLS5, € ernedanomnariero po3BUTKY Ta EHICNTHYHOIO SHIIC-
¢danonariero (DEE), sika € pe3ynsraToM IMaTOreHHUX BapiaHTIB
y TeHi IUKITiH-3aJIeXHO01 KiHa3u Ty 5 (CDKLS). 1le BaxxnuBa
MIPUYMHA PAHHBOTO MMOYATKY eIIiIencii (CepeaHiil Bik 6 THKHIB)
3 BUpaxeHoro TinoroHieto (Tabmumsa 11). XapakrepHuM € mo-
€ITHAHHSA cepiil iHpaHTIIPHUX CIIa3MiB Ta TOHIYHHUX HAIlaJliB
y TIepIIi MICSAI KUTTSA, aje MOXKYTh TPAIUIATHUCS KiJIbKa TH-
miB HamaniB. Hamamu 9acto MaroTh Kinbka (a3, 3 KIIAaCHIHU-
MH TIOCTIZOBHUMH TilIEPMOTOPHUMH (TiEPKiHETUYHUMH) —
TOHIYHUMH CyJJOMaMH - clia3MaMu . Baxkka uu imboka rio-
OasibHa 3aTPUMKa PO3BHUTKY € IPAKTUYHO Y BCIX BUIAIKAX.

TABJIMISA 10 [JiarHocTryHi KpUTEpil BiTaMiHO3asIeKHOT (TTipUIOKCHH- ab0 mipumokc(am)in-5’-(ocdar-3amexHol)
DEE 3 paHHIM TOYaTKOM

O00B’s13k0BI KpUTEPii

Hanagu Pi3HI TUIIM HaMAiB, SIKi MOXKXYTh BKIIFOYATH:
» ®oxanbHi/MynsTH()OKAIBHI CYyIOMHI

* EnientiyHi crazmu

* [eHepalizoBaHi TOHIYHI Halaan

* [eHepalizoBaHi KJIOHIYHI Halaan

. Kpurepii
3acTepesxHi KpuTepii
BHKJIIOYCHHSA

Hamagu pe3HCcTeHTHi 10 TKapChKHX 3aC00iB 1 9acTi (4aCTO NepeXOsiTh B eIiern-

THYHUH CTaTyc), aje MIBHAKO PearyloTh Ha IPHIOM MipUIOKCHHY (HMipHIOKCHH-

3anexxua DEE) a6o mipunoxcans-5-docdary (mpumnoke(am)in 5’-docdar-DEE).

EEI'

TH(OKAIBHIME PO3psiAaMu a00 (eHOMEH crajiax -IPHrHIUYeHHS

Bik neb6roty

Hamais

Hespoumoriu-
HUH OIS

Iami  gocumi-
JUKEHHS: TeHe- BKIIKOYATH B cede:

TUYHE Ta iH. 1. Merabosnivuni 0COOMMBOCTI:

IurepikransHa EEI: AHomanbHa 3 yHNOBUIBHEHHSM Ta (hOKaIbHUMHE/MYIIb-

Bik mo4aTKky 3aXBOpIOBaHHS >3 pOKIB (3y-
CTPIYAIOTHCS PiIKiCHI (hOpMHU TipHIOKCHH3A-
JISKHOT CMIIENCiT 3 Mi3HIM TOYaTKOM )

BincytHicTb eHuedanonarii Ta 30yaIMBOCTI

JlaGopaTopHi JOCTIKEHHS, IO JA0Th MiATBEPIKYIOUl I0Ka3H, sIKi MOXKYThb

MiJIBUICHAI BMICT 0-aMIHOAAMIIHOBOTO anpjeriay ta / abo minekosieBol

KHCJIOTH B cedi, Iia3mi ta / abo nikBopi (mipuaokcunsanexuna DEE) a6o Hu3b-

KHH BMICT mipuaokcanb-5-¢ocdary B sikBopi (mipuaokc(am) iH-5’-pocdar-

DEE) ABO

1. Tenernyni ocobauBocTi: nmaroreHHi Bapiantu B reni ALDH7A1 abo PLBP

(nipunoxcunsasicimas-DEE) abo PNPO (nipunokcun (am)in - 5’-¢doc-

dar-DEE)
Iepebir  3a-
XBOPIOBaHHS

Yu nompibna ons ecmanosnenns oiacnozy MPT abo ikmanvna EET?

Hanazu/l, SIK1 JAEMOHCTPYIOTH criiike BUPAXXCHE 3HHUIKCHHS abo TIPUITAHEHHSA

IIPH JIOBIYHOMY HPHIOMI MipHIOKCHHY a00 mipuiokcab-5-pocdary.

HopmanpHuii pe3ynsTaT po3BUTKY HEPBOBOL

CUCTEMH

MPT He norpiOHa /711 HOCTAHOBKH JiarHO3Yy, ajle HACTIIHO PEKOMEH/YETHCS ISl BUKJIIOUEHHS 1HIIUX PUYKH.

Ixkranbha EEI" 1 BcTaHOBIEGHHS [iarHO3y HE MOTpiOHA.

Cunopom 6e3 nabopamopnozco niomeeposicennsi: Y perioHax 3 00OMeKeHUMH pecypcaMu HipHIOKCHH abo mipumokc(am)in-5’-docdar-DEE moxyTs OytH nia-

THOCTOBAHI y JiTell 6€3 3acTepeKHNX KPUTEPIiB, SKi BIAMOBITAOTE yCIM IHIINM 000B’A3KOBMM Ta KIiHIYHIM KPHUTEPIsAM BUKIIFOUCHHS 1 y AKUX HaIaal IPUITHHS-

FOTBCS IPH MPHUHOMI TipHIOKCHHY 200 PSP, BiTHOBIIOIOTECS NIPH NIPUITMHEHH] IPUHOMY 1 3HOBY NPUIIHHSIOTECS IPH MOBTOPHOMY MPHHOMI.



»L Epilepsia

ZUBERI ETAL.
TABJUOA 11 Hiarnoctuuni kputepii CDKLS5-DEE
. . Kpurepii
O00B’s13K0BI KpHTEPii 3acrepeskHi KpuTepii
BHKJIIOYEHHS

BincyTHicTh enienTHYHNX
Cra3MiB Ha MEPIIOMY POLI KUTTS

Hanmagn Hamnazu, siki MOXKYTb BKIIFOYAaTH TOHIYHI Hamau, emienTU4HI
Cra3Mu, TeHepasti3oBaHi TOHIKO-KIOHIYHI Hamaau ta / abo ¢o-
KaJIbHI Hamam
XapakTepHi TilMepKiHETHKO-TOHIKO-CIIA3MaTHYHi ITOCIIiIOBHI
HAra/u, ajie CIOCTePiraloThCsl HE y BCIX BHITAJIKAX

EEl

Bik nebtoty HanaiB

Po3BuTok Ha TI0YaTKy 3aXBOPHOBaHHSA

Hesposoriunnii orsig

TH11i 1OCHiHKEHHS: TeHETUYHE Ta 1H.

Hopwmaneuuit dou EEI" 6e3 iHTeHpHK-
TAJIBHUX PO3PSMIB MicCIs 4-MicsuHO-
TO BiKy

ITouarok eminencii >3 MicsIiB
HopmanbHuii po3BUTOK /0 IOYATKy
Hamnaziis

Hopmanenuii Tonyc

BincyrHicts ennedanonarii

Pathogenic variant in the CDKLS5 gene (X-3ueruieni, aje Kiib-

KICTB )KIHOK MEpPEBHUIIY€E KiTbKICTh Y0I0BIKiB 4:1)

Tlepebir 3aXBOprOBaHHS

Bix mmboxoi 10 TSHKKOT po3yMOBOT BiZICTAJIOCTI

MenrMKkaMeHTO3HO-PE3UCTEHTHA eMiIencis

Yu nompibna ona écmanoenenns diacnosy MPT abo ikmanvna EEI?

MPT He mOTpiOHO [JIsI BCTAHOBJICHHS {iarHO3Y, aJIe HACTIIHO PEKOMEH/Y€ThCSI BUKIIOUHUTH 1HIII TPUYHHH

Ixramsuaa EET" He moTpiOHa 11 BCTAHOBJICHHS AiarHO3Y

Cunopom be3 nabopamopnoeo niomsepodicenns: Y perionax 3 oomexenumu pecypcamu CDKLS-DEE He Moxe OyTn 1iarHOCTOBaHOIO Oe3 i ATBEP/KYIOUEro re-

HETHYHOTO 0OCTEKEHHS

Enioemionocia:

CDKL5-DEE 3ycTpivaeTbesi piiko, 3a OLliHKaMu, ii yacrora
cranoButh Bij 1/40 000 mo 1/60 000 HOBOHapoOmKeHHX. 192193
X-3uenyieHa, ajile YHCJIO JKIHOK IIEPEBHUILY€E YHCIO YOJIOBIKIB
4: 1 . 194,195

Kniniuna kapmuna:

Cepe/Hiii Bik [o4YaTKy HamaiB CTAHOBHUTH 6 TIKHIB, i B 90%
BUIIAJIKIB HAmaj MOYMHAETHCS 10 3 micsmis.'**!7 TIpobnemu 3
PO3BUTKOM IIPUCYTHI HA MOMEHT II0YaTKy HarajiB, ajie 3roJoM
CTalOTh OUIBII BUPKEHUMH. 3HAUHUI pPerpec 3yCTpiuaeThbest pif-
ko0.'”* HeBpooriuHuil O Ha MOYaTKy 3aXBOPIOBAHHS MOKA3YeE
mudy3Hy TiMOTOHIO, aje HopManbHH 00Bix ronosu.'*** 3a3pu-
Yail CHOCTEPIraroThCs KOPKOBI 30pPOBI MOPYIIEHHS, OraHUH 30-
POBHIA KOHTAaKT i BiJICYTHICTh 30pOBOrO CTEKEHHs. Takox onu-
CYIOTBCSI BUCTYIAIOU1 ryOu, NIMOOKUH (DUIBTPYM, IyXKi KOHIYHOT
bopmu ananru nansiis.'**

Ilepebie 3axeoprosannsi:

Emninencis 3a3BU4ail 3ajMIIAEThCSA PE3UCTEHTHOO MO JIKIB, 1
OLITBILIICTD MaLiEHTIB MAIOTh TSHKKY PO3YMOBY BiICTAIICTb. Y OlIb-
IIICTI MALIEHTIB MPOJOBKYIOThCS IIOACHHI HAa i, X04a OKpeMi
Mepio BIICYTHOCTI HamaiB 10 2 MICSIIB i OLIbIIE criocTepira-
FOTBCSI MEHII HDXK y MOJIOBHHI BHma kiB.'”* CamocTiiiHa xozn0a i
371aTHICTh TOBOPUTHU OKPEMI CJIOBa JIOCSTAETHCSl MEHII HIK Y UBEp-
Ti BunazKiB.'” PyxoBi mopyIeHHs, SKi BKIFOYAIOTh XOPEOATETO3,
aKaTu3i10, IUCTOHIIO Ta MApPKIHCOHI3M MOXKYTh Bpa)KaTh MEHIICTh
narienTiB.** XII0muuKy CTpaKAatoTh y OUIBII THKKIN hopMi.

