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BBEAEHUE

AnunenTuyeckne MpUCTynbl, NPOABASIOWLMECS CYAO0POraMu, §B-
na0TC Hanbonee pacnpoCcTpaHeHHbIM HEBPOIOrMYECKUMM pacCTpo-
CTBOM B HEOHaTaNbHOM nepuopje W MnajeHyectse (C Hayanom
B BO3pacTte A0 2 neT). B OCHOBHOM OHW BbI3BaHbl TSXKENbIMU Hapy-
weHmamm LLHC. Mx BO3HMKHOBEHME MOXET paHHUM MPU3HAKOM OC-
HOBHOro 3aboneBaHus.

B yuebHO-MeTOpMYEeCKOM nocobum ByayT paccMOTpeHbl BOMPO-
Cbl COBPEMEHHOM KNAacCUPUKaALMK, KNUHUKK, OUMATHOCTUKM U Neve-
HWS  3NUNENTUYEeCKUX CUMHOPOMOB NEepuMofa HOBOPOXKAEHHOCTU
W MNageHyecTBa.



3Tonorna asNUNENTUYECKUX
NMPUCTYNOB NEPUOOA
HOBOPOXAEHHOCTH

N MNAOEHYECTBA

Hanbonee pacnpocTpaHeHHbIMU pPacCTPOMCTBAMU, MPUBOASLLA-
MU K OCTPOMY MOBPEXAEHWUIO FOIOBHOMO MO3ra, U NPOSIBASHOLLMUMUCS
B BMAE CYLOPOr Y HOBOPOXIEHHbIX, SBASHOTCS MMMNOKCUYECKU-ULLE-
Muyeckas aHuedanonaTus; UIWEMUYECKUIA MHCYNLT, BHYTpUuepen-
HOE KpOBOMU3NUSAHWE; MHBDEKUMU; MHTOKCUKALMS; 3SNEKTPOSIUTHbIE
“ MeTabonnyeckme HapyLleHus.

ITMONOrUa 3aBUCKT OT TOTO, ABNSIETCS JIM NALMUEHT AOHOLIEHHbBIM
WU HeLOHOLIEHHbIM HOBOPOXAEHHbIM. B nepBoli rpynne Hanbonee
YaCcToM NPUUYMHOM SBASIETCS TUMOKCUMYECKU-ULEMMYeCcKas sHueda-
oNaTMs, MIIEMUYECKUI WMHCYNbT, TPAH3UTOpHble MeTabonuyeckue
M 3NEKTPONUTHbIE HAPYLUEHMUS, UHDEKLMU, BPOXAEHHbIE MOPOKM
passuTtna LUHC, cuHOpOMbI reHeTnyeckon anunencum (Hanpumep,
[oBpoKayecTBEHHble CeMelHble HeOHaTalbHble MPUCTYMbl UK
BPOX/AEHHbIE HapyLLueHMs 0OMeHa BeLLecTB).

Bo BTOpOM rpynne Hanbonee pacnpocTpaHeHO BHYTpUYepenHoe
KPOBOM3/IUSHME.

NMeeTcs koppensuus Mexay HWU3KMM recTalMOHHbIM BO3pac-
TOM, HW3KOM MacCCoM Tenla Npu poXXAEeHUU U BO3HUKHOBEHWEM CYA0-
por y HoBOpOXAeHHbIX. CyliecTByeT B3aMMOCBSA3b MeXAy HeLOoHO-
WEeHHOCTbI, NOBPEXAEHWEM FOIOBHOMO MO3ra U BO3HWKHOBEHMEM
HeoHaTaNlbHbIX MPUCTYMOB.

Cynoporu Takxe MoryT 6bITb TPU3HAKOM He3penocT Mo3ra Mna-
[eHLA, KOTOPbIM XapaKTepusyeTcs Hannumem cneumduyecknx dak-
TOpOB, YCUAMBAKLMX BO3BYXKAEHWE M YMEHBLUAIOLLMX TOPMOXKEHME.

TpaAUUMOHHO CMHAPOMbI B OCHOBHOM OMNpefensiincb 31eKTpo-
KIMHUYECKUMU OCOBEHHOCTSIMM, OLHAKO B NOC/ieaHWe [Ba LecsTu-



NEeTUs OTKpbITUE aCCOLLMMPOBAHHbBIX C 3MUIENCUEN reHOB NO3BOIUIO
U3yunuTb TPYMnbl Cy4aeB € obuieirt reHeTMyeckow stmonoruen. lo-
SIBUNUCb MOC/IeLOBaATeNbHblE 3NEKTPOKANHUYECKME (EHOTUMbI, Ha-
npumep, CDKL5, MeCP2, PCDH19, STXBP1. KpoMme Toro, HekoTopble
CTPYKTYpHble, MeTabonuyeckme, UMMyHHblE U MHDEKLMOHHbIE HO30-
NOrnyeckne eguHuLLbI TaKKe MMEIOT XapaKTepHble 3N1eKTPOKANHUYe-
ckne deHotmnbl. CnenoBatenbHo, anuaencum, obycoB/IeHHble cne-
UMBUYECKON FeHETUYECKOM, CTPYKTYPHOM, METaBONNUYECKON, MIMMYH-
HOM MU MHDEKLMOHHOW 3TMONOTUEN, TAaKKe MOTYT COOTBETCTBOBATb
KpUTEPUSM CUHAPOMA, KOTAA OHM CBSA3AHbI C 31EKTPOKIMHUYECKUMU
0COOEHHOCTAMU M MMetT nedebHble M NPOrHOCTUYECKME MoCnes-
CTBUS.

B HacToqwee BpeMsi MMeeTCs TEHOAEHUMS COBMECTHOrO BKJIO-
YeHus 3TUONMOTUM U 3INEKTPOKJIMHUYECKMX MPU3HAKOB B OCHOBY
KnaccuduKkaumMm 3nunenTuYeckux CUHAPOMOB. JTO MO3BONSET WUC-
Nnonb30BaTb METOAbl FEHHOW Tepanuu U Noadupatb cneumduyHble
QHTUNPUCTYNHbIE MeaukameHTbl (AMM) ang neyeHus onpenenex-
HbIX CUHAPOMOB.

CornacHo knaccudukaumm ILAE [23], cneumdnyecknmMm cuHapo-
MaMu C 0ebToM B nepuos HOBOPOXAEHHOCTU UMM MNafleHYecTBa
SABNAKOTCA:

— KCNQ2-3BontOUMOHHAs M 3nunenTuyeckas 3Huedanonatus/
KCNQ2-developmental and epileptic encephalopathy (KCNQ2-DEE)

— lMupupokcnu-3asucumasn (ALDH7AL) 3BontouMOHHAs M 3nu-
nentuyeckas 3Huedanonatus/Pyridoxine-dependent (ALDH7A1)
developmental and epileptic encephalopathy (PD-DEE)

— Mupuaokc (am) uH 5» -dpocdat (PNPO) -pedurunTHas asonto-
LUMOHHas M 3nunenTtuyeckas 3Huedanonatus/Pyridox (am) ine 5'-
phosphate deficiency (PNPO) developmental and epileptic
encephalopathy (P5PD-DEE)

— CDKL5-3BontoumoHHas 1 anunentuyeckas sHuedanonatus/
CDKL5-developmental and epileptic encephalopathy (CDKL5-
DEE)

— lNpoTokaprepuH 19 knactepHas anunencus/ Protocadherin
19 clustering epilepsy (PCDH19 clustering Epilepsy)



— CuHppoMm  peduumta nepeHocumka rokosbl  1/Glucose
transporter 1 deficiency syndrome (GLUT1DS)

— Cunppom LUtypre-Bebepa/Sturge-Weber syndrome (SWS)

— lenactuyeckne cypoporn € rmnoTanamMmnyeckor raMaptoMoin/
Gelastic seizures with hypothalamic hamartoma (GS-HH)

Yumcno pacnosHaBaeMbiX CMHAPOMOB, ONpeaensieMbiX STUONOMU-
en, byaeT yBeNMUMBATLCS M OXMAAETCS AaNbHeNLIee pa3BUTHE COOT-
BETCTBYIOLLMX METOJ0B JIeYEHUS.



KNACCUDUKALINA
SMUNENTUYECKMX CUHAPOMOB
NEPMOOA HOBOPOXAEHHOCTU
M MNAOEHYECTBA

Mopn anMnenTUYecKUM CUHAPOMOM, COMMACHO OPULMANBHOWM NO-
3uumm ILAE B 2022 1. [22], nogpa3symeBaeTcs: « IMNUMYHOE COYeTaHue
NpU3HaKoB, 00YCNI0BNEHHbIX KOHKPETHOM NMPUYUHOWM».

B HeoHamansHoM u MadeHYyeckoM 603pacme BblLENATCs cne-
Oytolme CUHLPOMBI:

1. ®okanbHble 3NUNenTUYeCcKne CUHAPOMBI

— Camokynupytowanca (cemeriHas) HeoHaTanbHasg 3anunencus/
Self-limited (familial) neonatal epilepsy (SeLNE)

— Camokynupylowascs (cemeliHas) mMnageHyeckas anunencus/
Self-limited (familial) infantile epilepsy (SeLIE)

— Camokynupyowancs (cemeriHag) HeoHaTanbHas M MiageHye-
ckasa anunencus/Self-limited (familial) neonatal and infantile
epilepsy (SeLFNIE)

2. [eHepanu30BaHHbIe 3NUNENTUYECKUE CUHAPOMBI

— MuoknoHnyeckas anuMnencus MmnageHyectsa/Myoclonic
epilepsy in infancy (MEI)

3. dnNunenTuyeckMe CUHAPOMBbI, UMeKLWMe YepTbl Kak dhoKasnb-
HbIX, TAaK U FeHepann30BaHHbIX (KOMOUMHUPOBAHHBIE).

— [eHeTnuyeckas anunencus ¢ GebpunbHBIMKM  Cya0pOramm
nntoc/Genetic epilepsy with febrile seizures plus (GEFS+)

4. dnunenTUyeckne CUHAPOMbI C 3BOSIIOLMOHHOM M/unu anunen-
TMYeCcKoW 3HuedanonatMen AU C NPOrpeccUpyroliMM HEBPOIOTU-
YECKMUM yXyALWEeHUEM

— PaHHAg mHbaHTUABHAg 3BOMIOUMOHHAA M 3NMAEnTMYecKas
s3Huedanonatus/Early infantile developmental and epileptic
encephalopathy (EIDEE)



— CMHAPOM MHDAHTUABHBIX 3NUAenTMYeckux cnasmos/Infantile
epileptic spasm syndrome (IESS)

— Cunapom [pase/Dravet syndrome (DS)

— Jnunencus MNageHYecTBa C MUIPUPYIOLLMMU (DOKANbHbIMU
npuctynamu/Epilepsy of infancy with migrating focal seizures
(EIMFS)

— CMHAPOMBI C 3BOMIOUMOHHOM W/MAM 3NUNENTUYECKOM 3HLEe-
danonatuen UM C NporpeccupyolliMM HEBPOIOTMYECKUM yXyaLle-
HWeM co cneumduueckom aTmonoruen

— KCNQ2-3BontoUMOHHas M 3nunenTuyeckas 3Huedanonatms/
KCNQ2-developmental and epileptic encephalopathy (KCNQ2-DEE)

— lMnupupokcuu-3asucumasn (ALDH7AL) 3BontoLMOHHAs M 3nu-
nentuyeckasn 3Huedanonatus/Pyridoxine-dependent (ALDH7A1)
developmental and epileptic encephalopathy (PD-DEE)

— Mupuaokc (am) uH 5» -dpocdat (PNPO) -pedurunTHas asonto-
LUMOHHas UM 3anunentuyeckas sHuedanonatus/Pyridox (am) ine 5'-
phosphate deficiency (PNPO) developmental and epileptic
encephalopathy (P5PD-DEE)

— CDKL5-3BonouMoHHas M anunentuyeckas sHuedanonatus/
CDKL5-developmental and epileptic encephalopathy (CDKL5-
DEE)

— MpotokagrepuH 19 knactepHas 3anunencus/ Protocadherin
19 clustering epilepsy (PCDH19 clustering Epilepsy)

— CuHppoMm peduumta nepeHocumka rokosbl  1/Glucose
transporter 1 deficiency syndrome (GLUT1DS)

— Cunppom LUtypre-Bebepa/Sturge—Weber syndrome (SWS)

— lenactMueckme cypoporu C runotanamMmyeckor ramaptoMomn/
Gelastic seizures with hypothalamic hamartoma (GS-HH)

PaccmoTpeHHble Bbilwe CMHAPOMbI TakxXKe rpynnupyloTcs no Be-
pOSITHOMY MPOrHO3Y Ha:

1. Snunencuu Nnpu KOTOPbIX BEPOSATHA CMOHTaHHAs peMUCCUS

— Camokynupytowanca (ceMeriHas) HeoHaTtanbHasg 3anunencus/
Self-limited (familial) neonatal epilepsy

— CaMokynupytowasca (ceMeiHas) MnageHyeckas snunencus /
Self-limited (familial) infantile epilepsy
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— Camokynupytowanca (ceMeiHas) HeOHaTanbHas U MNageHye-
ckas anunencus /Self-limited (familial) neonatal and infantile
epilepsy

— leHeTuueckas 3nunencus C  GebpunbHBIMKM - Cyooporamu
nntoc/Genetic epilepsy with febrile seizures plus

— MuoknoHuyeckas  anunencus  MnageHyecrtsa/Myoclonic
epilepsy in infancy

2. AnunenTuyeckne CUHAPOMbI C 3BOSTOLUMOHHOM U/MAu anunen-
TMYeCcKoW 3HuedanonatMen UAM C NporpeccupyroliuM HEBPOIOTrU-
YECKMUM yXyALEeHUEM

— PaHHAS MHGbAHTWABHAS 3BOMIIOLMOHHAA M 3NMNENTUYECKas
sHuedanonatus/Early infantile developmental and epileptic
encephalopathy (EIDEE)

— CMHAPOM MHDAHTUABHBIX 3NUIenTMYeckux cnasmos/Infantile
epileptic spasm syndrome (IESS)

— Cunppom [lpase/Dravet syndrome (DS)

— Jnunencus MNageHYecTBa C MUIPUpYLWMMKU HOKaNbHBIMU
npuctynamu/Epilepsy of infancy with migrating focal seizures
(EIMFS)

3. CMHApOMBI CO cneuuduyeckoi sTmonoruen

— KCNQ2-3BontoUMOHHas 1 anunentudeckas sHuedanonatus/
KCNQ2-developmental and epileptic encephalopathy (KCNQ2-DEE)

— lMupupokcnu-3asucumas (ALDH7AL) 3BontouMoHHas w 3nu-
nentuyeckas 3Huedanonatms/Pyridoxine-dependent (ALDH7A1)
developmental and epileptic encephalopathy (PD-DEE)

— Mupuaokc (am) uH 5» -dpocdat (PNPO) -pedurunTHas asonto-
LMOHHAs M 3nunenTuuyeckas sHuedanonatms/Pyridox (am) ine 5'-
phosphate deficiency (PNPO) developmental and epileptic
encephalopathy (P5PD-DEE)

— CDKL5-3BontoumoHHas 1 anunentuyeckas sHuedanonatus/
CDKL5-developmental and epileptic encephalopathy (CDKL5-DEE)

— lMpotokaarepnH 19 knactepHas 3nunencus/ Protocadherin
19 clustering epilepsy (PCDH19 clustering Epilepsy)

— CuHopoM  peduumTa nepeHocumka rokosbl  1/Glucose
transporter 1 deficiency syndrome (GLUT1DS)
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— Cunppom Ltypre-Bebepa/Sturge—Weber syndrome (SWS)
— [enactmyeckne cynoporu C rmnoTasiaMMyeckor raMapToMoit/
Gelastic seizures with hypothalamic hamartoma (GS-HH)
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®OKAJIbHbIE SNMUNIENTUYECKUE
CMHAPOMBI MEPUOLOA
HOBOPOXXAEHHOCTH

M MNAOEHYECTBA

CAMOKYTUPYIOLLIASCS (CEMENHAS)
HEOHATAJIbHAS 3MUNENCUS/SELF-LIMITED
(FAMILIAL) NEONATAL EPILEPSY (SELNE)

Onpepenexue

Camokynupylowasacs (cemeriHag) HeoHaTanbHas 3nunencus/
Self-limited (familial) neonatal epilepsy (SeLNE) — reHetuueckui
KJIMHUKO-3N1eKTpOo3HLedanorpad@uyecknii CMHAPOM, XapaKTepu3yio-
LMICA NOBTOPHBIMU OKaNbHbIMU MPUCTYNAMM, KOTOPblE MOTYT 3BO-
NIOLMOHMPOBATb B BunatepanbHble TOHUMKO-KIOHWYECKME NPUCTYb
Yy HOpMasibHbIX HOBOPOXAEHHbIX AETEW C XOPOLWMM AOATOCPOYHBIM
NMpOrHO30M.

Takxe, B nuTepaType MOryT UCMONb30BaAThCS CefytolMe Ha3Ba-
Hus:

— CamMoorpaHuumBarLlLascs (ceMeiHas) HeoHaTanbHas 3nu-
nencms

— [obpokayecTBeHHble ceMeliHble HeOHaTaslbHble NPUNAaLKK

— JlobpokayecTBeHHble ceMeliHble HEOHATasIbHble MPUCTYMbI

— JlobpokayecTBeHHble CeEMeNMHble HeOHATabHbIE CYA0pPOrn

— CamMoorpaHuuMBaloLLMeCcs HeEOHaTalbHbIe CYA0POru

— [obpokayecTBEHHbIe HEOHATaNIbHblE CYA0pOrK

— lNpwucTynbl NATOrO AHS

Knaccudpukauus

Boloenatrcs 2 TMNA CaMOKYMUPYHOLWeNcs HeoHaTalbHOM 3nu-
nencuu:

— Camokynupytowanca (ceMeilHasn) HeoHaTabHas anunencus
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— CamMokynupyowanca (HecemerHas, cnopajfmyeckas) HeoHa-
TanbHag anuiencus

Snuaemuonorus:

Mpepnonaraemas yactorta cocrasnset 5,3 Ha 100000 xunBopox-
Aexun [21]. O6a nona cTpagaloT 0AMHAKOBO.

3Ttnonorus

B nopaBnsitowemM GONbLIMHCTBE C/yYaeB BbISBASKOTCS MyTaluu
B reHe KCNQ2, natoreHHble BapuaHTel KCNQ3 1 SCN2A BcTpeuvatot-
cs ropa3po pexe. Cnopaguueckue cnyyan MoryT ObiTb ByClOBAEHbI
MyTauuamu de novo B TeX e reHax.

KnuHunueckune nposeneHus

bepemeHHOCTb U poabl y MaTepu pebéHka, Kak MpaBuno npore-
KaloT HOpManbHO. KnWHMYeCKui aHaMHes, CBUAETENbCTBYHOLMIA
0 BHYTPUYTPOBHBIX CyLOpOrax, HexapakTepeH.

Pasmep ronoBbl, HEBPONOrMYECKUIA CTaTyC, Ncuxodusmonoruye-
CKOe pa3BUTME HOBOPOXAEHHOIO B NpeLenax HopMbl.

MpucTynbl 06bIYHO HAYMHAKTCA MeXAy 2-7-M OHEM XU3HM, Ya-
CTO UMEeT HOKANbHO-KNOHMYECKMI MK HOKANbHO-TOHMYECKMI Xa-
pakTep, C BOBMIEYEHMEM MbIWL, NMLUA U KOHeyHocTel. [MockonbKy
MHOTME MPUCTYMbl HAYMHAKTCS HA NATbIA OEeHb XW3HM, paHbLie UX
Ha3bIBa/IM «NPUCTYNAMM NSTOrO AHSA». MOryT MOBTOPSATLCS B TEYEHUE
HECKOMbKMX YaCOB MW OHEeW, NporpeccMpoBaTb C U3MEHEHWEM na-
Tepanu3auuu, BOKann3aLmen, BereTaTMBHbIMU HapyLIEHUAMMU.

Mpuctynbl 06bl4HO Gonee MpoAOMKUTENbHbIE YEeM Bbi3BaHHbIE
MHCYNBTOM WMAW TUMOKCUYECKU-ULLEMUYECKMM NOBpeXaeHueM. Mo-
ryT BO3HMKAaTb B TEYEHUE HECKONbKMX YaCOB WM OHEN, NPpU 3TOM
HOBOPOXAEHHbIV BefET cebsi HOpPMaNbHO B MPOMEXYTKaxX Mexay
HUMKU. HeBponornueckui CTaTtyc mMexay npucTynamMu HOPMasbHbIN,
33 UCK/IIOYEHWEM HenocpeaCcTBEHHO MOCAEPOA0BOro nNepuoaa, uau
€C/I HOBOPOXAEHHbIN NONyYaeT YyCNOKOUTENbHbIE NeKapCTBa.

JOuarHocTuka

OuyeHb HU3Kas amMNAMTYAA aKTMBHOCTU I3[ y HOBOPOXAEHHbIX
CpaBHMMa C YPOBHEM «LLYMa» CaMoro 3Huedanorpada.

Bo BpemMs mpuctyna B TMMMYHbLIX CAy4Yasx BbigBnserca bunate-
panbHas CMMMETPUYHAA Cynpeccus amnauTyabl Ha 5-19 cek (TOHK-
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yeckas (asa C anHo3), 3a KOTOpbIMK cnepyeT anutensHas (1-2 mu-
HyTbl) BunatTepanbHas akTMBHOCTb B BMAE CMAMKOB M OCTPbIX BOJH,
K/IMHUYECKM MpOSBAAIOLLAACS BOKanu3auuewn, xeBaHueM, (oKanb-
HbIMW WM TeHepann30BaHHbIMK KIOHUYECKUMK CyaoporaMu. Belpa-
YKEHHOCTb HapyweHui Ha 33 1 ABuraTeNnbHbIX NPOSBAEHUIA Bapbu-
pyeT oT 0gHOM reMmncdepsl K ApYrov Npu cneaywmx npucTynax.

@®oHoBast 33 MoxeT BbITb HOPManbHOM UK C HE3HAUYUTENbHbI-
MU HecrneunduyYeckuMn OTKIIOHEHUSIMU, HampuUMep 3aMefeHUEM.
MDokanbHble MHTEPUKTAsbHbIE 3NMNENTUHOPMHbIE aHOMANTUN MOXHO
Habnofate NpUMEPHO B ABYX TPETAX Cy4yaeB, aHOManuu Ha D3
MOFYT YCUIMBATbLCS BO CHE.

Mpw HelipoBU3yanu3aumum NaToNorna He BbISIBASIETCS.

OuarHoctuveckue kputepmmn SeLNE [1,23].

TUNWYHBI POKaNbHbIE KNOHUYECKME WM TOHUYECKME MPUCTYMbI
C BO3MOXHOWM CMEHOW natepanusaumu u TpaHchopmaumein B buna-
TepasibHble TOHUKO-K/IOHUYECKUE NPUCTYMbI.

TeyeHne 3aboneBaHMsi y YNEHOB CEMbWM OOMKHO COOTBETCTBO-
BaTb OXXMAAEMOMY TEYEHMIO AAHHOMO CMHAPOMa. Heobxoammo Tuia-
TenbHOe HabnoaeHMe 3a NaUMEHTOM, 4Tobbl yoeauTbCs, YTo Teue-
Hue 3aboneBaHUs COrNacyeTcs C 3STUM CUHAPOMOM.

[lns camokynupytoweics (ceMeiHOM) HEOHaTaIbHOM 3MMEncum
HexapakTepHbl Ae6HT NPUCTYNOB MO3XEe MEepBOro Mecsua >KU3HMU,
3aNUNenTUYECKMEe CNa3mbl, MUOKJIOHUYECKME CyLoporK, bunatepans-
Hble TOHMYECKME U TOHWKO-K/IOHWUYECKME MPUCTYMbI; YMEPEHHAs UK
TSHXKENas HeBPONOrnyeckas NaTonorus, ocTpas CTPYKTypHas npuym-
Ha CyAopor, BKNKOYas BHYTPUUYEPENHYIO NaTONOrMI0, @ TakKe 3Hauu-
TeNlbHble MeTabonunyeckue HapyLieHus.

OTcyTCTBME NATONOMUKU B FreHax, CBA3aHHbIX C 3TUM CMHAPOMOM
(yawe Bcero KCNQ2 unmn KCNQ3); oTCYyTCTBME CEMEMHOMO aHaMHe3a,
npesnonarallLero HacnefoBaHWe C HemosHOM MEHETPAHTHOCTbIO;
yMepeHHas 3a4epXKa pa3BUTUS HEPBHOM CUCTEMbI B AONTOCPOYHOM
nepcrneKkTUBe; OTCYTCTBUE PEMUCCUMU INUNENCUN NOCSe 6-MeCIYHOro
BO3pacTa; papMakope3snCTEHTHAS IMUNENCUS; 3HAUUTENbHbIE OTKIO-
HEHWS NpU HEBPONOrMYECKOM 00CNefoBaHUM  CBUAETENbCTBYHOT
0 Masio BEPOATHOCTM AAHHOIO CUHApPOMA.
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OuddepeHumanbHblit AMarHos

IOnddepeHumnanbHblii AMarHo3 HeobxoaMMo NpoBOAMTL CO cCle-
LylwnMn 3aboneBaHmsaMU:

— HeoHaTanbHble cynoporu, Bbi3BaHHbIE TMMOKCUYECKU-ULLIEMU-
yeckon 3HuedanonaTMen, TpaBMOM, aHOMaNUAMU FO/IOBHOMO MO3ra,
MHPEKUMEN, MHCYNETOM, MEeTaboNMYEeCKMMM HapylleHUSMU, Hepo-
CTAaTOYHOCTbIO Xonekanbuudbepona.

— OuaroBas CTpyKTypHas naTonorus, ocobeHHO Yy MnafeHueB
CO CTEPEOTUMNHBIMU (DOKANbHLIMU NMPUCTYNAMM.

— HeanunenTuueckne napokcusManbHble paccTpoicTBa nepuo-
[, HOBOPOXAEHHOCTM.

Camokynupylowasncs (CeMeiHas)) HeoHaTasbHas 3nunencus
M CaMOKyNupylwWwasncs (HecemMelHas) HeOoHaTanbHas 3nuaencus
MMEIOT CXOXME KIIMHUYEeCKMe u anekTpodusnonormyeckme ocobeH-
HOCTU, HO UX MOXHO OTIMYMTb Ha OCHOBE CEMEWHOro aHaMHesa.
JTn 3aboneBaHMst UMEKT CXOAHYH FeHeTUYECKY 3TUOIOTUI0, Npu-
4yeM naToreHHble BapuaHTbl reHOB de NOVO OTBETCTBEHHbI 33 Hece-
MelHble cnydau. CnepyeT TWATeNbHO M3y4aTb CEMEMHbIA aHaMHe3,
MOCKONbKY OH MOXET MOMOYb B MOCTAHOBKE AMArHo3a u MpUHITUK
pelweHnii No 0b6CnenoBaHMUIO, NEYEHUIO M MpPOrHo3y. [pu camoky-
nupylowencs (ceMerMHOM) HeOoHaTaslbHOW 3NWAENCUMM Yy  KOFO-TO
n3 poautenei pebeHka B AeTcTBE MOMM ObiTb NOLOGHbIE NPUCTY-
Mbl B HeoHaTanbHOM nepuoge. OgHako oHM cebs B 3TOM BO3pacTe
He MOMHST, CnefoBaTeNbHO, CnedyeT cnpocuTb 6abyLwKy M AenyLKy
pebeHka, 6binmn v y poautenein pebeHka NPUCTYMbl B TOM Xe BO3-
pacrte.

Mpu camokynupyoLweincs (HeceMeiHOM) HeOHaTabHOM 3nuen-
CUM B aHAMHe3e HeT MPUCTYNOB B aHANIOMTMYHOM BO3pacTe y ApYrux
UseHOB CeMbM.

JleueHne

JleyueHnne TpebyeTca He Bcerga, NOTOMY 4YTO CyLOpOrM MOryT
MpOA0/MKATbCS BCEro HECKONbKo Heaenb. OQHAKO Mpu NpoaoKato-
WMXCS NPUCTYNax Ha3HavawTcs kapbamasenwH, Banbnpoar Ha-
Tpusi, NeBeTMpaLeTaM, NaMOTPUMXKMH, ropa3fo pexe — deHobap-
6utan wnn denntomH. lNpenapaTtbl NPUHUMAOTCA B TeyeHue 6,
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a uHorga mu 12 mecsues, a 3aTeM MOCTENEHHO UX NPUEM Mpekpa-
LaeTcs.

Mporxos

Mpuctynbl 06bIMHO MpOXOAaT K 6 MecsiuaM, OONbLIMHCTBO
M3 HWMX NpekpawaeTtcs K 6 HepensM. B 6onee peaknx cnyvyasx OHM
MOIYT NMPOAOIKATbCS B TEYEHME HECKONIbKUX MecaueB. [poTuBocy-
[OpOXHOE JleyeHMe 4YacTo MOXHO 3aBepluTb N0 NPOLeCcTBUK
HecKonbkux Hepenb. PazBuTne 0BbIYHO HOpManbHOE, XOTS B MEHb-
LUIMHCTBE C/ly4aeB MOTyT Habnaatbcs TPYAHOCTU B OBy4yeHUU unu
nerkve gBuraTenbHble HapylweHus. [lo TpeTu noaen cTpagakoT npu-
cTynamu B 6onee nosfHeEM BO3pacTe. OTO MOryT ObiTb hebpusbHble,
doKanbHble, N30MPOBAHHbIE rEHEPANN30BAHHbIE TOHUKO-KOHMYe-
CKMe MpUCTYMbl W, PeaKo, MPUCTYMbl B CTPYKType pONaHAMYECKON
anunencun. Y HeKOTOPbIX NALMEHTOB CO creundrUyecknMm BapuaH-
TaMM NaTOreHHbIX FEHOB MO3Xe B MNIaleHYeCcTBE MOXET HabnoaaTh-
€ MWOKMMMSI (HENpoW3BONbHOE, CMOHTAHHOE, JIOKAIM30BaHHOE
[pOXaHUe HECKONbKUX MbIWL, UK MYYKOB OAHOW MbIWLbl, HEAOCTa-
TOYHOE AN9 NepeMelleHus CyCcTaBa).

Puck nossneHus apyrux TMMOB MPUCTYNOB B NO34HEM AETCTBE
MMM BO B3POCJIOM BO3PACT€ HAMHOMO HWXE MpU CMOpaguyeckow
dopme 3abonesaHus. B 31Ol rpynne ToNbKO Y OAHOIO MU ABYX Ae-
Tel 3 kaxapix 100 Bo B3poC/OM BO3pacTe pa3oBbETCS 3NMUIENCUS.
Ecnm 370 nponcxomuT, NpucTynbl 06bIMHO KOHTPONMPYIOTCS C NOMO-
wpbto AMNMM

[leTn ¢ 3TMM CMHAPOMOM HOPManbHO MUTAKTCS U PAa3BUBAKITCS.
O6bIYHO Y HUX HEeT NpobneM C 06y4aeMOCTbl, OHWM HE HYXAAHTCS
B AOMOJIHUTENILHOM YXO0Ae€.

CAMOKYMUPYIOLLASCA (CEMEMHAS)
MJALEHYECKAS SMUNENCUSA/SELF-LIMITED
(FAMILIAL) INFANTILE EPILEPSY (SELIE)

OnpepeneHue
Camokynupylowasacs (cemMeiHas)) MnageHyeckas 3snunencus/
Self-limited (familial) infantile epilepsy (SeLIE) — reHeTuueckui
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KJIMHUKO-3N1eKTpo3HLedanorpaduyeckmii CMHAPOM, XapakKTepusyto-
Wwuics GokKanbHbBIMKM MPUCTYNamMu (BO3MOXHbI TEMUKIIOHUYECKUE
MPUCTYNbl CO CMEHOM CTOPOHHOCTU, BEPCUBHbIE MPUCTYMbI, aBTOMA-
TU3MbI, BbIK/IIOYEHNE MOTOPHOM aKTMBHOCTW, 3BONOLMS B Bunate-
panbHble TOHUKO-KJIOHMYECKME NPUCTYNbl) Y HOPMA/bHbIX MIafeH-
LleB C XOPOLUMM AOTOCPOYHbIM MPOrHO30M.

Takxe, B nuTepaType MOryT UCMONb30BaThCS CeaytoliMe Ha3Ba-
HUS:

— [NobpokayecTBeHHas anunencus MIaLeH4eckoro Bo3pacra

— [OobpokayecTBeHHble ceMelHble UHMAHTUNbHbIE MPUNAAKK

— [obpokayecTBeHHble ceMeliHble MHDAHTUAbHbIE NPUCTYb

— CeMelHble MNafeHYecKne Cyaoporm u NapokCM3ManbHbIn XO-
peoareTos

Knacecudpukaumns

Bbigendaiorcs 2 TMNa CaMOKYNMpYoLLencs MNageHYeckon anu-
nencum:

— Camokynupyowasncs (ceMenHas) MnageHyeckasanunencus

— Camokynupyowwasncs (HeceMenHas) MnageHveckas anunencus

3nupemuonorus:

Ha ponto SeLIE npuxoautcs 7-9% Bcex cnyvyaeB 3nuMIencum,
HauYMHaKLWMXC B Bo3pacTe Ao 2 nert, 3aboneeaemocts — 14,2 cny-
yas Ha 100 000 xmBopoXxAEeHHBIX [1].

STtnonorus

AyTOCOMHO-A0MMHaHTHbIE MOJENU HacnenoBaHus HabnwoaaTea
B CEMbSX (MHOrAA C HEMOJIHOW NEeHEeTPaHTHOCTbI). CaMoKynupyto-
wascs (ceMerHag) MNageH4Yeckas anuaencus MoxeT bbb 0bycnos-
NleHa NaToreHHbIMK MyTaumsamMu B reHe PRRT2.

EcTb Heckonbko reHoOB, OTBETCTBEHHbIX 33 3TOT CUMHAPOM,
Ha xpoMocoMax 2, 16 n 19. O6bI4HO [AHHYIO NATO/IOMMI0 OMMUCbLIBA-
0T KaK MAMOMNATMYECKYH, YTO O3HAYAET, YTO HWMKAKOe ApYroe HeB-
ponoruyeckoe 3aboneBaHwe He CBSI3aHO C HEW WM He Bbi3blBaeT
ee. TeM He MeHee, CywWeCTBYIOT HEKOTOpble GOpPMbl, KOTOpbIEe CBS-
3aHbl C HeBponorMyeckumu 3aboneBaHusMu. OAMH U3 BapuaH-
TOB — CeMeiHble MafeHyYeckue Cyooporn M MapOKCU3MaNbHbI
XxopeoaTeTo3, obpasyer accoumauuio Mexay SeLIE u napokcus-
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ManbHbIM KWMHE3UOreHHbIM XOpPeoaTeTo30M M (BfA3aH C TEHOM
PRRT2 Ha xpomocome 16.

Camokynupytowascs (ceMeiHas) MnageHyeckas snuiencus re-
HeTMYeCcKn He CBf3aHa C CaMOKYMUPYOLLehcs (ceMeiHon) HeoHa-
TanbHOM 3nunencuei. OpHako CylwecTByeT Bapuauus C Ha4yanoMm
NPpUCTYNOB OT ABYX OHEN [0 CEMU MecsLeB, Ha3biBaeMas CaMOKynu-
pylolascs (ceMerHas) HeOHaTanbHas M MNadeHYyeckas anunencus,
KoTopas obycnosneHa MyTaumen B reHe SCN2A.

KnuHuueckue npossneHuns

CemeltHas n HeceMelHas QOpPMbl NPOABASKOTCS OOMHAKOBO,
B NEPBOM C/ly4ae MMeeTCs OTArOLWEHHDbIN CEMENHbIA aHAMHE3,

bepeMeHHOCTb M poabl y MaTepu pebéHka, Kak MpaBwuno npote-
KalT HOpManbHO. Pa3mep ronosbl, HEBPONOrMYECKUI CTaTyC, NCUXO-
du3nonormyeckoe pasBuTMEe HOBOPOXAEHHOIO B Npefenax HOpMbl.
MpucTynbl, 06bI4YHO, HAUMHAKOTCS B BO3pacTe oT 3 no 20 Mec ¢ nu-
KOM B 6 Mec.

BHauyane HabnopaloTCs vactble NPUCTYMbl, HO 06bIYHO B Teye-
Hue 1 roga ¢ MoMeHTa febtoTa npekpalatoTcs. [pu oTCyTCTBUM Ne-
YeHus NPUCTYNbl MOTYT BbITb CEPUAHBIMMU.

OunarHoctuueckue kputepum SelLlE [1,23].

B TMNMYHbIX cnyyasx y pebeHka oTMeyatoTcst GoKasbHble NpUCTy-
nbl (MOryT 6bITb BEPCUBHbIE MW FEMUKIOHUYECKME NPUCTYMbI, YaCTO
CO CMEHOM CTOPOHHOCTM, BbIK/IIOYEHWE [BUraTeNIbHOM aKTUBHOCTU
WM aBTOMaTM3MbI, Nepexos B bunatepanbHble TOHUKO-KIOHUYECKHE
npuctynsbl). Npuctynsl 06bIYHO KPAaTKOBPEMEHHbBIE (<3 MUH).

HexapakTepHbl AnUTENbHbIE MPUCTYMbl, 3NUIENTUYECKME CMas-
Mbl, 334€epXKa pa3BauTus, rpybble aHoManuun Ha 33T uan MPT (aB-
NnwmMecs NpuYUHOM NPUCTYNOB), NO34HMI Oe60T UM MHoroneT-
Hee MNepcUMCTUPOBAHME NPUCTYNOB, OTCYTCTBME MyTaUMIA B TeHax,
obycnaenmBaloWmMx passutme 3abonesaHus.

OuddepeHumanbHblii gMarHos

IOnddepeHumnansHblii AMarHo3 HeobxoaMMo NpoBOAMTL CO cChe-
OyLUMK 3a60neBaHNIMU:

— [pyrve GopMbl CAMOKYMUPYIOLLMXCS MIaAeHUYECKUX Inunen-
CUIA — OTIMYAIOTCS BO3pacToMm aebioTa.

19



— OcTtpble cumMnTOMaTUYECKME MPUCTYNBI.

— [pucTynbl Npy aHOManuAX roNoBHOro MO3ra

— Jnunencus MnageH4ecTBa C MUIPUPYIOLLMMU (OKANbHbIMU
npucrynamm unu EIMFS — nposenseTcs 3anep>Koi NCMXOMOTOPHO-
ro pasBUTUS U MUTPUPYIOLLEN 3NUNenTUGOPMHONA aKTUBHOCTHIO
Ha 2ol

— CuHppom [IpaBe xapaktepusyetcs 06bl4HO 6oee NpoaoKM-
TeNIbHbIMU FEMUKJTIOHUYECKMMU NPUCTYNAMMU.

— [Ona metabonunyecknx 3aboneBaHU xapakTepHbl MOpaXeHue
Pa3nNYHbIX CUCTEM WM OPraHoB, Morpeccupyrolas sHuedanonatus,

Jleuenune

JNleyenne AlNM He aBnsieTca HEOOXOOMMbIM, HO OHM YacCTO Ha-
3Ha4arTCa U 3PdEKTUBHBI AN KOHTPONS nNpucTynos [pu HasHave-
HMM KapbamasenuHa, BanbnpoaToB, (GeHobapbuTana CUMMITOMBI
BbICTPO MCYE3aH0T.

MporHos

Mpuctynbl BHayane ObIBAlOT 4aCTbIMUM U TPYAHOU3NEYUMbIMMU,
HO 06bIYHO MpoxoasaT B TeyeHue 1 roga ¢ MOMeHTa Havana. Pa3Bu-
TMe 00bl4HO HOpPMAsbHOE, XOTS B MEHbLUMHCTBE C/y4aeB MOryT Ha-
61108aTbCs TPYAHOCTU B 0OYYEHUMN MU NEerkue ABuUraTeNbHble Hapy-
LeHus.

HekoTopble getn MoryT cTpafatb anunencuen B 6onee no3gHeM
BO3pacTe. Y HeKOTopbiX naumeHToB (C MyTaumamu PRRT2) B pganb-
HeMLwen XXM3HN MOXET Pa3BUTLCSA NAPOKCM3MaANbHAS KMHE3UOreHHas
AMCKUHE3NS. PUCK NosBNEHWUs OpYrMx TMNOB MPUCTYMNOB B NO34HEM
[leTCTBE WM BO B3POC/IOM BO3pacTe HAMHOMO HUXE MpPU HeceMmew-
Hoi opme 3aboneBaHus. [lety ¢ 3TUM CUHAPOMOM HOPMANbHO MNKU-
TaloTcs M passuBatoTcs. O6bIYHO Yy HMX HeT npobnem c obyyaemo-
CTbi0, OHM HE HYXXAAKTCS B LOMNOJIHUTENbHOM yXO4e.
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CAMOKYIUPYIOLLAACS (CEMENHAS)
HEOHATAJIbHAS U MNTALLEHYECKAS
SNMNENCUA/SELF-LIMITED (FAMILIAL)
NEONATAL AND INFANTILE EPILEPSY (SELFNIE)

Onpepenexue

Camokynupytowancs (cemeriHas) HeoHaTanbHas U MageHyYeckas
anunencus/Self-limited (familial) neonatal and infantile epilepsy
(SeLFNIE) — reHeTMuyecKkuii KJIMHMKO-31eKTpo3Huedanorpaduye-
CKMIM CUHOPOM, XapaKTepusylLWmics GoKanbHbIMU KIOHUYECKUMU
UNU GOKaNbHbIMU TOHUYECKMMM NPUCTYNAMMU C BO3MOXHbIM U3MeHe-
HWEM CTOPOHbI NPY PasHbIX NPUCTYNax M TpaHchopmaumei B buna-
TepasnbHble TOHWKO-KJOHUYECKUE MPUCTYMbl Y HOPMANIbHbIX HOBO-
POXIEHHbIX U MNAAEHLEB C XOPOLWMM AONrOCPOYHBIM MPOrHO30M.

