Mamepuanvi XXI Mexcoynapoonozo bypoenxoeckozo nayunozo Konepecca, 24-26 anpena 2025 zooa, 2. Boponesc

MOJIOBUHE cllyuyaeB B 2 pa3za u Ooyee MO CpPaBHEHUIO C BEpXHEW TpaHUlled HOPMBI, 4YTO
CBUJETENBCTBYET 00 N30BITOYHON aKTUBALIMU HaJicerMeHTpaHbIx cTpykTyp BHC.

bruto mpoaemoncTpupoBano, uro y namueHtoB ¢ OHMK B BBb ¢ nHanuunem oyaroBoro
MOpaKEHHSI MO3KeUKa OMPEAEIISETCS He TOIbKO MOTOPHBIN Ne(UIUT, BEreTaTUBHbIC HAPYIICHUS B
BU/IE TOIIHOTHI, PBOTHI, U3MeHeHus nokasaresneit BCP, Ho 1 KorHUTHBHO-a(eKTUBHBIE HAPYIICHNUS,
omuceiBaemble cuHApomoM IlImaxmana-lllepmana, KoTOpbIii ObUT 3aperucTpUpOBaH Yy BCeEX
MAIUEHTOB, COTJIACUBIINXCS Ha 00CIIeI0BAaHUE C MTOMOIIBIO0 OJTHOMMEHHOH IIIKAJIbI.

Taxxke Obl1a TPOJEMOHCTPUPOBAHA KOPPEISIIMOHHAS CBSI3b MEX Ay OoJiee OIM3KUMU K HOpMeE
3HaueHusIMU nokazareneid BCP u nyummmu pesdynbraramu no mkane [maxmana.
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JpaBe u /I[paBenono0HbIe CHHAPOMBI
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Boponexckuii rocy1apcTBEHHbI MeAUIIMHCKUN yHUBepcuTeT iMeHu H. H. Bypaenko
Hayunwiii pyxosooumenv — npogpeccop, 3as. kageopoii nesponocuu Epmonenxo H.A.

Cunopom [lpase u [Ipasenodobnule cunopomwl - 5mo peokue, ycmouuusvie K mepanuu hopmoi
2EHEPANU308AHHOL 2eHemuyeckou anuiencuu ¢ @geopurvuvimu npucmynamu niuoc (GEFS+),
Xapakmepusyrouwuescs HeCKOIbKUMU MUNAMU YACMbLX, NPUBOOAUUX K UHBATUOUSAYUU NPUCTIYIOS U
MANCENOU 3A0EPAHCKOU PAZBUMUS HEPEHOU CUCTNEMbL U NUPAMUOHOU HeOOCMAamoyHocmu. Y maxux
NayueHmo8 GblCMAGIeH SNUIENMUYECKUl CMAmyc U GblCOK NPOYEHM GHE3ANHOU CMepmu npu
snunencuu, 0Jisk KOMopou 2eHepatu308anHble MOHUKO-KIOHUYECKUe NPUNAOKU A6IAI0MC S OCHOBHBIM
gaxmopom pucka.

Kniouesvie cnosa: ¢hebpunrvnvie npucmynsi; JpasenodobHvle CcuHOpOMbl, 3A0epHCKa
paseumusi; NOAUMOpPuUsM,; 8o3pacm oedroma

Cunpnpowm [IpaBe, panee Ha3BaHHBIN TAKEIO0NH MUOKIOHUYECKOM AIMIIECTICUEN MIIAZIEHUECKOT O
BO3pacTa - 3TO CJIOXKHO MpoTeKaromas (GopmMa TeéHETHYECKOW AMHUIIETICUU, KOTOpasi Oblja BIIEpPBbIC
onmucaHa Bo @panumuu B 1978 rony. IlockoibKy MHOKIOHMYECKHMII KOMIIOHEHT HE BCErja
MIPUCYTCTBYET B CUMIITOMaTHKE M HAOIIOAaeTCsl HEKOTopasi BapruadenbHOCTh, B 1989 rony Ha3Banue
ObUT0 U3MEHEeHO Ha cuHapoM Jpase [1-4].