Hanaou:

[NouarkoBuii TUI HamaiB MOKe OyTH Pi3HHMM, ajle HaiJacTiie
CIIOCTEPITar0ThCsl TOHIYHI HAIaJH, Cla3MH, TeHEPasIi30BaHi TOHI-
KO-KJTOHIYHI Hanaau abo (okanbHi Hanau.'”® 3ronoM MoXyTh BH-
HUKHYTH [HII THIM HamaziB. Y OUIBIIOCTI XBOPHX CIIOCTEpira-
I0TBCS €NUISNTHYHI Cria3Mu Ta/abo ToHIYHI Hanaau. OnHUM 3 Xa-
PaKTEpHHX THUIIIB HAIaJiB, IO CIIOCTEPIraloThCsi B OaraTbox, aie
HE y BCIX BUIAJIKaX, € MOCIIIOBHI Hamau: TiIepMOTOpPHI (Timep-
KIHETH4HI) - TOHIYHI - cria3mu. [lepiia yacThHa IUX HamaaiB Mo-
YUHAETHCS 3 TINEPMOTOPHOI (pa3u 3 po3KadyBaHHM, OUTTSIM HOTa-

MH Ta BOKaJi3alliero, mo tpusae 10-60 cexynn. [Torim #ine ToHiuHa
(aza, abo 3 pO3TMHAHHSM BCIiX KiHIIIBOK, 200 3 PO3TMHAHHSM BEpX-
HIX KIHITIBOK 1 3THHAHHSIM HIDKHIX KiHIIBOK, Mo TpuBae 20-45 c.
[puragox nepeTBOPIOETHCS HA CEPil0 EKCTEH30PHHX CIIa3MiB, sIKa
TpuBae 1-15 xBunmH. [ToniOHI Hara/ WM, 10 BKIIFOYAIOTH KUTbKa (a3
3 KJIacTepaMH TOHIYHUX CYJIOM 1 CTIa3MiB, aJie 3 Pi3HUM IMOPSIKOM
CIiyBaHHS THIIIB HAMaJiB, 3yCTpiyaroThest yacto.'” BererarupHi
TIPOSIBU 3a3BHYAM CIIOCTEPIraloThCs NMPU BHUIIEBKA3aHUX HaIa/iax,
3 TinepeMiero o0MMYYs, PO3MIMPEHHSIM 31HHIb 1 HEPETYIISIPHAM JIU-
XaHHSIM. 3r07IOM MOXYTh CITIOCTEpPIraTicsi MiOKJIOHIUHI, KIIOHIYHI,
a0caHCHI Ta aTOHIYHI HaIlaay.

XapakTepHo, 110 erinericis, noyszana 3 CDKL5-DEE, mpoxo-
JIMTh TPH TOCITiIOBHI cTaii '

Cranis 1: Panniil moyarok emiserncii 3 KOpOTKOYaCHUMH

TOHIYHUMH HalaJaMH, 4acTo 3 MOYEPBOHIHHAM 00T Y.

Cranis 2: EninenTiyHa eHIedanonarisi 3 TOHIYHUMHA

HaraaaMu Ta iHGaHTUIEHAMH CIIa3MaMH.

Cranis 3: [izns MynbTH(OKaIbHA Ta MIOKJIOHIYHA

eMiJIerncis 3 TOHIYHUMH HaaJ aMH, MIOKIOHIYHUMH,

abcancamu a00 MyJIBTH(OKAITEHIMH HallaaMu.

EET:

Ha crapii | inrepexransaa EEIT y HOopMi, arne ikTasbHI 3aUCH 110~
Ka3yIoTh 3arajlbHe 3aTyXaHHsl, 32 SIKUM CIT/Ty€ IIBH/IKa aKTUBHICTD Y
JI000BHX a00 MEHTPABHKUX BIIUIAX TOJIOBH IMiJI Yac TOHIYHOIO Ha-
may.'” IlarTepH crianax — IPUTHIYCHHS Ha Wil cTajii He crocTepi-
raetbest. Ha cranii 2 inTepekranbia EEDT CHITBHO BIMXHIIETBCS Bil
HOpPMH, JIEMOHCTPYFOUH JBOCTOPOHHE 200 TCHEpali30BaHE YIIOBLITb-
HEHHsI 31 crialikamu abo nomicrnaiikamu.'” Ha 11t crafii pifko moBi-
JIOMJBSITOCS TIPO TATEpH criayiax - npurHiveHHs.”” Ha crapii 3 iHTe-
PIKTaJIbHUH 3aITHC TIOKa3ye AU(y3He, BICOKOAMILTITY/IHE IeIBTa-yTI0-
BUTBHEHHSI 3 TICCBIIOTICPIOIMYHIMH CIUICCKAMH CIIAMKIB, MOJTICTIANHKIB
Ta CNalK-XBUJIHOBUX KOMIUIEKCIB, SIKi € MAKCHMAJIbHUMH B [IEHTPAJTb-
HOMY, CKPOHEBOMY a00 CKPOHEBO-TIOTHIIMYHOMY Biyiiax.'”

Tenemuune 0ocniodcenns:

[Tarorennuii abo HMOBIpHWI NAaTOreHHWH BapiaHT y TeHi
CDKL5 weoOximnuii juis miarBepkeHHs niarnody CDKLS-
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DEE, i moBiZoMIIsITOCS TIPO YHCIICHHI BapiaHTH y YPaKCHHX JIF0-
neit. € oOMexeHi JaHi o0 KOPesiii TeHOTUT-(DEHOTHIT; Of1-
HaK MiCCEHC-BapiaHTH MOXYTb KOPEIIOBATH 3 JCIIO MEHII BaX-
KAM po3naom.

PCDH 19 knacmepna eninencis

Krnacrepra eminericis PCDH19 - nie X-34ermieHe 3aXBOpIo-
BaHHS, SIKE CIIOCTEPITaeThCs IEPEBAXKHO Y JKIHOK, 1[0 BUKIIHKA-
€ThCS MMATOTeHHUMH BapianTamu reHa PCDH19 (Tabmuns 12).
[Ipo 3axBOPIOBaHICTH YOJIOBIKIB MOBiIOMIISIETRCS Maio. [Toda-
TOK CTIJIeTICI YacTo MpHITajae Ha TMEePIINi PiK KUTTS (B OCHOB-
HOMY B Tiepmri 3 poKH), i HaHOUTBII XapaKTEPHOI O3HAKOIO €
KJIacTep HaraJiB, sIKi 4acTO CIPOBOKOBAHI JMXOMaHKOK. Po3y-
MOBa BIJICTAJICTh Ta MCHXIaTPUYHI CHMITOMH BiI3HAYarOTHCS
MPUOITU3HO Y IBOX TPETUH BHMAJAKIB. TsOKKICTH (DeHOTHITY, Ma-
OyTh, KOPEJIOE 3 BIKOM MMOYATKy eriyerncii.?>?!

Enioemionocis:

Jani mpo 3aXBOpIOBaHICTh 0OMEKEHI, aJie B OJJHOMY JOCIIHKeH-
Hi TIOBIIOMIIIETHCS, IO, 32 OIIHKAMH, 3aXBOPIOBAHICTH CKIIA/Ia€
1/42 000 HOBOHapOmKeHUX. ! BeMKi KOropTH JiBYATOK i3 Haraa-
MH, BUKJIMKAHUMH JINXOMAHKOIO, ISMOHCTPYIOTh YaCTOTY I1aTOrCH-
Hux Bapiantie PCDH19 y niamasowi Bix 2% 10 20%.%

. .
Epilepsia 13

Kniniuna kapmuna:

Hamanm 3a3Buuaii moumHaroThes y Billi 10 | poky, i3 ce-
penuim BikoMm 10 micsmis (1,5-60 wmicsris y aiBuarox).?-22
P03BHTOK Ta HEBPOJIOTIYHE OOCTEIKEHHS HA TIOYATKY HAMaLy
€ HopMasnbHUMU. OKPYIKHICTH TOJIOBU B HOPMI.