Takxe, B nuTepaType MOIyT UCMOMb30BATHCS CleaytolMe Ha3Ba-
HUS:

— [obpokayecTBeHHas 3NUNENCUS HEOHATaNbHOrO U MNafeH-
4yeckoro Bo3pacta

— JlobpokayecTBeHHble CeMelHble HeOoHaTalbHble U MHaH-
TUNIbHbIE NPUNAAKK

— JlobpokayecTBeHHblE CEMENHbIE HeOHaTalbHble U WMHDaH-
TUNIbHBIE NPUCTYNbI

Knaccudpukauns

Boigensiorca 2 Tuna 3aboneBaHus:

— Camokynupyowancs (cemeriHag) HeoOHaTanbHas M MiageH4e-
cKas anunencus

— Camokynupytowanca (HeceMeliHas) HeOHATaNbHas U MNafaeH-
yeckas anunencus

Snupemuonorns

PacnpocTpaHeHHOCTb Hen3BeCTHa.

3Ttnonorus

AyTOCOMHO-AOMMHAHTHOE 3aboneBaHWe C NaTOreHHbIMKW MyTa-
unamu B reHe SCN2A u ropasgo pexe B reHe KCNQ2. lMpu Hece-
MENHOM BapuaHTe MyTauuMM B [aHHbIX TeHax npoucxogsat de
novo.

KnuHunueckune npossnenus
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CemeliHasg 1 HeceMeliHasi GOPMbl CaMOKYNUPYHOLLENACS HEOHa-
TanbHOM M MNALEHYECKOW 3NUNENCUN UMEIOT OAMHAKOBYHO KIMHUYe-
CKYH KapTUHY, B MEPBOM C/lyyae OTAroWEH CeMeMHbI aHaMHe3.

bepemeHHOCTb 1 poabl Y MaTepu pebéHka, Kak npaBuio npore-
KaloT HOpManbHO. Pa3mMep ronoBbl, HEBPONOMMYECKUIA CTaTYC, NCUXO-
du3nonormyeckoe paseBuTMe HOBOPOXAEHHOrO B npenenax HOpMbl.

MpucTynbl LebOTMPYIOT B NepBble [Ba rofa XMU3HM, Yalle BCero
B Bo3pacTte 11—13 Hepenb.

Yactota npuCTynoB BapbUpyeT OT OLHOM0 [0 HEeCKONbKMX
B AeHb. [pucTynbl Nerko noanaloTcs KOHTPOKO C NOMOLLbIO NPOTH-
BOCYAOPOXHbIX NpenapaToBs, NpekpaLlaoTcs B Bo3pacte 12-24 me-
csua, 6e3 peunamMBOB B AaNbHENLIEN KU3HU

Mpuctynbl doKanbHble TOHUYECKME, MOTYT NepexoauTb B buna-
TepanbHble TOHUKO-KJIOHUYECKUE. Y HEKOTOPbIX MOFYT ObiTb 3MM30-
[bl arMHO3 M 3aMupaHus. NpoaoMKUTENBHOCTE 06bIYHO A0 3-4 MuU-
HYT, peaKo CBSA3aHbl C TMNepTepMUEN.

OunarHocTuueckue kputepum [1,23].

TUNUYHBI POKaNbHbIE KNOHUYECKME WU TOHUYECKMEe MPUCTYMbI
C BO3MOXHOW CMEHOM laTepanu3auun unmn TpaHchopmauum B buna-
TepanbHble TOHUKO-KJIOHUYECKUE NPUCTYMbI.

HexapakTepHbl apyrve BuAbl MPUCTYNOB, 334epXKKa Pa3BUTHS,
rpybble oTknoHeHus Ha I3 unu MPT, oTCcyTCTBME NAaTOreHHbIX MyTa-
LM B CBA3aHHBIX C 3a601€BaHMEM reHax.

OuddepeHumanbHblit AMarHos

OnddepeHumanbHbii gMarHo3 HeobxogMmMo NpoBOAMTL CO Cle-
LylownMn 3aboneBaHnsaMu:

— SeLNE

— SelLIE

— OcTpble cMMNTOMaTUYECKME MPUCTYMbI

— (MoKanbHble NPUCTYMbl CTPYKTYPHOW 3TUONOTUM

KnuHuyeckn oaHHbI CUHAPOM MOXHO OT/IMYMUTL OT CMHAPOMOB
SeLNE wu SeLIE Tonbko B TOM ciiyyae, ecit UMeEETCs 3aA0KYMEHTU-
POBaHHbI aHaMHe3 0 Hayasle CaMOKYNUPYHOLLENACS INUNENCUn y ofi-
HUX YJIEHOB CEMbW B HEOHATANIbHOM MepUoAe, a Y APYrMX — B MNa-
AeHYeCcKoM.
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NeyveHune

Jleyenune ATM He sBnseTcs HeOOXOOAMMBIM, HO OHM 4acTO Ha-
3HauaTCa U 3PPEKTUBHBI AN KOHTPONS NpUcTynoB. [Npu HasHave-
HuM kapbamasenuHa, BanbnpoaToB, deHobapbuTana CUMNTOMbI
HbICTPO MCYE3aAIOT.

BO3MOXHO [Jaxe npekpalleHwe NpucTynoB Nocine WM3MEHEHUSs
pexxuMa KOpM/eHWs TpyaHbIM MOJIOKOM MyTeM COKPaLLEHUs UHTep-
Bana KOpPMJIEHWUS W YBENMYEHUS NpPOAOCIKMUTENbHOCTU KopMIie-
Hua [15].

MporHos

Mpuctynbl 06bI4HO NpoxoasT B Bo3pacte 12-24 mecsua, 6es
peuMaMBOB B JaNbHEWMWEN XM3HWU. PaszButne peter 0Bbl4HO HOp-
ManbHOE, Y HUX HeT npobnemM ¢ 06y4aeMOoCTbio, OHWU HE HYXAAHTCS
B [OMNOSIHUTENBHOM yXxoAe. PUCK MOSIBNEHUS ApYrux TUMOB MpPUCTY-
NnoB B NO3A4HEM [EeTCTBE WM BO B3POC/IOM BO3PACTe HAMHOIO HUXE
npu HeceMelHoM Gopme 3ab6oneBaHus.
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F’EHEPAJIU30BAHHbIE
SMUNENTUYECKUE CUHOPOMDI
NEPMOOA HOBOPOXAEHHOCTU
N MNAOEHYECTBA

MMWOKIOHWMYECKAS SMUNENCUA
MNALEHYECTBA/MYOCLONIC EPILEPSY
IN INFANCY (MEI)

OnpepeneHune

MuoKnoHnYeckas anunencms MnageHyectsa/Myoclonic
epilepsy in infancy (MEI) -knuHuko-3nekTposHuedanorpapuyeckuin
CUHLAPOM B CTPYKTYpe FeHeTUYeCKUX reHepann3oBaHHbIX 3nunen-
CUIA, XapaKTeEPU3YIOLLMICS KPaTKOBPEMEHHbIMU MUOK/IOHUYECKUMM
NPUCTYNamMm y HOPManbHbIX AeTei B BO3pAcTe A0 3 JIET U XOPOLIUM
[ONTOCPOYHBIM NMPOrHO30M.

Takxe, B IMTEpaType MOryT UCNO/b30BaTbCs CeayHoLLIMe HA3Ba-
HUS:

— [NobpokayecTBEHHas MWOK/IOHMYECKAs 3MUNEncus MAaneH-
yecTBa

— MUOKIOHUYEeCKas 3NUNencus MNageHYeckoro Bo3pacta

— CaMoorpaHuyeHHas MUOKJ/IOHMYECKAs 3NUAENnCcUs MnageH4ve-
cTBa

— (DapMaKopeakTUBHAs MMUOKJIOHMYECKAs 3MuAencus MnageH-
yecTBa

— PednektopHas MUMOKIOHUYECKas 3NUNencus MnageHvecTsa

— Benign myoclonic epilepsy in infancy

— Self-limited myoclonic epilepsy in infancy

— Pharmacoresponsive myoclonic epilepsy in infancy

Uctopuueckasn cnpaBska

MuoKNOHUYEeCKas 3nunencus MnafeHYecTBa BnepBble OnucaHa
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C. Dravet u M. Bureau B 1981 rony [11].

ABTOpbl coobWwanu o HabnaeHUsax 3a 7 AeTbMu, Y KOTOPbIX Obi-
N3 BbISIBNIEHA PaHHSAS 3MUIENCUs], XapaKTepMU3yHLAsncs TONbKO KpaT-
KUMW  MUOKJIOHMYECKUMM MNPUCTYNaMK, C TFeHepanu3oBaHHbIMK
cnavikamMun u BonHamu Ha I3[ [lporHo3 6bin HGAaronpusTHLIM
BO BCEX C/1yyasix, HO y 2 mauneHToB B Bo3pacte oT 9 go 12 net no-
SBUANCb peaKue CyAOpOXHble MPUCTYNbl. ABTOpbI NPULLAK K BbIBO-
[ly, 4TO 3TO paHHA GopMa reHepannM30BaHHOM SMUAENCUn.

[o onucanusa C Dravet and M Bureau, B pabote PM Jeavons
(1977) 6bina npeanpuHATa NOMbITKA MPOSCHUTL MyTaHULY B KNacCu-
durKauMM MMOKNOHMYECKMX INWUNENCUi AeTCKoro Bo3pacra. Ha knu-
HUYECKMX M 3NeKTpo3HUedanorpadmyeckmx AaHHbIX 6bian NpencTas-
NEeHbl WeCTb CUHAPOMOB: UHDAHTUNbHbIE CNAa3Mbl, MMOKNOHUYECKHU-
acTaTuyeckas anunencus, sNunencus ¢ MMOKIOHNYecKuMu abcaHca-
MW, MMOKNIOHMYECKas 3Nunencus AeTCKOro Bo3pacta, MUOK/IOHUYe-
CKas 3nunencus noapoCTKOBOro Bo3pacta M GOTOMMOKIOHWYecKas
anunencus, KOTopas NoApPa3AeNaNacb Ha MUOKIOHUYECKME CYyJ0pOrU
M MUOKNOHUK Bek [13].

Snupemuonorus

Ha MEI npuxoauntca 1,1% Bcex cnyyaeB 3nunencum C Ha4yanom
B MnepBble Tpu roaa xusHu [21]. BeposiTHO, 3TO Hebonbwas Hepo-
OLleHKa UCTMHHOM YacToTbl, U HEKOTOPbIE Cy4Yau MOTYT AMArHOCTU-
pOBaTbCA Kak MUOKIOHMKO-acTaTuueckas anunencus. B aga pasa yva-
e BCTPEYAeTCS Y ManbYMKOB, YeM y AeBo4yek. [puMepHO y oaHOM
TpeTu aeten C 3TMM 3aboneBaHMEM eCTb YIEH CEMbM, CTPaAAOLLMIA
3nunencuen unu cTpagaswmii B getcree GedbpunbHbIMM Cya0pOraMum.

STnonartoreHes

[obpokayecTBeHHass MUWOKIOHWYECKas 3nuaencus mnageHye-
CTBa SABNISETCA MANOUCCNEeL0BAaHHON reHeTUYECKOoW NaTonoruen, no-
CKONbKY BCTpEYaeTcs OOBOMbHO peako. B HacToswee BpeMs Hepo-
CTAaTOYHO M3BECTHO, MyTaLLMS KaKMX FrEHOB MPUBOAUT K €€ pa3BUTUIO.
CeMenHbIM aHaMHe3 3nunencumn unn GebpunbHbIX Cyaopor NpUCyT-
creyeT B 30% cnyyaes.

bbino BbISIBNEHO HECKONbKO Cneunduyecknx reHeTUYeckux us-
MeHEeHWN, Taknx Kak Mytaumna SLC2A1 n HCN4.
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MuWOKNOHUYEeCKMEe MPUCTYMbl COMPOBOXAAKTCS BO3HUKHOBEHM-
€M ObICTPbIX reHepann30BaHHbIX CNalK- UAW NOAUCNANK-BOSH C Ya-
ctotoi 3 I, n bonee, oanMTenbHOCTblo 1-3 ¢ B NOBHBIX UK TEMEH-
HbIX OTBEAEHUAX.

Knaccudpukaumns

ILAE Bkntounna MEI B unMcno reHepanusoBaHHble anuaenTuye-
CKMe CMHAPOMOB Nepuoaa HOBOPOXAEHHOCTM M MafeHyecTsa [22].

Boloensiorcs pednekTopHbld (Nocne BO3AENCTBUS TPUITEpOB)
M CNOHTaHHbIN (6e3 Tpurrepos) BapuaHTsl MEL.

PednektopHas ¢opma MMeeT paHHee Hadvano, cneunduyeckue
J3I-XapaKTepmUCTUKN 1 XOPOLLMIA NPOrHO3.

[lononHuTenbHO BLIAENSIOT CefylMe pefikue BapuaHTbl MUO-
KJIOHWYECKOW 3NUNencum MnageH4ecTea:

1. PednektopHas MWUOKIOHMYECKAs 3NWENcUs MaafeH4ecTBa.
Mpencraenser coboi 0cobblii NOATUN, BbI3BAHHbIA UCKIOYUTENBHO
BHE3aMNHbIMU HEOXMAAHHBIMU TAKTUAbHBIMU UK CYXOBbIMU CTUMY-
namu. Xapakrtepusyetcss 6onee paHHMM Hayanom, KOpOTKOM npo-
LO/DKMTENBbHOCTBIO, NY4YWKMM MNPOrHO30M € ObICTpOM pemuccuen
M NYYLIUM KOTHUTUBHBIM UCXOLOM.

2. MOTOCEHCUTUBHAS MUOKJIOHMYECKAs! IMUNENCUs B MNafeHYe-
cTBe. XapakTepu3yeTcst MUOKJIOHMYECKUMM MPUCTYNaMK, BbI3BAHHbI-
MK QOTOCTUMYNSLMEN, C KOTOPBIMU OBBLIYHO TPYAHO CNPaBUTbLCS.

3. HouHOM BapuaHT 06pOKa4YeCTBEHHOW MUOKJIOHWMYECKOM 3MK-
Nencun B MNAAEHYECTBE, XaPAKTEPU3YIOLLMMUCS BbIPAKEHHBIMMU
MWOKNOHMSIMU TONbKO BO BpeMms CHa.

4. CemelHass MWHPAHTUNbHAS MWOKNOHMYECKAs 3nNunencus
C ayTOCOMHO-peLeccuBHbIM HacnefoBaHueM (xpomocoma 16p1l3),
NpOABASIETC MUOKJIOHMYECKMM CTaTyCOM C NMepexofoM B reHepanu-
30BaHHble NpUCTynbl, 3a601eBaHME COXPAHSETCs BO B3pOC/IOM BO3-
pacTe y BCeX NaLUEHTOB.

KnuHuueckue nposisneHuns

MpuUCTynbl HAYMHAKOTCA Y paHee 340POBbIX AeTel B BO3pacTe
oT 4-6 MecaueB 10 2-3 (MHoraa 5) ner, Ho valle Bcero B Bo3pacTe
ot 1 no 2 ner, c nukom B 6-18 mec. OcTpblilt neprod, Npy KOTOPOM
HabnoaalTCa BbIpaXXeHHbIE K/IMHUYECKME MPOSIBAEHUS, B CPefHEM
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anutca MeHee 12 Mecsues. NpeBanupyoT NauMeHTbl MYXCKOro Mo-
Na B COOTHOWeEHMKU npumepHo 2:1. MNpucTynbl NepcMcTUpyroT B BO3-
pacTHOM WMHTepBane Mexay 6 mMecauamu U 5 ropamu, MOryT BO3HM-
KaTb CMOHTAHHO MAM ObITb CNPOBOLMPOBAHbI KOHTAKTOM, LIYMOM,
CBETOBOW CTUMYNALMEN; Yalle BCEro BO3HMKAIOT B NEPUOAbLI COHMU-
BOCTW, nocne npobyxaeHus, nepen 3acbiNaHuvem, Npu Oenpusa-
LMK CHa.

[ge TpeTtn cnyyaeB ME| BO3HMKAKOT CNOHTAHHO, @ B OAHOM Tpe-
TU MPUCTYNbl BbI3bIBAKOTCS BHE3AMHbIM LUIYMOM, MPUKOCHOBEHUEM
unu ceetom (pednekTopHbii BapuaHT). Cpegu pednekTopHOro Ba-
puaHTta 20% MOryT 6bITb Bbi3BaHbl HOTOCTUMYNSLMEN, @ OCTaNIbHbIE
MOryT ObITb BbI3BaHbl BHE3AMHbIM aKYCTUYECKUM WMAU TAKTUAbHBIM
CTUMYNOM.

KnuHuueckas n 331-)OTOUYBCTBUTENBHOCTD NMPUCYTCTBYET Y Of4-
HOM TpeTu NaLMeHTOB.

Y peteit HabNOAAOTCS MUOKIOHUYECKME FreHepann30oBaHHble Cy-
noporu, 6e3 BbIK/OYEHUS CO3HAHWS, KOTOpble MOTyT ObiTb BHavane
He3aMeTHbIMU. [puctynbl 06bI4HO anatca 1-3 cekyHAabl, HO BCeraa
kopoue 10 cekyHz. [poncxoasaT HECKONBKO pa3 B A€Hb, UX BO3HUKHO-
BeHue Henpeackasyemo. O6bIYHO 3aTparMBaloT BEpXHME KOHEYHOCTH
U TONOBY, pexe HWXHUEe KOHeYHoCTU. C TeyeHWMeM BpeMeHM 4acToTa
NMPUCTYNOB NOCTENEHHO YBEIMYMBAETCS. MMOKNOHMYECKME NOAepru-
BaHWS 3aTparMBaloT OCb TENA U PyKW, NPOBOLMPYS NafeHWUE roNoBbI,
1 06bIYHO NPUBOAAT K ABMXKEHUIO BEPXHUX KOHEYHOCTEW BBEPX M Ha-
pyxy. Horn MoryTt crmbatbCs 1 HaknoHATbCA Bneped. Kak cneacreue,
NMauMeHT MOXET POHATb NMpeaMeTbl U3 pyK unu TepsaTtb nosy. OgHako
pebeHOK pefko MajiaeT, ecnu TONbKO He 331eMCTBOBaHbl HUXHUE KO-
HeYyHoCTW. B HekoTopbIX Cnyvasx MoXeT HabnaaTbcs BOBMEYEHME
rnasHbix 610K, NpMBoOAsLLee K 3aKaTbiBaHWIO ras. [ocne npuctyna
HacTynaeT pe@pakTepHbii nepuod anutenbHocTbio oT 20 no 120 cek
BO BpeMs KOTOPOro AaXe UHTEHCMBHAs CTUMYNSLIMS HE Bbi3blBAET HO-
BbIVi MPUCTYN. MOXeT BbITb MbILLEYHAS AaTOHMS.

B nérkux cnyyasx enaMHCTBEHHbIM CMMMTOMOM SIBASETCS MMO-
KnoHyc Bek. [Mpu Taxenbix GopMax HabnopaeTcs reHepanusaums
Cynopor, C noTepei paBHOBECHUS, BbiMaAeHUEM NPEAMETOB U3 pyK,
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MHOTAa — pacCTPOMCTBaMu co3HaHus. [pu BoBnevyeHun B mpouecc
MexpebepHbIX MbllL, NepesHen BPIOLWHON CTEHKK, AMadparMbl Ha-
pYLLAeTCs AbIXaHUe.

Mpuctynbl peako 6bIBAOT AEWCTBUTENBHO reHepanM30BaHHbIMU
M 4aCTO HACTONbKO HE3aMETHbI, YTO UX YACTOTY MOXHO HELOOLEHUTD.

XapaktepHbiM anga ME|l aBnsetca yBenMyeHue WMHTEHCMBHOCTM
KMHUYECKMX MpOSIBIEHWI 00 ONpefeNneHHOro Bo3pacta C MX Mo-
CNefylWwmnM NOAHbIM UCYE3HOBEHMEM. TOHMKO-KJIOHMYECKUE npu-
CTynbl NpoucxoasT peako. MebpunbHble CyLOpOrK MOryT BO3HWUKATb
y 30% peteit. TpaHchopmMauus B apyrve GopMbl NPUCTYNOB, B TOM
yncne B abcaHcbl, He MPOUCXOAMUT AaXKe Ha POHe OTCYTCTBMA CreLu-
dnYeckoro neveHus.

OCHOBHbBIMM KNWHMYECKMMM Npu3Hakamu MEI asnsatoTcs:

— MuWOKNOHUYEeCKMEe Cyaoporu, BOBNEKAKOLLIME BEPXHUE KOHEY-
HOCTK

— KunBaHwue ronoBoi, 3akaTbiBaHWe rNa3 BBEPX, MOpraHue

— PebEHOK napaeT, ecnu CTOMT NP BOBIEYEHUM HUKHWUX KO-
HeuHocTewn

— Kpuk/noxoxas Ha Kawenb BOKanu3auus M3-3a BHE3arnHOro
COKpalleHns aumadparMbl MHOTAA MOXET COMPOBOXAAaTb MUOKIOHU-
yeckue fEpraHbs

— Co3HaHue 006bI4HO OcTaeTcs HeTPOHYTbIM. OfHAKO nerkoe us-
MEHEHMEe CO3HaHUS MOXET COMPOBOXAATb rPymnny MUOKNOHUYECKUX
NPpUCTYNOB.

JOuarHocTuka

MUOKNOHUYEeCKas 3MUNencus MIaLeHYecTBa AMarHocTMpyeTcs
Mo KJ/IOYEBLIM KAMHWUYECKMM U 33T npusHakam. OusmkanbHoe 06-
cnefoBaHve pebeHka B MHTEPUKTANbHbIA Nepuos HeMHPOPMaTUB-
Ho. JlTabopaTopHble TecTbl KakUX-TMO60 OTKIOHEHMI OT BO3PACTHOM
HOPMbl He BbISBAAIOT. MakCMManbHOM MHPOPMATUBHOCTbIO 06s1aaa-
€T HOYHOM I3[-BUAEOMOHUTOPUHT, MO3BONISKOWMIA OBHAPYXUTb
CNarK-BOMHbI U MUOKJIOHUYECKUE NMPUCTYMbI.

B mexnpuctynHbin nepuog 331 B npegenax HopMbl. Bo3MoXHO
He3HauuTeNbHOe 3aMedfieHMEM aKTMBHOCTM B LEHTPanbHbIX 06na-
CTAX; KOPOTKME €AMHUYHbIe FeHepanM30BaHHbIE pa3pagbl KOMMIeK-
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COB «CMaKlK-BOMHA», «OCTpas-MeAJjieHHas BOJHa», npuobpeTakoLime
HanbonbLyl BblpaxeHHOCTb BO Bpems | u Il ctagmit cHa. MNpu put-
MUYeCcKor GOTOCTUMYNSALUU BO3MOXKHO MOSIB/IEHWE CMANK-BOTHOBOM
AKTUBHOCTMU.

Bo Bpems mpuctyna Ha 331 0TMeYaeTcs Hannuue reHepanuso-
BaHHbIX, Pa3pad0oB HeperynspHbix (pexe 6unatepanbHO-CUHXPOH-
HbIX), YaCTO aCUMMETPUYHbIX MUKOB, OCTPbIX BOH, KOMMIEKCOB MUK-
BOJIHA M MOJIMMMK-BOJIHA, C YaCTOTOM 0Kono 3 .

dnektpo3Huedanorpadpus (33) SBNSETCS KAYEBbIM KOMMO-
HEHTOM B OLeHKe JMarHosa.

OcHosHbIMK 231 npusHakamun MEI sBnstoTcs cneayowme:

— (DoHoBas akTMBHOCTbL D3I B HOpMeE

— WMHTepukTanbHag D3I 60bLlyo YacTb BPEMEHM B HOpME

— WkTanbHasg 331 BbiABNSET KpaTKMe pa3psgbl Calk- U Noauc-
NanK-BONIHOBOM aKTUBHOCTM C YacToTon 3 [

— JlnweHune cHa MOXeT akTUBUPOBATL Pa3psaabl

— (DOTOCTUMYNALMSA MOXET aKTUBMPOBATb pa3psasbl.

DMl neMoHCTpUpyeT pa3paabl, COOTBETCTBYHOLLME MUOKIOHYCY.
[ng WCcKNYeHUs OpraHMYeckor naToNorMM MOXET Ha3HavaTbCs
HelpocoHorpadus, MPT. MNpu HanUUUKM KNIMHUYECKON CUMATOMATUKM
Ha MPOTSKEHUMU LNUTENBHOIO NepUoaa NPOBOAMTCS OLEHKA MNCUXO-
MOTOPHOIO pa3BUTHS.

OunarHocTuyeckue kKputepum [1,23].

TUNWYHBI MUOKIOHUYECKME NPUCTYMbl U HOPManbHasi OCHOBHAA
aKTMBHOCTb Ha 3.

HexapakTepHbl apyrve Tunbl nNpuctynoB B Aebiote 3abonesa-
HWS, 3aepXKa pPa3BUTUS, rpybble OTKIOHEHUS B HEBPOIOTMYECKOM
cTaTyce unu paHHbix 331 n MPT,

OnddepeHumnanbHblit guardos [1]

OnddepeHumanbHbI AMarHo3 HeobxoaMmMo NpoBOAMUTL CO Cle-
AylownMn 3aboneBaHUsMU:

Snunenmuyeckue cUHOpPOMbI

— WMHdaHTURbHbIE cnasmbl unm cuHapoM Yacta (IESS). Cunapom
XapakTepusyeTcs WMHPaHTWAbHBIMM Cna3MaMu, aHoManbHoOM 30
C rMNcapuTMmen, 3a4epXKKOM pasBUTUS.
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— Cungpom [pase (DS) — dapmMakopesucTeHTHas anunencus
C HayasIoM Ha NEpBOM oAy XXM3HU. SBNSETCH KaHANoMNaTUeMn, Bbi3bl-
Baemol mytaument SCN1A y Tpex yetBepTeit naumeHToB. 1o Mepe
NporpeccMpoBaHns NPUCTYNOB B AONTOCPOYHONM MepCrnekTuBe BO3-
MOXHA 334epXKKa PasBUTUSI C KOTHUTUBHBIMW HAPYLLUEHUAMMU U pac-
CTPOMCTBaMM NOBEAEHMS.

— Cunppom JleHHokca-Tacto (LGS) — o06biuHO pebrotupyer
nosaHee, MMEeKTCS pasnMyHbIe TUMbl NPUCTYNOB (aTUNUYHbIE abcaH-
Cbl, TOHUYECKMNE, aTOHNYECKMNE), MeASIEHHAs CNaiK-BOIHOBAs AKTUB-
HOCTb Ha 23l

— Jnunencuss € MMOK/IOHWUYECKM-aTOHUYECKUMMU  MPUCTYNaMM
(EMAtLS) — Takxke xapaktepeH 6onee nosgHui [ebloT, pasnnyHble
BMAbI NPUCTYNOB (aTOHWYECKUE, aTUMMYHbIe abcaHcbl, 3nu3oabl bec-
CY[LOPOXHOro cratyca, bunatepanbHble TOHWKO-KJOHUYECKME MpPU-
CyNTbl, MUOKJIOHUYECKM-AaTOHUUYECKME MNPUCTYNbI), rpybble Hapyule-
HMs Ha I3 1 3apepxKa pasBUTHS.

— JHuedanonatum pasBuTHs C 4eOOTOM B MIafeHYeckoM BO3-
pacTte — XapakTepu3yoTcs rpybor 3aaepXXKor pa3BUTUS, aHOMANK-
AMK Ha 231 1 pasAnYHbLIMM TMUNAMK MPUCTYNOB.

— MWOKNOHMYECKMMU MPUCTYNAMU B PaHHEM [AETCTBE MOryT
NposBAATLCS HelpoMeTabonuueckme HapylleHus, MUTOXOHApUANb-
Hble 3aboneBaHus 1 6onesHu HakonneHus. [Ing HUX TUNUYHBI MY/b-
TMOpPraHHble HAapyLWeHUs, Mporpeccupylollee HEBPONOrMyeckoe
yXyALeHue.

— CuHpopoM peduumTa nepeHocumka rnwokosbl (GLUT1DS) xa-
PaKTEPU3YETCS CHUXEHMEM KOHLEHTpaLMM [OKO3bl B JIMKBOPE,
Pa3IMYHBIMM TUMAMM MPUCTYNOB, MUKpoLedanuen.

— lporpeccupytowme MUoKNOHUYECKME 3nunencun (6onesHb
JNTadopebl, 6onesHb YHdeppuxTa-JlyHabopra, MUTOXOHAPUANIbHAS 3H-
uedanonatma € pBaHbIMM KpacCHbIMM BONOKHaMM, 6onesHb [owe
3 Tuna, HEeMpOHaNbHbIA LEepOMAHbIA AMNOPYCUMHO3 U CMANUAO03).
OCHOBHbIMM NPU3HAKAMW SBNSIKOTCS MHOXECTBEHHbIE TUMbI MPUCTY-
MoB, NMpOrpeccupyrollee HeBpPONIOTMYECKOe YXY[LIeHUE, BK/Yato-
Lee aTakCUo UM AEMEHLMIO.

Heanunenmuyeckue cocmosiHus
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— JlobpoKa4yeCcTBEHHbIM HE3NUNENTUYECKMM MMOKIOHYC — HeT
naTTepHa MMOKNIOHWYECKMX npuctynos Ha I3[ Heanunentuueckue
CNa3Mmbl, BO3HWMKAKOT HAa NMEPBOM rOAY XU3HU U CaMOCTOSTENbHO pas-
pellatoTcsa K AByM roaaM. Mpopomkatotca 1-2 cekyHabl, C HOpManb-
HbIMU UKTaNbHbIMU U MHTEPUKTANbHbIMK NaTtTepHamu I3[ UkTanb-
Has BuAeo-33I moMoraeT UCKIYUTb UX SMUAENTUYECKYD NPpUpoay
U TEM CaMbIM U306eXaTb HEHYXXHOTO MW YPE3MEPHOTO NeYeHus.

— [Mnepaknnekcna xapakTepusyeTcss aHOManbHOM peakuuen
Ha CEHCOpHble CTUMYNbI (CTapTa-peakums) 6e3 anmunenTMPOpMHOW
AKTMBHOCTM Ha I3l

— lMnHarorMyeckne MMOKIOHUKM OObIYHO BO3HMKAOT MpU 3acbl-
naHWK, He NpoMcxoaaT B 60APCTBYIOLLEM COCTOSIHMKM, I3 B HOpMe.

— [OpoxatenbHble npuctynsbl (shuddering attacks) xapaktepusy-
I0TCS MOBTOPSIOWMMUCS 3MM304aMM  [POXKM, YACTO CBSA3aHHBIMMU
¢ B036YyxaeHuneM, 6e3 natonorum Ha 33

— [obpokayeCcTBEHHbI HEOHATaNbHbIA MUOK/IOHYC cHa. Camo-
paspeLlaroLLeecs COCTOSIHWUE, XapakTepu3yoLLeecs MOHUEHOCHBIMMU
MWOK/IOHWUSIMU, BO3HWMKAIOLWMMU TONbKO BO BPEMS MEAJIEHHOro CHa,
M HOpManbHbIMK pe3ynbratamm III MEI, kak npaBmno, HaYMHaeTcs
nocne 6 mMecsueB 06bIY4HO He BO3HMKAET BO BpeMs CHa, YTO BseT-
€Sl BRXXHOM OTIMYUTENbHOM 0CODEHHOCTbIO.

— [BuratencHble CTEPEOTUNUMN.

— [o6pokayeCcTBEHHbIE MPUCTYMbI APOXKM.

— MWOKNOHYC-AUCTOHMS.

NeyeHune

JleyeHune npoBoaUTCS B aMOYNATOPHBIX YCIOBUAX U AJINTCS OKONO
3-4 neT C MOMEHTA BO3HUKHOBEHMS NEePBbIX MPUCTYMOB, 33 UCKTHOYe-
HMEM YaCTbIX U THKENbIX MUOKNOHUYECKUX aTaK, TpebyrLwmx nocro-
SHHOro HabnwopaeHus. MNpu BblIpaXKEHHONW (OTOCEHCUTUBHOCTU WUAU
YYBCTBUTENIbHOCTU K APYrMM CTUMYNaM AJIMTENbHOCTb NeYeHns yBe-
nuuusaetca. [pu nerkux NpucTynax Tepanus MOXeT He Ha3HaYaTbCA.

MNpenapaTamMu MNepBOW IMHUKM SBNSKOTCS Banbnpoatbl. lNpu ux
He3hdEeKTUBHOCTM NOKa3aHbl Npenapatbl U3 rpynnbl 6eH3oanasenu-
HOB MU CYKUMHUMKUAOB. HE0H6X0aMMO UCKNKOYEHWE TPUITEPOB Npu-
CTynoB.
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MporHos

3aboneBaHue MOMHOCTbIO KynMpyeTcs C BO3PacToM M UMeeT
H6naronpusaTHLIN NPorHo3. Y 60MbLWMHCTBA AeTeil NpUCTYNbl Npekpa-
wakTcs K 5-6 rogam, uHorpa padblue. [prMepHO OT MOMOBWHBI
[0 ABYX TpeTen peTeM C 3TUM CMHOPOMOM He MMeKT npobnem
C passutnem unu nosepeHnem. OfHAKO y HEKOTOPbIX [eTel, 0Co-
6EHHO ecnu He OCYLLeCTBASIETCS KOHTPO/Ab MPUCTYMNOB, MOXET Ha-
6no[aTbCsa HEKOTOpas 3a4epXKa B Pa3BUTUU. Y 3TUX OeTei Takxke
MoryT 6bITb NpobnieMbl ¢ NoBeaeHueM. HecMoTps Ha B Lenom bnaro-
NPUATHLIA HEMPONCUXONOrMYECKUIA UCXO[, YMCTBEHHAs OTCTanoCTb
MOXeT HabnaaTbCs valle, YeM B obwWel nonynsuun. Ha MoMeHT
MOCTAHOBKM [AMArHO3a HEBO3MOXHO MNpenackasath, Y Kakux AeTew
6yayT 3TM npobnembl.

Popgutenu pomkHbl 6biTb NPOMHMOPMUPOBAHbLI O €CTECTBEHHOM
nctopun 3abonesaHus, 4Tobbl NpeaoTBPaTUTL HeonpasaaHHoe 6ec-
MOKOMCTBO.

MWOKNOHUYECKME NMPUCTYNbI, BO3HUKAOLWME HA POHE 3BYKOBOW
MW TaKTUJIbHOW CTUMYNSLUMM, NPOrHOCTMYeckn 6onee Gnaronpuat-
Hbl, YeM CMOHTaHHble. ManoBeposTeH nepexon B Apyrue dopmbl
anunencun. Tem He MeHee, yepes 10-15 neT Bo3MOxHa TpaHcdop-
Mauus B HOBEHU/bHble GOPMbI MAMOMNATUYECKUX FeHepann30BaHHbIX
3NUNENCUA (OBEHWUNIbHAS MUOK/IOHMYECKAs 3NUNEencus, anunencus
C U30/IMPOBAHHBIMU TOHUKO-KNOHUYECKUMU NPUCTYNAMM).

TepMnH «p0bpoKayecTBEHHbIN» B OTHOWeHWn B MEI cnepyet
MCNONb30BaTb C OCTOPOXKHOCTbIO B OTHOLIEHUM €ro NoBeAeHYeCcKoro
M KOFHUTUBHOrO pe3ynbTata. PaHHee Hauyano NpUCTYnoB U XyALIWUiA
KOHTPO/NIb Hag HUMK MOryT BbiTb GakTopamu pucka Hebnaronpuat-
HOro HeMpPOMCMUXONOrMYECKOro NCXoaa.
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SMUNENTUYECKUE CUHPOMDI,
MEPMOJA HOBOPOXXAEHHOCTY
M MNALEHYECTBA, UMEIOLLME
YEPTbI KAK ®OKAJIbHbIX, TAK
U FEHEPAJIN30BAHHbIX
(KOMBUHUPOBAHHbIE)

FEHETMYECKAS 3MUNENCUS C GEBPUbHBIMU
CYAOPOTrAMM MJIKOC/GENETIC EPILEPSY WITH
FEBRILE SEIZURES PLUS (GEFS+)

Onpepenexue

l[eHeTMueckas anunencust ¢ GebpuNbHBIMK Cyaoporamu nawc/
Genetic epilepsy with febrile seizures plus (GEFS+) — rpynna rexe-
TUYECKU reTeporeHHbIX 3aboneBaHuii C ayTOCOMHO-LOMWHAHTHbIM
TUNOM HACNefoBaHUA C HEMOSHOW NEHETPAHTHOCTLIO, MPU KOTOPbIX
¢hebpunbHble MPUCTYMNbl MOTYT COYETaTbCs C Pa3IMYHBIMU TUNAMMU
adebpunbHbIX INUNENTUYECKMX NPUCTYNOB.

Takxke, B nuTepaType MOIyT UCMOMb30BAThHCS CleaytolMe Ha3Ba-
HUS:

— leHepanu3oBaHHas 3nunencus ¢ GebpunbHbBIMKU Cyooporamu
nntoc» (Generalized Epilepsy with Febrile Seizures plus — GEFS
plus, GEFS+). UcTtopryeckn umeet Takyto e abbpesumatypy.

— AYTOCOMHO-LOMMHAHTHAS CeMelHasa 3nunencus C Bapwua-
6enbHOM NeHETPaHTHOCTbIO.

Uctopuueckasn cnpaeka

B 1994 ropgy J Aicardi onucan ceMbto € 4acTO NOBTOPSOLMMUCS
debpunbHbIMU Npuctynamu [5].

B 1997 roay IE Sheffer u SF Berkovich ucnonb3oBanu TepmMuH
«reHepanu3oBaHHasg 3nunencus C  GebpunbHbIMKM - Cyooporamu
nntoc» (Generalized Epilepsy with Febrile Seizures plus — GEFS

33



Tun | I'en | Jlokyc

1 | SCNIB | 19q13
2 SCNIA | 2q24.3
3 GABRG2 | 5034
4 - | 2p24
5 GABRD 1p36
6 - | 8p21
7 SCNI9A 2q24.3

8 - 6916.3

plus, GEFS+) nns onucaHus «reHeTM4YecKoro paccTporcTBa C retepo-
FEeHHbIMU KJIMHUYECKUMU peHoTunammu» [18].

OHu Habntogany 6ONbLLYIO aHINO-ABCTPANIMMCKYIO CEMbIO, B KO-
TOPOW ANuTenbHble WU Tsxenble GebpunbHble cygoporu, u adeb-
pWbHbIe reHepannM30BaHHbIe NMPUCTYMbI PA3/IMYHBIX TUMOB HACAeao0-
Ba/IMCb NO AOMWHAHTHOMY TUMY.

B cBs3u c 3tuMm, B 2017 rogy YH Zhang ¢ coasTopamu npego-
Xunu nepemMeHoBatb GEFS+ B reHeTuueckyr anunencuio ¢ deb-
PWUAbHLIMU NPUCTYNAMMU NAKC, BMECTO FeHepanv30BaHHOM 3nunen-
cumn ¢ hebpunbHBIMU NPUCTYNAMM MHOC.

3nupemuonorus

PacnpocTpaHeHHOCTb HEM3BECTHA, HO, BEPOATHO, JOBOJIbHO Bbl-
CoKas. Manbunku 1 aeBovkM 6onerT C OAUMHAKOBOM YaCTOTOM.

3TnonartoreHes

B HacTosiee Bpems BbIAENSIOTCS BOCEMb FEeHETUYECKUX Bapw-
aHToB GEFS+, npepncrasneHHbix B Tabnuue 1. Bce reHbl B rpynne
GEFS+ nokanusoBaHbl, HO MAEHTUDMULMPOBAHBI JIULWb MNSTb M3 HUX.

Ta6nuua 1.

leHeTuueckne BapuaHTbl GEFS+

MpuumHon 3aboneBaHus asnawTca MyTauun B reHax SCN1B,
SCN1A, GABRG2, GABRD, SCN9A otBevatowmx 3a GyHKLMOHMPOBA-
HMEe NOTeHLMaNn-3aBUCUMbIX MOHHbIX KaHANOB, C MOMOLLbI0 KOTOPbIX
OCYLLEeCTBNISAETCS NPOBEAEHUE HEPBHbIX UMMY/bCOB, PErynsLus pac-
CnabneHuns 1 COKpaLLeHMs MbllLEYHbIX BOOKOH.

