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HoBoe B anunentonoruun

Py6puky Beget

Bnagumup Uropesuy XaputoHoB —
3aBefyoLLMA JETCKUM OTAENEeHNEM
TMO «[MCUXUATPUSA», . Knes,
OencTBuTENbHBIV YneH EBponenckon
akagemun anvnentonoruv (EUREPA)
1 MexayHapoHoum accoumaumm
netckux HeposoroB (ICNA)

ALpec ons KoppecrnoHAEHUNM:
vkharytonov69 @ ukr.net

YBaxkaemble KONneru, npennaraw
BallleMy BHMMaHMK 0030p Ha WHTEpe-
CYILLY0 MHOTMX TeMY: KIWHWYeCKue
npossneHns mytauun reHa PCDH19 n
a(PeKTUBHOCTL €ro neyeHns. B caasu
C 3TUM 0CO60r0 BHUMAHWA 3aCNyXK-
BaeT aKTyaNbHaa cTatba J. Lotte «3dh-
(heKTUBHOCTb  aHTUINUNIENTUYECKOIA
Tepanun y NauneHToB ¢ MyTaLuel reHa
PCDH19», ony6nnkoBaHHas B XypHane
Seizure (2016; 35:106-110). Cnegnyet
YYeCTb, YTO Mbl YXKe CTanKuBanuch Ha
NpakTUKe ¢ NOA06HLIM COCTOAHMEM. C
LeNbl YCTAHOBNEHNS [MArHo3a, nauu-
€HT Obl1 NPOKOHCYNbTMPOBAH BeAYLLN-
MW MEOULUMHCKAMK CcheuuanucTamm
VYKpauHbl, HO TONbKO KOHCYNbTaLNs
3apyBexXHOro aKcnepTa nomorna ycra-
HOBUTb ANArHO3.

TaK, MyTaLmio reHa BnepBble BbISBUN
L.M. Dibbens y neBoy4ek ¢ anunencuen n
YMCTBEHHON 0TCTanoctbio. B nocnea-

CTBUM (hopma dnunencun nonyyuna
Ha3BaHMe «3Nunencus y [AeBOYEK C
YMCTBEHHOI oTcTanoctelo» (EFMR).
KnuHu4eckne 4epTbl JAHHOTO CMHAPOMA
4pe3Bbl4aiHO BapuabenbHbl, XapakTep-
Hbl: paHHee Hayano npunagkos (6-36
MeCsALEB) M NpoBOKauMs Mpunagkos
runeptepmuen. Mpuctynbl MoryT 6biTh
(PoKanbHbIMM MW FeHepann30BaHHbIMN,
TOHWUKO- KJTIOHUYECKUMU, MUOKIOHNYe-
CKMMW, aTOHNYECKUMM AN aBcaHcbl. OHM
4acTO NPOSABNSIOTCH CEpPUAMM UAN ANN-
TeJIbHON NPOAOKNTENBHOCTBIO, U Nepu-
OAMYECKN NepexoasT B ANUNIeNTUYECKMi
cTaryc. [Ins AaHHOro CUHAPOMA Xapak-
TEPHO TO, YTO 3NMMENCUS CO BPEMEHEM
ncyesaet. [lCUXOMOTOPHOE pas3BuUTMe
pe6eHka 00bI4HO HOPMAIIbHOE, HO, Kak
NPaBuio0, HA4NHAET NPOrPECCUBHO YXya-
LaTbCS BO BPEMS NOSABEHUS NPUNAAKOB
UAU HEMHOFO MO3Xe C MOCNeayHLM
NOSBNEHEM NHTENNEKTYaANbHOMO Aethu-
UMTa PA3NNUYHOA CTEMNEHU TAXKECTW.
loBeaeH4Yeckme Npo6embl TaK Xe ABNs-
t0TCA 4aCTbK KNMHMYECKON KApPTWHbI U
MOTYT ObITb B BUAE ayTUCTUYECKUX CUM-
NTOMOB, 06CECCUBHbIX UMW arPeCCUBHbIX
NposBNeHUA. KNMHNYECKNiA CNEKTP Npo-
aBneHuin mytauuun PCDH19 MoXeT 6biTh
NOX0X Ha cuHApom [pase, KOTOPbIA
ABNAEGTCA CNEACTBUEM MyTauuu reHa
SCN1A. B aTux cMHApOMax nNcuxomoTop-
HOe pa3BuTMe 06bI4HO HE HapyLLeHo A0
[e6toTa npunazKkos ¢ NOCNeayHLLer npo-
rpeccupyioLLeil 3afiepXXKON NMCUXnYecKo-
ro W MOTOPHOrO pasBuUTMS, PErpeccom
peyeBoro passutus. K Tomy e npucTy-
Mbl, KaK NPaBuno, ABNAOTCA CNeaCcTBUEM
runepTepMnK, CBOWCTBEHHA CBA3b C
reHepanu30BaHHbIMU TOHWUKO-KJIOHMYe-
CKMMU 1 (hOKaNbHbIMK TUNAMK npunag-
koB. EFMR nnoxo noppaerca neyeHuio.
B nepBbIi rof Xn3HU NpUNaaku 4pesBbl-
YaNHO YCTOWMYMBbLI K aHTWANMNenTuye-
CKOVi Tepanuu, X0Ts Ux YacToTa 1 hapma-
KOPE3UCTEHTHOCTb MMEKT TEHAEHLMIO K
CHVXEHMIO Ha MPOTSXKEHMM BCEr0 Nepuo-
[a 3a605eBaHns. Ha CerofHsALWHNIA JeHb
HET CBEJEHUA O NPUEME KaKUX-TO KOH-
KPETHbIX MNpenapatoB Kypcom 6onee
6 Mecqaues, He CyLLECTBYeT o6Llenpu-
HATOr0 MHEHUS O TOM, Kak fe4uTb
EFMR. TMoaTomy Lenb uccnenoBaHus,