Ilepebiz 3axeéoprosannsi:

Haragu BUHUKAIOTH KJIaCTEPAMH, SIKi TPOBOKYIOTHCS JIH-
XOMaHKOIO Ta YaCTO € CTIHKUMHU JI0 JIIKAPChKHUX MPEnaparis.
[Ticnst mepmroro HEecATHIIITTS 3a3BUYail BiOyBaeThCS 3HU-
JKEHHS YaCTOTH KJIACTEPiB HaNaJiB HE3aJICKHO BiJI JTIKyBaH-
Hsl, 1 peMicis HamaJiB MOJKe HACTYITUTH MPUHANMHI B OHIET
YBEpTi, 3a3BWYAH, Y Jiana3oHi BiJ IMiJTIITKOBOTO BIKY JO ce-
PEIHBOTO JOPOCIOTOo BiKy.2!22:202-204

O3Haku PO3yMOBOI BiJICTANIOCTI Ta PO3Tagd ayTHCTHYHOTO
CIIEKTpY, 110 BpakaroTh 10 70% siTeil, BUSBIAIOTHCS HA JPYTO-
MY POILI )KHUTTS TA YaCTO CTAIOTH HAHOIIBIIT 3HAYY MU CHMIITO-
MaMH TIICIIS IepIIoro AecATIiTTS. [loBeIiHKOBI po3nanu 3 BH-
Pa’KEHOIO TIMEePaKTUBHICTIO Ta MOXKIIMBUM IICHX030M Y 25% xi-

HOK YacTo € MpoOJIeMOI0 Y MiUTITKOBOMY Ta JIOPOCIOMY BiIfi.?%®

TABJUWIS 12 Jiarsocrnuni kpurepii PCDHI19 knactepHoi eminerncii

O060B’3K0Bi KpHTepii

Hananmn DoxanpHi Hanaau (XapaKTepHUIl 3TIKaHUH KPHK)
Ta KJIACTEPH TOHIKO-KIOHIYHUX HAaiB MOXYTh
OyTH CIIPOBOKOBaHI JINXOMaHKOIO

EET

3acrepe:xHi KpuTepii Kpurepii BUK/I104eHHS

TpuBani dokanbHi KIOHIUHI (TeMIKIOHIYHI) HAMAaH Yy
paHHBOMY JAUTSIYOMY Billi (MOXIHBO BapianT J[paBse)
BincytHicTts knactepis

BincytHicTs eninenTuopMHHEX pO3psAIB (SIKi 3a3BH-

4aii ()OKaIbHi, alle B OKPEMHUX BHIIATKAX MOXKYTh OyTH)

Bik ne6roty Hanmagis  1,5-60 MicswiB y %iHOK; 5-96 MiCsILIB Y Y0JIOBIKiB

I pocmimpkenns: [larorennmii Bapiant PCDH19: (neranpHinny iH-

Hamp., TEHeTUYHEe Ta (OpMAII0 MPO XapakTep YCHaAKyBaHHS [IHB.
iH. HIKYE)

Yu nompibna ona ecmanosnenns diaznosy MPT abo ikmanvna EEI™?

MPT ne noTpiGHO [T BCTAaHOBIICHHSI JliarHO3Y, aJie HAIOJICIIIMBO PEKOMEHYEThCS Il BUKITIOYEHHS 1HIINX NPUYHH

Ixranena EEI" He moTpiOHa Juist BCTAHOBJICHHS JiarHO3y

Moowcnusuii pozeumok cunopomy: Lleti cunopom ciio pozensioamu y Hemosam-0i64amox, y AKux gnepuie 3 s6Unucs KiacmepHi peopuibHi cyoomu.

Cunopom 6e3 nabopamopnozo niomeepooicenns: Y perioHax 3 0OMexeHUMH pecypcaMu kiactepHa emninerncis PCDH19 mosxxe OyTn monepenHso JiarHOCTOBaHa

6e3 l'Ii}ITBepZ[)KyH)‘[OFO TCHETUYHOTO TECTYBaHHs, 0CO0JIUBO B ymoBax HasBHOCTI CIMEMHOTO aHaMHE3Yy, 110 nepez[6aqae X-34erieHe Z[OMiHaHTHe ycnaakKyBaHHs

0e3 3aJTy4eHHSI Y0JIOBIUOl CTaTi.

Hanaou:

Ha mouarky 3axBoproBaHHs HamaJu HOCATH (pOKaNbHUHN Xa-
pakTep 3 MOpYILICHHSM YCBIIOMJICHHS 1 CYITPOBOJDKYIOTBCSI TO-
HIYHUM PO3THHAHHSM PYK, JA€Bialli€l0 roJIOBU Ta 04eH, OIiTiCTIO
00IIuYs, BUPA30M CTpaxy Ta KPHKOM, SKi CIIOCTEpIraroThes y
[IOJIOBUHHU MaLi€HTiB.>' 2%

Takox MOXYTb CIIOCTEpiraTucst aTumoBi abcancu.””> Hamamu
BHHMKAIOTh KJIaCTEpPaMH, 4acTo MOB’s3aHi 3 IMXOMAHKOIO, TTOBi-
JIOMJTSLIIOCSE TIPO eMiIenTHYHKi craryc.?%

EET:

Ha ixranshiit EEI” cioctepiranacst nosinbHa JOHOBA aKTHB-
HICTH i3 PIIKICHUMH (POKAJIBHUMH CIIAHKaMU Ta MOBUIBHUMHU
XBHJISIMHU. 3 BiKOM ()OHOBA aKTHBHICTH MOKE€ HOPMaJli3yBaTHCh.
VY onHi€l TpeTHHY MaIi€HTIB BiJ3Havanacs (poTonapoKkcu3Maib-
Ha peaxllis, a y KUIbKOX MaIi€HTiB — HasIBHICTh TeHEPaTi30BaHNUX
CranaxiB«CMaiK-moBibHA XBHIISD). 202

Hamanu, mo peectpyrotbes Ha ikransHid EEIL, wacto moxo-
JISITH 31 CKPOHEBHX 00J1acTeH, aje TakoX Moke Oy TH TiM)STHO-TIO-
TWJIMYHUH, I0OOBUIT a00 LEHTpaTbHUH 1TOYaTOK HamaiB. Y 1o-
JIOBUHI BHIA/IKIB BUSIBISIFOTHCSI (POKAIBHI, ajie TIOraHo JiaTepalti-
30BaHi uu nokanizosani Ha EEI" nanamu.”!

Heiiposizyanizayis:

MPT 3a3Buuaiil y Mexxax HOpMH Ha NIOYaTKy Harasis.

Tenemuune 0ocniodicenns:

[Tarorenni Bapiantu PCDH19 Gynu criodatky BUSIBIICHI Y Jie-
KIJIBKOX TIOKOJIIHHSIX, B IKHX ETIJICTICIEI0 1 pO3yMOBOIO BiJICTAI-
CTIO CTpakaaiy juiie inku (Eminerncis y )xiHOK 3 po3yMOBOIO
BiZcTaNnicTIO). B manuii yac nmprGiIM3HO MOJOBHHA 3apEeecCTpOBa-
HUX BUIAJIKiB — [I¢ BUIAKU de novo.*

Xoua rer PCDHI19 posrammoBannii Ha Xq22, 11¢ 3aXBOPOBAHHS
Mae He3BUYaiHMN X-34eIUICHHH CIIOCIO YCIIaIKyBaHHS, 10 IIAIUTh
YOJIOBIKIB HOCIIB TIATOJIOTIYHOTO TeHy. TiTbKH TeTepOo3UroTHI >KIHKH 1
MO3ai9Hi YOJIOBIKH CXIUTBHI JIO IIHOr0 3aXBOPEOBAHHS Yepe3 Iependa-
YyBaHy KJIITHHHY iHTepdepeHLio. Ha cboroHimmiii 1eHb MoBioM-
JISIETBCSI TIPO HEBEJIMKY KUIBKICTh YPayKEHHX YOJIOBIKIB 13 TOMIOHNM
(eHoTHIOM (Y JliTepatypi OMMcaHo JeB’sITh BUnajkis). 227

SMC1A4 DEE moxe imityBatu knactepny eninerncito PCDH19
1 MOXe IMPOSIBISITUCS TPUBAJIMMH KJIacTepaMu MHOKHHHUX (o-
KaJIbHUX 1 TeHEepaJTi30BaHMUX HAIaiiB, CTINKNX JI0 IPOTHEIIICT-
TUYHOI Tepamii, 0 1HOJI TPUBAIOTh Kijbka 1HIB. HemosmisTa 3
LIUM PO3JIaJ0M MAIOTh TSDKKY €HIIE(aIoNarito pO3BUTKY Ta JIer-

Ki fucMopdivHi ocobmuBocTi.?®
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2] 'l i
Epilepsia
Memaboniuni ma inwi 1a60pamopHi 00CHIOHCEHH:
JKomumx xapakTepHIX MeTaOOTIYHUX MOPYIIICHD HE BHSBICHO.
Cunopom  Oeiyumy nepenocnuxa emokosu 1 (GlutlDS)
GlutlDS - 1e ckmamHIil HEBPOJIOTIUHUI PO37Tal, TIOB)SI3aHUI
3 HOUIAM PSZIOM HEBPOJIOTIYHHIX CHMITTOMIB, BKITFOYAFOUH CITi-
JITICIF0 PAHHBOTO JTUTSUOTO BiKY, PyXOBI PO3JIaJA Ta PO3YMOBY
Bigcramicts (Tabmurs 13).221° Emisernicis € HaROnMpeHiim
cuvrromoM GlutlDS Ta € MenmukaMeHTO3HO-PE3UCTEHTHOIO,
SIKIIO 11 He JIKYBAaTH 3a TOTIOMOTOIO KeTOTeHHOI jtieT.?! 213 CuH-

JIPOM TIOB>SI3aHUH 3 TTATOTCHHUMHE BapiaHTaMu B reHi SLC2A 1
(KOmye IEpEeHOCHHK TITFOKO3H |-T0 THITY), IO MTOPYIIYIOTh TPaH-
CTIOPT TITFOKO3M uepe3 reMatocHIedarianmii 6aprep.2”

Enioemionocia:

[epenbawaysana 3axBoproBaHicTs Glut1 DS, 1110 BUABIAETHCS K
eIIiIeTICist PAHHBOTO JUTSYOTO BiKY, CTaHOBHTH 1/24 000 HOBOHA-
POIIKEHUX; OHAK CHHIIPOM B IILJIOMY MO)Ke OyTH OLIBII IoIHpe-
HUM, OCKUTBKH Y OKPEMHX XBOPUX BiH MOYKE TIPOSIBIISITHCS ITi3HIIIIE
B JUTHHCTBI Ta 3 CHMIITOMAMH, BiIMIHHMMH Bif Hamazis. !