YuutbiBag, uto GEFS+ cBS3aHa ¢ MyTauuen reHoB, KOAUPYHOLLMX
MOHHble KaHanbl n TAMK-A peuenTopbl, AaHHbIA FEHETUYECKMIM CUH-
LPOM MOXHO OTHEeCTM K KaHanonatusm. MyTauuu B cybbeamHuLax
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HaTpUEBbIX KaHaNOB MPUBOAAT K YCMNEHUIO HATPUEBbIX MOTOKOB
(NOBbIWEHWIO MPOHMLAEMOCTM MeMBpaH HeWpPOHOB A/ MOHOB Ha-
TpuS) 1 NOBbILEHNIO BO3OYAUMOCTU HEMPOHOB.

MyTaumm B HaTpPMEeBbIX KaHanax 3KCNpPeccupyroTcs, npemmyLle-
CTBEHHO, B MHTEPHENPOHAX, YTO MPUBOAUT K BbIPAXKEHHOM HeLoCTa-
TOYHOCTU MHTUOMPYIOWMX BAMSHWUIA B AETCKOM BO3pacTe, U MOXeT
BbI3bIBATb TSHKENble PeHOTUNMYECKME NPOSIBNEHUS INUAENTUYECKUX
npucrynos. lNpuMepom BaprabenbHOCTH GeHOTUNMYECKUX NposiBIie-
HWWA, aCCOLMUPOBAHHBIX C MyTaUMSIMKU B HATPWMEBbIX KaHanax, ciy-
XUT TSKEeNas MUOK/IOHMYECKas 3Mnuaencus MAafleHYecTBa, U3BeCT-
Has Kak cuHapom [pase. C myTtaumen reHa SCN1A, npousowenLuei
de novo, cBsi3biBaeTcs cuHAapoM [lpaBe, B TO BpeMsl Kak Hacneg-
CTBEHHbIM AedeKT TOro e CaMoro reHa Bbi3biBaeT passutne GEFS+.

BecbMa BepOSTHO, UTO B TeUEHME CHeAylLLMX HECKONbKUX NeT
y HekoTopbIx ntoaei ¢ GEFS+ ByayT obHapy>XeHbl MyTaLUMK B ApYrUx
reHax.

Hanpumep, B 2020 rogy J Ding c coaBTopamu yCTaHOBMIIM, 4TO
myTauna B reHe KCNAB3 npu GEFS+ MoxeT ycKOpUTb MHaKTUBALMIO
KanmneBbIX KaHANOB, TEM CaMbIM MOAABNSAS KA/IMEBbI/A TOK, MOBbILLAS
B030YAMMOCTb HEMPOHOB M CNOCOOCTBYS BO3HWMKHOBEHWIO 3nunen-
TUYECKMX NpUCTynos [9].

Takxe reHoMm, BbizbiBaowmM GEFS+, moxet 6b1Tb CHRNAA4.

B 2019 6bina onpepeneHa mytaumsa de novo reHa STX1B B ce-
Mbe ¢ GEFS+.

KnuHunueckas kaptuHa

GEFS+ — 37O ceMelHbIi CMHAPOM 3MuIencuun, nNpu KOTOPOM
nocTpagaBLliMe NI0AM B CEMbE UMEKT pasnnyHble (GeHOTUMbl 3Nu-
Nnencuu, BapbupylolMecs OT NpocTbiXx GebpunbHbIX MNPUCTYNOB
1 hebpunbHbIX NPUCTYNOB MNKOC C XOPOLUMM UCXOAOM [0 TSKENbIX
3NMNEeNTUYEeCKUX 3HLedanonaTmi.

Mpu GEFS+ nMetoTCa ceMbM, B KOTOPbIX €CTb HECKOBbKO Y1EHOB
U3 Pa3HbIX NOKONEHWUI C pa3HbIMKU TUNAMMU NUNENTUYECKUX MPUCTY-
NMOB W Aaxe PpasHbIMU CUMHAPOMAMW 3NWAENCUU. INUNENnTUYECKUe
NPUCTYNbI NOYTK BCErLA HAYMHAKOTCS Y TOrO YJieHa CEMbM, ¥ KOTOPO-
ro 6b11M hebpunbHble CyL0pOru.
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@®ebpunbHble CyaopoOrM — 3TO CYA0POrk, CBA3AHHbIE C BbICOKOW
TemnepaTtypoi. O6bIYHO OHM MpeKpallalTcs B Bo3pacte 5-6 neT.
B cembax GEFS+ y peteit Moryt Bo3HMKaTb pebpunbHble Cyaoporu
[aneko 3a npegenaMu 3Toro BO3pacTa U AaXKe BO B3POC/ION XU3HM.
Y HMX TaKkxe MOryT pasBuTbCA APYr1e TUMbl NPUCTYNOB, HEe CBA3aH-
Hble C BbICOKOM Temnepatypon. OHM MOryT BbITb reHepann30BaHHbI-
MU U PokanbHbiMU. OYeHb peaKo Yy OJHOro M3 YNEHOB CEMbM AMa-
rHocTupytoTcst cuHapoMm Dravet unu EMALS.

Bo3pact Hauvana 3aboneBaHus BapbupyeT OT 4 MecsueB
L0 6 net. Y 60nblUMHCTBA AeTeN OTCYTCTBYIOT Apyrue, NnOMMMO CYAo0-
por, HeBposiorMyeckue HapyleHus. HeT 3amepXKu MCUXMYecKoro,
$U3M4eCcKoro UM yMCTBEHHOTo passuTus. MebpunbHble MPUCTYMbI
npu 3TOM CMHAPOME Pa3BMBAOTCS paHblue (B cpeaHeM B 1 ron), uem
TUNMUYHble PebpunbHble CyLOPOrM, OHM YACTO MHOTOKPaTHbIE U NPO-
LoMmKaTcs nocne 6 net. bonesHb nposBnseTcs B Buae GedbpunbHbIX
CyLopor Ha GoHe NIMX0paaku U B GOpPMeE UHbIX 3NUNENTUYECKUX Na-
pokcusmoB. lomuMo  peuunaveupyowmnx  GedbpunbHbIX  Cynopor
(knaccuyeckmx TOHMKO-KOHMYecknx), GEFS+ xapaktepusyetcsa Ha-
nmunem acdebpunbHbIX NpUCTynoB. Moryt 6biTb abcaHCbl, MUOKNO-
HWUM, MUOKJIOHUYECKM-aCTaTUYECKME M AaTOHUYECKME NPUCTYMbI.

TakvM 06pa3om, TUMbI MPUCTYNOB MOTYT BbITb CleayoLme:

— [eHepanu3oBaHHble

— (okanbHble

— (DebpunbHble

— (MebpunbHble ntoc

— MuoknoHunyeckue

— MUMOKNOHUYECKU-aCTaTUIECKUE

— ToHUKO-KNOHUYEeCKne

— ATOHMYeckue (opon-aTaku)

— ABcaHcbl.

®ebpunbHble cydopozu NOYTU BCerga CNyvyarTcs B nepuof 60-
Ne3Hu, TaKoM Kak BUpYCHas MHQEeKUMs yxa, HOca, ropna uian xe-
nynka. CBsisaHbl C BbICOKOM TemnepaTypoi. OBbl4HO NpeacTaBnsoT
coboi reHepanu3oBaHHble TOHUKO-KNOHMYECKME MPUCTYNbl MNpo-
LOJKUTENBbHOCTbI0O MeHee 5 MUHYT. MHoraa MoryT onmTbCs 4oAblue
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U TpebyT HEOTIOXKHOM MeAULMHCKOW NoMoLLM. HopManbHbIi BO3-
pacTHOM AMana3oH Ans 3TOro TMna MpPUCTYNOB COCTaBASIET OT 6 Me-
csueB A0 6 neT, x0T OOMbWMHCTBO MPOMCXOOMT B BO3pacTe
ot 18 MecsueB fo 3 net. CaMOCTOATENBHO MPEKPALLATCS NO Mepe
B3pocneHus pebeHka. Y 6onblwMHCTBA AeTelt Habnogaetcs Nuwb
HeboNbLIoe KONNYeCTBO NPUCTYNOB (MeHee 3).

®ebpunvHbie cydopoau nawc. AHanormuHbl GebpunbHbIM Cyno-
poraM, TakXe CBfi3aHbl C BbICOKOW TeMMepaTypoi, HO BbIXOAST
33 paMKM HOpPMasbHOro BO3pacTHOro AuanasoHa. ObblYHO Npekpa-
watotcsa B Bo3pacte 10-12 neTt, XoTa MOryT CNy4aThCs Y B3pOC/bIX.

MebpunbHble NpUCTYMbl OCTalOTCA Haubonee 4yacTbiM GeHOTU-
nom npu GEFS+ (44%), 3a HUMKM cnepytoT dhebpunbHblE MPUCTYNbI
nntoc (27%).

OuarHocrtuka

MNMopo3penne Ha GEFS+ BO3HMKaeT npu M3yyeHUU CEMENHOro
aHaMHe3a nauueHTa, y Kotoporo debpunbHble Cyaoporu BbIXOAST
33 paMKM HOpPMasbHOrO BO3pacTHOro AuanasoHa. OB6bIYHO BbISCHS-
€TCs, YTO Y POACTBEHHUKOB B AeTCTBe 6biin hebpunbHbie cygoporu
U apyrue BuAbl NPUCTYNOB.

[lnarHo3 OCHOBbIBAETCSA Ha KIMHMYECKOM HabnoaeHuu; 331-Bu-
[eoMoHUTOpUHre; MPT ronoBHOro Mo3ra; reHeTM4eCcKOM aHanuse
Ha XapaKTepHble MyTaLMU; CMUHHOMO3rOBOWM MYHKUMM (019 MCKAHO-
YyeHus HerponHdeKkunn y AeTen NepBoro roaa XusHu).

MHTepukTanbHaa 331 06bl4HO HOpManbHas. MkTanbHaa 330 3a-
BMCUT OT TMMa NPUCTYNOB.

[unarHocTuueckue Kputepum reHeTMuyeckoi snunencum c ¢eb-
pUnbHLIMU CyAoOporamMM NAKC OblIM B MpoOeKTe KnacCuPukauum
ILAE, HO He 6blIM CNeumManbHO BblAeNeHbl B OKOHYaTeNbHOM Bapu-
aHTe [1,23].

XapakTepHbl (ebpunbHbie MPUCTYNbl, KOTOPblE NMPOAOKAKTCA
nocne AOCTMXXEHUS 5-6-neTHero Bo3pacta B COYETaHUM C pa3HbIMK
™Mnamu adebpunbHbIX NpUCTYNoB (Mnn 6e3 HMX), a Takke HOpMasb-
Has OCHOBHasi akTMBHOCTb Ha D3I,

HetunnyHo Havano ¢pebpunbHbIX NPUCTYNOB A0 6 MecsueB, 3a-
[epxXka pa3sutus B AebtoTe 3aboneBaHus, 3HAYMMble HapyLIEHWUS
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B HEBPOJIOTMYECKOM CTaTyce, 3NunenTuyeckme Cnasmsbl, Nporpeccu-
PYIOLLMIA KOTHUTUBHbBIN perpecc.

OnddepeHumnanbHas aMarHocTuka

OnddepeHumanbHbI gnarHos HeobxoaMMo NpoBOAMTL CO Cre-
AyloLWwMMK 3aboneBaHnaMu:

— Cnopagmnueckue GpebpunbHble NpucTynbl 6€3 ceMenHoro aHa-
MHe3a.

— OcTtpble cuMnTOMaTUYECKME MPUCTYbI

— CTpyKTypHble (OoKanbHble 3NUENCUm.

— Cunapombl paBe n EMALS.

B otAnume ot TMNUYHBIX HebpmnbHLIX Cyaopor, KpoMe MoBTOpS-
IOWNMXCS NPUCTYNOB Ha (OHe NIMXopaaku B Bo3pacte oT 1 roga
[0 5 net, xapakTepHbl 1 adbebpunbHblE NPUCTYNbI.

JNeueHue

JleyeHne BO MHOrom 3aBMCUT OT TMMA nNpucTynos. [detam, cTpa-
JalWmMM Tonbko hebpunbHbiMu cypoporamu, AMNM 06bIYHO He Ha-
3HavatoTCs.

Mpu Hanuuuu cypopor y pebeHka nocsie 6 neT Ha3HA4akoTCs
Banbnpoatbl. OgHako WX He cneayeT Ha3HauyaTb AEBOYKaM, ecu
BO3MOXHO MCMNONb30BaHME ApYrnx npenapatos. Ecnn adebpunbHole
MPUCTYNbl HOCAT YaCTbIA XapaKTep, MOXHO Ha3Ha4MTb BasibNpoaThl,
NaMOTPUIKMH, NeBeTUpaLeTaM 3TOCYKCMMMA, knobasam, Tonmpamar.

MHorga B OCTPOM MpUCTYNe Man C NPeBEeHTUBHOM LeNnbio MOryT
Ha3Ha4aTbCs 6eH304Ma3enmHblI.

Cnepyet n3beratb NpueMa Takux MpenapaTos, Kak kapbamase-
MWH, oKckapbasenuH, scnukapbasenuH, GeHUTOUH, MOCKObKY OHM
UMEIOT TEHLEHLMI0 YCUIMUBATb CYA0POTHU.

B penkux cnyyasix, korga y aeten HabnogaoTca 6onee Taxenble
$opMbI 3NUNENCUN, Takue Kak MMOKNOHMYECKO-acTaTuyeckas amnu-
nencus uam cuHagpom [lpase, Moryt noTpeboBaTbCs KOMOMHaLMK
npenapatoB. CTMpuNeHToN MOXeT BbiTb 3PHEKTUBHBIM NpU CUHAPO-
Me [lpaBe B COYETAHMM C BaNbNpoaToM HaTpus U knobasamom. Tak-
e MOXeT Ha3HauyaTbCs KaHHabuauon. KetoreHHas nueTa MoOXeT
6bITb BeCcbMa 3DPEKTUBHOM, XOTS 0ObIMHO €€ cnepyeT Ha3Ha4aTb
BMmecTe ¢ AlMM.
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YXaponoHuxatowme npenapatbl He3IPPEKTUBHbI Aas NpenoT-
BpaLLEHWs peLVanBOB.

Mporxos

MporHo3 GnaronpuatHbiiM. CpegHuit Bo3pact pemuccmn — 10-
11 ner. Mo BOCTMXKEHMUM COBEPLUEHHONETUS Y OTAE/NbHbIX NaLMEHTOB
MOTryT 0TMeYaTbCs peakune npucTynbl (No4 BAUSHUEM CTPECCOB U ae-
nNpuBaLMM CHa).

BbonblwmHcTBo nogeit ¢ GEFS+ obnapaloT HOpManbHbIM MHTEN-
NIEKTOM U CMOCOBHOCTSIMU K 0BYYEHMIO.

OnHaKo B HEKOTOPbIX Cy4asX MUOK/IOHWYECKO-acTaTU4eCcKow
anunencumn U B BONbLWIMHCTBE CyYaeB CMHAPOMA [lpaBe MpucTynbl
TPYAHO noanatoTcs nevyeHunto. OHM 0BbIYHO ANSTCS BCHO XKM3Hb (XOTS
M CTAHOBSTCS MEHee 4acTbiMM B NOAPOCTKOBOM BO3pacTe). Y aetei
MOryT 6bITb TpyAHOCTM B 0OyvyeHuW, noBefeHYeckMe npobnemsl,
NPU3HaKK ayTu3ma.

Okono 40% petert ¢ nepBbiM ¢debpunbHbBIM NpUCTYNoM ByayT
uMeTb peunams. Hanbonee cunbHbIM NpeauKTOpPOM peunamnBa SBAs-
eTcs Bo3pacT <14—16 mecaueB Ha MOMEHT nepBoro ¢hedbpuabHOro
npucTyna.

OueHb pauTenbHble @GebpunbHble MNPUCTYMbl MOTYT MPUBECTH
K Me3uanbHOMy BUCOYHOMY CK/J1epo3y W BUCOYHOM 3NUNENCUU, XOTS
CTeneHb pUCKa OCTAeTCs HeonpeneneHHOM.
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SAMUNENTUYECKUE CUHOAPOMDI
NMEPUOOA HOBOPOXXAEHHOCTU
N MNAOEHYECTBA

C 3BOJIIOLMOHHON U/UNn
SNUNENTUYECKON
SHUE®DAJIONATUENA NN

C MPOrPECCUPYIOLLIUM
HEBPOJIOTMYECKNM
YXYALWEHUEM

PAHHAA MNTAOEHYECKAS 3BOJTIOLLUOHHAA

N ANUNENTUYECKAS SHLIEEDAJIONATUA/EARLY
INFANTILE DEVELOPMENTAL AND EPILEPTIC
ENCEPHALOPATHY (EIDEE)

OnpepeneHune

PaHHas MnapeHYeckas 3BOMIOLMOHHAS M 3MUNENTUYEeCcKas 3HLe-
danonatus/Early  infantile  developmental and  epileptic
encephalopathy (EIDEE) — «knuHuKo-3nekTposHUedanorpaduye-
CKMIA CUHLPOM B CTPYKType 3MMNEnTUYecKne CMHAPOMOB Mepuona
HOBOPOXAEHHOCTU U MALEHYeCTBa C 3BOOLMOHHON W/UNIU 3Nu-
NnenTu4eckon sHuedanonaTei unn ¢ NPorpeccuMpyoLLmMM HEBPOO-
TMYECKUM YXYALEHUEM, XaPAKTEPU3YIOLMICS HA4YaNOM 3NUNENCUN
B MepBble 3 MeC XM3HW; HAPYLUEHWSIMM HA MHTEpUKTanbHOW I3
B BMAE NAaTTEpPHa «pa3paf-yrHeTeHue», Aud@y3HOro 3amensieHus
WU MYNBTUPErMOHANBHOM 3NMNenTUPOPMHOIM aKTUBHOCTH, HapyLLe-
HMEM M03bl, MbILLEYHOFO TOHYCA M ABMXEHWIA; HApYLIEHWEM Pa3BU-
TUS CPeLHEW UK TKENON CTENEHU, NPOrpeccUpyrLLMMU CO BpEMe-
HEM YacTbIMW TOHUYECKMMU U/UAN MUOKJIOHUYECKMMK NPUCTYNaMU,
pe3nCTeHTHbIMKM K Tepanuu [1].
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Takxe, B nuTepaType MOIyT UCMONb30BaAThCS Cefytolme Ha3Ba-
HMS:

— PaHHAg WHObaHTWABHAg 3BOMIOUMOHHAS M 3NMANenTUYecKas
3Huedanonatma

— PaHHsA9 MnapeHuyeckas 3HuUedanonaTvus pasBuTUa U anuaen-
TMyeckas

Uctopuueckas cnpaBska

EIDEE 6bina paHee pa3geneHa Ha cuHapoM OTaxapa M paHHIO0
MWOKJ/IOHMYECKYH 3HUedanonatuto. YunuTbiBas COBNageHUe 3TMONO-
MU U 3NEKTPOKJIMHUYECKUX XAPAKTEPUCTUK 3TUX ABYX CUHAPOMOB
ILAE 6b1n0 npepnoxeHo 6onee He pasrpaHuumBaTh EIDEE, Tak kak
370 pasfjeneHue CylWeCTBEeHHO He BAMSeT Ha JleyeHue U npo-
rHos [23].

OpnHako € MeToLoNorMYeckon TOUKM 3pEHUS U YUUTbIBAs 3aCiy-
rM uccnefoBaTtenen, U3yvyaBlUMX 3TU CUHAPOMBI, CYHUTAEM CBOM A0/-
roM, BHauasne onucaTb pasfenbHo cuHapom OTaxapa M paHHIoW
MWOKJ/IOHMYECKYH0 3HLedanonaTtuio, a 3atemM caenatb ux oboblieHne
B COBPEMEHHOM HO30/10rMYeCcKOn eaMHULE — paHHAS MAageHde-
CKas 3BOMOLMOHHAS M anunenTuyeckas sHuedanonatms.

PanHss  3nunenmuyeckass 3HUegansonamus ¢ NAMMePHOM
«8cnbiwka-nodasnerue» Ha 33 unu cuHdpom Omaxapa (Ohtahara
syndrome)

Onpepenexue

CuHppom Otaxapa (paHHsg 3anunentuyeckas 3Huedanonatms
C NaTTEPHOM «BCMbIWKa-nogasnenune» Ha I3I; EIEE — Early Infantile
Epileptic Encephalopathy) — paHHsaa MnafeHyYeckas nporpeccupyto-
Las anunenTuyeckas aHuedanonaTus, XxapakTepusylLLascs TOHUYe-
CKMMM CNa3MaMu M 3MUNENTUYECKUMU NPUCTYNaMu B TeyeHue nep-
BbIX MECSLEB XM3HM, @ TaKXKe HANMYMEM MATTEPHA «BCMbIWKA-NO-
nasneHune» Ha Il SBnsetca Hanbonee TAxeNon U Hanbonee paHo
pa3BMBalOLLENCS BO3PACTHOM 3NMAENTUYECKON 3HLedanonaTmen.

UcTtopuueckasn cnpaeka

CMHOpOM Ha3BaH B 4YecTb AMNOHCKOro Hesponora Shunsuke
Ohtahara (1930-2013), kotopbiit naeHtuduumposan ero B 1976 ro-
Ay [16].
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3nupemuonorus

3aboneBaemoctb coctasnser B 1/100000 poxaeHwii B AnoHUM
n 1/50000 poxaeHuit B BennkobputaHuu. Bcero 6b1n0 3apeructpum-
poBaHo okono 100 cnyyaes, HO 3TO YMCNO MOXET ObITb 3aHWMXKEHO,
MOCKONbKY BONbLWMHCTBY YMEPLWUX MNALEHLEB He MPOBOAUTCS
afieKkBaTHAs AMArHOCTMKA. 3aboneBaHMe NOPAXAET /UL MYXKCKOro
M XXEHCKOro nosa C 0AMHAKOBOW YacTOTOMN.

3TnonartoreHes

MpuunHbl 3ab0neBaHMS BO MHOMMX KOHKPETHbIX C/y4asx
He onpeaenslTcs. IT0 MOryT ObiTb MOBPEXAEHME UKW aHOMANbHOE
pasBUTME TONOBHOrO MO3ra; MeTabonuyeckue WNM reHeTuyeckue
HapyLLeHus.

Mpu faHHOM 3aboneBaHMM HabNOAAETCS BbIpaXXEHHas aTpodus
NoNyLIapuii rOI0BHOMO MO3ra, LepebpanbHble MOPOKKU pa3BUTHS, Ta-
KMe Kak remumeransHuedanus, nopsHuedanus, cuHapom Aiikap-
an — [yTbepeca, onMBapHO-3ybyaTas Aucnnasus, areHe3ms MaMun-
NSPHbIX TeN, CUHAPOM NIMHENHOTO CaNbHOro HeBYCa, LepebpanbHbii
AucreHes 1 GoKanbHasn KOPTUKaNbHAg AMCNNA3US.

CuHppomoM OTaxapbl MOXET BbITb CBS3aH C MyTaLUAMM B reHax
ARX, CDKL5, SLC25A22, STXBP1, SPTAN1, KCNQ2, ARHGEF9,
PCDH19, PNKP, SCN2A, PLCB1, SCN8A, ST3GAL3, TBC1D24,
BRAT1, Stxbp1.

HekoTopble 13 3Tux reHoB (ARX; CDKL5; SLC25A22; Stxbp1l) ot-
BETCTBEHHbI 3a CO34aHue 6enkoB, HeOOXOAMMbIX AN HEWPOHaNb-
HbIX U MEXHEMPOHHbIX MYHKLUMIA MO3ra, BK/IKOYas MUTOXOHAPUANb-
Hble bIXaTeNbHble Lenu.

KnuHuueckue nposineHuns

— MHOXeCTBEHHbIE NMPUYMHBI (CTPYKTYPHbIE aHOManWK MO3ra,
MeTabonnyeckne pacCTpomnCTBa, reHeTMYECKME MyTaLmM)

— [MepBbii npuctyn BHYTpUyTpOO6HO wMnu B nepeblie 10 oHen
XU3HM

— CuHApOM NposBNSeTCcs B NepBble 3 MecaLa Xn3Hu

— Manbumnkum 1 oeBovku bosIeloT C 04MHAKOBOM YacTOTOM

— YacTble TOHMYeckMe cnasmbl 1/unu GoKanbHble NPUCTYMbI

— (PapMaKope3nCTEHTHOCTb
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— YMCTBEHHas 0TCTanocCTb

— [noxou nporHo3

— [laTTepH «BCnbiWKa-nogasneHues» Ha 320

— Yacras asonioums B apyrve GOpMbl 3MUNENTUYECKUX 3HLLE-
danonatui, Hanpumep B cuHApoM YacTa (IESS) u 3atem B cMHAPOM
JlenHokca-Tacro.

PaccTpoiicTBo nopaxaeT MnafeHLeB, Kak NpaBuio, B TeYeHue
nepBbiX Tpex MeCsLEeB >XWM3HM (4Yawe BCEro B TeyeHUe MepBbiX
10 pHen). MNpu peTpoOCNEeKTUBHOM aHanu3e 4YacTo BbIACHAETCS, YTO
npucTynsl y nnoga 6eiin ewe B yTpobe Matepu UAM Havyanuchb
B NepBble JHWU XMU3HM.

OCHOBHBIM TUMOM MPUCTYNOB SBASKOTCS KOPOTKME TOHMYECKue
NPUCTYNbI (3aCTbiBaHME MbILULL, B3N], BBEPX, pacliMpeHUe 3paykoB
U U3MEHEHME [bIXaHWs), OAMHOUYHbIE MK TPYNNMpyeMble B KacTe-
pbl. [IpMepHO y KaX[Aoro TpeTbero nalMeHTa TOHUYeCcKue MpuUcTy-
Mbl MOTYT COYETaTbCs C APYrMMU TUNAMKU MPUCTYNOB: GOKANbHbIMU,
ATOHMYECKMMM, TFeHEepPaNIM30BaHHbIMU TOHUKO-KJIOHMYECKMMU UK
UH(AHTUNIBHBIMKU CNa3MaMu.

JuarHocTuka

HelipoBuayanusauma 4acto BbISIBASIET NIOKaJbHble WAM MONy-
LIapHble aHOMaNUKU pa3BUTHSI.

[eHeTMueckoe TeCTUpOBAHME C FEHHOM MaHeNbio 3MUAencum Unm
CEKBEHMPOBAHMEM BCEro 3K30Ma MOXeT ObITb pPacCMOTPeHO npwu
HepoCTaTo4YHOM MHbOopMaTUBHOCTU MPT.

KntoueBbiM B fmarHoctuke cuHapoma OTaxapbl siBnseTcs npo-
BegeHue I3[, kKoTopoe n BO BpeMS CHa, M npu 60apCTBOBaHUU fe-
MOHCTpUPYET XapakTepHblid 33[-naTTepH, Tak Ha3biBaeMbli «burst-
suppression pattern», wAM natTepH «BCMblLUKA-NOAABNEHMEN.
3a pa3psaoM MOAMCNAMKOB (BbICOKOBOIBTHOM aHOMAnNbHOW MO3ro-
BOM aKTMBHOCTM) CneayeT nepuop, ynaouweHus (HU3KOM anekTpuye-
CKOM aKTMBHOCTM).

Ha paHHoM 33T nauumenta ¢ cuHgpomoM Otaxapsl (puc. 1)
npeLCTaBNeH NaTTeEPH KBCMbIWKA-NOAABAEHNEY.

PucyHok 1.

33l naumeHTa ¢ cuHapomom OTaxapbl
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OunddepeHumanbHag OMarHOCTUKA MeXAy APYrMMU 3NUNenTu-
4yecknMu 3HuedanonatMaMm, TakMMm Kak cuHapom Yacta (IESS) nnu
JleHHokca-lacTo, ocHOBbIBaeTcs Ha BoO3pacTe AebwTa CMHAPOMA
W pasnuumax B DIM-naTTepHax.

Jleyenne

K coxaneHuio, Nnpy AaHHOM CMHAPOME AHTUMPUCTYMNHbIE MEaU-
kameHTbl (AlTM) He oueHb 3 eKTUBHbI. MOrYT MPUMEHATLCS KOHA-
3enam, knobasam, BurabaTpuH, TonMpamart, 3oHMcamMua, dpeHobap-
6utan, Banbnpoatsl, Penbamar. B Tex cnyyasx, korga umeetcs ouva-
roBoe NopakeHwe rofioBHOr0 MO3ra (MOBpeXxAeHWe WAM aHOMalb-
HOe pasBUTME) MOXET MPUMEHSTLCS XMPYpPruyeckoe BMellaTesb-
cTBO. NepcnekTuBbI BbI3AOPOBAEHUS NOCIe onepaumn remmuchepak-
TOMUU OTHOCWUTENbHO GAAroNpuUsTHBI, U MALMEHTbl A4EMOHCTPUPYIOT
«[OroHsoWee» passutue. Y psaga nauMeHTOB MOXET ObiTb 3hdek-
TMBHOM ropMoHanbHas Tepanusa (AKTI, npeaHW30n0H), cTMMynaums
6nyxzarlLlero HepBa MM KeToreHHas aueta. B cnyyae, ecim cuH-
apoMm Otaxapbl BngeTcs cneacTteuMemM rpybbix MeTabonmyeckmx Ha-
PYLUEHUI, KOPPEKLMS STUX HAPYLUEHUI MOXET NPUBECTU K ynyylle-
HUIO COCTOSIHMS MauMeHToB. [lpyrue MeTodbl NevyeHus SBASKOTCS
CUMNTOMATUYECKMMU U NopfepXuBarowmMu. OHM MOTyT BK/OYATb
Nle4yeHne aHOMaNbHOro MbIWEYHOro TOHYCA, Pa3fApaXUTENbHOCTH,
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coMaTuyeckux 3aboneBaHui. Takxke NpUMeEHSOTCS BU3nYeckue, No-
roneguyeckue u TpyLotepanesTuyeckue npouenypbl. KoHcynstauum
¢ 6bpuragor nanIMaTMBHOM MOMOLLM YaCTO NONe3Hbl ANs onpenene-
HWS Lener yxoaa u obecneyeHus Toro, 4Tobbl cemMbs pebeHka 1 Me-
AMUMHCKas Bpuraga pabotanu Hag OAHMM U TeM e HabopoM Le-
nen.

MporHos

Mpv HEBO3MOXHOCTM XMPYPrvyeckoro BMeLaTenbctBa 60-
ne3Hb 00bl4HO nporpeccupyeT. puctynsl cTaHoBsTCS 6Gonee uya-
CTbiMU. [poncxopuT 3aaepxka GU3MYECKOro U NCUXMUYECKoro pas-
BUTMS. MHOrMe LeTW yMWUpAKT OT B TeYeHUE MepBbiX 2 NET XMu3-
HW, B TO BPEMS KaK Te, KTO BbDKMBAIT, WMMelT dusnueckme
M ncuxuyeckne npobnembl, TakMe KakK 4Ypes3MepHas YCTanocTb,
TPYLHOCTU C KOpPM/IeHWeM, NEroyHble 3aboneBaHus, MeaseHHbIV
nporpecc B pa3BuTUMU. BbDKMBILUME WMMEKT cepbe3Hble MCUXOMO-
TOpHble HApYLIEHUS M 3aBUCAT OT CBOEro onekyHa. [lo Mepe po-
CTa Yy HEeKOTOpbIX AeTel pa3BMBAKTCA Apyrue 3nunenTuyeckue
CMHOPOMBI, TakMe Kak cuHapoM Yacta (IESS) n cuHpgpom JleHHOK-
ca-lfacro.

PaHHs5 MUOKIOHUYecKkas 3Hyeganronamus

Onpepenexune

PaHHA5 MMOKNOHMYeckas 3Huedanonatus (HeoHaTanbHAs MMO-
KNOHMYeckas 3Huedanonat1s, MUOKJIOHWYecKass 3Huedanonatus
C 0ebloToM B HEOHaTanbHOM nepuoae, PaHHAS MUOKIOHMYecKas
anunenTMyeckas 3Huedanonatus, Early Myoclonic
Encephalopathy — EME, Neonatal Myoclonic Encephalopathy —
NME) — snunenTuyeckuin CMHAPOM, HAUYMHAKLMICS B HEOHATallb-
HOM Mnepuoae, XapakTepusyrLWUACS MUOKIOHUYECKUMU MPUCTYNa-
MU, TSHKENOM nNporpeccupytowen sHuedanonatmen, 3aaepxKom ncu-
XOMOTOPHOIO pPasBUTUSL.

Uctopuueckas cnpaBska

TepMUH «HeOoHaTaNbHasi MMOKJIOHUYeCKas 3HUedanonatus» Gbin
npepnoxeH J Aicardi 8 1978 roay [4]. B 2001 roay ILAE npepnoxw-
Na BHECTW 3TOT CMHAPOM B CMMUCOK «3MNUAenTUYeckux sHuedanona-
TUI», NPU3HAKaMM KOTOPbIX SBASKOTCS HE TONMbKO 3MMAenTUuyeckas
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AKTMBHOCTb, HO M 3NuNenTUdOpMHble M3MeHeHUs Ha I3[, KoTopble
camu no cebe MOryT ObiTb MPUUMHOM MPOrPECcCUPYIOLLMX HapyLle-
HWIA MO3ra.

Snupemuonorns

EME oueHb pepkoe 3aboneaHue. YactoTa BCTpeyaemMoCTu Co-
crasnget npumepHo 0,17%. Ho yuuTbiBas TO, YTO MHOrue AeTu
He OOXMBAIKT 4O MOMEHTA MHCTPYMEHTANbHOM AMArHOCTUKK, UCTUH-
Has pacrnpoCTpaHeHHOCTb, BEPOSITHO, BhbILLE.

Manb4nkm 1 0EBOYKM CTPALAMOT B PABHOM CTENEHMU.

3TnonartoreHes

MpuumHoM 3aboneBaHns MOryT ObiTb HapyweHuss obMeHa Be-
LLeCTB, reHeTMYeckKmMe MyTauum Unn, B peaKux cnyyasnx, nopoku pas-
BMTMS TONOBHOro Mo3ra. Bo MHOruMx cayyasix 3TMonorusi ocraercs
HEeU3BECTHOMN.

MeTabonnueckumMmn NpuYMHaAMM MOryT ObITb HEKETOTUYECKAS TU-
nepravuMHEMUS; HapylweHns obMeHa aMUHOKMCIOT, OpraHUYeckux
KMCNIOT, MOYEBMHbI, NMUPUAOKCMHA U NUPUAOKCANb-5-docdarta; Mu-
TOXOHAPWaAnbHas natonorus; neduumt cynbdUTOKCHAA3bl, CUHAPOM
Menke, cuHgpom Zellweger n MHoroe gpyroe.

B HacTosuiee BpeMs 0bHapyxMBaeTcs BCe Honbluee YUCNO reHe-
TMYEeCKMX MyTauui, Bbi3biBatowmx EME. Hanpumep, neneuus
9g33.3-q34.11, Bkntovatower reHbl STXBP1 u SPTAN1, mytauuwu
B reHax KCNQ2 unu KCNT1, B reHe RARS2.

MyTaums GABRB2 okasbiBaeT KOMMNEKCHOE (PYHKUMOHANbHOE
Bo3aeiicTBue Ha TAMK-peLenTopbl, BK/IOUAs CHUXEHME 3KCMpeccum
KNETOYHOM MOBEPXHOCTU U ocnabneHne QyHKUMKM KaHana, Yto 3Ha-
yutenbHo Hapywaet TAMK-epruyeckoe MHrMbUpoBaHWe B roIOBHOM
Mos3re.

Ha cerofHsWHWIA AeHb Npu 3nunencuu onpeneneHbl U3MeHe-
HUS NpUBAM3UTENbHO 265 reHoB, M OBOHApYXXEHO, YTO HECKONbKO
reHos, Bkatoyasg STXBP1, ARX, SLC25A22, KCNQ2, CDKL5, SCN1A
n PCDH19, cBs3aHbl C paHHUMM 3NMNENTUYECKMMM 3HLedanonatu-
AMMU.

Mpu EME nponcxoamT HapyweHue anonTo3a ruasnbHbIX KeTOoK,
B OCHOBHOM — acTpOLMTOB. JTO BbI3bIBA€T MX CKOMIEHWE BLONb
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HEeMpOHaNbHbIX aKCOHOB. MoxeT 6bITb atpodus Mo3ra, 3agepxka
MUENUHU3ALLUMN,

Cpepm naTtonornyecknx U3MEHEHW 4acTo BCTPEYATCS KOPTU-
KOHeMpOHanbHas retepotonus 1M nponudepaums acTpoumToB, Nop-
3HUedanus, NnepuBackynsipHble KOHLEHTPUYECKME Tena, LeMUETUHU-
3aumMa B NONyWapusax Mo3ra, MnccaHuedanums, remmmeransHuedanus
¢ nponudepaunen acTpoLUTOB.

KnuHuueckas kapTuHa

MpenwecTByOLWMIA aHAMHE3 U UCTOPUSA POXAEHMUS, KaK MpaBu-
Nno, HopManbHbl. Pa3mep ronosbl B Hayane 0ObIMHO HOPMaNbHbIA;
CO BPEMEHEM MOXET pa3BUTbCA MuKpouedanus. 3aboneBaHue
BCTPEYAETCS B TeUeHMe NepBbiX Tpex Mecsaues Xu3Hu pebexka. Cy-
[oporn 0BblYHO HAYMHAKTCA B TeYEHWe MepBbiX 2 HeAenb XXU3HMU.
MHorpa cymoporn MOryT HauvaTtbCsl, Koraa pebEHOK elle HaxoauTCs
B yTpobe maTtepu.

MoryT BO3HWKaTb pa3fiMuHble TuMnbl NpUCTynoB. OCHOBHbIMK ANS
[AHHOTO CMHAPOMA SBASIKOTCS MMOKIOHMYECKMe (OYeHb yacTble,
KpaTkue, OOMHOYHbIE MW NOBTOpsOLMecs, becnopagoyHbie U no-
4YTW HENnpepbIBHbIE NOAEPrMBaHMS Tena).

MonéprMBaHMsa MMEKTCS B MbIWLAX JIMLA UM KOHEYHOCTEMN,
OHM BbICTPO MUTPUPYIOT C OLHOM YACTU TeNa Ha Apyryt. MUOKNOHYC
4yacTo HabnoaaeTcs BO CHe.

Y HEKOTOpbIX MAUMEHTOB Takxe MOryT ObiTb QOKanbHblE ABWra-
TENbHbIE NPUCTYMbl, TOHUMYECKME CMa3Mbl, KOTOPble MOSBASIOTCS
nosxe.

HeBponormueckuit CTaTyC TUMNMYEH: BbIPAXKEHHOE 3a4epKa
NCUXOMOTOPHOrO Pa3BUTUSA, 3aMeTHAs TMNOTOHUS, NMOBbILIEHHAN ak-
TUBALMS, MHOTAA BEreTaTMBHOE COCTOSIHUE.

Mpuctynobl peako kynupytotcs AMM. CMHAPOM HEraTMBHO BNMS-
€T Ha NCUXOMOTOPHOE, KOTHUTUBHOE U NOBELEeHYECKOe Pa3BUTHE.

JuarHocTuka

[narHoCTMKa OCHOBaHa Ha KJMHUMYECKMX MPU3HAKAX M pe3ylib-
TaTax I3[, KoTOpas sBNSeTCs Haubonee BaXHbIM TECTOM MpU MO-
CcTaHoBKe AumarHoza EME. 33T y peteit, He nonyyarowmx AlM,
C NaTTepHOM BCMbIWKa-NoAaBNEHNE (Pa3psdbl BbICOKOW aMNAUTY-
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Ibl, 32 KOTOpbIMW CnepyeT yholleHue). 3T M3MEHEHUS MOXHO
YBULETb U BO BPEMS CHA, U Korga mnageHel, 6oapcreyer. [lo Mepe
passutna 33 MOXeT 3BONIOLMOHUPOBATL B MATTEPH TMNCaAPUTMUK
(MynbTMdOKanbHble BCMIECKM BbICOKOM aMMIMTyAbl C HEHOpMasib-
HbIM DOHOM).

MPT no3BonseTt onpenensatb CTPYKTYpHble U3MEHEHUSI B MO3Te,
Bbi3biBatowme EME. Ha HavanbHom 3tane MPT moxeT 6biTb HOp-
ManbHOM, HO nocneayowas MPT MoxeT nokasatb aTpoduio Mo3sra.

AHanu3 KpoBu HeobXoAMM [Ns BbISIBNEHWUS MeTabosMyeckmx
(neduumt BMTaMMHA B6, BMOTMHMAA3bLI M Op.) MAM TFEHETUYECKMX
npobnem.

HeobxoanMmo uccnenoBath cofepxaHue aMUHOKWUCIOT B CbIBO-
pOTKe KPOBW, TaKUX KaK MULUMH U ero MeTabonuTbl, OpraHnyeckue
KMCNOTbl U aMUHOKUCIOTbI B LLepe®pOoCrnMHanbHOM XUAKOCTH.

OnddepeHumnanbHas aAMarHocTmka

[Mpy rMNoKcuyeckn-meMmnyeckon sHuedanonatum n cyaoporax
HOBOPOXAEHHbIX Ha 233 Takke MoOXeT HabnwaaTbCs naTTepH
«BCMbIWKA-NOAABAEHNE», HO B OT/IMYME OT HMX naTTepH npu EME
XapakTepusyeTcsi bonee oAUTENbHBIMU NEPUOAAMU MOAABNEHMS aK-
TUBHOCTM M OTCYTCTBMEM U3MEHeHuI BO BpeMs a3 cHa u 6oapcTBo-
BaHUA. Kpome TOro, BbllleyKa3aHHble COCTOSIHWUS OT/IMYAKOTCS AMHA-
MWKOM CBOEro TeYeHUS 1 NPOrHO30M.