NpeAcTaBNEHHOr0 B 3TON CTaTbe, — OLie-
HUTb 3 (PEKTUBHOCTb aHTUANUNENTUYE-
CKOJA Tepanuu y NaweHToB C BbISIBNEH-
HOW MyTauuein, BKJOYAA [AaHHblE
9DMEKTUBHOCTU JIEYEHUS ANUTENIbHO-
CTbl0 60JIEE OJHOO rofa.

Tak, B uccnefoBarue 6bin BOBNEYe-
Hbl NaLWUEHTbI C NOATBEPXKAEHHOA MyTa-
umen u3 25 LeHTpoB B 12 cTpaHax.
ViccnenoBaHue 66110 PETPOCNEKTUBHBIM
onucarteNibHbIM -~ MYJIbTULLEHTPOBBIM.
B LeHTpbl, rAe nauueHTbl NPOXOAWNK
neYyeHne u nonyyvyanu WHAMBMLYaNbHO
noAobpaHHy Tepanuio, Hanpaensnu
OMPOCHMKW, B KOTOPbIE BHOCUANCH [aH-
Hble 0 MpeablayLeil u TekyLllen Tepa-
nuu. KnuHn4eckyo nHopmawmio cobu-
panu aHOHUMHO, Ha OCHOBE 06LLEHNS C
poantensimMu. G NOMOLLbI ONPOCHWUKOB
9(h(heKTMBHOCTb NPOBOANMOrO fIeYeHNs
oLeHnBanaco nocne 3 u 12 mecsues o1
Hayana Tepanuu. [lo pe3ynbTatam
9 (EKTUBHOCTI BANAHUS Tepanun Ha
npunagkn onpeaensnuch: PecnoHaepsbl
(pearupylolime Ha Tepanui), HOHpe-
CMOHJEPbI UK arrpaBaums (pe3ncTeHT-
Hble K MPOBOAUMOW Tepanuu), rae
pecnoHiepamut CHNTANUCh NALMEHTbI, Y
KOTOPbIX 4acToTa NMpUNagkoB CHUXa-
nacb mMuHumMym Ha 50% nocne 3-12
MecsLleB JieveHus. B nmocnepcteuu
PECroHepOB Pa3feNiuin Ha Tex, y Koro
4acToTa NpUNagKoB CHuxanacb 6osee
4eM Ha 50%, 6onee yem Ha 75% 1 100%.
I eKTMBHOCTL NPenapaToB OLEHNBA-
nacb TOMbKO €CNIM WX MPUHUMANN He
MeHee 5 4enoBeK NPOACIKNTENBHOCTLIO
0T 3 MecsueB B AOCTAaTOYHO BbICOKOM
no3se. Kpome T0ro, perucTpupoBanoch
BPEMS Hayana anunencuu, Tun u gau-
TeNbHOCTb NPWUNAAKOB, NPOBOLMPYIO-
Lme haKTopbl, KOTHUTUBHOE U MOTOPHOE
pa3BuUTUE, MOBELEHYECKNE HAPYLUEHNS,
AaHHble 33 u MPT. Oco6oe BHUMaHME
YOENAN0CH BbIABNEHIO CEPUIl ANNTENb-
HOCTM NPUNAAKOB M 3NUNENTUYECKUX
CTaTyCoB.