TABJUIA 13 Hiarvoctuuni kpurepii GLUT1DS

O00B’513K0BI KpUTEPii

Hananun Hanann, stki MOXyTb OyTH (hoKaib-
HUMHU a00 TeHepali30BaHUMHU, BKIIKO-
Yalouu abcaHcu (4acTo MOYMHAIOTHCS
y BiLli J10 3 poOKiB)

Hespostoriunuii orsiz

IHun pocniijkeHHs: Hanp., reHernd- IlarorenHwmii Bapiant SLC2A1

ABO
Huspkuii piBeHb IIIOKO3H B JIIKBOPi

HE Ta iH.

HATIIE 1 CIIBBIJHOIICHHS PIiBHS IJIIO-
KO3H JIIKBOPY J0 IVIIOKO3HU B IUIa3Mi*

Tlepebir 3aXBOPHOBBAHHS Tlopy1ieHHS iHTEIeKTy

Yu nompibna ona écmanosnenns diaznosy MPT abo ikmanvna EEI?

Ixkranena EEI He moTpiOHa Juisi BCTAHOBIICHHS 1arHO3y

Hs fiarHo3y HeoOxinHi gocmimkenss LICP

MPT ne HOTpi6H0 JJIs1 BCTAHOBJICHHS L[iaFHO3y, AJI€ HAIIOJICTJINBO PEKOMEHAYETHCS IJIsI BUKIIFOYCHHS THIIHX TIpUYnH

Cunopom 6e3 nabopamoprnozo niomeepdoicennsi: Y perionax 3 oomMexxeHuMu pecypcamu giarno3 GLUT1DS moske Oytu mocrasnenuii 6e3 nposeaenns EET, MPT
a00 reHeTHYHHX JIOCII/PKEHb y AiTel 6e3 3acTepeKHNX KPUTEPIiB, SIKi BiAMOBIZAOTh PEIITi 000B’SI3KOBUX 1 BUKIIOYHNX KITiHIYHUX KPHUTEPiiB. J{s BcTaHOBIIEH-

3acTepesxHi KpuTepii Kpurepii BUK/II04eHHS

BoruumieBi HEBPOJIOTriYHI CHMITOMHI

(xpim mapamniay Tomna)
[HIIA JTOKYMEHTAIBHO MiATBEPIKEHA
eTioJIOoris TinorTiKkoppaxii

Hamasu, 10 KOHTPOJIOIOTECS 3a J10-
[IOMOTOK) MPOTHENUICITHYHHX IIpe-
naparis

BigcyTHicTh MOKpamieHHs HamaaiB
IIPY BUKOPUCTAHHI KETOI€HHOI Ji€Tn
BincyTHicTb pyXOBHX PO3JIaJiB, TAKAX
SIK aTakcist, MapoKCH3MaJlbHa JIUCKiHe-
3is1, CIprYNHeHa ()i3MIHIM HaBaHTa-
JKEHHSM, THCTOHIsS

Kniniuna kapmuna:

Y HemoBAT MOXke OyTH 6arato pi3HHUX THIIB HamaiiB, aje
reHepalli3oBaHl HamaJy 3yCTpI4aroThCsl YacTiiie, HiK (Qokaib-
HI212Y Y Gynp-KOi AWTHHHM, SKa CTPAKJA€ HA CMiJenciroo i
pyXoBUil po3naj, CHifi PO3NISHYTH NUTAaHHS TPO HAsIBHICTH
Glut1DS.?"* B anamHe3i MOXYTb OyTH Hara i, HOB)s13aHi 3 roJIo-
JTyBaHHSAM a00 Ti, 0 TPATUIAIOTHCS PAHO BpaHIi. [HITIIMHA KITr0-
YaMH JI0 IOCTAaHOBKH JiarHO3y € CaKKaJu OISy OYi-ToJIoBa
(0 CKJIQIAIOTHCS 3 IIBUJAKUX PI3HOCIPSIMOBAHUX PYXIB OUei,
10 CYIPOBODKYIOTHCS PyXaMH TOJIOBH B OJHOMY HalpSIMKY) Y
paHHBOMY AMTHHCTBI Ta Mikponedanis (npucytns y 50% Bu-
naJikiB) abo ynoBuIbHEHHs pocty ronoBu.””213216 Jliaruo3 miz-
TBEPIUKYETHCS JTIOMOAITLHOIO ITYHKIIEIO, SKa BUSBIISIE HU3bKHI
PIBEHB TITFOKO3H B JIIKBOPi 3 HOpMaJIbHIUM 200 HU3BKUM BMiCTOM
JIAKTATy B JIKBOPI MiCJist 4-6-rOMMHHOIO TOJI0LYBaHHS [IPU HOP-
ManbpHOMY piBHI Tioko3u B kpoBi.?!” Tlpu GlutlDS 3HaueHHs
msToro nepreHtumo roko3u L{CP konuBatoTses B Mexkax 1,8-
2,9 MMOJIB/J1, @ 3HAYEHHS [DATOTO MEPLEHTUIIIO CITiBBiIHOIICH-
Hs nmroko3u B LICP i mna3wmi - B mexkax 0,41-0,510. 3a HassBHOCTI
BHCOKOTHUTIOBOTO (PEHOTHIY 3 MaToreHHUM BapianTtoM SLC2A 1
nroM0anbHa MyHKIisS Moxke He 3Hamobutucs.*® Tlpu eminerncii
3 mi3HIM movyatkoMm, noBys3aHo 3 GLUTI1DS, piBeHs miroko3u
B JIIKBOPI MOXe OyTH HE TAKMM HU3bKHUM.>'®

Ilepebiz 3axeoproanmsi:

Yacrora Hama/iB BapifoeThCS BiJ KUTBKOX Ha JEHB J0 KiJTBKOX

“PiBeHb IIIFOKO3U Yy JIIKBOPI MOYKe OYTH HE TAKUM HU3bKUM IIPH CIIJICNCii 3 Mi3HiM 1e6roToM, 1MoB’s13aH0i 13 cunapomom jedinuty GLUTI.

Ha pIK, 1 BOHH CTiHKi IO IPOTHENICNTHYHNX TIpenapartiB. Yacto-
Ta Hala B Ma€ TeHCHIII0 10 3HIDKSHHS ITi3HIIIe Y AUTHHCTBI Ta y
JIOPOCIIOMY KHTTI, KOJIM MIEPEBAKAIOYMMH O3HAKAMHU MOXKYTh OyTH
PO3yMOBa BIJICTAITICTh, PyXOBI MOPYILIECHHS Ta MirpeHb.”'*?!°Kero-
T'€HHa JII€Ta 3 aJIeKBAaTHUM KETO30M MOXKE ITOBHICTIO KOHTPOJIIOBATH
Harazy. Xo4a I Tepartisi MOXKe TOM)SIKIITHTH TTO/IaJIbIIIe 3HKEHHS
KOTHITHBHHMX 310HOCTEMN, Oararo Marii€HTIiB BCE K 3aJINIIAIOTHCS 3
PI3HUM CTYTIEHEM PO3YMOBOI BiICTAJIOCTI.

Hanaou:

['enepanizoBani Hamau 3a3BUyai OyBalOTh MIOKJIOHIYHI, Mi-
OKJIOHIKO-aTOHIYHI, TeHepalli3oBaHi TOHIKO-KJIOHIYHI, a TaKOXK
arumoBi abcancu abo abcaHCH 3 paHHIM MmovatkoM. it 3 paH-
HiMu abcancamu (y BiIli 10 4 pOKIB), AKi 9aCTO CYIPOBOIKY-
IOTHCSI MIOKJIOHIYHUM KOMIIOHEHTOM, IIOBHHHI OyTH 0OCTEXeHi
3a JIOIIOMOTOI0 JIIOMOAIBHOT MYHKIIIT Ta TEHETHYHOTO TECTYBaH-
us1.22 Kpim toro, GLUT1DS notpedye mudepeHiiitoi aiaruoc-
THUKH Yy OCI0 3 CIiJIeNCier0 3 MIOKJIIOHIYHO-aTOHIYHIMU HaraJa-
MH 200 METUKaMEHTO3HO-PE3UCTEHOI0 a0CAHCHOIO ETIiIIeTICi€l0,
0COOJHMBO 32 HASBHOCTI KOTHITWBHUX IMOPYIICHb. TaKoX TOBi-
JIOMJISTOCS TIPO €MUISTITUYHI CTIa3MH 1 TeHepaTi30BaHUN TOHI-
KO-KJIOHIYHUM emiIenTHYHi craryc.’!

EET:

InTepikransia EEIN wacto OyBae HopmasibHOO. IcHYIOTH 1es-
Ki JIOKa3u BiK-criemU(igHUX 3MiH: (hOKabHE a00 TeHepaTi30BaHe
YTOBUIGHEHHS (POHOBHX PUTMIB Y JUTHHCTBI 3/0€3 IepiomimyHu-
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MH IHTepPMITyIOuUMHU (POKATFHUMH a00 TeHepaTi30BaHUMHU CIIaii-
KaMH 1 XBWISIMHA. Y JIiTel cTapiie 2 poKiB CIIOCTEPIiraloThCs TeHe-
pastizoBaHi Craik-xBuii 4actotoro 2,5-4 I'i?!. V nesskux BUIaj-
Kax npe-npasgianbHi(niepes bkero) nopyuieHnst EET” MmoxyTts Oytn
TIOKpaIIeHi MiJ] 4ac 3anncy NMpH I'oyBaHHi, OCKUIBKH TIIIOK03a T1e-
perrHae remaroeHnedatianuii 6ap’ep, Takox ¢ponosi purmu EET
MOXYTh OyTH MEHIIT aHOMAJLHAMHE TTPH KETOTCHHIH Ti€Ti.