Jleuenne

EME gaBnsetca ogHMM U3 Hambonee dapMakopesnCTEHTHbIX
3NUNENTUYECKUX CUHAPOMOB, NPUMEHSIOTCS pasnnuHble AMNM u mnx
KoMOuHaumu, BkNoyas 6apbuTtypaTbl, 6€H30AMA3ENUHBI U «HULLE-
Bble» NpenapaTbl.

o poCCMICKMM [aHHBIM peKOMeHAyeTCs KOMOMHMPOBAHHASA Te-
panua c ucnonb3oBaHneM b6eHsoamazennHos, 6apbuTypaTos, Basb-
NpOaTOB M BbICOKMX 403 BUTaMUHOB rpynnbl B [3].

Xupypruueckoe nevyeHvue MOXET NMPUMEHATLCA ANS AeTel C npu-
CTyNnamu, HAYMHAKLLMMUCS B OAHOM 06M1acTM MK 3aTparMBaoLLMMU
OfHY CTOPOHY Mo3ra. B 3Tux cutyaumax MoxeT BbiTb paccMOTpeHa
o4yaroBasl pesekumsa (yaaneHue ogHow obnactm) unm remucdepakro-
MKg (yoaneHue 60/bliei YacTu OQHOW CTOPOHbI MO3ra).
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MoryT npuMeHaTbCS CTUMynSTop 6nyxAaatoLlero HepBa, creum-
anbHble AMeTbl, B 3aBUCMMOCTM OT OCHOBHOrO MeTabonnmueckoro co-
CTOSIHUS, UMW KETOreHHas aueTa.

MNpu peduunte BuTammnHa B6 unm BMOTMHMAA3bLI HA3HAYAETCS
MeTabonmyeckas Tepanus.

MporHo3s

lporHo3 ManoyTelwuTenbHblin. Y MHOMMX AeTel pasBMBAOTCS
cunapom Yacra (IESS) nnmn cunppom JleHHokca-Tacro. MNaumeHTsl Ya-
CTO He XMBYT J0fblle 0JHOro roaa. JletanbHOCTb cocTaBnseT bonee
50%, y MHOrMX NauMeHTOB pa3BMBAETCS BEreTaTMBHOE COCTOSIHUE,
Te, KTO BbKMBAET, KAaK NMPaBUJIO, OCTAKTCA C TKENbIMU PUNYECKHU-
MW U KOTHUTUBHBIMU HaPYLUEHUSMMU.

JT0 oguH U3 Haubonee paspyLUUTENbHBIX, (PAPMAKOPE3UCTEHT-
HbIX BMAOB 3NWNENCUM, MPUBOASLWMIA K MPOrpeccupyoleMy yxya-
LUEHMIO MO3TOBbIX QYHKLMNA.

3akndeHue

YunTbiBas obbeanHeHne oByx cMHapomoB B oguH? ILAE cuuta-
eT, YTo AN yctaHoBneHus gumarHosa EIDEE HeobxoomMmo Hanuuune
OOHOMO MW HECKONbKMUX Cleaylwmnx TMNOB NPUCTYNOB, @ UMEHHO:
TOHUYECKMEe, MUOK/IOHUYECKME, INUNEeNTUYECKME CMNasMbl U «CNOX-
Hble» MPUCTYMbl U3 HECKONIbKMX KOMMOHEHTOB (sequence seizures).

[unarHocTuveckue kKputepum [1,23].

TUNUYHBI TOHWYECKME W/MAN MMOKIOHMYECKMe npuctynbl, I3[-
naTTepH «paspsif-yrHETEHUE» WMAU  MYNbTUPOKANbHbIE pa3psabl,
anddysHoe 3amepneHune; 0ebOT B NepBble 3 Mecaua XM3HM, 3a-
[lepXXKa NCMXOMOTOPHOrO pa3BUTUS.

HeTunuuHbl HOpManbHOe pa3BuTUE A0 AebioTa 3aboneBaHus,
HOPMa/IbHbIM HEBPOJIOTMYECKUIA CTaTyC.

OuddepeHumanbHblit AMarHo3, neyeHne U NporHo3 npu pas-
nnyHbix nogtunax EIDEE 6binm onucaHbl paHee.
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CMHAPOM MNALEHYECKMUX SMUNENTUYECKUX
CMA3MOB/INFANTILE EPILEPTIC SPASM
SYNDROME (IESS)

OnpepeneHune

CMHAopOM MnafgeHYyecknx 3anunentuyeckux cnasmos/Infantile
epileptic spasm syndrome (IESS) — knuHuKo-3nekTpoaHLedanorpa-
(UYeCcKnii CUHAPOM B CTPYKTYpE 3NUAENTUYeCKMX CUHAPOMOB Nepu-
043 HOBOPOX[EHHOCTM U MNALEHYECTBA C 3BOMIOLMOHHOM M/Mnu
3NUNENTUYECKOM 3HLedanonaTMei uin ¢ NporpeccupyrownM HeBpo-
NIOTMYECKUM YXYALIEHWUEM, XapaKTEPU3YIOLLMICS CepUAHBIMU PRek-
COPHbIMM, IKCTEH30PHBLIMU UM CMELUAHHBIMU  INUAENTUYECKUMMU
CcnasMamu; rMNcapuTMmnen Ha mMexnpuctynHon 331, MynbTMdOoKanb-
HbIMU UAKN HOKanbHbIMK 3NMNENTUHOPMHBIMU pa3psaamMu, KOTopble
MOryT HabnoaaTbCs BCKOpe nocae Havana cnasmos; aebiotom B 1-
24 mec.; 3aMefJ/IeHNeM pa3BUTUS NOCe Havyana Cnasmos.

Takxe, B nuTepaType MOryT UCMONb30BaTbCS Ceaytolme Ha3Ba-
HUS:

— CMHAPOM MHPAHTUNbHBIX CNA3MOB

— CMHAPOM MHDAHTUABHBIX 3MUAENTUYECKMX CMa3MOB

— CuHppom YacTa

— CuHppom Becra

— West syndrome

— MH@aHTUNbHbIE Cna3Mbl

— uncaputmus mb6bca

— [oKNOHHbIE Cyaoporu

— Cnasm mnn uk Canaama

— CanaaMogBbl cynoporu

— MuoknoHunyeckas aHuedanonaTms ¢ runcapuTMmen.

[Ons paclwmdpoBKM AAHHOIO TEPMMHA NpuUBEAEM onpeaeneHus
BXOOALIMX B HETO CUMIMTOMOB.

UHGaHmuasHbIl cnasM — 3NUNenTUYecKMi NpucTyn C Henpous-
BOJIbHBIMW  CYAOPOXHBIMU  COKPALLEHUSMU  MbILUL, BO3HUKAKLMIA
y MafileHLeB B BO3pacTe A0 rofa.

Snunenmuydeckuli cnazm — 3NUNENTUYECKUIA MPUCTYM, NPU KOTO-
pOM MPOUCXOAMT BHE3anHoe crubaHue, pasrubaHue mam nocnepo-
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BaTeNnbHoe crnbaHue u pasrnbaHue KOHeYHOCTeN M TyNoBuLLA, ASIUT-
cs ot 200 munavcekyHa, [0 3 cekyHA (LONblue MUOKIOHUYECKMX,
HO KOpOYe TOHUYECKUX MPUCTYMOB).

Knaccuyeckas euncapummus — 3nunentudOpMHAs KapTuHA
Ha 3NeKTpo3HUuedanorpaMMe, XapaKTepU3YOLWAACS HeperynspHow
NPOAOMKUTENBHOM BbICOKOAMNAUTYAHOM MeA/IeHHOBOMHOBOM  aK-
™mBHOCTbIO (1-3 Tu) amnautypow 6Gonee 300 MkB B couetaHuwn
C MHOroQYaroBbiIMM U paCCeSHHbIMU KOMIMIEKCaMU «MUK-BOJTHAY,
«OCTpasi-MeLNeHHAs BOJIHA» MpWU OTCYTCTBUM YCTOWYMBOIO PErvo-
HaNbHOro NpeobnafaHus pa3paaoB Mo UHAEKCY U aMNAuTyae, a Tak-
e NpUBMU3NTENbHO PaBHbIX M3MEHEHUI B MPOEKLMAX PA3ANUHBIX
pPErMoHoOB B LLENIOM.

ModuguyuposarHHas suncapummusi — HeKacCMyeckme BapuaH-
Tbl TUMCAPUTMUK C OTCYTCTBUEM TUMUYHOTO 3NUNENTUOOPMHOro naT-
TepHa Ha I3[, XxapakTepHOro A5 KKNaCCUUYECKOM» TUMCapUTMMUMU.

UcTopuueckasn cnpaBka

Y cblHa aHruMickoro negmaTtpa YunbaMa Yacta (William James
West, 1793-1848) pa3Buiacb 6onesHb KOTopas NposBasnach B TOM,
4YTO pebGEHOK HAKNIOHAN TONOBY A0 KOJSIEH, a 3aTeM ero Teno MosHo-
CTblo paccnabnanock. MNpuctyn Hactynan go 3 pa3 B [AeHb, MOr
ONUTbCA A0 2-3 MUHYT U BKOYATb A0 20 KHAKIOHOBY», MHTEpPBasbl
MeXay HUMW AJUANCh BCEro HECKONbKO CeKyHA. B Bo3pacTte oaHoro
roga OH yXe He MOr npuobpeTaTb HOBble HABbIKM M HE 3Han, Kak
[BUraTb KOHEYHOCTSIMWU, HUKOTAA HE Mnakan U He CMessiCsl, BbIrs-
fen 6e3yyacTHbIM, He MOr MOAAEPXKMBATb TENO B BEPTUKANIBHOM MO-
JIOXEHUM U CaMOCTOSTENbHO yaepxuBaTb ronosy. OTyasBlUMiiCs
oTel, pewun obpaTUTbCs 3a MOMOLWbK K Konneram, 1 B 1841 roay
Hanucan nNucbMo, o3arnaeneHHoe «O cneumduryeckoit dopme Mna-
[EeHYeCKMX NapoKCM3MOB», FMaBHOMY peaakTopy GpUTAHCKOro Xyp-
Hana The Lancet, roe oHO 1 66110 oNy6AMKOBAHO.

B Teuenune cnepytowmx 100 net y netert 66114 ONMCAHbI CXOXUE
CUMHAPOMBI. B Hauane wectuaecaTbix rofoB [BaALATOrO Beka y Ae-
Tei 6bina onucaHa runcaputMus Ha 331, B 1964 roay Bnepsble no-
SBUNCS TEPMUH CUHAPOM Y3CTan.,

Knaccudpukauus
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CornacHo HOBOM KnaccuduKaumu 3MUNEenTUYECKUX MPUCTYNOB
n dopm anunencum ILAE, cuHopom Yacta MoxeT 6bITb OTHECEH B 3a-
BMCMMOCTU OT KOHKPETHOW CWUTyauuu K CTPYKTYPHOM, MeTabonuue-
CKOM, MHQEKUMOHHON, FreHeTUYeCKOM, UMMYHHOM 3MNUAENCUU UNU
K 3Nnnencum C HEM3BECTHOM 3TMONOrnen. MIcTopnyeckun nepseble Tpu
rpynnbl 6bI10 NPUHATO Ha3blBaTb CMMMNTOMATUYECKUM CUHOPOMOM
Y3cTa. [eHeTMYeCckMin CMHAPOM Y3CTa HA3bIBANCA MAMONATUYECKUM.
Ecnn 3tmonorvs cuHApoMa ocCTaBanacb HEACHOM, OH HasbiBancs
KPUNTOrEHHbIM.

B Hactoswee Bpemsi ILAE npepnaraer TepmuH Infantile
epileptic spasm syndrome (IESS) nng 0603Ha4YeHMUsa Kak CMHApPOMA
YacTa, Tak U aNMnenTMYecknx Cnasmos € Ae6I0TOM B MNafeHYEeCKOM
BO3pacTe, KOTOPble HE COOTBETCTBYIOT BCEM KPUTEPUSIM CUHAPOMA
YacTa.

[obaBneHne TepMUHA «3NUNENTUYECKUIA» K HAa3BaHUIO CUHAPO-
Ma 6bI0 caenaHo no npocbbe MHOrMX CneuuanucToB B obnactu
[LeTCKOM HEeBpONOrUM ANS TOro, YTobbl M3bexaTb Kakoh-nnmbo nyta-
HULblI C HE3NUNEeNTUYeCKMMMU CNasMaMu U MOAYEPKHYTb 3NUAEnTU-
Yecky Npupoay A3aHHOro CUHAPOMA.

3nupemuonorus

YactoTa IESS cocrasnset 30 Ha 100 TbIC. POAMBLUMXCSA XKMBbIMMU.
Ha IESS npuxogutcs 10% snunencuii, KOTOpble HAYMHAOTCS B BO3-
pacte no 36 mec [21].

3TnonaroreHes

IESS He gBnseTcs oTOoENbHOW HO30/10TMEN, a BbICTYMAET KAUHU-
YeCKMM CUMMTOMOKOMIMIEKCOM PasJiMyHbIX MO CBOEN 3TUONOTUM MO-
paxenui LLHC.

Cywectsyet 6onee 200 pasnuyHbix 3a60n€BaHUM, CONPOBOX-
[AKOLWMXCS CUHAPOMOM WMHMAHTUAbHBIX CNa3MoB. [puYMHBI MOryT
ObITb CBA3aHbl C MOPOKAaMW Pa3BWUTUS FONOBHOMO MO3ra, XPOMO-
COMHbIMW  QHOMANUSMKU, HENUPOKOXHBIMW CUHAPOMAMW, BHYTPU-
YTPOOHBIMU UHMEKLMAMU U BPOXAEHHBIMU HApyLIEHUsIMU 0BMeHa
BELLECTB; MMMOKCUYECKU-ULLIEMUYECKMMU SHLEePanonaTMsaMn y Ho-
BOPOXAEHHbIX, WHOEKUMIMU LEHTPANIbHOM HEPBHOM CUCTEMBI,
OnyxonamMm U MHcynbTamu. Achukcus nnopa cumtaeTtcs Hambonee
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pacnpoCTPaHeHHOM NPUUYMHOM Pa3BUTUS 3TOTO OMACHOr0 CUHAPO-
Ma.

MHDAHTUNBHBIA CNa3M MOXET pa3BMBATbCS KaK y AeTer C us-
HayanbHO HOPMAaNbHbIM MCUXOMOTOPHBIM Pa3BUTMEM, TaK U Y Le-
TeM C TKeNOW OpraHMyeckon natonorven ronosHoro Mosra. OH
MOXeT 3BOJIIOLMOHNPOBATL U3 cuHapoma OTaxapbl, M B HacToswee
BpeMs oOHapykeHa o06was onga 3TMX CUMHAPOMOB MyTauus
GABRA1, obbacHsowas Takyto TpaHchopmaumo. Okono 30-40%
BCEX C/ly4aeB MHPAHTWU/bHbIX CMa3MOB MMEKT reHeTUYECKY Npu-
poay — 3TO KacaeTCs BPOXAEHHbIX HapyLleHUIH oOMeHa BeLLecTs,
XPOMOCOMHbIX abeppauuii U NOPOKOB pa3BuTus. bonbwoe 3Hauve-
HMe B WX pasBUTUM OTBOAMUTCS MOHOrMEHHbIM reHeTUYECKUM MyTa-
umaM. B HacTosiwee Bpems pasBuTME MHOAHTUAIbHBIX CMA3MOB Ya-
e BCero CBA3bIBAKT C Ha/MyMeM MyTauui B CNefylLlinX reHax:
ARX, CDKL5, KCNQ2, FOXG1, GRIN1, GRIN2A, MAGI2, MEF2C,
SLC25A22, SPTAN1, STXBP1.

TouHbIn MexaHu3m passuTma IESS HemsBecteH. B HacToswee
BpEMS CYLLeCTBYIOT CneayioLime runoTessl.

— [logbiweHue 8 Kposu KOPMUKOMPONUHA-PUIUIUHE 20PMOHQ.
[MnoTe3a ocHOBaHa Ha (akTe NpOTUBOCYAOPOXHON 3DEKTUBHOCTYH
afpeHoKopTMKoTponHoro ropmoHa (AKTT), nogasngtoLwero skcnpec-
CUI0 KOPTUMKOTPOMHOrO — PWIM3UHI TOPMOHA, BblpabaTbiBaeMoro
apeHorunodusom.

— AKmususayus 21ymamamHeix peuenmopos. [nytamat okKasbl-
BaeT Ha HeMpOHbl BO3OYXAaatoLLee aencTeme.

3. [ecuHxpoHus pazeumus 2008H020 M0O32a.

4. Hapywerue s3aumodelicmausi Mexody KOpoU 20/108H020 M032a
U NOOKOPKOBLIMU CMpyKmMypamu.

5. Akmusayus TAMK®.

Mo Bcen Buammoctu, natoreHes |ESS pasBopaumsaetcs
Ha HECKOJIbKUX YPOBHSX HEeMpoperynsuMm — ropMOHanbHOM, HeWn-
POTPAHCMUTTEPHOM M pELLENTOPHOM.

KnuHuueckas kapTuHa

MHbaHTUNbHbIE CNa3Mbl 0BbIMHO MPOSBASOTCS CUMMETPUYHbI-
MW, pEXe aCUMMETPUYHbIMKU, BUNaTepanbHbIMKU, KOPOTKUMU U BHeE-
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3anHbIMKU COKPALLEHUAMM AKCMANbHbBIX MblleyHbIX rpynn. Cnasmel
MOTYT 6bITb (GNEKCOPHbIe, 3KCTEH30pHbIe (PeaKo), CMeLlaHHble (Hau-
6onee yacto). Bo3MOXHbI TONbKO KOPOTKME BEPTUKASbHbIE MOAEPTU-
BaHUA MNasHbIX 9610K nan Huctarm. Mpu acummetpmuHbix NC Ha-
bntopaeTcs natepanbHOe OTBeAEHWe FofoBbl MM Nas3. Y HeaaBHO
HAYaBWMX XOAMTb AeTel BHEe3amnHble NageHns MoryT ObiTb CBA3aHbI
€O crnasMamu. Y 6onblIMHCTBA AeTel BCTPeYaeTcs HeCKONbKO BUAOB
CNa3MmoB.

CnasMbl HauMHalOTCS B BO3pacTe OT 5 A0 7 MecaueB, HO MOryT
BO3HWKHYTb M B HEOHATA/IbHOM Mepuoae 1 nosxe (B Bo3pacrte A0 2-
x net). Hanuume y cmbca aHanOrmyHbIX CUMMNTOMOB MOXET YKa3bl-
BaTb HA reHETUYECKYI0 NPUPOAY CUHAPOMA.

Y netei HabnopaeTcs OTCTaBaHWE MKW perpecc B MCUXOMOTOP-
HOM pa3BWUTUW, MOHUXKEHHOE BHUMaHWe, yTpaTa 3MOLIMOHANIbHOIO
KOHTaKTa C poautensMu. Yacto BbISBASKOTCS NSTHA AenNUrMeHTauuu
W TMNepnUrMeHTaLumn Ha Koxe, Mukpouedanus unu Makpouedanus,
aCMMMETPUYHOCTb JIMLQ, 3HAYMMOE MOBbILWEHWE MbILIEYHOIO TOHYCa
(CNacTMYHOCTb) MK €ro CHUXEHWE (CMMNTOMOKOMINIEKC KBANOro pe-
6eHKa»), 3aiepXKKa pefyKLMU psfia BPOXAEHHbIX pedneKcoB.

JOuarHocTuka

Mpu nposeneHnn I3 HeOBXOAUMO yuMTbIBATL, YTO Npu H6oap-
CTBOBaHWM OHA MOXET ObiTb HOPMaNbHOM, HO C TUNCapuUTMUeit
BO CHe. HouHoM I3[-BMAEOMOHUTOPUHI aBnseTca 6onee nHpopma-
TUMBHbIM, YeM pYTUHHAs I3[, T.K. ydlle XapaKTepusyeT MeXnpuUcTyn-
Hyt0 M npucTynHyto I3I; 06bekTUBUM3IUPYET NPUCTYMbl U UX Xapak-
Tep; nosgonsieT 3adukcnpoBatb MC M MX NPUCTYNHbIA NaTTepH
BO CHE M NpuW NPOCbINaHUM.

Mpu nposeaeHnmn 331 cnepyet obpalLaTb BHUMAHMKE:

1. Ha Hannuune rmncaputMum (Knaccmyeckomn mam Mmoanduumpo-
BAHHOM) Ha MeXNpuCTynHoMn I3

2. Ha xapakTtepHble ans MHGMAHTUNBHbBIX CNa3MOB NMPUCTYMHbIE
naTTepHbl. 3TO BO3HWKHOBEHWe AubGYy3HOM MeaseHHOBOMHOBOM
aKTUBHOCTM 6ONbWONM aMnauTydpbl (38 MeaJsieHHOW BOJIHOW MOXET
CnefoBaTth, @ MOXET M He CneaoBaTb YNAOLWEHUE aKTUBHOCTU) UK
bbicTpas «BepeTeHOOOpa3Hasn» aKTMBHOCTb MU AEKPEMEHT aKTUB-
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HOCTM (ynnioweHune puTMa). MoxeT oTMevatbcs D3[-HeraTMBHas
KapTWHa B MOMEHT 3MMUIENTUYECKOrO CNa3Ma MM PermcTpupoBaThCS
ACMHXPOHHAS BCMbILWKA BbICOKOAMIMIUTYAHbIX MEAJIEHHbIX BOJH.

3. Ha dokanbHble NposBAEHUS UKTANbHOrO MaTTepHa, KOTopble
B C/ly4ae MX OYEBUAHOCTU U CTABUABHOCTM MOTYT AOCTAaTOYHO TOYHO
YKa3aTb Ha JIOKaNM3aumio 3NUNenToreHHoro cybcrpaTta. 3T0 NO3BO-
NSeT onpeaenvTb XUPYpPruyeckyrd naTtonoruio, He BbISBAEHHYIO
Ha MPT. 310 cBSI3aHO C TeM, YTO BCIEACTBME HEQOCTATOUYHOM PU3Mo-
NOrMyecKom MuennHusaumum 6enoro BewecTBa Ha NEPBOM roA4Y Xu3-
HW 3aTpyAHeHO onpeaeneHne Herpybbix U3MEHEHUIM CTPOEHUS KOpbl
(dokanbHbIX gUCNNa3unin).

4. Ha Tak Ha3blBaeMyw «NpearuncaputMuio» (MynsTMperno-
HaNbHYI0 aKTMBHOCTb Ha 3J3I), KOTOpas 4acTto TpaHCHOPMUPYHOTCS
B MMNCapuUTMMUIO.

MPT ronoBHOro Mo3ra no3BonseT onpeaenuTb 3TMONOTMI0 3360-
neBaHusa npumepHo B 60-70% cnyyaes. (nenyeT obpawatb BHUMA-
HWe Ha Hannune anddy3HbIX MM GOKaNbHbIX MOPOKOB FOOBHOMO
MO3ra (MccaHuedanuu-naxurnpun, wWmssHuedbannm, NOAUMUKPOTU-
pun, reMumeransHuedanum, retepotonuii, GOKanbHbIX AMCNAA3NA
KOpbl U Ap.), NOCNeACTBUIA TMNOKCUYECKU-ULLEMUYECKMX SHLedano-
NaTUi HOBOPOXAEHHbIX (NEPUBEHTPUKYNSPHOM NenKoManaumu, na-
pacarruTasbHOr0 MOPAXeHUs MoO3ra Yy J[OHOWEHHOro pebeHka,
MYNBTUKUCTO3HOW 3HUedANOMansaLMmn, UHCYNbTA), KPOBOM3AUSHUNA,
NoCNeacTBUii BHYTPUYTPOOHbIX M MOCTHATaNIbHbIX MHMEKUMIA LEeH-
TPaNbHOWM HEPBHOW CUCTEMbI, HEMPOBU3YaNMU3aLMOHHbIX NAaTTEPHOB,
XapaKTepHbIX AN reHeTMyeckux 3abonesaHui (Hanpumep, cy6-
3NeHAMMaNnbHbIX Y3/10B Npu Ty6epo3HOM CKiiepo3e MK NIeMKoauc-
Tpoduryeckoro naTtrepHa).

MPT Heo6x04MMO NpOBOAMTL A0 HAYana M Mo 3aBepLUEHMIO rop-
MOHANbHOM Tepanuu, T.K. MPU HEl OTMeYaeTCcs TPaH3UTOPHAs aTpo-
V1S Kopbl FTONIOBHOMO MO3ra, COXPaHSLWANACS B TeyeHne 6 MecsueB
nocne 3aeeplueHuns nevyeHus. MPT ronoBHoOro mMosra BbICOKOrO pas-
peweHus (He MeHee 1,5 Tn) B anunenTMyeckom pexmme pekoMeHa0-
BaHa BCEM JETSM C CUHOPOMOM Y3CTa, y KOTOPbIX NOA03PEeBAETCS Ha-
nnumne hoKanbHOM AUCNNA3MU KOPbl FOIOBHOIO MO3ra.
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Bcem naumeHTam npu npoBeaeHUMU rOPMOHANIbHOM Tepanuu pe-
KOMEH[0BAHO Y/bTPa3ByKOBOE WCC/eA0BaHME OPraHOB OpHOLIHOMN
MoNoCTK.

Takxke pekoMengoBaHa IKI, T.k. pabaoMmMoMbl cepaua npu Ty-
6epo3HOM CK/Iepo3e U OC/IOKHEHUS TOPMOHANbHOM Tepanuu MoryT
BbI3bIBAaTb HAPYLIEHMS CEPAEYHOrO pUTMA.

BceM nauueHTaM pekoMeHAOBaHbl CTaHAAPTHbIE reMaTonornye-
cKMe u buoxmMmyeckme TecTbl (KIMHUYECKME aHANU3bl KPOBU U MO-
un, Na, Ca, 6enok 06WMI, KPEATUHUH, MOYEBMHA, XONECTEPUH, OU-
nmpy6uH, AT, ACT, LLL®, rnoko3a, KpeaTUHUH B CbIBOPOTKE KPOBM).

KoHcynbTaums Bpava-reHeTMKa MOKazaHa BCEM MALMEHTaM,
y KOTOPbIX €CTb MOAO3PEHME Ha FreHeTUYECKY npupoay 3abonesa-
HUS, eCTb NMOATBEPXKAEHHbIN reHeTUYeckuii LedekT 1 TeM, KoMy Mo-
Ka3aH NpOrHo3 AeTOPOXKAEHMS.

Mpy1 NofO3peHNM HA KOHKPETHOE MOHOFEHHOE FeHeTUMYeckoe
3aboneBaHue (HanpuMep, Tybepo3HbIN CKIepo3) NPOBOAMUTCS CEKBe-
HWPOBAHUWE OTAENbHbIX reHoB MeToaoM C3Hrepa. lNpu nopo3peHun
Ha KOHKPETHbI XPOMOCOMHbIA CUMHAPOM (Hanpumep, TPUCOMMUIO
no 21 xpoMocoMe) UM NPU MHOXECTBEHHbIX CTUrMax AM33Mbpuo-
reHesa, U/unu npu HanuMuuuM NOPOKOB PA3BMTUS BHYTPEHHWX Opra-
HOB OCYLLECTBNSIETCS KapuoTunupoBaHwue. NONHO3K30MHOe cekBe-
HMPOBaHME HOBOMO MOKOJEHUS PEKOMEHLOBAHO TeM MalMeHTaM,
Y KOTOpbIX €CTb NOL03PEHNE Ha FeHETUMYECKYHD Npupoay 3abonesa-
HUS, HO MPUMEHEHWE CEKBEHUPOBAHMS MO MaHenn reHoB He Aano
pesynbTaTa.

OunarHoctuueckue kputepum IESS [1,23].

XapakTepHbl CEpUiiHbIE 3NUAENTUYecKMe Cna3mbl PasHbiX TUMOB
(dnekcopHble, 3KCTEH30pHbIe, CMELLAHHbIE), TMNCAaPUTMUS MU TPY-
Oble pervoHanbHble HapylweHus Ha I3, nebtoT B nepBble 24 Mecaua
XU3HMU.

HetnnuuHbl HopManbHas MexnpuctynHas I3[, naTTepH «pas-
paf-yrHeTeHMe», 0ebT B nepBble 2 MecsaLa XU3HW.

OnddepeHumnanbHas aAMarHocTmka

OuddepeHumanbHbi gnarHos HeobxoaMMo NpoBOAMTL CO Cre-
ayowmmu 3abonesanusamu [1,10,23].
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1. AnunenTuyeckne CMHOPOMBI:

— EIDEE — HauMHaeTcs B BO3pacTe 40 3 Mecaues.

— MEI — nposiBnsieTc MMOKIOHUYECKMMU NMPUCTYNAMM.

2. HeanunenTuyeckne COCTOSAHUS:

— [o6poKayecTBEHHbI MUOK/IOHYC CHa. BagparueaHus npwm 3a-
CbINAHMM (KTUMHArOrMYeCcKUi pbiIBOK») — BapuUaHT HOPMbI.

— JlobpokayecTBEHHbIM MMOKNOHYC M/afeHYeckoro BO3pacTa
NposIBNSIETCS MUOKNOHYCOM U HOPManbHOM WMHTEPUKTANBHOM U UK-
TanbHoM D3I

— MnageHyeckue KONMKU NPOsSBASIOTCS NepPUOAMYECcKUMU Mpo-
LOMKWUTENbHBIMM  NPUCTYNAaMK  NAa4ya M HanpskeHus Tena. D30
B HOpMe.

— lacTpo3sodareanbHbliii pedatokc nam cuHagpom Canamdepa.

— [obpokayecTBeHHble MPUCTYMbl APOXaHUS Y MNageHuUeB
(Benign shuddering of infancy).

— YacTble KMBKM ronoBOM C Ha4yanoMm B Bo3pacte 3-6 mec. IT0
COCTOSIHME NMPOXOAMT CaMOCTOsATENbHO. D3I B HOpMe.

— [unepaknnekcus.

NeyeHune

MHpaHTUABHbIE Cna3Mbl U runcaputMua Ha 33 TpebyoT HeoT-
NOXHbIX Mep. JleueHne [OMKHO ObITb HAa3HAYEHO B TeYEHME CYTOK
OT MOMEHTa NOCTaHOBKM AuarHo3a IESS.

Llenbto neyeHns, OCHOBAHHOMO HAa MPUHLMME BCE UAN HUYETO»,
SBNSIETCS CKOpeKllee npekpalleHme CnasmMoB U HopManusaums 330
YMeHbLUeHWe uncna anunenTuyeckux Ccnasmos, 6e3 ux NosHoro Ky-
NMMPOBAHUS, HUYETO He AaeT pebeHKy B CMbIC/Ie yNyULleHUs ero ncu-
XMYECKOro pasBuTHS.

MaumeHtam c IESS npu oTCYyTCTBMM MPOTMBONOKA3AHMIA CTPOrO
peKkoMeHA0BaHa ropMOHanbHag Tepanums.

MpoTokonbl Tepanuu OTAMYAKOTCA NO BbiIbOpY Mpenaparta, ero
[l03aM, CXeMaM MPUMEHEHUS U NPOJOIKUTENBHOCTU NeveHus. Haum-
6onee yacto ncnonbsyetcs AKTI M ero CMHTETUYECKMIA aHANOr TeT-
pak0o3aKTuf, a Takxe KopTuKocTepouabl (NpefHU30/0H, MeTUnpes-
HW30/IOH, [OEeKCaMeTa3OoH, TUAPOKOPTU30H). [1poAOMKUTENBHOCTD
ropMOHaNbHOM Tepanuu coctasnseT oT 1 ao 3 mecaues. Mpu anu-
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TEIbHOM KypCe NneYyeHust CHUXeHWe 0,03bl Nnpenapata AO/MKHO 3aHu-
MaTb HECKO/IbKO Hepenb.

AKTI nnun ero cMHTETUYECKMI aHanor TeTpako3akTui, npeaHu-
30/10H U METUNNPEHWU30/IOH ABASIOTCS NpenapaTamu NepBoW odve-
peau Bbibopa. Y naumeHtoB ¢ IESS, obycnoBneHHoOro Ty6epo3HbiM
CK1epo30M, NpenapaToM MNepBoro Bbibopa cuMTaeTcs BUrabaTpuH.
HatypanbHbii AKTI B PO He 3apeructpupoBaH. PaspelwéH ero cuH-
TETUYECKWUIA aHaNor — TeTPaKOo3aKTUA,.

[lekcaMeTasoH M rMApPOKOPTU3OH PEeKOMEHOBaHbl MauMeHTam
B KayecTBe npenapaTa nepBoi oyepenun Bbibopa v nNpu OTCYTCTBUM
3ddekTa oT BurabatpmHa y nauMeHToB C Ty6epO3HbIM CKIEpPO30M.

BurabaTpuH pekoMeHL0BaH NaLMeHTaM npu OTCYTCTBUU S dek-
Ta OT rOPMOHaNbHOM Tepanuu B TeYEHWe ABYX Heaenb, Npu OTCyT-
CTBMM BO3MOXHOCTM FOPMOHANbHOM Tepanuu, a Takxke MauueHTam
¢ Ty6eposHbiM cknepo3oM. [Mpenapat B P® He 3aperncrpupoBaH.
Lpyrue AMM (BanbnpoaTbl, TONMpPaMar, ieBeTupaLeTaM, 30HUCaMuA,
6eH304Ma3enuHbl) peKOMEHA0BaHbl NaLMeHTaM Npu OTCYTCTBUM -
dekTa OT ropMOHANLHOM Tepanuu M BUrabaTpuHa MAM NPU HEBO3-
MOXXHOCTU UX NPUMEHEHMS.

MupnaoKcMH 1 nupuaokcans@ochar pekoMeHA0BaHbl Npu Mo-
[LO3PEHMM HA Hanuuue BpOXAEHHOro fedekTa meTabonmsama (nupu-
JOKCUH U nupuaokcanbdochaT-3aBuCHMbIe CYAOPOrHU) AN MOXKMU3-
HEeHHOro npuéma.

MMMyHOrNo6ynMHbl peKOMEHA0BAHbI MPU OTCYTCTBMM 3D PeKTa
OT KaKo1-nnbo Apyro NpoBOAMMON MeANKAMEHTO3HOW Tepanuu.

Mpn He3IMHEKTUBHOCTM FOPMOHANBLHOM Tepanuu 1M BurabaTpuHa,
KeToreHHas aueta sBnsetcs Gonee npeanoyvTUTENbHBIM BblGOPOM,
4yeM HasHauveHue apyrux. KetoreHHas aneta peKoMeHO0BaHa nauu-
eHTam c IESS, ecnu ero npuunHon aensetcs aeduumt TpaHcnopTepa
rntoko3bl 1 (glucose transporter 1 deficiency syndrome) unu gedu-
UMT NMpyBaTAErMaporeHassol.

Herpoxupypruyeckoe nocobue npoBogutcs npu HeshdeKTUB-
HOCTM KOHCEPBATMBHOTO NIeYEHMs Yy NMaLMEHTOB CO CTOMKUMMK perno-
HaNbHBIMW M3MEHEHUSIMU Ha I3[ U NOKaNbHbIM CTPYKTYPHbIM Ae-
dektoM Ha MPT. UmnnaHTaums ctumynatopa 6ayxpawowero Hepsa
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OCYLLLEeCTBNIAETCS NpU OTCYTCTBMU 3ddeKTa OT rOPMOHANbHOM U Npo-
TUBOCYAOPOXHOW Tepanuu, a Takxke Mpu HEeBO3MOXHOCTU [ApYyrux
BApMaHTOB HEMPOXMPYPrMYECKOro BMELLATEeNbCTBa.

Peabunuraums

Peabunutaumsa HaumMHaeTcs nocne KynMpoBaHUS MHOAHTUbHbIX
cnasmoB. Pepkue npucTynbl uan Hanuume QOKanbHbIX pa3psaoB
Ha D3I He sBNgETCS NPOTMBOMOKA3aHMEM K NpOBefAeHUI0 peabunu-
Tauuu. Llensto peabunutaumm aensetcs agantaums pebeHka B COUn-
yMe.

Mpu nepsom ypoBHe (YHKLMOHANbHbLIX HapyLeHUA UCMNOMb3y-
10TCA MeToabl dYHKLMOHANbHOM Tepanuu (nedebHas QuU3KynbTypa,
Maccax, annapaTHas KMHesuoTepanwus); co BTOPOro GyHKLUMOHaNb-
HOro YpOBHSI K HWM [06aBnseTcs KOHCepBaTMBHOE oOpToneauye-
CKOe nevyeHue (OpTe3MpPOBaHWE U MPUMEHEHME BCMOMOraTenbHbIX
TEXHUYECKUX CPELCTB — XOOYHKM U Mp.), C TPETbEro — nepopasb-
Hble aHTUCMAcTUYeCcKue CpencTBa, C YeTBEpTOro — 6OTyNMHOTepa-
nug, C NATOr0 — WMHTpaTekanbHOoe BBeaeHue GaknodeHa u C we-
CTOro — XMpypruyeckoe opToneanyeckoe neyeHue.

MporHos

[porHo3 sBNSeTCS CNOXHbIM M3-33 pa3Hoobpasus 3TMoNoruu
cuHapoma. Mexon KOrHUTMBHOMO pa3sutua aeten ¢ IESS Hanpsmyto
3aBUCUT OT MPOLOMIXKUTENbHOCTU Mepruoaa CyLLecTBOBaHUS CNa3sMoB
u runcaputMmn Ha DIl Bo3pacTHas aBonouus cMHapoma YacTa
B CMHApPOM JleHHOkca — [acTo MpPOMCXOAUT OTHOCUTENBHO PeaKo.
Mopaensitowee GONbLWIMHCTBO CAyYyaeB CMHAPOMA NPU NepcUcTUpo-
BaHMM MPUCTYNOB TpaHCHopMUpyeTcs B QoKanbHble (MynbTUPO-
KanbHble) dopmbl snunencun. OCHOBHbIE MPUYMHBI JIETANIbHOMO MC-
X04a — TSKeNble MOPOKM Pa3BUTUS FONIOBHOMO MO3ra, CUCTEMHbIE
3aboneBaHus, HacnencTBeHHble 60ne3HM MeTabonusMma, OCNoXKHe-
HUS MeAMKAMEHTO3HOM (rnaBHbIM 06pa3oM — ropMOHANbHON) Tepa-
nuu.
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CMHOPOM [IPABE/DRAVET SYNDROME (DS)

OnpepeneHune

Cunppom [pase/Dravet syndrome (DS) — KAMHWKO-3neKTpo-
3Huedanorpaduyeckuin CUHAPOM B CTPYKType 3NUNenTUYECKUX
CMHAPOMOB Nepuoja HOBOPOXAEHHOCTU U MNAfEHYecTBa C 3BOJHO-
LMOHHOM U/Mnu 3NUnenTUYecKorn sHuedanonaTmen unm ¢ nporpec-
CUPYHOLMM HEBPOJIOTMYECKUM YXYALIEHWEM, XapaKTepPU3YHLLMIAC
AnuTenbHbiMKU, GebpunbHbIMU U adebpunbHbiMU, HOKaNbHBIMU
(0BbIYHO FEMUKNOHUYECKMMM) U FeHepPann30BaHHbIMU TOHUKO-KIO-
HUYecknuMu npuctynamu; ¢ aebrotom B 1-20 mec.; papmakopesu-
CTEHTHOCTbIO; perpeccuei NCUXMYEeCcKoro pasBuTUs, NOBeAEHYECKH-
MW pacCTpPOMCTBAMM.

Takxe, B nuTepaType MOryT UCMOMb30BaATLCS Cledytolme Ha3Ba-
HUS:

— Tspkenas MMOKIOHMYECKAs 3NUNEncus MNageHYecTBa

— Tspkénas MMOKNOHWMYECKas 3nunencus MNafeH4yeckoro BO3-
pacta

— Tskenas nonumopdHasa anunencus MIafeHYeckoro Bo3spac-
Ta

— TpyaHou3neumMmas getckas anunencus C reHepann3oBaHHbI-
MW TOHUKO-KOHWUYECKMMU MpUnaaKamu

— Severe myoclonic epilepsy of infancy (SMEI)

— Severe polymorphic epilepsy of infancy

— Borderland SMEI (SMEB)

— Borderline SMEI

— Intractable childhood epilepsy with generalised tonic clonic
seizures (ICEGTCS)

Uctopuueckasn cnpaBska

Tskénas MUOKNIOHMYECKast anunencus mnageHvectsa («Severe
Myoclonic Epilepsy in Infancy» — SMEI) BnepBbie Gbina onucaHa
B 1978 ropy Bo ®paHuuu Lapnottoii [Opase (Charlotte Dravet).
B BaHHOM KIMHWYECKOM ONMCaHMKM coobLwanocs cneaytollee:

— [lepBbIi NpUCTYN HACTYyNWA Yy HOPMANIbHO PA3BMBAIOLLErOCS
pebeHka B BO3pacTe [0 OLHOrO roga
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— lNepBble CcynopoXHbie NpUCTYnbl (KNOHUYECKME UM TOHMKO-
KJIOHMYECKME) YaCTO CBA3aHbI C IMXOPAAKOW. bbiBalOT aonnTenbHbIMK
(> 5 MuHyT, a nHoraa u Gonee opHOro yaca), TpeOYIOT IKCTPEHHOIO
neyeHus

— B Bo3pacte ot 1 ropa po 5 net pa3BMBalOTCA Apyrue Tumbl
npucTynoB (MMOKNOHUYECKME, dOKaNbHble, aTUNU4YHble abCaHCbl),
COMpOBOXAAKOLWMECS perpeccuert NMCUXMUYECKOro pa3BuTUS, MOBe-
[eHYeCKMMM paccTpPOMCTBAMM.