['eneTnueckast 3THONOTHSL 3TOro cuHApoma Obuta oTKpbiTa B 2001 romy, m ¢ Tex mop
MHOTOYHCIICHHBIE HCCIIEJOBAHUSI CIIOCOOCTBOBAIM JIyYIIEMYy HOHHMAHHUIO 3TOTO 3a00JIeBaHUS.
Oxono 70% mNanMeHToB SIBISAIOTCS HOCUTEISIMH MyTaluuu B anb(pa-cyobeaunune rena SCNI1A.
[Tomumo myTtanmu B rene SCN1A (anbda cyObeanHUIIa HATPUEBOTO KaHajla, KAPTHPOBAHHOTO HA
xpomocome 2q24), Takxke ObUIH 0OHAPY>KEHBI MyTallUHU B IPYTHX I'eHax. TakuM 00pa3oM, CHHIPOMBI,
XapaKTePU3YIOIUEC CXOKUMH KIMHUYECKUMH MPOSBICHUSMHU, HO 00YCIIOBIIEHHBIE MyTallUIMU B
JIpYTuX reHax, Obuii Ha3BaHbl J{paBenogoOubMu.[5],[6].
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Ha nanHblii MOMeEHT, ux oOHapyskeHO Oosiee 12, M Bce OHM HACIEIYIOTCS 10 ayTOCOMHO-
JOMUHAHTOMY THITy. TakuM 00pa3oM, reHeTHuecKas snuiencus ¢ GeOpuiIbHbBIMU IPUCTYTIAMHU IUTIOC,
B KOTOpyl BXxo#iaT [JlpaBe U JpaBenojoOHble CHHJPOMBI, XapaKTepU3YyeTcsl JIOKYCHOH
reTepOreHHOCThIO [5].

K JlpaBernomoOHBIM CHHAPOMaM OTHOCSATCA: IOTPaHUYHAs TsDKeNas MUOKIOHMYECKas
snunencus MiuaneHdectBa (SMEB), HekypaOenbHas snuiencus JeTCKOro  Bo3pacTa ¢
IeHEePATM30BAHHBIMU TOHUKO- KJoHHYeckuMu npuctynamu (ICE-GTC), tskenas uHpaHTUIbHAs
mynbTUGOKanbHas smwirencus (SIMFE), X- croemmennas snuienTudeckas 3HIEdaIonaTus,
cBsa3aHHag ¢ resoMm PCDHI9, cunnpom /[loze — smnunencus ¢ MHOKIOHHUKO-aTOHUYECKUMU
IpUCTyNaMu U (okanbHas snwiencus ¢ pedpunpHbIMU cypoporamu mitoc (FEFS+) [5].

JoctoBepubiM  noarBepkaeHueM JlpaBe u  [IpaBenoJOOHBIX CHHAPOMOB  SIBJISETCS
MIPOBEICHUE T€HETHMUYECKOrO0 KOHCYJIbTHPOBAHUS, a MMEHHO CEKBEHHPOBAHHE SK30Ma IO IaHeNIu
«HACJIEJICTBEHHbIE anuiiencun». HecBoeBpeMeHHO HayaToe JIeYeHHE NMPHUBOJAUT B 3HAYMTEIbHOMN
3aJIepXKKe B pa3BUTHH, HAPYILICHUSIM KOTHUTUBHBIX (DYHKIMI, TAKUX KaK peub, 1aMsATh, BHUMaHHE U
MUPAMUIHON HEJOCTATOYHOCTH, YTO MOOYANUIIO HAC K IPOBEACHUIO HcCie10BaHus [5].

Llenb paboTbl. OnpenenuTs NaToJI0rMYeckie reHeTUYeCKHe BapUaHThl, aCCOLIMUPOBAHHBIE C
¢bebpubHbIMU TpUCcTynaMy. OLIEHUTh FTeHETUYECKUN TTOTUMOP(HU3M.

Matepuansl 1 METOJbl UCCIEJOBaHUs. BbUIO MPOBENEHO PETPOCIIEKTUBHOE HMCCIEA0BAHNE
NaueHToB ¢ GheOpuiIbHBIMU MpUcTynamu, rocnutanuupoBanibix B [IHO1 BY3 BO BOJKbB Nel B
nepuog ¢ 20.09.2010 no 30.06.2024 r.

Bbutn BBIOpaHb! HAMEHTH! C HANUYHEM (heOpMIIBHBIX PUCTYIIOB B aHAMHE3E.

Kpurepuu BritoueHus: Texymue (GpeOpuibHbIC NPUCTYIBl WK (HeOpUIIbHBIE MPUCTYIIBI B
aHaMHe3e, MH)OPMUPOBAHHOE COTJIacue poaUTeNeii Ha BKIIOUEHUE B UCCIIEOBAHUE.