Heiipogizyanizayisa:

[Mpubnm3Ho y 25% mNallieHTiB CHOCTEPIraroThCsl MOPYILCHHS
HeWpOoBi3yalti3allii, BKIIFOYAIOYN TiNepiHTEHCUBHICTb Hi[lKipKOBI/IX
U-BOJIOKOH, POSIIMPEHHS TEPHBACKYIAPHUX HpOCTOplB B1px013a
PO3LIMPEHHsI IIUTYHOUKIB, 1 YIOBUTbHEHY JUIsl BIKy Mi€NiHi3aLi0
209223224 T]o3uTpOHHO-EMiCiiHa ToMorpadist 3 18F-ne30KkcHIroKo-
3010 MOYKE TTOKa3aTH CHeHU(idHy Bi3yalli3allifo, 0 BKIIOYAE 3HU-
JKEHUI CUTHAJI BiJl KOPY TOJIOBHOTO MO3KY, MO304YKa 1 Tajamyca 3
SIBHAM TIiBUIIIEHHSAM TIFOKO3HM B CMYTacTOMy TiJii.??

Tenemuuni ma inwi 0ocniodcenms:

AHaJti3 MOCITiJOBHOCTI TeHIB BHUSBIISIE TETEPO3UTOTHI 1 pifmie
peuecuBHi natorenHi Bapiantu B SLC241 B 81% -89% Bunan-
kiB.2® Ille 11% -14% Bumankis 3 genmemnismu abo JyTmITiKaris-
MU B IF'eHi MOXYTb OyTH BHSIBJICHI 32 JIOTIOMOTOIO MYJIBTHILICK-
cHoi ammumidikarii i xpomocomHoro mikpoananisy.”” Ilpu Bu-
COKO TIIJI03pUIOMY KITIHIYHOMY (peHOTHII, aje 0e3 MPOBeIeHHs
TFOMOATBHOT MyHKIIT Ta TEHETHYHOTO TECTYBaHHS, CITiJl PO3IIs-
HYTH MOXJIMBICTh IPOBEJCHHS 1HIIUX AOCIIDKEHB, BKIIIOYAIOUH
TECTH NOINIMHAHHS epI/ITPOLII/ITiB Ta BI/IMipIOBaHHﬂ HEepPEeHOCHUKA
DITFOKO3H THITY | Ha MOBEPXHI CPUTPOLUTIB.?>5%

Cunopom LlImypee-Bebepa (SWS)

SWS — e Bpo/pkeHni HEWPOILIKIpHUH CHHAPOM, KUl BU3HA-
Ya€eThCS aCOIalliel0 HAsIBHOCTI JIMI[HOBOT KaIMiIAPHOT MaIb(op-

L] L] "
Epilepsia 1=
Mallil, Ka Ha3UBAEThCS «BUHHOIO» POJMMOIO IUISIMOIO (pOoIrMa
ITaMa «IIOPTBEHHY»), 3 IMCHIATepalbHOIO JIENTOMEHIHTEab-
HOIO aHTIOMOIO Ta YacTOIO iCHIIaTepaIbHOI0 rayKkoMor. CHH-
JIPOM BUKIIMKA€THCS COMATHYHUMH aKTUBYFOUMMH MYTaIiSIMU B
TeHl TyaHIH-HYKJIeOTHI-3B’s3yrodoro Oinka ambda-q (GNAQ)
(Tabnuus 14).227 Tlporro3 SWS nyxe BapiabenbHHH 1 OB’ s13a-
HUH{ 3 TIOTeHLIHHUMH YCKJIAIHEHHSMH, SKi 9aCTO PO3BHUBAIOTh-
Csl B PaHHBOMY JAWTHHCTBI, BKJIIOYAIOYH CTIJICTICi0, BOTHHIIEBI
HEBPOJIOTIYHI MOPYIICHHS Ta rTaykomy.??8 JliarHo3 miaTBepIKy-
€THCSI TIPH Bi3yasi3allil TOJIOBHOTO MO3KY, 1110 TIOKa3ye mpsiMi abo
OITOCEPEAKOBaHI 03HAKH JIEITOMEHIHT€JIbHOT aHT10MH.

Enioemionocis:

3a omiHkaM#, 4yactora BHHUKHeHHS SWS CcTaHOBUTH BIJ
1/20 000 o 1/50 000 HOBOHApOMKEHNX. Y MAIIE€HTIB 3 MO0
«IOPTBEitHY» Ha 11001 Ta / a00 BepXHiil MOBILli PU3UK PO3BUTKY
SWS cranoButs 20-70%.7230

Kniniuna KapmuHa:

Hiarno3 SWS nifo3proeTbest Bipasy NMpH HAPODKEHHI Y -
T 3 MISIMOIO «ITOPTBEHHY» Ha 00IHMYYi, 1110 TOKpHBAE 1006 Ta/
a00 BEepxXHIO MOBIKy. PeTensHuil orsiy i JIiHiI€EI0 pocTy BOJIOC-
Csl € BXJIMBUM JUIsl BHSIBJICHHS OLJIbII TOHKUX ITOIIKO/DKEHb.
MPT i3 KOHTPAaCTHUM MOCHJICHHSM JIO3BOJISIE BUSIBUTHU JICHITO-
MEHIHrealbHy aHrioMmy y Bimi g0 3 micsuis.**! ¥V piakicHuX BHU-
aJikax JIMIbOBI aHTIOMHU MOXYTb OyTH BiJCyTHIME. >

Hananu 3a3Bu4aif € mepuriM mposiBOM, Bpakarodu Bif 75 10
85% mamieHTIB y cepesHbpoMy BiLli 6 MicsiniB.** Takox MOBigoM-
JISLTOCS TIPO TIOOAAMHOKI BUIA/IKK 3 TIOYATKOM HaIaJliB y 3pliioMy
Biwi.>** Kpim eminencii, y 40%-60% namientis i3 SWS po3susa-
€ThCS TNIAYKOMA 3 PU3UKOM PAHHBOTO MOTIPIICHHS 30Dy. »*

TABJAUIS 14 Jliarsoctuuni kputepii cunapoma lltypre-Bebepa

O00B’s13K0Bi KpUTepii

3acrepe:kHi KpuTepii Kpurepii BUK/II0YeHHS

Hamann DoxkanbHi MOTOPHI a00 BEreTaTHBHI Hamagy 3 MOPYILICH-
HSIM YCBIJIOMIICHHSI a00 0e3 HbOTO, SIKi MOXYTh PO3BH-
HYTHCBH Y JBOCTOPOHHI TOHIKO-KJIOHIYHI Hamaau
EEl Iurepixransua EEI': BigcyTHiCTh acCHMETPHIHOTO (HOHY

Hesponoriu-

31 3HIKEHHSIM HAIPYTd Ta yHOBUILHEHHSIM B ypaKeHiit
MIBKYJTI

BincyTHicTh KaninsgpHOi reMaHrioMu o0aMYus, sika Bpa-

HUI OIS
Bisyauizamis MPT 3 nenToMeHIHreaaIbHUM MMOCUIICHHSIM CBIUUTB MPO
JICITOMEHIHTeaIbHy aHI10MY, 3T0IOM PO3BHBA€THCS Kamlb-
mudikaris Kopu Ta ocepeaKoBa rnepedpanbna arpodist
Tlepebir

3aXBOPIOBAHHS

Kae iepmarom V1

BincyTHicTh aHOMAIIIH IIPH HEBPOJIOTIIHOMY OOCTEKEH-
Hi (IOpYLICHHS MOXYTh OyTH OOMexeHbl Jedimurom

TIOJISE 30PY).

BizcyTHICTh pO3yMOBOT BIICTAJIOCTI - BiJT JIETKOT /10 TAIMOOKOT

Yu nompibna 015 6cmanosienns oiacnozy MPT a6o ikmanvia EET?

Jlnst BeraHOBIGHHS fiarHo3y noTpiono MPT. 3minu MoxyTs OyTH xye He3HauHHMHU a00 BincyTHi Ha MPT 1o 2-MicsS9HOrO BiKy.

Ixkranpha EEI" He moTpiOHA /11l BCTAHOBJICHHS A1arHO3y

Cunopom be3z nabopamopnozo niomeepodicennsi: Y perioHax 3 ooMexeHUMH pecypcamu cuuapom lltypre-BeGepa moxe OyTn HMOBIpHO piarHocToBaHHMil Oe3

nposenensst EET" a6o MPT y ocib 6e3 3acTepexHHX KpHTEpiiB, sIKi BIANOBIJAIOTE yciM iHIINM 000B’SI3KOBHM KITiHIYHUM KPUTEPisIM

Ilepebie 3axeoprosanisi:

[epebir 3axBoproBaHHSI JIy)Ke DPI3HOMaHITHHMH, aje 3a3Ha-
Ya€eThCsl MPOTPECYIOUNH XapaKTep 3 BIK—3aJI)KHUMHU HEBPOJIO-
TYHUMU ITposiBaMH. PaHHI NpOsSBU B pPaHHBOMY JAWTSYOMY Billi
BKJIFOYAIOTh EMUIEINCio, reMinapes, 3aTpUMKY ICHXOMOTOPHO-
r'O PO3BUTKY Ta 1HCYABTO-NOAIOHI emizonu. [li3Himi o3HaKu Ta
CUMIITOMH Y IIKIJIBHOMY Billl BKIIFOYAIOTh TOJIOBHI 00JI1, TPYAHO-
11l Yy HAaBYaHHI Ta MTOBEAIHKOBI pobieMu. Y 3piioMy Billi NCH-
X14HI PO3JI1a/iv, BKIIIOYAIOUH ACTIPECito, MOXKYTh OyTH 3HAUHHMH,
a eMUICTICIs Ta IHCYJIBTOMOMIOHI €Mi301 MOXKYTh TPHBATH TIPO-
TSITOM YCBOTO JKUTTSI.