B uccnenoBaHue Obiv BKIKOYEHbI
58 [eB0YeK C BbIABJIEHHOW MyTaluen
reHa PCDH19. V 52% nauueHToB B
Ha4yanbHbIX 3aMUCcAX OblNna HOpManbHas
nHTepukTanbHan 39M, ay 34% 33l ocTa-
Basiacb TaKOBOW W B MOCNeAyHLuUX
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3anucax. Y nauueHToB, NpoLleaLnx
MPT (48 4enosek), 81% CHUMKOB 6bin
pacLeHeH KaK HopMarnbHbliA, y 4% 6bina
HalileHa (hoKanbHas KopTukKanbHas
aucnnasusd, y 10% - 3anopospeHa.
BONbLIMHCTBO NALIMEHTOK UMENIN KOTHK-
TUBHbIE, MOTOpPHbIE, MOBEAEHYECKNE
HapyLIeHNs. HeKOTOpbIe N3HAYaNbHO He
MMenn HapyweHuin passutus (86%), a
Ha4asno 3aJepXXKu pa3BuTA coBnagano
¢ ne6totom npunagkos (82%, AaHHbIe He
ObIM NONYYeHbl Y 15 nauneHToB). Y natu
[1eBOYEK MOTOPHOE, KOTHWTWUBHOE W
NnoBeJjeHYeCKOe pa3BuUTUE He CTpafasno
Ha NPOTSXKeHUM BCero nepuoga 3abone-
BaHWA (BO3PAcT K KOHLY HabnoaeHus
BapbupoBan ot 4 fo 11 net). Kak MuHu-
MyM Ha 3 Mmecsua Obifil Ha3HAYEHbl
AHTUKOHBYNbCAHTBI: GpomMuibl, Kapba-
MasenuH, knobasam, knoHasenam, aTo-
Cykcemna, rabaneHTuH, nakocamug,
neBeTUpaLeTam, NamoTpUIKNH, nopase-
nam, HuWTpasenam, OKCKapba3enuH,
(beno6apbuTan, nepamnaxen, nperaba-
NNH, OEHUTONH, pycDuHamMmua, CynsTmam,
CTUPMMEHTON, TOMMpamat, BUrabaTpuH,
BaNnbnpoat, 30HWcamui. B cpegHem
naumeHTbl 3a nepuop HabngeHus
MeTo/0M noj6opa nonyyanu 5,5 pasHbix
AHTMANUNENTUYECKMX  NpenapaTos,
00/IbLUNHCTBO naumeHToB (98%) nony-
4anu KoMOMHaUWK W3 ABYX W 6onee
npenaparos. B JonofiHeHne HEKOTOPbIe
NPUHAMANKU CTEPoufabl, NPUAepPXuBa-
NINCb SUEeTbl unu npuéeranu K CTUMyns-
LK 6Ny AatoLLero Hepea. [AnuTeNbHbIi
oTBeT Ha AJT onpeaensncs kak coot-
HOLLIEHME pPecnoxepoB nocne 12 mecs-
LieB Tepanuu K KONMYecTBy NawueHToB,
nonyYyaBLUNX fnevyeHne Kak MUHUMYM
3 mecsua. 43 naumneHTa (74%) gocTuramn
pemMuccu MUHUMYM Ha 3 Mecsua;
26 (45%) — [OCTWUIAM ANUTENbHON
pemuccuu; 24 (41%) — 6onee 4em Ha
1 rof, 22 u3 KOTOPbIX MPOAOSKANU
aHTuanunenTuyeckyo Tepanuto, y 13
Oblna HagHa4yeHa nonutepanus. Y OBYX
naumeHTos (3%) nepuog pemuccum
anuncs 6onee 10 ieT, 06a No-npexHemy
HaxXo0AATCA Ha NonuTepanum.