Kpurepun ucCKIO4eHUs: OTCyTcTBUE  (EOPWIBHBIX  MIPUCTYIOB, BOCHAIUTEIbHBIE
3a00JIeBaHNsI HEPBHOM CUCTEMBI, HEUPOJeTeHepaTUBHbIE MPOTPECCUPYIONINe 3a00IeBaHNs HEPBHOU
CUCTEMBI.

Cratuctuueckass o0pabOTKa TIONYYEHHBIX JaHHBIX IPOBOAMIACH C HCHOJIH30BAHUEM
nporpamMmbl Microsoft Excel 2019, STATISTICA6.0., meTrogamu BapUalliOHHON CTAaTHUCTUKH IS
IapaMeTPUUECKUX JaHHBIX C BBIYMCIEHUEM CPEHUX 3HaueHul nokaszareneid (M). Pasnuune mexnay
CpaBHUBAEMbIMHU BEIMYMHAMU MPU3HABAIN CTATUCTUYECKU 3HAYUMBIMU MIPU BEPOSITHOCTU OILIMOKU
p <0,05.

Pesynbratel uccnenoBanusa. KoindecTBo ManueHToOB ¢ AUAarHO30M (peOpuiibHbIE MPUCTYIIBI
cocTaBisieT 58.

N3 HUX - KOJUYECTBO MAIIMEHTOB C MOATBEpkAeHHOU MyTanuel B rene SCNI1A (cunapom
JpaBe) coctaBisier 7 MallMeHTOB, YTO B MPOLEHTHOM COOTHOIIEHUH cocTaBisieT 12 %. B xoxe
MIPOBEJICHHBIX MCCIEA0BaHUN ObUIO YCTAHOBJIEHO, YTO CPEIHUI BO3pacT Ae0i0Ta y MAlUEeHTOB C
MOATBEPKIEHHBIM cuHApoMoM JlpaBe coctaBun 10,8 mecsueB. MakcuManbHblil Bo3pacT AelroTa
cocTaBml 2,5 roma, MUHUMAJIBHBIH Bo3pacT — 4,5 mecsmna. KoruutuBHble (QyHKIMM Ha MOMEHT
ocMmoTpa cHukeHbl Yy 100% nauuenTtoB. [TupamuaHas HeOCTaTOUHOCTH (aTakcHs) Takke Obuia y
100% nauuenrtos (PucyHoxk 1).

[Tonreepknennble [paBenogo0HbIe MPUCTYIBI 3apEerMCTPUPOBAHbl y 6 MallMEHTOB, YTO B
MIPOLIEHTHOM cooTHoueHuu coctapisieT 10%. M3 Hux y 1 nanuenrta 3apeructpupoBaHa MyTauus B
reie HNRPUN de novo, y 1 nanmenta — muccenc myranus onrcana PMO tun 31, y 1 manuenra -
rerepo3uroTHslii Bapuant B reHe SYNGAPI, y 1 nanuenta BoisiBneHa myrtanuss GRIA3, y 1
MalUEeHTa - CCKBEHUPOBAHME PK30Ma IO MaHeNH «HacyiecTBeHHbIe anuiencum» RAII, onucana npu
cunnpome Cmuta-Marenuca, y 1 nmanumenta - mytanus B reHe SCNSA. B xozae npoBeneHHOro
aHayiu3bl ObUIO BBISBIEH CpeAHMI Bo3pacT JAelloTa y NAlUEeHTOB C IOATBEPKIACHHBIMU
Hpasenono6HbsiMu cuHApomMamu — 1 roa u 2 mecsna (PucyHok 2). MakcumainbHbIi Bo3pacT aelroTa
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coctaBuia 2,5 roga. MuHuManeHblii — 5 MecsneB. KoruutuBHple (DyHKIIMM HA MOMEHT OCMOTpa
cHmkenbl y 100% manuenTos. [Tupamunnas negocratounocts (atakcusi) y 100% nmanueHTOB.