Panniii moyarok Hamanis (y Biui 1o 12 MicsIiB), BUCOKa Yac-
TOTa HamaJiB Ta MEIMKaMEHTO3Ha PE3UCTEHTHICTh € HAOUIbII
HATIHHUMH MPEIUKTOPaMH HECHPHATIMBOIO pe3yibrary.??*2
Benmke oqHOCTOpOHHE a00 JBOCTOPOHHE BHYTPIMIHBOYEPEII-
HE Ypa)XCHHS acOIIOETHCS 3 OLIBII paHHIM MOYATKOM HAarasiB
1 TIpIIUM KOTHITHBHHAM PO3BUTKOM B ITIOPiBHSHHI 3 OTHOCTOPOH-
HBOTO JIEITOMEHIHT€ATBHOI0 aHTi0M010.23 TIpexipypriuna orriH-
Ka Mae OyTH MpOBe/IeHa y TALIEHTIB 3 OTHOCTOPOHHIM 3aXBOPIO-
BaHHSIM, SIKi € Pe3UCTEHTHUMH JI0 JTIKapChbKHX 3ac00iB.>*

Hanaou:

Teprui Hamau 3a3Bryail € GOKATLHUMI MOTOPHUMHE.?’ TakoK
4acTi (poKanbHI BETeTaTHBHI HAITAIU 3 PI3HAM CTYIIEHEM MOPYIIICH-
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PUCYHOK 9 EEI' autunu 2 % pokiB i3 cunapomom IlItypre-BeGepa, 3 senTomMeHiHreaqbHOI0 aHTIOMOIO, 110 Bpa3u-
JIa JIiBY MIBKYJIIO. 3BEpHITh yBary Ha BiTHOCHE NPUTHIYEHHS JiBOI MiBKYJIl (BUIJICHO CIPHM KOJILOPOM) 13 3MEHIIIEHHSM KiJIb-
KOCTI cCOHHUX BepeTeH (A). CriocTepiraiucs 4acTi CyOKITIHIYHI Hana M, 0 BUHUKAIOTh Yy JIiBiH 3a1Hil AustHOi (cTpinka) (B)



ZUBERI ETAL.

Hs yeBimomiteHHs1.>*® Haram MoXyTh OyTH JieZIBE TIOMITHHUMH, i X
LIBUAKE PO3MI3HABAHHS € BKJIMBUM, OCKUIBKH 9aCTO MOXYTb BH-
HUMKaTH TPUBAJII Hamamy i eminentuaauii craryc.?y’ [pubansHo B
30% BumaKiB HaMa M MOXKYTh IOYATHCS 11T Yac (heOPHUITBHUX elTi-
3071iB 1 iCHYE€ MiJIBUIIICHA CIIPUHHSTIMBICTD 10 (heOpMIIbHO- 1HTyKO-
BaHUX HaMa/iB, B Oyab-skoMy Billi.”’ Takox MOBIIOMIISIIOCS PO
iH(aHTUITRHI CTIa3MH, MIOKJIOHIYHI aTOHIYHI Ta TelTacTUYHI Hama-
1.2 OIIMPEHNM SBHILEM € KJIACTEPHI HaIlaIu ITiC/Is TPUBAJIOrO
6e3cymomHoro nepiony (40% Bunaxis). 382

Yepes BUCOKY YacCTOTY Harla/liB 3 paHHIM ITOYaTKOM Ta iX I10-
TEHIIHHUN MIKIUIMBUH BIUIMB Ha MO3OK, 1110 PO3BUBAETHCS, Pe-
KOMEH/IYEThCS HaBUATH OaThKIB PO3Ii3HABAaHHIO HAIaiB Ha
paHHI cTanii Ta iIHANBIAYaIbHUM IUIAaHAM T Y HaJ3BUIaHNX
CUTYAIliSIX, BKIIOYAIOYN BUKOPHUCTAHHSA PATYBalbHOI OeH30ia-
3€MiHOBOI Tepartii.?*

EET:

Juns EET” xapakTepHO acCUMETpUYHE 3HUKEHHS BOJIBTAXKY Ta yTIO-
BinbHeHHs (DOHY B ypakeHiii miBkyii (PucyHok 9).2! OnHak npots-
TOM TIEpITIOTO POKY JKUTTS (DOHOBA aKTUBHICTH MOKE OyTH HOpMAaITh-
Hoto. [HTeprKTaNbHI eminenTidOpMHI aHOMAJii MOXKYTb 3’ SIBUTH-
Csl Mi3HIIIE 1 CKIIAIAaTHCS 3 TOCTPUX (POKATBHUX XBUJIb 200 4acThX
CIUIECKIB CTaiik-XBIUTh. > Taki iHTepiKTANBHI eninenTrhopMHi aHO-
MaJil JI0 TIOYaTKy HaraJiB MOXyTb OyTH KOPUCHHM MapKepoOM JIs
BUSIBIICHHS NALIEHTIB 3 SWS 3pH3HMKOM PO3BHUTKY EIIETICHi.

IkTanbHA aKTHBHICTH BapiIOETHCS B 3AJICKHOCTI Bil BOTHHINA
Harany.

Heiiposizyanizayis:

MPT roj0BHOrO MO3KY 3 KOHTPAaCTHUM IiJICHJICHHSIM M-
TBepKye niarHo3 SWS numixoM mpsmol Bisyasizamii JenTo-
MeHiHreansHoro TocwieHHs (Pucynok 10). BusBieHHs Moxke
OyTH CKIIQJHUAM 3aBIaHHAM Yy MaJeHbKHUX HiTed. [HI o3Hakm
Bisyasizarlii, Taki sIK 301TBIICHHS IMCHIATePaIbHOTO CYAHHHO-
O CIUIETeHHSI, 301IbIIIeH] TPAHCMEAYJISIPHI BEHH Ta 3MEHILICHHS
o0csry 01101 peuoBUHH B pexuMi T2 MOXyTh JOOMOTTH BCTa-
HOBUTH JiarH03.”! 3rofioM 3)SBISIOTHCS KIbIU(IKaTH KOPH Ta
nepebpanbHa arpodis.

Tenemuune oocnioocenns:

[30mp0BaHa BHHHA TUIIMA «MOPTBEHHY» Ta SWS MaroTh 3a-
rajbHy FeHETHYHY €TIOJNOTiI0- HEIIOAaBHO iJIeHTH(IKOBaHUH Y
reHi GNAQ comati4HUi MO3aidHU# TaTOTeHHU# BapiaHT.”’

Tenacmuyni Hanaou npu cinomanamiuuiu eamapmomi
lNmoTamamiuHi ramMapToMu - Ay)Ke PiIKiCHI, BPOIKEHI, He-
IMyXJIMHHI YPa)KeHHS, SIKi, SIK TPaBUIIO, BUKJIMKAIOTh TeIaCTHIHI

. .
Epilepsia -
(emizomm cmixy Oe3 BecenmomriB) abo, piamnie, TAKPUCTHIHI (TUTa-
4i) Hama1aMu, SIKi 3a3BUYail MOYNHAIOTHCS B AUTHHCTBI 200 paH-
HboMy guTuHCTBI (Tabmuust 15). MoxyTh po3BuUBaTHCS iHIII
TUITU HAMaJiB, BKIFOYAI0YH (OKATbHI MOPYIICHHS YCBIIOMIICH-
Hs1 a0 pi3HI TeHepai3oBaHi HamaIy, i 3r00M CIOCTEPIraeTh-
Csl IPOrpecyrode KOrHITHBHE IU1aTto ado perpec Ta nporpecyro-
9i TIOBE/IiIHKOB1 aHOMAJTi{, BKITFOYAI0YX IMITYJIECUBHICTD Ta arpe-
cito. Y NIesSKUX BHITQJKaX CIIOCTEPITaeThCs MepeIdacHe cTaTeBe
no3piBaHHs. [IpUCTYNH 3aIHMIIAIOTBECA PE3UCTCHTHUMHU O JTi-
KiB, ajJie CTaH MOXK€ 3HAYHO MOKPALIMTHCH MPH XIpypridvHOMY
BTpy4aHHi. PanHs Xipypriuna teparis Mae OyTH pO3IISIHYTa JUIs
KOHTPOJIII0 HamaiB Ta 3armo0iraHHs IPOrpecyrodoro 3HUKCHHS
KOTHITHBHHUX Ta MOBENIHKOBUAX (DYHKIIiH.

Enioemionocis:

B onHomy nociipkenHi Oyno 3aikcoBaHO MOMIMPEHICTH T'i-
MOTaJIAMIYHOT TaMapTOMH 3 TeJIACTUYHUMH Harazamu - 0,5/100
000 y miteii Bikom 10 20 pokiB.**

Kniniuna kapmuna:

[Touarox 3axBOpIOBaHHS MpPHUIIAJIA€ HA TEPIIAN PIK KUTTSI Y
~85% BunaakiB.>* Y MEHIIIOCTI BUIIAIKIB 3aXBOPIOBAHHS MOXKE
pO3MoYATHCS Y PAHHBOMY UM CEPEIHBOMY TUTSIUOMY Bilri.?*3243
CrareBa CXWJIBHICTB BiACyTHsI. HeBposoriuHe 0OCTeXEeHHS y
HOPMIi; OJIHaK IpH 3arayIbHOMY (Pi3MYHOMY OOCTEKEHHI MO-
)KyTbh OyTH BHSIBIICHI O3HAKU NIEPEIYacCHOTO CTAaTeBOro A03pi-
BaHHSI.

Ilepebie 3ax60pr06anHs:

Eminericisi, cipuuMHeHa raMapToMolo Tirorajiamyca, € pe-
3MCTEHTHOIO JI0 JIIKApChKHX IMpernaparis. Y OUIBIIOCTI BUIIAJIKIB
3T0OJIOM CIIOCTEPIraeThCs MPOrpecyBaHHs 3 PO3BUTKOM (hOKaib-
HUX HanaJiB 3 MOPYLICHHSM YCBIIOMIICHHS Ta FeHEPali30BaHUX
Harmais.>***’ YV neskux MaIieHTiB MOXYTh PO3BHHYTHCH TOHIY-
Hi, aTOHIYHI a00 aTWMOBI abCaHCH, XapaKTepHi UIsl CHHApPOMA
Jlennokca-I'acro. XipypriuHe JlikyBaHHsS TaMapTOMH TiroTrasa-
Myca, MOXKE MOM)SIKITUTH HECTIPUSTIUBHI PO3BUTOK 3aXBOPIO-
BanHs. KormituBHi (QyHKII 3a3BHYaii HOpMaJlbHI Ha ITOYATKY
HarasiB, aje 3roloM CIIOCTEPIraeThCsl YIIOBIIBHEHHS YH perpe-
Cist pO3BUTKY. Y HiTeH TaKOXkK MOXYTb PO3BHHYTHCS POTrPeCyo-
4i TTOBENIHKOBI MOPYIICHHS, BKIIOYAI0OYH arpeciio, IMITyIbCHB-
HICTb, TIIEPAKTUBHICTH Ta PO3JIaJ] Ay THCTUYHOTO CICKTPY.