Pemuccns HacTynana B Bo3pacte OT
8 mecaues o 17,3 rofna (CpefHuit Bo3-
pact 7,3 roaa), rae 46% nauueHTos 6b1un
mnafule 5 net. Y nauueHToB, y KOTOPbIX
HacTynuna AnuTenbHas pemuccus, cpef-
HAS  MPOAOMKUTENbHOCTL NMepuoja

OTCYTCTBMA mpunagkos 6eina 10,7 nert.
MHorvne nauMeHTKU LeMOHCTPUPOBANK
4epTbl CXOXNE C TAKOBLIMU NPYU CUHAPO-
me [pase. B 4acTHOCTW, npuynHamu
npUNaaKkoB BbInNN CTPECCHI, BAKLMHALMS
UAW KynaHus, HO Hambonee CUbHbIMM
npoBoOUMPYOWNUMI (hakTOpamn CcTanu
NNX0pagka u UHGeKLNoHHbIe 3a6ore-
BaHus. Pasnuuna B 60NbLUEN CTEneHu
Kacanncb KOrHUTUBHOIO PasBUTUS, 0CO-
6eHHOCTel NPOBOKALMWU MPUCTYNOB W
NOBEAEHMS, MOCKONbKY MaLWUeHTbl ¢
EFMR nemMOHCTpMpOBanut MeHbLIYH CTe-
NeHb BOBSIEYEHNS KOTHUTUBHOM CApepbl 1
MeHblle MPOBOLUPYIOLWNX Npunagku
(hakTOPOB, HO rOBOPA O NOBEAEHYECKNX
HapyLUeHMsaX, Y MaUWMeHTOB C AaHHbIM
CUHAPOMOM OHU 60JIee BbIPAXKEHbI.
Heo6x0anmMo NofYepKHYTh BaXKHYHO
0COGEHHOCTb TEYEHMS 3NUAEncUn npu
EFMR - cepuitHbli TN Te4YeHus npu-
NagKoB C OTHOCWUTENbHO [AUHHbI-
MU MEXMPUCTYMHbIMI UHTEPBANAMMU.
Cunppom [lpase ObIn KNMHUYECKN Anar-
HOCTMPOBAH Yy TPETM MNALWEHTOB, 4TO
yKa3blBaeT Ha HE06X04MMOCTb NPOBEJe-
HWS aHanu3a Ha myTauuio reHa PCDH19
y nNaumeHToK ¢ cuHgpomom [lpase.
OueHKka 3peKTUBHOCTM aHTWUaNunen-
TUYECKOW Tepanuu nokasana, 4to KJo-
6azam 1 O6pomuibl 6bIM Hambonee
3 dhekTUBHbIMU. [p0oYMe Xe npenaparsl
NPOLEMOHCTPUPOBANIN  3HAYUTENbHO
MeHbLWMWA pe3ynbTat. Arpasauus npu-
nagkoB O6bina peakum (EHOMEHOM,
Hab/t0anack TOSbKO B CllyYae npume-
HEHNA 6JI0KATOPOB HATPUEBbIX KAHAOB,
X0TS TaKue npenaparbl, Kak kapbamase-
MUH N NAMOTPULXKNUH AEMOHCTPUPOBASY
XOpowyr 3MeKTUBHOCTL. Mpu cpas-
HeHuN 3 eKTUBHOCTI NpenapaToB 3a
12 mecsues, Hanbonee 3 HEKTUBHbIMN
OKasanucb 6pomupbl, NOTOM Knobasam,
3aTeM Banbnpoartbl. VIHTEpeCHbIA (akKT,
TUNUYHBIA (DEHOMEH COCKaNb3bIBAHUS
(CHWXEHMe 3DEKTUBHOCTM C TEHEHUEM
BPEMEHN), XapaKTepHbIN AN Knobasa-
Ma, He Habnjancs y nayueHToB ¢ JaH-
HbIM 3a6051eBaHMeM. KOHEYHO, npyu Npo-
BEAIEHUN OLEHKN 3DPEKTUBHOCTN
Tepanum Heo6Xo4MMO Y4MTbIBATb BO3-
pacTHbIE 0CO6EHHOCTM JAHHOMO CUHAPO-
Ma 1 BO3MOXHOCTb CIOHTAHHbIX PEMUC-
cuii. Tlocne nepuopoB WMHTEHCUBHOM
CYZIOPOXHOW aKTUBHOCTW B Hayane, y
6onbwmnHcTBa nauyueHtoB ¢ EFMR