KoanuyecTBO MOATBEPKIACHHBIX
MYTaLUil cpean Bcex 00cieyeMbIX

M He noaTBepPKAEH W [Ipase [paBenonobHble

Pucynok 1 «Konuuecmeo noomeeprcoeHHbIX Mymayuil cpeou ecex o0cnedyemuix»
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B [pase [OpasenonobHble

Pucynok 2 «Bo3pacm oedromay

VY nmauueHToB 00eux rpynn ObLUTU BBISBICHBI CX0KHE KIMHHUUECKHUE MPOSBICHUS, TAaKUEe KakK
paHHMiI Bo3pacT AebroTa 3a00seBaHMs, PErpecc KOTHUTUBHBIX (DYHKIMH, CBS3aHHBII C BO3PacTOM
nebrora — 100% B obeux rpymnmnax ¥ nupaMujHas HeqocTtaTouyHocTh (atakcusi) — 100% B obenx
rpyImmnax. 9To B, B CBOIO OU€pe/lb, BEAET K paHHEW MHBAIMIU3ALINY [TAlIUEHTOB. B HacTosmee Bpems,
OTHUM U3 Haunboyiee BaKHBIX MPUOPUTETOB HEBPOJIOTOB SBISIETCS CBOEBPEMEHHAs TUATHOCTHKA
HpaBe u JlpaBenogoOHBIX CHUHAPOMOB TO PALY XapaKTEPHBIX NPU3HAKOB, C MOCIEAYIOIIUM
Ha3HaYeHUEM HEOOXO0IMMOI Tepaniy U TeHETUYECKOTO KOHCYIbTUPOBAHHS.

3akmroueHue. beuto m3ydeHo reHermueckwii mosmmopdusMm JpaBe u JIpaBenomoOHBIX
CHUH/IPOMOB M BBISIBIICHBI CXOXHE KIMHUYECKHE MPOSBICHHS, TaKUE KaK paHHHUM Bo3pacT nedroTa
3a00JIeBaHuUsl, perpecc KOTHUTUBHBIX (DYHKIUM, CBSI3aHHBIA C BO3PAacTOM Je0r0Ta M MUPaMHIHAS
HEJ0CTAaTOYHOCTh (aTakcusi). Bce BhllenepeyrcIeHHbIe MOKA3aTeI SIBISIFOTCS TMOKAa3aHUSAMH K
reHeTuyeckomy uccienoBanuio NGS (Mo maHenu HacleACTBEHHOW JMHIEIICUM) ISl Ha3HAYCHUS
JanbHEHIIeN Tepanuu.

Monooescnuviii unnosayuonunwtii gecmuuk Tom 14, npunosxcenue 1 2025 591



Mamepuanvi XXI Mexcoynapoonozo bypoenxoeckozo nayunozo Konepecca, 24-26 anpens 2025 zooa, 2. Boponesc

Cnucok Jurepatypbl

1. Lagae L, Sullivan J, Knupp K, et al. Fenfluramine hydrochloride for the treatment of seizures in Dravet
syndrome: a randomised, double-blind, placebo-controlled trial. Lancet. 2019;394(10216):2243-2254.
doi:10.1016/S0140-6736(19)32500-0

2. Perucca E, Perucca P, White HS, Wirrell EC. Drug resistance in epilepsy. Lancet Neurol. 2023;22(8):723-734.
doi:10.1016/S1474-4422(23)00151-5

3. Li, W, Schneider, A. L., & Scheffer, I. E. (2021). Defining Dravet syndrome: An essential pre-requisite for
precision medicine trials. Epilepsia, 62(9), 2205-2217. doi:10.1111/epi.17015

4. Dravet C, Bureau M, Oguni H, Cokar O, Guerrini R, Wolf P. Dravet syndrome (previously severe myoclonic
epilepsy in infancy). In: Bureau MPG, Dravet C, Delgado-Escueta AV, Guerrini R, Tassinari CA, Thomas P,
eds. Epileptic Syndromes in Infancy, Childhood and Adolescence, 6th edn. Arcueil, France: John Libbey
Eurotext; 2019: 139-171

5. Myxun K.1O., ¢ coaBT. Dnunentuyeckne CHHAPOMBI. J{narHocTuka u Tepanus (CIpaBovYHOE PYKOBOJICTBO JUIS
Bpaueit). M.: CuctemHsbIe perneHus, 5-¢ uznanune (2023). 224 c.

6. Balestrini S, Doccini V, Giometto S, et al. A registry for Dravet syndrome: The Italian experience. Epilepsia
Open. 2023;8(2):517-534. doi:10.1002/epi4.12730

OuneHka coCTOSIHUS HEPBHOW CHUCTEMBbI Yy NIALIMEHTOB € IICOPUA30M
Mosrauesa M.A.