Hanaou:

lenactiuni Hama M € XapakTepHUM 1 OOOB)SI3KOBHM THITOM
HamagiB JJs TIOCTAHOBKM IiarHo3y. BoHM croctepiratrotbes B
neOroTi emiencii 1 € KOPOTKOYaCHUMH, 1110 3a3BUYail TPHUBAIOTH
MeHIe | XBUIMHA.

PUCYHOK 10 MPT 12-micsgroro xiyomynka i3 cuaapomom LlITypre-Bebepa 3 nentoMeHIHrearbHOO aHTIOMOIO MPaBoOi
niBkyni. Y pexumi T1 (A) nmokaszana arpodist mpaBoi MiBKyJIi TOJIOBHOTO MO3KY Ta 30UIBIICHHS CYJMHHOTO CIUICTIHHS (CTPIIKA).
IocmigoBHicTs T1 3 ragomninieM (B) Ta MOCITITOBHICTD «BiIHOBICHHS- IHBEPCISD) 3 OCIAOICHHSIM CHTHANY Bif piguHU (FLAIR) 3 ra-
noniniem (puc. C) 1EMOHCTPYIOTH NOCHIIEHHs HAKOTIMICHHS TAI0JIHII0 B MCHIHTEaIbHIM O0OJIOHIII CIIpaBa Ta PO3MIUPECHHS IPABOTO CY-

JIMHHOIO CILICTIHHS (cTpinka).



ZUBERI ETAL.

*L Epilepsia

TABLE 15

O00B’s13K0Bi KpHUTEPIi

Hanaau TenacTuyHi Hamagd 3 MEXaHIYHUM
CMiXoM 0e3 BecesoIiB B HEAOPCUHii
cutyawii

EEI'

Bik nouarky

Po3BUTOK Ha MOYaTKy

Hesposoriunuii orsig

Bizyaunizaris T'amaproma rinoramamyca (Wit mig-
TBEPPKCHHS MOXKE 3HaJOOHTHCS IIPO-
BEJICHHS TOHKHUX 3pi3iB yepe3 001acTh
rimorangamyca)

ermi-

Hepe6ir 3aXBOPHOBaHHA MCIII/[KaMeHTO3HO-peBI/ICTeHTHa

JIeTCist

Yu nompibna ona écmanosenenns diacnosy MPT abo ikmanvna EEI?
J11st BcTaHOBIICHHS 1iarH03y MoTpioHo MPT

JliarHocTr4Hi KpuTepii reJacTHYHMX Halla/liB IpH rinotanamMiuHii ramapToMi

3acrepexni kpurepii Kpurepii BUK/IIOUeHHS
YacroTa HamaJiB — pijiie HiX I0/IeH-

Hi

InrepikranbhHa: [eHepanizoBane abo
(dokanpHe ymoBiTbHEHHs (oHY (32
BHHSTKOM 0€3M10CEPeIHOT0 MOCTIK-
TAJILHOTO IIepPiozy)

IxranpHa: [enacTHYHI HaAAN MOXYThH
He MaTH iKTansHoro kopemsary EET

ITouyaTtok 3aXBOpIOBAaHHS y BiLli >5 po-
KiB

SIBHA 3aTpPUMKa y PO3BUTKY Ha IOYaT-
Ky HamasiB

@DoxanpHi HEBPOJIOTIYHI CHMITOMU
(kpim napaniuy Tonna) abo reHepasi-

30BaHa TiMOTOHIS

BincyTHicTh HOBERIHKOBHX IOpY-
LICHb, BKJIIOYAFOYM arpecito, iMITyJb-

CHBHICTb Ta TiEPAKTUBHICTh

Ixramsuaa EET" He moTpiOHa 11 BCTAaHOBIEHHS AiarHo3y. KpiM Toro, mpy reracTHYHMX Hamagax Moxke OyTH BiICyTHIM ikTanpHui Kopenat Ha EET

Cunopom be3 nabopamopnozo niomeepodicenns: Y perionax 3 oomexxenumu pecypcamu HH-GS He Moxe OyTu miarnoctoBaHo 3a BincytHocti MPT, ockinbku re-

JIACTHYHI HaraJau MOXXYTb BUHUKATH 3 IHIIAX obJacTei MO3KY

BoHM cKIIagarThCs 3 MEXaHIYHOTO Ta HEBECENIOro CMIXY,
B HEJIOpEeUHill cuTyarlii. YCBiIOMJICHHS YacTO HE MOPYIIy€ETh-
¢ 1 MOCTIKTaJbHA CIUTyTaHICTh CB1IOMOCTI BigcyTHA. YacTo-
Ta HaIla1iB BUCOKA, 3a3BUYall JICKiJIbKa Ha JIeHb, MOXKYTb IPY-
IyBaTUCs KiacTepamu. lIpunaaku, Mo CyNpOBOIKYIOTHCS
JIUIIE TIOCMINIKOI0, ajie 0e3 XapaKTepHOro HEBECEIOro CMIXY,
HE € TeJIACTUYHHUMU HanaJgaMu. TakoK MOXKYTh OyTH JaKpuc-
THYHI Halagy, 10 XapaKTepU3yTbCsS CTEPEOTHITHOKO CIIbO-
30TE€YCI0, a TAKOXX XJIMIIAHHSIM, TpUMacaMu a0 KpHUKaMH,
0 HE BIAMOBiNarOTh cuTyamii. [loenHaHHS TeMacTHYHUX i
JMAKPUCTHYHHUX HAIaJliB B OJTHOTO i TOTO X MaIli€HTa 0COOIH-
BO HABOJWTH Ha AYMKY PO raMapToOMy rinoTtajiamyca. [Hmn
THIU HaNadiB, sKi MOXKYTh BHHHUKATH, BKIIIOYAIOTH (hOKaIIb-
Hi HamaJu 3 ceMiooriero 1000B0i a0 CKpOHEBOI YaCcTKH Ta,
B OKPEMHX BHUMAJKAX, CMUICNTHYHI cia3Mu. [1i3Hime y muTs-
YOMY Billi MOXKYTb PO3BHHYTHCS TOHIYHI Halagy Ta JPOII-a-
TaKH, a TAKOXK aTHITOBI aOCaHCH.

EET:

@doHOBa aKTUBHICTH 3a3BHYail HOpMajbHA. MiKNPHCTYITHI
PO3psAN 3a3BHYAH 3SBISIOTHCA MICIS NIEPioLy PAaHHBOTO JIHTS-
9Oro BIKY 1 CITOYAaTKy HaiYacTillle CIIOCTEPIraroThCsl y CKpOHE-
BHX 00TaCTsX, X04a MOXKYTh OyTH (POKaJTbHI CHIAWKH 3 OyIb-IKOi
obmacrti. Y mitei 3 iHQaHTHIFPHIMH CIIa3MaMH MOXKE CIIOCTEPi-
raTHCsI KapTHHA TiTicapuTMii.*

VY mi3HIOIOMY AWTHHCTBI, KpiM (QOKaTbHUX a00 MYIBTH(O-
KaJbHUX PO3PSIiB, MOKYTh BUHHKATH T€HEPaIi30BaHi ITOBLIb-
Hi KOMIUICKCH «CTaWK-XBIJIS», TEHEpai30oBaHI CHalku abo
«cnanK- XBUIIS».

[KTaNBHI 3aIUCH TelaCTHYHUX HaNaliB MOXYTh HE TOKa3yBa-
TH JKOIHHX 3MiH a00, HABIAKH, IIOKAa3yBaTH TOHKI Ta HECIELH-
(bivHI 3MIHH, TaKi K 3HIDKSHHS aMILTITYIH a00 3MEHIIICHHS Yac-

TOTH IHTEPIKTATBHAX CHaWKiB. [IpH CKaNbIIOBOMY 3aruci MOXe
3[IaTHCS, IO HAIMaAW JIOKAN3yIOThCSA Y CKPOHEBIii ab0 1000BiN
nurstaIi. OgHaK TIHOMHHI IEKTPOIU B TaMapTOMIi i ITBEPITh,
10 BOHA € BOTHHIIEM IKTAJIBLHOTO MOYarky,’** i taxum d9u-
HOM, XipypriuHe BTpy4aHHS Mae OyTH CIIpSMOBaHE Ha ramap-
TOMY, a He (DOKaIbHY PE3eKIil0 CKpOHEBOI ab0 1000B01 obac-
Ti. Y Ti3HIIOMY AWTHHCTBI y TAII€HTIB i3 TeHEpaTi30BaHUMHU
HaraJaMH CIIOCTepiraeThcsi reHepali3oBaHMi IKTaJbHUN 110Ya-
Tok Ha EEI.

Heiiposizyanizayis:

MarHiTHO-pe30HaHCHa ToMOrpadisi BUSBISE YTBOPCHHS 3
HiXKOI0 200 0e3 (Pucynok 11), sike po3TammoByeThCs MikK iH-
GyHIUOYIAPHOI HIKKOIO CHepeny Ta MaMMUIIPHUMH Tina-
MU 33axy.>’ Borauma 3a3Buvail i30iHTeHCHBHI a0 371€rKa Ti-
MTOIHTEHCHBHI 10 BiTHOIIECHHIO 10 cipol pedoBuHH mpu T1-3Ba-
JKCHOMY JOCIIKCHHI Ta TiepiHTEHCHBHI MpH T2-3BasKEHOMY
nochiokeHHl. BoHn 3a3BH4yail He MIICHIIOIOTHCS T Yac KOH-
TpacTyBaHHs. Y BHIAJKaX IiJ03pH Ha reJaCTUYHI HAITaJU CIIiJ
OTPHIMATH TOHKI 3pi3H Uepe3 TinoTalaMivuHy TiUITHKY.