B 1982 roay Ha 13 MexayHapoAHOM 3MMAENTONOrMYECKOM KOH-
rpecce B Knoto Charlotte Dravet c coaBTopamu gonoxuna o 42 cny-
4asgx AaHHOM NaToNormMn.

B 1989 roay TepmMnH SMEI BowEéN B NepecMOTPEHHYIO Knaccu-
dukaumio ILAE.

MocKkonbKy He BCe KIMHWYECKME MpU3HAKM (MUOKIIOHMYECKHe
npucTynbl) 66111 06HAPYXKEHbI Y KaXA0ro MauMeHTa, U CUHAPOM CO-
XpaHseTCs BO B3pOC/OM BO3pacTe, TEPMWHbI «MUOKJIOHUYECKMM»
M «MIaleHYeCKMM» COYAM He COBCEM KOPPEeKTHbIMU. [lo3Tomy
8 2001 ropy ILAE wu3MeHuna HasBaHWe cuHapoma c «SMEl»
Ha «CMHApPOM [pase».

SnuaemMuonorus
TouHas vacToTa cuHapoma [lpase B obwen nonynaumumn octaercs
HesICHOM. 3aboneBaeMocCTb B Espone Konebnetcs

or 1 Ha 40000 po 1 Ha 22000 w 3aTparvBaeT, MO OLEHKaM,
1 Ha 15700 yenoBek B CoeanHeHHbIX LLTaTax.

Cunppom [IpaBe nopaxkaeT MY>XUMH U XEHLLMH B PaBHbIX Mpo-
nopumsx.

CornacHo paHHbIM ILAE cuHppom [lpaBe BCTpeyaeTcs npumep-
Ho B 6,5 ciyyas Ha 100000 poamBLumMxCcs xuBbIMUK [23].

JTuonartoreHes

«Knaccuyeckuit» cuHapom [lpaBe SBASETCS ayTOCOMHO-AOMM-
HaHTHbIM reHeTuYeckuM 3aboneBaHueM. bonee 75% naumeHTOB
C [aHHbIM gMarHo3om umetoT mytaumio reHa SCN1A. e SCN1A ko-
avpyeT anbda-cybbeanHuLy TpaHCMeMBpaHHOro 6enka HaTpueBbIX
KQHANOB, KOTOpble MO3BONAOT MOHAM HATpWs MPOHWMKATb B KNETKY
W BbIXOAWTb M3 HEe, pacnpOCTPaHAs 3NEKTPUYECKUE CUTHANbI.
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MyTaummM npuMBOAAT K NpEeXAeBPEMEHHOMY CTOM-KOAOHY W,
CnefoBaTeNibHO, 006pa30BaHWMIO  AMCPYHKLMOHANbHBIX HATpUEBbIX
KaHanoB, YMEHbLUEHUID KOMMYECTBO KaHAsOB, YTO BNEYET CHUXe-
HME HaTpMeBbIX TOKOB M HapyweHue Bo3byamumoctn FTAMK,-3pruve-
CKMX MHTEPHEMPOHOB rMNnokamna.

MpumepHo 90% mytaumin SCN1A BOo3HMKalT de novo, TO ecTb
OHM He 0OHapYXMBAKTCS Yy poauTenen naumeHTa.

MpumepHo 4-10% mytaumin SCN1A Hacnepytotcs. B atom cny-
yae CyllecTByeT NATUAECATUNPOLIEHTHAs BEPOATHOCTb Nepeaayn My-
Tauuu byaywmMm aeTam

Cywectsyet 6onee 6000 Touek B reHe SCN1A, roe MoxeT npo-
M30MTU MyTaLMs, Npu cMHAPOMe [lpaBe BbISBASIKOTCS CaMble pa3Hble
MyTaLuu, U TUN MyTauMK He NMpeacKasbiBaeT THKecTb 3aboneBaHus.

MyTtauumn SCN1A TakKe CBSI3aHbl C HEKOTOPbIMKU GOpMaMu Mur-
peHu, GebpunbHbBIMKM NPUCTYNaMK, reHepannM30BaHHOM anunencuei
¢ hebpunbHBIMK NPUCTYNAMM NAKOC.

Y kaxporo yenoseka ectb ase konuu reHa SCN1A: no opHo#n
OT Kaxaoro pogutens. MHorve mMyTauuu, oOHapy>XeHHble NpU CUH-
ApoMe [lpase, fenatoT 04HY KONUK AUMCHYHKLMOHANbHOM, OCTaBNSS
TO/IbKO OAHY OYHKUMOHANbHYH Konuioo. OgHOM hYHKLMOHUPYIOLLEN
KOMUWU O4YEBUOHO HEAOCTAaTOUYHO AJ1 HOPManbHOTrO PYHKLIMOHUPOBA-
HUS HEMPOHOB.

HekoTopble nauueHTbl WMMEIT Apyrve MyTauuu, BKIKOYas
SCN2A, PCDH19, GABRG2, GABRA1, STXBP1 (c AOMWHAHTHbIM TH-
nom HacneposaHus), SCN1B (c peLeccuMBHBIM HacnenoBaHUEM).

KnuHuueckas kaptuHa

MepBbIMM MNpPU3HAKAMM CUHAPOMA SIBNSKOTCS BO3HUKHOBEHMWE
3ANUNENTUYECKUX NPUCTYNOB B TEYEHUE MEPBOro rofa >XXM3HU y HOp-
ManbHO pa3BuMBatoLLerocs pebeHka.

Tunbl M YacToTa NPUCTYMOB Pa3nyYHbI, HO 0BbIYHO COXPAHSAOTCA
Ha MPOTSKEHUWN BCEM XKM3HU MALMEHTA. ITOT CMHAPOM TakxXe BAuseT
Ha NCMXOMOTOPHOE, MOTOPHOE, KOTHUTMBHOE M NOBefeHYecKoe pas-
BUTHE.

Bbigensiorca cnepytolime YeTbipe CTafmMu CUHAPOMA:

» HauanbHag ¢aza (netv B BO3pacTe A0 O4HOIO roaa)
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« Ma3a obocTpeHus (netun B Bo3pacte ot 1 no 5 ner)

e Maza ctabunmsaunm (oetm ctapwe 5 ner)

» Ma3a 3penoro Bo3pacTa.

PaccmoTpmM AnHaAMUKKY NPUCTYNOB HA 3TUX CTadMUsX.

— HavanbHas ¢a3a (netv B BO3pacTe A0 OQHOMO roaa).

PasBuTe pebeHka HOpManbHOe, B OCHOBHOM 6€3 3HauuTenb-
HOro MpeawecTBYOWEro NaTofiorMYeckoro aHamHesa M HopMasb-
Hoi HeWpoBusyanusauunen (PKT, MPT). lNepBoe 3nunentuyeckoe
cobbiTe 06bIYHO MPOMCXOAUT B BO3pacTe oT 4 o 8 Mecaues, Ya-
CTO CnpoBOLMPOBaHHOE nerkon nuxopagkon (<38,5° C). Mpuctyn
06bIYHO KNOHMYECKMI, MO0 M3HAYANIbHO reHepann30BaHHbINA, B0
BOB/IEKAOLLMIA OOHY CTOPOHY Tena (reMuknoHuueckmid). Ecam npu-
CTYN reMUKNOHUYECKUI, OH MOXEeT OCTaTbCs Ha 3TOM CTOPOHE WUnu
pacnpoCTpaHnUTbCS Ha obe CTOPOHbI M CTaTb FeHepanM30BaHHBIM.
JTOT NepBbii NPUCTYN 0ObIYHO SBASETCS ASUTENbHbIM, MHOTAA Npe-
BpallaeTcs B aNUnenTUyeckui ctatyc (> 5 muHyt). B TeueHue cne-
LylOWwmx Hegenb unn mMecsaueB pebeHok ByneT UCNbITbIBaTb Apyrue
npucTynbl, pebpunbHble unm adebpunbHbie, HECMOTPS HA MUCNOJb-
30BaHME NPOTUBOCYAOPOXHbIX NpenapaTtoB. Ha gaHHoM 3Tane 230
1 MPT nouTn BCeraa HopMaJsbHbIe.,

— (aza obocTpeHus (oetu B Bo3pacTe oT 1 o 5 ner):

— lNpucTynbl cTaHOBATCS BoNiee YaCTbiIMU U MHTEHCUBHBIMM

— MmetoTca reHepanusoBaHHble TOHMKO-KJIOHUYECKME MPUCTY-
Mbl, MMOK/IOHWUYECKME NPUCTYMbI, POKANbHbIE MPUCTYNbI, ATUMUYHbIE
abcaHcsl

— YacTo pasBuBaeTcs anunenTUyYecKunii ctaTtyc (puc. 2)

PucyHok 2.

Cratyc aTMNMYHbIX aGCaHCOB Yy NMALMEHTKU 2-X NeT C CUHAPO-
MoM [lpaBe

— (aza ctabunusaumm (oetv ctape 5 net):

— YMeHbluaeTcs YactoTa npucTynos

— MMetoTca Tonbko 3nu3oabl GebpuiibHbIX NPUCTYNOB

— YMeHblUaeTCcs KOMMYECTBO TUMOB MPUCTYNOB (TOHUKO-K/IOHU-
Yyeckue NpUCTynbl, MUOKIOHUYECKME MPUCTYMbl, HDOKaNbHbIE NPUCTY-
Mnbl, AaTUNUYHbIE aBCAHCHI)
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— DNUAENTUYECKUIA CTATYC pa3BUBAETCS Penko.

— (Paza 3penoro Bo3pacta:

— MoryT BO3HMKATb GebpunbHbIe NPUCTYMbI

— B OCHOBHOM MMelTCS HOYHblE reHepannM3oBaHHble TOHWKO-
KNIOHUYeCKMe NpUCTybl

— Kak npasuno ucyesaloT Apyrve TuMbl NPUCTYNOB, pa3BuUTHe
3NWUENTUYECKOTO CTaTyCca HeXapaKTepHO.

Mpv [aHHOM CWMHOPOME NOYTM BCErga MMeeTcs 3adepkka
ncuxmuyeckoro M GusmMyeckoro passutus. B TedyeHne nepsoro roaa
XM3HW MOTOPHOE, KOTHWUTMBHOE W MOBEAEHYECKoe pa3BUTUE
06bIYHO HOpManbHoe. KOrHUTUBHbIE, MOTOPHblE, MOBEAEHYEeCcKue
M CcOouManbHble HapYLIEHUS Pa3NUYHOM CTEMEeHU TSHKECTU 3aTeM
BO3HMKAKT Yy OONbIUMHCTBA NALMEHTOB Ha NPOTSXKEHWU BCero Te-
yeHus 3aboneBaHus. B3pocnble nmaumeHTbl € cuHApomoM [pase
0ObIYHO YACTUYHO 3aBUCUMBI WK XUBYT B CMeLManbHbIX Yyupe-
XAEHUIX.
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Cunppom [lpaBe nHoraa owMb04YHO OnpenenstoT, Kak «BaKLMH-
Hyl0 3HUedanonaTuo», NOTOMY YTO MepBble NPUCTYMbl NOSIBUAUCH
BCKOpe nocsie BakuMHauuMWM. Ho peTpocneKkTUBHblE MCCIen0BaHMS
nokasanu, 4to 92% o6cnepoBaHHbIX MNAUMEHTOB C CUHAPOMOM
[pase, y KOTOpbIX OblN NEPBbIM NPUCTYN NOCIe BaKUMHALWMMK, Hec-
mm mytaumio SCN1A. PasymMHO nonaratb, YTO BaKUMHAUMS MOXET
CNpOBOLMPOBATbL IMUNENTUYECKUIA NPUCTYN Y MNAJEHLEB, KOTOPbIE,
BEpPOSTHO, BCe paBHO OymyT UM CTpajatb, HO HM B KOEM C/yyae
He SIBNSETCS NPUYMHOM SNUNENncUm.

[unarHocTuka

[narHoctuueckne Kkputepun TpebyloT OT MauMeHTa Hannuus
HEeCKONbKMUX U3 CllefyoWmnx CUMNTOMOB:

— HopManbHoe nnan noytM HopManbHOe ncuxmyeckoe U Gusn-
yeckoe pasBuTME L0 Hayana NpucTynos

— lNocnenywllee 3amenfieHHOE pa3BUTME B TEYEHUE MEPBbIX
HEeCKONbKMUX JIET XXM3HU MOC/e Hayana NpucTynos

— Havano cypopor Ha nepBOM rody >KM3HM Yy 340pPOBOrO pe-
6éHka

— [lBa nnun 6onee NpUCTynoB C IMXOPaAKoW nnun 6e3 Hee B BO3-
pacte no 1 roga

— lNpucTynbl, CBSI3aHHble C NUXOPAKOM M3-3a GOnesHu wunu
NPUBUBOK

— Cynoporu, Bbl3BaHHble A4JIMTeNbHbIM BO3AENCTBMEM TEM/A

— Cypoporu B OTBET Ha CU/bHOE OCBELLEHWE WK OnpeaeneH-
Hble BM3yaNibHble NAaTTEPHbI

— [1Ba nnu 6onee npuctynoB gautenbHoCcTblo 6onee 10 MUHYT

— WcTopus npucTynos, coCcToawas U3 MUOKIOHUYECKUX, FEMUK-
NOHWMYECKMX UNU FeHepasiM30BaHHbIX TOHUKO-KIOHMYECKMX MapoK-
CU3MOB

— [NepBoHa4anbHO HopManbHas 33I, a 3ateM I3[ ¢ 3amMeneHu-
€M U BbIpaXX€HHbIMU FreHepannu30BaHHbIMK NoOAUCMANKaMK

— MblweyHas runoToHus

— HeycroiumBas noxonka u npobnemsl C paBHOBECUEM

— lNpoHaLMs roneHOCTONHOrO CycTaBa M MJOCKOCTONWE W/Mnu
pa3BUTME HapYyLIEHWI NOXOAKM C BO3PACTOM
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— OTcyTcTBME OTBETA HA NPOTUBO3NUNENTUYECKYIO NEKAPCTBEH-
HYIO Tepanuio NepBOM IMHUK C NPOAOHKAKLWMMUCS CYyA0POraMm Mno-
cne 2 ner.

[duarHoctuyeckue Kputepum CcuHApoma [lpaBe cOMmacHo
ILAE [1,23].

XapakTepHbl MOBTOPHbIE TEMUKJOHUMYECKME NPUCTYNbI (4acTo
C U3MeHeHWeM naTtepanusauuu), GoKanbHble MPUCTYMbl C Nepexo-
[lOM B reHepanu3oBaHHble, AebtoT B nepeble 20 MeCALEB XU3HMW.

HexapakTepHO OTCYTCTBME OAUTENbHBIX NMPUCTYNOB, OTCYTCTBUE
$ebpunbHbIX NPUCTYNOB, HOpManbHas GoHoBas I3[, CAMILKOM paH-
HUI (NepBbIi MecsL) AWM CAUWKOM no3aHui (nocne 20 mecsues)
LebtoT, xopownin 3pdekT oT 610KaTOPOB HATPUEBLIX KaHanoB (Kap-
6amasenuH u np.).

OuddepeHumanbHag guarHocTuka

CywiecTByeT MHOTO TUMOB 3MUENCUU, UMEKOLLUX HEKOTOPble 06-
Wwue yepTbl ¢ cuHapoMom [Ipaee.

B T1abn. 2 npuBoaMTCA KpaTKOe OMMCaHME KIHOYEBbIX XapakTte-
PUCTUK HEKOTOPbIX U3 TaKUX CUHOPOMOB.

Tabnuua 2.

OnucaHue 3nunenTUUECKMX CMHAPOMOB, UMEOLMX 06LWMe Yep-
Tbl ¢ cMHApomoM [lpase

CornacHo ILAE, amddepeHumanbHbli guarHos Heobxoaumo
NpoBOAUTb CO CeayLMMKU 3a60n1eBaHUAMU:

e CuuppoM GEFS + Takke MoxeT nposasnatbcs GedbpunbHbIMMU
NpUCTyNamMu B paHHEM AETCKOM BO3pacTe, OAHAKO Hajnyue rnoBTo-
PSAKOLLMXCS ANUTENBHBIX FEMUKOHUYECKUX MPUCTYNOB AOMKHO YyKa-
3bIBaThb Ha cMHApom [Ipase.

» CMHApOM JleHHOKCa-[acTo MOXHO JIErKO OT/IMYUTL OT CUHAPO-
Ma [paBe, NOCKONbKY TOHMYECKME MPUCTYMbl NOSIBASKOTCA HA paH-
Hel cTaguu 3aboneBaHus, a AUTENbHbIE FTEMUKOHBYNbCUBHbBIE NPU-
CTynbl HexapakTepHbl. Kpome Toro, npu cuHapome JleHHokca-lacTo
Ha 33l oTMeyaeTcs 3aMefieHne OCHOBHOM aKTMBHOCTU C perncrpa-
UMEN MeLNeHHbIX CNaiK-BONHOBBIX KOMMIeKcoB (<2,5 Tu), npenmy-
LeCTBEHHO B NOOHbIX OTAENAX B COYETAHUWU C reHepasn3oBaHHOWM
MapoKCM3MasbHOW BbICTPOI BONHOBOWM aKTUBHOCTBIO BO CHE.
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KinnHnueckue Dravet DebpribHbI MdoKabHbIE EMAtS Lennox- Anuaencus,

XapAKTePHCTHKH syndrome € MPHUCTYMNbI CTPYKTYPHbI Gastaut BbI3BaHHas
€ IMHIIeNCHH syndrome MyTanHe
reLa

PCDH19
Hauazio j10 1 roja +/-

DebpuibHo-
CeHCHTHBHbIEe
NPHCTY bl
['eMUKOHBY/ILCHH

I'enepann3oBaHHble
NPHCTYIIbI
DoKa/bHbIe
NPHCTYTIbI
MuoknoHHueckme

NPHCTYTIbI
ATHIHUHBIE
abcaHcbl

ToHnueckne
NPHCTY bl

I'eHepain3oBaHHble
)OI -paspsi/ibl

DoKabHbIe )OI
paspsijibl
DOTOCEHCHTHBHOCT
b

HenopmanbHoe
KOrHUTHBHOE
passuTHe

IMatonorus
rOJIOBHOTO MO3ra Ha
MPT

MyTatmu reHa
SCNIA

e dnunencus € MMUOKJIOHUYECKM-aTOHUYECKUMMU  MPUCTYMNaMM
(EMALS) umeet 6onee nosnHuii febtot, 4eM cMHApoM [lpaBe; 06bI4HO
NPUCTYMNbl HAYMHAKOTCS B AOLIKONbHOM BO3pacTe. XOTS B HEKOTOPbIX
Cny4asx B aHaMHe3e MOryT 6biTb pebpunbHble NpUCTYNbl, NPOLO-
XUTENbHbIX FEMUKIOHUYECKUX MPUCTYNOB U (OKaNbHbIX NPUCTYNOB
He HabntopaeTcs. TUNUYHBI MUOKJTOHMYECKM-AaTOHUYECKMUE NPUCTYMbI.

e MnageHyeckasa 3Huedanonatua, CBA3aHHas C  MyTauMsaMu
B reHe PCDH19, 06biyHO nposBnseTcs KAacTepHbIMU NPUCTYNAMM,
B OT/IMYME OT AJIUTENbHbIX FeMWKOHBY/bCUBHBIX MPUCTYNOB Npw
cnHapome [lpase. Kak 1 npu cnHgpome [lpase, npucTynbl NPOBOLM-
pYOTCS IMXOPAOKOMN.

¢ SCN1A-accounmpoBaHHasi paHHAs 3nNunenTMYeckas 3Hueda-
nonatus (EIDEE) otnuuaetcs oT cuHppoma [lpaBe 6onee paHHUM
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neboToM (<3 Mec), MpeawecTByOWen 3a4epXKKoM NCMXOMOTOPHOTO
pa3BUTUS U BbIPAXKEHHbIMU ABUraTENbHLIMU HAPYLLUEHUSIMMU,

o CTpykTypHas okanbHas 3nunencus MoxeT AebrTupoBaTth
C AnTeNbHbIX GOKANbHbIX NMPUCTYMNOB, BbI3BAHHbIX JIMXOPAAKOM, Of-
HaKO nocneayLme NpUCTynbl BCEraa BOBEKAKT OAHY M Ty Xe CTo-
POHY M/ KOHEYHOCTb, B OT/IMYME OT CMHApOMa [pase.

e MuTOXOHApPManbHble 3ab0neBaHUs MOryT MpPOSIBAATHCA pas-
JINYHBIMU TMMNAMKM MPUCTYMNOB B paHHeM Bo3pacTte. OfHako 06bI4HO
CYLLECTBYIOT U Apyrve NpuU3HaK1 MUTOXOHAPUANbHOIO 3aboneBaHus.

» HeMpouHPeKLMU (MEHUHIUT UK 3HLedanuT) TpebyroT Ucko-
YeHMs NpU HaNUUUKU SAnTENbHbIX HeBPUNbHBIX MPUCTYMOB.

JleyeHne

B HekoTopbIx CTpaHax onpenenéHHble MEeToAbl NIEYEHUS! CUH-
ApoMa [lpase MoryT 6biTb HELOCTYNHbI UM 0dULMANLHO He 0a06-
PEHbl.

Cunppom [paBse aBngeTca ogHMM M3 Hambonee dapMakopesu-
CTEHTHBIX 3MUIENTUYECKMX CMHAPOMOB. BanbnpoaTsbl ucnonb3yercs
B KayecTBe CPeAcTBa NepBOM AMHUWM AN NPefoTBPALLEHUS peLu-
avMBa @ebpunbHbIX MPUCTYNOB, A MNepopasbHbIi/Ha3anbHbIN/pek-
TaNbHbI OEH304MA3ENUH UCMONb3YETC MPU NOOLIX AJUTENbHbBIX
npucTynax, HO 3TUX CPencTB Yalle BCEro HeLocTaToyHo. He creny-
eT Ha3HauaTb AlM, sBnawowmecs 610KaTopaMM HATPUEBLIX KaHa-
noB (kapbamasenuH, rabaneHTWH, NAaMOTPUOXKMH, (DEHWUTOMH), T.K.
OHM YCMAMBAIOT NPUCTYNbl. Tonupamart, nesetupaueTaM, 6poMuabl
M KETOreHHas AMeTa MOryT NPOAEMOHCTPUPOBATH OMpPEeAENEHHYIO
3 PeKTUBHOCTb B KayecTBe AOMOMHUTENbHOW Tepanuu. Ctupunex-
Ton (Stiripentol), oH xe Ouakomut (Diacomit) — npenapar, koTo-
pbli AOKa3an CBOKW 3PPEKTUBHOCTb B COYETAHWMM C BanbnpoaTamu
n knobaszamom [6]. [lo3y nocnegHUx HeO6XO0AMMO YMEHbLUNUTb, YTO-
6bl CBECTM K MUHUMYMY NOOOYHbIE 3ddeKTbl (B OCHOBHOM MOTEPHO
annetuTta), BO3HMKAaKOWMe B pe3ynsTate GHapMakOKUHETUYECKMX
B3aUMOZENCTBUIA CTUPUMNEHTONA, MOLLHO MHIMOUPYIOLWEro LMTOXPO-
Mbl P450. CTpuneHTon OeicTBYET KaK 3prMYeckuii areHT Y-aMuHo-
MacngHon kucnotol (TAMK), rnaBHbiM 06pa3om 4yepes a3-cybvepu-
Huuy TAMK-peuentopoB. CtupuneHton (duakomut) 6bin opobpeH

68



B kauyectBe opdaHHoro npenapata B 2007 roay B EBpone ans po-
NoJIHUTENIbHOM Tepanuu npu cuHapoMe [lpase. TonupamaT U KeTo-
reHHas AueTa SBNSTCS anbTepHaTMBAMU B (PapMaKope3UCTEHTHbIX
cnyyasx.

KaHHabuanon 6bin opobpeH B CLUA onga neyeHus cuHopoma
Lpase B 2018 roay lMNpumeHsetcs dnuamonekc (Epidiolex), koto-
pblii SIBNSIETCA IKCTPAKTOM KaHHabuanona. Nccneposanune 2017 ro-
[la nokasano, 4To 4acToTa MPUCTYMOB NPU UCMONb30BaHUM KAHHA-
b6uamona cHM3MNACh AOCTOBEPHO Honbliue, YeM NPU UCMONb30BAHUU
nnaue6o.

®eHdnypamuna rugpoxnopug (Fintepla) 6bin pazpewex B Eb-
poneickom Cotosze n CLLUA ong nononHMTENbHOM TepanmMm CMHAPOMA
Opase ¢ 2020 ropa.

CocTaBHoM YacTblo deHoTMNA cuHApoMa [paBe aBnsOTCA Au-
TeNlbHble CYAOPOXHbIE MPUCTYMbl, TpebyloLMe HEeOTNOXHON MNOMO-
wu. bonee paHHee neyeHne MpUCTYNOB NO3BONSET CHU3UTL BEpPO-
ATHOCTb BO3HWKHOBEHMS 3MNWIENTUMYECKOrO CTaTyca M nocnemyto-
wen rocnutanmsaumun. CraHfapTHOE 3KCTPEHHOE JieYeHue peko-
MEHAYETC MPU TOHMKO-KIOHMYECKMX MPUCTYNaxX AUTENbHOCTbIO
b6onee 5 MUHYT.

PacnpocTpaHeHHbIMU NpenapaTtaMu NepBoM TMHUM HEOTIOXKHOM
NMOMOLUM, PEKOMEHAO0BAHHbIMU AN AOMALLIHEro unuM 60nbHUYHOIO
npuUMeHeHus, aBnaTcs 6eHzoanasenuHbl. CylecTBYOT pasfnMyHble
NekapcTBeHHble (OpMbl, KOTOpble MNpPefnarawT pasfiMyHble MyTH
BBE[EHMs, B 3aBUCMMOCTU OT MaLMeHTa, TMna NpucTyna u Toro, KTo
MOXeT AaTb NeKapCTBO: PeKTanbHbIM AMa3enaM, OYKKanbHbIM U Ha-
3a/bHbI MMAA301aM unu apyrue 6eH304Ma3enmuHbl, TakMe Kak KJo-
Hasenam unaun nopasenam.

YunTbIBag TO, YTO NaLMEHTbl C CMHAPOMOM [IpaBe, Kak NpaBuio,
MMEIOT BTOPYIO 300poBYyt0 Konumto reHa SCN1A, Haubonee nepcnek-
TUBHbIM HamnpaBfieHWEM FeHHOM Tepanuu NpeacTaBAseTcs coverta-
HWe OBYX MOAXOLO0B: YBENMYEHUE NPOAYKLMMN 300POBOro reHa u no-
[laBneHve MyTMPOBaBLLEro reHa. [loka HeM3BeCTHO, Kak M Koraa 3To
MOXHO CAeNnaTtb. JTOT NPOEKT B HACTOsILLEE BPEMS HAXOAMUTCS B CTa-
OWU peanu3aumu.
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MOXHO paccMOTpeTb HEKOTOpble HEMeAWKAaMEHTO3Hble MeTO/bl
NeyeHus, Takne Kak KeToreHHas AMeTa U cTuMynaums 6nyxaaoLLero
HepBa, OAHAK0 MX 3PHEKTUBHOCTb HEAOCTATOYHA.

Peabunurauus

Llenbto peabunutaummn gasngetca agantaums pebeHka B couny-
Me. KOMnieKkCHbIM yxo4 3a NauMeHToM C CMHAPOMOM [lpase BKtO-
yaeT B cebs Kak «yxoa», Tak U «nevyeHue» naumeHta. OH Tpebyer
COTpyAHMYECTBA MexXAy CeMbei, Bpayamu, coupaboTHMKaAMM, MNCu-
XONoraMu Ansi LOCTWXKEHWUS HauUNyylWero KavyecTBa >XM3HW nalueH-
TOB M UX cemei. BcectopoHHss 3ab6oTa nogpasymeBaeT MynbTUAMC-
LUMNAUMHAPHbIA NOAXOA.

Mporxos

CuHppom [lpaBe XxapakTepu3yeTcs BbICOKOW MNpexAeBpeMeH-
HOM CMEpTHOCTbIO, CBSI3aHHOW C 3nunencuen (ao 21%). [Byms
Haubonee pacnNpoCTPaHEHHbIMU MNPUYMHAMKU MpEeXAeBPeMEHHOM
cMepTu npu cuHapome [lpase asnstotcs «BHesanHas HeobbsicHM-
Mas/HeoXumaaHHas cMepTb npu anunencum» (Sudden Unexpected
Death in Epilepsy — SUDEP) u anunentuueckuii Ctatyc, Ha O0ONK0
KoTopbIX npuxoauTcs okono 80% npexaeBpeMEHHbIX CMepTen.
MprynHa M3OLITOYHOM NpeXAeBpeMEHHON CMEPTHOCTU Y MauueH-
TOB C CMHAPOMOM [lpaBe OCTaeTcsi HeLOCTaTOYHO SICHOM, HO MOXeT
OblTb OObACHEHA TMKECTbH 3NUNENCUM, a TaKKe TFeHeTUYeCKOon
npeapacnonoxeHHocTbio K SUDEP.

SUDEP npu cungpome [lpaBe BCTpevaeTcs, B OCHOBHOM, B L€T-
CKOM BO3pacTe CO CpefHMM Bo3pactoM 8,7 roaa, HO GONbLIMHCTBO
MauMeHToB C CMHAPOMOM [lpaBe A0XMBAIOT 10 3peNnoro Bo3pacTa.

ANUNENCUA MNTAOEHYECTBA

C MUTPUPYIOLLMMU DOKAJIbHbIMU
MPUCTYNAMWU/EPILEPSY OF INFANCY WITH
MIGRATING FOCAL SEIZURES (EIMFS)

OnpepeneHune
Anunencms MNageHYecTBa C MUrpUpyoLWMMKU GOKanbHbIMK Npu-
crynamu/Epilepsy of infancy with migrating focal seizures
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(EIMFS) —  knuHMKO-3nekTpo3Huedanorpapuyeckuin  CUHAPOM
B CTPYKType 3nuienTUYecKnx CUHAPOMOB Nepuoaa HOBOPOXKAEHHO-
CTU M MNTAZLEHYECTBa C 3BOJIIOLLMOHHON MU/UNU 3MUNENTUYECKON SHLLe-
danonatmen UM C NPOrpeccUpyoLiMM HEBPOIOTMYECKUM yXyaLle-
HMEM, XapaKTepu3yKLWMIACA Ha4YaloOM B MNIafleH4YeckoM BO3pacTe,
MHOXECTBEHHbIMM NPAKTUYECKM HeNpepbIBHbIMUK 3NeKTpo3Huedano-
rpadnyeckMMu 1 3NEKTPO-KIMHUYECKMMU MUTPUPYIOLLMMU MYNBTU-
(OoKanbHbIMU MPUCTYMHLIMU NATTEPHAMU C BOBJIEYEHMEM PA3NUHBIX
He3aBMCUMBbIX OTAEN0B 060MX NoNyLIapwii, 3alePXXKOI MCUXOMOTOP-
HOro pa3BuTUSI, GapMaKOPE3UCTEHTHOCTbH), TSXKENbIM MPOrHO30M.

Takxe, B nuTepaType MOryT MCMONb30BaATbCS CeaytolmMe Ha3Ba-
HMA:

— Jnunencus MnageH4ecTBa C MUIPUPYIOLLMMKU HOKaNbHbIMU
npuctynamu (AMMOIT)

— 3N10Ka4yeCcTBEHHbIE MUTPUPYKOLLME MapLuanbHble MPUCTYMbI
MnageHyectsa (3MIMM)

— Cuuppom Konnona-Aionaka

— Murpupytowas napumanbHas anunencus B MnageHyecTse

— Murpupytowme napumanbHble NpUNagku MaageHyecTsa

— 3N10Ka4yeCcTBEHHbIE MUIpUpYlOLMe MapuManbHble NpUNagKu
B M/lafleHyecTBe

— Malignant migrating partial seizures of infancy (MMPSI)

— Migrating partial seizures of infancy (MPSI)

— Malignant Migrating Partial Epilepsy of Infancy (MMPEI)

— Migrating Partial Epilepsy of Infancy (MPEI)

— Early infantile epileptic encephalopathy 14 (EIEE14)

— Coppola-Dulac syndrome

UcTopuueckasn cnpaBka

Bnepsble onucanme EIMFS 6bino BbinonHeHo G. Coppola 1 co-
asTopamu B 1995 rogy [7].

B 2005 r. O. Dulac [12] 0606wwun onbiT HabnogeHns 20 naum-
€HTOB.

Anuaemuonorus

B Hactoswee Bpems onucaHo okono 100 cnyvaes EIMFS.
Mo Bcel BUAMMOCTH, LAHHbIM CMHAPOM BCTPEYAETCS Yalle, YeM ama-
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FHOCTUPYeTCS, M3-3a HEeLOCTAaTOYHOW WM3BECTHOCTM Cpefu Bpayen.
Mo paHHbIM A. A. XonuHa [2], B cTpykType 267 cnyyaeB C AeboToM
anunenTuyeckoro cratyca (3C) Lo 3-neTHero Bo3pacTa rpynna geTen
¢ 3MIMMM coctauna 13 (4,9%) uenosek, a B cTpykType 147 cnyyaes
mMnapeHyeckoro OC — 8,8%. MnageHubl 060MX NOOB B paBHOM CTe-
neHu nofBepXKeHbl 3a601eBaHUIO.

PacnpocTtpaHeHHocTb cnHapoma — okono 0,11 Ha 100000 pe-
Tew.

3THonaroreHes

XoTa ocHoBHasi npuumHa EIMFS po KoHua He u3y4yeHa,
Yy HECKONbKMX MOCTPafaBLUMX Jl0feN B HEKOTOPbIX reHax Obuiu
naeHTMdunuUnpoBaHsl MyTauumn de novo. [laxe ecnu BbiSBAeHa reHe-
TMYecKas NpuyMHa, BONbLIMHCTBO Cly4aeB BO3HWMKAKOT Criopajuye-
CKM Yy NI0feNn, He UMEeLWMX CeEMEMHOro aHaMHe3a 3Toro 3abonesa-
HUS.

Y HeckonbKux ntoaen ¢ 3TuM 3abonesaHnem BblIM 0OHApYXeHbI
MyTaumm B reHe KCNT1.

lfeH KCNT koampyeT TpaHCMeMOpaHHbIM 6e10K KanueBbiX KaHa-
N10B, KOTOpble MO3BOMISOT MOHAM KaNusi NPOHUKATb B KNETKY M Bbl-
XOOMTb U3 Hee, pacnpoCTpaHas 3neKTpuyeckue curHanbsl. Mytauuu
npuBOAAT K 00pa3oBaHMI0 AMCHYHKLMOHANBbHBIX KaNMeBbIX KaHa-
NI0B, UTO BNEYET AHOMAJIbHOE YBENNYEHUE 3NIEKTPUYECKUX TOKOB, re-
HEpMpPYEMbIX 3TUMM KaHaNnaMu, a 3TO, B CBOK O4Yepenb, Bbl3biBaeT
Heperynupyemoe BO30y)aeHWe HeMpPOHOB B rofIoBHOM Mo3sre. [lo-
BTOPHbIe MPUCTYMbl CNOCOBCTBYIOT 3a4EepPXKKEe Pa3BUTHUS, XapakTep-
HOM Ang 3Toro coctosiHus. Cumtaercs, 4To MyTauum B APYrUX reHax
(SCN2A, GABRA1, GABRB1, SCN1A, SLC12A5, BRAT1 n TBC1D24)
TaKXe MMeTCs Npu AaHHOM 3aboneBaHUU.

B uenom, okono 60-70% peteit ¢ EIMFS nmetoT reHetTuyeckue
aHomanuu. Becbma BeposTHO, uTo B ByayweM npu 4aHHOM CUHAPO-
Me 6yayT obHapy>XeHbl 1 Apyrue reHeTu4ecKne MyTauuu.

KnuHuueckas kaptuHa

[epBbIMU MpU3HAKAMU CUHAPOMA SBASKOTCS BO3HUKHOBEHWE
3ANUNENTUYECKMX NPUCTYNOB Y HOPMANIbHO pa3BuBatoLerocs pebeH-
ka B Bo3pacte oT 1 Hepgenn po 7 mecsues. CpeaHuii BO3pacT Havana
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3aboneBaHnsa — okono 3 mecaues. C HaYanoM NPUCTYNOB 3aMeans-
eTCa NCMxXMYeckoe n dpusnyeckoe passuTne pebeHka.

Mpuctynbl HOCAT QoKanbHbIM XapakTtep. CymopoXKHas aKTUB-
HOCTb MOXET MPOABAATLCSA B HECKONbKMX MECTax Mo3ra uiu nepeme-
WaTbCs M3 0gHOM obnactv B Apyryto. B 3aBMCMMOCTM OT NOpaXXeHHOM
06nactn MoryT HabnAATLCS BHE3ANHOE NOKPaCHeHMe NnLa; CAIOHO-
TeyeHue; KOPOTKMe May3bl B AbIXaHWMU; ABUXKEHWE rON0Bbl UAU Na3
B OJLHY CTOPOHY; NOAEepPruBaHus BeK WK 3blKa; XKeBaTeNlbHble [BU-
XeHWs; MoAeprnBaHUa pyku, HOrM unu obenx CTOpPoH Tena, nefanu-
pylolLme ABUMXKEHUS PYK uau Hor. [pu BTOpUYHOM reHepanusauuu
BO3MOXHbl NOTEPS CO3HAHMS, MbILUEYHOE HAMPSXKEHUE U PUTMUYE-
CKMe noaepruBaHms. TOHUKO-KIOHUYECKME NPUCTYIbI Yalle nopaxa-
10T fleTel B BO3pacTe 2 NIeT U cTaplue.

lepBOHaYanbHO MpPUCTYNbl OTHOCUTENBHO PefKM WM MPOUCXO-
AT Heckonbko pa3 B Hepento. OpHako yepes HEeCKONIbKO MecsLeB
nocse Havyana NpUCTYNoB, 4YacTtoTa MX Bo3pactaeT o 30 npucTy-
nos B AeHb. Y peter Mnafwero BO3pacta MNpUCTynbl OAS9TCS
oT 30 cekyHA [0 OOHOM MWHYTbI, B Bonee CTapweM BO3pacTe OHMU
CTAHOBSTCS MPOAO/KUTENIbHEE M MOTYT MEepexoauTb B 3MNWNEenTu-
yeckuit cratyc. B HekoTopbix cnayyasx Cy[OpOXHAas aKTUBHOCTb
COXPaHSIeTC HEenpepbiBHO B TeYeHUEe HEeCKONbKMX AHel. Y 6onb-
HbIX MOXeT ObITb YepefoBaHME MOCTOSIHHbIX MPUCTYMNOB B TeYeHue
2-5 pOHeN C OTCYTCTBMEM MAPOKCM3MOB WM PeaKMMWM NpUCTyna-
MU.

Mocne rona nnu 6onee NOCTOSHHbLIX NPUCTYNOB 3MM304bl CTAHO-
BATCS MEHee 4acTbIMW, HO HECMOTPS Ha 3TO, AONTOCPOYHbIE Nocnea-
CTBMS MOTYT BK/IKOYaThb [NyOOKYH 33a4epXKy pa3BUTUS, MUKpoLeda-
N0, YMCTBEHHYKO OTCTANIOCTb M COKPALLEHUE MPOAOMKUTENIBHOCTH
XKU3HM.

HeBponornmueckue HapyLieHUs BK/OYAIOT TSXKENbIA LeHTpab-
HbIV TeTpanapes, Mukpouedanuio, ctpabusm (Kocornasue), ateTona-
Hble TMNepKuHesbl, @ Takxke Npobnembl C NepefBUXEeHNEM, CUAEHU-
€M, KOHTPONEM MOMIOXEHUS TONOBbI, MUTbEM U [NIOTAaHUEM MNULLM.
Y petert Takke MOXeT OblTb OTMEYeHa YMCTBEHHAs OTCTaNoCTb
W 3puTENbHAs arHo3us.
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BonbHble AeTM 4acTo TepsT YMCTBEHHbIE M ABWUraTefibHble Ha-
BbIKM, KOTOpbIE OHM Pa3BUJIM MOC/IE POXAEHMS, Takne Kak cnocob-
HOCTb YCTaHaB/IMBATb 3PUTENIbHbIA KOHTAKT M KOHTPONMPOBaTb
LBUWXEHMEe TroNnoBbl. MHOIME MMET Cnabblit MbIlEYHbIA TOHYC (TU-
MOTOHMID) U CTAHOBATCA «BANbIMMY». ECiM mMpucTynbl yoaétcsa KoH-
TPO/IMPOBATb, PA3BUTUE MOXET YNYULWUTLCSA. Y BONbLUMHCTBA AeTeN
€ 3TUM 3aboneBaHNeM He pa3BMBALOTCS A3bIKOBbIE HABbIKM.