CapaToBcKuil rocyJapCTBEHHBIN MEUIIMHCKUI yHUBepcuTeT uM. B.1. PazymoBckoro
Hayunwvie pyxosooumenu: accucmenm Jlveosa O.U., 0.m.H., doyenm Konoxonos O.B.

llcopuas paccmampusarom Kak cucmemHoe 3a001e6aHue, y0ensdiom cepbesHoe SHUMAHUE
KOMOpPOUOHbIM emy 3abonesanuam. Llenv uccredosanus uzyuums HAlUdue NPUHAKO8 NAMON0SUU
HEPBHOU CUCmeMbl Y NAYUueHmos ¢ NCOPUAZOM, C653b C AKMUBHOCMbIO 3a001e8aHUsl, HATUYUeM
ncopuamuuecxkoeo apmpuma (llcA), eruanue na xawecmeo sxcusuu. Ilposeden ananus oamHvlx 72
nayuenmos (6o3pacm 18—76 nem) ¢ ouaecHozom «ncopuasy, Haxoousuiuxcs Ha nevenuu ¢ YKb Ne2
CI'MY (2. Capamos). Hcnonvzosanvl: eusyanvbHas auanoeosas wkaia ooau (BALL 6onu),
eocnumanvHas — wkana mpeeoeu u  Oenpeccuu (HADS), oOuaenocmuueckuti  onpocHux
Hetiponamuydeckou 6oau (DN4), muocomepnviii onpocuux Ha ymomisemocmos MFI-20 u onpocruk
kawecmsa dcusiu EQ-5D-3L. Oyenka akmusHocmu 3a0071e8aHus ¢ ucnoavzosanuem unoexca PASI
(Psoriasis Area and Severity Index). Cucmemamusayus nepsuunviXx OAHHBIX, CMAMUCMUYECKAS
obpabomia evinonnena ¢ nomowwvto Microsoft Excel sepcuu 16.0. IlcA sviagnen y 14% nayuenmos.
Y nayuenmos c IlcA 3aghuxcuposanvt 6onee evicokue nokazamenu no BAIIl 6onu: (60£25 vs 40+£20)
u ymomasemocmu (MFI-20: 45+12 vs 30£10) no cpasnenuto ¢ nayuenmamu 6e3 I[lcA. Yemanosenena
ymepennasn (r=0.32; p<0.05) xoppensyua medxncoy PASI u nokazamenamu mpesocu (HADS-A).
Hetiponamuueckas 6onv ommeuena y 22% nayuenmos. Kauecmeo owcusnu, no oannvim EQ-5D-3L,
cnudiceno y 68% nayuenmos, ocobenno npu naauuuu IlcA (unoexc 0.6+0.2 vs 0.8+0.1 6 epynne 6e3
llcA). [anmvie yxazvieaiom, umo 001b A67AemMCs NPeOUKmMopoM YXyouleHus @uauiecko2o u
NCUXOCOYUATILHO20 ONA2ONONYYUSL NAYUEHMOE C NCOPUA3OM. Yuacmue 8paya-Heeposo2a A6NsAemcs
HeoOX00UMbBIM YCILOBUEM UX YCNEeUHO20 TeUeHUs.

Knrouesvie cnosa: ncopuas; ncopuamuueckuit apmpum, 001b, mpeeod, Kauecmeo HCUHU

[Icopuas OTHOCAT K YHCIy paclpOCTpaHEHHBIX OOJE3HEH KOXKU U CUUTAIOT XPOHUYECKUM
MyJIbTU(AKTOPHBIM ~ 3a00JIEBaHUEM,  XapaKTEPU3YIOIIMMCS  YCKOpEHHOW  mponudepannei
KEpaTHHOLIMTOB U HapylIeHHeM uX TuddepeHIMPOBKH, JUcOaTaHCOM MEXAY IPOBOCHANUTEIbHBIMU
Y IPOTHUBOBOCHAIUTENbHBIMA IUTOKUHAMH, C YaCTHIMU MATOJIOTMYECKUMH W3MEHEHUSMU OMOPHO-
nBuratenpHoro ammapara [1]. B Hacrosimiee Bpemsi mcopua3 paccMaTpHUBAIOT KaK CUCTEMHOE
3a0oneBaHue, YIACIIIOT Cephe3HOe BHUMAaHUE KOMOPOUIHBIM eMy 3a0oieBaHusIM [2].

Lenb paboTel. M3yunTh Hanuuue MPU3HAKOB MATOJIOTMHU HEPBHOW CHUCTEMBI y MAIUEHTOB C
TICOPUA30M, MX CBSI3b C AaKTUBHOCTBIO 3a00JieBaHUs, HAMMYUEM TcopuaTtuueckoro aptputa (IIcA),
BIIUSTHUE HA KAUYECTBO JKU3HU.
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