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POJIb KOMILJIAEHCA B KOHTPOJIE TEHETUYECKOM SITWJIEIICAU
THE ROLE OF COMPLIANCE IN THE CONTROL OF GENETIC EPILEPSY

AHHOTanmus: ['eHeTHyeckas SMHWICIICHS TPEJICTaBIIIeT co00il opdaHHOE 3a00JeBaHHE C
TSKEJIBIMH HEBPOJIOTUYECKUMH PacCTPOMCTBAMU y JIeTEH, NAaMEHTOB MOJIOAOTO Bo3pacTa. B crarse
npoaHaJIn3upOBaHbl COBPECMCHHBIC JaHHBIC 00 B(b(i)CKTI/IBHOCTI/I JAUArHOCTUKU U TCPAIIUU OOJIBHEBIX C
SIMUJICITUHYCCKUMHAU 3HHe(1)aJ'IOHaTI/I$IMI/I.

Abstract: Genetic epilepsy is an orphan disease with severe neurological disorders in children
and young patients. The article analyzes current data on the effectiveness of diagnosis and therapy of
patients with epileptic encephalopathies.

KuroueBble ci10Ba: TeHETHUECKas dITUIICTICHS, opdhaHHOe 3a00IeBaHuE.

Keywords: genetic epilepsy, orphan disease.