T'enemuune oocniodcenns:

BinpiiicTe BUIAAKIB MalOTh crnopaiuyHuii xapaxrep. [lpu-
6mm3HO y 5% BumankiB cnoctepiraetsest cuaapom Ilamicrepa
Xosma 3 maroreHHUM Bapiantom GL13.2!

Jughepenyiiina diacnocmuxa.

lenacTnyHi Hamagy He 3aBXKIU OB sI3aH1 3 raMapTOMaMH Ti-
rmoTajaMyca i MOXKYTh BUHHKATH 3 1HIIUX BOTHUIN (Hali9acTimie
CKPOHEBHX Ta J000BUX). Y MaIieHTIB O0e3 raMapTOMH TiloTana-
Mmyca caig npoectd MPT 3a mpotokosioMm eminerncii st BUsB-
JICHHS {HIIMX CTPYKTYPHHUX ypakKeHb.

Ckaiaoni cmepeomunii.

[H}aHTHIIEHA CAMOCTUMYIISAIIIS.
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PUCYHOK 11 3pisu MPT T1 - akcianbuuii (A), koponanbnuii (b) 1 caritansauii (B), 1110 MokasyoTs ramapToMy rimno-
Tajamyca y 6-pi4HOl AMTHHU 3 TeJIACTUYHUMH CyJoMaMu. bia crpiika BKazye Ha HIXKKOIIOJIOHY raMapToMy, sika BUCTYIIA€
y cynpaceiuspHy uctepHy. CUrHaia raMapTOMHE € 1301HTEHCUBHUM a00 TPOXH TiITOIHTEHCHBHUM I10 BiJTHOIIICHHIO JI0 Cipol
pedoBuHu npu T 1-3BakKeHUX IOCITIKEHHSX. 3eieHi JiHii Ha (C) e npomersamu ITIATOTOBKH JUIS JIa3epHOT aOIsiiii raMapToMu

3| OBTOBOPEHHS

[Tpn BU3HAYECHHI CHHIPOMIB enisierncii y HOBOHAPOPKEHUX Ta
HEMOBJISIT MU (DOKyCyeMOCS Ha €JIEKTPOKIIIHIYHIA KapTHHI 3 pe-
TEJILHUM onucoM Tuny(iB) Hamamy(iB), 3HAUYIIUX TOTIEPEIHIX
YMHHHUKAX, Pe3yJbTarax HEBPOJOTIYHOTO OOCTEXKEHHs, HasBHIN
KOMOPOI/THOCTI, @ TAaKOXK IHTEPEKTAIbHUX Ta IKTAJIbHUX I1aTep-
Hax EET. Mu criofiBaeMocs, 1o 11s Kiracudikariist Oyie akTyaib-
HOIO JIUTSI BCIX KJIIHIIMCTIB, HE3aJIEKHO BiJ] JOCTYITHUX PECYpciB
OXOPOHHM 37I0pOB>SI. X04a 4aCTKa HEMOBJIST 3 BiZIOMOIO €Ti0JIOTi-
€10 30UIbIIYETHCS, 0araro BUMAJIKIB 3aJIMIIAETHCS 3 HEBIJIOMOIO
MIPUYMHOIO, aJIe BiJIIOBIIAIOTH KPUTEPISIM €MUICNTHYHOTO CHH-
JIpOMY, SIKHH HaJja€ JiKapsiM Ta CiM»sIM KepiBHHUIITBO II0JI0 ONTH-
MaJIbHOI Tepartii, BUSIBJICHHS CYITyTHIX 3aXBOPIOBAaHb Ta IIPOTHO-
3y.

PobGoua rpyma 3 Ho30m0rii moOaXxana BIAMOBHUTHCS BiJ €r1o-
HIMHUX Ha3B, 3a JCIKUMU BUHITKaMH. My BUpilmm 30epertu
KUTbKa CHHAPOMIB, BKItOUatoun cuHapoM Jlpase (abo CJI), ge-
pe3 MOBCIOJJHE BUKOPHUCTAHHS I[bOTO TEPMIHY y JOCIIKEHHSX,
TIOTOYHHX KJIIHIYHUX BUITPOOYBaHHSX, @ TAKOXK IPH po3po01i Ta
peectpanii opdaHHUX Ipenaparis.

MU npOINOHYEMO BHKOPHCTOBYBATH MHPO30pi TEPMiHHM, IO
ONHUCYIOTH KITiHIYHUK cTaH, Taki sk IESS. Busnawatoun cun-
JIPOM 32 XapaKTEepHUM THUIIOM HarajiB, MH TparHeMo 3a0e3-
MICYUTH PAHHIO JIarHOCTUKY Ta BIIMOBIIHE JiKyBaHHs. bara-
TO HEMOBJISIT HE BiJIIOBIIAIOTH MOBHIH Tpiajl cuHapoMy Becra,
OCKUIBKH Y HUX MOKe OyTH BiICYTHS TilicapuTMist abo perpecis
- ToMmy MU niporionyemo Tepmin IESS. Mix cungpomom Oxra-
XapH Ta paHHBOIO MIOKJIOHIYHOIO eHIle(aonari€lo iCHy€ eJeK-
TPOKJIIHIYHA CXOXKICTh, TPUIOMY OOHJ[BA CHHAPOMH MaIOTh 3a-
rajbHy TEHETHYHY Ta CTPYKTypHY eTiosnorito. Kpim Toro, 6araro
HEMOBJISIT HE BiJIIOBIIAI0TH KPUTEPISIM XKOJHOTO 13 CHHAPOMIB,
IO MiJIKPECIIOE MHUPOKUI criekTp mposiBiB y pamkax EIDEE.
Taknum unHOM, Hama pododa rpyna od>eHaNa 0OUIBa CHHIIPO-
MU B oiuH cuHapoM i Ha3Boro EIDEE.

Mu npuBenH Hally HOMEHKJIATYPy Y BiIIOBIIHICTB /10 MOTIe-
peaHix 3ycunb 3 kiacudikanii. Ha3eu CHHAPOMIB, 0 MICTSITh
Taki TePMiHHU, SK BakKka (Ba)kKKa MIOKJIOHIYHA CIICTICIS B JTU-
THHCTBI), 37I05IKICHA (3JI0SIKICHI MIrpyrodi napiiaiabHi Hamaay B
JIUTUHCTBI) Ta JOoOposikicHa (100posKiCHI HEOHATaIbHI Halaan),

Oynu 3MiHEHi BiAMOBIAHO 10 ocTaHHBOI Knacudikarii.> Anano-
TiYHO TEpPMiH «mapliiaibHi Hamaany» OyB 3aMiHeHHE Ha «do-
KanbHi Hanagu». 11100 yHUKHYTH TUTyTaHHHU MiX THITAMH Ha-
MaJIiB Ta CHHIIPOMOM EIILICTICIT, MU 3aMIHWINA TEPMIH «CYIOMI
Ha «EMUIETICIIO» B IEIKUX CHHAPOMAX, TAKUX SIK CAMOOOMEKEHa
HeoHaTallbHa erinercisi. KpiM Toro, ocKuUIbKH TiJbKH CIMEHHHN
aHaMHe3 po3pizHse cimeitny Ta Hecimeliny SeLNE Ta SeLIE, mu
00’enHaNM X pa3oM, BUKOPHUCTOBYIOYH TepMiH «CamMooOMerxe-
Ha (cimMeliHa) HeoHaTalbHa eninerncis» Ta «CamooOMexeHa (ci-
Mei{Ha) enuIencis paHHOTO AUTSIYOTO BiKy», IO JIO3BOJISIE BH-
KOPHCTOBYBATH TEPMiH «CIMEHHa» Jie 11e HeOOXiIHO.

Hapermti, Mu BBOIUMO KOHIICTIIIIFO €TIOJIOTIYHO CIICIU(iy-
HUX CHHJPOMIB JUISl TIEBHUX T€HETHYHMX Ta CTPYKTYpPHHX €Ti-
oJoriit. [eHeTHYHI BIIKPUTTS JO3BOJIIN BUIUIHTH HOBI CIICK-
TPOKJIIHIYHI CHHJPOMH, TakKi K KinactepHa eminernciss PCDHI19
i CDKL5-DEE. Erionoriuno crienuiyai CHHAPOMHU CIPUSIIOTH
MIBHAKINA JIArHOCTHUI[ Ta ONTHUMI3AI{il MEIUYHOI JOIOMOTH, a
TaKOX 3a0e3MeUyIOTh TOTOBHICTh J0 JOCITIKCHb MPEIU3iHHOT
(Tounoi) MmequuMHN. BpaxoBytoun pylHHIBHI HACIiIKN 0araTbox
JUTSYUX EIIENCIiH, IIBUIKA €TI0N0riyHa JIarHOCTHKA Ja€ Ha-
JIif0, 110 HOBI TOYHI METO/H JIIKYBaHHS ITOKpAIaTh JOBrOCTPO-
KoBuit mporHo3. [Iporpec y 1iii ramysi 3aJeKUTh HE TUTBKH BiJ
JIOCSITHEHb y Tajly3i TeHeTHKH, Bidyauizamii Ta iMyHosorii, a i
BUMarae BiJ{ KIIHIIIMCTIB PETENILHOTO ()eHOTUITYBAaHHS €IEKTPO-
KIIHIYHUX Ta BIKOBHX OCOOJHMBOCTCH Ta JOBTOCTPOKOBOTO pe-
3yJIBTaTy y JUTEH 3 eIiIeNCi€l0 Y paHHbOMY Billi.
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