JOuarHocTuka

dnekTpo3HuedanorpaMma NoATBEPXAAET AMArHO3, ecin y pe-
6eHka Bo BpeMs 3anucu I3[ 6bino no KpaiHen mepe 2 unn 3 do-
KaNbHbIX MPUCTYMA, HAYMHAOWMXCA B PasHbIX YacTax Mosra.
B HekoTOpbIX cnyyasx TpebyeTcs BuAeo-33[-MOHUTOPUHT B TEYEHME
2-4 nHen.

JTOT MeTo4 MCCNeNOBaHUS TakxKe NO3BONSET BbISIBUTb KOppens-
LM MEeXAY NIOKanu3aumen UKTaNbHOro NaTtTepHa U KIMHUYECKUMMU
XapakTepucTukamu npucryna. Hanpumep, npu MKTanbHOM naTTepHe
B n06HOM obnactv HabnOATCS TOHWMYECKOE HaMpsKeHue Wau
KNOHUYECKMEe MoAeprnBaHUS KOHEYHOCTEN KOHTpanaTepanbHO O4a-
ry; uncunatepanbHble aBTOMaTU3Mbl; GOPMUPOBaHMEM «MNO3bl dex-
TOBabLLMKA.

[pu MKTaNnbHOM MATTEpHE B NepuponaHANYecKkon obnactm ume-
€TCs KOHTpanatepanbHbliA KNOHYC ryb, 93blka, MUMUYECKOM MyCKyna-
TYpbl, rtMNepcanuBaLms.

Mpy BMCOYHBIX MKTanbHbIX MATTEPHAX HabMIOAAIOTCSA «3aCTbiB-
WKi» B3rNs4, OpOa/IMMeHTapHble aBTOMaTU3Mbl. [1aTTepHbl, ncxoas-
LMe U3 KOPbI 3aTbIOYHOW 40U, KOPPENUPYHOT C NaTepann30BaHHbI-
MW KNOHWYECKMMM NOAEPrMBaHMUSMM ra3HbIX S610K U ieBMaLment ro-
noBbl. [lpy TeMeHHOW NoKanu3auMn BO3MOXHa Hecneunduyeckas
ABUraTeNnbHas akTMBHOCTb; MHOIAA CO343€eTCs BrneyaTneHue, YTo pe-
6eHOK KaK Bbl «NpUCTYLIMBAETCS» K CBOUM BHYTPEHHUM OLLYLLEHUAM.

Mpu paHHOM cMHOpOME XapakTepHo AudQy3Hoe 3amenneHue
dboHoBOM akTMBHOCTU. B Hayane 6onesuu anunentudopmHbie Hapy-
weHunsa penku. Mo Mepe pa3BuTUS 3aboneBaHus, NOABASIOTCA My/lb-
TUPEernoHanbHble cnamku. MNpu YacTbiX NPUCTYNax UHTEPUKTaNbHAs
AKTUBHOCTb NPaKTUYECKM He onpeaenseTcs.
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MNpu HelipoBM3yanu3auum OTMEYaeTCs KOPKOBO-NMOLKOPKOBaS
atpodus, Mukpouedanms.

[uarHocTuyeckme Kputepum 3nNUNENcMM MNageH4YecTsa C Mu-
rpupylommMmn dokanbHbIMU npuctynamm cornacHo ILAE [1,23].

XapaktepHbl doKanbHble/MynbTUDOKANbHbIE TOHUYECKME WU
KNOHMYECKMe MPUCTYMbl, KOTOpble NepexoasT (MUrpupyroT) U3 ofHO-
ro nonywapus wan LONAM ronoBHOro mMosra B Apyrue. Yactota npu-
cTynoB BbICTPO yBenuumBaeTcq, Ha I3[ — MUIPUPYIOLLMIA NATTEPH,
BO3pacT AebloTa — Ha NepBOM rOAY XXU3HU, 3a4epPXKKa Pa3BUTUS.

HeTunuuHbl naTTepH «paspag-yrHetenue» Ha I3[, rpybas 3a-
[lep>xKa pasBWUTUS A0 Hayvana NpuCcTynoB, No3aHui nebroT 3abonesa-
HM4a (nocne Monyroaa XW3HW), peMMUCCUS 3NUNENTUYECKUX MPUCTY-
noB, OTCYTCTBME aTPOdUM rONOBHOrO Mo3ra Ha MPT.

OuddepeHumanbHags guarHocTuka

CornacHo ILAE [1,23] anddepeHumanbHblil AnMarHo3 Heobxoam-
MO MNPOBOAMTb CO Cnefylwumu 3aboneBaHMsIMU: HeOoHaTaNlbHble
W MNafileH4yeckne 3nunencun, GokanbHble CTPYKTYPHbIe 3NUAEencuu,
reHeTUYyeckune anunentnyeckne sHuedanonaTuu, HapyweHus obme-
Ha BewecTB. CuHapoM [paBe OTAMYaETCS ANUTENBHbIMU FEMUKIO-
HMYECKMMM NPUCTYNaMmu, KOTOpble MOTYT MEHATb JlaTepanu3auuio
oT npucrtyna kK npuctyny. OgHako OTCYTCTBYET MAaTTEPH MWrpaLuu
B paMKax O4HOro NpucTyna.

JleueHue

OueHb ManoBeposiTHO, 4To Kakue-nnbo AlMM cMoryT nonHo-
CTbH0 KOHTPONMPOBaTb NpucTynbl. MHOraa nekapcrea garot adgadekr
Ha KOpoTKoe BpeMs ((heHOMeH «MeLoBOro mecsua»). MoryTt ObiTb
MCNONb30BaHbl ApyrMe MeTonbl NleYeHUs, TakMe KaK KeTOreHHas
aveTa, cTepouabl, ctumynatop 6nyxpatowero Hepsa. Ho ux ag-
($eKTMBHOCTb Takxe Hu3kas. Ecnan npuumHa GonesHu Bbi3BaHa My-
Taunen B reHe KCTN1, TO BO3MOXHO WMCMNONb30BaHWE XMHUAWMHA
(Quinidine).

Mporxos

MepcnekTBbl 06bIYHO OYEHb MAOXME. ITO MPOUCXOAUT MOTOMY,
YTO MPUCTYMbl MNPaKTUYECKM HUKOraa He KoHTponupytotcs AlNM
[0NbLUe HECKONTbKUX LHEN.
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M3-3a cepbe3Hbix NpobneM co 340pOBbEM MHOTME AETU HE Bbl-
KMBAIOT MOCNEe MNAAEHYECTBa UM paHHero aetctea. OHWM ymupatoT
“3-33 OC/NIOXHEHMIN 3aboneBaHus, BKAOYAS NOBTOPHble MHMEKLMUM.
CywwectByeT TakKe PUCK, YTO OHM MOTYT yMepeTb OT «BHE3aMnHOM
HeoObACHUMOW/HEOXKMAAHHOM CMepTM npu 3nunencum» (Sudden
Unexpected Death in Epilepsy — SUDEP) 1 anunentuueckoro craty-
ca. Jetm umetoT npobnembl ¢ KOpMSIEHNEM. BONbWKMHCTBY M3 HUX
TpebyeTcs yCTaHOBKA racTPOCTOMbI. Te, KTO BbKMBAET, 06bIYHO MMe-
0T Cepbe3Hble HeBposiorMyeckue npobnemsl u npobnemsl C pasBu-
TUEM, JaXe eCNU MPUCTYNbl YaCTUYHO KOHTPONUPYIOTCS.
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SANMUNENTUYECKUE CUHOPOMBDI
NMEPUOOA HOBOPOXXAEHHOCTH
N MNAOEHYECTBA

C 3BOJIIOLLMOHHON U/1nn
SNUNENTUYECKON
SHUE®DAJIONATUEN NN

C MPOrPECCUPYIOLLIUM
HEBPOJIOTMYECKUM
YXYALWEHUEM

CO CNMEUMDUYECKON
3TUOJIOTUEN

KCNQ2 — 3BOJIIOLLMOHHAA U ANMUNENTUYECKAA
SHLE®ANONATUA/KCNQ2 — DEVELOPMENTAL
AND EPILEPTIC ENCEPHALOPATHY (KCNQ2 — DEE)

OnpepeneHue

KCNQ2-3BONOLMOHHAsE M 3nunentuyeckass 3sHuedanonaTus/
KCNQ2-developmental and epileptic encephalopathy (KCNQ2-
DEE) —  k/JMHUMKO-3nekTposHuedanorpaduyeckmii - CMHAPOM
B CTPYKType 3nunenTMYeckux CUMHAPOMOB Mepuofa HOBOPOXAEH-
HOCTU WM MNAfEHYeCTBa C 3BOJIOLUMOHHOM WM/MUAKM 3NUAENTUYECKOW
3HuedanonatMern MAM C NPOrpeccUpyoliMM HEBPOAOrMYECKUM
YXyAWEHMEM CO CMeunPUUEeCcKon 3TUONOMMEN, XapaKTepU3YyOLWMNCS
TOHUYECKMMU, MUOKIOHUYECKUMU M/MUnn (DOKaNbHbIMKU 3SNUNENTH-
YeCKMMU MpUCTYNamu; sHuedanonatnen; nebOTOM A0 3 Mecsues;
HapyLeHWeM MNCUXOMOTOPHOIO Pa3BUTUSL TSXKENOW WU CpefHew
CTeNEeHU; NATTEPHOM «paspsf-yrHeTeHue» WU MynbTUPErMoHanb-
HOWM 3MMNenTMOOPMHOM aKTUBHOCTbI, AUPEY3HbIM 3aMenfieHNeM
Ha 33[; natoreHHbIMM MyTauusmu B reHeKCNQ?2.
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Takxe, B nuTepaType MOryT UCMONb30BaThCS CleytoliMe Ha3Ba-
HUS:

— JHuedanonatns pasBuUTUS U 3INWIENTUMYECKas, CBSI3aHHas
¢ myTtauueit B reHe KCNQ2 (KCNQ2-3P2)

Snupemuonorns

B HacTosilee Bpems, yacToTa BCTPEYAEMOCTU 3IBOJIHOLMOHHOM
W aNunenTUYeckor sHuedanonatnm, ceasaHHoM ¢ mytaumein KCNQ2,
HeusBecTHa.

3THonaroreHes

MucceHc-MyTaumm de novo B onpepeneHHbiX perMoHax («rops-
ymx Toukax») reHa KCNQ2, koaumpytowem Kv7.2-3aBUcCKMMble OT Ha-
npskeHus cybbeamHuubl Kanuesbix (K+) KaHanoB HeMpOHOB, acco-
LMMPOBaHbl C pa3BMBAIOLWLENCS INUIENTUMYECKOM 3HUedanonatmen,
BbI3bIBAOT [OMUHAHT-HEraTUBHYI, 0O0/ee BbIpaXXEHHYK MNOTepto
(dYHKUMM KaHanoB, YeM Habnopaetcs npu SeLNE.

KnuHunueckasn kaptuHa

SnunenTMyeckne NpucTynbl 4ebTUPYIOT B BO3pacTe 40 3 Mecs-
LieB, B COYETAHUMN C TSXKENOM HeOHaTasbHOM 3HUedanonaTuen, Bbl-
paXXEHHbIMU HEBPOIOTMYECKUMU HAPYLLEHUAMM.

B 6onblwmMHCTBE CyyaeB 3TW MPUCTYNbl NPEKPALLAOTCS B Teye-
HUe Heckonbkux Mecsues unu net. Co BpeMeHeM MpUCTYMbl MOTyT
NPUBECTU K YMEPEHHOMY WM TSHXKENOMY OTCTaBaHWUIO B Pa3BUTUM
pebeHka. ObbIYHO NPOSBAAIOTCS POKANbHbIE TOHUYECKME MPUCTYIbI,
HO MOTYT TakK€ BCTPEYATLCA U APYTME TUMbI MPUCTYNOB, COMPOBOX-
[alolmMecs BEreTaTUBHbIMU MPOABAEHWUSIMM, AMHO3 M MKTANbHbIM
nnayeM. CMHAPOM WMHOAHTUABHBIX CNAa3MOB HabnwaaeTcs penko.
Ha 231 B 6onbluMHCTBE CNyyaeB perncTpupyeTtcs naTTepH «paspag-
yrHeTeHUe», KOTOPblA MOXET ObITb aCUMMETPUYHBIM, @ TaKXKe MYy/b-
TUPErnoHanbHaga 3nunenTudopMHas akTUBHOCTb. M3MeHeHue cur-
Hana Ha MPT MoXeT yKa3biBaTb Ha Hanuuune atpodumm NoOHOM Aonu
M UCTOHYEHMUS MO30MUCTOrO Tena.

JOuarHocTuka

IwnarHoctnueckne kputepun KCNQ2-DEE cornacHo ILAE [1,23].

XapakTepHbl TOHUYECKNE, MUOKNOHUYECKNE U/MAN POKaNbHblE
NPUCTYNbl, NATTEPH «pa3ps-yrHeTeHue» unu apyrue rpyboie Hapy-
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weHua Ha I3I, BO3pacT Havyana B Nepeble 3 MecsLa XMU3HU, 3afepXx-
Ka pasBUTMS 40 Havana npucTynos, Mytaumm B reHe KCNQ2.

HeTunuuHbl fEeT Ha NepBOM Heaene XXM3HW, HOPMabHbIA HEB-
pONOrMYeckuii cTaTyc.

JleueHue

@®eHobapbutan u neeetupauetaM HeadbdekTuBHbI. B kauectse
npenapatoB BblibOpa MOryT paccMmatpuBaTbCs 6nokatopbl HaTpue-
BbIX KaHaNoB (kapbamMasenwuH, GEeHUTOUH).

[abaneHTUH MOXHO pacCMATpUBaTb, KaK NPELU3UOHHYH Tepa-
nuio 13-33 MyTauui, npusoasawmx K notepe dyHkumn KCNQ2 [20].

MporHos

Mpuctynbl npy KCNQ2-DEE 4acto xopowo KOHTPONMpPYHTCS, HO,
HeCMOoTpsl Ha 3TO, Y AeTei HabnaaTCa YMEepeHHOe UK TaKenoe
OTCTaBaHWE B NCMXOMOTOPHOM Pa3BUTUW. YUMTbIBAs BO3POCLUMIA MO-
TEHUMAN NpeLu3nOoHHbIX METOAO0B JIeYEHUS, HALLENEHHbIX Ha KaHan
Kv7.2 unu cam redn KCNQ2, onpepeneHve Havbonee 3HAYMMBbIX
W YYBCTBUTE/bHBIX KJIMHUYECKUX KOHEYHbIX To4ek ByaeT nmeTb pe-
watolee 3HavyeHne ansg obecneyeHms yCrnewHblX UCMbITaHU HOBbIX
METOJ,0B NIeYeHUs.

MUPUAOKCUH-3ABUCUMAS (ALDH7A1)
3BOJIIOLIMOHHAS U SMUNEMTUYECKAS
SHLIE®AJIONATUS (333) /PYRIDOXINE-
DEPENDENT (ALDH7A1) DEVELOPMENTAL AND
EPILEPTIC ENCEPHALOPATHY (PD-DEE)

U MMPUOOKCA/b-5-DOCHAT-3ABUCUMAS)
3BOJIIOLIMOHHAS U SMUNEMTUYECKAS
SHLIE®AJIONATUS/PYRIDOX (AM) INE 55 -
PHOSPHATE DEFICIENCY (PNPO) -DEE (P5PD-
DEE)

Onpepenexune

MupupokcuH-3aBucumas (ALDH7AL) sBonounoHHas m anunen-
TMYeckas 3Huedanonatus/Pyridoxine-dependent (ALDH7A1)
developmental and epileptic encephalopathy (PD-DEE) u Mupu-
Jokcanb-5-pocdar-3aBMcmMmas 3BOMIOLMOHHAA M 3nNuaenTuyeckas

79



sHuedanonatus/Pyridox (AM) INE 5» -phosphate deficiency
(PNPO) -DEE (P5PD-DEE) — knuHuko-3nekTposHuedanorpaduye-
CKMe CMHAPOMbI B CTPYKTYpe 3nuIenTUYecKnX CUHOPOMOB Mepuo-
[la HOBOPOXAEHHOCTM WM MNAfAeHYecTBa C 3BOSIOLMOHHOM W/Unu
anunenTMyeckon sHuedanonaTMen uam C NpoOrpeccMpyrolium Hes-
pONOrMYeCKUM yXyAWeHUMEM CO crneunduyeckon 3TMONOTMEN, Xa-
PaKTEPU3YIOLWMIACS Pa3NUYHbIMU TUMAMKU YACTbIX 3MUAENTUYECKMX
npuctynoB (dokanbHble/MynbTUHOKANbHbIE, INUAENTUYECKME CMa3-
Mbl, FfeHepann30BaHHblE TOHUYECKME, FreHepaM30BaHHbIe KOHUYe-
CKue), pe3ucTeHTHbIMU K AlM, HO KynupyembiMU MUPUAOKCUMHOM
(MMpMAOOKCMH-3aBNCMMag 333) uUnu NUpuaoKcanb-5-pocdatom (nu-
puookcanb-5-dbocdhar-3aBucnumas 333); HapyweHuamu Ha I3l
B BMAE 3aMeAJIEHUS W PErvoHaNIbHOWM/MYNbTUPErMoHaNbHOM 3MKU-
nenTMOOPMHOM aKTUBHOCTM WMAM NATTEPHA «pPaspsi-—YyrHeTeHue»;
naToreHHbIMK MyTaumsmu B reHax ALDH7A1 wan PLBP (nupuaok-
CUH-3aBUcMMas 333) unu B reHe PNPO (nupupokcanb-5-docdat-
3aBucKHMas 333).

Takxe, B nuTEpaType MOIyT UCMOMb30BaThCS CleaytolMe Ha3Ba-
HUS:

— lNupupokcuH-/nupuaokcanbdocdaT-3aBucnumasn sHuedanona-
™IS pa3BuUTUS M anunentuyeckas (AP3)

— [MpUAOKCUH-3aBUCMMAR IBONIOLMOHHAS M 3NMUNEnTMYecKasn
3Huedanonatus (333) u nupupokcanbPocdaT-3aBUCMMan 3BONHOLN-
OHHas 1 anunenTuyeckas sHuedanonatus (333)

3nupemuonorus

YacroTa Bctpeyaemoctn PD-DEE BapbupyeT ot 1 Ha 65 TbiC. HO-
BOPOXAEHHbIX A0 1 HA 783 TbiC. HOBOPOXAEHHbIX. 3a60/1€BaEMOCTb
P5PD-DEE HeunsBecTHa.

3TnonaroreHes

Y naumeHtoB ¢ PD-DEE HabniopatoTcs ABe MyTauMu B reHax
ALDH7A1 v PLBP, koTopble BbI3bIBAlOT 3MMAENCUI0, CBA3aHHYIO C Ae-
OUUMTOM PONMHOBOM KMCNOTbl. PaHee 3TO cyMTanocb OTAENbHOWM
6onesHblo, HO Temepb OHAa OTHOCUTCS K MUPUOOKCUH-3ABUCMMON
anunencun. JleueHne 3101 GopMbl GONesHM ny4we BCEro NpoBo-
AMTb C NMOMOLLbBI NUPUAOKCMHA U donuHa. Opyras ¢opma HonesHu,
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CBSI3aHHas ¢ pedbuuMToM NUpuaokcanb-5-docdara, Bbi3biBAETCS My-
Taumamm B reHe PNPO 1 MoXeT npuBecTM K HapyleHusam MmeTtabo-
NU3Ma NU3MHa.

KnuHunuyeckasa kaptuHa

Y 6onblwmnHcTBa naumeHtoB ¢ PD-DEE npucTtynbl HaumHaroTcs
Cpa3y nocne poXxaeHus, Ho y 25% oHW MOryT nosiBUTbLCS B NepBble
3 rofa xu3Hu. Oba BMAA NaToONOrMKM MOTYT MPOSIBASTLCS NMPU3HAKa-
MW  HEOHAaTaNbHOro  AMCTPecC-CMHAPOMA, TUNepBo3OyAMMOCTH
W PBOTbI, YTO MOXET NPUBECTU K OLUIMBOYHOMY AMArHO3Y rMMOKCUYe-
CKU-MILEMMYECKON 3HUedanonatun. B cemMerMHOM aHaMHe3e MoryT
6biTb cnyvam EIDEE, 6ecnnoamsa v rubenun cnbcos. Mpuctynbl pesu-
CTEHTHbI K CTaHAAPTHbIM AlM.

Bbigensdr  KnaccMueckMiM M aTMNMYHBIA - BapuaHTtel  PDE-
ALDH7A1. YMcTBEHHAs OTCTANOCTb BCTPEYAETCS Yalle npu KNaccu-
yeckom PDE-ALDH7A1.

Knaccuveckuti PDE-ALDH7AL. MNpu OTCYTCTBMU NIe4eHUs NpucCTy-
MNbl HAYMHAKTCS B TEUYEHME NEPBbLIX HEAENb-MECALEB XU3HU. TUNKY-
HbIMW 9BASIOTCA ApaMaTUYeCcKue NPOSIBNEHUS AJMUTENbHbIX MPUCTY-
MOB M MOBTOPAIOLLMECH 3NMU304bl INMMNENTUYECKOro CTaTyCa; TakxXe
HabntopfaTcs nosTopsolwmMecs (OoKanbHble, reHepanu3oBaHHbIE,
aTOHUYECKMEe, MUOKIOHMYECKME NMPUCTYNbl U MHBAHTWUbHbIE CNas-
Mbl. DnekTporpaduyeckme NpUCTynbl MOTYT BO3HUKATh 63 KIUHK-
YeCKMUX KOoppensros.

Amunuynbili PDE-ALDH7AL. Tlpu OTCYTCTBMM neyeHus Habnwaa-
I0TCS MPUCTYMbl C MO3AHMM HAuYyanoM, HauyMHaloWMecs B Mepuon
MeXay MO3LHUM MNafeHYeCcTBOM MU TpexJeTHUM BO3pacToM. BHa-
yane oHu nopparTca neveHuto AlM, a 3ateM CTaHOBATCS pe3u-
CTEHTHbIMU. BO3MOXHbI MpUCTYNbl B paHHEM BO3pacTe, KOTOpbIE
He TMOAJAlTCA  JIEYEHUIO MUPWUOOKCMHOM, HO  BMOCNELCTBUM,
HEeCKONbKO MEeCsiILeB CNycTs, KOHTPOAMPYTCS UM. MoryT BbITb Anu-
TeNnbHble MHTepBanbl 6e3 npucTynos (S5 Mecsues), KOTOpble BO3HM-
KalT nocnie npekpalleHns npuemMa NMpUaoKCMHa.

JAuarHocTuka

IOunarHoctnyeckne kputepun PD-DEE wn P5PD-DEE cornacHo
ILAE [1,23].
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XapakTepHbl pa3fiMyHble TUMbl NPUCTYNOB, PE3UCTEHTHOCTb MpU-
CTYNoOB K Tepanuu, XOpoLwui OTBET Ha MUPUAOKCUH MU MUPULOK-
canb-5-docdat, Hanmume natonormyecmux mytaumii B ALDH7AL nnu
PLBP (PD-DEE) unu B rene PNPO (P5PD-DEE).

HetunuuHbl geboT nocne 3 net XuM3HM, HOPManbHOE pa3BUTHE
M HEBPONOTrMYECKMI CTaTyC A0 Havyana NpuCcTynos.

Jleyenne

Jleuenne PD-DEE n P5PD-DEE ocywectBnsieTca ¢ noMoLblo Ha-
3HaYeHMs NUPUOOKCHHA U NUPpUAOKCanb-5-docdaTta. Mpu MHDeKLM-
OHHbIX 3ab0neBaHUAX MOXeT NoTpeboBaTbCs yBENUYEHME A03bl MU-
PUOOKCUHA, 4TOObI MpenoTBpaTUTL peuuauB npucTynos. JleyeHue
cnepyeT NPOAO/IKATL B TEYEHME BCEW XKM3HM, C KOPPEKTMPOBKOM A0-
3bl. [lnutenbHoe npuMeHeHWe NUPUAOKCMHA MOXET Bbl3BaTb Nepu-
dhepnyeckylo HEBpONaTUIO, NMO3TOMY HEOOBXOAMMO KOHTPOAMPOBATb
[L03y U HEPBHYIO NPOBOAMMOCTb. OTMEHa NUPUAOKCMHA MOXET Npu-
BECTU K peunamBy NpUCTYnoB.

PekomeHpaytotcs cnepytowme Ao3bl NMPUAOKCMHA B 3aBUCUMO-
CTM OT BO3pacTa (HoBopoxaeHHble: 100 mr/cyT; MnageHubl: 30 mr/
Kr/CyT C MakcuManbHoi posor 300 wmr/cyT; pet, noApOCTKM
n B3pocsble: 30 Mr/kr/cyT ¢ MakcumanbHoM ao3oi 500 mr/cyT). Yto-
6bl NpenoTBpaTUTb 0060CTPEHUE MPUCTYNOB M/MNK 3HUedanonaTuu
CYTOYHYIO 03y NUPULOKCMHA MOXHO YABOWUTb B TEYEHWE HECKOSb-
KMUX OHEN.

[neta pomkHa npenycMaTpuBaTbh CHWXeHWe noTpebneHus nu-
3uHa.

Mporxos

XoTs npucTynbl MOryT BbiTb KOHTPONMPYEMbI NPWU MCMONb30Ba-
HUM cneunduyeckor Tepanuu, OONBLWIMHCTBO NauMeHToB Oyaert
CTPaAaTb OT YMCTBEHHOM OTCTANIOCTU B PA3HOM CTENEHU — OT Nerkon
[0 Tskenon. Ecan npuctynbl HauMHAOTCS NO3AHee, TO 3TO MOXeT
03HauaTb H6onee HGNArONPUATHBIA UCXOL B OTHOLIEHWUU KOTHUTUBHBIX
dyHkuuin. OgHako, ecnu 3aboneBaHne AMArHOCTUPYETCS PaHO M Ha-
UYMHAETCS paHHee NeyeHue, TO MOXHO COXPaHUTb KOTHWTWBHbIE
dyHKuMKM npu nobom Bo3pacte, kak npu PD-DEE, Tak u npu P5PD-
DEE.
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MNpodunakTrka

C uenblo MHOOPMUPOBAHUS O MpUEME MUPULOKCUMHA MaTepbio
BO BpeMsi 6epeMeHHOCTH U 0bneryeHns Havana NeyeHus npu pox-
[eHUM MOXeT ObiTb NPOBELEHO MpeHATallbHOEe MOJIEKYNSIPHO-TeHe-
TUYEeCKoe TeCTMpPOBaHWE MNNIOAOB, NMOABEPXKEHHbIX pUcKy. Ecam npe-
HaTanbHOe TeCcTMPOBaHWE He MpoBOAMAOCL Npu BepemMeHHOCTH,
HaxoAsLenca B rpynne pucka, HOBOPOXAEHHbIA AOMKEH NOAy4YaThb
TepaneBTUYeCKMe [03bl MMPUAOKCMHA A0 3aBepLUEHUs MONeKynsp-
HO-TEHETUYECKOro TECTUPOBAHUS Ha CeEMENHO-CneundUYHble Bapu-
aHTbl ALDH7A1.

HeobxoaMM [ONOAHWUTENbHBIA NPUEM MUPUAOKCUHA YKEHLLMHOM
B no3e 50-100 mr/cyT B TeyeHne nocnenHen NonoBMHbI bepemMeH-
HOCTM U MocNie poaoB, eCIM U3BECTHO, YTO M/OA, NOPAXeH, UK, ecnu
He NpoBOAMNIOCH AMArHOCTMYECKOE MpeHaTanbHOe TeCTUPOBaHUe,
y NA0Aa rpynnbl pUcKka U HOBOPOXAEHHOr0. ITO MPOBOAUTCS A0 Tex
nop, Noka AMarHo3 He ByaeT UCK/OYEH.

CDKL5-3BOJIIOLIMOHHASA U SNUNENTUYECKAS
SHLE®ANONATUA/CDKL5-DEVELOPMENTAL AND
EPILEPTIC ENCEPHALOPATHY (CDKL5-DEE)

Onpepenexue

CDKL5-3BontouMoHHas u  anunentuyeckas 3Huedanonatus/
CDKL5-developmental and epileptic encephalopathy (CDKL5-
DEE) — 3TO K/IMHMKO-31eKTPODU3MONOrMYECKUIA CUHAPOM, KOTOPbIN
CBS33aH C 3BOMOLMOHHOW M/MAK 3NUNenTu4eckon sHuedanonatnen
WU C NPOrPeCcCUpPYIOLLMM HEBPONOTMYECKUM YXYALEHUEM CO Cneum-
duueckor atnonorveint. OH xapakTepusyeTcs pasfMyHbIMU TUNaAMK
(apMaKope3nCTEHTHbIX 3MNUAENTUYECKMX NPUCTYNOB (TOHUYECKMX,
3NUNENTUYECKMX CNA3MOB, FeHepPann30BaHHbIX TOHUMKO-KNOHUYECKUX
n/Mnn HGOKanbHbIX), @ TAKXKE HANIMYMEM MPUCTYNOB CIOXKHOIO TUNA,
COCTOSLLMX M3 HECKOJIbKMX Pa3fiMuHbiX KOMMNOHeHTOB. Kpome ToOroO,
CDKL5-DEE xapaktepu3yeTcs TSKenon yMCTBEHHOM OTCTaN0CTbIO.

Takxe, B nuTepaType MOryT UCMOMb30BaTbCS CeaytolmMe Ha3Ba-
HUA:
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— DHuedanonatMs pasBUTMSE M 3NUNenTMYecKas, CBsA3aHHas
¢ reHom CDKL5 (CDKL5 3P3)

— CuHppom pedmumta CDKLS

Snupemuonorns

[aHHas natonorusa BCTpeyaeTcs peako, C MpeanonaraemMon 3a-
6onesaemoctbtlo okono 1 cnyyas Ha 40000-60000 poamBlumxcs
XuBbiMK. Cellyac B MMpe HacuuTbiBaeTcs Bonee MunnMoHa noaen
¢ myTtauuei B reHe CDKL5, B Poccun — 6onee Toicsum.

3aboneBaHune UMeeT X-CLENNEHHbIN AOMUHAHTHBIA TUMN Hacne-
LLOBAHUS, U MALMEHTbI XEHCKOro rnona npeobnajalT B COOTHOLLE-
Hun 4:1.

3TnonaroreHes

MyTtaumsa CDKL5 (cyclin-dependent kinase-like 5) — penkas
aHoManus, obHapyxnBaeMas Ha X-XpoMoCoMe.

[aHHas natonorus pasBuBaeTcs B pe3ynbraTe MyTauMi B reHe
LUMKAWH-3aBUCUMOW KMHa3bl 5-ro Tuna (CDKL5 — cyclin-dependent
kinase-like 5). Ten CDKL5 npuvHMMaeT HenocpeacTBEHHOE y4acTue
B CO3JaHuun Benka, KOTopbli HEOOXOAMM AN Pa3BUTUS HEMPOHHBIX
cBsa3en. [aHHbiin 6enok npeacrasnset coboi hepMeHT, KOTOpbI U3-
MeHsIeT aKTMBHOCTb ApyrMx 6enkos nyTém fobaBneHuns K HUM aTo-
MOB kucnopoga u docdata (pocdaTHoi rpynnel) B ONpensenérHHbIX
MONIOXEHUSAX.

@yHkunmn CDKLS BaxHbl ans perynsuumn mopdonoruu Hewnpo-
HOB Yepes uMToMIa3MaTMyeckme CurHanbHble nyTu. lpennonaraet-
cs1, uto CDKL5 MoxeT urpatb onpeaeneHHyo posb B NAACTUHHOCTH
HeMpOHOB.

MpuunHbl MyTaumn CDKL5 B HacTosiee BpeMs HEM3BECTHbI.

KnuHunueckasn kaptuHa

OpHUM M3 OCHOBHbIX MposineHui mytaumm CDKL5 asnatotca
anunenTU4eckne NpUCTynbl. NpUcTynbl MOryT BO3HUKHYTL B NEpBbIe
Yyacbl NOC/Ie POXAEeHWUsS UnKu B Bo3pacTe OT 2 MecaueB 10 2 neT. [pu
CDKL5-DEE npuctynbl MOTryT 6bITb TOHUYECKMMU UAW KIIOHUYECKU-
MW, C MMOKNIOHMYECKMMU CcepusiMu. Yawe cyooporn npoucxopsT
He3a[0/ro 0 CHa, Nocae CHa unu BO BpeMs cHa. C BO3pacToM OHM
MOTYT MpOsIBAATLCSA M BO BpeMsi 60ApCTBOBaHMS.
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dnunenTuyeckne MpUCTYNbl YCTOWUMBBI K NeYeHuto, U B 60nb-
LUMHCTBE Cly4aeB HabMpaeTcs Tsxenas YMCTBEHHAs OTCTanoCTb.
Y 6ONbLIMHCTBA MALMEHTOB MPUCTYMbl HabMOAATCS eXefHEBHO,
XOTS MEHEe YeM Y MOMOBUHbI U3 HUX BO3MOXHbI NEpPUOLbl OTCYT-
CTBMSI NpUCTYNoB A0 2 Mecsaues U bonee. Tonbko y 1/4 naumneHToB
€CTb BO3MOXHOCTb CaMOCTONTENIbHO XOAWUTb U FOBOPUTbL OTAE/bHbIE
cnoBa. Y HebonbWoOro yncna nauMeHToB HabnwoaaTca ABuratenb-
Hble HapyLleHWsl B BUAE XOpeoaTeTo3a, akaTusuu, AUCTOHMMU U nap-
KMHCOHM3Ma. 3aboneBaHne y MyXXUMH, Kak NpaBuo, npoTekaeT 60-
nee TKENOo.

Snunenmuyeckue npucmynel. B Hayane 6onesHun moryt Habnto-
[aTbCs PasnUUHbIE TUMbl ANUNENTUYECKUX NMPUCTYMNOB, HO Yalle BCe-
ro BO3HWMKAIOT TOHMYECKME MPUCTYMbI, INUNENTUYECKME CNasMbl, re-
Hepanu3oBaHHblE TOHUKO-KNOHUYECKME MU POKaNbHblE MPUCTYMbI.
Co BpeMeHeM MOryT NPUCOEOMHUTLCS ApYrMe TuMbl MPUCTYMOB.
Y 60nbWMHCTBA NaUMEHTOB NpeobnafaloT anunenTuyeckne cnasmbl
U/Mnn TOHUYECKME NPUCTYNBbI.

OnuH xapakTepHbIi TUM NPUCTYNOB, HAabNOAAEMbIA BO MHOTUX,
HO He BO BCEX C/lyyasnx, — C/OXHbIA NPUCTYN, COCTOAWMIA M3 3 no-
cnepnoBatenbHbiX $as3 (NpUCTYNbl NOCNeA0BaTeNbHOCTH): TMNEPMO-
TOPHOW — TOHWYECKOW — 3MMNEenTUMYecKMX cnasmos. [lepBas yacTb
3TOr0 NpUCTYNa HauyMHaeTCs C rMnepMoTopHoW (asbl B BUAE pac-
KauMBaHWS, ABMXEHMM HOramMu MO TUMY MWHKOB, BOKANM3aLMUK;
anutenbHoctb 10-60 cekyHa. 3ateM cnepyeT TOHMYeckas ¢asa
C pa3rubaHuMeM BCeX KOHEYHOCTEeM MM pasrnbaHueM BepXHUX KO-
HeyHocTen U CrMbaHMEM HMKHUX KOHEYHOCTEN MPOAOMKUTENbHO-
ctoto 20-45 cekyHa. Mpuctyn nepexoaomTt B CEPUID IKCTEH30PHbIX
CNa3MoB, KoTopble npopo/mkatoTcs 1-15 MUHYT. Takke xapakTepHbl
NPUCTYNbI, BKAHOYAOWME HECKONbKO a3 CepUiHbIX TOHMYECKUX
NPUCTYNOB M 3NUMENTUYECKMX CMa3MOB, KOTOpPble OTMEYarTCs
B pasHoobpa3Hov nocnepoBatenbHocTM. Bo Bpemsi nmpuctynos
Hepeako HabnaaTCs BereTaTUBHbIE NPOSIBJEHUS B BUAE runepe-
MUK KOXM NMLa, Muapuasza u amcnHos. Co BpeMeHeM MOryT npwu-
COELUHATLC MUOK/IOHUYECKME, KJTIOHWYECKMe, aTOHUYeckue npu-
CTynbl M abCaHChbl.
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Bbigensorca Tpy CTaguu pa3BuTUsS CMHAPOMA:

ctapus |: paHHee Hayano 3MMNencuMuM C KOPOTKMMU TOHUYe-
CKUMM MPUCTYNaMK, 4YacTo B COYETAHUU C TUMEPEMUEN KOXM Jiu-
La;

ctagmsa 1l: anmnenTtMyeckas 3HuedanonatMs C TOHMYECKMMM
NPUCTYNamMm U UHPAHTUNIBHBIMKU CNa3Mamy;

cragusa ll: no3gHasg MynbTudOKanbHas U MUOKNOHUYECKAs IMK-
Nencus ¢ TOHMYECKMMM NPUCTYNaMKU, MUOKIOHYCOM, abcaHcamu Unm
MYNBTU(OKANbHBIMU NPUCTYNaMMU.

Takke Kk cumntomam mytaumm CDKL5 OTHOCATCS NMOHMXKEHHbIN
MbILEYHbIN TOHYC, 3aJepXKKa MCUMXMYECKOro Pa3BMTUS, KOPKOBas
cnenota, CKOAWO3, 3aiepXKKa peyn, orpaHMyYeHHble MaHyasbHble Ha-
BbIKM, JETCKUIA LiepebpanbHbIi Napanuy, XonoaHble CTYMHU, ayTU3Mm,
TPYAHOCTM B NEPUOL IPYLHOIO BCKAPM/IMBAHWS.

JOuarHocTuka

[OunarHoctuyeckue Kputepum CDKL5-DEE, COrnacHo
ILAE [1,23].

O6s3amenbHbIe Kpumepuu

Snunenmuyeckue npucmynsi: MOTYT PErucTpupoBaThbCs TOHMYE-
CKMEe MPUCTYMbl, 3NUIenTUYecKue CnasMmbl, reHepann3oBaHHble TO-
HUKO-K/IOHMYECKME U/MAN  (DOKaNbHble MNPUCTYNbl. XapaKTepHbl
MPUCTYNbl CNOXHOMO TWUMA, COCTOSILUME U3 HECKONbKUX PA3NUUHBIX
KOMMOHEHTOB (sequence seizures) B Buae TpaHcdhopMaumu pas-
JINYHBIX KOMMOHEHTOB (rMMepMOTOpHble — TOHWYECKMe — 3anunen-
TUYEeCKMe Cnasmbl) B CTPYKType ofHoro npucryna. OfHaKo OHM Ha-
61100a10TCS He BO BCEX C/yYasX.

Apyaue uccnedosarus (skmo4as 2eHemuyeckue): NAaTOreHHas My-
Tauus B reHe CDKL5 (X-cuenneHHbl TMN HAcnenoBaHWs, OLHAKO
3aboneBaHue yalle BCTPEYAETCS Y NIML, XKEHCKOro Nona, Yem y Myx-
YWH, B COOTHOLEHUM 4:1).

TeyeHue 3a60n1esaHus: rnyboKas UK Tsxenas yMCTBEHHasi OTCTa-
noctb. MapMakope3ncTeHTHaa anunencus.

Hacmopaxwuearowjue npusHaku

Snunenmuyeckue npucmynsl: OTCYTCTBME INUAENTUYECKMX CNas3-
MOB Ha 1-M rogy XusHu.
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3r: HopManbHas OCHOBHAS aKTMBHOCTb (POHA U OTCYTCTBUE UH-
TEPUKTANbHOM 3NMNENTUPOPMHOM aKTMBHOCTM HA I3[ nocne 4 mec.
XU3HM.

Bospacm debroma: peboT anunencmm nocne 3 Mec.

Pazsumue 8 debome: HOpManbHOE MCMXOMOTOPHOE pa3BUTHE
00 nebioTa npuctynoB. Hesposozuyeckuli cmamyc: HOpManbHbIA Mbl-
LUEYHbIN TOHYC.

Kpumepuu uckno4eHus oTCyTCTBYIOT.

MPT ronoBHoOro Mo3sra He TpebyeTcsa ANs YCTaHOBMIEHUS AMATHO-
33, OQHAKO HACTOATENbHO PEKOMEHAYETCS AN UCKIYEHUS ApYrUx
npuuunH 3abonesaHus.

UkTanbHas 33/ He TpebyeTca AN yCTaHOBNEHUS AMArHO3a.

CuHlOpom b6e3 nabopamopHo20 NOOMEEPHOEHUs: B CUTYaLMUSIX,
KOr4a BO3MOXHOCTM MPUMEHEHUS ApPYrMX METOLO0B [AMArHOCTUKM
orpaHuyeHbl (B CTpaHax C OFPaHUMYEHHbIMW [OMArHOCTUYECKUMMU
BO3MOXHOCTaMM), anarHo3 CDKL5-DEE He MoxeT BbITb ycTaHOBNEH
KnnHuyeckn 6e3 noaTBepXKAEeHUS MpU reHeTM4yeckoM uccnenosa-
HUK.