I'eHeTHuecKUe SMUICTICUN TPEACTABIAIOT CO0O0M TpyNIy TSDKENbIX SMHIEHCHNA ¢ PaHHUM
HayajoM, XapaKTepusyloluecss peQpakTepHbBIMU TNPUCTYHaMM, 3aJEpKKOH pa3BUTHA WIH
perpeccoM, CBSI3aHHBIMHM C IMPOJOJDKAIOIIEHCS SMMIENTHYECKOH aKTUBHOCTBIO, M, KaK IPaBUIIO,
HEeOJIaronpusATHBIM NPOTHO30M Y nanueHToB [7] YacroTa snunencuu cocranisiet noutu 70 ciydaes
Ha 100 000 mereit mimanme 2 neT. ['eHeTnueckue snuecuy coctapisior ooiee 0,4% HaceacHUs B
nenoM, uro cocranisieT 30% Bcex smuerncuii [8, 12] Kpurepusimu reHeTHYECKO# reHepaTin30BaHHOM
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SMUIETICUN ObUTM TOHUKO-KJIOHUYECKUE MPUTAAKH, OTCYTCTBUE UM MUOKJIOHUYECKUE MPUTIAAKH C
TeHepATH30BAaHHBIMU  CMAWK—BOJIHOBBIMU paspsgamMu Ha ODOI, u OTCyTCTBHE MPHU3HAKOB
MPHOOPETEHHON MPUYHMHBL. B pekux ciiydasx oT KpUTepusi JuarHoctudeckoit 991 oTKa3bIBaNIKCh,
KOT'/Ia YeTKHE KIMHUYECKUE JaHHbIE YKAa3bIBAJIM HA MUOKIIOHUYECKHE TIPUTIAJIKU UM UX OTCYTCTBUE
C TOHUKO-KJIOHUYECKHMH MPUIMAIKaMHU U OTCYTCTBOBAJIM JJOKA3aTeIbCTBA IPHOOPETEHHON NPUUHHBI.
JIOTIOJIHUTENbHBIMU ~ METOJIaMU  TMaTHOCTUKU  TE€HETHMYECKON AMIWIENICUU  SBISIOTCA
HeHpoBU3yaIH3alMOHHbIE U JabopaTopHble. MexayHapoaHas Tura 60psObl C SMUJICTICHEH MPUHsLIa
TEPMHH "TeHeTHYecKas reHepajJu30BaHHas sSmuierncus" A CHHAPOMOB, paHee H3BECTHBIX Kak
WaUoNaTuyeckass WIM TEpPBUYHO TEHEpalM30BaHHAs AMWIENCUS, BBUIY YOEIUTEIbHBIX
JI0Ka3aTeNIbCTB T'€HETUYECKON OCHOBBI, MOJIYYEHHBIX B TIE€HETHUECKHUX DSIUIEMHUOIOTHYECKUX
WCCIIEIOBAaHUSIX M UCCIIEJOBAHMUSX OJM3HEIOB, M OTCYTCTBHSI BBISIBICHHBIX NPUOOPETEHHBIX
¢dakTopoB. B reHernueckyro TIpymmy BKIOYEHO OOJBIIOE KOJIMYECTBO 3abojeBaHUl —
XPOMOCOMHBIX, MOHOT€HHBIX, ITOJIMTEHHBIX. B 3THX ciyyasx aMUIencusi MOKeT ObITh €IMHCTBEHHBIM
MpOsIBIICHUEM 3a00JIeBaHUsl WM OHA BXOJIUT B CTPYKTYypy 3a0o0jieBaHUS Hapsiy C APYyTUMHU
cuMnroMmokomIuiekcamu [9] HacnencTBeHHBIE SMMICTICHM — TPYIAa TEHETHYECKH TeTePOTeHHBIX
3a00JIeBaHNi, BOZHUKAIONINX B PE3yJIbTaTe MyTallMii B T€HAX, KOJMYECTBEHHBIX MM CTPYKTYPHBIX
MEPECTPOMKax XpOMOCOM. B 3aBUCHMOCTH OT 3THOJIOTUH MOYKHO BBIICITUTH TPH OCHOBHBIEC TPYIIIBI
HACJICZICTBEHHBIX SIUICTICHI: MOHOTCHHBIC 3a00JICBaHHUS W CHHIPOMBI, XPOMOCOMHBIE CHHIIPOMBI U
MyJIbTH(QAKTOpHBIE Smwiencud. CyImecTBYeT HECKOIBKO TPYII MOHOTEHHBIX 3a00JIeBaHUHA, B
CTPYKTYPE CHUMIITOMOKOMIUIEKCA, KOTOPBIX OTMEYAIOTCSl CyIOPOTH: M30JIMPOBAHHBIE MOHOTECHHBIE
SMHJIETICUHA, MOHOTEHHBIC CHHIPOMBI W TIOPOKH PAa3BUTHS TOJOBHOTO MO3ra, JIETCHEPAaTHBHBIC
3a00JIeBaHMsI HEPBHOW CHCTEMBI, HACIIEICTBEHHBIE 00JIe3HN OOMEHa BellecTB. B HacTosmee BpeMs
uaeHtTuunmrposano 6osnee 700 reHOB, MyTalluK B KOTOPBIX MPUBOAT K BOSHUKHOBEHHUIO CYIOPOT.
B mocnennue roapl ObUTH CHETAHBI BaKHBIE OTKPBITHS, MO3BOJISIONINE UACHTH(PHUIIMPOBATH
TeHBl NMPU MOHOTEHHBIX (hopmax smwierncun. CexkBeHUpoBaHUEe cleayromero mokonenus (NGS)
MOTEHIIMAIbHO MOXXET BBISBIATH ACCOLMUPOBAHHBIE C SIHJIENICHEH MyTallMd T'€HOB, YYacTKOB
TeHOMa U pacIIUpATh BO3MOXXHOCTH MOJIEKYJISIPHOW TMArHOCTUKHU /IS Pa3IMYHBIX (PEHOTHUITHYECKUX
nposiBnienuit smmiencuu [3] B uccrnenoBannm manens NSG Obina paspaboraHa TakuMm o0Opa3om,
9YTOOBI OXBATHIBATH BCE KOAMPYIOIIUE FK30HBI M BCE YYACTKH CPAIIMBAHUs 9K30H/UHTPOH B 18 reHax
nanueHToB. beun BeIsBIEHB! 9 (28%) BapuaHTOB, BKIItOUYasi | BEpOSTHBIN NaTOI€HHBIN BapUaHT B
rene SCN1A y manmentoB. HenaBHue nccieoBanus mokassiBatot, yto 70-80% ciyyae snusiencuu
nMeroT reuernyeckue npuuuHsl [S] Texnonoruu NGS no3Boawiy npoaHaiu3upoBaTh COTHU F€HOB,
CBSI3aHHBIX C pa3IMYHBIMU cuHApoMamu smwiencun. Cunapomsl Jpase, Oxrtaxapsl u Becra
ABIISIIOTCSL  OJHUMH W3 HauOoJee XOpOIIO W3YyYEHHBIX MIIAJICHYECKHX OSIUJICTITHYECKUX
sHuedanonatuii. Cunapom Jpase 661 onucad B 1978 rofy, XxapakTepu3yercsi HauaJloM NMPUCTYTIOB
y HOpMaJIbHO pa3BHBarOILErocs pedeHka B Bo3pacte 10 20 Mecs1eB ¢ Moce Iy oIUMU HapyLIeHUSIMU
pa3BUTH HEPBHOM CHCTeMbl, HaOIr0faeMbIMU cO BTOoporo roja >xu3Hu [15] Cunapom [lpaBe —
TSDKeTast, pefikasi ¥ CJIOXHasi B Pa3BUTHU dMIMJIENTHYECKas dHIedanonaTus, nopaxatomas 1 u3 16
000 KMBOPOXIEHHBIX UM  XapaKTepHu3ylollascs JEeKapCTBEHHO-YCTOMYMBON  SIUIENICHEH,
KOTHUTHBHBIMH, TICUXOMOTOPHBIMH W pEYEBBIMH HApYLICHUSMH, a TaKkXe IOBEICHYECKUMU
paccTpoMCTBaMM, CHUHAPOMOM Je(uiuTa BHUMAHHUA M TUIEPAKTUBHOCTH, U PacCTPOHCTBAMHU
ayTUCTHYECKOTO CIIEKTpa, HAPYLICHUSAMHU CHA, HApyIICHUSIMH ABIMKEHHH, atakcusmu [4] CuHIpom
JlpaBe TPEUMYIIECTBEHHO BbI3bIBAETCS MATOT€HHBIMH BapUaHTaMU B T'€HE HATPUEBOIO KaHaia
SCNA1, y mamueHTOB OOBIYHO PAa3BUBAIOTCS MHOKECTBEHHBIE THUIIBI TPUCTYIIOB, Yallle BCETO
TOHUKO—KJIOHMYECKHE, TEeMHUKIOHUYECKUE, MHUOKJIOHUYECKHE U C (OKaIbHBIM HapyIIEHUEM
CO3HaHMsI, KOTOPbIE MOTYT OBbITh JHXOpagouyHbiMU uiu adeOpunbHbiMu [6] TspkecTs W yacToTa
MPHUCTYINOB, KaK MPaBUJIIO, CHWKAIOTCS B TMOJPOCTKOBOM M B3pPOCIOM BO3pacTe, U HaOIroAaeTcs
Mepexo/i K HOYHBIM CYJOPOKHBIM MPHUIMaKaM, IPeodiagatonieMy THITY IPUIIAIKOB y B3POCIbIX.
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OnHako 710 3TOro MPUCTYIBI BO3HUKAIOT YAaCTO U MOTYT OBITh JUIMTeNbHBIMUA. HecMoTpst Ha
UCIOJb30BAHUE MEIMKAMEHTO3HOW MOMOINM, JAJUTEIbHbIE MPHUCTYNbI, 3aKaHUYMBAIOLIMECS
SMUJIENTUYECKUM CTaTyCOM YaCTO CBsI3aHbl C TOCIIUTAIN3ALMEN B OT/Ie/IeHHEe HHTEHCUBHOM TepanuH.
TsoxkecTb KOTHUTHBHBIX, MOBEACHYECKMX HapyIICHUH, MUpaMHUAHAs HEJOCTaTOYHOCTb, Mapessl,
MO3KEUKOBas AaTaKCHUs COXPAHSIOTCS M YCWIMBAIOTCS BO B3pOCIOM BO3pacTe y OOJbHBIX.
dapmakosoruueckasl Tepanus MalUeHTOB ¢ CHUHApoMoM JlpaBe ocylecTBIsieTCs IpernaparaMmu
BaJILIIPOEBOM KMCIOThL. BTOphIM 3TanioM Tepanuu y NauueHTOB BO3MOKHO IPUMEHATh CTUPUIIEHTOIL.
[Ipenapar mnoka3aH K IPUMEHEHHIO B COYETaHMU C KJI00a3aMOM, BaJlbIIPOEBOM KHUCIOTOM,
TONMPAMATOM B KauyeCTBE JOIOJIHUTEIBHOM Tepanuu pepakTepHbIX I'€HEPATHM30BAHHBIX TOHUKO-
KJIIOHWYECKUX MpunagkoB [5] TpeTsbuM 3TanoM NPOTUBOINMIECNTHYECKONW Tepanuu SBISIETCS
Ha3HayeHUe JIeBeTHpaleTamMa, KJIoHa3enama, 30HucaMuia, 3TOCykucmMuaa, penodapourana [4]