NPOCNEXNBaNOCh 3HAYNTENbHOE CHIKE-
HUe 4acToTbl npunagkos. [ogo6Has
9BONOLMSA 0COOEHHO Obina 04eBUAHA Y
OAHOI W3 MaUWeHTOK, KOraa B Hayane
3abonesanHus y Hee 6b110 Jo 40 npu-
najfiko 3a AeHb C NOCNEAYHLUM Npo-
TPECCUBHBIM CHUKEHUEM WX YaCTOThbl 10
NOMHOr0 WCYE3HOBEHUS. AHTUKOHBYIb-
CaHTbl B [aHHOM CIly4yae MOCTENEeHHO
OTMEHSIOTCS Ha NPOTSXKEHUM ABYX JIeT,
6e3 nocnenytoLlero Bo3epara npunaj-
KoB. HecmoTps Ha T0, 4TO anunencus
BcnencTeme mytauuu reHa PCDH19 cuu-
TaeTcs (DapMaKope3nCTEHTHOW, 0KONO
TPEX 4eTBEPTei NaLUeHTOB B UCCNEA0-
BAHWM HAXOAWMUCb KaK MUHUMYM
3 mecsaua B pase pemuccun. 0Kono
NOJIOBUHbI U3 HUX JOCTUTNIA PEMUCCUN
6onee, YeM Ha rof, a y ABYX pemuccus
6bina 6onee 10 net. MoyTu BCe OHM
no-npeXxHemy NpPoAOIKaNu npuem
AHTWKOHBYNbCAHTOB, XOTA MNPUYMHA
9TOMY He COBCEM MOHATHA. BO3MOXHO
KIUHULNCTbI He NPOBOBAN UX OTMEHUTD.
BeposATHO TakXe, YTO y4MTbIBAS aHaAM-
He3, 0C06EHHOCTM Pa3BUTIS NPUNAAKOB,
CEMbW He 3aX0TENN PUCKOBATb B CBA3N C
BO3MOXHbIM BO30OHOBNEHNEM Npuna-
KOB 11 CBSI3aHHbIX C 3TUM yTpaToii nony-
YEHHbIX HABbLIKOB 1 3a[EPXXKOI NCUxo-
MOTOPHOrO Pa3BUTMS WN3-3a OTMEHbI
AHTM3NUNENTUYECKON Tepanum.

B ony65MKoBaHHO nuTepaType npak-
TWYECKN HET [AaHHbIX M0 MeJUKaAMeH-
TO3HOMY JIR4EHUID SNUNENCUN, CBA3AH-
HOM ¢ faHHoi myTauueir. N. Higurashi
0ny65IMKOBan AaHHbIe 0 XOPOLLUEM 0TBe-
Te NPUNAAKoOB Ha (DEHUTOUH, BPOMM-
Abl 1 Kno6asam. [laHHble, Kacawuine-
¢ (PEeHWTOWHA, He MNOATBEPXAATCA
pe3ynbTaTaMu UCCnea0BaHmns, BOSMOX-
HO BCNEACTBME MaNioro KONnu4ecTBa
y4acTHNKOB. Kpome TOro, HactosLiee
nccnefoBaHue MOKas3ano arrpaBauuto
npunagKoBs npu NCNoNb30BaHNK 610Ka-
TOPOB HATPUEBbLIX KAHANOB, B TO BPEMS
kak csepenus N. Higurashi ykasbiaioTt
Ha arrpaBauuio npu WUCNOMb30BaAHWUK
Tonupamarta 1 BanbnpoaTos.

B 3akn04eHUM aBTOP NULLET O HEO6-
XOAMMOCTU AanbHeRLIUX UCCnea0BaHui
ANS NyYWero nOHMMaHMA MeXaHu3-
MOB Pa3BuUTWA 3NWUNENcu BCReACTBME
myTauuu resa PCDH19 w ans passu-
M 60nee 3PMEKTUBHLIX CTpATEruit
neyeHus.
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