OuddepeHumanbHag gMarHocTMka

Heobxoguma puddepeHumManbHas AMarHocTMka € CMHAPOMOM
Petta. CDKL5 MoxeT urpaTb onpenenéHHyto ponb B perynsiuum ak-
TUBHOCTM ApYyrux reHoB, BkAuvas u MECP2. 31oT reH kogoupyet Me-
TMn-CpG-ceasbiBatowmii 6enok 2 (MeCP2), a ero Mytauus sensercs
NPUYMHOM NOSBNEHNS CMHApOMa PeTTa.

Cx0XecTb CUMMNTOMOB U KJIMHUYECKUX NPOSIBNEHUI CTanu npwu-
YMHOW TOro, YTO AMArHO3 «pasHOBWAHOCTb cMHApoMa Petta» (u3-
BECTHbIA KaK aTUMU4HbIM PeTT), HEOAHOKPATHO CTaBUACS AETIM
¢ myTaumen CDKL5. Jinwb B 2012 ropy «pacctpoiicteo CDKL5» 6bi-
N0 NPU3HAHO OTAE/bHbIM 3aboneBaHeM, He CBS3aHHbIM C CMHAPO-
MoM PeTTa.

NeyeHune

YuunTtbiBas hapMakope3ncTeHTHOCTb, Ans nevyenns CDKLS moxet
MCNOb30BaTbCS NEKTPOCTUMYNALMS bayxaatowero Hepsa. [pume-
HeMoe MMMIAHTUPYeMOe YCTPOMCTBO MPOU3BOAUT 3NEKTPUYECKUI
TOK, KOTOpbIi MEpeHOCUTCS B MO3r OAYXAAOWMM HEpPBOM. ITO
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YCTPOWCTBO NO3BONSET HACTPaMBAThb AJIUTENbHOCTb U YACTOTY CTUMY-
nauun. ONTMManbHas HaCTPOVKa MOXET BapbMPOBATbCS B 3aBUCUMO-
CTU OT KOHKpeTHOro cny4as, [laHHbii MeTon ocobeHHO 3 dekTnBeEH
NPy IeYEHUU CY[0POT U MOXKET NPUMEHSTLCS B coveTaHum ¢ AlM.

JleyeHne cTepomnaamMm nokasanu HeKOTOpyr 3OPEKTUBHOCTb
y TeX, Y KOro MHdaHTUNbHbIE CNa3mbl B CTPYKType cuHAapoMa. Heko-
TOpble NaumneHTbl C MOAUDULMPOBAHHOM TMNCAPUTMUENA MU HEKOH-
BY/IbCMBHBIM 3MUIENTUYECKMM CTaTyCOM MOTYT pearnpoBaTb Ha ne-
YyeHue cTeponaamu.

Ha paHHbI MOMEHT ecTb ABEe MpPOrpamMMmbl reHoTepanuu Ans mMy-
Taumm CDKL5, ogHa ot komnaHun Amicus Therapeutics n ogHa
ot Ultragenyx. MccnenoBaHns Ha yenoBeke MAAHMPYHOT HayaTb Ye-
pe3 1-2 ropa.

MPOTOKAATEPUH 19 KNTACTEPHAA SNMUNENCUSA/
PROTOCADHERIN 19 CLUSTERING EPILEPSY
(PCDH19 CLUSTERING EPILEPSY)

OnpepeneHue

Mpotokagrepun 19 knactepHas 3nunencus/Protocadherin
19 clustering epilepsy (PCDH19 clustering Epilepsy) — kAuHuKoO-
anekTpoaHuedanorpabuyeckne CMHAPOM B CTPYKType 3nunentuye-
CKMX CMHOPOMOB nNepuoja HOBOPOXAEHHOCTM U MMaAeHYecTBa
C 3BOJIOUMOHHOM M/MNIM 3NMAenTMYeckon 3sHuedanonatmen unm
C NPOrpeccupyoLiMM HEBPONIOTUYECKUM YXYLIEHUEM CO cneundu-
YeckoM 3TUONOrUEN, XapaKTePU3YIOLWMIACA KnacTepHbIMU HOKaNbHbI-
MW U TOHUKO-KJOHUYECKUMU SMUNENTUYECKMMU NPUCTYNaMK; NaTo-
reHHbIMK MyTauuamm B reHe PCDH19.

Takxe, B nuTEpaType MOryT UCMOMb30BaThCS CleaytolmMe Ha3Ba-
HUS:

— PCDH19-3nunencus c cepuiHbIMM NpUCTYNamu

— PCDH19 knactepHas anunencus

— EFMR — Epilepsy, Female-restricted, Mental Retardation

— Jnunencus ¢ YMCTBEHHOM OTCTANOCTbi, OrPaHUYEHHAs XKeH-
CKMM MONOM
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— Cunppom Juberg-Hellman

— Jnunentuyeckas 3Huedanonatus, pPaHHUM MHMAHTUABbHBINA
™n9

— Epileptic encephalopathy, early infantile, 9, 300088, X-
linked

— EIEE9 (X-linked intellectual disability-epilepsy syndrome)
(PCDH19 gene)

UcTtopuueckasn cnpaBka

B 1971 r. R.C. Juberg n C.D. Hellman panu nepsoe onucaHue
3NUNENCUMN U YMCTBEHHOM OTCTANOCTM, OTPAHUYEHHON XEHCKMUM Mo-
noM, 6e3 ykazaHMs NOPaXXeHHOro reHa.

B 2008 r. LM. Dibbens n coaBT. B 7 ceMbsiXx, B KOTOpbIX
BCTpeYanucb GOMbHbIE XXEHCKOro nona C 3nuiencuer U yMCTBEH-
HOM OTCTANOCTbO, OMMCANU Uenbli psa MyTauui pasHOro Tuna,
NPUBOAALMX K KJIMHUYECKUM MpOSIBNEHUAM 3ab60NneBaHUs, BKIHO-
yas 5 MyTauum (HOHCEHC- UM MMUCCEHC-MyTauun), NpMBOAALMX
K MpexaeBpeMEHHOMY MpeKpaleHuio TpaHcnsuum (obpasoBaHuio
cton-kofoHa) reHa PCDH19. aHHbIM CMMATOMOKOMMIEKC Ha3Banu
Epilepsy, Female-restricted, Mental Retardation (EFMR), wunu
«3MNUNENCUS C YMCTBEHHOM OTCTANOCTbO, OFPAHUYEHHOM XEHCKUM
noaoM».

Snupemuonorns

3aboneBaeMocTb coctaBngeTt 1 cnyyan Ha 42000 pogmBLumxcs
XMBbIMU. B BONbLUMX KOropTax NaLMEeHTOB XXEHCKOro Mona C Cepui-
HbIMK HeBPUIbHBIMM MPUCTYNAMK YaCcTOTa MyTaumin B reHe PCDH19
Bapbupyet ot 2 o 20%.

JTuonatoreHes

Snunencus, ceasaHHasa ¢ PCDH19, asnseTtca peokum reHetude-
CKMM 3aboneBaHueM, Bbi3BaHHbIM aedekTHoW ¢yHKkumenn PCDH19,
KanbLMI 3aBUCMMOTO Benka MeXKNeTOYHOW aaresuun cynepcemen-
CTBA KaArepuHoB.

lfen PCDH19 pacnonoxeH Ha AAMHHOM Mieye X-XpOMOCOMBl.

CornacHo 0630py, onybnvkoBaHHoMy B 2021 rogy, PCDH19 6bin
OOHMM U3 WeCTU reHoB, Hanbonee YacTo NOPaXaeMblX NpU reHeTu-
yeckunx anunencusax [8].
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M3HauanbHO BpeaHble MyTauun B reHe PCDH19 obHapyxuBa-
JINCb B CEMbSIX MALMEHTOK XXEHCKOro Nona € 3nunencuen u yMcTBeH-
HOM OTCTanocTbio. B HacTosilee BpeMs B MOMOBUHE 3aperncrpupo-
BaHHbIX CNy4yaeB MyTalLWK BbIsIBJEHbI CMNOHTaHHO. 3aboneBaHue
MMeeT HeobbIYHbIM CNoCcob HacneaoBaHWS, CLEMNEHHbIA C X-XpOMO-
comon. OHO MpOSABNSAETCS Y reTepO3UrOTHbIX MALMEHTOK XKEHCKOro
nonia v Manb4yMKoB, UMEIOLLMX MO3aWULM3M N0 MyTaLWK B 3TOM reHe.
MauneHTbl MyXXCKOro NMoaa MMeT CXOAHbIM eHoTH.

Knunuueckas kapmuHa

MpucTynbl 06bIYHO HauMHAKTCA B Bo3pacTe Ao 1 roaa, cpen-
HWi Bo3pacT Havana — 10 mecaues. Pa3guTue n HeBpoONOrMyecKun
CTaTyc B Hauvane 3abonesaHus 6e3 HapyweHui. Pasmep OKpy»KHO-
CTW ronoBbl B HopMe. [pUCTynbl BO3HUKAKOT CEPUMHO, KaK NpaBu-
J10, CNPOBOLMPOBaHbl IMXOPAaLKOM M YCTOMUMBBI K NieyeHuto. [ocne
10 net BHe 3aBMCMMOCTU OT TepanuuM OTMEYAETCS CHUXKEHUE YaCTo-
Tbl CEPUIHBIX NPUCTYNOB, U Y 1/4 NauMeHTOB MOXET HaCTynuUTb pe-
MUCCUS B NOLPOCTKOBOM WMAM B3POC/IOM Bo3pacte. Ha BTopoMm rogy
Xn3Hn y 70% naumeHTOB BbLISBASKOTCS AyTUCTMYECKME PaCCTpOMt-
CTBA M CTAaHOBWTCS OYEBWMAHOW YMCTBEHHas OTCTanoCTb, 3TU CUMN-
TOMbl JOMMHUPYIOT MOCAE MEepBOro AecatuneTus xusHu. Hapywe-
HUS NOBEAEHUS C BbIPAXKEHHOM TMMEPaKTUBHOCTBIO U BO3MOXHbIM
pa3BUTUEM 3MU30L0B MCMX03a OTMEYATCA Yy 25% XEHWMUH U Ya-
CTO cTaHoBATCS 6onbwoit npobneMoi B NOAPOCTKOBOM BO3pacTe
W'y B3pOC/bIX NALMEHTOB.

B Hauane 3aboneBaHus B MOMIOBMHE CNy4YaeB 3MunenTUYECKUE
NPUCTYNbl HOCAT (OKaNbHbIA XapakTep, CONMPOBOXAAKTCS TOHUYe-
CKMM pa3rnbaHueM pyK, Bepcuel rofioBbl M rnas, nobnegHeHnem
NMUQ, BbIpaXXeHMEM CTpaxa, Bokanusauuen. Takke Moryt Habnto-
[aTbCA AaTUMMYHble abcaHCbl. [pUCTynbl BO3HWKAKOT CEPUMHO, YacTo
Ha doHe NMxopaaKu, U MoryT TpaHchOPMUPOBATLCS B INUNENTUYE-
CKMI CTaTyC.

Ha mexnpuctynHoi 331 peructpupyeTcs 3amefneHue OCHOB-
HOM aKTMBHOCTU C PEeLKUMU PErMoHaNnbHbIMKU CNarkkaMu U MeasieH-
HbIMM BOJIHAMM, YACTOTa KOTOPbIX YBEIMUYMBAETCS BO BPEMS NPUCTY-
nos. C Bo3pactoM (OHOBAs aKTMBHOCTb MOXET HOPMann30BaTbCS.
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B 1/3 cnyyaeB Habntofaetcs (OTONAapoOKCM3ManbHas peakums,
M B HEKOTOpbIX CAy4yasix pPerucTpupyroTcs reHepann3oBaHHble
CMNavik-BO/HOBbIE Pa3psabl.

MpucTynbl, peructpupyembie Ha NPUCTYNHOM 33T, 4acTo MCXoaaT
M3 BMCOYHbIX 0BnacTei, HO Takxke MOryT HabnwoaaTbCs NPUCTYNb,
UCXOASILME U3 TEMEHHO-3aTbIIOYHbIX, NOOHBIX WM LEHTPaNbHbIX
obnacreii. B nonoBmHe ciyyaeB NpuCTynbl HOCAT GOKaNbHbIA Xapak-
Tep, HO He UMEKT AOCTOBEPHOW naTepanusaumm UM NoKanusauum
Ha 23I.

PestomMupys, MOXHO BblAeNUTb Cledytolme OCHOBHbIE KIMHUYe-
CKMe NposBieHns faHHOro 3abonesaHus, obnafatowWwero reteporeH-
HbIM PEHOTUNUYECKMUM CMEKTPOM.

LlenmpanvHas HepeHas cucmema

3apepxKka pasBWMTUS, BapbMpylOLWas Mo CTENeHU THKECTH,
C POXAEHMS Yy HEKOTOpbIX NauueHToB. Perpeccus pasBuTus npu-
MepHo y 50% nauuneHToB. HopManbHoe pa3BuTHE Yy HEKOTOPbIX Ma-
LIMEHTOB.

AnunenTUyeckne NpuUCTynbl:

— TOHUKO-K/IOHUYEeCcKue

— QokanbHble

— abcaHchl

— aTOHWUYecKue

— MWOK/IOHWUYECKHNEe

— 3NUNEeNnTUYEeCKUM CTaTyC.

IMosedenyeckue/ncuxuyeckue nposieneHus

— Aytuctnyeckune nposiBneHus

— Arpeccus

— lMcuxo3

— ObceccuBHble NposiBNEHUS

— Y HOCUTENEN-MY>XXUMH — PUTUAHbIE YepTbl TMYHOCTU U MbILU-
neHus; obceccMBHbIE NPOSIBIEHMSI.

Apyaue npusHaku

— JnunenTuyeckMe MNpUCTYyMbl YacTo aCCOLMMPOBaHbI C UXO-
paakomn

— WHTennekTtyanbHbin aeduumt (BapmabenbHbii)
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— [leboT 3nunentTMYecknx MpUCTYynoB B CpedHEM B BO3pacTe
14 mec (ot 6 0o 36 Mec). Y HEKOTOPbIX MALMEHTOB 3MUAENTUYECKME
MpUCTYNbl NPeKpaLLaoTcs B cpeaHeM K 12 rogam.

— Y MyXUYMH-HOCHTENEen OTCYTCTBYHOT ApyrMe npusHaku 3abone-
BaHMsl, KPOME NCUXMYECKUX/NOBELEHYECKMX HAPYLLEHUIA.

HduarHocrtuka

IOnarHoctuueckme kputepum PCDH19 clustering Epilepsy, co-
rnacHo ILAE [1,23].

0O6s3amenbHbie Kpumepuu

Snunenmuyeckue npucmynsi: GokKanbHble MPUCTYNbl (TUNWUYHBI
MPUCTYMNbl C KKPUKOM YyXKaca®») M TOHMKO-KIOHWYECKME MPUCTYNbI,
Kak NpaBW/o KNacTepHble; MOFyT MPOBOLMPOBATLCS IMXOPAAKOMN.

Bo3pacm odebroma: 1,5-60 mec. y neBoyek, 5-96 mec. y Manb-
YMKOB.

Apyeue uccnedosaHus (8kawyas eeHemuyeckue): NaToreHHas My-
Tauus B reHe PCDH19.

Hacmopaxwueatowue npusHaku

Snunenmudeckue NpucmMynsl: LAUTENbHbIE TEMUKIOHUYECKME
MpUCTYNbl MNafeHYecTBa (CneayeT UcknoyaTb cuHapom [pase). OT-
CYTCTBME CEPUIUHOIO TEYEHMS MPUCTYNOB.

23 oTCcyTCTBME 3NMNENTUPOPMHbLIX Pa3psAoB (KOTopble Mpu
3TOM 3aboneBaHMU 0BbIMHO pPErMoHasbHble, HO B pPeaKMX Cly4vasx
MOTryT ObITb reHepann30BaHHbIMM).

Kpumepuu uckntoueHus oTCyTCTBYIOT.

MPT ronoBHoOro mMo3sra He TpebyeTcs A4/ YCTaHOB/IEHUSI AUarHo-
33, OLHAKO HACTOSATE/IbHO PEKOMEHAYETCS AN UCKIOYEHUS LpYruX
MpUYMH 3aboneBaHus.

UkmaneHas 331 He TpebyeTca AN YCTAaHOBIEHNS AMArHoO3a.

Beposmuocme paszsumus cuHOpoMa (KCMHAPOM B PA3BUTUMY):
3TOT CMHAPOM LO/KEH ObITb 3aN0403PEH Y AEBOYKM MIAAEHYECKOTO
BO3pacTa Mpu pasBWUTMM NEPBOr0 3MM3043 KNACTEPHOr0 TeYeHwus
$ebpunbHbIX MPUCTYMOB.

CuHdpom 6e3 nabopamopHo20 N0OMBePHOAEHUS: B CUTYaLMUAX, KO-
A3 BO3MOXHOCTU NPUMEHEHUS ApYrMX METOA0B AMArHOCTUKKU Orpa-
HUYeHbl (B CTPAHAX C OrPaHUYEHHbIMU OMArHOCTUYECKUMMU BO3MOXK-
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HocTamu), amarHo3 PCDH19-3nunencum c cepuitHbiMM NpUCTynamu
MOXeT ObiTb NpenBapuTeNnbHO YCTaHOBNEH 6e3 MOoATBEpPXAEHMS
C MOMOLLbI TFEeHEeTUYEeCKOro MUcCnefoBaHus, 0COBEHHO B Cay4vasx
C MONOXWTENbHLIM CEMENHbIM aHAMHEe30M, Mpeanonaralvwmum X-
CUENNIeHHbIA [AOMUHAHTHBIM TUM HACNEeLOBAHMS, MpU OTCYTCTBUU
B CEMbe C/lyyaeB 3ab0neBaHns y ManbymMKoB.

OuddepeHumanbHag gMarHocTMka

ITa dopma 3NUNEencun HaNnoMUHaEeT No KAMHUYECKMM NposBle-
HUaM cuHapom [paBe, KOTOpbId B GONbLIMHCTBE CNyvyaeB BbI3BaH
MyTaumei B reHe SCN1A.

Snunencus C 3BONKOUMOHHON M/MAKU 3NMNEnTUYecKon sHueda-
nonatuen, cBsa3aHHaa ¢ reHom SMCI1A, MOXeT WMMWUTMPOBATbL
PCDH19-3nunencuio M nposiBASTbCS AAUTENbHBIMU CEPUMHBIMU MO-
JMMopdHbIMU  DOKaNbHBIMU U TEHEPaNM30BaHHBIMU MPUCTYNaMM,
pe3ncteHTHbIMM K AlM, uHOrga NpoAOMKAKWMMUCS HECKONbKO
[Hew. Y peteit ¢ 3TMM 3aboneBaHueM GopMUpyeTcs THKenas 3BoJ0-
LUMOHHas 3HUedanonatMs W OTMEYaKTC JiIerkne MposiBAEHUS
ancmopdmsma.

NeyeHune

B HacTosawee Bpems addekTMBHOE neyeHne oTcyTcTByeT. Ume-
eTca coobuweHne 06 3PPeKTMBHOM NpPUMEHeHUU neBeTMpaLeTa-
Ma [17].

MporHos

B 6onblWMHCTBE C/yyaeB MPUCTYMbl YCTOMYMBBI K JIEUEHUIO,
HO MX YacToTa YMEHbLLAETCS C BO3PACTOM, U Y HEKOTOPbIX MaLMeH-
TOB OHWM MOTYT Jaxe NPeKpaTUTbCS. MIHTennekTyanbHble HapyLeHus
00bIYHO COXpaHSIETCS NOoC/ie PeMUCCUM MPUCTYNOB, YTO AeNaeT HeB-
ponorMyeckMe OTKIOHEHUS OCHOBHOW KJMHMYECKOM npobnemoii
Y AAHHbIX NaLMEHTOB.
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CMHOPOM OEPULIMTA NEPEHOCHUKA
rNIOKO3bl 1/GLUCOSE TRANSPORTER
1 DEFICIENCY SYNDROME (GLUT1DS)

OnpepeneHune

CuHppom  peduumTa nepeHocumka  moko3bl  1/Glucose
transporter 1 deficiency syndrome (GLUT1DS) — knnMHMKO-31€KTpo-
3Huedanorpadpuyeckme CUMHAPOM B CTPYKType 3NUNEnTUYECKUX
CUMHAPOMOB Nep1ojia HOBOPOXAEHHOCTU U MNafeHYecTBa C 3BOJIHO-
LMOHHOM U/MAK 3NUnenTUYeckon sHuedanonaTMein uan c nporpec-
CUPYHOLMM  HEBPOSIOTMYECKMM  YXYALWEHNEM CO cneuuduyeckon
3TMONOTMEN, XapaKTepU3YIOWMICA INUAENTUYECKUMU NPUCTYNaMU
(dbokanbHbIMK, reHepanu3oBaHHbIMKM, abcaHcamMu) C  HavyanoMm
L0 3 neT; natoreHHbIMU MyTaumamm B reHe SLC2AL; HUM3KMM ypoB-
HeM rnoko3bl B CMXX HaTOLWAK M HU3KUM COOTHOLUEHMEM [IHOKO3bI
B CMXX/rnioko3bl B nnasMe; ABUraTellbHbIMU HApYLIEHUAMWU; YM-
CTBEHHOM OTCTaNOCTbHO.

Takxe, B nuTepaType MOryT UCMOMb30BaThCS CleaytolMe Ha3Ba-
HUS:

— HepocTaTouHOCTb TpaHcnopTepa rMokKo3bl 1-ro Tuna

— CuHapoM peduumTa TpaHcnopTepa roKo3bl 1-ro Tmna

— GLUT1-3P3

Snupemuonorns

Mpepnonaraemas 4acrota cuHapoMa GLUTL, nposinsiowerocs
anunencuen Ha 1-m roay xum3Hu, coctasnseT 1 cayyan Ha 24 000 po-
AMBLIMXCS XMBbIMU. OQHAKO pacnpoCTpaHEeHHOCTb AAaHHOMO CUHAPO-
Ma MOXeT ObITb BbIlLE, MOCKONIbKY Y HEKOTOPbIX NaLMEHTOB 3abone-
BaHMe MoxeT AebiTupoBaTh B Honee cTaplemM OeTCKOM BO3pacte
U NPOSIBAATLCS HE TObKO 3MUAENCUEN, HO U APYTMMU CUMMITOMAMMU,

3TnonaroreHes

GLUT1DS npencraBnsier coboi ayTOCOMHO-AOMUHAHTHOE reHe-
TMYecKoe HapylleHue obMeHa BelecTB, CBA3aHHOe C AeduuuTOM
GLUT1 — 6enka, KOTOpbIV TPaHCNOPTUPYET [1I0KO3Y Yepes remMarto-
3Huedanunueckuit Gapbep.

3a pa3BuTME JAHHOIO CMHAPOMA oTBeTCTBeHeH reH SLC2A1, ko-
TopbIn koampyeT GLUT1.
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Mpu cuHaopome pedpuumTta GLUTL oamH U3 ABYyX reHOB noBpe-
XOEeH MyTauuen, M BblpabaTbiBaeTCs HEQOCTaTOMHOE KONUYEeCTBO
6enka. B pe3ynbraTe HeLOCTaTOUHOE KOIMYECTBO MHOKO3bl MPOHUKA-
€T Yepes remaTosHuedannyeckuin bapbep. Hanmune meHee dyHKLM-
oHanbHoro 6enka GLUT1 yMeHbLIaeT KOAMYEeCTBO IHOKO3bl, AOCTYN-
HOM KNEeTKaM MO3ra, 4To BAMUSIET HA pa3BuUTUE U DYHKLMOHUPOBAHME
Mo3ra. [1ocKonbKy rMoK03a SBASETCS OCHOBHBIM UCTOYHMKOM MUTa-
HUS gNS8 MO3ra, naumeHTbl ¢ geduumntoM GLUTL umeroT HepocTaTou-
HO KJ/IEeTOYHOM 3Hepruu [Ans obecnevyeHus HOPManbHOrO PpoCTa
U QYHKLMOHMPOBAHUS MO3ra.

Okono 90% cnyyaes cuHapoma aedpuumta GLUTL asngtoTcsa my-
Taumamu de novo reHa SLC2A1 (MyTaums, OTCYTCTBYHOLWASA Yy poanTe-
NleR, HO NMPUCYTCTBYIOLLAS B OAHOM M3 ABYX KOMWM reHa y pebeHka),
XOTSl OHa MOXeT nepefaBatbcs No HacnencTsy. dedpuumt GLUT Imo-
XeT ObITb YHacnenoBaH ayTOCOMHO-AOMMHAHTHBIM MyTEM. YenoBek
¢ cuHppomom gedmumta GLUTL umeet 50% BeposaTHOCTL nepenaymn
u3MeHeHHoro reHa SLC2A1 cBoemMy NOTOMCTBY.

KnuHuueckas kaptuHa

HOepuumt GLUT1 xapaktepusyetcs MHOXECTBOM MpPU3HAKOB
M CMMNTOMOB, BK/IOYAs 33a[ePXXKM YMCTBEHHOrO W ABUraTelbHOro
pa3BuUTUS, MHPAHTUbHbIE MPUCTYNbI, HeBocnpumuMumebie K AlM,
aTakCMio, AMCTOHMIO, AMU3APTPUIO, ONCOKNOHYC, CNAaCTUYHOCTb, ApY-
rme napokKCu3ManbHble HEBPONOrMyeckue SBMEeHUS, MHOrAA 3aMes-
NeHne pocTa rofnosbl.

Y Matepelt MnafeHUeB C 3TUM PacCTpPOMCTBOM HGepeMeHHOCTb
W poabl 0ObIYHO NMpOTEKAT 6e3 OCNOXHEHWW, MpU 3TOM pebeHoK
BbIMNAAMT HOPMasbHLIM U HAXOAMTCS B Npeaenax TMNUMYHOro Anana-
30Ha Beca U AJMHbI Tena Npu poXAeHUU. MnafeHubl ¢ CMHAPOMOM
peduumta GLUTL npu poxaeHMn MMeT HOpManbHbIA pasmep ro-
NOBbI, HO POCT MO3ra M Yepena NpoOUCXOAUT MEAJIEHHO, YTO B TSXe-
NbIX CNy4yasgx MNpuUBOAMT K aHOManbHO MasoMy pasMepy rofioBbl
(Mmkpouedanus).

[Ona GLUT1DS xapakTepHbl reHepann3oBaHHble MUOKNOHUYe-
CKME, MUOKNOHMYECKU-aTOHUYECKME, FeHepann30BaHHble TOHWKO-
KNOHUYECKME NPUCTYMbl UM aTUNUYHbIE abCaHCbl C paHHWUM Aebio-
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ToM. ABcaHCbl B BO3pacTe [0 4 neT, Hepeako C MMOKJIOHMYECKUM
KOMMOHEHTOM, ABASKOTCS NaTOrHOMOHWYHBIM CUMMTOMOM.

Y petei 1-ro roga »KU3HWM NPUCTYNbl C FreHepanM30BaHHbIM Ha-
YanoMm BCTpeyvatoTcs Yalle, Yem dokanbHble. B aHaMHe3e — npucty-
Nbl Ha (DOHE rosoAa UK B YyTpeHHWe Yackl. Habnopatcs cakkanm-
Yyeckue ABMXKEHMS TONOBbl M a3 (ObiCTpble pa3HOHaNpaB/eHHbIE
LBUXEHMUS TNa3, CONpPOBOXAAeMble ABUXEHUSIMU FOIOBON B TOM Xe
HanpasneHuu). B 50% cnyyaes nmeetcs Mukpouedanus unm yMeHb-
LIeHWe OKPY>XXHOCTU rooBbI.

[narHoctuka

[narHo3 noateepxaaeTcs Ha OCHOBAHWM HU3KOMO YPOBHS [O-
ko3bl B CMXX B coYeTaHMM C HOPMAJIbHbIM UM HU3KUM COAEpIKaHU-
em naktata B CMX nocne 4-6 4 ronoga npv HOpManbHOM YpOBHE
FMIOKO3bl B KpOBU. Hu3koe copmepxkaHwe rOKO3bl B JIMKBOPE
(<2,2 MMoAnb/n) UNM MOHMXKEHHOE COOTHOLIEHME NMKBOP/TNOKO3a
nnasmbl (<0,4) ykasbiBatoT Ha Aeduumnt GLUTL.

Mpu coyeTaHMM KNACCMYECKOM KAMHUYECKOW KapTWHbI C MaTo-
reHHbIM BapuaHtoM SLC2A1 nposepeHue ntoMOaNbHOM MYyHKLUK
Heobsi3aTenbHo. Y maumeHToB C bonee nosgHMM AebOTOM anunen-
cumn npu cuHgpome GLUT1 ypoBeHb rtoko3bl B CMXK MoxeT 6biTb
HEMOHWXKEHHbBIM.

MonekynapHo-reHeTUYeCKMiM aHanu3 MCNonb3yeTcs ANS BblsiB-
JIEHUSI TETEPO3UrOTHbIX, PELECCUBHBIX NATOFEHHbIX MYTALMI; aene-
LUnn unm gynavkaumm B reHe SLC2A1.

[lononHWTeNnbHbBIMM  METOAaMM AMArHOCTUKU SIBASKOTCS TeCTbl
Ha NOr/OLLEeHMEe [NHOKO3bl 3pUTpouMTaMu U usMmepenne GLUTL
Ha NMOBEPXHOCTU 3PUTPOLMTOB.

IwnarHoctnueckne kputepun GLUTLDS, cornacHo ILAE [1,23].

O6s3amenbHbIe Kpumepuu

Snunenmuyeckue npucmynsi: MOTYT permcTpupoBaTbcsl hoKanb-
Hble WU reHepanu3oBaHHbIE 3MUIeNTUYECKME MPUCTYMbI, BKAKOYas
abcaHcbl (4acTo ¢ Havyanom o 3 ner).

Apyaue uccnedogarus (B TOM UMcne reHeTUYECKKe): NaToreHHble
mMyTaumm B reHe SLC2A1 mam HU3KUIM ypoBeHb mtoko3bl B CMX Ha-
TOWAK M HU3KOE COOTHOLEHMe rmoko3bl B CMXK/rnoko3bl B nnasme
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(ypoBeHb rnoko3bl B CMXK MOXeT ObITb HE TaKMM HW3KUM MpU 3Nu-
nencum, ceg3aHHon ¢ pgeduumtom GLUTL, HO € no3gHuM aebioTom),

TeueHue 3a6071€8aHUS: UHTENNEKTYaNbHbIE HAPYLIEHMS.

Hacmopaxcusaroujue npusHaku

Hesponozuyeckuli cmamyc: 04aroBble HEBPONOrMYecKue Hapy-
weHus (3a UckYeHneM napesa Togna).

TeyeHue 3abose8aHus: KOHTPONb 3MNUNENTUYECKUX MPUCTYNOB
¢ nomoupbto AMM. OTcyTCcTBME yNyyLeHUs Ha POHEe KEeTOreHHOM Au-
eTbl. OTCYTCTBME ABUraTeNbHbIX HAPYLIEHWUIA, TaKMX KaK aTakcus, na-
POKCM3ManbHasi AUCKMHE3US, Bbl3BaHHAs (DU3NYECKOW HarpyskoMu,
LUCTOHMS.

Kpumepuu ucknroyerus

Lpyaue uccnedogaHus (B TOM Ynciie reHETUYECKUE): Apyras noa-
TBEPX/AEHHAs 3TUONIOTUS CHUXKEHUS YPOBHS NOKO3bl B CMXK.

MPT ronoBHoOro Mo3sra He TpebyeTcs ANs YCTaHOBMIEHUS AMATHO-
33, OQHAKO HACTOATENbHO PEKOMEHAYETCS AN UCKIYEHUS OpYrUx
npuuunH 3abonesaHus.

UkmaneHas 331 He TpebyeTca ANs YCTAHOBIEHNS AMArHo3a.

CuHdpom 6e3 nabopamopHo20 N0OMBEPHOAEHUS: B CUTyaLUAX, KO-
rAa BO3MOXHOCTU NPUMEHEHWUS ApYTUX METOAOB AMATHOCTUKM Orpa-
HWYeHbl (B CTPAHAX C OFPaHUYEHHbIMU OUATHOCTUYECKMMU BO3MOXK-
HocTamu), amarHo3 GLUT1DS moxeT 6biTb ycTaHoBNeH 6e3 331, MPT
M reHeTUYECKOro MCCNefoBaHWs y AeTei, COOTBETCTBYHOLIMX BCEM
Lpyrum o6s3aTenbHbIM KpUTEPUSIM, NMPU OTCYTCTBUM HAaCTOPAXXMBAto-
LMX NPU3HAKOB U KpUTEpUEB UCKIoYeHus. [lng yctaHoBneHus aua-
rHo3a TpebyeTtca uccnegoBaHme ypoBHS rokosbl B CMXK

Jleyenue

onunenTuyeckMe NPUCTynbl pe3ncTeHTHbl K AlM, nockonbky
OHM He obecneynBaloT MUTAHMEM MUCTOLLEHHbIM MO3r. KeToreHHas
[MeTa C afeKBaTHbIM KETO30M MOXEeT MOSHOCTbI0 KOHTPONMPOBaTb
npuctynbl. KeToreHHas amMeta — 3T0 AMeTa C BbICOKUM COAEPXKAHM-
€M XMPOB U HU3KMUM copepxaHuem BenkoB v yrneBoaoB, NpU 3TOM
1o 90% kanopwuii nonyyaetcs U3 xupa. [ockonbky B pauyoHe Mano
YrNeBOAOB, OpPraHW3M MoyyYyaeT Mano [NKOo3bl, KOTopass 00OblYHO
SIBNSIETCA OCHOBHbIM MCTOYHMKOM 3Hepruu. XXup, copepxalimincs
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B pauuoHe, NnpeobpasyeTcs neyeHblo B KETOHOBbIE TENa, YTO BbI3bl-
BaeT HaKOMJIEHMe KEeTOHOB B KPOBOTOKE, Ha3biBaeMoe KeTo30M. Ke-
TOHOBbIE Tena TPaHCNOPTUPYIOTCA yepe3 remMaTosHuedannyeckui
H6apbep Apyrumu cnocobamu, HeXxxenu MKo3a, U, TakuM obpasom,
CNYXaT aNnbTEPHATMBHbLIM WUCTOYHWMKOM 3HEpruu ANs Mo3ra, Koraa
r70KO3a HeJoCTynHa.

MporHos

HecMoTps Ha To, UTO KeToreHHas aueTta 3aMeanaeT fanbHenwee
CHWXEHWE KOFHUTUBHbIX QYHKLMMI, Y MHOrMX NAaLMEHTOB OTMeYaeTcs
YMCTBEHHAA OTCTaNOCTb Pa3IMYHON CTeneHu. XOTd KeToreHHas aue-
Ta 3QPeKTMBHA AN KOHTPONS MpUCTYNoOB M obneryeHns psaa ABU-
rateNbHbIX PacCTPOMCTB, HEKOTOPble NaLMEHTbl PearMpyroT Ha Heé
He TaK Xopollo, Kak apyrue. Kpome TOro, onpeaeneHHble Kputuye-
CKMe CUMMTOMBI, BK/IH0Yast KOTHUTUBHbBIN AedUuUT 1 TPYAHOCTH C ne-
pefBUXEeHUEM, KaK MPaBuIo, COXPaHATCA Y NaLMEHTOB C Aeduumn-
ToM GLUT1, nonyyaowmx KeTOreHHy OUeTy.

CMHAPOM LUTYPTE-BEBEPA/STURGE-WEBER
SYNDROME (SWS)

Cunppom Ltypre-Bebepa/Sturge-Weber syndrome (SWS) —
KNMHUKO-3neKTpo3HLedanorpadumyeckme CUHAPOM B CTPYKTYpeE 3Mnu-
NenTUYecKnx CMHAPOMOB Nepuoaa HOBOPOXAEHHOCTU U MNafeHye-
CTBa C 3BOJIHOLMOHHOM M/MNK 3NMNENTUYECKON 3HLedanonaTuen unm
C NPOrpeccupyoLiMM HEBPONIOTUYECKUM YXYJLLIEHUEM CO cneuudu-
YeCKOM 3TUONOrMEN, XapaKTepUsyOLWUINCA GOKaNbHbIMU MOTOPHbIMU
WK BereTaTMBHbIMU NPUCTYNAMM C HapyLIeHWeM unu 6e3 HapyLeHus
CO3HaHWA, KOTOpble MOryT TpaHCHOPMMPOBATLCS B BunatepanbHble
TOHMKO-KJIOHUYECKUE NPUCTYMbI; KAMUINAPHON ManbhopMaLmei nu-
U3 (Tak Ha3bIBAEMOE pOAMMOE MATHO LiBETA MOPTBENMHA, UIN «BUHHOE
MATHO»); UNCUNATePanbHOM NENTOMEHWHIeanbHOM aHIMOMOW, B cove-
TaHWM C KOPKOBbLIMM KanbLMHATaMU U Pa3BMBAIOLLENCS CO BpEMEHEM
04aroBoM LepebpanbHOW aTpoduent; nncunaTepanbHoM rMayKoMoW.

Takxe, B nuTEpaType MOIyT UCMOMb30BaThCS CleaytolMe Ha3Ba-
HUS:
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— Cunppom Crepaxa-Bebepa

— JHUepanoTpUreMmHanbHbIM aHrMOMaTo3.

Uctopuueckasn cnpaeka

Cunppom LUtypre-Bebepa 6bin onncan W. Sturge B 1879 r., ko-
TOpbIi Bnepeble 06beAMHUA KOXHbIE U HEBPONOrMYecKMe nposBne-
Hus 3abonesanus. lospHee F. Weber onwucan BHYTpUMO3roBble
KanbuMduMKaTbl Npy AaHHOW natonoruu. B pmanbHenweM 3abonesa-
Hue OblN0 HAa3BaHO B UX YeCTb.

Anuaemuonorus

3abonesaeMocTb cuHapomoM LUTypre-Bebepa oueHMBaeTCs Kak
1 cnyyart Ha 20000-50000 xmMBOpOXAEHMIK. ITO TpeTUM MO pac-
NPOCTPAaHEHHOCTU HEMPOKOXHbIA CMHAPOM nocie Helipodumbpoma-
TO3a M Ty6epo3HOro ckneposa.

Y nauMeHTOB C NSITHOM LiBeTa NOPTBEMHA Ha Nby 1/unu Ha Bepx-
HeM Beke puCK passutus cuHgpoma LUtypre-Bebepa coctaenser
20-70%.

3TnonartoreHes

Cunppom LUTtypre-Bebepa — 370 cnopagMyecku BO3HMKAOLLee
HapyleHne pasBUTUS, BbI3BAHHOE COMATUMYECKUMM MyTaLUSaMuU
B reHe ryaHMH-Hykneotua-ceasbiBatwwero 6enka anbda-q (GNAQ),
KOTOPbI PAacnonoXeH Ha ANMHHOM nneye 9 xpomocoMbl. Kpome To-
ro, BO3MOXHbI BK/af B Pa3BUTUM OaHHOTO 3aboneBaHUS MOXET
BHOCUTb He[Opa3BWUTME BEH C KOMMEHCATOPHbIM PacLiMpeHUEM
NPOKCUMANbHbIX COCYA0B C HGOPMUPOBAHMEM aHTUOM.

KnuHunueckas kaptuHa

AHIMOMBI MOTYT NOKANM30BaTbCs HA NMLE /MK B MATKOW MO3-
rosor obonouke. Mpu GOPMUPOBAHUM KOXHBIX aHTMOM Y NaLUEHTa
Ha uLe BM3Yanu3UPYKTCS CUHIOWHO-KPACHbIE BMHHbIE MNATHA»,
UM «NNAaMEHELWMIA HEeBYC», B 061acTU BEeTBEM TPOMHMYHOIO Hep-
Ba. OBObIYHO KOXHble MpOsIBNEHWS OOHOCTOPOHHME, MPUCYTCTBYIOT
Npu POXAEHWUM U OCTAKOTCH HEM3MEHHbIMU C BO3PACTOM, YTO OT/IMYa-
€T UX OT reMaHrMoMbil.

Y 40-60% naumeHToB c cuHapomom LUTypre-Bebepa passu-
BAETCA MaykoMa C PUCKOM pPaHHEro HapylweHus 3pexus. Ecam an-
r'MOMaMM MOPAXKEHbl KaK BEPXHME, TAaK U HUXKHWME BEKM, TO PUCK
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rMaykombl yBenuumBaetcs. [naykoma mouTu Bcerga uncunatepasnb-
Ha MO OTHOLIEHWUIO K BMHHOMY MSTHY Ha auue. lNopaxeHue rnas
B MJIQAEHYECTBE MOXET MPOSIBASATLCS YCUMNEHMEM KPOBOCHAGXEHMS
KOHBIOHKTMBbI, YBEIMYEHUEM [/1a3, KOCOMMAa3neM U YCUNEHUEM Che-
30TeYeHus. AHrMOMbl MOryT GOpPMMPOBATLCS B COCyAMCTON 060104-
Ke rnas. XopuouzanbHble aHTMOMbI PacTyT MeLNeHHO W 06bIYHO
He BbI3bIBAlOT HMKaKMX cumnToMoB. CeTyaTka, MOKPbIBAKOLLAS XO-
PUOMAANBHYID aHIMOMY, MOXET OblTb HOpPManbHOW; O4HAaKo BO3-
MOXHa aTpodusi UM nponudepauns KIeToK, OTCNIOEHME CETYATKM.