JIONOJTHUTENBHO Y MAlMeHTOB ¢ CUHIpOMOM /[IpaBe mcnomib3yercs uriopediekcorepanus,
¢usnorepanus, KETOreHHast AMeTa U CTUMYJIALMS Omyskaaromero Hepea. Cunapom Ortaxapsl — 3TO
onHa u3 GopM paHHEH SMUICTITUYECKON dHIIe(PaTIONaTUH ¢ NETCKOW TEeHETHUECKOW SIMHIICTICHEH C
pedpakTOpHBIMU K TPOTHUBOSIMWIENTUYECKON Tepanmuud NPUCTyIaMH M MPOTrPECCUPYIOIIUM
yXyALLIEHUEM pa3BUTHUS HepBHOU cucTeMsl [ 1, 13] Briepsrie cunpom onucan Otaxapoii B 1976 rony.
OTO KIMHUYECKUN CHUHAPOM, XapaKTEPU3YIOUIUICS YacThIMU IeHEpaIU30BaHHBIMH TOHUYECKUMU
CylloporamMy,  BepU(UUUPOBAHHBIMU  IpPU  BBINOJIHEHUHM  3JIEKTpodHUeatorpadguieckoro
uccinenoBanus (991). s nedeHust 60abHBIX ¢ cMHIpOMOM OTaxapbl IPUMEHSIOTCS MpernapaThl
BaJIBIIPOEBOM KHUCIIOThI, ATOCYKCUMUJ, O€H30/Ma3eNHHbl, BUTrabaTpuH, (HEHUTOUH, 30HUCAMMU,
KeToAueTa. AHTHANWIENTUYECKHE IPernapaThl UMEIOT JIUIIb YACTUUYHYIO 3 (HEKTUBHOCTD.

Xupypruyeckoe JiedeHue npu cupapome OTaxapa MoOKa3aHO NMpU OOHAPYKEHUH YETKOIO
CTPYKTYpHOTO JeeKTa, 00yCIOBIMBAIOLIETO JOMUHUPYIOUINM SIMICNITOIEHHBIH oYar B TOJIOBHOM
Mo3re mpu abcomoTHOM (apmakopesucteHTHOocTH. CuHapom Becra — snwmientuueckas
sHIedanonaTus — ObUT ommcaH YuibsiMoM Jxelimcom Yactom B 1841 romy, xapakrepuszoBaics
Kiaccuyeckord Tpuamoi (1) nmerckue uHGMAHTHIBHBIE CHAa3Mbl AKCHAIBHOW MYCKYJatypsel;, (2)
runcaputMusiMu Ha D3OI u (3) 3amepKKON NMCUXOMOTOPHOTO Pa3BUTHS Y JETEH MIIaIeHU€CKOTO
Bo3pacta [11] B Teuenue nouru 50 €T «30J10THIM CTaHIAPTOM» B JICUEHUN HH()AHTUIIBHBIX CIIA3MOB
CUMTAJIOCh  MPHMEHEHHE  aJPEHOKOPTUKOTPOITHOTO TOpMOHA, 3()(PEeKTHBHOCTH  KOTOPOTO
BappupoBaia ot 50 mo 90% ciydyaeB. B Hacrosiee BpeMsi BO3MOXKHO HauyaTh C OOJIFOCHOTO
MapeHTEepaIbHOE BBEICHUS MUPUIOKCHHA B 03¢ 150 Mr JuIsl HCKITIOUEHUS] TUPUA0KCUH3aBUCUMON
SNWIENICUN MAallMeHTaM C KIMHUYECKUMH TPOSIBICHUSMHU CHHIApoMa Becra, moaTrBepxkaeHHOHN ¢
nomoitnpto DI, Hanbonee 3¢ pekTHBHBIMU MTPOTHBOAIMIEITUYECKIMH TIPeTiapaTaMu y OOJIBHBIX C
cuHapoMoM Becra sBISIOTCS HHUTpaszenaM, JE€BETHpaleTaM, BalblpoaT HATpHs, TOIUpamar,
30HMCaMuU, py(puHamun, kimobazam, mepamrianen, BUrabaTpuH B KauyeCTBE MOHOTEpANUM WM B
paznuuHbIX KomOuHamusax [14] Taxke Obulo OOHapyX eHO, 4YTO KETOIeHHas JAuera W
MoUUIMPOBaHHAs 1ueTa ATKMHCA 3()()EeKTUBHBI y MAIMEHTOB ¢ CUHIpoMoM Becta. 3akimoueHus.
KomnniekcHoe  HeBpojormueckoe,  HeWpodusuonoruyeckoe ¢ ucmoiab3oBanueM — O0I,
HEHPOBU3YaJIM3alMOHHOE MCCIEAOBAaHNs Yy IMAlUEHTOB JETCKOTO BO3pacTa C TIE€HETHYECKHUMH
SMUJIETIICUSAMHU CIIOCOOCTBYET paHHEH JMarHOCTMKE OJNUJIeNTHYeCKUX »sHuedanonatuii [2] B
HACTOSIIEE BpPEMS IMPOJOJDKAIOT OCYLIECTBIIATHCS HEUPOXUPYPIUUYECKOE JIEUEHHE MALMEHTOB C
OYaroBbIMH TMOPAXEHUSAMHU TOJIOBHOTO MO3ra € SHWJICHTUYECKHMMM HHIedaIonaTusMd B BHUJE
(GYHKIIMOHATILHON TeMUCPEPIKTOMUH ¢ OJaronpusTHeIME ucxoaamu [10].
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