HekoTopble nauMeHTbl UCMbITbIBAOT IHAOKPUHHbIE HAPYLIEHMS,
BK/ItOYas AePULMT COMATOTPONMHA.

Y MHOMMX NaLMEHTOB pa3BuBaeTCs anunencus. Mpuctyn o6bI4HO
SIBNSIETCS  MEepBbIM  HEBPONIOTMYECKUM  MPOSIBJIEHUEM  CUHLPOMA
LWrypre-Bebepa. CpegHuii Bo3pacT aebioTta npuctynos y 75-85%
nauMeHToB — 6 Mec. B peakux cinyyasx NpuCTynbl MOMYT HAYMHATL-
€S BO B3pOC/IOM BO3pacTe.

Y 60nbHbIX HAa NEPBOM FOAY XM3HM MOIYT HabnoaaTbCs MHPaH-
TWAbHbIE CMA3Mbl, 32 KOTOPbIMU CIEAYHT aTOHMYeCKMe, TOHUYeCcKue
WM MUOKNOHUYECKME MPUCTYTbI, KOTOpble GOPMUPYIOTCS K 3 roAaMm.
Y HekoTOpbIX NauuMeHToB Habntopaetcss nepexon GoKanbHbIX Npu-
cTynoB B OGunatepanbHble TOHMKO-K/IOHWMYECKMe npucTynsbl. Yacto
y NauMeHTOB HabntopaeTcs 3agepxkka pa3BUTUS U YMCTBEHHas OT-
cTanoctb. Takke XapakTepHbl reMunapes, reMUaHorncus, MUrpeHb,
OHMK no uwemuyeckoMy TMny. MurpeHb MOXeT HayaTbCa B AET-
cTBe M cnocobHa NpoBOLMPOBATH 3NUNENTUYECKMUE NPUCTYNbI U 3MK-
30/4bl TPAH3MTOPHbIX Uwemunuecknx atak (TUA). MNpuctynbl 06blyHO
COMPOBOXAAKTCA yBeNMYeHMeM remunapesa. Yacto npuctynbl
CO BpEMEHEM CTAHOBATCS HEBOCMPUMUMUMBBIMU K 1EKAPCTBAM.

Takum obpasom, npu pebrote Ha 1-M rogy >XM3HWU OCHOBHbBIMM
nposiBNEHNSIMU 3abosieBaHUs MoOryT ObiTb 3NMAENcUs, reMunapes,
3aepXKKa NCUXOMOTOPHOFO Pa3BUTUS U UHCYNLTbI.

Kak npaBuno, HEBpPONOrMYeckuii Ccratyc crabunusmpyercs
K LWKONbHOMY BO3pacTy. BeposiTHO, 3TO 4aCTMYHO CBSA3aHO C NOBbILLe-
HMEM nopora Ans pa3BMTMS NPUCTYNOB Y AeTel cTapLiero Bo3pacra
¥ OTKPbITUEM KOANATEePasIbHbIX FYyBOKMX APeHaXXHbIX COCYAOB, KOTO-
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pble yNy4yllakT BEHO3HbIA OTTOK W, CefoBaTeNbHO, CTabunusnpyroT
nepdy3uto B nopaxkeHHoW obnacTu.

B noppocTtkoBoM BO3pacTte anunencus, murpeHs u TUA moryt
CHOBA CTaTb Bonee cepbe3HolM nNpobnemMon, xota 0bbIYHO He C Ta-
KOW e CTEMEeHb YXYALEHMS, Kak B MIaleHYeCTBE U paHHEM AeT-
cTBe.

B WwKoNbHOM BO3pacTe XapaKTepHbl, FONOBHbIE 60U, TPYAHOCTH
00y4yeHuns 1 NoBeaeHYECKME HApYyLIEHUS.

O6bI4HO HEBpONOrMUYeckuii ctatyc bonee ctabuneH y B3pocnbix,
XOTS Y MOXUIbIX NOAENA MOTYT MNOSABUTLCSA HOBblE HEBPONOrMYecKue
paccTponcTBa, MpobneMbl C NaMATbIO UAW HACTPOEHMEM U YXYLLLIEHWE
TeyeHwus anunencun. Bo B3pocnomM Bo3pacTe xapakTepHbl Aenpeccus
W Apyrue ncuxumyeckue pacCTpoicTBa, a 3NWAENCUs U MHCYNbTOMO-
[06HbIe 3NM30bl MOTYT NPOAOMHKATLCS B TEYEHUE BCEM XKXMU3HMU.

B HekoTOpbIX C/iyyasx nepBble HEBPOAOrMYECKMEe CUMNTOMb
NposIBNAIOTCA BO B3pOC/IOM BO3pacte — MNPUCTYNbl Y 3TUX NauUMeH-
TOB, Kak NpaBwuno, fier4ye KOHTPOANPOBATb MeAMKAMEHTO3HO M 3abo-
NeBaHWe MeHbLUe CBA3aHO C MHCYNIbTaMMU.

JuarHocTuka

IwnarHos cuHgpoma Ltypre— Bebepa mMoxeT 6biTb 3anono3peH
npu poOX[eHuu y fieTelt C NSTHOM LiBeTa NopTBeiHa B obnactm nba
W/Mnu BepxHero Beka. TWaTenbHbIA OCMOTP KOXW rON0BbI 33 IMHUEN
poCTa BOMOC BAXEH ANS BbISABAEHUS CKPbITbIX NOBpexaeHuin. MPT
C KOHTPACTHbIM YCUIEHWEM MO3BONSET 0OHAPYXMTb NEeNTOMEHUHre-
ANbHYI0 aHMMOMY Aaxke B BO3pacTe A0 3 MecC XM3HWU. B peakux cny-
4yagx aHrMoOMa Ha NuLLe MOXET OTCYTCTBOBATb.

[unarHo3 cuHppoma LUTypre-Bebepa ocHoBbIBaeTCS Ha NaTorHo-
MOHMUYHbIX KIMHUYECKUX CUMMTOMaX, pe3ynbTatax MarHUTHO-pes3o-
HaHCHOM ToMorpaduu Mo3ra C KOHTpacTMpoBaHWeM, odTanbMONO-
rmyeckom mccnegosaHum u Y3U rnasa.

MauueHTbl C KOXHBIMU U [Na3HbIMU NPOSIBAEHUAMMU C HOPMalib-
Hon MPT ronoBHOro Mo3sra B BO3pacTe O4HOro roga Bpsag aun byayt
UMeTb NopaxeHue Mo3ra B byayLuem.

Mpu nopaxeHun ronosBHoro mosra Ha MPT o6HapyxuBatoTCs
M3MEHEHMS 3aTbIOYHbIX M BMCOYHbIX gonel. Pesynbratel MPT 3a-
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BMCAT OT cTagum 3aboneBaHus. Ha paHHel ctaguu Habnwopaetcs
npexopsawas runepnepdysmns ¢ YCKOPEHHbIM CO3PEBaHUEM MUENU-
Ha, NIeNTOMEHUHreasbHoOe YCUNIEHME MpU KOHTPACTUPOBaHUM (Ha-
6nofaeMoe Kak M3BMAUCTOE ycuneHue BAONMb 60po3p monywapui
MO3ra) M orpaHuyeHHas auddysus, ecnum ecTb CONyTCTBYyHOLEe
OHMK. B nospgHel CTaguu NOBbIWEHHbIA CUrHan Ha pexume T2
Habntopaetcs B 06n1acTM rMo3a CO CHUMXKEHMEM MUANbHOIO ycune-
HMS M KOpPTMKanbHOM atpodument. OTCYTCTBYHOT MOBEPXHOCTHbIE
KOPTUKaNbHble BEHbl C BbIPAXEHHbIMU [NYOOKUMU MO3rOBbIMK/
cyb3neHaMManbHbIMU BEHaMWU U YBENMYEHHBIM COCYAMUCTBIM Crifle-
TeHueM. MNpun MPT kanbumdukaumm BuaHbl Ha T2* uam SWI pexu-
Max Kak obnactv noTepu cCurHana BAONb W3BWAMH. XOPUOUAANb-
Hble aHrMOMbl MOXHO YyBMAETb HAa MPT kak ycuneHwue 3agHero
CNosi COCYAMCTOM 060N0YKM rNa3Horo s1610ka Npu KOHTPaCcTMpoOBa-
HUK.

[lpn peHTreHoNorMyeckoM MccnenoBaHuM 4vepena OBGHAPYXM-
BAKOTCS [BYXKOHTYPHbIE U3BMJIUCTbIE KanbUMOUKALMUM, COMPOBOX-
JalolMe MO3roBble apTepuu, KOTOpble KNAaCCMYECKM Ha3biBaloT
CUMNTOMOM «TpaMBaMHbIX penbcoB». KomnbioTepHas ToMorpamma
(KT) Takke no3sonser 0OHapyxuTb KanbUMdMKaTbl; KpOMe TOro,
OHa MOXeT MoKasaTb W Apyrne U3MeHeHus, Takue Kak aTpodus
KOpbl M NENTOMEHUHIeanbHoe YCUNEHUE NMPU KOHTPACTUPOBAHMUM.

MaumeHTaM ¢ npuctynamm 0693aTenbHO MPOBOAMTCS 3NEKTPO-
3Huedanorpadmyeckoe mccnenoBaHue (NpeanoyTUTENbHO, BUAEO-
33[-MOHUTOpPMpPOBaHHUe).

[M03UTPOHHO-3IMUCCUOHHasE ToMorpadusa ¢ GTOPAE30KCUIHOKO-
30¥ MOXEeT ObITb MONE3HbIM METOAOM A9 U3yYeHus LepebpanbHoro
MeTabonusma y naumeHtoB ¢ cuHgpomom LUtypre-Bebepa. Mopa-
KEHHas 06nacTb 0ObIYHO XapakTepusyeTcs rMnepmMeTabosnmamMom
Ha paHHMX CTagMax C rMnomMeTabonM3amMoM Ha nosgHen cragmu. M3T
MOXeT ObITb Mofie3Ha Npu NAAHUMPOBAHMM XMPYPrUYECKOro BMeLLa-
TeNbCTBA, KOrAa pe3ekuus KOPTUKANbHOro cnosi Tpebyertcs ang ne-
YeHus TPYLHOU3NEUYUMbIX MPUCTYMOB.

IunarHoctnueckme kputepun SWS, cornacHo ILAE [1,23].

O6s3amenbHbIe Kpumepuu
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Snunenmuyeckue npucmynsi: GOKanbHble MOTOPHbIE UM Bere-
TaTMBHbIE NPUCTYMbl C HapyLWeHWeM unu 6e3 HapylweHUs CO3HaHug,
KOTOpble MOryT TpaHCHOPMMPOBaTbCS B OunarepanbHble TOHMKO-
KJOHUYECKME NPUCTYbI.

Heliposu3yanu3zayus: no paHHbeiM MPT BbisBNSeTCs MoBbIWeEHUE
WMHTEHCMBHOCTU CUrHana B 06NnacTM nenToMeHwWHreanbHbix o6ono-
yek, npeanonaraoLlee N1enTOMeHUHreanbHyl0 aHrMOMY, B COYETaHUU
C KOpPKOBbIMW KaNbLMHATAMU U PA3BUBAIOLLENCS CO BPEMEHEM OYa-
roBov LepebpanbHon atpoduen.

Hacmopaxcusaroujue npusHaku

23 oTcyTcTBME ACMMMETPUM OCHOBHOM aKTMBHOCTM (OHA
CO CHWXXEHUEM aMNAUTYAbI U 3aMefJIeHNEM Ha, NOPAKEHHbIM Nony-
Lwapuem.

Hesponozuyeckuli cmamyc: OTCYTCTBUE KanWNSPHOM reMaHrmo-
Mbl LA C BOBNeYeHUeM aepmatoma V1.

TeyeHue 3a60/1€8aHUS: OTCYTCTBUE HapyLUEHWA B HEBPOSOrMYe-
CKOM cTaTyce (KOTopble MOTYT OFPaHMYMBATLCS TONbKO HapyLeHWeM
nonew 3penus). OTCyTcTBME YMCTBEHHOM OTCTANIOCTH, BapbUPYIOLLEN
OT NErkom [0 THKENOM.

Kpumepuu uckno4eHus oTCyTCTBYIOT.

MPT ronoBHOro Mo3ra HeobxoAMMO ANS MOATBEPXIAEHMS AWa-
rHo3a. Mi3MeHeHus MoryT 6biTb Mano3aMeTHbIMU UM OTCYTCTBOBATH
no gaHHbiM MPT, npoBeneHHoW B BO3pacte Ao 2 Mec. MkmansHas
33l He TpebyeTcs pns yCTaHOBNEHMS AMArHO3a.

CuHlOpom b6e3 nabopamopHo20 NOOMEEPHOEHUs: B CUTYaLMUSIX,
KOr4a BO3MOXHOCTM MPUMEHEHUS ApPYrMX METOLO0B [AMArHOCTUKM
OrpaHuyeHbl (B CTpaHax C OFPaHWYEHHbIMU AMATHOCTUYECKUMMU
BO3MOXHOCTAMM), AMarHos cuHppoma LUtypre—Bebepa mMoxeT 6bITb
npeaBapuTeNnbHO yctaHoBneH 6e3 MPT w 231 y naumeHToB, OoTBE-
YaLWNUX BCEM APYrMM 0053aTeNbHbIM KPUTEPUAM MPU OTCYTCTBUM
HaCTOPaXXMBAIOLLMX MPU3HAKOB U KPUTEPUEB UCKIOYEHMSI.

JNeuenue

Cneuunduueckoro neyenus cuHgpoma LLtypre-Bebepa He cyuue-
ctByeT. OCHOBHas Uenb — MUHUMU3UPOBATL AKTUBHOCTb MPUCTYMNOB
C MOMOLLbI AaHTUMPUCTYMHbIX MeaukameHTos (AlM) u xupypruye-
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CKMX METOAOB JIeYeHUs, MOCKOJIbKY MPUCTYNbl CO BPEMEHEM 4aCTO
CTAHOBATCS (GApMaKOPE3UCTEHTHBIMMU.

K AIM BbIbopa oTHOCKTCA KapbamasenuH. Takxke MOryT HasHa-
4yaTbCs PEHUTOMH, BaNbMpoaTtbl, TONMPaMaT, OKCKapbazenuH u apy-
rme AlM.

Xupypruueckoe BMeLIATeNbCTBO MOXeT OblTb  PacCMOTPEHO
Yy NaLMeHTOB C OAHOCTOPOHHEN aHrMOMOM MATKOM MO3roBoi 060-
JIOYKM, KOTOPbIM KOHCEPBATMBHAs Tepanus He MOMOraeT, U OHU Npo-
LLOJIXAIOT CTPaAaTh OT pedpakTepHbIX NPUCTYNOB.

Xupypruyeckme BMellaTenbCTea npu cuHapome LUtypre-Bebepa
BK/IIOYAKOT reMUcdepakTomMuio unm GhoKanbHYyK pesekumio anunen-
TOreHHOro ouara. laumeHTbl € ABYCTOPOHHUM MOPAXEHMEM MO3ra
00ObIYHO HE NOAXOAAT AN OnepaLuu.

TakKe naumeHTaM MOryT Ha3HaAuYaTbCs HU3KME [03bl ACMUPUHA,
T.K. OHU [OKa3anu cBOK 3PHEKTUBHOCTb B CHUKEHUM YACTOTbI NpU-
ctynos u TUA.

ExxerogHoe odTanbmMonornyeckoe obcnenoBaHne pekoMeHayeT-
€I, BAXe ecnu paHHee obcnenoBaHMeE NALMEHTOB He BbISIBASIET rnay-
KoMmy. [pu HanMuMmM rNaykomMbl NPUMEHSIOTCS KOHCEPBATUBHbIE U XU-
pypruyeckme MeToAbl nevyeHus. BUHHOE NATHO MOXHO BbINEYUTb
C MOMOLLbKO N1a3epHON Koarynsaumm, Kotopas npMBoauT K HeobpaTu-
MOMY NOBPEXAEHUI0 KPOBEHOCHBIX COCYA0B 6€3 NnoBpexaeHus apy-
TMX YYACTKOB KOXM.

Mporxos

C HebnaronpusgTHbIM MCXOOOM aCCOLMUPYIOTCS 4YacTble pesu-
CTEHTHblE MPUCTYNbl C paHHMM LebToM, 06LWKNPHbIE ABYCTOPOHME
NenTOMEHWHreaNnbHble aHTMOMBlI.
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FENACTUYECKUE CYOOPOIU

C 'MNOTAIAMUYECKOW TAMAPTOMOW/
GELASTIC SEIZURES WITH HYPOTHALAMIC
HAMARTOMA (GS-HH)

Onpepenexue

l[enactmueckne cygoporn C rMnoTanaMMyeckon ramapTomoin/
Gelastic seizures with hypothalamic hamartoma (GS-HH) — kauHu-
Ko-3nekTpo3Huedanorpaduyecke CUMHOAPOM B CTPYKType 3nwunen-
TUYECKMX CMHAPOMOB NEPUOAA HOBOPOXAEHHOCTU M MNIaflEHYEeCTBa
C 3BO/IOLUMOHHOM M/MAM 3nunentuyeckon 3sHuedanonatnen unu
C MpOrpeccupylolWnM HEBPONOTMYECKUM yXyALIEHUEM CO crieundu-
YEeCKOM 3TUOMOMMEN, XapaKTePU3YHOLWMINCA hapMaKope3nUCTEHTHbIMU
renacTMyeckMMm NpUCTynaMm KpaTkoro, HEKOHTPOMPYEMOTO, MeXa-
HMYyeckoro «6e3pafloCTHOro» CMexa, HeCOOTBETCTBYIOLLErO KOHTeK-
CTy CUTyalUuu; raMapToMOM runoTanamyca.

lenactnyeckume (ot rpey. gelos — cMmex).

Takxe, B nuTepaType MOryT UCMOMb30BaTbCS CeaytolmMe Ha3Ba-
HMA:

— lenactMueckme mpucTynbl € rMNOTaNnaMMuYeckon ramMapToMon

— lenacTMueckme npunagky C raMapToMon runoTanamyca

— lenacTMueckme NpuUcTynbl C raMapToOMOWM rMnoTanamyca

— lenacTmueckue npuctynsl

Uctopuueckasn cnpaBka

Bnepsbie B 1877 roay A. Trousseau onmcan npucTynbl CMexa.

lepBoe onucaHwe ramMapToMbl rMMoTasamyca Kak BO3MOXHOM
NMPUYUHBI FENACTUYECKMX MPUCTYMOB M NPEXAEBPEMEHHOIO MOO-
BOr0 CO3peBaHus 6bino onybnukoBaHo B 1934 rogy, xoTd B TO
BPEMSI CUMMTOMbI He Dbl NPU3HAHbI renacTMYeckuMmu NpuUCTyna-
MU,

TepMUH «renactuyeckue NpUCTynbl» BrepBble npeanoxunu D.
D. Daly u D. W. Mulder B 1957 r.

B 1958 rogy C. F. List 1 ero konneru npusHanu cBS3b MeXay ra-
MapTOMOM rMnoTanamyca M renacTMyeckumy npuctynamu, Tem ca-
MbIM YCTAHOBMB TEPMUH «renactMyeckue nNpucTynbl C raMapToMoW
rmnotanamyca» [14].
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B 1971 r. G. G. Gascon u C. T. Lombroso cpopmynupoBanu Kpu-
TEPUMU TenacTMyeckux MpUCTYMOB: CTepeoTUMHble 3NU304bl CMeXa
Mpu OTCYTCTBMM BHELLHEr0 CTUMYNa; COYeTaHue C ApYyrMMu NposiBne-
HUSMU 3NUNENCUN; HAIMUME UKTANbHOM U MHTEPUKTANbHOM 3nunen-
TMHOPMHOM aKTUBHOCTU Ha 33[; OTCYTCTBME APYrUX COCTOSIHUM, Npwn
KOTOPbIX MOT Bbl OTMEYaTbCs NATONOMMUYECKUIN CMEX.

3nupemuonorus

INUAEeMUONOrus refacTMYeckux Cyaopor C runotanaMmuyeckom
ramaptomoi (I'T) poctoBepHo He ycTtaHoBneHa. OgHako renactuue-
CKMe NpUCTYNbl yaule Bcero accoumupytotcs ¢ T M npucyTcTByrOT
npumepHo B 50-80% cnyyaes [19]. GS-HH — penkoe 3aboneBaHue,
yacTtoTa KoToporo, no OLeHKaM, cocTaBnsiet
ot 1 Ha 200 000 no 1 Ha 1 000 000 yenosek. GS-HH vale anarHo-
cTMpyeTcs 'y OeTeid, mpuyeM nuK 3aboneBaeMocTM NPUXOAMUTCA
Ha MepBbIN oA XU3HM.

Mo maHHbIM UccnepoBaHus, nposeaeHHoro B LLseunn, pacnpo-
CTPaHEHHOCTb raMapToMbl rMNoTanamyca C renacTM4eckumMm NpucTy-
namu coctasnset 0,5 Ha 100 Tbic. y oeTen U NOAPOCTKOB B BO3pacTe
no 20 ner.

3TnonartoreHes

[amMapToMa runotanamyca — BPOXAEHHas HeomyxonieBas rete-
pOTONMS, BO3HUKAKLWAsN B pe3ynbTaTte reHeTUYeckn AeTepMUHUPO-
BaHHOrO HapyLweHus pocTa u anddepeHuMpOBKN KNETOK 3apofbllle-
BbIX JIMCTKOB Ha paHHWMX CTaguax aMbpuoreHesa, B BONbLUMHCTBE
Cly4YaeB COAEPXMT CNOCOBHbIE K aBTOHOMHOMY (YHKLMOHUPOBAHUIO
nonubepuH-cekpeTUpytoWme HelpoHbl. fenactuyeckue npuUCTynsbl,
CBSI3aHHble C ramMapToMamu ruMnoTanamyca, Bbi3BaHbl BHYTPEHHUM
anunentoreHe3oM. OOHAaKO MoONeKynspHasi 3TUONOrUS, OTBETCTBEH-
Has 3a aNunenToreHes, A0 KOHLA He U3yyeHa.

KnuHuueckas kaptuHa

[amMapToMbl rMnoTanaMyca MOryT BbI3biBaTb LUMPOKUI CNEKTP
CMMNTOMOB,  BK/KOYass  (AapMaKOPE3UCTEHTHY  3MUIENCUI0
C HeCKONbKMMM TUMaMMU MpPUCTYMNOB, MpeXAeBpeEMEHHOE MON0BOE
CO3peBaHMe, HapylweHus MOBEAEHUS! U KOFHUTUBHbIE HapYyLUEHMS.
Mpy rMnotanaMuuyeckux ramMapToMmax, B LOMOMHEHWE K renacruye-
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CKMM MpUCTYNaM, MOTYT BO3HMKATb Apyrue TUMbl NPUCTYNOB, BKIIO-
yas QokanbHble MPUCTYNbl C HapylWeHWeM CO3HAHUS, reHepanunso-
BaHHble CY[OPOXHble MPUCTYNbl, aTOHNYECKME U MUOKIIOHUYECKME
NpUCTYnbI.

TsKeCTb KNMHUYECKMX NPOSIBNEHWUM, CBS3AHHbIX C raMapToMamu
rurnoTanamyca, MOXeT CMAbHO BapbuMpoBaTbCi. B To BpeMs kak
Yy HeKOTOpbIX NiloAer MOryT HabnoaatbCs TONMbKO renactuyeckue
NPUCTYNbl UM YMEPEHHbIE KOTHUTUBHbIE HapyLWeHus, Y APYrux Mo-
ryT pa3BUTbCS renacTMyeckne NPMCTYNbl paHHEro Havana, npexne-
BpEMEHHOE NON0BOE CO3PEBAHME U YMCTBEHHAsH OTCTaNOCTb.

He6rot GS-HH npuxoputcs Ha nepBbi rof XXM3HM MPUMEPHO
B 85% cny4aeB. Y oCTanbHbIX NALMEHTOB Ae6HOT NPUCTYNOB BO3MO-
XeH B Bonee crapwem AeTckoM Bo3spacte. [MpeobnagaHma no nony
He BbIIBNEHO. HeBponormMyeckuii ctaTyc 4acTo B HOpMe, OJHAKO Npw
obuiemM ocMOTpe MOryT ObiTb BbISIBNIEHbI MPU3HAKM NPEXAEBPEMEH-
HOro MOMIOBOrO CO3pEBaHUA.

onunencus, BbI3BaHHas raMapTOMOM rMMOTanamyca, O6bIYHO
yCTOMYMBA K NPOTUBO3NMNENTUYECKMM NpenapaTaM. B bonblunHcTBe
C/ly4YaeB CO BpeMeHeM HabnwogaeTcs nporpeccMpoBaHue 3nuiencuu
C pa3BuTMEM (POKaNbHbIX MPUCTYMNOB C HAPYLIEHWEM CO3HAHWS U re-
Hepanu30BaHHbIX CYLLOPOXHbIX MPUCTYMOB. Y HEKOTOPbIX MALMEHTOB
MOIYT OTMEeYaTbCs TOHUYECKME, aTOHUYECKME NPUCTYNbl UAX aTUMKY-
Hble abcaHchl.

lenactmueckme npucTynbl — CneuudUUHbIA TUN NPUCTYNOB
M obs3aTeNbHbI KpUTEpWi AmarHosa. lenactuyeckue npucTynbl
OTMEYATCS B paHHEM TEeYEHUU 3MWUNENCUU U UMEKT KOPOTKYHO
NPOAOMKUTENBHOCTL (MeHee 1 MuH). TpUCTynbl XapakTepu3yoTcs
BO3HWKHOBEHMEM MEXAHWYECKOro HeecTeCTBEHHOMo CMexa, He Co-
OTBETCTBYIOLLEINO KOHTEKCTY cuTyaumu. Co3HaHuMe B OONbLIMHCTBE
Cly4YaeB He HapyLEeHO, MOCTUKTaNbHas CMYTAaHHOCTb OTCYTCTBYET.
Yactota npuCTynoB BbICOKasi, AOCTUraeT HECKONbKUX MPUCTYNOB
B [leHb, KpOME TOro, MpUCTYMbl MOTyT FPynnupoBaThCs B KiacTe-
pbl. pucTynbl, COMPOBOXAAKLWMECS BO3HUKHOBEHWEM W30/MPO-
BAHHOW ynblbku 6e3 xapakTepHOro HeBecenoro («6e3pagocTHOro»)
CMexa, He SIBAAKTCS reflacTuYecKnmMm.
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Takke MOryT MpUCYTCTBOBaTb AaKpWUCTUYECKME NPUCTYNbI, Xa-
paKTepPU3YIOLLMECS CTEPEOTUMHBIM CNe30TEeYEHWEM U MNavyeM, rpu-
MacHUWYaHbEM WM KPUKAMMU, HE COOTBETCTBYHLIMMU CUTYaLLUU.
KoMBuHaums renactMyeckmx v NpUCTYNoOB Miaya yKasbiBaeT Ha ra-
MapToMy runotanamyca. Kpome Toro, Moryt Habnionatecs apyrue
BMAbl MPUCTYNOB, Hanpumep, GOKanbHble C CEMWONOruen, xapak-
TEPHOM ANS NPUCTYNOB, UCXOAAWMX M3 NOOHOM MAM BUCOYHOM A0-
M U, B pefkux caydasx — 3snunenTuyeckue cnasmol. B 6Gonee
CTaplieM [eTCKOM BO3pacTe MOryT MpPUCOEAUHWUTBCS TOHUYECKME
MpUCTYNbI U MPUCTYNbI 3NUAENTUYECKUX NALEHUN, @ TaKXKe aTUMuy-
Hble abcaHCcbl.

I3l-nccneposanHne. MOHOBas aKTMBHOCTb OObIYHO B HOpMe.
MexnpucTtynHas anunenTud@opMHas akTMBHOCTb KaK MPaBWO MosiB-
NSIETCA nocie NepBoro rofa >XW3HM M MepBOHAYaNIbHO Yalle BCero
Habnopaetcs B BMCOYHbIX 006nacTaX, XOTS MOryT MPUCYTCTBOBaTb
pervoHasnbHble cnanku B ntobor obnactu. Y getert ¢ MHDAHTUABHDI-
MM Cna3mMaMu MOXeT HabnaaTbCs KapTMHa runcaputMun. B 6onee
no3aHeM JeTCKOM BO3pacTe, MOMUMO PermMOHanbHbIX UAW MyNbTUpe-
TMOHANbHbIX 3NMNenTUHOPMHBIX Pa3psfoB, MOTYT PErMCTPUPOBATb-
CSl reHepanu30BaHHble MeAJIeHHbIe KOMMEKChl CNank—BOJHa, reHe-
pann30BaHHblE CMaWKM WAM CNalK-BOMHOBblE KOoMnnekcbl. Ha 330
BO BpEMS renactuyeckux MpUCTYnOB MOXET He BbISIBAATLCS KaKUX-
NMB0o M3MeHeHWU BMO3NeKTPUYECKOM aKTMBHOCTU MM MOTYT peru-
CTPUPOBATLCS CTepTble U HecrneundUyeckne M3MeHeHus, Takme Kak
CHWXeHWe aMnAuTyAbl WKW YMEHbLUEHWE 4acTOTbl CMAWKOB, peru-
CTpUPYHOLLMXCA MexXAy npuctynamu. pu npoBeneHuu CKanbnoBon
33l mpucTynbl MOTYT UCXOAWUTL M3 BMCOYHOM MM NoBHOWM obnactu
kopbl. OQHaKO NpUMeHeHWe ryBUHHBIX 31eKTPOAOB NMOATBEPXKAAET,
YTO MKTaNbHbIM OKYC UCXOaUT M3 obnacty ramaptombl. B 6onee
CTaplweM BO3pacTe Yy NaUMEHTOB C reHepanu3OBaHHbIMKU TUNAMMU
NpucTynoB Ha 33 oTMeYaeTcs reHepasn30BaHHOE MKTaSlbHOE Hauva-
1o npucTyna.

Heiposusyanusaums. MPT  BbisBnseT  HoBooGpa3oBaHue
Ha HOXKE MU C WMPOKMM OCHOBAHMEM, HAXOAALWEeCs MexAay BO-
POHKOM runoTanamyca cnepeim M MaMUANSPHbIMU TenaMu C3aaMm.
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O6pasoBaHue, Kak NpaBuIO, UMEET M3OMHTEHCUBHbLIA UAU Cnerka
TMMOUHTEHCMBHBIA CUTHAN Ha T1-B3BELWEHHbIX M30OpaXeHusx, rm-
NEPUHTEHCMBHBIA CUTHAN Ha T2-B3BELEHHbIX M306paxeHUsX
M He HaKanaMBaeT KOHTPACTHoe BelwecTBo. [pu nogo3peHun Ha re-
nacTuyeckMe npucTynbl cnepyeT npoBogute MPT ckaHupoBaHue
C NpuLenbHbIM nccnenoBaHMeM 06nacTu runotanamyca npu nomo-
LM TOHKMX CPE30B.

[eHeTMueckMe nccnenoBaHus. bonblUMHCTBO ClyYaeB HOCAT CMo-
pagunyeckuit xapaktep. OgHako npumepHo B 5% cnyyaeB Habnwoga-
etcsa cuHapoM [Mannucrepa-Xonna (Pallister-Hall syndrome) ¢ nato-
reHHbIMU MyTaumMsMu B reHe GL13.

OduvarHocrtuka

[narHocTuka MoxeT ObITb C/IOXHOM 3afayer, NOCKONbKY CUMI-
TOMbl 4acTO MPOMYCKAKTCS WAM MOHaYyany He pacrno3HaKTCS Kak
npuctynsl. MPT gBnsetca Havbonee pacnpoCTpaHEHHbIM [MarHo-
CTUYECKUM WMHCTPYMEHTOM, UCMOMb3yeMbIM A1 BbISIBNEHUSI ramap-
TOMbI runoTanamyca. [lpyrne metoabl BM3yanusaumu, Takme kak KT
M NO3UTPOHHO-3MUCCMOHHas ToMorpadua (M3T), Takke MOryT 6bITb
MCMONb30BaHbl A9 NOATBEPXAEHNUS AnarHosa. B nononHeHue k Bu-
3YanU3NPYOLLMM UCCNEeN0BaHUAM MOXKET ObiTb BbiNosHeHa D3I ang
OLLEHKM 3NEKTPUYECKOIM aKTMBHOCTM B FOJIOBHOM MO3re U onpeaerne-
HWMS TMMNA NPUCTYNOB. TakXe MOryT 6biTb NPOBELEHbI AOMNONHUTENb-
Hble TeCTbl A1 OLUEHKM KOTHUTUBHOW (QYHKLMKM NALMEHTA U YPOBHS
rOpMOHOB. BaXHO OTMeTUTb, YTO AMArHOCTMKA raMapTOMbl rMnoTa-
namyca TpebyeTt onbiTa KOMaHAbl MEAULMHCKMX pabOTHUKOB, BKJIO-
4yas HeBPOJIOroB, HEMPOXMPYProB U SHAOKPUHOJOTOB.

[wnarHoctnuueckne kputepumn GS-HH, cornacHo ILAE [1,23].

O6s3amenbHble Kpumepuu

Snunenmuyeckue npucmynsl: renactTuyeckme npucTynbl MexaHu-
yeckoro «6e3pafoCTHOro» CMexa, HECOOTBETCTBYHOLLErO KOHTEKCTY
CUTyaLmMn.

Heliposu3syanusayus: raMapToMa runotanamyca (ans noarsep-
XOeHUs MoryT notpeboBaTbcs TOHKuMe cpe3bl MPT runotanamuye-
CKoM obnactw).

TeyeHue 3a60/1e8aHUS: PapMaKOPE3UCTEHTHAA INUNENCHUS.
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Hacmopaxusaroujue npusHaku

Snunenmudeckue npucmMynsl: 4actoTa MNPUCTYNOB pexe, YeM
exefHeBHble.

33l reHepanu30BaHHOE MK pernoHanbHoe 3amegneHme GoHo-
BOM 3anucu (MCKNAYas MOCTUKTanbHbIM nepuon). lNpu renactuye-
CKMX MPUCTYNax MOXeT OTCYTCTBOBATb MKTasbHbIM Koppenat Ha 33l

Bospacm debroma: ne6roT nocne 5 NeT Xn3Hu.

Pazsumue 8 debrome: 9BHble NPU3HAKU 3a[EPXKKU MCUXOMOTOP-
HOro pa3BUTMS Ha MOMEHT AebTa NpUCTYNoB.

Hesponozuyeckuli cmamyc: 04aroBblit HEBpOAOrnyeckuin gedm-
LT,

TeyeHue 3a601e8aHUS: OTCYTCTBME MOBEAEHYECKMX HApPYLUEHWH,
BKJ1K0UAS arpeccuto, UMMyAbCMBHOCTb U TMNEPAKTUBHOCTb.

Kpumepuu ucknroueHus oTCyTCTBYIOT.

MPT ronoBHOro Mo3sra Heobxoguma Ans MOATBEPXAEHMS Aua-
rHo3a.

UkmaneHas 33 He TpebyeTca ong yCTaHOBNEHMS [MarHosa.
KpoMme TOro, renactmyeckve NpuCTynbl MOFYT HE MMETb UKTASIbHOMO
KoppensTa Ha 33I.

CuHdpom be3 nabopamopHo20 NoOmMeepmOeHus: LUArHo3 rena-
CTMYECKMX MPUCTYNOB C FMNOTaNIaMUYECKOM raMapTOMOl HE MOXET
6bITb ycTaHoBNEeH 6e3 MPT, Tak Kak renactuyeckue npuUCTynbl MOTyT
BO3HMKATb M3 Apyrux obnacteit Kopbl rOIOBHOMO MO3ra.

OuddepeHumanbHag aMarHocTMka

[enacTMueckme NpUCTynbl He BCeraa CBS3aHbl C raMapToOMOM u-
notanamyca.

Ecnm y naumeHTa He obHapyxeHa raMapTomMa runoTtanamyca, To
cnepyeT nposect MPT no mpoTokony 3nNunentTM4eckoro CKaHupo-
BaHWA 0N BbIABNEHMA APYrMX CTPYKTYPHbIX M3MEHEHWM. Takxe
HeobxoaMMo nposecTn anddepeHUnanbHY AUArHOCTUKY NPUCTY-
MOB CO CTEPEOTUNMEN U MNALEHYECKOM MacTypbaumen.

JNeueHue

Xotsi ATM, kak npaBuno, HeapdheKkTUBHbI B Hopbbe ¢ renactuue-
CKUMWU MPUCTYNAMK, OHU MOTYT ObITb MCMONb30BaHbI 4NN JleYeHUs
COMYTCTBYHOLUMX MPUCTYMNOB. XMPYPruyeckoe BMELIATeNIbCTBO MOXET
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NPUBECTU K KYMUPOBAHUIO MPUCTYMOB M NPeaoTBpaTUTb UX Nporpec-
cupoBaHue. Takke OHO CrMocOBCTBYET YNYyYLLEHWUIO SHAOKPUHHBIX,
NCUXMATPUYECKUX U KOTHUTUBHBIX cuMnToMoB. OnepaTMBHOe neve-
HWe 3aK/YaeTcs B yoaNeHUU raMapToMbl.

MporHos

MporHo3 3aBuMCUT OT BO3pacTa MpM MOSIBNEHMM CMMMTOMOB
W CTereHu MopaxeHus runotanamyca U BUCOYHOM Aonu. Hanuuume
paHHUX renacTMYecknx NPUCTYNoB, MpexneBpeMeHHOro MosioBoro
CO3peBaHMs M YMCTBEHHOW OTCTaNoOCTM CBMAETENbCTBYET O KaTa-
cTpoduueckor sHuedanonatmm, Kotopas TpebyeT paHHel AuarHo-
CTUKWU 1 ONEPaTUBHOIO NIeYEHUS.

[loNnroCpoYHbIA MCXOA NEYEHUS NALMEHTOB 3aBUCUT OT CTEMeHM
nopaxKeHus runotanamyca u obbemMa XMPYPruyeckom pesekuMmM.
PaHHAS AMarHocTMka v COOTBETCTBYIOLLEE JIEYEHME UMEIOT peLuato-
Lwee 3Ha4YeHue AN Haunyyllero BOSMOXHOIO MporHosa.
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KOHTPOJIbHbIE BOMNPOCHI

[na yBaKaeMbix Konner AaHHble BOMNPOChbl CHOPMYNMPOBaHbI
He no obpasuy yrajaku OfHOr0 NpaBUIbHOrO OTBETA M3 HECKOJb-
KMX HEMpaBW/bHbIX, @ B COOTBETCTBUM C TPAZMLMIMMU KNIACCUYECKOWM
Hay4YHOM LUKOAbI, KOrAa 0byyaeMmblii 4OMKEH BblN HA OCHOBE YCBOEH-
HOM MHPOPMALMKM NYTEM YMO3AKIKYEHUI NOAYyYaTb TO, O YEM Jaxe
He roBOpUNIOCh B NeKUun. Llenb BOMpocoB — He WTyaMpOBaHUe Tek-
CTa, a NPU3bIB K AANIbHENLLEMY U3YYEHUIO ONMUCAHHOM NaTONOMMK.

1. Kakne 0oCHOBHble 3TMONOrMYeckne GakTopbl CAYXAT NpUUn-
HOM pa3BUTUS NPUCTYNOB B NEPUOAE HOBOPOXAEHHOCTU U MNafeH-
yecTBa?

2. Ha kakve 6onblime rpynnbl MOXHO pa3genvTb anuaentuye-
CKMe CMHAPOMbI Nepuoa HOBOPOXAEHHOCTU U MNafeHyecTBa?

3. Kakne ocHOBHble MccnenoBaHns He0bXo0aMMO Ha3HauaTb na-
LUMEHTY NpU NOLO3PEHWUM HANMuMe 3SNUNENTUYECKUX MPUCTYMNOB
B Nepuoae HOBOPOXAEHHOCTU U MNafeHYecTBa?

4. Tpun KaKnX KIIMHUYECKUX NPefUKTOpax cieayeT MOXHO Noao-
3peBaTb HebnaronpusaTHbIA MPOrHO3 NpW MPUCTYNax B Nepuof Ho-
BOPOXJEHHOCTU U MNafileHYecTBa?

5. Mpu kakux Mopdonornyeckmx npeaukTopax cnesyert 3anono-
3puTb cneumduueckne GopMbl INUAENTUYECKMX 3JHUedanonaTui
nepvoaa HOBOPOXAEHHOCTM U MNageH4YecTBa?

6. Ha 0CHOBaHMM KaKMX KNMHUYECKUX MPOSBNEHWI CliefyeT CTa-
BUTb CMHOPOMOJIOTMYECKUIA AMArHO3 Bpayvy B 0ObIAEHHOM MpaKTUKe
NMpu OTCYTCTBMM BbICOKOTEXHONOMMYECKUX METOLO0B MCCNe[0BaHuMs
B €ro ne4ebHOM yupexaeHumn?

7. Kakne pekomeHpaumMuM no noBeaeHM0 HeobxoguMMmo [aBaTb
poAMTensiM naumeHTa?
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